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CMUCOK COKPALLEEHUN

A]l — aprepuanbHOe aB/IeHNe

AJIT — amanmHamuHOTpaHchepasa

ACT — acmapraramuHoTpaHcdepasa

At]] — aTommM4eckui epMaTuT

BA — 6ponxmanbHas acT™Ma

BAJI — 6poHX0a/IbBeOIAPHBIN JTaBaXK

BK — 60nesnp Kpona

BIIDK — BakumHa mpoTus TyOepKyesa

BMO — BocnanurenpHas MruopubpobmacTideckas Onyxonb
BCKK — BpOXXZI€HHBI CMHIPOM KOPOTKOI KMIIKI

ITT — raMMa-IIOTaMUATPaHCIIENTHAA3A

I'KC — r7110KOKOpTUKOCTEPOUIbI

JOWII — peckBaMaTuBHAsA MHTEPCTULIMAIbHAS THEBMOHNSA
MBJI — ncKyccTBeHHasA BEHTWIALMA JIETKAX

WJI — mHTepneinKnH

KT — xommnbioTepHas Tomorpadus

KTW — xappnoTopakaibHbII MHAEKC

JIAII — nero4Hblil abBeOIAPHBIN IPOTENHO3

JIAI' — makTaTherugporeHasa

JIDK — neBblit xXemypodex

MB — MykoBuUCINI03

MJIb — mbievnas guctpodus bexkepa

M ] — mblinednas guctpodus [romeHna

MIKIT — MexoKenyiouKoBas Ileperopojka

MHO — MexxziyHapofiHO€ HOpMa/lI30BaHHOE OTHOLIEeHMe
MIIC — myxononmucaxapupios

MPT — MarHUTHO-pe3OHaHCHas ToMorpadus

MCKT — mynbrucnypanbHas KOMIIbIOTepHasA ToMorpadus
MTTP — MMKpOCOMaJIbHBII 6€TOK-TIepeHOCUNK TPUTTULIEPH/IOB
OAK — o6uuit aHamms KpoBu

OI'K — opraHbI Ipy/IHOI K/IETKI

OPBM — ocTpble pecnpaTopHble BUPYCHbIE MH(EKINN
OCHT — ocTpas ceHCOHeBpanbHasA TYTOYXOCTh

O®B, — 06beM popcrpOBaHHOTO BbIOXA 3a IIEPBYIO CEKYH/Iy MaHeBpa
IIIJJE — moTeHIIMan AeiicTBUSA OBUTATETbHBIX eIVHAILL
[II1]] — nepBuYHasA UMIMAPHAS AUCKMHE3A

[IITP — nmonumMepasHas LielmHasA peakius

pCK® — pacyeTHass CKOPOCTb KITyOOUKOBOII PUIBTpALII
Cb — cungpom baprrepa

CI'A20 — cunppoM ramioHefgoctaToyHoct A20

cI'KC — cucremMHbIe ITIOKOKOPTUKOCTEPON/IHbIE IIpenapaThl
CHT - ceHcoHeBpanbHas TYTOYXOCTb

CKK — cuHApOM KOPOTKOI KUIIKK

CO — cimsucras 060mouKa

CO3 — cKOpOCTb OCejaHNs 3pUTPOLUTOB
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CPB — C-peakTuBHBbI 610K

CHT — cpepHelennoyevHble TPUTTUIIEPULTBI

TMA — tpomboTuuecKass MUKpOaHIMOIATIS
TMC — TanjeMHas Macc-CIeKTpOMeTpus

Y3W — ynbTpa3ByKoBOe JCC/IefloBaHMe

®B — ¢paxkuus Beibpoca

®dI'C — PpubpoaszodaroracTpockonus

DOXKEJI — dopcupoBaHHas XU3HEHHAs! €MKOCTD JIETKUX
®K — ¢yHKIMOHANBHBIN KIacc

®HOa — nHrnburop gaxTopa HeKpo3a ONyxXonu anbda
XM-39KI' — xonteposckoe MoHUTOpUpoBanue IKI'
XCK — xpoHMueckas CIIOHTaHHas KpallMBHUIA
XCH — xpoHnyeckas ceppieqHast HeJOCTaTOYHOCTD
LIMB — unromeranoBupycHas NHQEKIVA

IIHC — neHTpanbHas HepBHAA CCTEMa

YJIJ] — yacToTa abpIXxaTebHbIX IBVKEHUI

YCC — 4vacToTa cepheyHbIX COKpallleHMil

OI'/IC — 330¢aroracTposyomeHOCKOINA

9KI — anexTpokapamuorpaMmma

909 — 303MHOPUIbHBIN 930(paruT

9x0KI' — axokapauorpadus

93T — anekrposunedanorpadus

IOIIM — 10BeHU/IbHBIN AepMAaTOMUO3UT

DADA?2 — cunppom pedunura agenosungesamnHassl 2 (deficiency of adenosine deaminase 2)
nCPAP — HenHBa3uBHas NOJfEepP>KKa JbIXaHU /i1 HETOHOIIEHHBIX
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OCTPAA CEHCOHEBPAJIbHAA TYTOYXOCTb
B OETCKOM BO3PACTE

OCTPAA CEHCOHEBPAJIbHAA TYTOYXOCTb
B AETCKOM BO3PACTE

K.JI. Memepskos, B.H. Cokonosa, A.J. A6aiixaHoB

OBOCHOBAHME

CenconespanpHaa Tyroyxoctb (CHT) — ¢opma cHmpkeHus (BIUIOTb JO YTpaThl) CIIyXa,
IIpY KOTOPOJT MOPAXKAITCA KaKye-I1M00 13 y4aCTKOB 3BYKOBOCIPUHIMAIOIIETO OT/e/Ia CITyXOBOTO
aHa/N3aToOPa, HaYMHasA OT HEITOCPEeICTBEHHOTO CEHCOPHOTO allllapaTa YIMTKY Y 3aKaH4MBasd Iopa-
JKeHUeM HeBpa/lIbHBIX CTPYKTYp [1]. HecMoTps Ha ucnonpsobanme B MeXXayHapOgHON KIaccudim-
Kanym 6omesHeit 10-ro nepecmorpa (MKbB-10) TepMuHa «HelIpOCeHCOpHAs IOTePs CIyXa», B KIIN-
HIYECKOJI IpaKTMKe IIOYYMIO PaclpoCTpaHeHNe Ha3BaHME «CeHCOHEeBpPaTbHAsA TYTOYXOCTb»,
KOTOpOe sIB/IsIeTCs1 607ee TOUHBIM ITepeBOfIOM aHIIMIICKOTO TepMIHa «sensorineural hearing loss»
U ABJIAETCSA CMHOHMMOM IMarHO3a «HEIPOCEHCOPHAA TYTOyX0oCTh». CeHCOHEBpa/bHaA TYTOYXOCTh
y pebeHka MoxeT cpOpMUPOBATLCA B TI0O0M BO3pacTe, MMeTh pas3IMyHble NPUYMHBL, ee pas-
BUTHIO MOTYT CIIOCOOCTBOBATh MHOTOYMC/IeHHBIe (akTophl pucka [2]. [To octpore 3aboneBanms
BBIIE/AIOT ocTpyto u xpoHndeckyio CHT. Ilo snmpeMmonornyeckuM JaHHBIM, B TeUeHMe TIePBbIX
2-3 net >xu3Hu u3 1000 feTelt TepAIOT CIyX 3-4 pebeHKa ¢ y4eTOM OZHOCTOPOHHMX M CTaOBIX JBY-
CTOpoHHMX T0Tepb. K 9 rogam aTor nokasatens yaansaercs [3]. K unciny sHaunMMBbIX aTHONIOTMYe-
CKMX (paKTOPOB OCTPOIl ceHCcoHeBpanbHOIT Tyroyxoctu (OCHT) B meTckoM Bo3pacTe OTHOCATCA
nH}eKIMOHHbIe 3a00meBanus (25%) U reHeTNYecKas MPeapaciooKeHHOCTh K X BO3/e/ICTBUIO.
Mcrunnas gacrora Bctpedaemoctt OCHT B meTckoM Bo3pacTe He OIpefiefieHa, B CBA3M C HU3KOM
HACTOPOKEHHOCTBIO OTHOCUTENbHO NAHHOTO COCTOSHM:A, BO3MOXKHOCTU OTCPOYEHHBIX IPOsBIIe-
HUIL, @ TaKXKe TO3JHeN 00palaeMoCTho 3a Cllelaan3npoBaHHoi moMoiiboo. Okono 70% neteit
HOCTYIAIOT NPV JUINTeIbHOCTY 3aboneBaHys Oonmee 2 Hemenb [4, 5]. B coBpeMeHHOV Hay4yHON
JMTEepaType BCTPEYarTCA HEMHOTOUNC/IEHHbIe MyOnuKanyy, nocssamennsile OCHT B nepgmarpum.
CucreMaTnyecKnii IOXCK HayYHBIX PaboT, B KOTOPBIX ONMCAHA STUOJIOTYS, JUATHOCTYKA U JIeYeHNe
OCHT B meTckoM Bo3pacTe, ObII BBITOTTHEH 10 K/TIOYEBBIM CTIOBaM B OMCKOBOIT cucreme PubMed.
KitoueBbiMy cmoBamu Jyist moycka sByuch: pediatric sudden sensorineural hearing loss, sudden
sensorineural hearing loss in children. AnanusupoBanuch pesynbraTbl HAYYHBIX MYOIMKALIVIT, TaK-
Ke BBITIO/IHATICA ITOJICK HaYYHBIX paboT 110 IepeKpeCTHBIM CChUIKAM, B TOM YMUCTIe, PYCCKOS3BIYHBIX
nyonukanuit. IIpoBefieHO cpaBHeHNUe C MOTyYeHHBIM) TaHHBIMM AMATHOCTUKY M JIeYeHNS 2 CIIy-
yaeB OCHT B meTckoM Bo3pacTe B yclnoBuAX JHeBHoOro ctanyoHapa OTAY «HMIII sgoposbs
mereit» Munsapasa Poccun (manee — LleHTp) 3a mpeAbIoyIIMIl TOX, YTO KOPPENINPYET C YaCTOTON
OCHT nH(eKI[MOHHOTO reHesa, 10 JaHHBIM V3Y4eHHBIX HayYHbIX yOmuKanuit, 1-2 ciry4as B rof
[4-6]. JeTn, y KOTOpBIX ObIIV BBIABJIEHBI HAPYIIEHNUA CITYXa, JO/DKHBI HAXOAUTHCA II0f] AMHAMIYe-
CKMM HabsrofieHneM cypposora. Eciu y pebeHKa ecTb reHeTHYeCKas PePaCcIIONIOKeHHOCTD 1 ObIT
smmson OCHT, gaxke mpy ycHemHOM je4eHII CUMITOMBI MOTYT IIPOAB/ATHCA Y IIPU HOCIEYIO-
VX SIM30/laX OCTPbIX PeCIMpaTOpPHBIX BUpycHbIX uHpekuuit (OPBI). ITpu atom He pamarHoc-
TUPOBaHHbIe HAPYILIEHNs C/TyXa MOTYT IPUBECTY K HApYLIEHNMSAM PasBUTHUA peOeHKa B peuyeBOM
IJIaHe, IPUBOAUTD K M3O/IALVM pebeHKa, COLMaNbHOM fe3agantanim [7].
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KJIMHWYECKWUW NMPUMEP

“' OIALIMEHTE

Ha koHCcynbTaTuBHBII IpueM cypponora B LlenTp, o6patnics orer ¢ peberkom 12 et 9 mec.
Ha MoMeHT ofpaleHNs ManMeHT NPeXbAB/AN >KaloObl Ha CHIDKEHME CyXa ¢ 00eMX CTOPOH,
IIOCTOSHHBII, M3HYPAIONIMII 3BOH B yuIax (tmHHUTYC). Illym B ymax 6ecriokonn pebeHka B 607b-
IIeil CTETIeHY, HeXKe/u CHIDKEHMe CTyXa, OH He IIPeKpPalllajics, BhI3bIBAJI BBIPAXKEHHOE 6eCIIOKO-
ctBO. CO C/I0B OTI1]a, HApYLIEHNe CTyXa BO3HUK/IO Ha 5-11 ileHb TedeHnnsa OPBVI, cumnTomaTnueckoe
JledeHye KOTOPOTo IMPOBOAMIOCH IOf, KOHTposeM mepuarpa. Ha 5-it feHb 6oe3Hy mpu HOpMa-
NM3ALUY TeMIIePaTypbl U OOIIEro COCTOSAHMA KaTapa/lbHble ABIEHNA OCTOXHWINCDH OIIyLIeHeM
3aJI0KEHHOCTH YILeil, BIIepBble IOABIICA 3BOH B yIIaX ¢ 00enX cTOpoH. [1o MHTeHCMBHOCTY THH-
HUTYC ObII CPAaBHVM C YPOBHEM PasrOBOPHOJI peul U CHVDKeHMe pasbopUMBOCTY Ped MaTbuiK
CBA3BIBAJI He C HApYIIEHMEM CITYXa, a C Ha/imumeM 3BoHa. Taxoke Ha 5-11 nenb OPBM Ha KoHCynbTa-
vy JIOP-Bpada B kmHMKe I. MOckBBI, HOMMMO ocMoTpa JIOP-opraHoB, ObIIV IPOBEIEHbI PEHT-
reHorpadus OKOJIOHOCOBBIX Ma3yX ¥ TOHA/IbHAsA Ioporosas ayguomerpus. ITo npencTaBneHHOMY
3aK/IIOYEHVIO TOHA/IbHOI IIOPOrOBOI ayAOMETPUM JUATHOCTUPOBAHO JBYCTOPOHHEE CMENIAHHOE
HapylleHne cayxa 2 cremneHu. IlanyeHTy ObUI HasHayeH KypC aHTMOAKTepUaIbHOIO JIeUeHMUA
OCTPOTO PMHOCHHYCHUTA Ha 7 JJHE, ITOC/Ie KOTOPOro Py OTCYTCTBUM JUHAMMKI CO CTOPOHBI Opra-
Ha ClIyXa peKOMeH/IOBaHa KOHCY/IbTalMA CypHo/Iora.

B aHaMHese NpUCYTCTBYeT HAC/IECTBEHHDI (PaKTOP TYTOYXOCTH. Y OTIa peOeHKa ABYyCTOPOH-
HAA XpOHIYecKas CEHCOHEeBPaIbHAsA TYTOYXOCTD 2 CTelleHN. PofyTernb ncronbayeT 6MHaypaabHO CIy-
XOBbI€ alllIapaThl BHY TPMKAHATbHOTO TUIIA, KOTOPbIE BU3Yya/IbHO He IPUBJIEKAOT BHMMaHuA. CToliKoe
CHIDKEHMeE C/IyXa Y OT1ia BOSHUKJ/IO B IIOJIPOCTKOBOM BO3pacTe TakXKe Iocye nepenecenHoi OPBIL.

_J/  IIEPBUYHBIN OCMOTP

Ha MoMeHT ocMoTpa pebeHKa Cypo/IoroM IIpy OTOCKOIuY 6apabaHHble EPEIIOHKY ¢ 00enx
CTOPOH IIePIaMyTpPOBbIe, 6€3 TedeKTOB, OII03HaBaTeNbHbIE 3HAKN YeTKMe. BepxHue fbIxaTerbHbIe
nyTy 6e3 KaTapaibHbIX ABIeHMII. []e/Ib CypHOIOrnyecKoro uccaefoBaHNs — OLpPeeIUNTh YPOBEHb
HOpaXKeHNsI 1 CTEIIeHb CHYDKEHNs CIyXa. IIpy reMaTOreHHOM Iy TU PaclpoCTpaHeHysi MHQeKIN
BepXHIE bIXaTe/IbHbIE ITYTY MOTYT ObITh BOB/IEUEHBI BCE OTZEbI yXa VIV BOSHUKATD M30/IMPOBaH-
HOe TOKcudeckoe nopaxkerne VIII mapbl yepeHbIX HEPBOB MM YIUTKY 6€3 IOpaXKeHNs CPeHero
yxa. Bupycuble nHbexmy (rpumnii, snnpgeMndecKkmii TapoTT, KOPb, KieleBoli sH1edannT, HoBas
KOpOHaBMpYCHas MHdpekunsa) MoryT npusopntb k nepudepudeckoit CHT. Kpome nepudepnue-
ckoit CHT, MoryT BO3HMKATh LIeHTpa/IbHbIe CTyXOBbIE PacCTPOIICTBA (HAIIpUMep, Py KJIeleBOM
sHuedanure). IlanmeHty O6bUIM IPOBeEHbl CYObEKTUBHBIE 1 OOBEKTUBHBIE aYAMOIOTMYECKIe
TeCThI. VI3 CyO'beKTUBHBIX METO/IOB OBV IIPOBEIEHBI: OlleHKA Pa300pYMBOCTY IIETIOTHO U pa3-
TOBOPHOJI peuy, MCCIejOBaHMe CTyXa KaMepTOHAaMM, TOHa/IbHas [IOPOroBas ayAMOMeTpUs, Hall-
IIOPOTOBBIE TECTHL. YUUTBIBasI BO3pacT nareHTa (12 et 9 MecsiieB), 6a30BbIM ayAMONTOINIECKIM
TECTOM SB/IS/IACh TOHA/JIbHAas IIOPOTrOBasl ayAVOMETpUs, IO3BOJIAIOMIAS IPOBECTY IEPBUYHYIO
AMATHOCTUKY ¥ OCYILIECTB/IATb AMHAMIYECKoe HaO/mofeHNe B faibHeiieM. [Ipn nccnefoBanum
cIyXa y AeTeil MJIAJIIero BO3pacTa IMPUMEHSETCs KOMIUIEKC Pas3/IMYHbIX OObeKTMBHBIX TECTOB,
HIO3BOJISIOIINIL AMATHOCTYPOBATh CTENIEHb U TUII HApyLIeHNUs C/IyXa, He OCHOBBIBAsICh Ha OTBETAX
pebeHKa. Y manmeHTa 10 JAHHBIM TOHAJIbHOI IIOPOTOBOIT ayfuoMeTpun (puc. 1) KapTuHa ABYCTO-
POHHelI CEeHCOHEBPAJIbHOIL TYTOyXOCTH 2 CTeleHn cipasa [52,5 geruben (5b)] u 3 crenenn cnesa
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OCTPAA CEHCOHEBPAJIbHAA TYTOYXOCTb
B OETCKOM BO3PACTE
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Puc. 1. Ayamorpamma naumeHta ¢ OCHT npu nepBUUYHOM O6paLLEeHUN

(58,75 nb) ¢ He3HauUTeIbHBIMU KOHAYKTMBHBIMU KOMIIOHEHTaMI! B OOJaCTM BBICOKMX YacTOT,
KIVHIYECK! XapaKTepHBIX J/IA OCTATOYHBIX SABJICHNII TYOOOTHTA.

I[To JaHHBIM TMMIIAHOMETPUM MAL[MieHTa — TUII A ¢ 00eMX CTOPOH, YTO COOTBETCTBYET HOPMe
Y COOTHOCUJIOCH C JAHHBIMY OTOCKOIINY, aKYCTUYeCKMil pediekc ObII COXpaHEeH Ha BCeM YacTOT-
HOM JIMalla30He C HECKOJIPKO CHVDKEHHON aMIUIUTYOIA.

%i_

[Ipu ycraHOBneHMu amarHosda yumtbiBamuch tummyable aii OCHT >xano6bl manyeHTa.
[TaryeHT pa3BepHYTO OTBeYasl Ha HABOJAIYE BOIIPOCHI O €0 YIIHOM LIyMe, KOTOPBII 4acTOo SABJIA-
eTcs eguHCTBeHHON Xanoboit npu OCHT B gerckom BospacTe. B aHaMHe3e maiueHTa IpucyT-
CTBOBAJI HAC/IE[ICTBEHHBIN (PaKTOP, YTO 0OYC/IOBUIO HACTOPO)KEHHOCTb POUTENS OTHOCUTENBHO
CHIDKEHUS CIIyXa y pebeHKa, YTO MOATBEPAMUIOCHh IIPU OCMOTpe U Oarofaps ayfuoaorndeckum
TecTaM. BbUT ycTaHOB/IEH narHo3: «OcTpast [BYCTOPOHHSAA CEHCOHEBpPa/IbHAsA TYTOYXOCTD 2 CTe-
IIeH) CTpaBa U 3 CTeIleH! CeBa». B JaHHOM cirydae JIONOMHNUTENbHbIE METOMbI MCCIefOBaHUA
He VICIIO/Ib30BA/INCh, HO IIPM aCCUMETPUYHOM CHIDKEHNUM CIIyXa VIU HapyLIeHMu cryxa 3-4 cre-
IeHV HeoOXOAMMO IpOBeleHMe Ty4eBbIX METO/IOB MCCIEOBAHMA U KOHCY/IbTALVM HEBPOJIOTa,
VISl ICKJTIOYEH VST HEBPUHOMBI 8-i1 IIaphl YeperHbIX HEPBOB, HellPOJereHepaTUBHBIX 3a00/IeBaHNIT
Yl TIOC/IeACTBMII YepeITHO-MO3TOBBIX TpaBM. B psafe ciyuaeB puddepeHunanbHas AMarHOCTUKA
IPOBOAUTCA C TabupyHTONaTUAMY (PMUCTYNIA TAOUPUHTA, OCIEACTBIA THONHOTO Ta0MPUHTUTA).

OIVUHAMMKA Y ICXOTIbI

Beo mpensioxkeHo 6e30TIaraTeNIbHO HavyaTh jiedeHNe CUCTEeMHBIM BBefleHNeM ITTIOKOKOPTHU-
KOCTEPONU/HBIX IPeIapaToB B BO3PACTHOI MO3MPOBKE, YTO U OBUIO OCYIECTBIEHO B YCIOBUAX
JHEBHOTO CTal[MIOHApA.

1. JexcameraszoH 8 mr + 100 m1 NaCl 0,9% BHYTpUBeHHO KaIenbHO 1 pa3 B ieHb, yTpoM, Ne 3.

Hexcametaszon 4 mr + 100 M NaCl 0,9% BHYTpuBEHHO Kamle/nbHO 1 pa3 B ieHb, yTpoM, Ne 2.

IlepepniB 1 feHb.
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2. JlexcamerasoH 2 mr + 100 mn NaCl 0,9% BHYTpUBEHHO KamelbHO 1 pa3 B ieHb, yTpoM, Ne 1.
MuwunbramMma (tnammaa ruppoxnopuz 100 mr, mupupokcuHa ruppoxmopus 100 Mr, MaHoKo-
6amamuH 1 M1, mugokanHa rugpoxnopup 20 Mr) 2,0 M1 BHYTPUMBILIEYHO 1 pa3 B geHb, Ne 10.
CornacHO [aHHBIM JIUTEPATYPbI, IepOpPaIbHbIE CTEPON/bI AT yaydlleHue B 63% ciyda-

eB [5]. ITocne xypca mamyeHT oTMe4asl KyIMpoBaHMe YIIHOTO CIyXa, IIPY 3TOM >KaIo0bl Ha CHU-

YKeHUe pasbopunBOCTY 0OpaIleHHON peuy COXPAHS/INCh.

IIpy KOHTPO/IBHOM OCMOTpE 4epe3 2 HefleNM IIOC/Ie OKOHYAHMA Kypca JIe4eH) A, 110 JaHHBIM

TOHA/ILHOJI IIOPOTOBOI ayAMOMEeTpUM OTMedaach HOpMa ciyxa (puc. 2).
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Puc. 2. Aypmnorpamma naumeHnta ¢ OCHT nocne npoBefeHHOro neyeHnsa

[Ipm sTOM, 1O HAHHBIM HAJIOPOTOBBIX TECTOB M AMIUINTYAe aKyCTMYeCKOro pedriekca,
IpY MMIENAHCOMETPUM OTMEYaJ0Ch Haanuue peHOMeHa YCKOPEeHHOTO HapacTaHMs TPOMKOCTYU
(OYHT mnm peKpyUTMEHT), 4YTO CBUAETENbCTBYET O HEIIOJTHOM BOCCTAHOB/ICHN (PYHKIINNU CITyXa,
XOTs XKanob Ha AMCKoM(OpPTHOe 3ByYaHMe IPOMKIX 3BYKOB peOeHOK He IpebsaBisl. [lanyueHTy
ObIIV peKOMEH/IOBAaHbI 3aLVTa CIyXa OT BO3/eJICTBIA IIyMa, CTpaTerny 6€30IacHOro npoC/yIn-
BaHMA U JHAMIYeCKOoe HaOJIIofieHne CypRosiora 4yepes 2 1 6 MecsleB.

W

Haunbiit snnsox OCHT mor cTaTh mprYMHON MPrOOPETEHHON XPOHNIECKON MHBAIU/U3M-
pyromeit CHT y maumenTa. VIHBamuausupyromieil, COINacHO NAHHBIM BceMMpHOI opraHmusanum
3 paBOOXpaHEHN, Ha3bIBAETCs MOTEPs C/TyXa B JIy4Ille C/IBIIIAIIEM yXe, TpeBbinratontas 35 nb [8].
[Ipy TakoM HapylleHM) ¥ BbILIe /I COXpaHEHMs aKaJ[eMUYeCKMX Pe3y/lbTaToB pebeHKa, ero
COLIMA/IbHON >KVI3HU, IICUXOJIOTMYECKOTO PAa3BUTHA, & Y NALJMEHTOB NOLIKOJIbHOTO M MJIAJUIETO
IIKO/IBHOTO BO3pacTa — M PeYeBOro pa3BUTHA, HEOOXOUMO IIPOBefeHNe CITyXOIpOTe3NpPOBaHNA
110 METO/IaM, COOTBETCTBYIOIIVM CTEIIEHN ¥ TUITY CHVDKEHMA CIyXa.

OBCYXAEHUE

OPBM ocobeHHO 4acToO BCTpeYaoTCs B IeTCKOM Bo3pacre. IToc/e nmepeHeceHHO MHpEKIUN
CHIDKEHMe C/TyXa y pe6eHKa MO)KeT MacKMPOBATbCA YYBCTBOM 3a/I0KEHHOCTH YIIENt, a IeTH MIafl-
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OCTPAA CEHCOHEBPAJIbHAA TYTOYXOCTb
B OETCKOM BO3PACTE

IIET0 BO3PACTa He BCer/ia CIOCOOHDI OL[EHUTD Y OIVICATDh MCKAXKEHNA CBOUX C/TYXOBBIX OIYIIEHMI,
HOsABJIEHNE IIyMa B yiuax. [leTckue MHPEKIUY HEPEAKO ABJAITCA MPUYMHAMM IPHOOpPETEHHO
CTOJKOJ XPOHNYECKOJ CEHCOHEBPATIbHON TYTOYXOCTH, B TOM YMCJI€ IIPY HE BBIABIICHUN CIIy4aeB
OCHT. JKano6pl Ha BHe3aIlHOE OHO- MU ABYCTOPOHHEE CHYDKEHNUe CIyXa: UCKaXKeHNe 3BYKOB,
yXyZlleHne pa3dopunBOCTI pey, IIyM B yIIax, V1M COMHNUTE/NIbHAA peaKuusa pebeHKa MIa/Iero
BO3pacTa Ha 3ByKM nocje nepeHeceHHoit OPBJV 1o/KHbI BBI3bIBaTb HACTOPOYKEHHOCTD U ABJIATD-
CA IOBOJOM /I JOTIOIHUTE/IbHOV KOHCY/IbTALUM CYPJO/IOTa.

3AKJTIOUEHUE

K Meromam npodumakTuKy NpruoOpeTeHHOrO CTOMKOTO CHVYDKEHMsI C/TyXa y JieTeil OTHOCATCS
BBIsIBJIEHIE IIAIIMIEHTOB C OO/IE3HAMM yXa ¥ CBOEBpeMeHHOe HAIIpaB/ieHue VX Ha XMPYprudeckoe
JledeHye, IpOBefeHNe KOHTPOJIS BO3IEICTBIS OTOTOKCHYHBIX JIEKAaPCTBEHHBIX CPECTB IPY He0O-
XO[VIMOCTM VX NIPVMEHEHNs, a TaK)Ke BaKIVHOMPOIIAKTUKA JJeTCKUX MHPEKIUII U aKTUBHOE
BBIsIBJIEHVIE€ KOX/IEAPHBIX HAPYIIEHMII y AIMIeHTa ¢ PeCIMPaTOPHOIL MHDEKIVeN U TPy HeO0OXO1-
MOCTM CPOYHOE IIPOBefleHe€ MeAVIKAMEHTO3HOI Tepalu.
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MbILWEYHAA AUCTPOOUA AIOLWIEHHA Y AEBOYKMU,
OBYCJIOBJIEHHAS! HOHCEHC-MYTALMEWN B FTEHE DMD*

T.B. Ilogxnernosa, O.b. Kongakosa, E.B. YBakuna, A.C. JIanmuua, C.I. I[Tomosuy,
JI.M. Kysenkosa, A.JI. Kypenkos, b.J. bypcarosa

OBOCHOBAHME

Mbpiueynas gucrtpodusa [Jromenna (M]I]]) — HacnencTBeHHasA IpOrpeccupyrolias MblIIed-
Hasg AUCTPOdMs, KOTOpast MPOAB/IAETCS, B OCHOBHOM, Y MaJIbYMKOB, U XapaKTepU3yeTcsl Ha4ajoM
B pPaHHEM BO3pacTe, IOCTENIEHHOM CUMMeTPUYHOI aTpodell IoIepeyHo-II0I0CaTOl MYCKY/IaTy-
Pbl KOHEYHOCTEIA, TY/IOBMIIA, @ TAK)Ke MTOPAYKEeHMEM CePAeYHOI MBIIIIIbI. DTOT IPOL[ECC IIPUBOAUT
K ITIOCTENIEHHOI yTpaTe JBUTATEIbHBIX HABbIKOB, CEPAEYHO-COCYAMCTBIM 1 JIbIXaTeTbHBIM OC/IOX-
HEHVAM, IOPAXXEHNIO OIOPHO-ABUTATE/IbHOIO AIIApaTa, YTO 3HAYUTENIbHO YXYJAIIaeT KaueCTBO
JKU3HU OONBHOTO M COKpAIlaeT ee MPONO/DKUTENbHOCTh. XapakTepHbIMU cumirromamu MJIIJT
Y MaJIb4MKOB ABJIAETCA HalMM4ule B paHHEM BO3PACTe MOTOPHOI HETOBKOCTH, TPYAHOCTY IIPU XOib-
6e 110 JIecTHMIIE, IPbDKKAX, [TOBBIIICHHO YTOM/IIEMOCTY IIPY CpefHUX (PU3MYecKNX Harpyskax,
60stee MeJIEHHOTO MIPMOOPETEHNST MOTOPHBIX HABBIKOB. B majbHeliIeM IporpecCMBHO HAPACTAIOT
MBIIIeYHAsI CTabOCTh ¥ aTPOQMs MBIIIL, YTO IPUBOJUT B BO3pacTe OKOJIO 12 jieT K moTepe [ABU-
raTe/IbHbIX HaBBIKOB M CIIOCOOHOCTM K CaMOCTOATENbHON Xonbbe [1]. K aTuM cummToMam rocre-
IIEHHO NIPYICOEAVMHAIOTCA KOHTPAKTYPbI KPYIIHBIX CYCTaBOB, fieopMaIisl IO3BOHOYHMKA, OCTEO-
II0pO03, HapyllleHNe KeBaHMA U IJIOTaHMUs, IbIXaTe/IbHasA HEeJOCTATOYHOCTD M Kap/IMOMMOIATHA.

[Ipn ecTecTBeHHOM Te4eHUM 3a00/IeBaHUS CPERHAS IPOJODKUTENBHOCTD XXVU3HYU 0OIBHBIX
M He mpesbimraet 25-30 net. Kpome M1, BeigensioT 6onee nérkyio ¢popmy 3aboneBaHms —
MbleyHyo guctpoguio bekkepa (M/IB) ¢ mosanert manngecrarmesi, MeJIeHHbIM IPOrpeccupo-
BaHJEM CUMITOMOB U 60ee 61aronpuATHBIM IIPOTHO30M.

M obycnoBneHa MyTaumsmu B reHe DMD, n0Kann30BaHHOM Ha KOPOTKOM IIede
X-xpomocomsl (Xp21.2-p21.1). YacroTa 3aboneBanus xonebnercsa or 1:3500 go 1:6300 HOBOpOXK-
IeHHBIX MambuMKoB [2]. Tun HacnegoBanyss M/l — X-crenyieHHBIN peljecCHBHBII.

O6pryHO TIpy 3200/IEBAHMUSAX C TAKUM THUIIOM HAC/IENOBAHUS IMMOPAXEHHBIMU SIBIISIOTCS
MY>KYMHBI, KOTOpbIe TO/Iy4YaloT IaTOMOTMYeCKUIl TeH OT cBoeil Marepu. yKeHIIMHBI, UMeolIne
MATONOTMYECKYI0 MYTALNIO, ABJIAIOTCA TeMUSUTOTHBIMY HOCUTEIAMU U, KaK IIPaBUJIO, HE VIMEIOT
KIVHIYECKUX IIpOosB/IeHnit 3aboneBanns [3, 4]. Kak n y myxxunH, crpagaromux M/, y sKeHIIMH-
HOCKTE/IbHUL HAO/TIOMJAI0TCA pas3/INYHbIe TUIIBI MYTALUII B TeHe AMCTPOQIHA, TaKue, KaK Je/lelny,
OYIUIMKALMY 9K30HOB U TOYKOBbIE MyTalluy, BK/IOYAMOLIe HOHCEHC-MYTallUM, MyTal[UM caiiTa
CIUTaliCMHTa, MHCepuyu u feneuyvt B rene DMD [5].

B Tex pemkmx ciyyasx, KOIZa y HOCUTENbHMI] MyTalluy MMEIOTCA KIMHUYECKME CUMIITO-
MBI 00JIe3HM, OHM OOBIYHO IIPOSIBJISAIOTCS HAMHOTO MsT4Ye, YeM Yy Ma/IbYMKOB ¥ IOHOLIE, U Jalle
cornoctaBuMbl ¢ TedeHreM MJIB [6]. ITo faHHBIM HEMHOTOYMCIEHHBIX MyOIMKALMIL, IPUMEPHO
y 8-17% >KeHIIMH-HOCUTEIbHUL] IPOSAB/IAIOTCA ABUTaTeNbHbIe HAPYLIEHM A, TaKNe, KaK MbIIlIeYHas
cnabocrts [7, 8]. B ppyrux nccnegoBaHmsax coobuaercs o 6ojee BHICOKOI fone — 27-46% [9, 10].

AHanus uMeroImyxcs myOaMKanyii eMOHCTpUpPYeT O0/IbIIoe KOMIIeCTBO paboT, ITOCBAIIEHHBIX
omnucaHuaM jieBodek ¢ cumnromamu MIIJT [6-13]. B ®TAY «<HMMII 3gopoBbs feTeli» MuHKUCTEpCTBA

* Marepuan omy6nukoBaH B XypHane «HeBpomornueckuit xxypuan nmenn J1.O. Bagansanar. 2021;2(4):227-232.
https://doi.org/10.46563/2686-8997-2021-2-4-227-232
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MbILLEYHASA OUCTPO®USA AIOLLIEHHA
Y DEBOYKU, OBYCJIOBJIEHHAA
HOHCEHC-MYTALMEW B FTEHE DMD

3gpaBooxpaHenuss Poccunm (manee — lLlentp) 3a mocmepnume 10 jmeT HaOMIOKAMUCh TPU JIeBOYKU
¢ mofto6HBIM imarHo3oM. OTHAKO, JaHHBI C/TyYall YHUKAJIeH TsDHKEIBIM TedeHeM 1 ObICTPBIM IIpo-
rpeccupoBaHyeM 3a00/IeBaHNMs, COMOCTABYMBIM IO CKOPOCTH MPOTPECCUPOBAHIISI C MaTbYMKAMI.

KJTMHUYECKWUIA NMPUMEP

“' OTIALIMEHTE

JleBouka M., 7 net. Pe6eHOK OT 5-it GepeMeHHOCTH, TpOoTeKaBlell ¢pyusnonorndeckn. B cembe
Tpoe meteil: ctapuias foub 20 yeT, cpegHss Joub 16 net u Magmmit 6par 3-x net. Bee metu 3mo-
poBbL. Popbl TpeTbu, CpouHble, camocToATenbHbIe. Macca Tena npu poxaenuu 2800 1, [nuHa Tena
48 cM. 3akpuuana cpasy, oueHka 1o mkaaze APGAR 8/9 6annos. BeimucaHa oMol Ha 6-€ CyTKM
C IMarHo3oM: «3afiep>kka BHYTPUYTPOOHOTO pasBUTHs, ITUIIOTPODUIECKUIT BapUAHT».

Ha 1-m rogy »xusHu passuBamach B COOTBETCTBUY C BO3PACTOM: TOJIOBY yIepKMBaja C 2 MeC, cena
B 6 MeC, Hava/Ia XOAMUTb CAMOCTOATENbHO ¢ 12 Mec. Popureny obparyiu BHIMaHMe, YTO B BO3pacTe 2 JIeT
JIeBOYKa CTaJIa yCTaBaThb PV HeOOMbIINX (PU3MIECKIX HAarPY3KaX, C TPYOM IIOfHMMAIACH 110 IeCTHUILIE,
y Heé M3MEeHWICS PUCYHOK XOIbObI: HayaIa IIOIHVIMAThCS Ha HOCKIM BO BpeMsI JIBVDKEHIISI, CIOTBIKAThC,
IajaTh, UCIBITBIBATh TPYAHOCTY IIpyu Oere. B BospacTe 5 jieT feBOYKa IiepecTaa IpbIraTh, IPUCEATh,
CTajIa BCTaBaTh C HU3KUX ITOBEPXHOCTEN VIV O/IA, ICIIONIb3Ys PYKM [/ JOIIOTHUTENbHOI OIOPBI.

B Bo3spacre 6 et 11 MecsaneB 601bHasA OblTa IPOKOHCYIBTPOBAHA OPTOIIEOM, T€HETUKOM
u HeBposoroM. [IpoBeneHo obceoBanme, IO pe3yIbTaTaM KOTOPOTO BIIEPBbIE BBIAB/IEHbBI BBICO-
Kue ypoBHU acnapTaTamuuoTpancdepassr (136,0 EJl/n npu Hopme He 60rmee 40 EJ1/n), anmaHuHamu-
HoTpaHcdepassl (274,6 EJI/n npu HopMe He 60ree 42 EJl/n), kpearnndocdokunaser (5107,3 Ell/n
npu HopMe 25-194 EJI/n) n makratgerupporenass! (959,5 EJl/n npu nHopme 91-295 EJl/n). Io man-
HbIM Y3V GpPIOLIHOI TO/IOCTI U CepAlla, IATOMOINM He BBISB/ICHO.

ITo pesynbraTam OKI 6bU1M 3aperncTpupoBaHbl CHHYCOBasA TAXMAPUTMUA C YaCTOTON cepyied-
HBIX COKpamleHnit 113-146 yn/MuH, OTKIOHEHME 9MeKTPUYeCKOil OCK cepfilia BIIPABO, HEMOTHAA
6710Kajia IpaBoil HOXKY Iy4Ka [uca.

C 11e/1bI0 MICK/TIOUEHNA XPOMOCOMHOJ TATOIOTYMN Y ZeBOYKY C KIIMHIYECKON KapTIHOI 6071es-
Hu Jl1ollleHHa IPpOBeeHO KapUMOTUIIMPOBaHNe, IOATBEP>K/IeH HOPMAJIbHBII )KeHCKUIT KapUOTHII.

[Tpy moucke MyTanmii B 15 reHax MOsICHO-KOHEYHOCTHBIX MBIIIEYHBIX AVCTpoduit MetofoM NGS
(PI'BHY «MTI'HII um. akagemuxa H.IT. boukoBa», MockBa) BbIsBIEH OIVICAHHBI paHee ITaTOTeHHBIN
HYK/TeoTHAHbIN BapyaHT chrX:31227798G>C B sk30He 65 reHa DMD B reMU3UTOTHOM COCTOSHVIN.
JJaHHBI BApMAHT PUBOANUT K HOHCEHC-MYTALIVY Y TIOSIBJIEHNIO TIPEXXIeBPEMEHHOTO TEPMIHNPYIOLIETO
kopoHa (¢.9380C>G (p.Ser3127Ter), NM 004006.2). [IpoBopurcs foobcnenoBanue Marepy pobaHya.

CyuéToM 110/1a TalMeH TKY, IMEIOIIell CUMIITOMBI 3a0071eBaHuA € X -CLeTIeHHBIM-Pel[eCCUBHBIM
TUIIOM HaCJ/IeOBaHNs, MPOBENEHO McCIenoBanue Kapuortuma: 46,XX (HOpMaibHBIM, >KEHCKMIT)
¥ 7afloHM3anyy X-XpOMOCOMBI: BBIAB/IEHA HecOa/laHCHpOBaHHAA (HepaBHOBECHAsA) MHAKTUBALINA
xpoMocoMbl X — 5/95%, sameTunnpoBaHa XpOMOCOMa OTIJOBCKOTO IIPOUCXOK/EHMA.

Takum 06pasom, Ha OCHOBAHMY KIVHNYECKNX JAHHBIX ¥ Pe3y/IbTaTOB MOJIEKY/ISIPHO-TeHEeTH -
YeCKUX MccaefoBanmii fuarno3 M1/l y nanyeHTKy 6611 TOATBEPXK/ieH.

C 6 net B cocTostHUM 6O/IBHON OTMeYalach OTYET/IMBAsA OTPULIATeIbHAS AMHAMMUKA: [JeBOY-
Ka CTajla peXke XOAUTb 0e3 MOANEP)KKY, MPAKTUIeCK) IlepecTana BCTaBaTh C FOPU3OHTAIBHON
MIOBEPXHOCTH JIaXKe IIPU IOMOLIY B3POC/IOro. MenuKaMeHTO3HO Tepanuy He ToIy4Yara.

B Bo3pacrte 7 71eT BriepBble roCIUTaNN3MpoBaHa B LIeHTp ¢ 1enbio 06cnefoBanms 1 IIaHUPO-
BaHMA TaKTUKU Ja/IbHEIIETO BeNEeHM.
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OVISMKAJIBHAS TVUATHOCTUKA

I[Ipy mepBUYHOM OCMOTpe Y MALVIEHTKN ObUIM OOHApPYXeHBI 0COOEHHOCTU (eHOTUIIA: BbIpa-
JKEHHBIII TUIEePIOPHO3 MOSCHIUYHOTO OT/ela ITO3BOHOYHMKA, TMIOTPO(NS MBI AUCTaTbHBIX
OT/Ie/IOB VI YMepPeHHas IICEeBIOIUIePTPOQNA MbIIII IPOKCYMAIbHBIX OT/eNI0B HVYDKHIX KOHEYHO-
CTell, KOHTPAKTYPhl TOIEHOCTOIIHBIX CYyCTAaBOB, YMEPEHHble KOTHUTUBHbIE HAPYIUIEHN, SU3aPT-
puuHas pedb cpopMmpoBaHHbIMU (pasamu. Kpome Toro, umenyt MecTo MHO>KeCTBEHHBIE CTUTMBI
An33MOpuoreHes3a: yIIOLUleHHOe IO, 3alaBliiee IepeHOChe, aHTUMOHTOIOUIHBIN pa3pes Ias,
HM3KO PACIIONIO>KEHHBIE, OTTOIIBIPEHHBIE YIIHbIe PAKOBUHBI, JIMHHbIN (QUIbTP, TOHKAasA HaBUCAIO-
1jasi BepXHsAsA ryba, BBICTYNAIOMMII TOZOOPOIOK, MaKpocTOoMMs, KamnTogakTuns [I-IV nanbres
KUCTH IpaBoll pykn. Comatudeckuii crtaryc 6e3 ocobenHocreit. Bec 22 kr, poct 124 cm.

B HeBponOrmueckoM cTaryce IpU OIEHKe ABUTATENbHON cepbl 00BEM aKTMBHBIX U IIac-
CUBHBIX JIBJDKEHUII HECKOTIbKO OTPaHMYEH B TOJICHOCTOIIHBIX CYCTaBaX 13-3a (GpOpMupoOBaHUA
KOHTPAKTyp. MblIlIedHblit TOHYC AndY3HO CMMMETPUIHO CHVDKEH. MBbIlIeYHas TUIIOTOHNUA TIpe-
o6magaeT B MPOKCUMA/IbHBIX IPYIINIAX MBIIIL HYDKHUX KOHEYHOCTell. MBbIIleyHas Cila B IIPOKCH-
MaJIbHBIX U AMCTA/IbHBIX OTAENAX PyK Ha 5 6a/UIOB, B IIPOKCUMAJIbHBIX OT/iellaX HOT Ha 3 Oaia,
B JIUCTa/NbHBIX Ha 3-4 6amma, S=D. CyxoxxmabHble pedIeKchl ¢ PyK CHVDKEHBI, CIMMeTPIYHbIE,
C HOT He BbI3bIBAKOTCA. [laTonormdyeckue pedieKcbl OTCYTCTBYIOT. MOTOpHbIE HaBBIKM: XOJUT
CaMOCTOSAITE/IbHO, TIOXO/IKa «yTMHasA», YacTO MEePEXOAUT Ha HOCKM. He ymeeT mpucesaTh, mpbirath
Ha JIByX HOTaX, CAMOCTOATENbHO HE MOXXET BCTATh U3 IONIOXKEHNUA CUJA Ha IIOJTY, JaKe C ONOPON
Ha IIpegMeT, IIpY IIepeMeHe TONO0XKEHNA Tela MCIOoAb3yeT npuémbl IoBepca, 3aTpyiHEH MOLbEM
1o sectHute. TecT 6-MuHyTHOI X0AbObI — 70 MeTpoB. OneHka o mkanre NSAA («CeBepHas
3Besfa») — 9 us 34 6aIoBs.

\—

Mpbimreynas gucrpodus JJionreHHa, 00yc/lI0oBIeHHasA HOHCEHC-MyTanel B rene DMD.

OIVHAMMKA Y ICXOTIbI

ITo pe3ynbpraTaM IIPOBEIEHHOTO OMOXVIMITYECKOTO aHa/IM3a KPOBY OBUIM BBISB/IEHBI CTIEAYIO-
Iye M3MEHEHNs: INOBBIIeHNe aaHMHaMUHOTpaHcdepasel (171,17 EJl/n npu HopMme He 6Gonee
42 E[l/n), acnapraramunoTpancdepassr (86,76 EIl/m nmpu nHopme He 60mee 40 EJ/n), kpeatnndoc-
¢doxunassr (2671,58 Ell/n npu HOpMe 25-194 E]Jl/n), xpeatnndochoxnnuassr MB (162,8 Hr/mn
pu HopMe He 6oree 5,2 Hr/MI ), makratTaernaporenassl (786,87 EJI/n npu nHopme 91-295 E[l/n),
9TO COOTBETCTBYET Ta00paTOPHBIM IIpU3HaKaM 3aboneBaHMs. Takke y 6ONbHOI BBIAB/ICH HU3KUIA
yposeHb ButamuHa D 25-OH (34,34 ur/mn npu Hopme 30-100 Hr/m).

I[To faHHBIM UTOIBYATON 97eKTpoMuorpauy yCTaHOB/IEHBI IIPU3HAKM, KOTOPbIE YKa3bIBAIOT
Ha TIepBUYHO-MBIIIEYHbINl TUI MOPaXKEeHM: yMeHbIlIeHNe CpefHell NIUTEeNbHOCTY IOTEHIINANI0B
mevictBys pBurarenbHbIX egyENL (IIJJE), yBenuenne uncna nomudasubix IIJJJJE Bo Bcex TecTn-
POBaHHBIX MBIIIIAX, HaTTepH pekpyTupoBanysA [IJIJE momHbIl co cMeleHneM 061aqyHOl Auar-
paMMBbl 13 HOPMaTVBHbBIX 3Ha4€HNI IpU IPOBefleHNY TYPH-aMIUIUTYJHOTO aHa/In3a.

[To maHHBIM 9xOKappuorpadum: HONTOCTU CepAlia He PACIIVPeHBI, CTEHKM He YTOJIIEHB,
HIeperopofiKY MHTAKTHBI, KJIAIIaHbl ¥ KPYIIHbIE COCYAbI He I3MeHeHbI, PyHKIIMOHAIbHbIEe ITapaMe-
TPBI CepAilla B HOpMe. Busyanmusanusa saTpygHeHa 13-3a IPUKPBITHA Cep/ilia IETOYHbIMMU TOJIAMMA.
JomonanrenpHas Tpabekyna B MOMTOCTH IEBOTO >KeMyOUKa.
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MbILLEYHASA OUCTPO®USA AIOLLIEHHA
Y DEBOYKU, OBYCJIOBJIEHHAA
HOHCEHC-MYTALMEW B FTEHE DMD

C uenbio OILEHKM (PYHKINYU BHEIIHETO AbIXaHUA IpoBefieHa (roymeTpus: GopcrpoBaHHAA
JKI3HEHHas eMKOCTD JIETKMX B HOPME.

ITo mannbiM IOKI: HOpMa/bHOE TONMOXKEHME 3MEKTPUYECKON OCH CEpAlla, CMHYCOBBIN PUTM,
qacTora ceppiedHbIx cokpamennit (YCC) 82-91 yn/mMuH, ymepeHHas aputMus. [1oBbllIeHNe S1eKTpy-
4eCKOJl aKTMBHOCTYU MMOKapfia JIeBOTO XeTyA04YKa, BO3MOXHA ero runeprpodua. Hapymenne mpo-
BeJleHNA I10 IIpaBoIl HOXKKe IyuKa luca, aneBaunsa cermenta ST B V2-V6, II, I1I, aVF na 0,5-2,0 MM
(MakcuManpHasA B V2, B HEKOTOPBIX OTBEIEHVAX — II0 TUITY PaHHEIl PeroiApu3aliuy )KeTyI04KOB).

YuutepiBass HaHHbIe 00C/IENOBaHMIl, IIPOBEIEHHBIX B AMHAMIUKe, PeOeHOK KOHCY/IbTMPOBaH
Kap/INO/IOTOM, PeKOMEH/IOBaHO HalmofeHNe OOIbHOM B AVHAMMKE, IPOBeJeHe KOHTPOIbHOTO
obceoBaHNs He MeHee 1 pasa B rof.

ITo pesynbraTamM 00C/IeTOBaHNA Y HALIEHTKY ObUIN BBIAB/ICHbI BhIpa>KeHHbIe cumitoMbl MI],
KOTOpbIE, YYNTBbIBAs €e BO3PACT, COMOCTABUMBI C TsDKEIBIM Te4eHVeM 3a00JIeBaHMA Y MajbuMKOB.
B cBA3u ¢ HammumeM KmHM4eckoy kapTuHbl MJIJI, OBICTpBIM IporpeccupoBaHyeM 3a00/neBaHMA
U BBIABJIEHHOM HOHCEHC-MyTauuu B reHe DMD mnpuHATO pellleHue O Ha3HAYEHUM ITIIOKOKOPTHKO-
creponpioB. Takxe paccMaTpyBascsa BOIPOC O Ha3HAYEHMY NTATOTEHETUIECKOI Tepanuy IperapaToM
ArtanypeH. J[JaHHbIIT IIperrapaT HO3BOAET «00O0MTI» IPEXAEBPEMEHHBII CTON-KOJOH Y IIPORXODKNUTD
nporiecc TpaHcAnym 6enka gucTpoduHa. IlogobHas Tepanys mokasaaa 3HAYUTETbHYO 3D (eKTUB-
HOCTD B BU/J€ Y/Ty4IleHVA ABUTaTeTbHbIX QYHKINI ¥ CTaOMIM3aLN COCTOSHIIA bIXaTeTIbHOI CHCTe-
MBI y TIpeficTaBUTeIell MY>KCKOro moma, crpagaroummx M, o6ycmoBneHHO! HOHCEHC-MyTalyer
B reHe DMD. OpHako KIMHIYECKe MCCIe0BaHNs, M3ydarolye 3pPpeKTBHOCTh ATalypeHa y eBo-
4eK 1 SKeHIIVH C TIOZOOHBIMY MYTALVIAIMY, He TPOBOANINCE. [TyOmiKanym o 1edeHnn y pefcTaBu-
TeIbHIL )KEHCKOTO 11071 ATa/TyPEHOM €IMHIYHbI Y IIPENCTAB/IEHDI B BUJIE OTHEIbHBIX KIMHUYECKMX
crydaes [11, 12]. B HacToAmMII MOMEHT Tepamus ATalypeHOM He IIPOBOANTCA, IIPUHATO pelleHue
0 IIHAMI9eCKOM HaOTIOleHNN 3a ITAIIeHTKO Ha (hOHe JieueH A IIIOKOKOPTIKOCTeporaaMu. Borrpoc
0 HasHaueHMM ATalypeHa OyeT pellaTbCA B Ia/IbHeIIIeM KOHCYIIYMOM CIIeIIMa/IICTOB.

\/&» TIPOTHO3

[Ipornos reyeHus saboneBaHnsA y 60/IbHON CONOCTABMM IIO CTEIIEHV BBIPAKEHHOCTV KJIVHU-
YeCKUX IPOSABIEHNUI ¥ CKOPOCTH IIPOTPeCcCMpOBAHNA ¢ MATbYMKaMM ¥ IOHOIIAMM, CTPAiaBIINMU
M. ®akropom 6oree 6IaronpUATHOIO IPOTHO3a B JAHHOM CJIydae ABJIAETCA BO3MOXKHBIN
a¢dexT oT HasHaUeHMA ITIIOKOKOPTMKOCTEPOUIOB VI ITTaTOTeHeTHYecKoy Teparmmu (ATamypeH).
9TO JaeT LIAHC Ha yBeIMYeHNe IPOJO/DKUTEIbBHOCTY aMOy/IaTOPHOTO NepIOJa, 3aMell/IeHIe TIPO-
TpecCUpOBaHNA OCTIOKHEHNII CO CTOPOHBI CePAIeYHO-COCYAMUCTON CUCTEMBI I OPTaHOB JIbIXaHUA.

OBCYXAEHUE

Iuarnos M/l MoxeT OBITb YCTAaHOBJ/IEH JKEHIVHAM C XapaKTepPHbIMU KIMHIYECKUMU IIPO-
SBJICHVUSIMY, TIOBBILIEHVEM YPOBHs KpeaTH(OCHOKMHA3HI U BBIABICHHON ITATONTOIMYECKON MyTa-
nyeit B rene DMD. Y nmuii )keHCKOro mosna 3aboieBaHue BCTPeYaeTcs OUeHb penko, yactora MIIJT
y XKEHIIMH cocTaBisAeT MeHee 4eM 1:1 000 000 [14]. KnuHndecke posABIeHNsA MOTYT BapbiPOBATh-
Cs1 OT KJIACCUYECKOI KIIMHIYECKOI KAPTUHBI 10 6€CCUMIITOMHOTO HOCUTEIbCTBA. XapaKTePHBIMU
KIVHUYECKVIMU CUMIITOMaMI SIBJIAIOTCS MbIIIeYHas C1ab0CTh, IICEBAOTNIEPTPOPIS MKPOHOXKHBIX
MBI, MyonaTu4yecKue npueMbl [oBepca. B cpeiHeM >KeHIIMHBI, MMeIoI/e ITATOIOTNYeCKyIo MyTa-
nyio B rede DMD, B 50% cy4aeB passuaioT kmHuKy MIIJI, a B 30% cnygaes — MJIB [14, 15].
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ITo maHHBIM psAfla aBTOPOB, KIMHNYECKNE NIPU3HAKY Y JKEHIIVH-HOCUTE/IbHNUL, BaPbUPYIOTCSA
JI0OCTaTOYHO IIVPOKO U CBSA3aHbI C BapuabenpHoll neHeTpaHTHOCTBIO. [To annbiM E.M. Hoogerwaard
C COABT., Y 24% >KEHIIUH C IATOTeHHOI MyTalyei B rene DMD kiyHMYeckas KapTuHa 3abojeBa-
HIA coorBeTcTBYeT M 'y 29% xenmus — MJIDB [7]. ITpu atom y >keruyH ¢ M/IJ] MbledHas
cmaboCTh ¥ [yIaTalys JIEBOTO JKeMyAOYKa OTMedaTcs B 19% HabmofieHuit, a uaTtalioHHast
KappyuoMuomnarusa — B 8%. Y manueHToK ¢ npusHakamy MJIB MbinredHas cabocTh BBIABIIAETCS
y 14% nanyeHTOB, fUIATALVA JIEBOTO >KeNMyA04YKa — Y 16% OONbHBIX, [UIATAlVIOHHAS KapAOMM-
OIaTys He BBIAB/IAETCA. MUanruy u KpamIl BCTpedaroTcs Y 5% SKeHIIVH ¢ 060MMM TUIIAMM JVIC-
tpoduHonaruit [15]. Knuunyeckne npossnenns MJIJ] y )XKeHIH MOTYT OBITh 00YCTIOB/IEHbBI XPO-
MOCOMHBIMY IIEPECTPOIIKaMN, BOBJIEKAOLIMMI 00/1aCTh KOPOTKOTro Iteya X-xpoMocoMsl (Xp21.2),
HenelAMY 3TOTO PeTMoHa, IMOoMHON noTepeit X-xpomocoMsl (cuaapoM IllepenteBckoro-Teprepa),
OJHOPOJUTENBCKOI Aycommeii X-XpoMOCOMBI, KOMIIAyH/I-T€TEPO3UTOTHBIM COCTOSIHMEM IO IBYM
IIaTOT€HHBIM MYTalysAM B TeHe DMD, HepaBHOBECHOII IHAKTUBAIVel X-XpoMOcoMbI [15].

X-MHaKTUBaLVA — 3INUTE€HETUYECKIII IIPOLECC, B XO[,e KOTOPOTO y JINIL )KEHCKOTI'O I1071a J1alio-
HU3UpPYyeTCs (MHAKTUBUPYETCs], CTAHOBUTCS HEaKTUBHOII) OffHA U3 ABYX KOIMIT X-XpPOMOCOM. ITOT
¢denomen 6bu1 onucan B 1961 r. Mapu Jlaiton Ha minekonurtaoumux. Ha cragun pansero sm6puo-
reHe3a aKTUBHBIMU B KJIeTKaX SBIAIOTCA 06e X-XpOMOCOMBI, 3aTeM Ha CTajuy O1acTOLMCTHI
HeoOpaTMMO MHAKTVBMPYETCS OfHA U3 X-XPOMOCOM, U 9TO COCTOSIHME HAC/IEAYIOT BCe TIOTOMKM
3TOJI SMOPMOHANIBHON K/IeTKU. B pesynbrare Takoil MHAKTMBALMY Y >KEHIIMHBI OZHOBPEMEHHO
CYI[ECTBYIOT fiBe K/I€TOYHbIE ITOIY/IALMY, SKCIpeCcCUpYIolye TeHbl pasHbIX X-XpoMocoM [16].
MuakTuBrpoBanHasa X-XpoMOCOMa CTAaHOBUTCA TeblieM bappa, B KOTOpOM NpeKpaljaeTcs 9KC-
npeccus OONBIIMHCTBA TeHOB. BpIOOp TOro, MaTrepmHCKas WM OTIOBCKas X-XpoMocoMma OymeT
VHAaKTUBUPOBAHA, ABJIAETCA CIIydallHbIM. TeopeTudecky B KI€TKaX HO/DKHBI MHAKTMBUPOBATHCA
50% X-XpOMOCOM MaTEPUMHCKOro npoucxoxaenns u 50% X-XpoMOCOM OTLIOBCKOTO IIPOMCXOXK/Ie-
HI#, HO IIOCKOJIBKY IPOLIeCC MHAKTUBALMM HOCUT C/Ty4YallHbI XapaKTep, TO BK/IAJ, KaXK/0il U3 XPO-
MOCOM MO>KET 3HAYMTEeIbHO U3MEHATHCA. B psAfie cuTyanmit MoxkeT HaO/MIOATbCS TaK Ha3bIBaeMas
«HeC/Ty4ailHasi MHAKTUBAIVA X-XpPOMOCOMBI», KOTJja B OOJIBIIMHCTBE K/IETOK IIPENMYIeCTBEHHO
VMHaKTUBUPOBaHa OflHA U Ta e X-XpoMocoMa. Eciy nmponcxoguT HepaBHOBECHAsA MHAKTUBALIVA
X-XpOMOCOMBI, IIpy KOTOPOJ B OONBUIMHCTBE KIETOK MHAKTUBUPYeTCA X-XpOMOCOMa, Hecy-
jas HOPMA/IbHBIN TeH, TO Y HAeBOYEK-HOCKUTe/Iell MOTYT BO3HUMKHYTb CHMIITOMBI 3a00JIeBaHMA.
JI/1g BBIABIEHNA HECTY4YallHOM MHAKTMBALUM X-XPOMOCOMBI VICIIO/Ib3YeTCA METOJ, OIPefe/IeHNA
KO/IN4eCTBA TPMHYKJICOTUIHBIX IIOBTOPOB B TeHe AR, pacnonoxeHHOM Ha X-xpoMocome [16].

[Ipu pmanbHelineM eTOPOXXAEHNUN TOBTOPHBIN PUCK I/ CMOCOB B ceMbe, MMeoIeil 60/b-
HOro pe0OeHKa, 3aBYICUT OT TOTO, SIBJIACTCS JIM XKEHIHA HOCUTE/IbHMIIEl! TTaTO/IOTMYeCKOTO TeHa.
JKeHmuHbI-HOCKHTENbHUIBI UMEIOT 50%-HYI0 BEPOATHOCTH Ilepeflauli IATOT€HHOTO BapMaHTa
B reHe DMD npu kaxpoit 6epemeHHOCTI. [Ipy 9TOM Bce Manb4MKy, KOTOPbIe YHAC/TIEAYIOT I1aTO-
reHHbIil BapraHT (50%), 6ymyT 60bHEL V BCe 1eBOYKM, KOTOPbIE YHAC/IEAYIOT IATOT€HHBII Bapy-
aHT B reHe DMD (50%), 6ymyT TaKuMM )Ke HOCUTENIAMY, KaK MaTb, U B pAJe CIy4aeB MOTYT MIMeTb
KIVHIYeCKye IPosiBIeHNs 3a0omeBanus. Ec/u »KeHIIMHa He ABJIsAeTCs HOCUTEeIbHNUIIEN TaTO/IOTH -
4eCcKoro BapuaHra B reHe DMD, OBTOPHBII puCK poxjeHus pebenka ¢ MJIJ] 6ymeT cocTaBnAaTh
0Ko710 14% 13-3a BO3SMO>KHOCT) Ha/IM4MA y Hee TOHaJHOro Mo3anumsma [15].

3AKJTIOUEHUE

[Tporpeccupyromass M/l oTHOCUMTCA K peakuM 3ab0/IeBaHUAM U3 TPYIIIBI BPOXKIEHHDBIX
MMonaTuil 1 uMeer X-CLeIUICHHBI PeLleCCUBHBIN TUII Hac/lefOBaHMA. Ha MpOTsKeHNM MHOTUX
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MbILLEYHASA OUCTPO®USA AIOLLIEHHA
Y DEBOYKU, OBYCJIOBJIEHHAA
HOHCEHC-MYTALMEW B FTEHE DMD

JIET CYUTAJIOCH, YTO JaHHOE 3a00/IeBaHVe BCTPEYAeTC s TONbKO Y IPefCTaBUTE/Iel My>KCKOTO I0JIa,
a IeBOYKY U >KEHIIVHBI SAB/IAIOTCSA HOCUTENbHUIIAMMY, KPallHe PefiKO IMEIOT MIUHVMAa IbHbIe CUMII-
TOMBI OO/Ie3HI U He HYXXJAIOTCS B JIEYEHUL.

OpHako B HACTOSILIVI MOMEHT MMEIOTCS JJaHHbIe 0 TsKenoit popme MJIJT y meBodek u xeH-
IVH, COITOCTaBMMOJI C MaJIbYMKaMU 1 IOHOIIAMM 1O CTeTIeH) BBIPAKEHHOCTY KIVHUYECKUX IIPO-
ABJICHMIT ¥ CKOPOCTH IporpeccupoBanus. Takas ¢popma 3aboneBanusa TpebyeT Ha3HAYEHNUS Tepa-
Y ITTIOKOKOPTUKOCTEPOUIAMI U, BO3MOYKHO, ITATOTEHeTUYECKIX IIPeNapaToB, IPUMEHSIOMXCS
B HACTOSIIVIT MOMEHT IIpY JIeYeHNM JAHHOTO 3a00/IeBaHNA Y IPEICTaBUTENIel MY>KCKOTO II0/Ia.
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PELUANUB BOCMANUTENIbHOM
MUODUBPOBJIACTUYMECKOM ONYXOJIU
CPEOOCTEHUSA Y PEBEHKA 12 JIET

A.B. Anxacos, E.J1. Komuna, C.A. Patuunkos, E.A. Pomanosa, M.C. CaBenbeBa

OBOCHOBAHME

Bocnanurenpuas Muodpubpobractuyeckas onyxonb (BMO) — HOBoOOpa3oBaHue ¢ Heolpe-
Ie/leHHbIM OVMOOTMYEeCKUM MIOBEfIeHIEM, /i1 KOTOPOTO XapaKTepHa TeTepPOreHHOCTb, KaK IMCTO-
JIOTMYECKOI KapTUHBI, TaK ¥ MOJIEKY/ISIPHO-TEHEeTUIEeCKNX M3MEHEHUT, IeKALINX B OCHOBE €ro
pasButus [1]. 9to penkoe 3abomneBanme. [To manupiM muteparypsl, B CIIIA 3a rop BBIABIAIOT
150-200 maumentoB ¢ BMO [2]. XoTs ety ¥ MOAPOCTKM COCTABISIOT OCHOBHOE KOMUYECTBO
nanyeHToB ¢ BMO, B muTeparype onmcaHo orpaHNYeHHOe KommdecTBo cay4daes [3]. Coobmaercs,
yro BMO MoXeT BcTpedarbCsi MPaKTUYECKM BO BCEX OpraHaX M CUCTeMaX, BK/IIOYas JIeTKue,
CaJIbHUK, MATKUE TKaHY, [eYeHb, Ce/Ie3eHKY, MOMKENTyNOYHYI0 XKe/ledy, TONCTYI0 KUIIKY, Ipef-
CTaTe/IbHYIO JKele3y, ITIas3HuIy, nepudepudeckne 1 LeHTpaabHble HEPBbI, HO Haubomee 4acToil
JIOKanu3aluer sBJISIOTCS JIeTKMe, Kapuo-33odareaabHblil epexoy, CalbHUK U OpbDKeiika [4].
[Tpu o6napyxenun BMO Heo6X0aMO MaKCUMaIbHO TOYHO OIPEeTNTh IOKATN3AII0 Y OpraH,
Hanbojlee BEPOSTHO IMOPaXKEHHBIT. YTOYHEHNME XapakTepa 3a00/eBaHUs C WCIOIb30BaHUEM
COBPEMEHHBIX METOJIOB JIy4eBOJi ANATHOCTUKY ITO3BOJIAET BHIOPATDh ONTYMA/ILHYIO TAKTUKY JIede-
HVISI, METOZL 1 00'beM XMPYPIUYecKOro BMeIIaTeNbCTBa, M30eXKaTh M3/IMIIHel HApKO3HOI Harpys-
KJ1, YMEHBIINTDb BEPOSATHOCTD IOBTOPHBIX olepanuii [5].

Hamr ximHuyecknit cay4ail JeMOHCTPUPYET pPe3y/lIbTaT YCHEHIHOTO V3/IeYeHNA IallJieHTa
B BO3pacTe 12 /IeT ¢ pelyAMBOM BOCIAIUTEIbHOM MIOPUOPOOIaCTIUECKOI OIIyXOIy CpefocTe-
HVSI TIyTeM PajyIKaIbHOM XMPYPIrUUecKoil KoppeKuyn (yaaaeHue oOpa3oBaHus + SKCTUPIALUs
HIIIEeBOJA) C MOC/IEAYIOUUM BbIIIOTHEHNEM PeKOHCTPYKTMBHOI OIepaliuyl Ha MUIEeBOJE.

KJTMHUYECKWUA NMPUMEP
o O

[Tanent K. ITon myxckoit. [lata poxxpenus 12.01.2010 r. Mecro >xutenbcTBa: I. ExaTepuHOypr.

IlepBp1it pas B xupypruyeckoe topakanbHoe otaenenne OPIAY «HMUL spoposba pmereii»
Mumnsppasa Poccun (ganee — Llentp) manyenT noctymua 08.02.2021 1.

OcHOBHBIE >Ka/100bI Ha HaMM4Me M3MEHEHUI OPTaHOB TPYMHON KIETKM COIVIACHO TAaHHBIM
peHTreHorpaduu 1 MyJIbTUCIMPaNbHON KoMnbloTepHOI ToMorpapun (MCKT).

13 anaMHe3a U3BeCTHO, 4TO B 2015 rogy pebeHOK ObIT 0OCIefOBaH 10 MOBOAY THEBMOHMIL,
BpInonHeHa peHTreHorpadus, MCKT opraHoB rpygHON KIeTKM, BBIABJIEHO HOBOOOpasoBaHIe
cpepocteHns. 16.02.2016 . BBIIIOTTHEHA OIlEpalisl — TOPAKOTOMMA C/IeBa, yia/leHne 06pa3oBaHus
CpeflocTeHNsA, CyOTOTa/NIbHAsA Pe3eKIA HIDKHEN JJOMu J1eBoro yerkoro. Ilo maHubiM Mopdomnorn-
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PELMONB BOCMAJINTENIbHON
MUO®UBPOBJIACTUYECKOW OMYXONU
CPEAOOCTEHUA Y PEBEHKA 12 JIET

geckoro uccnenoBanus, BMO. [lanee Ha0mofancs Mo MecTy KUTeNbCTBA. [1py BBITOTHEHNN KOH-
tponbHoit MCKT opraHoB rpyaHoit kieTkn B ceHTss6pe 2020 rofja, BbIABIEH pelyauB oO6pasoBa-
HuA. Anbda-deronporenH mpy 9ToM O6bUI B IIpeenax HOpMaIbHbIX 3HaYeHNi1. KoHCyIbTupoBaH
TOpPaKa/bHBIM XUPYPTOM IIO MECTY >KMTE/IbCTBA, HAIIPaB/IeH Ha FOCHUTA/NN3ALNIO B XMPYypruye-
CKOe TopakanbHoe oTfienieHue LleHTpa 1yt o6cnefoBanns U ONepaTUBHOTO JIeUeHM .

PebeHok OT nepBoitl 6epeMeHHOCTH, IIePBBIX POfoB. Poxics JoHOIIeHHBIM, ¢ BecoM 3310 T,
poctoM 52 cM, oueHka no mkane APGAR 7/8 6amnos. Poxsl cpounble, 6e3 ocoOeHHOCTEI!.
BepemMeHHOCTh IpoTekana Ha OHEe OCTPOTO recTo3a, XpOHMYecKkoy runokcuy 1mopa. Co crnos
popnuTenel, Hac/leCTBEHHOCTb He OTATOIIeHa.

OVISUKAJIBHAS IMMUATHOCTUKA

CocTosiHMe pebeHKa Ipy 0cMOTpe O7yKe K yIOBIeTBOPUTENIbHOMY. B cO3HaHMM, aKTUBHBIIL.
Bo Bpems ocMoTpa peakuun ajgekarHble. COCTOSHME IUTaHUA COOTBETCTBYET BO3pacTy. [IpixaHne
CaMOCTOATEbHOE, CBOOOJHOE, NbIXaTeIbHOI HEJOCTATOYHOCTU HeT. AyCKY/IbTaTMBHO JbIXaHUe
Be3VKY/LIPHOE, IPOBOUTCS BO BCe OTHeNbl. [eMonmHaMuka crabuibHas. JKuBoT MaArkmit, 6e360-
nesHeHHblt. CTyn u guypes B HopMe. [TocneoneparoHusli pyber 63 Mpr3HaKOB BOCIIATEH.

\—
IIPEJIBAPUTE/ILHBIV OIVIATHO3

«O6pa3013anme CpenoCTenNs, COCTOAHNE ITIOC/IE OIIEPATUBHOTO JIEYEHNA, PpEIVIANBY.

[
OIUHAMUKA U ICXOTIbI

B orpenennn pe6eHOK KOMIUIEKCHO 06C/IefjoBaH. BbloHeHa My/IbTHCIMPaNTbHast KOMIIbIO-
tepHasg Tomorpadusa (KT) opranos rpynnoit knetku (OI'K) ¢ BHyTpMBEeHHBIM KOHTPACTUPOBAHMN-
em: KT-kapTHa JONOTHUTENBHOTO 0OBEMHOTO BAaCKY/ISAPU3MPOBAHHOIO OOpa3sOBaHNSA 3a/fHETO
CPelOCTeHNs, OTTeCHAIOMIEro aopTy. Takke oTMeuyaeTcsa KoMIpeccus nuiesozpa (puc. 1).

Puc. 1. MCKT opraHoB rpyoHOM KNeTKKU C BHYTPMUBEHHbIM KOHTPACTUPOBAHUEM
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Taxxe BBINOTHEHBI [Ba JHJOCKOINYE-
CKUX UCCIefoBanus: GpubpoTpaxeoOpOHXOCKO-
mst n $ubpoa3odaroracTpoRyoseHOCKONINA.
ITo naHHBIM IIEPBOTO IATONIOTMYECKUX V3MEHe-
HIII He BbLAB/IeHO. [Ipu BTOpOM ompepenseTcs
medopManys IpOCBeTa B HIDKHEN TPeTH Iuille-
BOJa 32 CYeT CAAB/IeHM M3BHE. B KmMHM4eckoM
aHa/M3e KPOBYU OTMEYAJIOCh IIOBBILIEHIE YPOBHS
CKOPOCTU OCEJaHNs 3PUTPOLUTOB 0 38 MM/4ac
(HopMa 2-20 MM/4ac) u ypoBHsA C-peaKTUBHOTO
6enka 1o 12,44 mr/n (HopMa <5 Mr/1), 4TO ABJIA-
eTCS XapaKTepHBIM /I BOCIATINUTENbHON MIO-
¢$ubpobIaCcTIIeCKOI OYXOMN.

YunrTeiBasg JJaHHBIE IPOBENEHHBIX MCCIIe-
IOBaHWI1, TaHHbIE BBITOJTHEHHOTO paHee TVIC-
TOJIOTMYECKOTO JCCIeNoBaHusA, y pebeHKa
BBISBJICH peyuous 60cnanumenvHoll muo@uo-
pobnacmuueckoti onyxonu, NMOKa3aHO oOIepa-
TUBHOE JIedeHUe B 0ObeMe peTOpaKOTOMMII,
y#aneHnsa o6pa3oBaHMUA CPESOCTEHNA, TOYHBII
o0beM olepaluy IIAHNPOBAIOCH OIPENE/UTh
MHTpaomepanuonno. 15.02.21 1. mposefieHa
omepauusa peTopakoTOMUs, yAaneHue obpaso-
BaHNA CPENOCTeHMs, SKCTUpHANVs MUIeBOJa,
racTpocToMus. JVIHTpaonepalyoHHO BbISBIIE-
HO, 4TO 00pa3oBaHye KaMEeHUCTOI ITIOTHOCTH,
IpopacTaeT B CTEHKY IuIeBopa (puc. 2).

[Io pesynprataM 9SKCIpecC-TUCTONOIVN
HeJb35l UCK/IIOUUTh PelNUB BOCHATUTETbHO Puc. 3. Makponpenapart, yaaneHHoe
MuopuOpoOIacCTNIECKOT ONYXO/IN, B CBA3U o6pa3soBaHue + NuLLIeBOA
C 9TUM IIPMHATO pelleHNe O BBIIIOTHEeHNN 9KC-

TUPIIALVY IVIeBOJA C Ie/IbI0 BBIIIOTHEHNsI PaAJKaIbHON OIIePALiMy U VICK/TIOYEHVIsI BOSHUKHOBE-
HUSI TOBTOPHOTO perpuanaa (puc. 3).

[TocneonepaiOHHBI IEPUOJ, IPOTEKA/ I/IAIKO, PAaHBl 3KMIN IEPBUYHBIM HATsDKEHUEM.
C/moHa OTXOUT 1O 3930(arocToMe, TaCTPOCTOMa repMeTnyHa. IlocTenleHHO HavyaTo KOpMIJICHE
B raCTPOCTOMY C pacIIupeH1eM JueTsl u 06beMa, Ha 10-e mocC/IeonepalioHHble CYTKY BBIIMCAH
momoii. ITo gaHHBIM MOPQOIOTNYECKOT0 UCCIeOBAHNUS TOATBEPXKIEH PELMANB BOCIIAIUTETbHON
M10p1OPO6/IACTIUECKOI OITYXO/N.

IToBropHo rocnuranusupoBan B uioHe 2021 r. 07.06.21 r. Bommonneno MCKT opranos
TPYSHON KJIETKY C BHYTPVMBEHHBIM KOHTPACTVPOBAHMEM: IIPM3HAKOB OIYXO/IM B CPeNOCTEHUY
Y KpaeBBIX OT/ie/IaX MUIEBOJiA Y JKeyKa He BU3Ya/lTU3UPYyeTCs. YUUThIBass OTCYTCTBME IPU3Ha-
KOB peluiuBa oOpa3oBaHMs, peOeHKy 3aIUIaHMpPOBAaHa OIepalys IO BOCCTAHOBJIEHUIO IIPOXO-
JuMocTy nuimeBoga. 11.06.21 r. BbINOMHEHA onepanysa — IUIACTUKA IMAILEBOAA TOICTON KUIIKOI.
[TocneonepauMoOHHBIN TepUOZ IpoTeKa IagKo. Ilomyyan nHPysMOHHY0, aHTIOAKTepUAIbHYIO,
CYMIITOMATMYECKYI0 Tepalnio, apeHTepaibHoe nuTanue. Ha 12-e mocieonepanioHHbIe CYTKU
BBIIIO/IHEHO PEHTTeHKOHTPACTHOE MCC/IefloBaHMe HeOoluIeBofia ¢ cynbgarom Oapusa (puc. 4),
3aTeKOB KOHTPAaCTHOTO BeIllJeCTBA HE OTMEYasoch, IPOXOAVMOCTh TpPAaHCIUIAHTAaTa COXpaHe-
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PELMONB BOCMAJINTENIbHON
MUO®UBPOBJIACTUYECKOW OMYXONU
CPEAOOCTEHUA Y PEBEHKA 12 JIET

Puc. 4. PeHTreHKOHTPACTHOEe uccnenoBaHue
HeonuwieBoa

\_\_.\.1

Puc. 5. dubpoazodaroractpoanyoneHoCKonums.

30Ha 330charokosioaHacToMo3a

Ha Ha BCEM NIPOTsDKEHMM, HAauyaTO KOPMJIEHUeE
gyepe3 pOT, IIOTHOCTBIO YCBanBaeT OOIIVIL CTOJL.
Ha 14 mocneomepanyoHHble CYTKM BBIIVCAH
IOMOJ1 B Y[JOBJIETBOPUTEILHOM COCTOSHUIN.

OTamHasg TOCHMUTaAU3alMs B OKTAOpe
2021 r. TaHHBIX O penuAuBe BOCIAIUTEIbHON
M1odpuOpobmacTIdeckoit omyxonu Het. B ma6o-
PaTOPHBIX aHa/lIN3aX yPOBEHb CKOPOCTU OCe-
manus sputpouuros (CO3J) n C-peakTUBHOTO
6enka (CPB) B mpepnenax HOpMa/lbHBIX 3Haue-
Huit. Tlo manHBIM QubpoasodaroracTponyone-
HOCKOmMM (puC. 5) M KOHTPOJIILHOTO PEeHTTeH-
KOHTPACTHOTO MCC/IEIOBAHNA IPOXOANMOCTD
TPaHCIUIAHTaTa COXPAaHEHA, JAaHHBIX 3a CTEHO3
930(aroK0/10aHaCcTOMO3a HeT, KOJIOracTpoaHac-
TOMO3 CMBIKaeTCA, pedIiokca B TPaHCIUIAHTAT
He OTMEYEHO.

Ha mMoMeHT rocnuranusanuy pe6eHOK ecT
yepe3 poT OOy HUILY, >Kamob He Iperb-
AB/sAeT. [acTpocToMuueckass TpyOka ypaseHa,
OTBEPCTUE 3aTAHY/NOCh. B y/mOBI€TBOPUTEND-
HOM COCTOSIHUM PeOeHOK BBIINCAH IOMOIL.

W

ITPOI'HO3

[Iporuos mid >KM3HM M COLMA/IBHON afiall-
TaIy NalyeHTa XOpOLInIA.

OBCYXOEHUE

Bocnanurensusie Mnodubpobractuye-
CKII€ OITyXO/IV IIepBOHa4anbHO omcanbl Umiker
u Iverson B 1954 ropy. VIsHa4anbHO OHM CUMTa-
JNCh JJOOpPOKaueCTBEHHBIMYU 00Pa30BaHUAMI,
HO YacTb M3 HUX VIMEET 37I0Ka4eCTBEHHOE II0Be-
JleHUe VI MOXKET TIOfIBePraThCsl 37I0Ka4eCTBEH-
Hoit TpaHcdopmaruu [6]. V mereit BMO ware
UMEIOT NOOpOKadeCTBEHHOE TedyeHue, a ooOurast
BBDKMBAEMOCTb cocTaBisgeTr 6Oomee 90% [7].
TpaguumonHo ocHOBoOI neyennss BMO sapnser-
CS XUpYpIrUYecKoe yalieHye oyxomn. B crydae
PajiuKaIbHOTO y/lalieHusi HOBOOOpa3oBaHMUA

IOTIOTTHUTEILHOTO jTedeHrs He Tpebyercs [1, 4]. CoobijaeTcs, YTO MECTHBIIT PeLVIIVB TPV Hepa-
IVKaJIbHOM yJaJIeHN! BO3HUKaeT B 15-37% ciy4daeB. B 60/bIIMHCTBE CTyYaeB OMYXOIN PeLiMa-
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BUPYIOT B TedeHNe 1 rofja mocse onepaTuBHOro nedenus [3]. [Ipu BoBieyeHnn B MaTOMOrMYeCKUI
IpOLeCC NUINEBOMA IEePBUYHBIM JIEYEHVEM TAKXKe ABJIAETCA pajyKalbHasA XUpyprudeckas Kop-
pexius. O6beM omepanyuu T0/KeH OBITh OIpeie/ieH Ha OCHOBAHMM JAHHBIX MPeoIepalliOHHON
IMATHOCTUKH, pa3Mepa 00pa3soBaHNs 1 BOBIEYEHHOCTY MBILIEYHO 000IOUKM IUIIEBOJIA, BIUIOTh
IO SKCTMpHauuy muiesoza [8, 9]. B muteparype omicans! cnyyan penuanBHbix BMO, mpu KoTo-
PBIX IOTPeOOBAIOCh BBHIIIOTHEHVE Pe3eKIM MAIIeBOA M OJHOMOMEHTHOE BBINTOJTHEHNE TITaCTI-
KI IuIeBofa xenyakoM [10]. B HameM crydae, Mbl pelniv BO3[ep>KaTbCsl OT OFfHOMOMEHTHOTO
BBINTOJTHEHN A TACTPOIUIACTHKY, YYUTHIBAsA HEJOCTATKY JAHHON orepaunny (BO3MOXXHOCTDb pa3BU-
TUA PECIMPATOPHOTO AUCTPECC-CUHIPOMA, BBICOKMII PUCK PasBUTUA >KETyJOYHO-IUIIEBOJHOTO
pedrrokca, acnupanyoHHoro cuuppoma) [11, 12]. Beiio mpuHATO pelieHne BHIIOTHUTD OTCPOYEH-
HYIO IJIACTUKY NIIIEBOJA TOJICTONM KMUIIKOI ITOC/IE TIOTYYeHNA OKOHYATe/TbHOTO IMCTOIOTMYECKOTO
3aKJIIOYEHNs Y KOHTPOJIBHOTO 00C/IejOBaHNs allJieHTa.

3AKJTIOUEHUE

OCHOBOI1 /Ie4eHN S MALVIEHTOB C BOCIIAINTENbHOI MUO(PUOPOOIaCcTIIeCKOI OITYXO/IbIO ABIA-
eTCsl pajyKaIbHOE XMPYPrudecKoe yyaneHne oopasoBanys. B HEKOTOPBIX crrydasx mis obecnede-
HNA paiKa/IbHOCTN HeO6XO,I[I/IMO BbBITIO/THEHNE OPTaHOYHOCAIINX onepaum?[ C OTHOMOMEHTHBIMI
VIV TIOCTIEAYIOIVIMY PEKOHCTPYKTMBHBIMY BMeIIaTe/lTbCTBAMY, TAaKMMU, KaK racTpo- W/IM KOJO-
330(1)aI‘OHHaCTI/IKa. Takas Xpyprmieckas TaKTUKa IIO3BOIAET JOCTUYb XOPOUIMX AOITOCPOYHDIX
PpEe3YynbTATOB " 136eXaTh BO3HUKHOBEHNA penquansa.
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IOBEHUNIbHAA ®UBPOAJEHOMA
JIEBOU MOJIOYHOMW XXENE3bl

M.JI. TpaBuna, M.T. TpaBuHn, B.B. KometoBa

OBOCHOBAHME

®ubpoageHoMa — [JoOpOKadeCTBEHHAs
opraHocrenuduyeckass OINyX0/lb MOJIOYHON
JKefesbl, XapaKTepHas I MOJIOHOTO, perpo-
IYKTMBHOTO BO3pacTa. TepMMH «IOBEHMIbHAA
¢ubpoaseHOMa» MCIONB3YETCA IS ONMUCAHNA
¢ubpoaseHOM, KOTOpbIe BCTPEYAOTCS IPerMy-
I[eCTBEHHO Y MOLPOCTKOB U XapaKTePU3YIOTCS
6osbIIelt CTPOMaIbHON K/IeTOYHOCTBIO 11 60JIb-
IIell CTeNeHbI0 TMIIEPIUIa3UM SUUTENNs, YeM
Habmonaemble ipu GubpoazeHoMax 0OBIYHOTO
tuma (puc. 1). IOBeHmabHBIE GUOpOAEHOMBI
MOTYT OBICTPO PAacTy M CTAHOBUTHCS YPE3BBI-
YajfHO OONBIIMMM M JaXkKe BBI3bIBATb BBIpa-
JKEHHYI0 JileOopMali0 MOJIOYHOI >Kele3bl.
[IpudnHOI ABIAETCA TOPMOHATBHBIN AMCOHa-
JIaHC, XOTS 3TUO/IOTVA 1O KOHIIA He M3y4deHa [1].
AKTUBHBII ¥ OBICTPBII POCT 00pa3oBaHuUA
9acTO MPUBOAUT K OIIMOOYHBIM MHTEpIpeTa-
nusAM U 6ojiee TPaBMMPYIOLIMM M KajledalyM
oIleparysaM, 4ero XoTenoch 6bI n36exxarp B IO -
POCTKOBOM BO3pacTe.

KJTMHUYECKWUN NMPUMEP
® O

Hesouka M., 2009 ropa poxgenus. [lo gan-
HBbIM MeIMLITHCKOJ JOKYMEeHTal: IIepBUYHOE
obpaleHne K IeAuaTpy ¢ KajrobaMu Ha IUIOT-
HOCTb II0J], COCKOM U Ha KPOBSIHUCTbIE BblJesie-
HuA n3 cocka (puc. 2). IlanmenTka Hampasie-
Ha Ha KOHCYJIbTALMIO K OHKOJIOTY-MaMMOJIOTY
B I. Omcke. [Ipn ocMOTpe BBISBIIEHBI >KaTOObI
Ha HajmMuue oOpas3oBaHUs B JIEBOVl MOJIOYHOI
JKejle3e ¥ KPOBSIHMCTbIE BBIIEIEHMS M3 COCKa,

msg\;

” hr\u\'
'.&.

Puc. 1. Mukpodoto Ne 6 10OBEHUbHOM
¢dunbpoaneHOMbl MONOYHOM Xene3sbl:
OTMeyaeTcs NoBbiLEeHHaa NepuayKTanbHas
KJIeTOYHOCTb CTPOMbI, BbIP@X>XEHHbIN
MUKCOMATO3 AeCMONIacTUYeCKON CTPOMbI.
OKpacka reMaTOKCUJIMH-303UHOM,
yBennuyeHue x200 [6]

Puc. 2. MonouHas »xenesa o onepauunu
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IOBEHU/IbHASI ®DUBPOALIEHOMA
JIEBOM MOJIOYHOW XKENE3bI

Breast
12

CO C/IOB MALIVEHTKM, BO3HMKIINE B CEepefyHe
HosA6psa 2021 r. Co COB MaTepy, CeMeVHbII
aHaMHe3 II0 OHKOJIOTMYECKUM 3a00/IeBaHMsAM
He OTATOLIEH.

KnuHnudeckuit ocMOTp: COCOK JIeBOJI
MOJIOYHOJ >Kejle3bl BTAHYT, 3pO3UPOBaH,
IIOKPBIT CyXOM KOPOYKON, W3-TI0J, KOTOPOI
countcsa Kposb. Bsar masok. Ilpm nuronorn-
YeCKOM MCC/IeJOBAaHUM BbILENIEHNII U3 COCKa:
KJIeTK) IIOBEPXHOCTHOIO OIUTENU, efu-
HUYHBlE aTUIVYHble HOMMMOpP(HBIE KIeTKU

Puc. 3. Y3/ MosniouHbIX Xese3 1o onepaumm C TUIIEPXPOMHBIMIU SANPAMU. YIbTPa3BYKOBOE

uccnepoBanue (Y3M): >xenesuctass u Xupoas

TKaHb. C/leBa B I03aIMCOCKOBON 00/1aCTI OIpefeieTcsl TUII09X0reHHOe 00pa3oBaHue, HeOHO-

POJHOE 3a CUET IMIIEPIXOTE€HHBIX BKIIOYEHNI C POBHBIMM KOHTYpaMmu, pasmep 17x15 mm. Jluarnos
o Y3U: ouaroBoe o6pa3oBaHue MO3aA1ICOCKOBON 00/1aCTI IEBOI MOJIOYHOI XKeye3sl (puc. 3).

Kiyunyecknit guarnos: obpasoBaHye B MOJIOUHOIT JKenle3e, HeyTOUHeHHoe. [lanueHTke peKo-
MEHJIOBAHO OIlepaTMBHOE JIeYeHNE B YCIOBMAX OHKOJIOTMYECKOTO CTAllIOHApa C MICCEYEHMEM COCKa.

[TanyeHTKa CaMOCTOATENBPHO OOpaTmiach K MaMMOJIOTY-OHKo/mory B otpeneHne OIAY
«HMMNL] 3popoBbs meteit» MunsnpaBa Poccun (manee — Ilentp) ¢ »xamobamy Ha IIOTHOCTh
TIOZL COCKOM VI OOV/IbHbIE KPOBSHUCTbIE BBIIE/TEHMS 3 COCKA.

1 D 1&%cm

2 D18lcm

) ®UBUKAJIBHAS IVIATHOCTUKA

[Tpy KIMHNYECKOM OCMOTpe: MOJIOYHbIE JKeJle3bl pa3BUTHI IIPABWIBHO, CIIpaBa COCOK U apeo-
na 6e3 ocobenHocreil. CieBa COCOK BTAHYT, HA COCKE FeMaTOMa.

[Tpy manpIanyy: MOTOYHBIE >KeJle3bl MATKIE, 6e300/1e3HeHHbIe CIIpaBa, c/ieBa 00JIe3HEHHOCTD
30HbI cocKa. [lox cockoM ceBa MIOTHOCTD 70 1,5 cMm.

Ha MOMeHT ocMOTpa BbIfie/leHIIT He 00HapY>KeHO.

ITo pesynpraram Y3V MOTOYHBIX JKe/le3: 3a4aTKM CTPOMBI IIOfl COCKaMM, JKe/Ie3CTasd TKaHb
no nepudepun oprana. CjeBa MOf; COCKOM TMIIO9XOTeHHOe 00pa3oBaHue ¢ YeTKVMU KOHTypaMu
1,7x1,6 cm. CreBa muMoy3es peaKTUBHBIN C YTOMIIEHHO KOPKOBOJ 30HOI.

TonxouronpHas 6uoncusa o6pasoBaHus ciesa Mof KOHTponeM Y3V

ITo pesynbraraM LMTONOIMYECKOTO MCCHENOBAHMA: MHOXXECTBEHHBIE CKOIIEHMA KIETOK
KyOM4YeCKOTO 3MNUTENNA.

— ) MPEABAPUTE/IbHBIN MTUATHO3

®ubpoaeHOMa T€BOI MOTIOYHOI YKe/le3bl, IOBEeHIIbHAS WM TUCTOBUHAs pubpoaseHoma (?).

—| IMHAMMKA Yl UCXO/IbI

I[To pesynbTaTaM HOMyYeHHOTo OOC/TeTOBAHNA IAIVIEHTKE PEeKOMEH/IOBAHO XMPYpPruueckKoe
JleYeHne CaeBa.

W
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ITpoBeniena onepanys B yCIOBUAX JHEBHO-
ro CTalyuoHapa. PaspesoM 1o rpanuiie 1BeTHOIA
JacTy apeosibl TOC/IONHO OOHa)KeHa OITyXO7b.
Onyxonp ypganena nonHoctbio. IIposemena
pexoHCTpyKuMa cocka. IIposenen remocras.
Pana sammra Harnyxo. Ha xoxxe Hamo)xeH Koc-
METUYECKUI BHYTPUKOKHBIN LIOB. YIaJ€HHbIN
Marepuasl HalpaBleH Ha IaToMopgorormnye-
CKO€ MCCTIeIOBAHNE.

Ilo pesynbraraM TMCTONOTMYECKOTO MC-
C/elOBaHMA IONy4eHbl (parMeHTH [06-
poKadecTBEHHOro (GuOpO-3MUTENNANTbHOTO
00pa3soBaHMA MOJIOYHOI >KeJle3bl, IpPeiCTaB-
JIEHHOTO M3BUTBIMM TUIIEPIIA3MPOBAHHBIMMI
IPOTOKOBBIMM CTPYKTYPaMM C BBIPa>K€HHOI
COCOYKOBO-KpUOpo3HOImponudepanmersnm-
TenuA 6e3 aTUINMM KJIeTOK, C IOBBILIEHHON
K/IETOYHOCTBIO CTPOMBI C BacKy/IApU3aLyein
(puc. 4). Mopdonornyeckas KapTUHa COOT-
BETCTBYeT IOBEHWIbHON (ubpoageHOMe MO-
JIOYHOI JKeTIe3Bbl.

Puc. 4. lOBeHUNbHasa hubpoaaeHoMa,
npencTaB/ieHHas [OGPOKAYeCTBEHHbIM
chnbpoanutennanbHbiM 06pasoBaHNEM

C pacLUMpPEHHbIMU U3BUTLIMU NMPOTOKAMMU
C COCOYKOBOW nponudepaumen anutenms
6e3 aTUNUU KNEeTOK U C NOBbILLEHHOM
KJIeTOYHOCTbIO CTPOMbI. OKpacka
reMaToOKCUMJIMHOM-303MHOM, yBennyeHue x100

Ha moment IIpEROCTABIEHNA KIMHMYECKOro CiIy4as IO pe3ylbTaTaM IOCICONEPpalMIOHHOIO

OﬁCIIC,T.[OBaHMH ITalili€HTKa 340poOBa, >Kaymob Her.

W

ITPOTHO3

HpOI‘HOS TOOXKUTETbHBII. OHYXO}IIJ yAajni€Ha IMOMTHOCTDIO, B ITOCIIEONEPALIMIOHHOM NIEPMOAE
AOCTUTHYTO IIOTHOE€ 3a’KUBJIEHUE M BOCCTAHOBJIEHUNE (bOpMI)I COCKa (pI/IC 5, 6) 3a cuer Majo-
VHBa3VBHOI q)OprI onepauuy JOCTUTHYTa MMUHVMA/IbHAA TpaBMaTuU3alusa MOJIOYHOM >KejIe3bl
C COXpaHE€HMEM 4aCcTU IIPOTOKOB, obbema JKEJIe3bl, COCKA, ap€oJjibl I MMHVIMA/IbHbIM KOCMETNYE-
CKIM ,T.[eq)eKTOM py6ua. C y4qe€ToM obbema orepanuy BO3MOXXHO I'PyJHO€ BCKapMIVIBaHME.

Puc. 5. MonouHas xenesa uepes 2 Hefenun
nocne onepauuu

Puc. 6. MonouHas Xxenesa uepes 3 MecsiLa
nocne onepauuu




IOBEHU/IbHASI ®DUBPOALIEHOMA
JIEBOM MOJIOYHOW XKENE3bI

OBCYXAEHUE

B HacrosIee BpeMs OTCYTCTBYIOT YeTKVe PeKOMEHAAIMN U aJITOPUTMBI OTHOCUTETBHO METO-
OB IIaTHOCTYKY ¥ JIEYEHNs, U JiedeHVe BapbUPYeTCsl CPey XUPYProB MOMTOYHOI >KeTle3bl, aKy-
IIEPOB-TYHEKOJIOTOB, IEANATPOB U JETCKUX XUPYProB, KaXK/Iblil 3 KOTOPBIX MOXKET CTOJIKHYThCS
C TaKoJl MareHTKoit. HampasieHue K crieninanncty, MIMeIoIeMy OIIBIT Be[leHVs TAKVX ITal[IeHTOB,
IOJDKHO CIIOCOOCTBOBATH O0JIee Iie/ieHapaB/IeHHON OL[eHKe U CTpaTeruu aedeHns [2].

K Meropam amarHocTuky 3ab6omeBaHNII MOJIOYHOII JKele3bl Ha COBPEMEHHOM 3Talle Hpefb-
ABJISIIOTCA BBICOKME TpeOoBaHMSA 10 3(PQEeKTUBHOCTM, HOCTOBEPHOCTH M UYBCTBUTENIBHOCTH.
B marHoCTHKe MOTOYHBIX XKele3 CYILeCTBYeT HeCKO/IbKO YPOBHE, ¥ [/Is PAa3/IMIHbIX MTAaTOOTHI
VI COCTOSIHMII METOZbI MOTYT OBITh MH(POPMATUBHBIMY, HEMH(GOPMATUBHBIMU U JJOIOTHSIOIINMU
APYT APYyTa, COCTAB/IsAs KOMIUIEKCHBIN IOAXOf. VIMEHHO II09TOMY Ba)KHO HalpaB/ieHye K IPaBIIb-
HOMY CIIELVa/NCTY.

Ha srame o6cmenoBaHus mpy BBIABIEHUY OHNYXOIM Y IOAPOCTKA HEOOXOAVMMO BBIIOTHUTH
TOHKOUTO/IbHYIO aCHMPALMOHHYI0 OVOICHIO /I MOTYYEeHUS LMTONIOTMYECKOTO MUCC/IeNOBAHMA
VUIY TpeTaH-01OIICHI0, YTOOBI HOMYINTh MAaTepUat il IUCTOIOTMYECKOTO MCCIefoBanms. B ret-
CKOJI ¥ IOAPOCTKOBOI MaMMOJIOTUY TPeOYyeTCs: MUHMMaIbHOE BMEIIATebCTBO IIPY POBEeHNN
MaHUIY/LVIL JUIg CHVDKEHMs PUCKOB TPaBMaTM3alMM PAcTyLIMX TKaHeil, O3TOMY OCHOBHOI
MeTOJ, — TOHKOUTONbHAasA oyuorncus [3].

CoBpeMeHHasi XMPYpPI¥si UET B CTOPOHY BO3MOYKHOTO YMEHBIIEHNS 00béMa oleparun
¥ MUHVMMa/IM3aLuy TpaBMaTu3aluy. B JaHHOM K/IMHMYECKOM IIpyMepe OBICTPOPACTYIasi I0Be-
HIIbHasA ¢ubpoaseHoMa chOpMUpPOBaANIACh MPSIMO IIOf, COCKOM M M3-3a IIPOPACTaHVA OFHOTO
Y3 MarucTpaabHBIX IPOTOKOB IIPMBeNa K OOMIbHBIM KPOBSHUCTBIM BbljjeneHusAM. V3-3a oTcyT-
CTBMSA aJieKBAaTHOJ JMAarHOCTVKY HAllMeHTKe OblIa NpeMIoKeHa pajyKaabHas OIepals C Mucce-
YeHMeM COCKa U LEHTPAIbHOTO CeKTOPa MOJIOYHOI >Kee3bl. MacTIKTOMUS KaK METOJ TedeHNs
TUTAaHTCKMX GUOpoazeHOM 00Cy>KHaeTcss, HO OOBIYHO NPUMEHSETCS Il HEOOBIYHBIX MV PeL-
AMBUPYIOLINX c1y4aeB [4]. BoMbUIMHCTBO AeTCKMX (U/UION/HBIX OIyXOJIel AB/IIOTCA foOpoKade-
CTBEHHBIMH, ¥ XUPYPrUIeCKOe BMEIIATEIbCTBO He HO/DKHO OTINYATBCS OT MPOCTOTO MCCEUeHNs
¢ubpoageHom (sHyKmeanuu) [5]. ManonHBasuBHasA XUPYPrus MO3BOIAET M30EXKAThb TPaBMATH-
3aIUMl TKaHell MOJIOYHOI JKe/le3bl, COXPAaHUTDb €€ apXUTEKTOHNUKY, YMEHbILINTh OOIIYI0 paHEBYIO
HOBepXHOCTb. Kpome Toro, orepanyst BO3MOXKHa B YC/IOBVSIX JHEBHOTO CTAIMIOHAPA, YTO YMEHb-
IIaeT CTOMMOCTD OIepallMyi M YBEINYMBAET IICUXOTIOTMYECKIT KOMPOPT pebeHKa, TaK KaK eMy
He IPUXOAUTCA OCTABaTbCs B OobHMIEe HA HOUYb. OCOOEHHOCTBIO MaJOMHBA3UBHON XUPYPIUK
TAaK)Ke SIBJISIETCSI Pa3Mep OIepPAIIOHHOTO HOCTYIIA, MUHMMA/IbHBI pa3pe3 yMEHbIIAeT KOCMETH-
qecKuil feeKT, yCKOpsieT 3aKMBJIeH)e B pAaHHEM II0C/IeOIePAIlIOHHOM IIepUOJie U CHYDKAET KOJIM-
4eCTBO OCTIO>KHeHuI1. COIpOBOX/IeHNe Ollepaliiy, COI/IACHO COBPEMEHHBIM TeH/CHIVISIM I/IaCTH-
4eCKOIT XMPYPIUN, TAKNX, KaK HA/IO)KeHIIe KOCMETUYEeCKIX BHYTPUKOXKHBIX IIIBOB, HE CKa3bIBA€TCs
Ha IOC/IeOIePalIOHHOM 3a)KVB/IEHNUM, HO CITIOCOOCTBYET YIy4LIEHNI0 KOCMeTn4ecKoro addexra
¥ yBe/IMYMBAET IICUXOIOTMYeCKMi KOM(OPT maryeHTa.

IOBennnpHbIe GUOPOAZEHOMBI He PELMAMBMUPYIOT IOCAE YHAAAeHUs, HO JMCTOBW/HBIE
v GpUUIONIHBIE ONMYXO/MM MMEIOT TeHAEHIVIO K peluAnBMpoBanuio (1], mostomy HeobXopmu-
MO IMHAMM4ecKoe HaO/moeH1e ManyeHTok ¢ pubpoanenomamu. [locne ynanenns obpasoBanus
PEKOMEHYeTCsI OCeIaTh ClIelMaNncTa KaXK/iple 6 Mecs1eB B OC/IeAYoLIe 2 Tofa.
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3AKJTIOMEHUE

Hoanee BBISIBJIEHME IIaTOMOTUIT B MOJOYHBIX >Kejle3ax Yy DOLPOCTKOB CBA3aHO C H63(b(1)€K-

TUBHOCTBIO MEANIMHCKNX OCMOTPOB O€BOYEK-IIOPOCTKOB, YTO MOXXET OTPpULIATE/IbHO IIOB/IVATD
Ha pe3y/lIbTaTbl OAMAarHOCTMKM U IIPM OCMOTPE U Ha ITalle JI€UYCHIA. BoraBnenue (I)I/[6p0a,T_IeHOM
Yy NOAPOCTKOB MMEET TECHACHIMIO K CaMOO6Hapy>KCHI/IIO, a pa3Mep O6paSOBaHI/II7I MOJXET CBUOEC-
TE/IbCTBOBATb O [J/INTE/IbHOM HAXOXOEHMNM OITYyXOIN B MOJIOYHOI >Keyese 6e3 CBOCBPCMCHHOf/I

OMAarHOCTUKMA.
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KNUHUYECKUI CNYYAN NEYEHUSA NALMEHTA
C 330®ATEAJIbHbIM JIETKUM

KNUHWUYECKUNA CNYYAWN NEYEHUSA NALUEHTA
C 3300PATEAJIbHbIM JIETKUM

A.b. Anxacos, A.C. I'ypckasa, O.H. HakoBkuH, K.A. Kazakosa, P.P. baasuros, C.A. PaTHuKoB,
.M. AxmegoBa, M.A. Konosanenko, M.A. Bapnukuna, J1.B. Kapuyra

OBOCHOBAHME

J30¢areasbHOE JIeTKOe — PERKNIT BPOXKIECHHBIN MOPOK Pa3BUTH, XapaKTepU3YIOINMIICI
Ha/IM4YMeM COOOIeHNUA MEXY CerMEHTOM JIETKOTO, JIETOYHON TKaHbIO M/MIN IJIABHBIM OPOHXOM
C MMIIeBOROM, /b0 xemyaKoM. bepss BO BHUMaHMe pefKyl BCTPeYaeMOCTb HAHHOTO MOPOKa,
KIVHMYeCKVe IPUMepBI JIe4eHNs 9TOr0o 3a60/1eBaHys BCTPEYAIOTCs TONBKO B 3apyOeXHOIT TuTe-
parype. B HacTosIee BpeMs B PYCCKOSA3BIYHBIX VICTOYHMKAX HET ONMMCAHHBIX KIMHUYECKUX CITy-
JaeB JiedeHNs 930(areasbHOrO JIETKOr0, KakK U CPOPMUPOBAHHBIX KIVMHNIECKUX PEeKOMEH/AIINIl.
B ®I'AY «<HMUI] 3popoBbs meTeii» MuHuCTepcTBa 3apaBooxpanenusa Poccun (manee — Ilentp)
3a moc/efiHue 3 rofa mnposedeH 1 pe6eHOK ¢ mMogoOHBIM AmarHo3oM. Hambosee yacTo mpoBopAT
muddepeHINaNbHYIO AUATHOCTUKY JAHHOI IATOMOTUMY C M30MMPOBAHHBIM TPaXeOoNNIeBOHBIM
CBMIIOM, YTO COCTaB/IAeT NpMMepHO 50% Bcex ciydaeB 3aboneBaHmil. COITaCHO M3y4EeHHBIM
CTaTbsAM, JaHHBII IIOPOK Yallle BCTpeYaeTcs y )KeHIIMH. [IpenMylecTBeHHO OpaXkaeTcsl IpaBoe
JIeTKO€, BO3MOXXHO, B CBSI3Y C ONIMSKUM PacIOIOKeHIEeM IIPAaBOro OpOHXa K MUIIEBOJY, OZHAKO
OIVICAaHBI CTy4Yay BYCTOPOHHero nopaxkenus [ 1, 5]. [TopaskeHHOe /1erkoe 0OBIYHO TMIIOIIACTIYHO
VI a9PUPYeTCs Yepe3 aHOMaJIbHbIe JAbIXaTe/lbHble Iy TH, MICXOAALVe 13 InieBopa. IIpu o6cnenosa-
HVJ HepPeJKO BBISABIIAIOTCS U [PyTryie COMyTCTBYIONE aHOMA/INMM, TaKue, KaK aTpesysi MUIeBofa
C TPaxeoNIeBOZHON (DUCTYIION VIV aHOMAINM Pa3BUTH ITO3BOHOYHOTO CTO/NOA, aHOPEKTalb-
Hble MaIbGopManN, HOPOKM CepALia, TPAXeONMIIIeBOSHbIN CBUILI, TOPOKY Pa3BUTHsI IIOYEK 1 aHO-
marmuu pasButusa koHeuHocTell (VACTERL-acconmanmeit), guadparmanbHble IPBDKY U OpyTie
penKyie BpOXX/IeHHbIe TIOPOKM Pa3BUTHSL.

B 3aBuMCHMOCTM OT TSDKECTM TOPOKa PasBUTHS, KIMHMYECKas KapTuMHa 330d¢areasbHOro
JIETKOTO BapbMPYETCs U MOXKET IPOSIBIATHCS: Aucdarueil, FeMOIITU3MUCOM, aCVPALVIOHHBIM CUH-
APOMOM, PeLVAVBYPYIOIVIMY ITHEBMOHUSMM, JbIXaTeNTbHOM HEOCTATOYHOCTbI0. COBOKYITHOCTD
3TUX CMHAPOMOB, 110 AaHHbIM Sugandhi, Katz 1 coaBTopoB [2], y HeKOTOPBIX MAILMEHTOB IPUBO-
AMIa K Pa3BUTHUIO TSDHKETIOTO PeCIMPaTOPHOTO AUCTPECC-CUHAPOMA, a B AajIbHENIIIeM, K TIeTaslb-
HOMY VICXOZY.

CoracHO M3y4eHHbIM MCTOYHMKAM, KIMHUYECKUII CIy4ail 930¢areaibHOTO JIETKOTO BIIEp-
Bple ObUT ommcaH Kiebcom B 1874 rony [3, 4]. B 1968 ropy Gerle n coaBTOpBI mpemioxmim
TEPMMH BPOX/IEHHOII OpOHXO0IeroyHoi Manbdopmanuy mepepHeit kmmky (Communicating
bronchopulmonary foregut malformations; CBPFM) [4, 9], nnaue roBops, 930¢areabHoe JIerKoe
VUL TIMIEBOJHBIN OPOHX.

[TpryuHa pasBUTKA NOPOKa 930(¢areajbHOr0 JIETKOrO IIONIHOCTBIO IIOKAa He M3y4YeHa.
BeigBuraercs Teopus, 4TO HapylleHue GOpMUpOBaHMA OPOHXOJIETOYHOTO AepeBa U 0Opa3oBa-
HJe COOOIIeHNs C NUIEeBOJOM IPOMCXOAUT Ha 5-17 Hepesie recTanuy, Ha CTa/{UM XKeIe3UCTOrO
pasBUTHA JIETKUX. B 9TOM MHTepBase BpeMeHU, Ha (poHe pOCTa 3a4aTKa JABIXATE/TbHON CUCTEMBI
B KayJaJIbHOM HAIIpaB/IeHU! ¥ POCTa NepefHeil KMIIKM B TOJTOBHOM HAIIpaBJIEHUY, BO3MOXKHO
coo01IeHNe TITIOCKOTO 1 PECIIMPATOPHOTO SMUTENNS [bIXaTeTbHOTO 3a4aTKa I SIUTe/IVs [IepeIHeit
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Kkuky [2]. [McTomornyeckas KapTuHa TKaHell JAHHOTO COeVIHEHVS YKa3bIBaeT Ha Halmu4ue Kie-
TOK — KaK MMIIEeBOJA, TaK 1 OPOHXOB [5].

B 1992 ropy, B34B 32 OCHOBY YPOBEHb PaCIIONIOKEHNA aHOMAJINN U COOOIIEeHNA MEXY HbIXa-
TENIbHOI CUCTeMOIi M IuIeBofoM 6o xemnyakoM, Srikanth n coaBT. paccmorpenn 57 ciydaeB
U TIPeIJIOKVIIN CUCTEMY KIaccuduKanyy 330¢areaTbHOTO J1€TKOT0, BbIjenuB 4 rpymmsl [6, 7, 10]:

o I rpynma Bxio4aeT aTpes3nio NMIEBOAA ¥ TPAXeONNILEBOGHBIN CBUIL, COLEPXKUT 2 IIOJ-

TPYNIbL HOATpyHIa [A — MOMHOCTHIO M30/MMPOBAaHHOE JIETKOe COOOIIaeTcs ¢ Iuiie-
BOfloM; noArpymnmna IB — msonupoBaHHasA aHaTOMMYECKass [JO/A WIM CETMEHT JIETKOTO
coo01IaeTcs ¢ NUILEBOLOM.
o II rpynma xapakTepusyeTcsi OTCYTCTBMEM IJIaBHOTO OpPOHXa, BBIXONSAIIMM M3 Tpaxew,
u 71erkuM (0OBIYHO MPABBIM), MMEIOIINM COOOIIeHIe C HVDKHUM OT/ENIOM IHUIIEBOJa;

o Il rpynma — u3onupoBaHHAsA 9aCTh JIETKOTO COOOIIAETCs C MUIEBOLOM;

o IV rpynma — wmmeercsi cooOlieHue MeXAy HOPMaabHON OpPOHXMAIbHOI CUCTEMOI
u nmmeBonoM [1] (cm. tab. 1).

Taxoke B 1996 rony Floyd ykasam, 4To OfHMM M3 OT/INYMIL MNIIEBOJHOTO JIETKOTO OT JIErOY-
HOJl CeKBeCTpalMyU sABJIAETCA Haludue KpPOBOOOpalleHMs Yepe3 JIETOYHYI0 apTepMio B IEPBOM

cydae [2].

Tabnuma 1. Cucrema knaccudpukanuu CBPFM
(Communicating bronchopulmonary foregut malformations), npemmosxennas Srikanth

I rpvima 1A [Topok cBsi3aH C aTpesueil NUIeBOfa 1 TpaxeoazodareanbHOI
a 6P°Z) ¢ucrynoit. Beigendior:

(1)
IA-IB IA — nerxoe 1eMKOM BBIXOAUT M3 MNUIEBOJA VUM JKETyIKa.

IB — 9acTh OJHOTO JIETKOTO VIV €TO OV BBIXOAUT U3 IIUILEBOA.
IB

II rpynma
(33(1,;)), OpHo nerkoe NpoOUCXOAUT U3 HVDKHETO OTAe/Na MUIeBO/aA.

(1)
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KNUHUYECKUI CNYYAN NEYEHUSA NALMEHTA

C 330DATEAJIbHbBIM NNETKUM
III rpynma VI3onupoBaHHast JOMSI MM CETMEHT JIETKOTO COOOIaeTCst
(46%) \ C MUIIEBOJOM WMJIV YKETYLKOM.
m

VI30mpoBaHHbIT OPOHXO-IMIIEBOAHBIN CBUIL. YacTb 1€rKoro,
IV rpynma .,
(5%) aspupyemas 4epe3 OPOHXO-IIMIEBONHBII CBUIL, ITOTy4aeT

CUCTEMHO€E KPOBOCHAOXeHMe.

v

Cy1IecTBYIOT TPU OCHOBHBIX METOJ]a AMATHOCTUKM 930(areabHOTrO JIETKOTO.
PentreHorpadusi opraHoB rpynHoit Kaetkmu. [Ipu maHHOM BuUje MCCTIENOBAHMS Ha PaH-
HIIX 9TalaxX KIMHMYECKUX IPOSB/ICHNII BPOX/IEHHOTO IIOPOKAa Pa3BUTHUA HE BCEIZA YHAETCA
YBUIETb M3MEHEHNUs B JIETOYHON TKaHU, 0COOEHHO, ecu 3T0 pebeHOK IPyAHOrO BO3pacTa.
B panbHerineM, Ipy yXyAUIEHNY KIMHUYECKUX IIOKa3aTeNlell COCTOAHUA pebeHKa, COlpo-
BOXKIAIOLIETOCs IOSIBJIEHNEM U IOCAEAYIOI[MM HapacTaHMeM IPU3HAKOB [bIXaTeIbHON
HEJIOCTaTOYHOCTY, HapyIIeHNEeM peCUpaTOPHBIX IIOKasaTeeil KpOBY, IPU IIPOBEJCHUN
KOHTPOJIbHBIX PEHTTEHOTPAaMM OPraHOB IPYAHON KIETKM OIpefie/iieTCss HapacTaloNil KO-
JIATIC U CHVDKEHNe ITHeBMATH3a1[ My IOPaYKEHHOTO JIETKOTO Ha (POHE KOMIIEHCATOPHOTO YBe/IN-
YeHI 3/J0pPOBOTO JIETKOTO,  TAK)Ke CMeIljeHle OPTaHOB CPeJOCTEHNA B CTOPOHY IIOPaXKeHNS.
JlaHHYI0 KapTVHY MBI MOXXeM BUJIETb JjaKe Ha ()OHe pecnupaTOpHOIl MOAAEPXKKHU, KOTOopast
OKa3bIBaeTCsA HedPEeKTUBHOIL.

KT opraHoB rpyaHoiil KIeTKN ¢ BHyTPMBEHHBIM KOHTpacTupoBaHueM. [Ipu mpoBeneHnn
KT opraHoB rpyfHOI K/I€TKM BU3Ya/IU3UPYeTCs KapTMHA TOTAJbHOTO aTelleKTasa, areHe3ls
[JIABHOTO OpOHXa ¥ aHOMAaJIbHOE MPOUCXOK/EHNE IETOYHOT0 OpOHXA U3 JUCTATbHON YacTu
HUIEeBOfia cO CTOpoHbI nopakeHus. [Ipu nposenenny KT BO3MOXHO MCK/TIOUEHME COCYANU-
CTBIX MajIbopMaryit, 9T0 MOXKET HOB/IUATH HA TAKTUKY ONEPATUBHOTO TeYeHNS.
PeHTreHKOHTPAaCTHOE MICCTIelOBaHNe BEPXHNUX OTHE/IOB JKeTyJOYHO-KIIIEYHOT0 TPaKTa
II03BOJISIET IIPOBOANTD AP depeHINanbHYI0 JUaTHOCTUKY C TAKMMY [TOPOKaMI PasBUTHA,
KaK aTpesys NUIEeBOJa, TPAaXeONUIIeBOAHBII CBUIL, CEKBECTP JIETKOTO, JYIIIMKAIL[IOHHbIE
KucTol. [Ipu BBeleHMM BOLOPACTBOPUMOTrO PEHTTEHKOHTPACTHOTO BEILECTBA B IUIIEBOJ
ompefensaeTcss 3a0poc KOHTPACTHOTO BelleCTBa B BO3JYLUIHOE HMPOCTPAHCTBO JIETKO-
ro, 4TO 0OYCIIOBJIEHO aHOMAJIbHBIM COOOIIIeHMeM NININEBOAa U JIETKUM, MO0 ero JOJIeil.
JlaHHBIT MeTOJ MCCIeOBAHMSA CYUTAETCS «30/I0THIM CTaHJAPTOM» JMArHOCTUKM 330¢a-
reasbHoOTo JIETKOTO.

JIOIONTHUTENTBHO, C 1Ie/IbI0 BU3Ya/IN3al M MICKTIOUeHN A HaIN4Msl TPaXeONUIeBOJHOTO CBHU-

ma nposoputcs pubponapuHrorpaxeobpoHxockomus u ¢pudpoazodaroracTporyoseHOCKONINSL.

YunteiBasg HepefKoe coyeTaHVe IOPOKOB CepALla U JIETKOTo, Iepel IPOBefieHIeM OIlepaTiB-

HOTO JIe4eHNs II0Ka3aHo NpoBefeHye axokapauorpadum (9xoKr).
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HPI/I IIOCTAaHOBKE OMarHo3a BO3MOXXHbI OMATHOCTUYECCKIE OIJ_U/I6KI/I. B HeKOTOprX CHY‘IaHX
YHOMI/IHaeTCH O IManMeHTax, HepBOHa‘{aHbHO HpOOHepI/IPOBaHHbIX I10 IIOBO,Hy ane3I/II/I nmmmeBona,
TPaXeoNIIeBOJHOTO CBMINA (MepeBsi3Ka TPAXeOlNIEeBOLHON (GUCTYIbI, HaloXeHMe 330(aro-
a30¢aroaHacTomMo3a, ractpocromysi). OgHaKo, Hab/IO#asA B [UHAMIKE KapTUHY CTOVKOTO aTeyeK-
Tasa MOPaXEHHOTO JIETKOTO, PasBUTHE JUCTPECC-CUHPOMA, B UTOTE, TIPU IPOBENEHNN PEBU3N,
MHTPAOIIEPALIIOHHO YCTAHAB/IMBAJICS JUATHO3 930¢areanbHOro nerkoro [1].

KNTMHUYECKWUN NMPUMEP
® O

/13 Ilensenckoit ob6macTHOI KmvHu4eckoy 6onpHniel umenn H.H. bypaenko B xupyprude-
CKO€ OTJe/IeH/ie HOBOPOXK/JIeHHbIX 1 JieTeil TpygHoro Bospacta OPTAY «HMMUI] sgoposbsa mereii»
Mumnsppasa Poccyn (manee — Ilentp) B Hosi6pe 2020 1. ObIT TepeBejeH HeJOHOIIEHHBI peOeHOK
MY>KCKOTO IT0Ta BO3pacToM 1 MecAIl (ITIOCTKOHIIENTYa/IbHBII BO3pacT 32 Helenn) ¢ MoJo3peHNeM
Ha BPOXX[€HHbIII IOPOK PasBUTHS — TPAXeONUIIeBOJHBIN CBUILL.

[IpenaTanbHO y pebeHKa 3allOf03peHa aTpessi MUIEBOfjA B CBS3YM ¢ MHOTOBOJMEM IIIOfA,
Mukporactpueit. Pe6eHoK oT 5-11 GepeMeHHOCTH, IMATBIX MPEeXIAEeBPEMEHHbIX POJOB Ha CpPOKe
28 Henenb. OKOMOIJIONHBIE BOZIBI OBIIM OKpAIlleHbl KPOBBIO, BeC Npu poxkjaeHuu 1 450 1, minHa
tena 40 cM. Onenka o mxane APGAR — 3/5 6amnoB. B poguipHOM 3ajte npoBoanIach npogu-
JIaKTUKA PeCHUPATOPHOTO AVMCTPECC-CUHAPOMA, PeOEHOK HaXO[VICS Ha MICKYCCTBEHHOV BEHTM-
nany nerkux (VIBJI) B oTheneHny peaHMMaLMU 110 MECTY KUTENIbCTBA. B CBA3M ¢ OTCYTCTBUEM
HIOJIO>KUTEIbHOI JVTHAMUKM Ha (OHE IPOBOAVIMOI KOHCEPBATMBHOI Tepanui, pe0eHOK IepeBeieH
I 06CIeOBaHNA Y JIeYeHNA B XMPYpPIUIecKoe OT/eeHyie HOBOPOXKAEHHBIX I JieTell IPYRHOrO
Bospacrta llenTpa.

OU3NKAJIBHAA JMATHOCTVIKA

I[Tpu noctymneHun y pebeHka oTMevasics MPaMOpPHBIl PUCYHOK 110 BceMy Terny. CusucToie
PTa ¥ HOCAa KOHTAKTHO KpoBoTouman. OTMedanach OTEYHOCTD BEK, ITACTO3HOCTh BEPXHMX M HIK-
HUX KOHEYHOCTeil. Typrop TKaHell ymoBneTBopuTenbHblil. [bixanune — VIBJI. AyckynbTaTMBHO
B JIETKMX J[IbIXaHME allllapaTHOE, IPOBOAMUTCA C/leBa YLOBIETBOPUTENbHO, CIpaBa — XyXe
B HJDKHUX OTHE/aX, XpUIIbI IIPOBOJHOTO XapakTepa. IIpu caHalum 1o sHpoTpaxeanbHOI TpPyO-
Ke — OOWIbHOE MyTHOE OTHensAeMoe. [pyHas KIeTKa CUMMeTpUYHasA, SKCKYPCUA JOCTaTOYHA.
CeppaeyHas 1eATEIbHOCTD Y/IOB/IETBOPUTEIbHAS.

JKuBoT MsArkmii, najbIIaTOPHO 4yBCTBUTEIbHBIN, 0€3 ueTKoil nokanusaunu. [ledeHpb mab-
nUpyeTcsa CIpaBa, +2 CM W3-IOf, Kpas IpaBoil peOepHOI AYry, cele3eHKa He HalbIpPyeTcs.
[Tepecranpruka BoicaymuBaercs. [loctynma ¢ HasoracTpasbHBIM 30HIOM. DHTEPA/IBHO KOPMUTICA
Jyepe3 >KeTyZOYHBIN Ha30raCTPaIbHbIA 30HJ MOJIOYHON CHIBOPOTKON Anbdape mo 12 mim kax-
Ible 3 4Yaca, ycBaMBaeT B IPeIIOKeHHOM oObeMe. PBOTBI/CpBIrMBaHNUII HeT. AHYC PacIONOXKeH
B TUIIVYHOM MecTe, CpOpMupoBaH npaBmibHO. CTyIa Ha MOMEHT OCMOTpPa HeT.

Hapy>xHble no/10BbIe OpraHbl COPMUPOBAHBI IO MY>KCKOMY TuIy. ModercnycKkaHye camo-
cTosATe/IbHOE. MoYa BU3YaJIbHO COIOMEHHO->KEITOTO I[BeTa, Ipo3pauHast, 6e3 BUAUMBIX IaTO/NO-
TMYECKUX BKTHOYEHMI.
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\—
IIPEIBAPUTEJIbHBIV IVIATHO3

OcHoBHOIT: «MHOXeCTBEHHbIE BPOXKIEHHBbIE MOPOKM pasBuTus: OubposHas TUHIOIUIA3KS
paBoro jerkoro (?). BpouxonuieBoaHslit cBuiy cripasa (?) ToTanpHbIiT aTesieKTa3 mpaBoro 1erKo-
ro. JlpixaTesibHas HElOCTaTOYHOCTD 3 CT. leTepoTakcus. JIeBOCTOpOHHEe PacIIONoKeHe ITeYeH».

ConyrcrByrommit: «BHyTpuyTpo6Hass mHeBMOHUs (peKOHBaslecleHT). [eMMoparmdeckas
00/1e3Hb HOBOPOXX/IEHHOTO (peKOHBajeCI[eHT). [MITOKCUYecKu-reMopparndeckoe MopakeHme
IIEHTPa/IbHOV HEPBHOU CUCTeMBl. BHYTPIDKeTyIOUKOBOe KPOBOM3/IVAHME B CTaUM KUCTOOOpa-
3oBaHMA. Tpombonuronenus. [Jpyrue cryday Manoif Maccel Ipy poxaeHyy. HemoHOmEHHOCTD
28 nemenb. [IKB 32 Hemenm».

IVMHAMUKA "1 MCXO/1bI

YdauTbIBas TAXKENIOE COCTOsIHNE pebeHKa IPY ITOCTYIIeHNH, 00ycIoBIeHHOe MOpdOodyHKIMO-
HaJIbHOV He3peIoCThI0 Ha pOHe HeJJOHOMEHHOCTY 28 Hefle/lb, HEBPOJIOTMYECKON CMIITOMATIKOIA,
MHQEKIVOHHBIM CTaTyCOM C yTHETEeHMEM JIBYX POCTKOB KpPOBETBOpeHU: (aHeMMs, TPOMOOINTO-
IIeHNs), JBIXaTeIbHO HenocTaTo4HOCThIo III cTeneHy, HEOOXOAMMOCTBIO pecIIMPaTOPHOIN IOf-
Iep>kKy, nopokamu pas3utus (bubposHas TUIIONIIas3us MPaBOTO JIETKOTO, reTepoTaKcus), pede-
HOK OBIJI IIepeBeieH B OTHe/IeHIie PeaHMMal ¥ MTHTEHCUBHOJ Tepanuy HOBOPOXKIEHHBIX 1 JieTell
rpygHOro Bospacra Ha VIBJI ¢ mogospeHneM Ha BpOXXIEHHBIN IIOPOK PA3BUTHA JETKNUX U TPaxew,
TpaxeoNNILeBOSHBIN CBULL.

B cBs3u ¢ mopjo3peHneM Ha IOPOK PasBUTHS JBIXATe/IbHON CHUCTEMBI OBIIO BBIIIOTHEHO PEeHT-
reHorpaduyeckoe MccaefoBaHNe OPraHOB TPYAHON KJIETKV, BBIABIEHO OTCYTCTBYE ITHEBMATH3a-
VIV TIPaBOTO JIETKOro (puc. 1), IpUHSATO pelieHre 0 He0OXOAMMOCTH J00OCIeoBaHus pebeHKa.

B mepByto odepenb ObUIO MPUHATO pellle-
Hue BbinoMHUTb KT opraHoB rpysHON KieT-
KJ C 3aXBaTOM OPTaHOB OpPIOLIHO ITOJIOCTM.
ITo ee maHHBIM M BU3yaNIM3MPOBaHA KapTH-
Ha TOTA/JbHOIO aTeleKTa3a IIPaBOro JIETKOTO
¢ BeopMUPOBAaHHBIMU PACIIMPEHHBIMU IIPO-
cBeTaMy OPOHXOB C COXpaHEHVEM HeOOIbIIOro
ITHEBMATU3VPOBAHHOTO y4acTKa B IEepeSHNX
orzenax (S5). O6beM /1eBOTO JIETKOTO YBeENM-
4eH, C TSHKUCTBIMY YYaCTKaMM KOHCOIMFALIVIL
[IpaBblit I7TaBHBI OPOHX He BU3Ya/lU3MPOBaH,
neBblit 6e3 matomorvy. OTMeYanoch CMelljeHe
OpraHOB CPeJOCTeHNA BIIPaBo. JJaHHBIX O COCY-
AUCTBIX MasIbGHOpPMAIVSIX He BBISBIEHO (puC. 2).

B cBA3uM ¢ oTcyTCTBMEM BU3ya/IM3aLN IIpa-
BOro OpoHXa, BBIIO/THEHA (1OPOIAPMHTOTPaXeo-
6ponxockomnyst. Tpaxes mpepcTaBeHa IOTyKOIb-
I1aMJ Ha BCeM MPOTsDKeHny. MeMOpaHO3Hast 4acTb
He m3MeHeHa. [IpocBer coxpaneH. budypxarys

Ll ¥ TIPaBbIil [7IABHBIM OPOHX OTCYTCTBYIOT. JleBblit
Puc. 1. PenTtreHorpacua opraHoB rpygHou T/IaBHBIN 6p0Hx He M3MeHeH. BepxHemoneBoil
KJ1IeTKU € 3aXBaTOM OpraHoB 6PIOLLIHON NONAOCTH U CPeIHEeI0NeBOi OPOHX He MI3MEHEH.
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Puc. 2. KoMnbloTepHas ToMorpadusa opraHos Puc. 3. PeHTreHKOHTpaCTHOe uccnenoBaHue
rpyaHOM KneTku BEPXHUX OTAENOB XeNyAOo4YHO-KULLEYHOro
TPaKTa € BOAOPACTBOPMMbIM KOHTPAcTOM

[Tpu BbIMONMHEHNY 930 aroracTpogyofeHOCKONNY BU3Ya/IM3MPOBAHO CBUIIEBOE OTBEPCTIIE
B HIDKHEJT TpeTy MUIIEeBOfa.

[TanyeHTy IpOBeNEeHO PeHTIeHKOHTPACTHOE uccnenoBanye BepxHux orgenos JKKT: B Huok-
HeJl TpeTy NMUIIeBOJiA OIPe/ie/ieH CBUILL, COOOIIAIOMIICS ¢ OPOHXOM IIPaBOrO JIETKOTO, KOHTPACTH-
POBaHO OpPOHXMATbHOE JIepPeBO HYDKHE! HOJIM IIPaBOro JIeTKOro. Takke BM3yann3MpOBaH racTpo-
a3o¢areanpublit pediokc 11 cTenenu, HemocTaTOYHOCTD Kapanu (puc. 3).

Ha ocHOBaHMY IIOJTyYeHHBIX pe3y/IbTaTOB ObL/I BHICTAB/ICH [AMArHo3: «BpoXKieHHbI TOPOK pas-
BUTHS JIETKUX: 930¢areanbHoe jerkoe crpasa, Tui Il mo xmaccudukanym Srikanthy». IIpunsro perue-
HIIe 0 HeOOXOIVIMOCTY OIIEPATUBHOTO JI€YeHNA. -~
B cBA3M C HEOHOUIEHHOCTBIO ¥ MajIbIM BECOM
pebeHKa, a TakKe VIMEIOIIeVICs COITyTCTBYIOIIel
HEBPOJIOTMYECKOVI NTAaTOJIOTHEN, PEIIEHO BBIIIOJI-
HUTDb OIIEPaTMBHOE BMEIIATEIbCTBO TOPAKO-
TOMHBIM JOCTYIIOM. BbINIONTHEHa TOpPaKOTOMMA
crpaBa B 5-e Mexxpe6epbe. IIpn peBnsun mnes-
PaJIbHOJ MTOTIOCTY BBIAB/IEHO OTCYTCTBYE IIPABO-
ro IJIABHOrO OpOHXa, IpaBoe Jierkoe 6e3 CBsA3u
¢ 6pOHXMa/IbHBIM JlepeBOM. BhIro/iHeHa my/1bMo-
HOKTOMUS CIIpaBa, KOpeHb JIeTKOro obpaboras,
IpaBble JIeTOYHble apTepyuM U BeHbI IepeBs3a-
Hbl HUTBIO Prolen 3.0. BusyanusupoBan cBui
MeX]Ty TIMIIEeBOLOM ¥ 3a4aTKOM OpOHXVAIbHOTO
fiepeBa IpaBOro JIETKOTo IMpKHOI 2 cM. CBul
IepecedeH, BBINOJIHEHA IepeBsaska. OTeepcTye
Ha IIIIEBOJie YIUUTO Y3/IOBBIMU IIBaMM HUTBIO
PDS 5.0, ycraHOBNE€H IJieBpa/lbHbI JIpEeHAX.
Pana ymmra nociorso (puc. 4-6). Puc. 4. BpoHxo-330chareanbHasa ductyna
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Puc. 5. YacTb nuwieBona, ywuurtaa nocne Puc. 6. YpaneHHoe npaBoe nerkoe
nepeceuyeHns 6pPoHxo-330chareanbHON hUCTynbI

B cBA3UM ¢ OTCYTCTBMEM BO3MOXKHOCT SHTEPaIbHOrO KOPMJ/IEHUA pebeHKa, Haudme >Kemy-
JOYHO-TINIIEBOHOTO pedIIoKCa BBICOKON CTENeHN, CHMY/IbTaHHO BBINOMHEHA TIacTpOQyHIO-
mwikanya no Hucceny ¢ ractpoctomueii no Kagepy, nanaporomMubimM gocrynom. IIpu pesusun
OpraHOB OPIOLIHOI ITONIOCTY OIPee/sA/NICA BIPRKEHHBIN ClIae4HbIN IPOLeCC, BBIIIOTHEH aTe310-
nMu3KC. BolAB/IeH He3aBePUIEHHbI IOBOPOT KunleyHuKa. I1pu manbHeiiiein peBusum 1mo Xogy TOH-
KOJ KMIIKJ BU3ya/NM3MPOBAH yYaCTOK PaCIIMPEHMA TOLLe KMIIKY 10 2 cM. [IpoBesiena pesexumsa
PacIIMPEHHOTO Y4acTKa KUIIKMY, L[e/IOCTHOCTD KUIIEYHOI TPyOKY BOCCTAaHOBJIEHA ITyTeM HaJIOXKe-
HVISL MeKKUIIEYHOTO aHacToMosa (puc. 7-8).

Puc. 7. He3aBepLUeHHbI MOBOPOT KULLEYHUKA Puc. 8. YuyacToK pacluMpeHuns TOLEN KULLIKK



[ucromopdonornyeckoe nccnegoBanme MoKas3aso, YTo OO/MbIIAsA YaCTh TKAHU JIETKOTO HaXO-
IVIAach B COCTOSHMU aTelleKTasa ¢ HapylIeHVeM I'YICTOAPXUTeKTOHUKY, IIpU3HaKaM MaabdopMa-
VM, TIPEUMYILECTBEHHO, a/IbBEO/IAPHBIX CTPYKTYp. IIpocBeThl OPOHXOB OT 3Be3A4aTO0Opa3HOI
IO pacUIMPeHHO OKPYI/ION (GOPMBI 3aII0THEHbI CIM3bI0 HPWUIBTPUPOBAHHON CErMEHTOSAEPHBI-
MM JIefIKOLMTaMM. B j1eroYHOl MmapeHXyuMe OIpefe/siach BOCIaINTeIbHAA MHPUIbTPAA CMe-
IIAHHOTO XapakTepa U3 JMMQOIUTOB, IIa3MaTUYeCKUX KIETOK, CETMEHTOSJePHBIX JIEVIKOLIMTOB.
B mpocBeTe cocynoB Menkoro Kammbpa oOHapy>KeHbl CETMEHTOsI/iepHbIe JIEIKOLUTBL. B mpocse-
TaxX COCYHOB KPYIIHOTO Kaanbpa — spuTponutapHble Macchl. CyOmieBpanbHO BUJHBI OYaroBble
KpOBOM3MMAHMA. B 06/1acTy KpynmHOro xpsiieBoro 6poHxa OOHApy)KeHbI I'MIIePIIA3MPOBAHHBIE
nuMdaTtndecKye y3Ibl, YTO TOBOPUT O T€YEHMM BHIPRXKEHHOTO BOCIIA/IMTEIBHOTO nporiecca. [Toce
OIIepaTVMBHOTO JIeYeHNs peOeHOK I AVHAMUYECKOro HaOIIofieHNs U jledeHysl ObUI IepeBeieH
B peaHMMAalJIOHHOE OT/e/IeHNE.

CocrosHMe pebeHKa B paHHEM IIOC/IEOIePALIVIOHHOM NIePUOJie OCTaBANIOCh TSAXKENIbIM, IPO-
BOJWIACh KapAMOTOHMYECKass IOAJep)KKa, IPOTMBOCYJOPOXKHAA Tepamys, reMoTpaHCy3us
9PUTPOLUTAPHOI JIeIKOpefyuMpoBaHHOi cMecblo, VIBJI, mMaccuBHass aHTMOaKTepuanbHasd
Tepamnus, IPOTMBOTPUOKOBas TepamusA. B IepBble IOC/TeONepanyiOHHbIe CYTKM OTMEYajoch
yIydllleH/e COCTOSIHMA 3a CYeT CTabunmmM3aumy reMOJVMHAMMKM, OTKIIOYEHNSA KapAMOTOHM-
YeCKOl MOAJEP>KKM, HopManmusauusa napamerpos VIBJI. Ha 3-m mocneonepalyioHHBIE CyTKU
[acCaX IO KMIIEYHUKY ObUI BoccTaHOB/IeH. Ha 5-e mocmeomneparyioHHble CyTKM ObIIO HaYaTo
9HTEpaIbHOE KOPMJIEHNE Yepe3 TaCTPOCTOMY C IOCEAYIOIUM paclIpeHeM oobeMa IUTaHuA
1o GpuU3nMomIorn4eckoro oo’bema.

YdauTbIBas MONOXUTEIbHYI0 AVHAMMKY COCTOSHMs pebOeHKa, 00YC/IOBIEHHYIO CHIDKEHUEM
napaMeTpoB VIBJI, BoccTaHOB/IEHNMEM IAcCa)Ka IO KUIIEYHMKY, OTCYTCTBMEM SIM30M0B CYLOPOTr
Ha (poHe IPOTMBOCYLOPOXKHOI Tepamyi, KyNupoBaHMeM MeTa0OomMuecKX HapyIIeHWI, CHIDKe-
HJIEM MapKepOB BOCIIaJIeHNsI, peOEeHOK J/Isl Ja/IbHEIIero JIMTEeNbHOTO BBIXa)KMBaHVs OB 1epe-
BefleH B CTAl[MIOHAP 110 MECTY >KUTENbCTBA C AMATHO3AMIU:

OcHOBHOI1. «BpoXXKIeHHBII TOPOK PasBUTHS JIETKUX: 330¢areaqbHOe JIerkoe crpasa, Tui 11
no xnaccuukanym Srikanthy.

ComnyTtcrByromuii. « KemrynoqHo-nuieBofHbIN pediiokc BBICOKOI cTeneHy. HesaBepiieHHbII
IOBOPOT KUIIEYHVKA. BHyTpuyTpoOHas mHeBMOHM:A. [IpIXaTenbHas HEZOCTaTOYHOCTb 3 CTe-
nenu. IlpaBochopmupoBanHoe cepaie. Temopparudeckass 60/me3sHb HOBOPOXKAEHHBIX (peKOH-
BaJIeCIIeHT). [MIIOKCHYeCKM-reMopparndeckoe IOpakeHue IeHTPaNbHOM HEPBHOI CUCTEMBIL.
BHyTpinkenymoukoBoe KpOBOM3IMSAHME B CTafuy KUCTooOpasoBaHMsA. BynrbOapHBIN CHHIPOM.
CUHAPOM CHUCTEMHOTO BOCIAIUTENbHOTO OTBeTa. [Ipyrue cayday Maznoil MacChl IIpU POXKJEHUM.
Heponomennocts 28 Henens. [IKB 34 Hemenn».

\/&» TIPOTHO3

OCHOBBIBAACH HA U3YYEHNUN 3aPYOEKHBIX KIMHIIECKNX CTydaeB C 330(¢areanbHbIM JIETKNM,
a TakKe Oepsl BO BHUMaHUE TSDKECTb COCTOSHUA peOeHKa, BK/IIOYANOI[YI0 B ceOs HELOHOIIeH-
HOCTb peOeHKa, MaJIblil BeC, He3aBepLIeHHbI)I IOBOPOT KUIIEYHNKA, HEBPOTOTMYECKYIO MaTO/IO-
TUI0, CYJOPOXXHBIVI CMH/IPOM, T€YeHMe CUCTEMHOIO BOCIIAJIUTENbHOTO OTBETA, MOXHO TOBOPUTH
0 BBICOKOM PpUCKE Pa3BUTUA OCIOKHEHU, TeTaabHOro 1cxosa. OMHAKO, yYUTbIBAsA COBPEMEHHbIE
anmapaTHbIE U TepaneBTUYECKNe BO3MOXXHOCTY BbIXa)KMBAHUA JeTell, IPOBeleHNe TPULIETbHON
aHTMOAKTEepMaTbHON Tepanuy, a TakkKe OKa3aHNe TIATe/IbHOIO O/DKHOTO YXOfia 3a MallMieHTOM,
BO3MOXKEH 0/1arOIPUATHBIN VICXOJ, IeYeHNA JAHHOTO ITOPOKa.
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3AKJTIOMEHUE

930dareanpHOe JT€TKOE — PeAKUIT TSHKEBI TOPOK pasBUTHA NepefHeit KUKy, COCTOSHMS
pebeHKa IIpy TAKOM ITOPOKe Pa3BUTHA JOCTATOYHO TsDKENI0e, 00YCIOB/IEHHOE COOOIIeHeM MEX Y
NUIIEeBOJIOM M [bIXaTe/TbHBIMM ITYTSAMU, STUOJIOTMS IIOHOLIEHHO He u3ydyeHa. IIpm BepeHVM
HalMeHTa C JUarHo30oM 330dareaspHoe JIeTKOe, He0OXOAMMO ITIOMHUTb O HEPeJKOM COYeTaHWUM
C MHOYXeCTBEHHBIMM TIOPOKAMM Pa3BUTHA, IOCKOJIBKY IaHHbIE IIOPOKM MOTYT BBECTV KOPPEKTH-
BBl B TAKTHKY JICUeHNA. YUUTBIBAS TSHKECTb COCTOSHNA U TPYHON BO3pacT pebeHKa, IpM JaHHOM
IIOpOKe HeoOXoiMMo Oparh BO BHUMaHVE BBICOKUII PUCK PasBUTUA OCIOXKHEHUIT, B TOM 4KC/Ie
JIeTaJIbHOTO JICXOJla, HAIIpMMep, pPasBUTUE PeCHMPATOPHOTO AUCTPECC-CMHAPOMA, YTO TOBOPUT
0 HeOOXOAVIMOCTY IPOBEieHNsI PaHHell AMarHOCTUKY JAHHOTO 3a00/IeBaHys.
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PEOKUU AUATHO3: «MAUONATUYECKUN JIETOYHbIN
AJIbBEOJIIPHbIU MPOTEUHO3» Y MOAPOCTKA

O.U. CumoHnoBa, A.A. Kpacwxkosa, C.I. beictpoBa, M.M. J/IoxmaToB,
E.JI. Cemuxnuna, O.B. KycroBa, 9.9. AxmegoBa

JlerouHblit anbBeonApHbI npoTenHo3 (JIAII) — penkoe 3aboneBaHMe JIETKUX, XapaKTepu-
3ylolieecsi HAaKOIIEHMEM B a/IbBeOJIaX 0eTKOBO-TMIIN/HBIX KOMIUIEKCOB BCIIEACTBIE HApPYIIEHMA
yTummsanuu cyp¢akTaHTa aabBeoApHbIMU Makpodarammu [1] Briepsoie 6611 ommcan S.H. Rosen
u coaBT. B 1958 1. [2]. HacToTa BcTpedaemocty JIAII ot 1 1o 4 ciyyaeB Ha 1 M/IH B3pOC/IBIX (B BO3-
pacte 30-50 jieT), Ipy 9TOM y MY)KYMH Yallle, YeM y )keHIuH [3]. YacTora cpeny reTeit HeM3BeCT-
Ha. B ®TAY «HMIILI 3nopoBbs geteit» Munsapasa Poccun (manee — LlenTp) 3a mocnenume 15 et
HaOTI0f1a/IoCh 2 CIy4as 3TOro 3ab0neBaHnA y MOAPOCTKOB.

JlaHHBI KIMHIYECKUIT CTy4ail YHUKAJIEH TeM, YTO AMarHo3 ObUI IIOCTaB/IeH BIIepBbIe B IIOJI-
POCTKOBOM BO3pacTe, a TAKXe BIIepBble MOAPOCTKY OBbUI MPOBeIeH KYPC MOTHOLEHHOTO BBICOKO-
ob6peMHOr0 1eyebHOr0 6poHxoanbBeossipuoro naBaxa (BAJI) ¢ momoxurenbHbIM 3¢ heKTOM.

KJTIMHUYECKWUN NMPUMEP
® O

B anpene 2021 r, B LlenTp nocrynmma gepouka 16,5 net us YyBamckoi pecry6muku, pyc-
ckas. OCHOBHOII Xaj106071 Obl/Ia OfbINIKA TPV PMU3MYECKOI Harpyske (IIpy IOJHATUY 1O JIECTHULIE
Ha BTOPOJ 3TaX, Py cMexe, Ipu Oere), B TeyeHre 40 MUHYT, TaK)Ke IIPU 3TOM CHIDKAeTCs CaTy-
panuA 10 94%, COCTOAHME BOCCTAHAB/IMBAETCA CAMOCTOATENBHO MOC/Ie 10-MMHYTHOTO OTAbIXA.

13 aHaMHe3a )XI3HM U3BECTHO (CO CTIOB MaTepH U MPeJOCTaBIeHHON MEAVILIMHCKOI TOKYMeH-
TaIuM), 9T0 pebeHOK OT BTOPOI OepeMeHHOCTH (HepBasi GepeMeHHOCTb IpepBaHa, OT 3-i1 bepe-
MEHHOCTH JleBOYKa 7 JIeT, 30poBa) Ha )OHe TOKCMKO03a, (eTOIIalleHTapHO HEeZOCTaTOYHOCTU
1-it cremenn. Macca npu poxkgenun 3 456 r, jimHa tena 54 cm. Ilo mkane APGAR 8/9 6annos.
Pocna n pasBuBanach mo Bospacty. [IpuBuBKM 10 HaIMOHAIBHOMY KajleHAap. TybepKye3Hblit
aHaMHe3 He OTATOlLIeH, fracKuHTecT ¢ 2019 mo 2021 r. orpunarenbHblii. [lepeHecennble 3a6oeBa-
HIS: BETPAHAA OCIIa B 4 rOfla XMU3HU.

B mexabpe 2020 r. mepeHeca HOBYI0 KOPOHABUPYCHYIO MHQEKI[NIO, TeUeHNe JIETKOe, TToTydaa
aMOy/IaTopHOe JIeYeHNe.

TpaBMbl: IepesioM KOCTeli IpeJiIiedbs C/1eBa, IIepesioM T03BOHOYHNIKOB 5,6 TPY/IHBIX B 14 J1eT.
HacnencTBeHHOCTD 110 GPOHXOJIETOYHOII TATOIOT MY HE OTATOLEHA.

AnneproaHaMHe3 He OTATOIIEH.

Hab6mopanacy y Hedpomora: reMopparndecKuii IUCTUT, HEIIPOTEHHBINI MOYEBON ITy3BIpb.
Ha6mionaercs y peBmarorora ¢ 12 yneT. becnokony nepnonydeckie ClIOHTaHHbIE 00/ B KOJIEH-
HBIX CYCTaBOB, KOTOPbIE CAMOCTOATE/IbHO KYIIMPOBAIUCh, fla/iee Hada Iy MOAB/IATLCA MOCTe PU3K-
YeCKUX HArpysok, IpM JJINTEIbHOM HAaXOXX[EHUI Te/la B OJHOM IONOXeHuu. B 15 neT B KpoBn
BbISIBJIEH ITOBBILIEHHBIN ypoBeHb aHTUCTpenTommsuHa O o 403 en, monyyana bummmnma Ne 5,
[TanToram, MarHe B u Kyznecan ¢ monosxnrenbHbIM 3¢ deKToM.

JlomalrHmit OBIT: CeMbsl KUBET B KBapTUpe, HeOO/IbIIOe KOIMYeCTBO KOMHATHBIX 1[BETOB, JOMAIII-
HIJIX )K/BOTHBIX HeT. KOHTAKTbI € XMMUYECKMMI BellieCTBAMI He YCTaHOBJ/IEHbL. BpeIHbIX IPUBBIYEK HeT.
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PEOKUW OUATHO3: «MONOMNATUYECKUN
JIEFOYHbIA ANNbBEOJIIPHbBIA MPOTENHO3»
Y NOAPOCTKA

I3 anamHe3a 3a00/eBaHNA U3BECTHO, CO CJIOB IeBOYKY, 4TO ¢ 2019 1. (15 yteT) cTama 3amedarhb
OZIBIIIKY ITpK (U3MUECKOIT Harpy3Ke, KOTOpas CO BpeMeHeM HapacTaeT. B mekabpe 2019 r. Ha na-
HOBOII (rrooporpaduy OpraHoB IPYAHOIN KJIETKM OblIa 3al1003peHa ABYCTOPOHHAS ITHEBMOHUS.
B cBsA3M ¢ 9TMM IO/Ty4asIa CTAIIOHAPHOE JIeYeHe C AMAarHO30M: «[IByCTOpOHH:A BHEOOIbHIYHAS
ITHEBMOHMS, CpefiHelt cTeneHn». [Tonyyana antubakrepuanbHyto tepanmio (Lledgrprakcon), Bbmm-
caHa 6e3 apdexTa — coxpaHstach obiika. Kamenp He 6eCIOKOMIL.

B to e Bpemsa BoimonHeHa KT opraHoB rpygHOI KIeTKH, 3al1003PEHO MHTEPCTUIINAIbHOE
nopaxeHne n1erkux (?). IlpokoHcynpripoBana GTU3MAaTPOM, JAaHHBIX O TyOepkyese HeT. B ¢pespa-
me 2020 . (15 yeT) HaxOAVIIACh HA CTAIIVIOHAPHOM 00C/IeOBaHMY IO MECTY XKUTENIbCTBA, Ife ObUI
BBICTaBJIeH AMarHo3: «/IHTepcTuimanbHOe MOpaXKeHne Jerkux». IIpu o6cmenoBanmy BbISABICHBI
COMHMNTe/IbHBIe IOTOBbIe TPOOBI Ha anmapare «HanogakT» — 79, 77, 78 MMO/Ib/JI, IOBBIIIEH aHTN-
HyK/IeapHblii ¢pakTop 1:160, anTnTena k Axpam kinetkn u JJHK orpuijarenbHble, peBMaTOMIHbIN
¢dakTop oTpuuaTenbHbIl. KOHCYyIbTMpOBaHA pPEBMATONIOIOM, peakTHBHasg aprpomarus (6omm
B KOJIEHHBIX CyCcTaBaX). XpOHMYECKNIT TOH3WIINT. B HanbHelileM HampaBieHa Ha TOCIIUTANN3a-
uuio B HVIKN um. IO.E. Benbruiesa, r. MockBa, ¢ Ioflo3peHneM Ha MyKOBUCIUIO3.

[Ipu o6cnenoBaHNM IO CIMPOMETPUM HAPYLIEHNS IO CMELIAHHOMY THUITY: (pOpCUpOBaHHas
KM3HEHHasA eMKOCTb JIETKMX 56%, o6beM ¢opcupoBaHHOro Bbiioxa 3a 1 cek (ODB;) — 61%.
IuddysnonHas cnoco6HOCTD cHIDKeHa 1o 42%, 0611ast eMKOCTD JIETKUX 110 Tenmyo 58%, ocTaTod-
HbIT 00beM nerknx 89%. Tect ¢ 6-MMHYyTHOI XoabboIt: cHIDKeHMe carypauun O, mo 93%. YCC
173 yn/muH, 4epe3 4 MuHyTbl — 100 yi/mMuH, carypaunsa O, 98% 6e3 kucmopopa.

Brina mepeBesieHa B Poccmiickyio IeTCKyIo KIMHIYecKyo 60mpHMIYY B I. Mocksa. [Tpn o6cre-
JOBaHVM CHVDKeH anbga-1-anturpuncus fo 0,7 r/n (Hopma 0,9-2 r/m). AHTUTeNA K CTPENTONN3N-
Hy O — 276 ME/n. CoMHuUTe/IbHbIe pe3y/IbTaThl IOTOBO poObl [mbcona-Kyka (49 n 41 MMons/1,
npu HaBecke mota 6omee 100 mMr) u momoxurenbHas npoba Ha ammapare «HaHomakT» —
90 mMMonb/n. PenTtren masyx Hoca 6e3 maronoruu. OKOHYATENTbHO MCKIIOYNUTh MYKOBMCIVO3
He IIPeflOCTaB/IANIOCh BOSMOXKHBIM. BbUI BBICTaB/IeH iuarHos: «/IHrepcTuimanbHas 60n1e3Hb yer-
kux. [TH 0 ct. Cucremubiit Backyur (?). MexmpencepiHoe coobIeHne ¢ 1eBO-IPaBbIM cOPOCOM.
BarosaBucumas arpuoBeHTpuKkyspHas (AB)-6mokama 1 cr. XpoHmdyeckas CTPEITOKOKKOBas
nHobekuys. CHmkenne anbda-1-anturpuncuta. [Tobrimenne ANCA».

ITpoBeneno monekynsapHo-renernyeckoe uccnegosanue 8 MI'HII nm H.II. boukoBa B mrone
2020 r.: myranym (dactoie) B reHe CFTR He BbIAB/IEHBI

B centsabpe 2020 r (16 net) 6pUIa rOCINTAIN3NPOBAHA B XMPYPIUIecKoe OTHe/IeHNe 10 MeCTY
XUTenbcTBa. [IpomsBenena Topakockonys oT 29.09.20 r. ¢ 3a6opoM OMOICHM TKaHU JIETKOTO.
[TocmeonepanyiOHHBI IEPUOZ, IPOTEKAL C ABICHNAMY ITHEBMOTOPAKCa, JPeHaX yIajIeH Ha 9-11 mocre-
olepalMOHHBIN leHb. Ha rucronornyeckoe yccieoBanye Makpornpenapat 61 ornpasies B PI'BY
«HMMIII neTcKoi reMaTonorny, OHKOIOIUY, MMMYHONoruu uM. JImutpus Porauesa» Munsgpasa
Poccum 12.10.20 1. PesynbpraT: MOpdonorndeckas KapTiHa MO>KET COOTBETCTBOBATH JIETOYHOMY aJlb-
BEOJLIPHOMY IIPOTEMHO3Y (a/IbBEOJIbl 3alI0THEHBI aMOPQHBIM, 303MHOPIIbHBIM PAS-1I03UTUBHBIM
BeIleCTBOM C IIPUMECHI0 IPUTPOLUTOB U eAVHUYHBIX a/IbBEOJISIPHBIX MaKpO(haros).

ITpoBenien TenmeMeIMUMHCKMIT KOHcuauyM co cnepmamuctamu HUKWM  nepmarpun
uM. I0.E. Benprumesa ot 02.11.2020 r: y pebeHka peikoe MHTEpPCTHUIMATbHOE 3ab0/eBaHue
JIETKUX — aJIbBEOJIIPHBIN mpoTenHo3. [lenecoobpasHa KOHCYIbTalMsi TeHETUKA [ pelleHus
BOIIPOCA O IPOBENEeHNY ITOJTHO9K30MHOTO CEeKBeHMpOBaHNA. [lokasaHo: HaOMOneHNA B [UHAMIKE
¢ BoinonHeHneM bAJI 1 pa3 B 6-12 mecses.

B ¢espase 2021 r. maHOBasA TOCHUTAMN3ANA B CTAIVIOHAp Pecrry6mmkaHCKO BeTCKOM K-
HIYecKol 6ompHNIbl» MuH3apasa UYysanickoit Pecrry6mku. 11 deBpana nposeneH BAJI mpaBoro
nerkoro,18-ro — BAJI neBoro nerkoro. [lepenecna xopomro. IIpu o6cnegoBanum: o pesyapraTam
Y3V 6pIouIHoii ONIOCTI — 3XO-TPU3HAKM TeIIaTOMETra/IN ¥ B3BECH B IIPOCBETE YKETYHOTO ITy3bl-
ps. Ilo sxokapanorpadmm — TpUKyCIMAaAbHas peryprutauys 1 cTerneHy, MATPaIbHbBII KIalaH
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1 cTereHy, JOIOTHNUTEIbHAS XOPAa JIEBOTO JKeNyLouKa. JIeKTpOoKapauorpadus: HeperysipHblil
CUHYCOBBII PUTM, CKJIOHHOCTb K Opapuxappym. Crimpomerpus: O®B, — 51%, dpopcupoBan-
Has >xusHeHHas eMKoCTb nerkux (®XKEJI) — 46%. KT OTK or 19.02.2021 r.: nHTepCcTUIMATBHOE
Hopa)keHMe JIeTKUX. BpllncaHa ¢ yaydilleHreM B BIJie YMEHbIIEHUA ObILIKN.

B anperne 2021 r. 1o TeneMeAMIMHCKON KOHCY/IbTallVM eBOYKA BIIEPBbIE TOCIIUTANIN3NPYETCA
B Hai [eHTp.

| ®U3UKAJIbBHAS IMATHOCTUKA

CoctosiHme cpepHeit crenenn TskecTy. CaMO4yBCTBME yMepeHHO HapyueHo. Ilonoxenne
csobopnoe. Temneparypa 36,7°C. Bec 43 xr. PocT cros 158 cMm. Pusndeckoe pa3BuTue CpefHee
(25-50 meprieHTUIb), rapmMoHnydHoe (3-10 mepueHTUIb). VIHIEKC Macchl Tema — 17,22 kr/m2.
KoyxHble TOKPOBBI OOBIYHON OKpacky, yncThble. KarapanbHbIX siBIeHUI HeT. MMHIaMMHBL 2 CTe-
neHy, 6e3 HanoxeHuit. KoctHas cucrema: rpygHast KjaeTka UVIMHAPUYIECKON (GOPMBI, CMMIITOMA
«bapabaHHBIX MaJIbIeB» U «9aCOBBIX CTeKO/» HeT. HocoBoe npixanme cBobopHoe. Kamens He Hec-
nokowy1. OfbIIIKM B 1TOKOe He OBbIIO, HO IIpY MMHUMAJIbHOI (U3MYECKOI HATrpy3Ke IOSB/IAETCS
B BUJIe BTSDKEHMS APEMHOM AMKM U MeXKpeOepHBIX IPOMEXYTKOB. JacToTa JbIXaTe/TbHBIX JIBVKe-
HIIT 24 B MUH B IIOKOe. IIepKyTOpHO: 1eTOYHBIII 3BYK C Y4aCTKaMM YKOPO4eHUs. AyCKy/IbTaTVBHO:
B JIETKMX JIbIXaHJeE KeCTKOe, IIPOBOJIUTCA BO BCE OT/EIbI, BHICTYIINBAIOTCA KPENUTHUPYIOIME XPU-
IIbI B HIDKHUX OTHeNax cOoKy, 6onbuie cupasa. Carypauns O, — 98% B mokoe.

ITpu mposenenun cnupomerpun carypaunsa O, cHusmnach 1o 88%, mocie OTAbIXa CaMOCTOSA-
TE/TbHO MOJHS/IACH 10 HOpMBI 6e3 fotamyn O, 1o 94%. Tonsl ceppiia 3ByuHble, putMuyHble. YCC —
88 yn/MuH. AprepuanbHoe maBienne — 110/79 Mm pr.ct. JKMBOT npy manbnanym MATKuii, 6e36o-
JIe3HEHHBIIL, TTeYeHb Y Kpast peOepHoIT YT, cene3eHKa He majbnupyercs. CTy U fuypes B HOpMe.

[Ipn ob6cnemoBaHMM: B KIVMHUYECKOM U OMOXMMUYECKOM aHaau3aXx KpoBU 0e3 Iaroso-
rmdeckux usMeHeHnmit. CuHppoma nuronusa HeT. AHTutena k BUY (VIDA) He oOHapyKeHBI
HBs-anrturen, antu-HCV (VI®A) He o6HapyxeHbl. Peakiysa Baccepmana oTpuiaTebHas.

ViccnemoBanue rasoBoro cocrasa aprepuanbHoit kposu: pH — 7,4, pCO, — 40,8 MM pr.cT,
pO, — 58,3 MM pr.cT. SaO, — 94% (Ipy pIXaHVM aTMOCEPHBIM BO3IYXOM). Anbga-1-aHTUTPUIICHH
B HOpMe. VIcK/TIo4eHa ay TOMMMYHHasI ITaTONIOTVisI — PeBMATOV/IHBIN (GaKTOp, aHTUTE/IA K aHTUTeHaM
IIMTOIUIa3Mbl HEMTPOWIOB (MMeIONepoKCHase, IpoTenHase, 6a3anbHOil MeMOpaHe KIIyOO4YKOB)
orpuiaTenbHble. VickmoyeHa mHeBMonycTHasA nHekysa metogom [TLIP.

droymeTpusA: HapyLUIeHUs 110 CMEIIAaHHOMY TUITY.

OJKEJI — 53%, O®PB;, — 59%. CHuxena
mnpy3noHHAs CIOCOOHOCTD JIETKUX 10 56%.
ITo mamabiM IKI — AB-6mokama 1 cremeHn,
axokapauorpadunu (9xoKI') — 6e3 maronorumu.

KT OTK (puc. 1): oT™Me4aloTCsi MHOTOYNC-
JIEHHbIe CTIVBHBIE YYAaCTKM YIJIOTHEHMS JIETOY-
HOJl MapeHXVMBbI II0 TUIIY «MaTOBOTO CTEK/Ia»,
COIPOBOXK/IAIOLINECS] CUMIITOMOM «OYTBDKHOI
MOCTOBOI» C ABYX CTOpOH. bpoHxu mpocrne-
JKEHBI JI0 YPOBHA CyOCeIrMEHTapHBIX BeTBeI,
IIPOCBeT OPOHXOB He paclIypeH, He fedopMu-
poBaH. CTeHKV OPOHXOB YMEPEHHO YTOIIECHBL.

Puc. 1. KomnbloTepHass TOMOrpaMmMa OpraHoB

OpraHbl CpeOCTeHNsT PACIONOKEHBI OOBIYHO. FPYAHON KNETKU: U3MEHEHUS IErOYHOro

KpymHsle cocynbl 6e3 0co6eHHOCTEI. PUCYHKa Mo TUMY «MaTOBOro CTekna»
[IneBpanbHble JTUCTKM YETKNE, POBHBIE. W CUMNTOMOM «GYJIbDXHON MOCTOBOM»

MexxpioneBas 1mieBpa He yTONIIEHA. (crazy-paving). [lo npoBeneHus BAJI
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PEOKWUW OUATHO3: «MOUOMNATUYECKUN
JNIEFOYHbIN AJIbBEOJIAPHBIA MPOTEUHO3»
Y MOAPOCTKA

Puc. 2. CkonneHune aMopHOro 303nMHOUNLHOrO MaTepuana B NPOCBeTe afbBeon,
MeJIKoToUYeyHble reMopparum (reMaToKCUNH-303uH, x200)

B cpasuenun ¢ npepgpigymum KT OI'K ot 2020 1. oTMevaeTcs oTpuIaTenbHasA AVHAMUKA
B BIJi€ YBeINYEHNA IUIOLIAM JAHHBIX YIACTKOB B HVDKHEI JOJIe IIPaBOTO JIETKOTO.

Ilna McKIoYeHNs MYKOBVICIVIZI03a ABAX/bl ObUIM IPOBEJEeHBI IOTOBbIE NMPOOBI METOLOM
[n6cona-Kyka. Ob6a pesynbraTa OTpuliaTenbHbIe.

ITepecmoTpeHbI cTekma 6morncuitHoro Matepuana (puc. 2). Ha janHoM npemapare mpepcras-
JIeHbI GParMEHTBI JIETKOTO C COXPAaHHOI HEYTO/IIEHHOI CTEHKOI a/IbBEOJI U a/IbBEO/IAPHBIX XO[OB.
AnbBeoTIbI 3aII0/THEHbI aMOP(HBIM, 303MHOPUIBHBIM PAS-TI03UTHBHBIM BelleCTBOM C IPUMECHIO
SPUTPOLUTOB VM eAVHUYHBIX aJIbBEOJIIPHBIX MaKpO(]aros.

Taxum o6pasom, Ha ocHoBanuy gaHHbIX KT OI'K n gaHHBIX MOPdOIOrnueckoro ncciegosa-
HYS ObIT cPOPMYINPOBAH KIMHUYECKUIT AUarnos: «VuonaTaeckuii 1erouHblil aibBeosIsAPHBII
nporennos. [JH 1 ct.»

Briepsbie B LleHTpe mpoBefieH BBICOKOOOBeMHBIN /iedeOHblit BAJI ¢ ncnonp3oBaHneM ITHEB-
MoBubparmoHHoi cucremsl «The Vest» (puc. 3, 4).

Puc. 3. «The Vest» cuctema Puc. 4. NMpoBeneHune BAJ1 ¢ ogHOBpPEMEHHbIM
nucnonb3oBaHueM cuctemol «The Vest»
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Ommncanme TpaxeoOpPOH-
XOCKOIIMU: TOPTaHb, FOI0COBAS
b U Tpaxes — 6e3 ocobeH-
HocTell. bponxmuanbHoe pepe-
BO OCMOTPEHO [0 CerMeH-
TapHOro ypoBHA. Cnamsucras
YMEPEHHO TUIIEpEMUPOBAHA,
cnerka oreyHa. Cekper B yMe-
penHoM KomuuecTBe. Ilnmopa
Y YCTbsl CETMEHTapHBIX OpOH-
XOB He PacIIMpeHbl, POXOu-
Mbl. 3aK/IYeHMe: KaTapajb-
HBIl SHAOOPOHXUT. BhImonHeHO
aKTMBHOE OTMbIBaHME KaXK-
IOTO JIEFKOro OONbIINM 00be-
MoMm Ttemtoro 0,9% pacrtBopa
NaCl (nopuyonHo BBeieHO 2000 M1 pacTBOpa,
nonydeHo 1950 M MyTHOI >kupkocTy Gene-
coro 1Beta). [IpoBefieHne JaHHOI TPOLEAYPLI
IIPOXOAW/IO B [IBA 3Talla C MHTEPBAJIOM 7 IHEIL.
CHauvasla IpOMbIBaHMe€ IIPABOrO JIETKOTO C MHTY-
Oarert 1eBOTO JIETKOTO 1 IIOTOM Hao60poT. Bee
MaHMIIYZALUN [ieBOYKa IepeHec/ia yIOoB/IeTBO-
puTenbHO, 6e3 ocmoxxHeHui (puc. 5).

B3ATBI CMBIBBI U3 KaXK/IOTO JIETKOTO /s
IIVITOMIOTYYECKOTO ¥ MUKPOOMOTOTNIeCKOro
UICCTIefOBaHNA.

[Tpy MMKpPOCKONMYECKOM MCC/IEOBaHUN
BBIABJIEHO 0OJIbIIIOE KOMMYECTBO MaKpodaros,
Me30TeMabHbIX UM SIUTENINAIbHBIX KJIETOK.

Puc. 5. MonyyeHbl cMbIBbI NOcne nposeaeHus neyedbHoro BAJL.

Mpwn oTcTanBaHuu 6enbi 0CafokK

Puc. 6. KomnbloTepHasa Tomorpacgus opraHoB
rpyaHoON KNneTku nocne nposepeHus BAJ

B MUKpOGMOIOrIecKoM MCCIeOBAHNS BBIIBIIEH POCT St. aureus B 10°.

[Tocne mpoBeneHHOIT Tedye6HOIT 6poHxOoCcKomuy ¢ BAJI 6b1/1a OTMeYeHa MOTOKUTE/TbHASA IUHA-
MUK B Bufie yrydineHns Judy3roHHO CIOCOOHOCTY JIETKUX /10 71%, 1o ¢prioyMeTpuy IpoBOaM-
MocTy nepugepndeckux oraenax 6ponxos. Ysemmunnoch @XKEJI no 61% u ODB, no 68%. ITo KT
OTIK (puc. 6): BbIpa>keHHOCTD OT/Ie/IbHBIX Y4aCTKOB CTa/Ia HECKO/IbKO MeHblile. Kimunyeckn camo-
JyBCTBUE JJeBOYKM YTy4IINIOCh, OHa OTMETI/IA YMeHbIIIeHe OfIBIIIKY Py (PU3NYeCKOoil HarpysKe

u 6071ee «IIybOKOeE, IeTKOe» JIbIXaHIe.

JleBouka BBIIIMCAaHA JJOMOJI IO, HAaO/MIOEHe CIIeMaNTNCTOB, C HOCIEeRYIONell KOHTPOIbHOM

rocruTanusanuen B [leHtp.

OBCYXOEHUE

ITaTorenes

B martorenese JIAII Begymum 3BeHOM fBJIsIeTCS HapylleHMe oOMeHa cypdakraHTa — Oer-
KOBO-JIMIIMIHOTO KoMIUTeKca: 80% KoMIUlekca coCTaBAnT ¢ocdomummupabl, 10% — xonectepun
n 10% — 6enxu. Kommnekc cekperupyercs naeBmonycramu I tuna n katabonmmsupyeTcs anb-
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PEOKUW OUATHO3: «MONOMNATUYECKUN
JIEFOYHbIA ANNbBEOJIIPHbBIA MPOTENHO3»
Y NOAPOCTKA

BEOJIAPHBIMU MakKpogaramu. ITOT HPOLECC PeryImpyercsa TPaHYIOLUTAPHO-MaKpodarabHbIM
KonoHnecTuMympyomum ¢pakropom (I'M-KCO).

[Ipn panHOM 3aboneBaHmy OamaHc MeXAy oOpasoBaHuMeM M yTwmmsanyein cypdaxran-
ta Hapymaercsa. OH M30BITOYHO HAKAIUIMBAETCA B a/IbBEO/AX, IPU STOM (YHKIMOHUPYIOLIAs
IIOBEpXHOCTb ra3000MeHa yMeHbIaercs [5].

JIATI menAT Ha reHeTMYECKYIO (MyTalUA F€HOB, KOGUPYIOLINX CTPYKTYPY O€/KoB cypdaKTaH-
ta B u C wn Pc-uenu penenrtopa g IM-KC® u ayToMMMyHHY0 (MAMOIATUYECKYI0) (POPMBL.
B 90% ciygaes JIAII onpenensrorcs ayroantutena npotus M-KC®. Bropnynas popma (ricemo-
IIPOTENHO3) MOXKET PasBUBATHCA BCIEACTBYE BUPYCHBIX MHDEKINI, TeMO0/I1acTO30B, BO3JE/ICTBIA
HEeOpPraHM4YecKOoll IbIIN, TOKCUYECKNX apoB [4].

B 1aHHOM K/IMHIYECKOM IIpMMepe 3TUOIOrNA IPOTeNHO3a CBA3aHa C Ay TOMMYHHBIM ITpoliec-
com. Henb3s TakKe MCKIIOYUTD F€HETUYECKYI0 Ipyn4uuHy passutus JIAIL

JleBouKa IPOKOHCY/IbTMPOBAHA TE€HETUKOM, IIJIAHUPYETCA MOJIEKY/IAPHO-T€HETUYeCKOoe
MICCIeloBaHNe (CeKBEHMPOBaHUe IIOTHOTO 3K30Ma C IOC/IeAYIONIeil Bajyujalyeil BbIABIEHHBIX
reHeTMYEeCKIX BapUaHTOB).

W

ITPOTHO3

[IporHo3 B IeJIOM CYMTAETCs OIArONPMATHBIM, IPU MCK/ITIOYEHUY ATPOTEHHBIX (aKTOPOB
(KypeHue, 4yacTble peclypaTOpHble 3a00/IeBaHIA).

OpnHako B JaHHOM KJIVHNYECKOM C/Ty4yae He/lb3sA MCK/IIOUUTD, YTO JIETOYHBII a/TbBEOIAPHBIIN
IIPOTENHO3 MOXKET MeJIJIEHHO IPOrPecCUpOBATh.

3AKJTIOYMEHUE

HecmoTps Ha TO, 4TO JaHHASA IATOIOIVA CINTAETCS PEIKOIL B IeTCKOM BO3pacTe, He0OXOMMO
TIIATEeTbHO IIPOBOANTD M depeHnNanbHY0 AMATHOCTUKY ¢ MHTePCTUIVIAIBHBIMU 3a00/IeBaHN-
AMU JIETKUX Y JieTell, 0COOEHHO Y MOAPOCTKOB. EMHCTBEHHBIM TOYHBIM METO[IOM AMArHOCTUKM
ocraercs 6uoncus nerkoro. lononustor auarHoctuky gaHusle KT OI'K. Cy6beKTUBHBIMY KpUTe-
pUAMU ABNAIOTCA Pa3IMYHble KIMHNYECKE IPOABIEHNA.

Ha ceropHAMHNIT MOMEHT eAMHCTBEHHBIM METOJOM JIEYEHN OCTaeTCs iedeOHas OPOHXOCKO-
A ¢ nposefenmneM bAJI ¢ perynapHocThIo OT 6 1o 12 Mecs1eB.

CIIICOK JIMTEPATYPBI

1.  Borie R, Danel C, Debray M-P. et al. Pulmonary alveolar proteinosis. Eur. Respir. Rev. 2011;20:98-107.

2. Rosen SH, Castleman B, Liebow AA. Pulmonary alveolar proteinosis. The New England Journal of Medicne.
1958 Jun;258(23):1123-42.

3. [Tynpmononorus. HanmonanbHoe pykosogcTso. Ilop pen. akagemuka PAMH A T Yyvannua. Mocksa, 2016.
C. 593-598.

4. Taspuciok B.K.,, llagpuna O.B. Jlerounslit anbBeonApHbIil IpoTenHo3. Kues, 2018.

5. ABepbsinoB A.B., Jlecusik B.H., Koran E.A. Pexue 3a6oneBanmns merkux, ZMardoCTuka u aedeHne. Mocksa:
MIA, 2016.
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PEOKWUU AUATHO3 Y MOAPOCTKA:
«[JECKBAMALUWUOHHbIA UHTEPCTULIMAJIbHbIU
NMHEBMOHUT»

O.11. Cumonosa, A.C. VIrnarosa, 10.B. Topunosa, O.B. Kycrosa

OBOCHOBAHME

IeckBamarnBHas nHTepcTuinanbhas nHeBMonus ([JVIIT) — moBonbHO pefkoe 3aboneBaHme
U3 TPYIIIBI MHTePCTUIMATbHBIX 3aboneBanmit nmerkux. [JVIT xapakrepusyeTcss MOHOHYK/IeapHO-
KJIeTOYHON MH(UIbTpaLyer MpocBeTa anbBeo]l.

KittoueBbIM MTPM3HAKOM TaHHOTO 3a00/IEBaHNS SIBIISIETCS COflepyKaHme OOMbIIOTO KOMYeCTBa
MaKpo@daros B IIPOCBeTe a/lbBeO/. A/IbBEOJISIPHBIE IIEPETOPOIKY MHGUIBTPUPOBAHBI TMMQOITA-
MU, 903MHO(NUIaMN, MHOTI/Ja Me3eHXMMaTbHBIMU KieTKaMu. [lopa)keHa MpaKTUYeCK! BCs JIET04-
Has IIapeHxuMma.

KJTMHUYECKWUIA NMPUMEP
o O

Manpuuk, 15 net, BriepBbie IOCTYIN/I B IIyIbMOHOIOTMYECKOE OTeNeHne B AHBape 2017 roma

Anammes su3nu

Pe6eHok poxxzeH oT 4-it 6epemenHocty (1, 2, 3-1 — MegUUMHCKME abOPTHI), Ha QOHE yrpo-
3bI IIpepBIBaHNA (MICTMMKO-IIePBUKAIbHON HEZOCTATOYHOCTM). POIbI caMOCTOATE/NbHBIE, B CPOK.
Macca npu poxpennn 3600 1, fmHa Tena 56 cM.

Pannee pasBurume 6es ocobennocteil. IIpuByuBKM mO Bo3pacty. TybepkynesHbli aHam-
He3: BIIDK B popmnbHOM mome. Peaknya MaHTy u [IMacKMHTECT — perynapHO, OTPULATENBHO.
Ynanenne ageHounos (B 3 roga). [lepeHeceHHble 3a60/meBaHVs: BeTpsiHAsI OCIIa B 4 rofa.

B 3 roga BrepBble BBISABIICH CHUCTOMMYECKMII LITYM; COCTOSUL HA AMCIIAHCEPHOM ydeTe y Kap-
myonora ¢ auarao3oM «OyHKIMOHATbHAA KapAuonaTusa». B 7 eT ¢ ydera CHAT U Havyas aKTVBHO
3aHMMATbCS CHOPTOM (CeKUys IIaBanus, pyToorn).

Anyeproyorndecknit aHaMHe3: B BO3pacTe 3-X JIeT a/leprudeckas peakiys Mo TUIY KpaluB-
HUIBI ¥ 0TeK KBMHKe mOC/e pyMeHeHsA IIPOIONNCa; B Ja/lbHEIIIeM, B Te4eHe 3-X JIeT, epyo-
IVMYeCKOe BO3HVKHOBEHVIEe KPallVBHULBI IPY IIOTPELTHOCTH B JjyieTe (IIIOKO/A).

CeMeiTHBIIT aHAMHe3: MJIaillIas CeCTpa, 5 JIeT, B TOM e Opake, 3[[0poBa.

Anamne3s 6onesnu

B 14 ner BuepBble B )KM3HM MOABMIACH OAbILIKA IIPY PU3NIECKOI HATpy3Ke, C1aboCTh, CHU-
JKeHMe alIeTnTa, cepauebuenne. He obcnemonaHn.

Yepes 3 Mecslja OSABUINCH >KalI0ObI Ha YCHUIeHNe CceplieOMeHNs, OBIIIKY B IIOKOe, CHIDKe-
HIIe BBIHOCTIMBOCTY, B II€JIOM II/IOXO€ CaMOYyBCTBIE.
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Yepes 6 MecsLeB IOC/e NOSABIEHNA NIEPBBIX CMMITOMOB BO3HUK/IN ieOpMAIVIsA ¥ acMMe-
TpUA IPY/IHON KIETKH.

Yepes 9 mecALeB NOC/IE MOABEHNA MEPBBIX CMMITOMOB nepBasd rocuranusauus B OJIKB,
r7ie ObUIM BBIAB/ICHBI MHTEPCTUIMATbHBIC ISMEHEHNA B JIETKMX, BEeHTWIALVIOHHbIE HAapYIIEHUA
II0 PeCTPUKTUBHOMY THIILY, ITPOJIAIIC MUTPAIbHOTO K/IAIlaHa, IMMYHHOIepUIIUTHOE COCTOsHME (?)
¥l 3aTAHYBIINIICSA OPOHXIOINT.

IMomydan tepammio: nHranAauuu bygeconupgom o 250 Mkr x 2 p/p, Ledprpuakcon (BHyTpu-
MBIILIEYHO).

Taxoke oTMe4anoch epuofIecKoe IMOBbIIIeHNe TeMIIepaTyphl Tena 10 GeOpuIbHbIX Imdp.

3a Ka/leHJJapHbIii TOf] IOTEPAI B Bece 8 K.

OUN3NKAJIbBHAA JMATHOCTVIKA

Kaxekcus: Bec 47,5 K1, pocT 176 cm. VIHgekc Maccol Tenma — 15. CaMO4yBCTBYE 3HAUUTEIBHO
cTpajaer. BolpaskeHa caboctb. IIpUCyTCTBYIOT CMMITOMBI MTHTOKCUKALIML.

KoxHble TTOKpOBBI pe3ko OrmenHble, ¢ cepoBarbiM oTTeHKoM (Hb kpoBu 134 r/m). Beipaxken
IIVIaHO3 HOCOTYOHOTO TPeyTro/bHYKA.

IMopguemocTHBIE TUMQOY3TIBI KO 2 CM, STACTUYHbIE, 6€300/Ie3HEHHBIE.

KunesupHas gedopmariys rpyaHoit kieTku (puc. 1). S-o6pasHoe MCKpyBIeHVe TI03BOHOYHY -
Ka B TPYJHOM OTHesIe. VI3MeHeHNs KOHIIEeBBIX (ajIaHT MajIblLieB 110 TUIY «6apaOaHHBIX ITa/I0Uek»++
Y «<9aCOBBIX CTEKOM» (puc. 2).

Kamrenb pemkmit, cyxoil, HEIPOLYKTVBHBINA, B TedeHye OHHA. OfpllIKa B IIOKO€ BBIPAXKEHA
B BUJie BTSDKEHUS SIPEMHOI SIMKU, MeXpeOepHbIX NPOMeXYTKOB. [IepKyTOpHO: yKOpoudeHne
JIETOYHOTO 3BYKa BBIP@XKEHO II0f onarkamu. Sat0,=89%. AycKy/lIbTaTMBHO: IbIXaHMe OC/Iab/IeHO

Puc. 1. KunesngHas hopMa rpyaHon Knetku (cac n npocuib)




[0 BCEM JIETOYHBIM IIOJISIM, B HIVDKHUX OT/e-
max oboux erkux Kpenmranus. Yacrtora jgpixa-
TeNbHbIX ABIOKeHMit 22/MyuH. YCC 92 yn/Mun.
AprepuanbHoe paBiaenue 120/70 MM prT.CT.
[ledyeHp m cemeseHKa He yBenuueHbl. OTeKoB
U JUSYPUM HeT.

OO6umit aHaau3 KPOBU: JIEHIKOLIUTO3 IO
15.1x10°%/11, Heitrpodues mo 82%.

Buoxumusi KpoBu: IOBBIIIEHNE JTAKTATIe-
rupporenassl (JIIT) po 305 ex (Hopma fo 225),
C-peakTuBHbIiT 6e1ok o 17 mr/n (HopMma 1o 5).

Koarymorpamma 6e3 maTonorum.

Onkomapkepbl: anbda-peTonpoTerH 1 paKo-
BBIIl 9MOPMOHA/IBHBII QHTUTEH — OTPULIATETBHO.

VIckmroyeHa maToMorvist M TOBUIHON XKejte-
3bl. OyHkuua BHemHero AbixaHusa: OJKEJT —

34% n O®B, — 38%: BoIpakeHHOe HapylleHne  Puc. 2. [lehopMauus KOHLEBbIX hanaHr KucTen
npoxopumocty 6ponxos. ®XKEJI sHaunTeIBHO PYK BblpaXKeHa Ha 2+ no Tuny «6apabaHHble
CHIDKeHa (PeCTpUKTUBHbBIE U OOCTPYKTUBHbIE nanbubi» U «4acoBble CTEKIIa»
HapYyILIEeHV).

[Tpu npoBenenun ¢roymMeTpun BO3HMKAIA CTAOOCTD, IMAHO3 TYO 1 HOCOTYOHOTO TPEyro/b-
HUIKa, OJIbIIIKA.

ITo maHHBIM 5XOKapAMOrpaduy TeTOYHOI TUIIEPTEH3NN HET.

ITpu nposepenun KT rpysHOI MOMTOCTY, BHIIOTHEHHBIX IIMPUHOI cpe3a 1,0 MM, Ha BceM
IPOTSDKEHNUM JIEBOTO JIETKOTO, @ TAK)Ke B CYOIIeBpa/IbHBIX 30HAX IIPABOTO JIETKOTO, OTMEYA0TCS
OOIIMpPHbIe YIACTKM YIUIOTHEHVS JIETOYHOTO MHTEPCTUINSA 110 TUITY «MaTOBOTO CTeK/a» (YTON-
IeHNe BHYTPU- M MEXTO/NbKOBBIX MEPeropofok). V3MeHeHMsI HapacTalOT B KpaHMOKayHaslb-
HOM HAIIPaBJIeHNM) ¥ MaKCUMAa/TIbHO BBIPa)KEHBbI B HYDKHMX OTJeE/NaxX JIETKMX ¢ popMupoBaHyeM
B KOPTMKAJIbHBIX 30HAX MHOXXECTBEHHBIX METKOKMCTO3HBIX 9JIEMEHTOB ¥ TPAKIIMIOHHBIX OpOH-
X09KTa30B MeJIKMX OpPOHXOB U OpoHxXMon. Takxe IO XOAY NMCTKOB KOCTAJIBHOI, MEXIONEBO
Y Me[IMaCTUHA/IbHO I/IeBPbl B BEPXHUX JO/IAX 0O0MX JIETKUX OTMEYAIOTCsI HeMHOTO4MC/IeHHbIe
04aroBoINofoOHble 00pa3oBaHyA pasMepoM 4-9 MM (He/lb3s UCKIIOUUTD HAIN4YUeE YBeTMYeH-
HBIX BHYTPUITY/IbMOHA/IbHBIX MMM(}Oy3/10B). bpoHxmanpHoe flepeBo cOpMUPOBAHO IIPABWIIb-
Ho. IIpocBeTsl 6poHx0B cBOOGOAHBL Tpaxes BosaymiHa. OpraHbl CPeJOCTEHNS He CMEIeHBbI.
MarucTpanbHble COCYZIbl TUIIMYHO paclonokeHbl. OTMe4aeTCsI MHOXKeCTBEHHOCTD U yMepeHHOe
yBe4eHe BHYTPUTPYAHBIX MMMQATNYECKNX Y37I0B I1apaaopTaabHOI, 1IeBOJ TPaxeoOpOHXM-
aJIbHOI 1 OPOHXOIY/IbMOHA/IbHBIX IPYIII, IPEUMYILIeCTBEHHO C/IeBa, CTPYKTypa ux 6e3 JOomoi-
HUTE/IbHBIX BK/IIOUEHUI. BumoukoBas jkenesa He yBenudeHa. IlneBpasbHble JTUCTKU YeTKME,
MeXJIo/ieBast IJIeBpa B 30He M3MEHEHUI YTOo/IeHa, 6oblie cneBa. JKUKOCTU B IIeBpabHBIX
HOJIOCTSIX Y ITOJIOCTY IIepuKapya He BbIABIsAeTcA. [logMbpliieynble muMdaTndeckye y3/bl He yBe-
N4eHsl, popMa ux He U3MeHeHa. KocTHbBIe CTPYKTYpBI Ha MCC/IeJOBAaHHBIX YPOBHAX 6€3 0coOeH-
Hocrell (puc. 3).

3akmouenne: KT-kapruna auddysHoro nHTepCcTUIMANBHOTO 3a00/IeBaHN TETKUX C GOpMM-
POBaHIEM yYaCTKOB «COTOBOTO JIETKOTO» B CyOIIIeBpaIbHBIX OTAENIAX, IpeobIajjaHmeM mpolecca
B JIEBOM JIETKOM. YMepeHHas BHyTpUTpyAHas muMdoaseHOmaTy.

UccnenoBanne audQysnMoHHOI CIIOCOOHOCTU JIETKMX IIPOBECTM He YAAIOCh M3-3a OOIeil
c1aboCTy MalyenTa.
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PEOKWUA OWATHO3 Y MOAPOCTKA:
«[ECKBAMALMOHHbIA UHTEPCTULIUANBHbBIN
MHEBMOHWUT»

Ao Trre 11:27.35.09

454

Puc. 3. KoMnbloTepHas ToMorpadus opraHoB rpyAHON KNeTKU NP1 NoCcTyrnieHnm

[THeBMocHuHTUTpaduA MOKazana Aeduuut nepdysnun j1eBoro nerkoro go 60-63%. Orme-
Ja/IMCh MIPU3HAKY YMEPEHHO BBIPaYKEHHOTO cOPOCa KPOBY I10 JIETOYHBIM LITYHTAM.
Pacnipenenenue oto6pakeHo B Tab. 1.

Tabnumna 1. Pacnpenenenne

Tpets merkoro JIeBoe€ 1€TKO€ Hopma IIpaBoe nerkoe Hopma
Bepxnasa 6,3 12 20,6 12
Cpennsas 6,5 18 30,4 20
Hwxuas 3,7 15 32,5 23
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\—
IIPEJIBAPUTE/ILHBIV OIVIATHO3

Iuddepenunanpras AMarHOCTUKA IPOBO-
AMIach MeXAy muMdonponndepaTBHBIM 3a60-
JIeBaHNEM, PEeTUKY/IOTMCTUOLUTO30M, WNO-
HaTnieckuM (uOpO3MPYIOMUM a/lTbBEOTNTOM
¥ CAPKOMJJ030M.

CorlacHO JaHHBIM OMOICHU JIETOYHOI
TKaHU ¥ MUMQATUYeCKNX Y3/I0B CPeLOCTEHMS
(Mopdonorndeckuit puarHos), oOHapy)xeHa
XpOHIYECKasl MHTePCTUIMATbHAA ITHEBMOHUA:
OUII-nomo6Hble M3MeHEeHMsI, PecnupaTOPHBIi
Yl KOHCTPUKTUBHBI OPOHXUT, MHTEPCTULINAIID-
HBIIT GUOPO3 C MUKPOCOTAMMUL.

[ucTonornyeckne MpU3HAKU: ATbBEOJIHI,
3aIl0/IHEHHbIe MaKpodaramy, MHTEePCTULVIALM/IbHASL BOCTIA/INTE/IbHAsA MHPUIbTpanys (puc. 4).

\—
OKOHYATEJIbHBIV IVIATHO3

[TanyeHT OBUI IPOKOHCYIBTUPOBAH pyKoBoAuTeneM KamHudeckoro orpena OIBY «HUMN
nynbmononorun» ®MBA Poccun, f.M.H., npodeccopom AspieeBbiM C.H., KOTOpBIIT TOATBEpANIT
nuarHos: «Vpgmomatudeckas MHTepcTuIManbHas nHeBMoHwms (Bapuant [JVII). Xponmdeckas
IbIXaTe/IbHAs HEJOCTaTOUYHOCTD 11 cTemenm».

Puc. 4. AnbBeonbl, 3anojIHeHHbIEe MaKpoaramum

OIVMHAMMKA Y ICXO/IbI

AnTtubakrepnanbHasa Tepamys: lledrasuauM BHYTpUBEHHO. BpoHXonmrTmyeckas Tepa-
s Vinparponusa 6pomup + denorepon. VHransaumonnas Tepanvs: bypeconup. ImokokopTu-
kocrepoupsl (IIpegunsonon, B craprosoit gose 50 mr/cyT (1,5 mr/kr/cyT). Yepes 2 Mmecsia — CHI-
>KeHue Jo3bpl. OTMeHa Ipenapara yepes rof.

Hlo6asnen N-auetminucTenH (BbIcoKas g031poBka — 10 1000 MI/cyT) ¢ aHTMOKCUIAAHTHOM LE/IbIO.

ITpu koHTpONMIBHOM OOCIenoBaHMY Yepe3 10 MecsAleB Ha (POHE TePAINN COCTOSAHNE TOCTEEeH-
HO HOPMA/IM30Ba/OCh. YIy4LIN/IOCh CAMOYyBCTBHUE, IToKaszarenn PBJl mocTuram HOpMbI, caTypa-
s — 99%. IIpnbasnn B Bece 20 KT, BLIPOC Ha 5 CM.

ITocne 18-Tunernero Bo3pacra nanyuenT nepegad B HVV nynbmonomorun.

Ocobennocmu 0aHH020 KTUHUHECKO20 CTIYHAS:
Pannuit ge6ror 3aboneBanus: 15-it rox xusHu. ITogpocTok He KypuT (B ceMbe KYPU/IbIIVKOB
HeT). Jlnardos ObUI IIOCTaB/IEH HAa OCHOBAHMM OMOIICUY JIETKOTO.

W

ITPOT'HO3

ITpn pmeckBamaTuBHONM QopMe yydlleHMe/CTabunmsanusa HaOMIOJAIOTCA B 2/3 Cirydaes.
5-tn 1 10-TMIeTHAA BBDKMBAEMOCTD JocTUraeT 93 u 69%, BO3MOKHA IOTHAsA PEMUCCHUA.
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PEOKWUA OWATHO3 Y MOAPOCTKA:
«ECKBAMALMOHHbIA UHTEPCTULUANBHbIV
MHEBMOHWUT»

HTepcTuanbHble 3a00/1eBaHUA JIETKMX NIPEACTAB/IAIOT CO0011 OOJBIIYIO TPYIIY pas3any-
HBIX 320071eBaHNII, B OCHOBE MOPAXEHNA KOTOPBIX JIeKAT M3MEHEHMA B MHTEPCTUIIMU JIETKUX.
EnuHCTBEHHBIM METOJOM AMATHOCTUKY B HACTOsAIIEe BpeMs ABIAETCA OMOICHA.

OBCYXAEHUE

Vpuonatndeckue nHTepcTUnManbHble mHeBMOoHuu (MIMII) — 6ombuas rpymma 3abosnesa-
HUI JIETKMX HEU3BECTHOI MPUPOJbI, HarboOee YaCcThIM KIMHUYECKUM IIPOSIBIEHNEM KOTOPbIX
ABJIAETCA MPOrpeccUpyolias AbIXaTelbHas HELOCTAaTOYHOCTDb BC/IEACTBUE IIPOLIECCOB, BEAYIINX
K GOpMMPOBaHUIO PaCIIPOCTPAHEHHOTO MHEBMOUOPO3a, «COTOBOTO» JIETKOTO 1 Jip. [IpMBBIYHBIM
IPaKTHUKYIOLIEMY Bpady ABJIAETCA TAKOM JUATHO3, KaK VAVOIATIYeCKIIT IETOUHbI G1b6po3, COOT-
BETCTBYIOIIUIT MOPQOIOrNYecKOMy IaTTepHYy OOBIYHON MHTEPCTUIMAIbHONM ITHEBMOHMU. IDTO
Hanboee YacTo BCTpevamieecs 3abonesannme cpepu VIVII (okomo 40-60%) [1-4].

ITepBoe ommcanme JaHHOTO 3aboneBaHMs ObUIO cienano Liebow B 1965 ropy.

Ha nporsxenun Muorux jsietr JUII paccMaTpuBanm KaK paHHIOK CTAJUIO MOMONATMYECKOTO
neroynoro ¢pubpo3a, ogHako B HacTosee Bpems [JVIT cuutaeTcss caMOCTOATeTbHBIM 3a00/IEBaHIEM.

[To maHHBIM JIUTEpaTyphl, CPEIHUII BO3pacT febioTa 3a0oeBaHNUA COCTaBsgeT 42-46 eT.
90% cpepu 60mpHBIX [JVIT ABIANMNCD KYPUIBIIMKAMI.

AHanM3 KIVHMYECKMX IPU3HAKOB, OCOOEHHOCTEN TeYeHMUs, PEHTTeHOMOPQOTOrNIecKIX
U QYHKIMOHANBHBIX NposBiaeHuit u nucxonos VIMII cBupeTenbcTBYeT O TOM, YTO MHOTME KX
XapaKTePUCTYKY SABJIAIOTCA oOmyMu. Bo Bcex cydasx manyeHThl OTMEYaloT BhIpayKeHHbIE B pas-
JIMYHOM CTeNeH) OABIIKY Ipy (Ppr3NdecKoil HarpysKe, Kauienb (KakK IpaBuUiIo, HEPOLYKTUBHBII),
a QyCKy/IbTALVs BBIAB/IAET TaKO PeHOMEH, KaK KpeIUTaIys.

IIo stmonmornm MNII HET 0OfHO3HAYHOTO OTBETA, YTO IOCTY>XKWUIO Ha4aJIOM 3TOTO MHTEPCTHU-
IMaJIbHOTO Iporecca. Hanmpumep, namonarudeckuit 1erouHbli GpuOpo3 onpesesoT Kak XpOHu-
JyecKoe Iporpeccupyioliee 3aboneBaHe IETKIMX HEeM3BECTHOI IPUPOJIBI, BCTPeYalolieecs IIPenMy-
I[eCTBEHHO Y JIMII CTApIIero BO3PacTa, 110 CBOMM PEeHTI€HOMOP(OIOTMIeCKUM IIPU3HAKaM MOXKeT
COOTBETCTBOBATb IIATTEPHY OOBIYHOI MHTEPCTUIMAIbHOM THEBMOHMN [2, 4, 5].

[l1s mpakTUdYecKoit BpadebHOI paboThl cerogus paspaboransl «KnmHndeckne pekomeHma-
. Vigyonarudeckuii merounsnit ¢puodpos — 2021-2022-2023 (20.09.2021)» [6].
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ONbIT 3OPEKTUBHOIO U BE3OMACHOIO
NMPUMEHEHUS OMAJIN3YMABA Y NOAPOCTKA
C XPOHUYECKON CMOHTAHHOU KPAMMUBHULEMW,
COMPOBOXXAAIOLLENCH AHTUOOTEKAMMU
U TAXKENbIM, YACTUYHO KOHTPOJIUPYEMbIM
TEYEHWEM BPOHXUAJIbHOU ACTMbI

O.A. Epemxo, C.I. Makaposa, H.H. Mypamxkun, C.C. Basanknna

OBOCHOBAHME

CornacHo JaHHBIM MeTa-aHa/IN3a, paclpOCTPAHEHHOCTb XPOHMYECKOI CIIOHTAHHON KPaIuB-
Huns! (XCK) B getckoit monynsauuu cocrasnsetr 1,4% [1]. BBuny penkoit BCTpeyaeMOCTH, OIBIT
nedenns XCK y meteit u nogpocTkoB HeocTarodeH [2, 3]. OCHOBHYIO IIpo6eMy IIpefiCTaB/IAOT
¢dbopmbl 3a007€BaHNA, PE3NCTEHTHBIE K TPAaAVIVIOHHBIM MeTojaM Tepamuy. Ha BTOpoil ImaH
BBIXOJIAT CTIOKHOCTY IMATHOCTHUKY, TpeOyroliye My/IbTUANCIUIUIMHAPHOTO noaxopa [1, 4].

Kmuanueckn XCK mnposBisercd BO3HMKHOBEHMEM M DPa3BUTUEM 3YAALIUX BOJAbIpEN
VI/VIIV aHTMOOTEKOB, COXpaHsIMXCcsa 6onee 6 Hemenb [5]. [InmuTenbHoe, yiopHOe TedeHue 60res-
H, MIBHYPAIOLIVIT 3y ¥ KOCMeTn4ecKie JieeKThl OKa3bIBaIOT HETaTMBHOE BJIMAHME HA KaueCTBO
JKU3HU JIETEN U YIEHOB X ceMeit, a 'y 30% IMaleHTOB OTMEYAlOTCA COIY TCTBYIOIINE IICUXIYECKIEe
HapyIIeHVs, BKII0Yast Tepeccuio ¥ cOMaTopOpMHbIe PacCTpoiicTBa [6].

OCHOBHBIMM IPUHINIIAMU BefEHMs IeTell ¢ XPOHMYECKON KpalVMBHUIIEI SABIAIOTCA yCTpa-
HeHJe BO3MOXKHBIX IIPUYMH/TPUTTEPOB, CBOEBpeMeHHass papMaKOTepamys, MHAYKLUA TOJePaHT-
HOCTY, CAMOKOHTPOJIb COCTOSIHMS MAllVIeHTaMI Y MX PORUTensamu (3, 5].

CoBpemenHslit anroput™ ¢papmakorepany XCK npepnonaraer cryneHuarsiit noaxon [3, 5].
Ha mnepBoil cTymeHM Ha3HauyalOTCA HecefaTBHble H1-aHTUIVCTaMUHHBIE IIpelapaThl BTOPOTO
nokonenus (AITI2) B cranpaprHoit fo3e. [Ipu HeadeKTMBHOCTN cTaHAAPTHON Ko3uposky ATTI2
B TeueHue 2—4 Hefle/b WM paHee, B CTydae HellepeHOCMOCTI CYMIITOMOB 3a00/IeBaHMsA, IIPOBOANT-
Cs1 yBeNMYeHNe VX JO3BI B 3aBYICMMOCTH OT MacCChI TejIa ¥ BO3pacTa pebeHKa (IBYKpaTHOE, COITIaCHO
OTeYeCTBEHHBIM PeKOMEHMAIVAM, Y YeTBIPEXKPATHOE, COITIACHO 3apyOeXXHbIM) — BTOpasi CTYIIeHb
teparmmu [3, 5]. OgHaxo y 40% ManMeHTOoB yBeIueHe H03bl YMeHbIIaeT INIIb 3yH, HO He KOJde-
CTBO ¥ BBIP@XEHHOCTb YPTMKAPHBIX BBICHIITAaHNIT Ha Koxe [7]. Bemenne pereit, crpaparomux XCK,
PE3UCTEHTHOI K Tepanuy yaBoeHHbIMU fosamu AITI2, mpepcraisier co60ii HaMOOMBIIYIO CTIOX-
HOCTb [3, 8, 9]. B Takux cry4yasx pekoMeHAyeTcs IpyMeHeHVe JIeKapCTBeHHbIX NTPernapaToB TPeTh-
eit v yeTBepToil cTynenu tepamyn (Omammsyma6b u Lvxnocnopus A) [3, 5]. Omanusymab ssisercs
IperapaToM BbIOOpa B JIEYEHMU TSDKENbIX (POPM XPOHMYECKON KPAIMBHUILIBI M PEKOMEHJ0BaH
K IIPMMEHEHNIO B TeueHue 6 MecsAIeB Iepef IepexofioM Ha YeTBEpPTYIO CTYIeHb B CIydae OTCYT-
cTByA 9 eKTa um paHee, eCI CUMITOMBI HellepeHOCUMBL. Llvknocopus A nokasan a¢pdexTus-
HOCTb pu edeHuu TsoKenbix popm XCK B nepmatpuyeckoit nmpaktuke [10]. Hasnauenne ganHOrO
Iperapara peKOMEHJJ0BAaHO P TOPIMAHOCTU K OManuayMaby Wiy OTCyTCTBIUYU 3¢ deKTa U Tpe-
OyeT perysipHOro KOHTpo/A QYHKIMY [T0YeK, apTepPUaIbHOTO JJaB/IeH s, KOHI[EHTPAIVJ B KPOBU
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ISl mpepynpexxaeHus 1mo6oyHsix 3¢dekToB. YaBOeHNUe [03bl aHTUTMCTAMUHHBIX IIpernapaToB
Il Ha3HaueHye [UKIOCIIOpMHA A IIPOBOANTCS MO PELIeHVI0 BpaueOHO KOMUCCUY MeVIIMHCKON
OpraHyu3aluyy Ipy HAINYUY HOAIMCAHHOTO POAUTENeM WU HMAlMeHTOM IOC/Ie JOCTVDKeHNA UM
Bo3pacTa 14 net nHpopMmpoBaHHoro cornacus [3, 5].

I[Tpyu 060CcTpeHNM XpPOHMYECKOI KPalMBHUIIBI Ha JII0OOM 3Talle Jie4eHsI BO3MOXKHO ITpOBeie-
HJle KOPOTKOTO Kypca Tepaluyl CUCTEMHBIMI ITIIOKOKOPTUKOCTepouaHbiMy npenapatamu (c['’KC)
B TedyeHue 3-7 pHeil. [3, 5]. OpHaKo 3a4acTyio MAlMeHThl OOPALIAIOTCS YK€ C BBIPAKEHHBIMM
HOOOYHBIMY CMMIITOMAaMU BBUAY AnTenbHoOro npuMeHenyss I'KC 1 HeBO3MOXXHOCTY VX OTMEHBI
13-3a HEIIPEPBIBHO PELMAVBIPYIOLIETO TedeHNs 60Me3H.

BBupy HU3KOI pacIpoCTPaHEHHOCTY XPOHMYECKON KPalMBHULIBI CPefy ieTell, 3ab0jieBaHme
4acTO HEJOOLEHMBAETCS BpadyaMy U IPUBOJUT K CePbe3HbIM OPraHMYeCK/M HapYIIEeHUAM U IHBA-
mmpnsanuy. C 11epio 06MeHa ONBITOM, pa3pabOTKV U BHEAPEHMsI HOBBIX a/ITOPUTMOB B PaMKax
MpPEeV3/OHHON MeMLVHBl 3HAYMMBIMU ABJIAIOTCSA HE TOJNBKO Pe3ylIbTaThl MYIbTUIIEHTPOBbIX
K/IMHWYECKUX UCCIEfOBAaHNIL, HO U IeTa/IbHBIN aHa/IN3 Tepaluy KaXKJOro MalJeHTa.

C MoMeHTa perucrpannuu nokasaumii, Ha 6aze ®TAY «HMMUL] 3goposes peteit» MuHsapasa
Poccun (panee — Ilentpa) Omanmmusyma6b 6bu1 HasHadeH TpeM nanyentaM ¢ XCK: ByM Maibunkam
U OJHOII IeBOYKe B Bo3pacTe OT 12 o 16 neT. [J1uTenbHOCTD KIMHNYECKNX IIPOSIB/IEHUIT BapbUPO-
BajIach OT 7 MecsLeB Jo 2,5 neT. Bce moppoctkn numenn tsoxenyio crernedb XCK. 9ddexT ot mpo-
BOZIMMOJ Tepanuy IepBOJ ¥ BTOPOII CTyIleHel OTCYyTcTBOBal. OflHa MalyeHTKa Ha IIOCTOSHHOM
ocHoBe nony4yasna nedenne cI'’KC.

KJIMHWYECKWUW NMPUMEP

“' O MAIIMEHTE

IIpepcraBnsaeM peanbHbI NpVMep M3 KIVHUYECKOV NPAKTUKM, NEMOHCTPUPYIOLMI BaXK-
HOCTb MY/IbTUAVCIMIUIMHAPHOTO ITOAX0/a B BepuUKaLN AMarHo3a 1 BBICOKYIO 9(ppeKTMBHOCTD
IPAaKTUYeCKOTO VICIONb30BAHUA MMMYHOOMOMIOIMYECKOTO IIperapara B JIeYeHUM XPOHUYECKON
CIIOHTQHHOJ KPaIllMBHUIIBI, COIPOBOXKJAIOLIENICA AaHTMOOTEKAMM U TSAXKEIBIM HEKOHTPOIMPYEMbIM
TeyeHMeM OpOHXMATbHOI aCTMBI.

Hesouka K., 16 neT, 3 XanTbl-MaHCMIICKOr0 aBTOHOMHOT0 OKpyra. 11.05.2021 r. mocrynmia
B OT/IeJIeHVIe IepPMaTO/IOTNN C TPYIIION JIa3epHON XUPYPIMUNU C >KajmobaMy Ha paclpoCTpaHEeHHbIe
3y[ALIYE BBICHIITAHNA Ha KOXKe 110 TUITY BOJIABIPEN, OTEKN INLA, KUCTe PyK M HVDKHUX KOHEYHO-
CTell, SU30/bl 3aTPYJHEHHOTO AbIXaHVA IpU PU3MUECKOI Harpy3Ke ¥ SMOLMOHATbHOM HaIlpsDKe-
Huy. Kpome Toro, manueHTKy anm3opudeckyt 6ecriokovim 60y B TOKTEBBIX CYCTaBaX U )XUBOTE,
MOJePrMBaHNA BEPXHUX KOHEYHOCTEIL.

/13 anamHe3a: peOeHOK OT IepBOI OepeMeHHOCTH, IPOTeKaBIIeil (pr3MomIornIecKy, mepBbIX
CaMOCTOSAITE/IbHBIX pofioB B CpoK. IIpu poxxgenun macca Tena 2800 1, aymHa 50 cm. O1jeHKa 110 1IKa-
ne APGAR 8/9 6amrtoB. HacmencTBeHHOCTD 10 aniepruyeckuM 3aboieBaHMsAM He OTSTOLIEHA.
JoMalHue yclmoBus yOBI€TBOPUTENIbHBIE, NIVIMMHALOHHBIN pexxuM cobmopaet. [lo mogpoct-
KOBOTO II€PUOJia pOC/ia U pa3BMUBanach 6e3 0CoOeHHOCTeIL.

B 14 net nocie cepuu nepeHeCEeHHBIX OCTPBIX PECIMPATOPHBIX BUPYCHBIX MHMEKIMII y TTalu-
eHTKM TOSABWINCH PelVVBUPYIOIIMEe SMN30AbI OPOHXMATBHON OOCTPYKIVN. AJIIEpronorom
II0 MeCTYy >KNUTelbCTBA IIPOBEMIEHO aJUIeProoOciefjoBaHye, MO AAaHHBIM KOTOPOTO BbIAB/ICHA
yMepeHHasi CeHCMOMIM3alys K ajylepreHaM IUIeCHeBBIX Ipu6oB, crennduyeckue IgE-anTnrena
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K KJIeIllaM IOMAIlIHell IbII He OOHAPY>KeHbl. YCTAHOBJIEH IMATHO3: «ATONYecKas OpOHXMaIbHAsA
acTMa 0e3 yTOYHEHMs TSDKeCTH U CTelleH) KOHTPO/Ish». B 6asucHoI Tepanmy mojyyasna MHTJAIN-
OHHBIE TTIIOKOKOPTUKOCTepouabl: 500 MKI/cyTky yepe3 HeOyraridep, KOHTPO/Ib Hafl aCTMOIL OCTa-
BaJICA HeMOIHBIM. [lajee ObUI Ha3HauUeH KOMOMHMpOBaHHbI npemapar ®opmorepon/Byneconns
(4,5/80 Mxr 1o 1 mHI. 2 pasa B fleHb). Ha ¢oHe /eyeHna oTMedanoch BpeMeHHOe yIydlleHMe,
Jlajiee IPUCTYIBI BO30OHOBUINCE. C 16 1eT 06beM exefHeBHOI 6a31ICHOI Tepanyy ObUI yBelTn4eH
J10 BBICOKUX /103 110 (ryTHKazoHa npomnoHary: ®opmorepon/bygeconns (4,5/160 mo 1 mHr. 2 pasa
B fieHb). Ha aToM oHe IpUCTYIbI 3aTPyHEHHOTO AbIXaHNA Oecriokonm 1-2 pasa B MecsIl, CoOXpa-
HA/IACh OfIBIIIKA ITPpY (PU3NYECKOIl Harpy3Ke U B HOYHOE BPeM:L.

B 15 neT oTMeueH [1e010T KO>XKHOTO ITPOLiecca B BUfie YPTUKAPHBIX BBICBIIIAHUI, OTEKOB JINIIA,
KICTell PyK ¥ HIDKHUX KoHeyHocTeil. Ha done mpuema IleTupusnuHa B BO3pacTHOI HO3MPOBKE
COCTOsAHME OBIIO KYIIMPOBAHO B TedeHNe CyToK. CIyCTA TpM JHA BHOBb MOABUINCH OTEKU U YPTH-
KapHble BBICBIIIAHNUA PAa3/INYHON ToKanu3anym. CBsA3u ¢ ynorpebneHneM IpOofyKTOB MIN MHBIMA
TPUITEPHBIMM (aKTOpaMyl YCTAaHOBJIEHO He 6bUIO. B Tepanuio 6b11 BosBpaieH leTnpusus, ogHa-
KO Ha (h)OHe JIeYeHNA BBICHIIAHNA HOABJIAINCH eKeIHEeBHO B KOmMdecTBe >50 37eMeHTOB, bec-
IIOKOM/IM TAKXKe OTEKM IIPEXHel JoKanusauuu. J[eBouka HEOJHOKPATHO TOCIMUTAIN3UPOBANIACh
B CTAIMIOHApBI 110 MECTY >KUTENbCTBA, Jo3upoBKa lleTnpusuaom 6bi1a yBemdena o 20 Mr/cyT,
VI KyIMPOBaHUA 000CTPEeHNIT IPOBOAVINCG KOpOoTKIe Kypchl cIKC — ¢ BpeMeHHbBIM MOIOXKN-
Te/bHBIM 3¢ (deKToM. B manbHeiieM BBUY 4acThIX peliuiuBOB O0e3Hn fo3uposka Lletnpusnna
Obl1a yBemmrdeHa 1o 40 Mr/cyT, B Tepalnio Ha JINTeNbHbII Hepuoy (6onee MecAla) ObUT Ha3HAUYEH
IpefHN30/I0H 40 MI/CYT per 0s, OMHAKO CUMIITOMBI 60/I€3HM COXPAHSAMNCD, COCTOSAHNE OCTABATIOCh
HeCTaOV/IbHBIM.

Onu3onbl YPTMKAPHBIX BBICBIIAHUII ¥ OTEKOB COIPOBOXKIAINCH BBIPAXEHHBIMYU OOIAMU
B KuBoTe. [loABuInCh TakKe 601N B IOKTEBBIX CYCTaBaX M IOJePTMBAHNA BEPXHUX KOHEYHOCTEIL.

OVISUKAJIBHAS IMMUATHOCTUKA

IIpu ocMoTpe: KOXKHbIE TOKPOBbI YMEPEHHO CyXMe, paCIpOCTpaHeHHbIe YPTUKAPHbIe, MeCTa-
MU C/IUBHbBIE, BBICBIIIAHMAC BBIPAKEHHBIM 3yHOM. IIacTO3HOCTD /uIla, KMCTENl PyK M HIDKHUX
KoHeuHocTell (puc. 1). VMHaekc aktuBHOCTM KpanuBHuUIbI 3a 7 cyTok (UAS7 — Urticaria Activity
Score 7) [5] 35 6an10B, COOTBETCTBYET TsDKENIOMY TedeHMIo 60/e3Hu. [ToIKOKHO-KIPOBas KIeT-
YyaTKa pasBUTa M3OBITOYHO, paclpefiesieHa paBHOMepHO. Ha BHyTpeHHell moBepxHoCTH Oenep
¥ TIOJIKOJIEHHBIX AMOK OOHapy>keHbl 6arpoBo-duoneToBble cTpyM. JJbIxaHue dyepe3 HOC CBOOOJ-
Hoe. IIpy ayckynpranmm JeTKMX AbIXaHME JKeCTKOe, PABHOMEPHO IIPOBOAUTCA BO BCE OTHENbI,
XpUIIBI He BhICAyIMBaoTCA. [Ipn hopcrpoBaHHOM BBIIOXe 3aKallIMBaeTcs. JacToTa AbIXaTelb-
HbIx aByoKeHnit (Y1111) 19 B mun. TecT mo xourtpomio Hag actmont (ACT-rect) [11] — 20 6annos,
COOTBETCTBYET YaCTUYHOMY KOHTPOJIO. IpaHMIIBI OTHOCUTENIBHON TYIOCTU Cepplla B IIpefienax
BO3pacTHON HOpMbI. ToHBI ceppua 3ByuHble, putMmudHble. YCC — 78 yu/mmH. JKuBoT mArkmit,

Puc. 1. CocTosiHME KOXXKHOro npoLecca fo Hayana aHTu-IgE tepanun OmManusymMabom
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0e360/1e3HEHHBIIT, JOCTYIIEH [Ty0OKOIT Ia/IbIIallNM BO BCEX OTHENAX. YMepeHHas 60/1e3HEHHOCTD
NP ABVDKEHMM B IOKTEBBIX cycTaBaX. OJHOKpaTHOE B3/lparMBaHye MbIIII] I/IeYeBOro Iosca ¥ pyK
110 TUITY MUOKIOHIYECKOTo napokcusma. Pusnonorndyeckue OTIpaBaeHNA He HapyIIeHBI.

. — ) MPEOBAPUTE/IbHBIN MTUATHO3

Ha ocHoBaHum >xano6, faHHBIX aHaMHe3a 1 (PU3NKaTBHOTO OCMOTpA OB TOCTAB/IEH MPef-
BapUTE/IbHBI UArHo3: «XpOHUYECKasi CIHOHTAHHAs KPAIMBHUIQA. AHTMOHEBPOTUYECKUIT OTEK.
BponxuanpHast acTMa, amreprudeckas ¢popma, TsDKeloe, YaCTUIHO KOHTPOIMpPyeMoe TedeHMe.
CeHcnbunmmM3anys K IieCHeBbIM Iprbam».

— | NIMUHAMJKA U UICXOObI

YdanThIBasg TAXKECTb COCTOSHMA ¥ PasHOOOpasye KIMHMYECKUX IIPOABJICHUII, IIPOTOKOI
00ceoBaHMs IeBOYKY B OT/E/ICHUY BK/IIOYA/I KaK 00s13aTe/IbHbIe, TaK 1 OTOTHUTE/NbHBIE 1a00-
paTOpHBIE ¥ MUHCTPYMEHTA/IbHbIE VICCTIENOBAHNA U KOHCY/IbTALMM Y3KUX CIIELMAIUCTOB.

[Toxasareny KIMHUYIECKOTO M OMOXMMMYECKOTO aHa/mu3a KPOBU B Ipefenax pedepeHCHbIX
3HaueHmit. C-peakTuBHBIT 6emok — 1,02 mr/n (Hopma 0-5).

[Ipy npoBemeHVM MMMYHOIOIMYeCKOro aHanmsa Kposu obummit IgE 80,03 ME/mn (Hopma
<200); IgG — 5,57 mr/mn (5,3-16,5), IgA — 0,42 mr/mi (0,8-4,0), IgM — 2,04 mr/mn (0,5-2,0).

Ina puddepeHIanbHON AMATHOCTUKNA C HAC/TIEACTBEHHBIM aHTMIOHEBPOTUYECKMM OTEKOM
OblI TIpoaHaM3upoBaHbl ypoBHU C3-, C4-KOMIOHEHTOB KOMIUIEMeHTa: 1,2 T/l mpu HOpMe
0,9-1,8; 0,19 r/n, Hopma 0,1-0,4 coorBercTBeHHO) U Cl-uMHrNMOMTOpa 3cTepasel — 1,01 YE/mi,
HopMma 0,70-1,30. OTcyTcTBUE OTKIOHEHMII OT pedpepeHCHBIX 3HAYEeHNUI 1 XapaKTepHOII KIMHIYe-
CKOJI KapTUHBI ITO3BOIVIIN UCK/TIIOUYNUTD JAHHYIO IIaTOIOTHUIO.

3HaunMble ypoBHI IgG K TOKCOKapaM, acKapyuiaM, 3XMHOKOKKY, OIIMCTOPXICY B CBIBOPOTKe
KPOBU 1 @aHTUTEH JIAMOMNII B peKanusax He 0OHAPY>KeHBL.

IIpu onpenenenny ypoBHeil TopMOHOB muToBuAHON Xenespl: AT-TT 32,2 Men/mn (Hopma
1o 40), AT-TIIO — 27 Mepn/mn (Hopma o 35), TTT' — 1 MMEq (Hopma o 4), T4 — 13,04 nmons/n
(Hopma 10-17), OTK/IOHEHMII He BBISBIIEHO.

AHTHUTeNA K ITIaAVIHY, TKAaHEBOJ TPAHCIIyTaMIHa3e U SHTOMM3UIO He OOHAPY KEHBL.

Pesmaroupusiit ¢akrop 9 ME/Mn (Hopma <14), antucrpentommsun O <27,59 MEp/mn
(HopMa <200) B mmpefienax pedepeHCHBIX 3HAYCHMIL.

TUTpBI aHTUTET K AaHTVHYK/IeapHOMY (aKTOPY He BBLABJIECHBI.

IIpu moobcnenoBanyy Ha aHanmsaTope ImmunoCap crenngnueckne IgE-anturena k amep-
reHaM MOJIOKQ, AMYHOTO Oe/Ka, K/IeVIKOBMHBI U IIIeHNUIIB He 0OHAPY KeHBI.

OueHka QyHKLMY BHEILITHETO [IbIXaHN BbIABIU/IA yMEPEHHbIE HAPYILIEHVS IIPOXOAVIMOCTI epH-
¢depuueckux 6ponxoB. PopcupoBaHHast JKVM3HEHHAs! eMKOCTD JIETKVUX ¥ 06beM (OpCUpPOBaHHOIO
BBIJIOXA 3a IIEPBYIO CEKYH/ly MaHeBpa (GOpCHPOBAHHOTO BbIoXa B HOpMe. [Tocie mpo6sl ¢ 6poHx0-
JMTUKOM 06patuMocTb — 19% (510 mir). I1py mpoBepKe TEXHMKM MHTa/IALNI BbIABIEHbI HEOYETHI,
npoBefeHo obyueHne. B 6asucHyto Tepanuio go6asneH MonTenykact 10 mr 1 pas Ha HOYb.

[To panHbIM Y3V OplOMIHON HONOCTY OOHApPYXXEHBI HPU3HAKY BTOPUYHBIX VM3MEHEHMWI
HOJPKETYOYHON >Kene3bl. lacTpopyonennt. KoHCynbTHpOBaHa racTpOHTEPOTIOrOM, Ha3Ha4yeHa
¢ubporacTpoayoeHOCKON NS, BbIAB/ICHHbIE M3MEHEHMsI COOTBETCTBYIOT T€YEHMIO XPOHIYECKOTO
racTpOJyofileHNUTa, ypeasHsll Tect Ha Helicobacter pylori oTpunarenpubiii. [laHbl peKOMeHAAIN
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Puc. 2. CocTosiHMe KOXU yepe3 4 Mecsua nocie Hayana aHTu-IgE Tepanuu oMannsymo6om

10 ytedeHuto (J3omenpason 40 mr/cyT, Tpume6yTun 600 Mr/cyT, amomuuus ¢pocdar 3 makeTnka
B CyTKM, yPCOAie30KCHXO0eBas Kucnora 250 Mr/cyr).

ITpoBenena KOHCyIbTalA peBMaTo/nora, pekoMmengobana KT mokTeBbix cycTaBos. I1o pesyib-
TaTaM UCCENOBaHUA KOCTHO-IeCTPYKTUMBHBIX M3MEHEHNI B 30He CKaHMPOBAHNA He BbIAB/IEHO.

KoHcynbTupoBaHa reHeTUKOM, IS MICK/II0YeHNs ayTOBOCIAUTEIbHOTO CUHAPOMA Ha3Haye-
HO JCCTIelOBaHIe TapreTHbIX 00/1acTell 83 reHOB — MyTaluil He 0OHaPYy>KeHO.

Y4uTbiBasg Hajau4uye HEBPONIOTMYECKON CUMITOMATUKM, KOHCY/IbTMPOBAaHA HEBPOJIOIOM,
HasHaueHO obOcrenoBanue. [1o faHHBIM Buie0-OI[-MOHUTOPUHTA 3apEerNCTPUPOBAH (HOTOIAPOK-
CM3Ma/bHBI OTBeT Ha ¢oHe porocTumysanyu, Waltz IV. Tlo faHHBIM MarHUTHO-pPE30HAHCHOI
TOMOTrpa¢uy rOIOBHOTO MO3Ta, OPraHNYeCKO ITaTO/IOTUY He BBLAB/IEHO. PeKOMeHI0BaHO cO6IO-
[leHVe peXXVMa JHs U OT/bIXa, HaO/MoleH e B AMHAMUKE.

Takum 06paszoM, B pesyibraTe IPOBEEHHBIX 00CIEOBAaHNIT TPUITEPHBII (pakTOp He ObLI
YCTAQHOBJIEH, YTO IOATBEPKAIO PaHee YCTAHOBIEHHDIN ITpe/IBAPUTEIbHbIN MarHO3.

BBupy pimTenbHOro, HeNpepbIBHO-PELMVMBUPYIOIIETO Te€YeHUsA KpalVBHUIBI, HaaM4usa
AQHIMOOTEKOB ¥ COIYTCTBYIOLIEI TSDKENOi, YaCTUYHO KOHTPOIMPYEMOI OPOHXMATbHOI acTMBI,
a TaK)Ke Pe3UCTeHTHOCTY K TPOBOAMMOII Tepanuy, B ToM uncie cI' KC, mocne nopnucanus nadop-
MMPOBAaHHOTO COITIACKsI POAUTENel VHULMMPOBAHA Tepanus MMMYHOOMOOTMYECKUM TFeHHO-
MH>KeHEepHBIM IpernapaToM OMannaymab B cTaHJapTHON peKoMeHayeMolt fose: 300 Mr TOAKOXXHO
Kaxpable 4 Hemenu [3, 5]. HexxenatenpHbIX peakiuil Ha BBeleHMe IIperapara He OTMeEYanoch.
B repanuu Takxe ocrapasca npegHn3onon 40 mr/cyt u Letupusun 20 mMr/cyT.

Co c/10B MOAPOCTKA M JAHHBIX MEIMLMHCKOV JOKyMEHTAIlMM, CIyCTS 2 HeflelM C MOMEHTa
BBIIIVICKY 13 CTallMOHapa ObIIO OTMEYEHO pe3Koe YMeHbIIeHNe YPTUKAPHBIX BBICBIIIAHNUIL, ICYe3HO-
BeHIe aHIM00TeKOB. [1o/] KOHTPO/IEM SHOKPIHOJIOTA IO MECTY XKUTENbCTBA IIOCTEIIEHHO Obl/Ia CHY-
xeHa jo3a c['KC ¢ mocnenyromeit X 0TMeHOI, a Takoke yMeHblieHa fo3a AI'TI2 go 10 mr/cyr. Ilocne
npoBefieHNA Tpex MHbeKuii OManusyMmaba Hab/M0gaIoCh BEIpayKeHHOe KIVMHIYEeCKOe YIydlleHe,
e[MHNYHBIE YPTUKAPUH TOAB/SUINCH 1-2 pasa B Mecsw,. CrycTs 4 Mecsiija 610m0rndecKort Tepanmm
ObUT 0OTMe4YeH perpecc cuMnToMoB KpammBHuULbl (UAS7 — 0) (puc. 2), KynupoBamich 6071 B XKIBO-
T€ U JIOKTEBBIX CyCTaBaX, YMEHBIINIACh YACTOTA U BBIPAXKEHHOCTb HEBPOIOTMYECKUX CUMIITOMOB,
3MM3070B OPOHX006CTPYKIMM He Obl10. [Ipy olleHKe COCTOAHNA, IOCIIe 6 MeCsIeB 0M0IOTNYecKoil
Tepanuy 060CTpeHN T KpalMBHYIIBI He OTMEYA/IOCh, COCTOSHNE OCTaBaIOCh CTAOV/IbHBIM.

\/&» TIPOTHO3

Y4uuTpiBass OTCYTCTBUE Y JIeBOYKV ITATOTIOIMYECKUX VM3MEHEeHWIT (MAMONMaTYecKmil XapakTep
00e3HM), BLAIOMVXCS TOAAEP>KUBAONIM TPUITEPOM KPAIIVBHUIIBI, XOPOIINIT OTBET HA TAPTETHYIO
TepamnIo, IPOrHO3 Te4eHN s 3ab0eBanys OrmaronpuATHbI. OfHAKO Takye (aKTOPbI, KaK BBICOKMII Iep-
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OMbIT 3ODPEKTUBHOIO U BE3OMACHOIO
NPUMEHEHUSA OMAJIU3YMABA

Y NOAPOCTKA C XPOHUYECKOW CITIOHTAHHOW
KPAMUBHULIEN...

BOHaua/IbHBIN Oasut (35) o uikane UAS7, comyTCTByIOLIME aHTMOOTEKH, SMM30/bI 060CTpeHuit, coxpa-
HEHJe CUMIITOMOB Ha (OHe NpVMeHeHMs CTaHAPTHBIX 103 HecelaTMBHBIX H1-aHTUIMCTaMIHHBIX
IpenapaToB MOTYT B/IMATb Ha TedeHue 3a00/IeBaHMA M COKpAIaTh CPOKu pemuccun [6, 12]. Hamrane
JaHHBIX (PaKTOPOB YKa3bIBaeT Ha HEOOXOMVMOCTD IINTEIbHOrO NedeHrss OManusymMadom.

OBCYXAEHUE

IIpencraBneHHbIN I KIMHUYECKUI CyYail JeMOHCTPUPYeT Ba’KHOCTb MCIIO/Ib30BAHUSA MYIIb-
TUAVCUUIUIMHAPHOTO IIOAXO0/Ia, B3aMMOJEIICTBME Y IPEEMCTBEHHOCTD Bpadeil pasIMYHbIX CIIeIN-
aJIbHOCTe! B BefleHMM TTALIMeHTOB C TsDKeMbIMu popMamu 3aboneBanys. Takoke oKa3aHa BBICOKAs
3¢ PeKTUBHOCTD U 6€30IaCHOCTD NIPUMEHEHN MMMYHOOMO/IOTNYecKoro npenapara OMannsymat
B JIeYEHU ! XPOHNYECKOV CIIOHTAHHOM KPalVIBHUIIBI, COIIPOBOXK/IAIOIIEICS aHTMOOTEKaMI U TsKe-
JIBIM, YaCTUYHO KOHTPO/IVIPYEMBIM TedeHNeM OpOHXMAIbHON aCTMBI y IIOAPOCTKA 16 j1eT.

9 deKTNBHOCTD 1 6€30MaCHOCTD UCIIONb30BaHMA OMOOTMYECKON Tepalli B a//IePTOIOT NI
OblIa TOKa3aHa paHee MPY JIeIeHUN TsDKeNbIX GOpPM aTommyecKoil OpoHxmanbHoIt acT™sl [12, 13].
Hasnauenne omamsymaba npu XCK oduumanbHo cTano Bo3MoxHBIM ¢ 2014 roga. Ha cerop-
HAIIHNI IeHb B EBpOIIENICKOM COITIacCHMTENbHOM JOKYMEHTE IO OIpefie/IeHNI0 KIacCupUKaII,
puarHoctuke u nedenmio kpanuBHuisl (EAACI/GA(2)LEN/EDF/WAO) Owmanusymab ykasaH
B Ka4eCTBe eVIHCTBEHHOTO OMO/IOrYeCKOro IIpenapara, pa3pelieHHOro K IPYMeHEHWIO IIPY pe3u-
crentHocTu K ATTI2 [3].

ITocne 3aBepmiennsa kamHmdeckux nccmegoBanmit III daser ASTERIA 1 u II, a Taxke
GLACIAL, Omanusyma6 6pi1 ofobpen YipapjieHNeM IO CAaHUTAPHOMY HAfi30py 3a KaueCTBOM
NUIIeBbIX NpoAykToB U MeaukaMeHTOB CIIA m EBpomeiickuM areHTCTBOM JI€KapCTBEHHBIX
cpencts A nedeHnsa XCK y gereit B BospacTte 12 jeT u crapiue u 3apeructpuposan B Poccun
[14, 15, 16]. B 2015 ropy 6bUIM ONMYO/IMKOBaHBI pe3y/IbTaThl MeTa-aHa/IN3a 7 PaHIOMU3UPOBAH-
HBIX JBOJVHBIX CJIEIIBIX, IIal[e00-KOHTPOMMPYEMBIX JCCIENOBAaHMII IO OlleHKe 3¢ deKTUBHOCTU
u 6e3omacHocty Omanmaymaba ¢ yuactueM 1312 manuenTos, crpagaromyx XCK. JlanHble MeTa-
aHaM3a 00ecreunIn JOKas3aTelNbCTBO BBICOKOI addekTnBHOCTN U 6e3omacHocTy OManusymada
B 03e 300 Mr KaXkKzible 4 Hefie/, He 3aBUCHMO OT MacChl Tena 1 ypoBHs ob1uero IgE [17].

[TepnofMYHOCTD OLIEHKYM COCTOSHMA MalyeHTa Ha (oHe Tepanuy OMann3ymMaboM — Kax/jble
3 mecana. OnTuManbHasA TPORO/DKUTETbHOCTD JIeUeHNSI He YCTaHOBJ/IEHA, PeKOMEHIYeMbIl Kypc
Omamnaymabom npu XCK — 6 mecsues. beicTpas oTMeHa IpenapaTa MOXKeT CIIPOBOLMPOBATb
HosIBJIeHMe peryyBa [5]. Y Hamleil anyeHTKY HEeIlOTHbI OTBET Ha Tepanyio ObUI OTMEYeH yiKe
4epe3 2 Hefle/y IOCIe TIePBOIl MHBEKLMY, peMIccus ObIa JOCTUTHYTA Yepes 4 Mecsla JIedeHus,
OJIHAKO, YYUTHIBas BBIPA)KEHHOCTb VICXO[HBIX BBICHIIIAHMII (BBICOKUII IepBOHAYA/IbHBIN Oayl
no mkane UAS7 — 35), Hamu4me aHTMOOTEKOB U KOMOPOUIHBIN QOH, IeBOYKe OBIIO PEKOMEH/IO-
BaHO JUINTEIbHOE JIeueHVe TeHHO-MHXEeHEPHBIM IIPerapaToM.

3AKJTIOUEHUE

XpoHudecKkasi CHOHTaHHAsA KPalVBHUIIA SABJIAETCA aKTYa/JIbHON MeUKO-COLMAIbHOI IPO6-
7eMo. BBuay OTCYTCTBMA CTaHZAPTM30BAaHHBIX /1A [ETCKOM KaTeropuyu IalJMeHTOB TECTOB
s onpeneneHusa ¢GeHoTuIa 3abomeBaHys, a TaK)Ke YCTAHOB/ICHHBIX BO3PACTHBIX OIPaHMYEHMUI
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Ha VCIIO/Ib30BaHMe JIEKAPCTBEHHBIX CPENCTB, KYNMPYIOINX CUMIITOMBI, BefieHre mereit ¢ XCK
BBI3bIBaeT TPyAHOCTHU. OMamu3ymMad — eMHCTBEHHBIN OMOTOTMYECKIIl IpenapaT, 06/ Iagatonuit
BBICOKOJI 6€3011acHOCTBIO U 3¢ (PeKTMBHOCTBIO, paspelleHHbIl K mpyMeHeHuto npy XCK y manu-
€HTOB C 12 71eT.
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MYNbTUANCLUNANHAPHBIM NOAXON,

NPU NEYEHUN KOMOPBUAHbBIX
TH2-ACCOLMUPOBAHHbIX BOCMAJIMTEJIbHbIX
3ABOJIEBAHUN

MYNbTUAUCLUUNAUHAPHbIA NOAXOA
NP NEYEHUU KOMOPBUAHbIX
TH2-ACCOUMUPOBAHHDbIX BOCNAJIUTEJIbHbIX
3ABOJIEBAHUA (ATOMUYECKWUA OEPMATMT,
BPOHXWUAJIbHAA ACTMA, AJITEPTUYMECKUW PUHMT,
303UHO®UJIbHbIA 330DATUT)

C.I. MakapoBa, A.A. Tanumosa, C.C. Basankuna, O.A. Epemko, H.H. Mypamkus,
M.M. JIoxmaros, P.B. Ennmes, T.H. bBygknna, C.K. Apm6a

OBOCHOBAHME

Poct aTonmyeckux 3abojeBaHMil SAB/IACTCSA CePbEe3HOI MPOOIEMOT 001IeCTBEHHOTO 3/IpaBo-
OXpaHeHMsI, 3aTParnBaloIlell JIIoiell B Pa3BUTHIX M Pa3BUBAIOLINXCS CTpaHax [1].

Hecmorps Ha TO, 4TO Takme 3aboneBaHms Kak aronmdeckuit gepmatut (Ar]l), 6poHxmannb-
Has actMa (BA), muiieBas ajneprus u gpyrue, IMpefcTaB/IsAIT co00il reTepOreHHbII Habop pac-
CTPOJICTB, BIUAIIINX HAa pasJN4Hble OPraHbI-MUIIEHN, OHY MMEKIT obuie QyHAaMeHTalIbHble
MeXaHU3MBbI aJ/IeprUYecKoro BocnaneHus [2]. BemeHne manyeHTOB co CpeSHETSKENbIM U TsDKe-
NIBIM TeYeHUeM ajUlepruueckux 3abomeBanmit, Takux kak Atll, BA, sosunodunbHbll 930darut
(209), sABIsAETCS Cepbe3HON 3ajiauel il Bpadell, IpM 3TOM JyIs MallieHTOB IETCKOrO BO3pacTa
TepaneBTNYeCK/e BO3SMOKHOCTY 4YaCTO OrpaHNYeHbl. JleueHne CCTeMHBIMY ITIIOKOKOPTUKOCTEPO-
upamu (I'KC) 1 mMMmyHOCynpeccopaMu nmeeT HeOIaronpuATHbIE TOCTEACTBUA B IOITOCPOYHO
IepCIeKTBe, KpOMe TOrO, 3HaUNTeIbHasA YacTh MALIEeHTOB OCTAETCA PEe3UCTEHTHON K POBOJU-
MOJI Tepamuu. B aTux cly4asx IpuMeHeHVe HOBBIX OMOJIOTMYECKUX IPeNnapaToB sBJAETCS Jeil-
CTBUTE/IbHO IHHOBAIVIOHHBIM TepaIleBTINYeCKM IOAXoaoM [3, 4].

B MupoBoil mepmaTpuyecKoil MpaKTHKe OMMCAH OfMH CIydail MalyeHTa ¢ OpOHXMAIbHO
aCTMOJI ¥ COIYTCTBYIOLIEN a/lIepOronaTojIorueil, KOTOPBI JOCTUT OOBEKTUMBHOTO YIYyYILIEHVS
U BCeX MMEIOLIVXCs Y Hero aronmdeckux 3abonesanusix (BA, At]l, EoE, 309, nommmHos, xpo-
HUYECKUI CUHYCUT) IPY JIeYeHNY JYIVIyMaboM — IeHHOMH)XeHEPHBIM OMOIOTMYeCKUM IIperna-
paroM, IeiiCTBIe KOTOPOTO OCHOBAHO Ha MHTMOMpoBaHuu peuentopos VJI-4 u VJI-13 [5].

B namem IlenTpe ycrnemrHo mpoBOAMTCA TapreTHas TepanusA Tsokenoro TedeHusa Atll, BA,
HO JIaHHBIJ C/Ty4yall YHUKA/JIEeH TeM, YTO coueTaeT B cebe 6omee Tpex KOMOPOVHBIX COCTOSHMUIA,
OTATOIIAIIINX TeYeHye APYT gpyra.

KJTMHUYECKWUN NMPUMEP
® O

Manpuuk C., 5 net 11 MecA1eB, IOCTYIWI B OTJe/IeHNE IEPMATOIOTUI C IPYIIIION J1a3epHO
xupyprun ®IAY «HMMUILI 3popoBbs mereit» MuHsznpasa Poccyn s puHaMmdeckoro Habmwope-
HIA ¥ KOPPeKLIMM Tepanun Tskenoro Atll.
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JKano6s! mpy nmocTyrieHnn: pacupocTpaHeHHbIe KOKHbIE BBICHIITAHNS, COPOBOXKAAONIIECS
BBIPQKEHHBIM 3y[OM; PelVIVBYUPYIOIE SIM30A4bl OPOHXOOOCTPYKINIL; NMPOSBICHNUS PUHUTA,
KOHDBIOHKTMBUTA B TeY€HME TOfia, C YCUIEHUEM B INE€PUOJ] LIBET€HNUA [epeBbeB; HEJOCTAaTOYHBIN
HabOp MAacChl Teya, epUoANYecKye SI304bI 3aTPYHEHMS [TIOTAHUS, PBOTBI, OTPBDKKIL.

HacnencTBeHHOCTD 1O a/UlepruuecKuM 3a0ojieBaHNAM OTsATolleHa: y MaTepu — DBA, At[l;
y crapuiero 6para — ITA, anjmepriuyecknii pyHNUT.

Pe6eHok oT BTOpOIT OepeMeHHOCTH, MpOTeKaBuleil (U3MOMOrNIecKn, BTOPHIX CaMOCTO-
ATEIbHBIX POIOB B CPOK. Macca Tena npu poxxgeHun 2550 1, gymHa 52 cM. OnjeHKa IO LIKaje
APGAR 7/7 6amnos. Ha rpygHOM BCKapMIMBaHUM HaXomwIcs fo 1 roga 5 Mecsles, IPUKOPM
BBeJleH C 6 MecCsIeB.

C nepBoro Mecsa XusHu 6ecriokovy nposisnenns [1A B Buje BbIChIIaHMiT Ha KoXe. B Bo3-
pacte 1,5 1eT 10 pe3y/IbTaTaM IPOBEIEHHOTO a/I/IePro/IOTNIeCKOro 00C/IeJOBaHYIA, BbISAB/ICHA CEH-
crbumm3sanys K 0eJIKy KOpoBbero MojIoKa. Pe6eHOK ObIT ITepeBeieH Ha MUTaHVe CMeChio Ha OCHOBE
KO3bero MOJIOKA, B pe3y/IbTaTe 4ero OTMEeYasIoch YXy/lIeHe KOXKHOTO Ipoliecca, IOsABU/INCDH B3]y-
Tie U1 60/ B )KUBOTE, 3aII0PbI, IPOXXIIKM KPOBU B CTY/Ie. B 2 rofja 6 MecsIieB nepeBeieH Ha CMeCh
Ha OCHOBE YAaCTMYHO TUPONNM30BAHHOTO MOJIOYHOTO 0ejKa, KIMHMYECKOTO YIYYLIEHUs TaKKe
He 0TMeYasoch. [Ipu MOBTOpPHOM 06C/IejOBaHNY BBISIBIEHO paclIMpeHIe CIeKTpa CeHCHOmnm3a-
L[ K NIMILEBbIM a/lJIepreHaM.

C 3 nmer teyenme AT]] HOCHIIO TS KeNbIl HENPepPbIBHO-PELUAVBUAPYIOMINI XapaKTep, Ipo-
BOZIMMas Hapy)kKHas NPOTMBOBOCHANINTENIbHASA Tepalysa — C BpeMEHHBIM HENpPOJO/DKUTE/IbHBIM
addexTom.

OpHOBpeMEHHO C yXyZLIEHeM COCTOAHMA KOXKHOTO IAaTONOTMYECKOro MPOollecca yCUINIUCDh
607111 B XKUBOTE, TOSBYJIACh OTPBDKKA, SNM304YeCKI BO3HIKAJIa pPBOTA, IIPOXKMIKY KPOBU B CTYIIE.
ITo manubIM 930¢aroractpopyoperockonyy (IIIC), mpoBefeHHBIX B Bo3pacTe 3 11 4 JIeT BBIABIEH
KaTapanbHbIl pedIoKc-930(arnT, SpO3UBHBII OY/IbOUT, TOBEPXHOCTHBIN aHTPAIbHBII aCTPUT,
TI0 TIOBOZY 4ero Ma/IbuiK HAOTIOfa/ICsA racTposHTeponoroM. OJHAaKO OTMeYanoch yCulIeH e BbIpa-
YKEHHOCTU cuMNTOMOB ITA: mpu ynorpe6/1eHuy MOIOYHBIX IIPOAYKTOB U SIUI, — PBOTA, OTPbDKKA;
TPEYKN U pyica — yAYIIbe; 010K — pUHOKOHBIOHKTVBA/IbHBI CUHAPOM. PeO€HOK HEOIHOKPATHO
KOHCY/IbTYIPOBAH JMI€TO/IOTOM, Ha3Ha4eHa 0e3MOoJI04Has1 Oe3III0TeHOBas TUIIOA/UIepTeHHast IMeTa,
IIpoBefieHa KOPPeKIs palioHa, Ha OHe 4ero OTMedanach HeKOTOpasi IOIOXKUTe/IbHAs JUHAMU-
Ka, a TaK)Ke BpeMeHHOe YMeHbIIleHye 60/1ell B )KIBOTe ¥ HOPMaIn3auys CTy/Ia, HO AyeTa CTPOro
He cOOII0aIach.

C geTbIpex /1eT cTam 6eCIIOKOUTD SMM30/bl Ma/JIONPOAYKTVBHOTO KAlllIsA, OfbILIKY, IIPUCTY-
IIBI 3aTPYHEHHOTO /IBIXaHV Ha (POHE OCTPBIX peCIMPATOPHBIX MHDEKIVIIT, P1U3MIeCKOIl HaTPY3KH,
CMEHBI ITOTO/Ibl, B IIEpMOJ, aKTVBHOTO IIbIJIEHN iepeBbeB, KYNMPYIOLIEeC] MHIAJIALINAMYA KOPOTKO-
HeVICTBYIOIMX OpOHXOMUTUKOB 1 HranAnyoHHelx [KC. B aToT ke mepuoy npucoeRuHMINCDh Ipo-
SBJIEH)S1 PUHOKOHBIOHKTUBA/IbHOTO CMH/IPOMA B TeUeHNe TOfia, C YCUIeHNeM IPeVMYIeCTBeHHO
BECHOJI. BplAB/ieHa ObITOBas ¥ IbUIbIEBas CeHCHMOMMM3anys. AJUIeprooroM ObUI YCTaHOBJIEH
nuarHo3: «BbpoHxmanpHas acTMa, arommyeckas ¢dopma CpefHeTsDKesoro tedeHus. IlommmHOS3:
PUHOKOHDBIOHKTUBA/IbHBIN CUHAPOM. AJIIEPIMYECKNil MEePCUCTUPYIOINIA PUHUT. ATONNYECKUI
IepMaTnT, feTcKasi hopMa, pacpoCTPaHEHHBIN, TSDKETOro TedeHysi. MHOXKeCTBeHHasl MiuIieBas
amneprusi». HasHauena 6asymcHas MHTajAIVIOHHas Tepanysi (UIyTMKAa30HOM IIPONMOHATOM —
200 MKr B cyTKH. PerynsapHo npoBoauiach Hapy>KHast M CUMITOMATIYeCKas Tepanis, peKOMeH0-
BaHO COOIIOfieHIe CTPOroil 6€3MO/I0YHOI 11 O€3ITTIOTEHOBO JVETHI C MCK/TIOUEHNEM SILL.

OpHako 13-3a COXPaHAIONIVIXCA MM3040B OPOHX00OCTPYKINIL 1 eXKeHe[eTTbHO OTpeOHOC-
TY B KOPOTKOJIEJICTBYIOIVIX OPOHXO/MUTHMKAX, HAPYIIEHUII IIPOXOAUMOCTY Ha ypoBHe mnepude-
PUYECKUX OPOHXOB U IIOJIOKUTENIbHON NMPOOBI ¢ OPOHXOMUTUKOM, IIpOBeleHa 3aMeHa 0a3VCHO
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MYNbTUANCLUNANHAPHBIM NOAXON,

NPU NEYEHUN KOMOPBUAHbBIX
TH2-ACCOLMUPOBAHHbIX BOCMAJIMTEJIbHbIX
3ABOJIEBAHUN

Tepanmy Ha KOMOMHUpPOBAHHBIN Ipemapar (cajMeTeporn + (UIyTMKa3OHa INPOIMOHAT) B 03
25/250 mkr mo 1 mHranAnvm 2 pasa B cyTku. Ha sTom ¢oHe yacToTa NMpUCTYIOB COKpaTUIach

Puc. 1. Cnunsucrasa o6onouka nuiesoaa
C NMPoSAB/IEHUAMUN 303UHOUIILHOrO 330haruTa
(no neyeHusn). Cnnsncrtasg 0607104Ka OTEYHA

C NPOAOJIbHOW UCYEPUYEHHOCTbIO

(c yrny6neHuaMu cnm3ncTonm o60/104KN),

6enbiMn 06/1aKOBUAHBIMU HaNétamu,
3aHUMaIOLLMMUK MO NoLaan

0oKono 10% cnnsmcTom 060/104KHN

Puc. 2. F'mcronornyeckuin npenapar. MNuweson
(no neyeHust). MHOroCnoWHbIN NAOCKUN
HeopOoroBeBaloLLNI INMUTENINIA, MHOXXECTBEHHbIe
MeX3nuTennanbHble 303UHOMUIbHbIE
rpaHynounTbl. YBenuyeHue o6bekTuaa x40.
OKpacka reMaTOKCUJIMHOM U 303UHOM
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1o 3-4 pas B mecsn. ITocne koppexiuu 6asuc-
HOI Tepanuy (¢ 5 71eT) CTamy OTMeYaThCs SNU-
304bl fucdarny, y4aileHne OTPBDKKM, PBOTBI,
HedUIUT MacChl Tela, HECMOTPsI Ha coOimofe-
HUe TAPTeTHOI IMeTOTePATIIA.

OUN3NKAJIDHAA

OVUATHOCTUKA

[Ipn mocTymneHun obuiee COCTOAHME
TsDKenoe. Macca tema 17,9 kr. Poct 110 cm
(z-score: WAZ -1,93; HAZ -2,27; BAZ -0,52).
Ko>XxHBINI MaTO/NIOrM4ecKuili Mpouecc HOCUT
paclpoCTpaHeHHbII CUMMETPUYHBIN OCTpPO-
BOCITAJINTETbHBI XapaKTep M JIOKa/lIN30BaH
Ha KOXXe TOJIOBbI, /NMIIA, TY/IOBUIIA M KOHEY-
HocTeil. CyObeKTMBHO —
3yn. JIpixaHMe uepe3 HOC He 3aTPYyHHEHO.
AyCKy/IbTaTUBHO AbIXaHME C )KECTKUM OTTEH-
KOM, PaBHOMEPHO IIPOBOANTCS BO BCE OT/EIIbI
JeTKUX, XpUIbl He BpIcHymmBaoTca. YO0 —
25 B munyTry. YCC — 118 yna/mun. Kopenb
A3bIKa 0070KeH OenbiM HaneroM. Cryn 1 pas
B 2 #Hs1, 0pOpPMJIEHHBI, 6€3 MaTONMOrnIeCcKIx
npumeceit. Iusypun Her.

[Tpn maboparopHOM 06C/IeOBaHUY BbISB-
neHa yMmepeHHass sosuHOGumusA: 0,96x10°/1
(14%), BBIpaXKeHHOE MTOBBIIIIEHVIE YPOBHSI 00111e-
ro IgE — 5285 ME/m.

ITo pesynpratam Y3Vl opraHoB 6pronrHoi
MOJIOCTY — IPU3HAKM YBEIMYEHMS >KETYHOTO
ITy3bIps, BTOPUYHBIX M3MEHEHMII MO KeTygod-
HOJIT >KejIe3bl, TelaTOoCIIEHOMEeraann, u3MeHe-
HU TApEeHXVMBI [TeYeHY, Me3aJIeHNTA.

YuuTbiBasg COXpaHsAIIMecs 00N B KK-
BOoTe, pasButue aucdaruy, HeZOCTATOYHOTO
apdexTa OT IPOBOAVIMON MeLUKAMEHTO3HON
Tepanuy ¥ SAMMUHALMOHHON JueToTepanun,
6buta mpoBefieHa puarHoctudeckas IITC co
B3ATHEM OMOIICUM, BBIABIEHBI 3HIOCKOIYE-
ckue npusHaky 303 (EREFS — 5 6.) (puc. 1),
TUCTONOTMYeCKas KapTHA COOTBETCTBYET IPO-
saBeHrsAM D09 (303uHOodMIbI fo 37-50 B mone
3peHus npu yBemmdeHnn x400) (puc. 2).

VHTEHCUBHBIN



\—
IIPEJIBAPUTE/ILHBIV TVIATHO3

«ATomyYecknii ;lepMaTuT, ieTcKas GopMa, paclipoCTPaHEHHDIII, TSDKeNIoe TedeHe, CTafus 000CT-
peHisI, OC/IO>KHEHHBII BTOPMYHBIM MHOUIIMPOBaHeM 1 9K3eMaTusanueil. bpoHxnanpHas actMa, aTo-
mrdeckas GopMa, TKeNoe MepCUCTHPYIoliee TedeHNe, YaCTIIHO KOHTponupyeMast. [1o/mmHo3: ce30H-
Has OpOHXMAbHAsA ACTMA, PHOKOHBIOHKTMBAJIBHBIN CHHIPOM, IIOJJOCTPOE Te4eHue. Aeprideckinit
HePCUCTUPYIOMMIT pUHNUT BHe 06ocTpeHs. [Inimesas ayieprua. D03MHOPUIBHBIN 930parnT».

OIVUHAMUMKA U ICXOTIbI

B cocraBe xommiekcHolt Tepanuu nedenus At/l, BA, HasHadeHa Tepanusa 303 oral viscous
budesonide (OVB): cycnensus OygecoHnza + aHTAIMHbIIA IIperapar 2 pasa B CyTKHU 4epe3 30 MUHYT
IIOCTIe efibl, 330Menpa3or 20 MT Ha HOYb, a TAK)XXe MPOJODKEHO CoOoieH1e 6e3MOMouHOI 1 6e3-
IJIIOTEHOBOJI AMETHI C ICK/IIOUeHNEeM ANL], B IUTaH/e BBe[leHa aMIHOKICIIOTHAS CMeCh.

JInsa OLleHKM pesynbTaToB Tepammy D0 depes3 3 MecAla MoBTopHO nposefeHa IIJIC co
B3ATMeM Omorncyuy. [IMarHOCTMpPOBAH JVICTA/IbHBIN KaTapaabHbI 230darnt. HesHaunrenbHo
BBIpOKEHHbBIe 3HAOCKommdeckre npusHaku oD (EREFS — 1-2 6.). AHTpasbHbII TIacTpUT.
Mopdornornyeckas KapTuHa 6M0ITaTa COOTBETCTBYET MPOABIICHNIO D0 € IONTOXKUTETbHON JUHA-
MVKO¥ (903MHO(MIBI 10 25-36 B Io7Ie 3peHuA mpu yBemmdeHnn x400).

Ha ocHOBaHUY IPOBOAMMOIL TePAINM MOXXHO OTMETUTD ITOJIOKUTENbHYIO JMHAMMKY MOKa3a-
teneit z-score (WAZ -0,43; HAZ -0,32; BAZ -0,37), a Takxe yMeHblIeHMe 60Iell B XXIBOTe ¥ HOP-
MajM3anys CTY/Ia, KYIMPOBaHNe CUMIITOMOB AC(Harum, pBOTHL.

B cBA3M C TSKECTBIO PacHpOCTPAHEHHOTO KOXKHOTO ITAaTOIOIMYECKOTrO IIPOLecca, pe3yCTeHT-
HOTO K IpoBoAuMMOMY JedeHnto tormmdeckymy ['KC, MecTHBIMM MIMMYHOCYIIpeccopamyl, HaludueM
COITY TCTBYIOLIMX a/UIEPIMYECKUX 3a00/IeBaHMil, @ TakKe OTCYTCTBMEM IIPOTHUBOIIOKA3aHWiT, peOeHKy

JIONIOJTHUTE/IbHO Ha3HA4YeHa Tepamys TeHHO-MHXXCHEPHBIM OMOIOTMYECKUM IIpeIapaToM JyInIy-
MaboM, koTopas nHunMuposaHa B despare 2021 r. Ha ¢oHe mpoBoayMoi KOMIUIEKCHOJ Teparm
depe3 8 MecsiieB ObUIa OTMeYeHa BBIPRKEHHasl MOJIOKUTENbHAs AMHAMMKA CO CTOPOHBI KOXXHOTO
IPOLIeCCa, YAAIOCh JOCTNYb O0jIee IPOIO/DKUTENbHbBIX peMuccuit At/l, cHusmIach yacrora 060ocTpe-
H1it BA, 4TO O3BO/IM/IO YMEHBIINTD 03y 06a31MCHOI Tepanuy, 06beM U IIOTPeOHOCTb B CUMIITOMAT-
4ecKoil Tepanuy. TakKe yIanmoch BBECTY B PAIL[VIOH MOJIOYHbIE IIPOAYKTHI U SIVIa B COCTABE BBIITEYKIL.

W

HecmoTps Ha mporpeccupoBaHme pasBUBIINXCS Y JaHHOTO pebenka Th2-accormmpoBaHHbIX
3a00JIeBaHMIT, OTMEYAETCsl TIOJIOKUTENbHAS JUHAMMKA (YMEHbIIeHVe YaCTOThI 1 TSDKECTU 000CT-
pennmit At]l v mpuctynos BA, ynydineHne cocTOSHMS BEPXHUX OT/[€/IOB NIIeBAPUTEIbHOI CHUCTe-
MBI KaK MOp(]omorndeckn, Tak M KIMHNYECKN) Ha pOHe IPOBOAVMOTO KOMIUIEKCHOTO MY/IBTU/IVIC-
IUIUIMHAPHOTO ITATOT€HeTMYECKOT0 TePAIleBTIYECKOTO MOAXO0A.

OBCYXOEHUE

Braropaps MOHMMaHMIO TATO(PV3OIOTUY AJUIEPTYUN CTAJIO TIOHATHO, YTO aTOMMYECKMIT MapII
IpefCcTaBAeT cOO0 CTepeOTUITHOe IPOrpecCupoBaHe COCTOAHNIL, KOTOPBIE IMEIOT 00IINe TeHe-
TUYECKMe U 9KOJIOTMYeCKye Ipefpacnonarammye GakTopsl, a Takke o0IIye MMMYHOIOIMYecKye
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MYNbTUANCLUNANHAPHBIM NOAXON,

NPU NEYEHUN KOMOPBUAHbBIX
TH2-ACCOLMNUPOBAHHbIX BOCIMAJINTEJIbHbIX
3ABOJIEBAHUN

IpU3HAKM BOCHANMNUTeNbHOI peakuyy Th2-Tuma, KoTopas NpUBOAUT K obpasoBaHmio crenydu-
veckux IgE, akTuBaIuy rpaHyIOLUTOB M APYTUM OCOOEHHOCTAM, TaKMM, KaK 00pa3oBaHue CIM3K
n orek. Kmaccuueckn mapm HaumHaeTca ¢ At/l n mporpeccupyer po IgE-onocpenosannoit I1A,
BA u amnepruyeckoro punura [6]. Taxoke CyIecTBYIOT JaHHBIE, TIO3BO/IAIONINE IIPEAIIONOXNUTD,
4T0 303 MOXKEeT OBITb OJHOI U3 CTYIIEHel aTomndeckoro Mapua [2]. OnucaHHbI TaTOreHeTNYe-
CKMII MEXaHM3M HaXOIUT CBOE MOATBEPXK/IEHNE B YACTOTE BBIABIAEMOCTY COITyTCTBYIOLIUX ajljlep-
TMYeCKNX 3ab0meBanuil y naryeHTos ¢ 909. ITo JaHHBIM MCCIefOBaHNA C yIacTeM 449 maIeHToB
¢ D09, npuMepHO 3/4 mareHToB UMenu XoTs Ob1 ofHO 3aboneBanne (BA, At]l nnu aymmeprudecknit
puHNUT), 1/2 — pBa aTonmyeckux 3aboneBaHus, a 1/4 maryeHTOB MMeIy BCe TPY BapuaHTa MOJ00-
Hoit naronoruyu [8]. Kpome Toro, 903 nmeeT o6111e reHeTUYECKIE YePTHI CO BCEMM JPYTUMM IPO-
ABJIEHVMAMY Mapllia, BKII0Yas IOIMMOPPM3M B TUMYCHOM CTPOMajbHOM jMMdonosTuHe (TSLP)
U Ipeobpa3oBaresie CurHaa u akTuBarope Tpanckpuniuu 6 (STAT6) [9, 10]. OTu gaHHBIe MOTYT
CBUJIETE/ILCTBOBATD O TOM, YTO D0 ABJAETCA MO3JHMUM IIPOABIECHMEM a/ITIEPTMYECKOTO MapIla.

B Llentpe ¢ 2019 mmo 2022 rop 3aperncTpupoBaH 21 peOeHOK ¢ 93HJO0CKONMIeCK 1 MOpGoo-
TMYeCKV TTOATBEeP>KeHHBIM AMarHo3oM 303, 14 (67%) 13 KOTOPBIX MMEIOT OTATOIIEHHBbIN ajliep-
TOJIOTMYECKUII aHAMHe3.

[IpuBeneHHDI KIMHNYECKNIT IPUMep MeAMaTPUYecKOro MalyeHTa YHIKa/IeH pasHoobpasu-
eM U TsDKeCThI0 (GOPM IPOSIB/IEHNUI aTOMMYECKOTO MaplIlla, a TAK>Ke BBIPaXKeHHOI TIOTIOKUTETbHOM
AMHAMUKOI COCTOSIHUS TPV KOMIUIEKCHOM IIOZIXOfie K JIEUeHMIO a/IeprMuecKux 3aboreBaHMI,
BK/II0Yasl Ha3Ha4YeHe TapreTHO Tepamum.

3AKJTIOMEHUE

Atommyeckue 3a00eBaHNA BOSHMKAIOT B pe3ynbraTe Th2-BoCIannTeIbHOrO OTBETA, BBI3BAH-
HOTO IIMPOKUM CIEKTPOM a/JIepreHOB, KOTOpble IPUBOJAT K Pa3/INYHbIM MMMYHHBIM PEeaKLVAM,
Ky/IbMJHAIVell KOTOPBIX ABJIsAeTCA BhIpaboTKa MMMyHOro6ynuHa E. Pemnaronee sHaueHne B marore-
He3e aTOIMYeCKOro JepMaTuTa ¥ APYIVX a/UIepriudecKyx 3aboeBaHmit, BKI0Yas acTMy, 1A, amnep-
TUYECKIIT PUHUT, D03 UTPAIOT IABa KIHOYEBBIX INTOKMHA — vHTeprneiikuH 4 (VJI1-4) u 13 (MJ1-13).

Oynunrymab, MOHOKIOHA/IbHOE aHTUTENIO YelIOBEeKa, KOTOpOe OHOBPEMEHHO WHIMOupyer
peuenropsl VJI-4 n VJI-13, mpofeMOHCTPUPOBAJIO 3HAYUTEIbHYIO KIMHIYECKYI0 9 PeKTUBHOCTD
npu At]] u BA [11]. Tor daxT, 4T0 9TV 3a60/I€BaHN YaCTO BO3HUKAIOT KaK COITyTCTBYIOLINE, pea-
TPy Ha OIHY U Ty >Ke Tepallnio, MOATBepKAaeT, 4To VJI-4 u VJI-13 urparwT LeHTpalbHYIO pOlb
B peryIMpOBaHNM ITATOTeHe3a JAHHBIX aTONMYeCKuX 3aboneBannit. XoTs AymmiyMad He ofoOpeH
I medeHus D09, B HAcTosALlee BpeMs IPOBOAUTCSA BTopas ¢asa MCCIENOBAaHUA Y B3POCIBIX,
KOTOpas I0Ka3ajaa YMeHbIIeH)e KaK CUMITOMOB Jycdarnu, Tak U KOIN4ecTBa BHYTPUSIUTENN-
aJIbHBIX 903MHOGWIIOB [12].

JaHHBI cay4all NOGYEpKMBAeT 3HAYMMOCTb IIATOTEHETUYECKON Tepanuy, Ha3HA4eHHOI
pebeHKy ¢ KOMOpPOMIHOI aTOINYeCKOIT TaTO/IOT eI
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no3aHAa AMATHOCTUKA MYKOBUCLIUAO3A
Y NOAPOCTKA

no3gHAaAa AMATHOCTUKA MYKOBUCLIMOO3A
Y NOAPOCTKA

O.1. CumoHoBa, A.A. KpacokoBa, O.B. Kycrosa, A.A. Ilymkos

OBOCHOBAHME

Myxkosuciypo3 (MB) wm xucrosusiit ¢pubépos (CYSTIC FIBROSIS CEF, OMIM 219700) —
penkoe/opdaHHOE ayTOCOMHO-pellecCMBHOE 3abojIeBaHMe, XapaKTepuaylolleecs MOpakeHNeM
BCeX 9K30KpMHHBIX kerne3. Cpenyu opdaHHbIX 3ab6onmeBanne MB cumTaeTcsi OHUM 13 CaMbIX 4acTO
BCTpevaromyxcs. [IpyuanHa — MyTanuy B reHe MYKOBUCLIMO3HOTO TPAaHCMEMOPaHHOTO PeTry/aTo-
pa nposopgumoctyu (MBTP; CFTR — auri., Cystic Fibrosis Transmembrane Conductance Regulator)
[1-3]. Ter MB HaxopnTCA Ha [IMHHOM IUTeye 7-71 XpOMOCOMBI U OTBeYaeT 3a paboTy be/nka Ha MeMO-
paHax SMUTeMNATbHBIX KIeTOK. IIponcxoauT HapylleHue OBVKEHMS VIOHOB XJIOpa Yepes3 KIeTod-
HYI0O MeMOpaHy, 4TO IPUBOANUT K 00pa3oBaHMIO BA3KOTO CeKpeTa BCeX 9K30KPMHHBIX JKerles. 3aTeM
Hapymaercs (pyHKLUMOHMPOBAHME OPraHOB ¥ CUCTEM OPraHU3Ma, IPeXK/ie BCero — JIbIXaTelIbHOM
CUCTEMBI 1 >KeNyJOYHO-KMIIIeYHOTro TpakTa [1]. B ApIxaTenbHOM cricTeMe pa3BMBaeTCA T.H. «IIOPOY-
HBIIT KPyT», KOIZIa BA3KMII CEKPeT «IIPWINIIAeT» K CTeHKaM OpPOHXOB, O/IOKMpyeT paboTy MYKOLVI-
JIMAPHOTO TPAHCIOPTA, pa3BUBAETCsI MYKOCTa3, HaUMHAETCA MHOUIMPOBaHNe, 3aTeM Pa3BUBACTCs
XpOHIYecKoe OaKTepyaabHOE BOCIIaleHNe. B ITo/pKeTyJoqHOI JKerie3e VI B IIeYeHM TakoKe IIPOVICXO-
AAT O0Tblie M3MeHeHN . BA3Kuit cekpeT o0TypupyeT BHy TPEHHIE KaHAIbI IIOZKeTY04YHOI JKee-
3bl, yMEHbIIIasA MOfla4y MUIeBAPUTEIbHBIX (PEPMEHTOB B KUIIEYHNK, YTO IPUBOANUT K HAPYIICHUIO
BCACbIBAHMI OCHOBHBIX IUTATe/IbHBIX BEL[ECTB. 3aKYIOpPKa >KeTYEeBbIBOAALINX ITyTell NMPUBOAUT
K PasBUTUIO OO/IE3HN TIeYeHN, aCCOIMMPOBaHHON ¢ MB, ¢ nucxomom B 6ummapHslit uppos [4].

B 50-e rompl mponutoro CToneTys Takue OONbHBbIE He JOKMBamui 0 10-TuieTHero Bo3pacra.
CeropHs cpeHsA MPOFO/DKUTEIBHOCTD MX >KMU3HY, Hanpumep, B Poccun cocrasnser 13,249,8 net [3].

HeoHartanbHBIN CKPUHMHT Ha MyKoBucHMpo3 B P® 6bur BBemeH ¢ 2006 roma. Cumraercs,
YTO KaXK/Iblit pebeHoK, pogusiuniics B Poccun mocre 2006 roma, mo/mKeH MPOXOAUTb HEOHATATbHBIN
CKpUHUHT. VI, Ka3anocp 6bl, mpobnema panHeit guarnoctuku MB pemena. Ho, k coxxanennto, auar-
HO3 BBICTaB/IAETCA 110 CKPMHMHTY MeHee YyeM B IIOJIOBMHE C/Ty4aeB. A Ha IIpueM K INefMaTpy C Kajo-
6amMy IPUXOJAT JeTY, KOTOpble ObUIM POXKEHDI ellje O BHeJAPEeHUs B NMPAKTUKY HEOHATaIbHOTO
ckpunnra. Torga guarnos MB craBurcs no xpurepysam: [JTHK auarnocTuka, moToBsI TecT [5].

CoBpeMeHHass MHOTOQYHKLMOHA/TbHASA IIOMOINb YBEeIMYMIA OXUAAEMYIO IIPOJOKUTENb-
HOCTB >XKM3HM J10 44 71eT [1]. IlepBbIM daKTOpOM, KOTOPBIN BIMAET HA IPOO/DKUTETBHOCTD 1 Kade-
CTBO >XVM3HM, ABJ/ISIETCSI CBOEBPEMEHHAsA PaHHAA QMATHOCTUKA. VIMEHHO ¢ 3TOro MOMeHTa HaulHa-
eTcs1 6asucHas Tepanus. [IoHATHO, 4TO YeM paHbllle HAYMHACTCS MEeUIHCKIIT YXO 32 peOeHKOM
¢ MB, tem ny4me y Hero nporuos. CerogHs jie4eHye COCTOUT He TONbKO M3 MeJMKaMEHTO3HOM
nomouy (aHTMOAKTEpUaNbHO! ¥ MYKOMUTUYECKON Tepanuy, GpepMeHTOTepanny, BUTAMIHOTeE-
pamnun), HO ¥ T.H. HEMeJMKaMEHTO3HOI IMTOMOILIM, KOTOpas BK/IOYaeT B cebs: KMHe3UTepammio
(creryaybHYIO IBIXaTeNbHYI0 I'VMHACTUKY), IUETOTEPAINIO, IICYXONTOTMYECKYI0 TIOMOIIb, ITajlIU-
aTUBHYI, Iopuandeckywo [1]. C 2022 ropa B Hamlell cTpaHe CTAHOBUTCS TOCTYITHON IMaTOTe€HET-
JyecKas Tepamysa MYKOBUCLMZO3a. 3aperucTpUpoBaH npenapar Vsakadrop + Jlomakadrop (Tak
HasbIBaeMblli OpkaMOu), HO TOJIBKO /IS MAIVIEHTOB ¢ TOMO3UTIOTOM IO CaMOJl YacTON MyTaIun
«0envma F 508». [ToaTomMy paspaboTaHHbIe K CETORHALIHEMY THIO ITOAXO/BI K AMAarHOCTUKE U KOM-
IVIEKCHOMY 7Ie4eHNI0 MB moKa cOXpaHAIT CBOX aKTYa/IbHOCTD.
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Bnepsble B mynbMoHonornueckoe orgenenne OPIAY «HMMUII spoposba peteit» MuHucrep-
cTBa 3[jpaBooxpaHeHusa Poccun (ganee — IleHTp) mocTynma feBodka 16 jieT, ¢ HalpaBIAoOIIM
puarHozoM: «Capkonpo3. XpoHUYeCcKnii OpOHXUT HeyTOUYHEeHHbII». [Ipy mocTymiennn — »ano-
OBl Ha [JINTE/IbHBII BIa>KHbII KAllle/Ib.

/I3 anaMHe3a XM3HMU M3BECTHO: PeOEHOK OT MepBoil OepeMeHHOCTH, IpoTeKaBIuel 6e3 0co-
6enHocreit. Poxbl B cpok camocroATenbHble. Macca pu posxaenu 3450 T, jyinna 53 cm. [IpnBuBkn
10 HAIIOHAJIbHOMY KaJleH/apIo.

KoHTakT ¢ TybepKyne3HbIMM 6ONBHBIMU He YCTAaHOBJIEH, peakuyss MaHTy U JUaCKMHTECT —
orpunarenbHble ¢ 2008 o 2020 r. AjleproanaMHes: Ha0/I0anach y epMaToyora I ajieprojaora
C 5 JIeT 110 IOBOAY aTOIMMYECKOro iepMaTHTa, IUILEBOII a/UIepIru, yrpoykaeMa 0 pasBUTHIO OPOH-
XMaTbHOM aCTMBI (YKa3aHO B MEUIIHCKO JTOKYMEHTAIN).

CeMelHbIN aHaMHe3 He OTSATOIIEH.

AHamHe3 607e3HU: pOXK/IeHa 1O BBeJIeHNsI HeOHATAIbHOTO CKPVHVIHTA.

Co c10B MaTepy, ¢ 3-X MecsleB XXU3HY HAOMIOAaINCh PeLUMBUpYoLIie OPOHXUTDI, aHTHU-
6akTepuanbHas Tepanus MPOBOAVIACH BCETa C MOMOKUTENbHBIM 3G (deKTOM.

C 6 ymer Havyanm OECIOKOMTD IIUTENbHBIN BIAKHBIM Kalllelb ¢ MOKPOTOI, aHTMOMOTUKYI
" OPOHXOMUTUKY OKa3bIBalIM KPaTKOBpeMeHHbII 3¢ deKT, Kalilenb Bce PaBHO COXPaHSIICH.

B 14 ner Bmepsble mposefeHa KT OI'K, Ha KOTOpoll BbIAB/IEHBI NPU3HAKM JIBYCTOPOH-
Hejl TO/IMCerMeHTAPHON ITHeBMOHMM, YBeIM4YeHUe BHYTPUTPYAHBIX TMMQOY3/IOB CpefOCTeHNUA.
3amono3peH capkonnos. KoHcynpTrpoBaHa QTr3naTpaMu 0 MECTY >KUTENbCTBA.

[Tocne KOHCYIbTAIVIM IO Te/leMegyIVHe ¢ [JeHTpoM pelnieHo NPUHATH pebeHKa Ha TOCINTa-
NU3ALNIO /1A yTOYHEHUSA AMaTHO3a.

[Tpu ocmoTpe obpaiano Ha ce6s BHUMaHMe BBICOKOe (M3MYeCcKOe pa3BUTHE JEBOYKI: POCT
171 cm (90-97 neprieHTMIB), TapMOHNYHOE, BeC 62 KT (75-90 meprieHTnIb). VIHAEKC Maccel Tena
(MMT) — 21.2. Z-scores (WHO AnthroPlus): Poct/Bospact = 1.22 VIMT/Bo3pact = 0,5 (Hopma
or -1 mo +1).

Heb6onpurass 61efHOCTh KOXKHBIX IIOKPOBOB, IIEPUOPONUTANBHBIN IMaHO3. [010C «THYCaBBIi».
HocoBoe fpIxaHne 3HAYUTENBHO 3aTPYJHEHO, HO OTAE/NAeMOro HeT. OfIBIIIKY B IIOKO€ HET, HO MOSIB-
NAETCSA IpU MUHMMAIbHOI (131MYecKOil Harpy3Ke B BUfie BBIPA)KEHHOTO BTSKEHIA APEeMHOM AMKIL.
Sat0,=99% B nokoe. [IepkyTopHO OTMeUaeTCs YKOpOYeHNe IETOYHOTO 3BYKa B CPEIHUX U HIDKHUX
OT/ie/Iax JIErKMX CIpaBa. AYCKy/IbTaTUBHO: IbIXaHNE B JIETKUX JKECTKOE, 0C/Ia0/IeHO B HIDKHMX OTHe-
nax, 6osblile CIIpaBa, XpUIIBI He BBICTYIIMBAINCh, HO MOCIe Kauuid U GOPCUPOBAHHOTO BBILOXA
MOYKHO YC/BIIIATh CyXMe CBUCTAIIME Xpunbl. Kamlenb BIa)KHBINA, YacTbIi, MOKPOTa CBETIO->KEIl-
Tasg, oTAenaeTcs ¢ TpynoM. OTCYTCTBYUE CUMIITOMOB «6apabaHHbIe ITAJIOYKI» U «4aCOBBIE CTEK/Iay.
JKuBOT Bu3yanpbHO He yBenmu4eH, MATKUI Ipy Majblanyy. [leyeHb y kpas pebepHOI Byry, Kpait
IpY Ta/NbIALMY IUIOTHBIA, IJIAfKNIL, POBHBIA, Oe300/me3HeHHblT. Ce/e3eHKa He MaIbIMPYeTCs.
Cryn, co /0B 1eBOYKY, 0)OPM/ICHHBII, eKeJHEBHBIN, 0e3 IPU3HAKOB X1pa, 1 pa3 B IeHb.

I[TIpu 06cmemoBaHNM: B KIIMHNYECKOM aHa/IN3e KPOBY IPY3HAKOB BOCIIA/IEHVsI He 0OHAPY>KeHO.
CPb B HOpMe. B 6uoxummdeckoM aHanmse KpoBU CHYDKeH BUuTaMyH D 10 16 (Hopma 30-100 Hr/mon).

B kxomporpaMMe NpM3HAKM CTeATOpPEN, YMEPEHHOE KONIMYECTBO HENTPA/NbHBIX >XUPOB.
[Tankpearnueckas snacrasa-1 kama <50 MKr 9/I, YTO yKa3blBaeT Ha TsKENYyI0 CTelleHb IaH-
KpeaTn4ecKoil HefoCTaTOYHOCTN. 1o JaHHBIM cipoMeTpuy, YHKIVA BHEIIHETO IBIXaHNS
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Puc. 1. KT opraHoB rpyaHou NonocTu.
[1ByCTOPOHHME UMNUHOPUYECKNEe
6poHX03KTa3bl. MykocTas

Puc. 2. KT npupaTtouHblX nasyx Hoca. [paBag
M neBasi BepXHe4veNtoCTHbIe Na3yXxu TOTaNbHO
3anoJIHeHbl MArKOTKaHHbIM Cy6CTPaTOM
C peMoaennpoBaHNEM MefuaNbHbIX CTEHOK

HapymeHa 1o cmemanHomy Tuny: OJKEJI —
79%, O®B, — 70%. ITo KT OIK c saxBarom
OpPraHOB OPIOIIHON ITOJIOCTN: NPU3HAKY XPO-
HIYECKOTO OPOHXMTA, NBYCTOPOHHME IIVIINH-
fpudeckue 6poHX03KTas3sl (puc. 1), ¢ mepu-
OpoHxManbHON WMHQMIbTpaLVell, MYKOCTas,
TKaHb TIOJ[)KETYOYHOI >Kene3bl HerOMOTeHHa
BcnenctBue Gpubposa.

ITo KT Ttomorpaduy nmpujaToyHbIX Masyx
HOCA: XPOHMYECKIIT PUHOCHHYCUT C PeMOJIeNN-
pOBaHNEM MeMaTbHBIX CTEHOK BEPXHEUeTI0CT-
HBIX IIa3yx (puc. 2).

BoisBien cnmabblit ¢puOpo3 medeHM IO
naHHbIM ¢ubposnacrorpadun (F1 mo mkame
METAVIR). ITo Muxpo6monornieckomy Ioce-
By MOKPOTBL: pOCT P. aeruginosa, B cBA3M C 4eM
HasHayeHa aHTMOAKTepuanbHas IIPOTUBOCHU-
HETHOJHAasA Tepanus.

IToroBblit TecTt Ha anmapare HaHopmakt
IPOBEleH JBKAbL: 00a pe3ynbTara IIOIOXMI-
Te/bHbIe (MeKTpomuThl = 112 u 108 MMo7nb/ ).

CyMMmupys Bce JlaHHBI, BBICTaBIeH BIIep-
Bble K/IMHNYECKUI Auartos: «MyKOBMCINTO3,
JIeTOYHO-KMIIeyHass (opMa, CpefHeTsKeI0e
TedeHue. XpOHMYECKMIT OPOHXUT, 00OCTpeHue
II0 IHEBMOHUYECKOMY TuIy. [IBycTOpOoHHME
IVIMHApUYecKe OpOHX09KTasbel. MyKocTas.
JlbIxatenbHasA HEOCTATOUYHOCTD 1 cTeneHu. Xpo-
HIYecKas MaHKpeaTHyeckas HeZOCTaTOYHOCTD
TsDKemno crenienu. @u6pos nevenn (F1 mo mkare
METAVIR). XpoHN4ecKuii MOMUIIO3HbIA PUHO-
cuHycuT». [IMar€os B panpHeliueM ObUI IIOA-
TBeP)XXJIeH MOJIEKY/IAPHO-TeHeTNYeCKM aHa-
NM30M. BbIAB/IEeHO 1Ba IAaTOreHHBIX BapuaHTa
B rede CFTR (F508del/2184insA), oTHOCAIIMXCA
K myTanuam II u I kmaccos.

Hasnauena 6a3yucHas Tepanyis: MHTaIALUN

Hopuasoit anbda 1o 2,5 mr/2,5 My, fobasneHa GpepMeHTO3aMeCTUTeNbHAS TePANNsI TAHKPEATNHOM
10 000 En o 5 Kamcyn B CyTKH, Ha3Ha4YeHa YPCOAE30KCUXO/eBass KUCIOTa 13 pacdera 20 MI/Kr/cyT
U BUTaMMHOTepanus. PekomeHomoBaHo npoBefieHne kuHesutepanuy, JIOK, nbixaTenbHON TUM-
HACTMKM, Maccaka TPYHRHOI K/IETKM, MCIIOJIb30BaHVe ITHEBMOBMOPAIMOHHON CUCTEMBI >KUIETa
«The Vest». C eBo4KOI 1 MaMol paboTajI KIVMHIYECKUI IICYIXOJIOT, IIOJTy9€HO C/IefyIollee 3aK/Io-
YeHe: HeCTabMIbHOE NICUXO/IOTMYEeCKOe COCTOsIHYE C TeHEHIVel K BO30Y>KIeHNUIO Y IeMOHCTpPa-
TUBHO BII€YAT/IMTENTbHOM JeBYIIKIA CO CKIOHHOCTBIO K OTPULIAHMIO TPOO/IeM B CUTYalUM afjalTa-
uu K 60/1e3H1, 0COOEHHOCTH [JeTCKO-POAUTETbCKUX OTHOLIEHMIA.

[TanyeHTKa ObITa BBINUCAaHA JAOMOJ IOJ HAOJIOfeHME CIENVATMCTOB II0 MYKOBUCIUI03Y

IIO MECTY JXUTE/IbCTBA.
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[Iporuos maHHOTrO 3a00/IeBaHVA YMEPEHHO HeOarONpUATHBIN M 3aBUCUT OT CBOEBPEMEH-
HOJ paHHeN amarHocTuky. Heobxomymo MyuHMMM3NMPOBATh pUCK ocnoxxHeHuit. Ho ¢ passutnem
TapreTHO Tepanuy Ka4eCTBO U IPOJO/DKUTENbHOCTD KM3HM NaljieHTa YBEeIN4YMIOoCh. B manHOM
K/IVTHMYEeCKOM CJTy4ae TeHOTUI IIOXOAUT /IS IIPUMMEHeHMsI IIperapara sjekcakapTop + Tesakad-
Top + uBakadrop (1.H. Tpukadra).

OCo6eHHOCTH JAHHOTO KIMHNYECKOTO CITydas: IMarHo3 «MyKoBUCLIUI03» ObUI IOCTaB/ICH
HOJPOCTKY B BO3pacTe 16 j1eT, 4TO JOBOIBHO MO3/IHO, XOTS K/IMHMKA C peCIMPaTOPHBIMI IIPOsIBIIe-
HIAMM 3a00JIeBaHVIs OTMEYaINCh C paHHero Bodpacra. [Ipo6ema 6bU1a B TOM, 4TO TeYeHNE JJaH-
HOTO 3a60/1eBaHMs OBUIO He TsDKENIBIM, M peOeHKY C IINTe/NTbHBIM KallyleM HelpPaBUIbHO MHTep-
nperuposanu ganueie KT OTK. He 6b11 ipoBefjeH MOTOBBIN TECT, KOTOPBIiT SIB/ISIETCS «30/I0THIM
CTaHAPTOM» B JVIATHOCTMKE MYKOBMCLM03a.

OBCYXAEHUE

MyKOBUCIIMO3 — 9TO OJHO M3 CaMbIX YacCTO BCTpedarommxcs opdaHHBIX 3abomeBaHMUIL.
OH uMeeT MHOXECTBO «KIVMHWYECKMX MACOK» M TAI[MEHT [OJIr0oe BpeMs MOXKeT HabTofaThCs
C apyrumm AauarHosamu. UeM paHblie CTaBUTCA AMArHos: «MykoBucnujos», TeM 6onee 6aro-
OPUATHO TIOJ, KOHTPO/IeM IpoTekaeT 3abonmeBaHue. [laroreHeTmyeckass (TapreTHas) Tepammusi
[laeT CETOJHs BO3MOYKHOCTD IAIMIEHTY ITOJTHOCTBIO MOAEPXKMBATh PYHKLIMY >KM3HEObecIedeHns
U IICUXOCOLMAIbHBIN CTATyC.

OCHOBHBIMM AVIAaTHOCTUYECKMMM KPUTEPUAMU Ha CETO[HS SABJIAIOTCA:

e TUIIEPTPUIICMHOT€HEMM 10 HEOHATaIbHOMY CKPMHIHTY;

o TIOJIOKUTEIbHBI INOTOBBIN TecT (mo Metony Imbcona-Kyka, ammaparom Hanomaxt
i Makpopiakr);

o BblAB/IeHHbIe IBe MyTanuy B rene CFTR.

JlononHMTeTbHbIE [UATHOCTIYECKe KPUTEPUIL:

¢ XpOHMYECKas BHEIIHECeKpeTOpHas MaHKpeaTnyeckasi HeOCTaTOYHOCTh, KOTOPOJ MOXKET
He OBITBH;

o peuMaMBMpYHOLMEe OPOHXMUTHI, OPOHXMOINUTBI, IOBTOPHBIE M C 3aTsSHKHBIM TedeHMEM
ITHEBMOHIN, 0COOEHHO C BbICeBOM P. aeruginosas

e JIByCTOpOHHVE OpOHX09KTa3bl 1o gaHHbIM KT;

o ¢ubpo3 MM UPpPO3 MeYeHy;

e XPOHWYECKWIT CMHYCUT, IOIAIIBI HOCA;

e MEKOHeA/IbHBIII M/IeYC U €T0 9KBUBAJICHTHI;

¢ CHHAPOM HapyLUIEHHOTO KMIIeYHOTO BCACBIBAHNS;

e HapylIeHMe POCTa U pa3BUTHA, 3a/jep>KKa ITOJIOBOTO PAa3BUTHA.

I depenianpHblit [UarHo3 He0OXOAMMO IPOBOJUTD CO CIIEAYIOUIMIU 3a00/IeBaHVAIMM:
o cungpoM llIBaxmana-/laiiMoHza;

o TybepKyne3Has MHQEKIV;

¢ VIMMYHOfeUIIUTHOE COCTOSHIUE;

o IIepBMYHAS LMIMAPHAs JVUCKUHE3UA U Jp.
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[Tpr MykoBuCHMI03€ IPAKTUYECKM BCerjja IOTOBble MPOOBI OYAYT IOTOXXUTETbHBI-
mi. VIckaoueHreM MOTYT OBITb OOJNbHBIE, B T€HOTHUIIE KOTOPBIX MMEIOTCSI MSATKME MYTalluu.
[Tankpearnyeckass snmacrasza-1 kama (QexanpHas snmacTasa) IpU MYKOBUCLMZO3€ MOXeT OBITh
B IIpefie/iaX HOPMaJIbHbIX 3HAUeHMIT, eC/IM OH IPOTEKaeT C COXpaHeHUeM 9K30KPMHHOM QYHKIMN
HIOJKETYJOYHOI Kee3bl IIpY OIpefieIeHHOM TreHoTure. Kak mpaBuio, mokasaTenyu ITaHKpeaTy-
YeCKOJ 97acTasbl-1 Kama y 60JIbHBIX CHVYKEHBI, IHOTA O HY/IEBbIX 3HAYeHUIL. ITO XapaKTepHBIi
IpU3HAK MYKOBUCIMI03a. [Ipy3HaKM XpOHMYECKOTO OPOHXNUTA Y TAHCUHYCUTA, 9aCTO C ITOIUII03-
HBIMJ pa3pacTaHNAMIY, B TOJ MM MHON CTeIIeHV BCeT/ja MPYCYTCTBYIOT IIPU MYKOBMUCIIVIZIO3€.
Jledenue uMeeT 6Aa3MCHBIN Y KOMIIJIEKCHBIN IOLXON;:
o KUHe3NTepalys: AbIXaTelbHas TMMHACTUKA, MAacCaX TPYAHON KIETKM, CIIOPTUBHAA
aKTVBHOCTD;
o eKeJHEBHBIE VHTAJIAIVI C JOPHA3011 anbda;
o 3amecTuTeNbHas GepMeHTOTepaIsI HaHKpeaTHOM B popMe MUHM-MUKpocdep 6e3 MeTa-
KPWIOBOJ KICIIOTHI (HavyanbHas fosa ma"kpearnsa oT 2000 ME mo nmnase /kr/cyT);
e ypcopesokcuxoneBas Kucnora (u3 pacdera 20-30 mMr/kr/cyr);
« kupopacTBopuMble BuTamuusl (A, E, K, D);
o aHTMOaKTepMabHas Tepanus 1mbo npyu 060CTpeHnn OPOHXOIETOYHO MATOIOTNH, 60
PV XPOHMYECKOI CHETHOHON MHQEKINN;
e TapreTHas Tepamusd, IpU KOTOPOI BOCCTaHABIMBAETCA (PYHKIUA Oelka MYKOBUCIU/I03-
HOT'O TPaHCMeMOPaHHOTO Pery/iATOpa MPOBOAMMOCTH, €€ Ha3HaueHue 3aBYCUT OT IeHO-
tuna 6onpaoro MB.

3AKJTIOUEHUE

PebeHOK ¢ JaHHOJI IATO/MOIVEN O/DKEH HAOMIONAThCA Y CHeLMANINCTa 110 MYKOBVICIVIO3Y,
HefinaTpa, MyJIbMOHOJIOTA, TACTPO3HTEPOJIOTa, OTOPMHOIAPUHTOJIOTA, SHJOKPMHOJIOIA.
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E.A. PocnaBuesa, E.A. Kyne6una, A.O. Anymenko, O.B. I'to6a, T.9. boposuk, T.B. Bymryea

OBOCHOBAHME

AberamumonpoTenHeMnsi — pefKoe ayTOCOMHO-pelleCCMBHOe 3abojeBaHNue, BBI3BAHHOE
OmasIenbHON MaTOreHHOoM My Tanyeit B rene M T TP, KogupyoleM cCMHTe3 MUKPOCOMaIbHOTO Oert-
Ka-riepeHocunka tpurmunepunos (MTTP). Cunonumsr: cunpipom baccena-KopHuseiira, 60o1e3Hb
feduuuTa MUKPOCOMAIBHOTO Oe/lKa, (IepeHOoCYMKa TPUIINLEPUOB), TePULUT ITUIOIPOTENHOB
HU3KOU IIoTHOCTY, Aedunut MTTP, cunapom geduiura 6eTannumnonpoTenHa.

Heduunur MTTP HapymaeT c6OpKy IUIOIPOTENHOB, COREPKAIUX aloOIUIIONpOTeMH B,
B KMIIEYHVKE J IIe9eH, YTO IPUBOAUT K ManmbabcopOIMi >kmpa ¥ SKMPOPACTBOPUMBIX BUTAMU-
HOB U TSKETION TUIIONNUIIAEMMUMA.

Bcero B nuteparype ommcaHo HeMHoruMm 6onee 100 HalMeHTOB; 4acTOTa BCTPEYaeMOCTH
1:1 000 000.

Y manyeHToB ¢ abeTaIMIIONpPOTENHEMIEN, HauMHas C M/IaleHYeCKOTO BO3pacTa, HaO/MoIaoT-
¢ onmdexanus, creaTopes, pBOTa, B3LYTHe KMBOTA, 3afiePXKKa Pa3BUTHUA.

XapaKTepHbI O4eHb HU3KJEe YPOBHU TPUITMLIEPULOB, X0necTepuHa, GoconmmmioB B I1a3-
Me. [ImarHocTideckyie Kputepuu: mnonporerHbl Huskoi miotHocty (LDL-C) <15 mg/dL u amo-
munonpoTtentH B <15 mg/dL.

HJedunur XUpopacTBOPUMBIX BUTAMJMHOB IPUBOAMUT K PasBUTUIO CIEKTPa CIEAYIONINX
CYMIITOMOB:

e TeMaTOJIOTMYECKUX — aKaHTOLMTO3 SPUTPOLUTOB, AaHEMI, KPOBOTOUYMBOCTb;

o HEpPBHO-MBIIIEYHBIX — CIIMHOMO3KEYKOBAasA aTakcys, nepudepudeckas Heliponarusd,

MUOIIATUM;
o 0(TaIbMOIOTNYECKUX — IMUTMEHTHBIN peTnHUT [1-3].

Knunuueckasa xapmuna abemanunonpomeurnemuu

AxaHTOIMTO3 3pUTpOUNTOB (pMc. 1), onmcannsiii ¢ 1950 1. bBaccenom 1 KopHuBerirom, MmoxeT
ABIATBHCS «CKPUHMHTOM», HAaBOJAILMM Bpada Ha MbIC/Ib O AMarHo3e. ABTOMAaTU4eCKuIil aHanu3aTop
He JlaeT CBeIEeHMIT O HaJIMYMU aKaHTOLMTOB; IPY MTOJ03PEHN Ha abeTaTUIIONPOTENHEMIIO HEOO-
XOJVIMO 3aIpallIyBaTh 1a00PATOPUIO O MUKPOCKOIIMYECKOM VICC/IENOBAHUY Ma3Ka KPOBA.

[Tpy akaHTOLMTO3€ PasBMBAETCS AaHEMUS CO BCEMM CONYTCTBYIOLIMMU CUMITOMaMu: Omef-
HOCTb, CTAb0CTb, COHIMBOCTD, YTOM/LAEMOCTb, TOJIOBHBIE 00/, pa3apaXnTenbHOCTb. Hapyienns
CBepThIBaHMA KPOBU M3-3a feduiura ButTaMnHa K IpuBOAAT K KPOBOTEUEHMM, B T.4., KU3He-
yIpOXXaoMUM, U3  SKeIyJLOYHO- vQ= -
KMIIEYHOTO TpakTa. MoryTt pas- ﬁ S . . B0 © o.‘ $
BUBATbCA:  JKMPOBOIl  reIaTos, . p ’oo Q .. QI
pexxe — ¢ubpPo3 M UMPPO3 IEYEeHMU. 'a . *)

[+
Mexay 2 n 20 rojamu pasBUBAIOT- o"o ‘| D°°°- : O

CsA HEBPOJOIMYECKME OC/IOXKHEHNA: o’o.o

IPOTpecCUBHAs IIOTEpPsl CIIOCOOHO- . o c 02. .b
CTV KOOPAVIHMPOBATD NIPOV3BOIbHBIE =
IOBVDKeHNUA, (MO3)Ke4KoBas aTaKCHS, Puc. 1. AKaHTOLIUTO3 3pUTPOLIMTOB
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;'ﬁlf.l_:' ]
Puc. 3. MUrMeHTHbIN PETUHUT

Puc. 4. Chnsuctas o60s104Ka
OBEHaALATUNEPCTHOM KULLKK —
cuMnToM «gelee blanche»

JUCMETPHUS), TOTepsA IIyOOKUX CYXOXKMIBHBIX
pedrekcoB, HapylleHue peun (EM3apTpusA),
TPEeMOP, MOTOPHbIE TUKH, MBIIIIEYHAsI CTabOCTh.

Co cTopoHbI nepudepnueckoil HepBHOI
CUCTEMBI HaOMIONAIOTCA: MBIIIEYHAsA CIa00CTh
B PYKax I HOTaX, IapeCTe3NI, ¥OKEeHVe NIV OHe-
MeHIEe KOHEYHOCTEI.

YMCTBeHHOe pas3BUTHE J[ieTell, KakK IIpa-
BIJIO, HOPMA/IbHOE, OJHAKO OIVICAHBI CIydYau
3aJIePXKKIL.

MoryT Habm0OAaTbCsl CKeJIeTHbIE aHOMa-
IUK: JIOPHO3, KUGPOCKOMINO03, HEBPOTIATUS MaJIO-
6epIioBOrO0 HepBa MM CUHJIPOM «KOHCKOIL
crombl» (puc. 2), KOCONMAIocTh. B pesynbra-
Te TMALMeHTbl MOTYT YTPAaTUTh CIIOCOOHOCTD
K CaMOCTOSATE/IbHOMY CTOSTHMIO/XOfb0e.

C BospacToM (06b14HO K 10 rofjaM) y HeKo-
TOPBIX MALVIEHTOB Pa3BMBAETCS MUTMEHTHBII
peTvHUT (puc. 3), CBA3aHHBI C AePUIUTOM
ButaMmHoB A u E, KorTopblil mposBsercs
B CY)KeHMM) IO/ 3p€HU:, IIOTepe IIBETOBOTO
3peHMs, HOYHON («KYpUHOII») C/IeNoTe, CHU-
JKEHUM OCTPOTHI 3peHus, U 6e3 edeHus npu-
BOJNT K IIOJIHON CJIeIIOTe Ha 4-M [eCATUIETUN
SKUSHIL

Pexxe wHabmomamoTca HUCTAIM, IITOS3,
CTpabusM, aHU30KOpUA, OQTanTbMOIIErNs.
OHOCKONMYeCcKasi KapTMHAa BepPXHUX OTJe-
JIOB JKeTYyJOYHO-KUIIEYHOTO TpaKTa XapakTe-
puU3yeTcs KaK «CHEXHBIN HajmeT» wmm «gelee
blanche», «6emoe xene» Ha MOBEPXHOCTH CIIU3M-
CTOIT 000/IOYKY [{BEHA/IIATUIIEPCTHOI U TOILEl
kK (puc. 4).

TucToNmOrMYecKkoe MCCIeNoBatle IOKa3bl-
BaeT MHOWIBTPAIVIO allMKa/IbHOM YacTy HOP-
MajIbHBIX II0 BBICOT€ BOPCUHOK >XMPOBBIMU
Kamwsamu (puc. 5, A, B) [4].

[Ipu orcyrcTBMuM JNledeHUs: GONE3Hb INPU-
BOAUT K WMHBAJUAHOCTU U JaXe K CMepTH
K TPETbEeMY JeCATIIETHIO KU3HU 13-3a Cepbes-
HBIX OCJIOKHEHMI: CIIENOTHI, HEMPOMUOIIATUN,
IOBIXaTeTbHONM HETOCTATOYHOCTIA.

B OIAY «HMMII sgopoBbs peTei»

Munsznpasa Poccun 3a mocnegume 10 et abeTannnonpoTeHeMus JUarHOCTUPOBaHA y 4-X JieTeil

B BO3pacTe oT 9 Mec fo 14 ner.
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Puc. 5. 'mctonornueckne npenapaTtbl CIM3UCTON 0G0JIOUKN TOHKOW KULLKM:
MHOUNBTPALMUSA XXUPOBBIMU KamniaMK

KJTMHUYECKWUN NMPUMEP
o O

Bospact Ha MoMeHT noctynienns 5 et 1 mec.

JKano6sr: 3ajiep>kka cuxopeyeBoro u Gpuandeckoro pasBUTHsL, CHUYKEHVIE MBIIIEYHOTO TOHY-
ca, ObICTpasg yTOM/IAEMOCTDb IpK (PU3NYECKMX HArpy3Kax, IVTAKCMBOCTD, HETAaTUBY3M, HapyLIeHe
JHEBHOTO ¥ HOYHOTO CHA, M3MEHEHMs KOaryJorpaMMbl, SIM307Ibl KPOBOTEYEHNUI B aHaMHe3e,
yBe/IM4YEeHNE Pa3MepPOB >KMBOTA, HapylleHNEe CYMEPEYHOIO 3peHusA, SMM30[bl PBOTHI C 3aIlaXOM
al[eTOHA; KOXKHbIe BBICBINTAHMA, IILeBasl a/lJIeprusl.

AHaMHe3 >XU3HN: POAMUTENN PYCCKUe, Opak HEepPOACTBEHHDIA. Y MaTepu ayTOMMMYHHBIN
TUPEOUANT, CYOKIMHMYECKMIT TUMHOTHpPeo3. Manpumk oT 1-i1 GepeMeHHOCTHM, IpOTeKaBILeil
¢dusnonorndeckn, 1-x CpoOYHBIX pOJOB KecapeBbIM cedeHneM. Macca Tena npu poxjenuu 3770 1,
poct 53 cMm, onenka 1o mkane APGAR 9/10 6anos.

AHaMHe3 6ore3HN: Ha TPYZHOM BCKapM/IMBaHWUM C POX/EHNSA. 3a IEPBbIiT MecCsl] B Bece
He pubaBuI, gajee npubas/sl HepoctaTouHo (110 200 r B Mecs). C Bo3pacra 1 Mec Hab/ofanuch
KOXXHbIE BBICBIIIAHNA, TI0 MECTY XKUTEIbCTBA BBICTAB/ICH JVIATHO3 «ATOIIMYECKII IepMATHUT, PYHK-
L[MIOHa/IbHblEe HAPYLIEHNA NUIIEeBAPEHMsA, BTOPMYHbIE HAPYLIEHMA IAPEHXMMBbI IIeY€HM, TUII0-
Tpodus 1 ct.». IlcuxoMoTOpHOE pasBUTHE C 3a/IeP>KKOIL: caM IlepeBOpavYMBaeTCs, CUANT C 1 rofa,
crout ¢ 1 r 9 mec, xoput ¢ 2,5 net. Ppazopas peub ¢ 2,7 JIeT.

Ha6mionasncs y HeBpoyiora 1o MecTy KUTe/IbCTBA C AnarHo3oM: «IleprHaTampHOe ITOpaskeHye
IeHTpanbHON HepBHOI cucTeMbl (LIHC) — rumoxcudeckm-neMmdeckoe + UTOMeraoBUpycHas
BHYTpUYTpPOOHasA MHEKUNA, yMEpPEeHHAasA CMelIaHHas Tujpoledanis, CMEIIaHHbI TeTpanapes».
HeopHokpaTHO moy4an Kypcbl HOOTporos 6e3 addexTa.

B 1 rop KOHCYIbTMpPOBaH TeHETMKOM, KapmoTun 46 XY, npoBefieHa 3H3MMOJAMArHOCTMKA,
uckmodeHsl 6one3ns [Tomme, Tome, Humana-ITuka A n b, mykonomucaxapupnos (MIIC) 1-ro tumna.
TangeMHas Macc-CeKTPOMETPUsA KpPOBU: YPOBEHb aMMHOKUC/IOT, OPTaHMYEeCKUX KUCIOT U aIjyI-
KapHUTMHOB B HOpME.

B 3 ropa 6b11a IpoBefieHa MAaTHUTHO-pe30HaHCHast ToMorpaduis roloBHOro Moara. I[IpusHakoB
00 BbeMHBIX 00pa3oBaHMil, aTpOPUIECKNX MI3MEHEHNIT reMucdep He BBIABJIECHO.
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ABETAJIMMONPOTEUMHEMUA

B 3,5 roga BO3HMK/IAa NOBTOpPHasA pBOTa C NPUMECHI0 KPOBU, reMopparuyeckas Cbllb
Ha JIMIle, KPOBOTOYMBOCTb M3 MeCT MHbeKUMiL. locnmTanusupoBaH IO MeCTY >KUTENIbCTBA,
BbIABNIeH nonoxutenbHbl [JHK nmuromeranosupyca B kposu um B Mmoue (IIIIP), mmarHo3
«IIuTomeranoBupycHas nHdpeknusa npuobperenHas. [ematut, TsoKenas Gopma, JUCCEMUHNPO-
BaHHOE€ BHYTpUcOCyaucroe cBéproiBaHne — JIBC-cuHApOM», MpOBOAUIOCH CUMITOMATHYe-
CKOe€ JIeYeHMNeE.

B saTOM >Xe Bo3pacTe OTMEUEHO yXyAlIeHe CyMEPEeYHOrO 3pEeHNA.

B 4 ropa: moBTOpHas pBOTa, 60NN B XXVMBOTE, CHIDKEHE alllleTUTA, Tureprepmust. [Ipu obce-
HOBaHVM B MH(QEKIVIOHHOM OTJE/TEeHNN II0 MeCTY JXVUTe/IbCTBA BBISAB/ICHBI KOATY/IONATIs, IIOBbI-
IIeHMe TpaHcaMuHas. IIpoBoamIoch mepenyuBaHKe CBeXe3aMOPOXKEHHOJ IUIasMbl. BpinonHeHa
930(aroracTpoAyoieHOCKONNSA, KOTOpas BBIABMIA KaHAVIO3HBIN 330QaruT, IIOBEPXHOCTHBII
aQHTPAJIBHBIN TACTPUT U JYOCHUT; OFHAKO OVMOIICHUS CIMSUCTON 00OTOYKY TOHKON KUIIKYM B3sTa
He 6buta. Ha KT opranos OpromHoit monocTy 3agpuKCupOBaHbl IPU3HAKY TeraToMerannn ¢ gud-
(Gy3HBIMIM M3MEHEHVISIMY [TaPEeHXVMBI TTIe9eH.

Manpuuk moctynun B oTaeneHue ncuxoHesponormu OIAY «HMMUIL 3gopoBbs meTein»
Mumnsgpasa Poccun ¢ HanpasaomymM guarHosoM: «Ilepunaranbroe nopakenne ITHC, BryTpeH-
HAA acCUMeTpUYHas ruppouedanys, HadyanbHas pe3uayaabHas cragusa. CyIOpO>KHBIN CUHIPOM
B aHaMHe3e. YMepeHHbIe HapyIIeHVs CTaTOAVHaMI4ecknX GyHKUmit. bojie3sHb HaKOIIeHNsI TUTIN -
noB HeyTouHeHHas1. CyOK/IMHIYeCKIIT TUIIOTHPEO3».

[Ipu o6cnenoBaHUM: YTPeHHAA M HOYHaA runoraukemus — 1,17-1,9 MMonb/n, anaHMHA-
MUHOTpaHCcepasa 52-115-173/217 epn, acnaprarammHoTpancdepasa (ACT) 72-163-131/242 en,
xonectepud 0,96 MM/, MTUIONPOTEMHBI BBICOKOM mnotHocTu 0,48-0,77-0,89 mMmonb/n, mm/n,
ano/III1 0,52 mMons/n, But. E 0,0001 mr/gm (0,8-1,5mr/m1).

Onacrorpadus nevenn: ¢puobpos (F2 mo Metavir), ypoBeHb crearosa S3.

' —) TIPEIBAPUTEJIbHBIN IMATHO3

«Mmnonatndeckuii, arakTudeckuii cuHgpom. K-3aBucuMmasa KoarynomaTus, yMepeHHbI
¢u6bpo3 mevern. AbGeTannIoONpPOTENHEMUA».

PeGeHOK TepeBelieH B OT/e/IeHIe TACTPOIHTEPOIOTUY € Tenaronorndeckoit rpymmoit GTAY
«HMMIL] 3poposba pereit» Munsgpasa Poccun.

'/ ®UBUMKAJIbHAS JVIATHOCTUKA

IIpu nocmynnenuu B OTHeleHNe TacCTPOIHTEPONOTMU BeC pebeHKa cocTaBun 17 Kr,
poct — 101 cMm.

Z-scores Bec/Bo3pacT = -0,72 (Hopma), pocT/Bo3pacT = -2,1 (3agepkka pocTa), MHIEKC MacChl
Tena/Bo3pacT = +1,01 (Hopma). VIHaMBUAyanbHBIE OCOOEHHOCTH: IIMPOKasl IIePEHOCHUIIA, AUCIIIA-
CTUYHBIE YIIHbIE PAKOBVHBI, IIMPOKME MEX3YOHBIE ITPOMEXYTKI.

JKuBot yBennden B o6beme, MArkuii, 6e3bonesnenHblil. [leyens yBenmndeHa (+4 cM u3-1of
pebeproit nyrn). [Toxozka ¢ s7meMeHTaMy MUOIIATIYEeCKOI/aTaKTUYeCKOIl, OBICTPO ycTaeT, Xoabba
Ha HOCOYKAX/IIATOYKAX 3aTPyJHEHA, MOTOpPHasA HETOBKOCTb. CyXOXKMIbHBIE pedIeKChl COXpa-
HEHBI, ITaTONIorn4eckux pediexcos HeT. [IoHuMMaHMe pedyy He HapyIIEHO, SKCIIPECCUBHAs pedyb
II0 BO3PACTY, 3BYKOIIPOM3HOLIEHVe HapylIeHO. 3peHue CHIDKEHO.

IIpu o06cnedosanuu: remorno6us 109 r/1; akaHTOLUTO3.



Buoxumudecknit aHamm3 KpoBy (YKa3aHbl TONBKO M3MEHEHHbIe II0 CPAaBHEHUIO C HOPMaMMU
3HaueHus1): ACT — 63,04 en/n (<42), anannHamuHoTpaHcdepaza — 31,48 en/n (<40), riokosa —
3,1 mmons/n (3,3-5,5), naktargerngporenasa — 332 en/n (91-295), kpeatnnkuHasza — 237,32 en/n
(25-194), TG-B — 0,05 mmonb/n (0,34-1,6), xonectepun — 0,9 mmonb/n (3,1-5,2), nunomnpote-
VIHBI BBICOKOM IIOTHOCTU — 0,59 MMmonb/n (0,78—-1,68), munonpoTenHbl HU3KOW IVIOTHOCTY —
0,37 mm/n (1,55-3,63), ammuak — 52,6 Mmxmonb/n (11-35).

Y3V opraHoB OpIOLIHOJ MTONOCTH — rernaToMeranus, fudQysHble U3MeHEHNs HapEHXUMBbI
IeYeHM 110 TUITY KMPOBOT'O TelaTo3a, BTOPMYHbIE U3MEHEHM A IOKETYOYHOI JKe/e3bl.

®ubposnacrorpadus — F1 mo Metavir.

KT opranoB OpromHOi mOMOCTM — rematoMmeranus, And@ysHoe CHIDKEHME IIOTHOCTU
HMapeHXVMBI IIeYeHN.

Koarynorpamma: rumokoary/isnmus, B CBsI3U € 4eM 930(aroracTpofyoieHOCKONs ¢ O1oTcHe
He BBINO/IHEHA.

OcMmotp o¢ranbMorora: NIUTMEHTHBIN PeTVHMNT.

MornekynsapHO-TeHeTHYeCKOe UCCIefoBaHue: MccaefoBanbl sk3ombl 03 u 11 rena MTTP.
B sx3ome 03 BbIsAB/IeH HYK/I€OTUAHBIN BapuaHT c.175delA B reTepo3suroTHoM coctossHnn. B muTpO-
He 17 BBIAB/IEH HYKJICOTUAHBIN BapmaHT c2342+Idel B reTepO3SUTOTHOM COCTOSIHUY, paHee
HEOIVICAaHHBIIL.

Taxum 06pasoM, IMaruos: «AbeTanmnnonpoTerHeMys» y pebeHKa OblT TOATBEPKIEH.

— | IOVIHAMUKA U VICXObI

Jletu ¢ abeTamumonpoTenHeMyeil HYXX/JAl0TCA B BeJeHNN MY/IbTUANCIMAIUIMHAPHON KOMaH-
IOJi: HEBPOJIOL, TaCTPOIHTEPONIOL/TENaToNor, odTanbMosor, HyTpuuuonor. Kaxpasle 6-12 mec
PEKOMEH/IyeTCsI IPOBOANTD HEBPOIOTMYECKOe U 0(TaIbMOIOTIYeCKOe 00CIejoBaHe, Olpeyiere-
HIIe TPAaHCAMIHA3 U aJIbOYMIHA, YPOBHA XXIPOPACTBOPMMBIX BUTAMIHOB, Y3V neyeHu u ceppua.

OCHOBY /1e4eHNsA COCTAB/IACT AueTOTepanuA. PekoMeHayeTcsa crennaabHas HU3KOXXMPOBAA
AMeTa, KoTopas, IpexX/ie BCero, yCTpaHAeT FAaCTPOIHTEPOIOTNYeCKIe CUMITOMBI.

MageHniaM peKOMEHYIOTCS CllelaT3/pOBaHHbIE MOJIOYHbIE CMECH C HU3KUM COJlep>KaHM-
em xupa (1,8-2 r va 100 Mi1), ¢ MAKCMMaJIbBHBIM VICK/TIOY€HVEM HaChII[eHHBIX [IMHHOIIEITOYeYHbIX
JKUPOB U ¢ 3aMeHoiT 1o 80% >xupoB cpepHenenodeynsivu Tpurnmniepugamu (CLT): «Xymana-
JIIT+CLT», (Xymana, [epmanus), «MoHoren», (Hyrpuums, Hupmepnanper, 3apeructpuposas B PO
B 2021 r.), Lipano (dr Schaer, Vtanus, sapeructpuposan B PO B 2021 1.)

[l obecriedeHyss HOPMAIbHOTO POCTA VI PAa3BUTHA JHOIIOTHUTEIBHO BBOJAT CIIEIVIaIN3UPO-
BaHHble TpofykThl CLIT (amynbcua Liquigen Nutricia, macma Kanso/Ceres Comida /dr. Schaer),
T.K. ClT Tpancnoptupytorcs 6e3 yqacTus arnoB-nunonporenHos.

HasHnaueHue BBICOKMX [103 >XupopacTBopuMbix BuTamMmHoB (A, D, E, K) npemorpamjaer
VIN 7Ie9UT OONBIIMHCTBO CUMITOMOB abertanunonporerHemun. Butamuuer A u E npemorspa-
IIAl0T HEBPOJIOTMYeCKae CUMIITOMBI ¥ PeTMHONATNIO, BUTaMUH D — HapylleHue pocTa KOCTeit,
K — koarynonaruo. [103bl BUTAMIHOB MHOTOKPATHO IPEBBIIAIOT (PU3NOTOTMYECKIe U TOfOMpa-
I0TCS TIOfl KOHTPOJIEM X COfiep>KaHUA B KPOBML.

Pexomenpgyemble mospl Burtammna E — 100-300 ME/krxcyr, A — 100-400 ME/krxcyrT,
D — 800-1200 ME/cyT, K — 5-35 mr/Hep,

OnTrManbHO WCIONb30BaHME BOJOPACTBOPUMBIX (HOPM >KMPOPACTBOPUMBIX BUTAMIHOB
AquADEKs, DEKAs, Toxogepconan (Vedrop, Butr. E) wm B CHT-kancymax (Cystisorb) —
He 3aperucTpupoBanbsl B PO.
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ABETAJIMMONPOTEUMHEMUA

CeMbsM JeTeit ¢ abeTaIUIIONPOTENHEMIEN peKOMEH/YEeTCsI TeHeTYeCKOe KOHCY/IbTYPOBaHIe.
[TanmeHTy 6BIIO PEKOMEHIOBAHO:
¢ cTporoe cobmoaeHne HU3KOKMPOBOIt aueTsl + 20 M macna CLT;
e CBIPOV KYyKYpYy3HBIl Kpaxmas 1o 10 T Ha HOYb C IIe/IbI0 IPO(MIaKTUKY TUIIOTIMKEMMUI;
ToKodepconaH 60 Mr/krxcyT (340 mMr x 3 pasa B ieHb) — Ipenapar Vedrop;
o perusona aneraT 5000 ME 4yepes neHb;
« ButammH D B BopopactBopumoii popme 1000 ME netom, 2000 ME — oceHbI0-3uMOI1-
BECHOI1;
o ButamuH K o 15 mr uepes neHb;
°  YPCOME30KCMXO/eBasd KUCAO0TA 1O 250 MI JIMTENBHO.
KoHTponb ImukeMun ITIOKOMETPOM HATOLIAK; KOHTPO/Ib COLEp KaHUs >KUPOPACTBOPUMBIX
ButamuHoB (E, A, D) 1 pa3 B 3-6 mec.
KoHTpo/b IeyeHOUHBIX P00, MUIINAOTPaMMBbI, KOATyIOTPaMMBbl, 001yl aHa/mu3 KpoBu 1 pas
B 3 Mec.
IToBropHas rocinutanusanys B 2022 1.

/&Y TIPOTHO3

[Ipornos 3abojneBaHMs 3aBUCUT OT PaHHE AMAaTHOCTMKM M Havaja JIeYeHMs, YTO HpPefoT-
Bpaaer GopMuUpoBaHIe HeOOPATUMbIX HEBPOTOIMYECKUX ¥ 0(PTaIbMOTOTNYECKUX VI3MEHeHNMI;
VI3BECTHBI CTy4Yan JJONTOXNUTENbCTBA o 80 yeT. OfHAKO 9TO /leyeH1e He MOXKeT 3aMeCTUTh yTpa-
yeHHy0 ¢yHKIM0 6enka MTTP, mostomy B HacTosmee BpeMsa pa3pabaTbIBaeTCs IIaTOTeHETNYe-
CKas Tepamnus.

OBCYXAEHUE

AberanumonporenHeMysi BCTpeYaeTcsi KpajlHe PefKo, I03TOMY 3allofjo3pUTh 3TO 3abore-
BaHIe MOXKET [TIOMOYb OILleHKA CMHIPOMAIbHOTO COCTOSHUS pebeHKa: TaCTPOIHTEPOTIOTUYECKIX,
reMaToJIOTMYeCKIX, HEBPOIIOTMYECKIX CMIITOMOB, a TaKXKe Ha/ln4due NHPOpPMaLVM O HeM y Bpa-
4eil: IeMaTpPOB, FAaCTPOIHTEPOIOTOB, HEBPOJIOTOB.

B kavecTBe «CKpMHUHIa» MOXKET IPUMEHSATHCS MMUKPOCKOIMMYECKOe MCCIefoBaHMe MasKa
KpOBJ — OOHapy>keHJe aKaHTOLMTO3a PUTPOLVIOB.

I depeniyanpuplil A1arHo3 abeTamMIONPOTEHEMIN CIeflyeT IPOBOAUTL y MIIAfIeHIeB
U IeTeil paHHero Bo3pacTa ¢ CMHApPOMaMy ManbabcopOiuy ¢ nomudexanei u crearopeeit (MyKo-
BUCII03, cuHApoM [lIBaxmaHa, JeUIUT TM30COMHOI KMCION unaser) [1].

CeMeliHas runo6eTaIUIONpPOTENHEMUA — peJKOe ayTOCOMHO-JOMIHAHTHOe 3abojeBa-
Hye ¢ OO/bIIOI BaprabeNTbHOCTBI0O KIMHUYECKVX IIPOSIBJIEHNII, KOTOPble B TSDKENBIX CIydasx
He OT/IMYAIOTCS OT abeTanuIonporenHeMun (CTeaTopesi, aTaKCusl, IUTMEHTHBIN PETUHUT, Hell-
pomaruim, akaHTounTo3). [MnoberamnnonporenHeMns BbI3BaHa MyTalueit B reHax APOB, PCSK9
u ANGPTL3. JleueHnne mpoBOANTCS TaK JKe, Kak abeTanumonporernHemMun [5].

bBonesnp Haxomnenus xmromukporos (Chylomicron retention disease, CMRD) — penxoe
ayTOCOMHO-pellecCBHOe 3a0ojIeBaHNe, BbI3BaHHOe OMajienbHOi Myramyein B reHe SARIB,
KopupymoieM 6e1ok SARIB OTBeTCTBEHHBIN 3a CeKpelMio XMIOMUKpOoHOB. KimHuka: creatopes,
PBOTA, 3ailep)KKa pasBuTuA. B oTmume oT abeTanMnonpoTerHeMMU ¥ TUIIO0eTaINIIONPOTENHE-
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muy, ypoBHu xonectepuna LDL, HDL cumkenst 6onee, yem Ha 50%, HO YpOBeHb TPUITIULIEPUIOB
HOpPMaJIbHBIN [6].

Y noppocTtkoB, HaunHas ¢ 10-15 net, B criekTp muddepeHnnanbHON JUarHOCTUKY BKIII0Ya-
fot atakcuio Opuppeiixa (FRDA) u arakcuio ¢ gedunurom Burammua E (AVED) — ayTocomHo-
peliecCBHBIE HellpofiereHepaTUBHbIe 3a00/IeBaHMsA, C TIOXO0XKel KIMHMKOI aTaKCuY, HOMMHeNpo-
HaTuy, MUOIIATVM, KapAVIOMIONATIY, ISMEHEHMII CTOIBI («KOHCKas CTOIA»), CKOMNO3a, ITTa3HBIX
usMeHeHuit [1].

3AKJTIOUEHUE

Pebenok fio 5 net Habmropancs ¢ guarHosom: «[lepunaranpHoe nmopaxenne LTHC» mpu tow,
4To usnonornyeckoe TedeHme bepemeHHocty u 6amsl 9/10 o mkane APGHAR orpuraiot nire-
MIYeCcKOoe IIOpaKeHNe TOJIOBHOTO MO3Ta.

[Tpu racTpockonuy, MPOBeLEHHO 0 MECTY XKUTEIbCTBA, He ObUIN B3AThI OMONTATHI C/IU3U-
CTOM 060JIOYKY TOHKOJ KUILIKM, XOTS TYICTOIOTMYECKOE UCCIENOBaHME MOIJIO ObI CTIOCOOCTBOBATD
paHHel OUarHOCTHKe.

[TogTBepANTD AMATHO3 b€ TATNIONPOTETHEMIM MOTYT CrienydudecKye U3MeHeHNA B 00bIY-
HOM OMOXMMMYECKOM aHalu3e KpOBM: KpaiiHe HM3KME YPOBHM XO/IECTEPMHA, NUIOIPOTENHOB
HV3KOJ IUVIOTHOCTU ¥ 6ortee crienyduyeckye, COOTBETCTBEHHO, MeHee NOCTYIIHbIe I oO1eit
IpaKTUKM IIOKa3aTe/y: YpOBeHb amonmumonporerHa B u Burammua E. Becbma mupopmarnsHa
TaK>Ke TaCTPOCKONNA C OMOTICHel CIM3UCTOI 000TOYKY TOHKOI KUIIKY, OFHAKO B HAIlleM C/ydae
MBI OTKa3a/IMCh OT ee IPOBeJeHN BBUIY TMIIOKOATYLALUNL.

MorekynapHO-reHeTU4ecKoe UCCIefjoBaHme, 6arogaps KOTopoMy ObUIM 0OHAapY>KeHbI Ouai-
nenbHble MyTauyu reda MTTP — HOMHOCTbIO HOATBEPANMIO AMATHO3 abeTalUIONpPOTENHEMIUN
y Halllero MalyeHTa.
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ATPOTEHHbIN TPAXEOMULLEBOAHbIN CBULL,
Y NAUUEHTA, OJINTEJIBHO HAXOOALLErOC4
HA UCKYCCTBEHHOW BEHTUNALMUN NETKUX

ATPOrEHHbIW TPAXEONULLEBOAHbIA CBULL
Y NAUUEHTA, OJIMTENIbHO HAXOAALLEIroC4
HA UCKYCCTBEHHOW BEHTUNSALUWU NEFKUX

C.J. Anpocumosa, I1.B. Kuprusos, A.E. Anexcangpos

OBOCHOBAHME

SArporenHsplil TpaxeonnIeBOSHBINM CBULL Y MALMEHTOB, JINTENbHO HaxopAmuxcsa Ha VIBII,
AB/IAETCA JOCTATOYHO PEeJKMM OCTOKHEHUEM M BCTpedaeTcs B cpemHeM Y 0,5-5% maiueHToOB
muTenbHO Haxopsumxcs Ha VIBJL. Emie B 1969 rony Cooper n Grillo ycraHOBWMIN, YTO IPUYMHOI
BO3HUKHOBEHVS SBJISETCS NIEMIS CTEHKU Tpaxey, BbI3BaHHAs [JaB/IeHNeM Ha Hee MaH)KeTKY Tpa-
Xe0CTOMMYECKOI! (MM SHAI0TpaxeanbHolt) TpyoKu. OHM ITOKa3a, YTO HEKPO3 CIM3UCTOI Tpaxen
MOJKeT Pa3BUTHCA Jaxke yepes 2 yaca. [IprunHa BO3HMKHOBEHMA JAHHOTO OC/IOXHEHVSA B OCHOB-
HOM 3aK/TI0YaeTCs B 9p03My MeMOpaHO3HOI yacTu Tpaxen [1-4, 8, 9]. [IpucoenuHenne nHpexuym
B 30He HEKPO3a IPUBOJUT K GOPMUPOBAHIIO THONHO-HEKPOTUIECKOTO TPAXENTA, & OC/Ie YOI
HEKpO/IV3 CTeHKM Tpaxey U NuieBoga — K popMupoBanmio ceuma [1, 4, 5]. JImuTenpHOCTb UHTY-
Oaryy HaIpsAMYyIo BlusAeT Ha GOpMUpPOBaHMe JaHHOTO OCTIOKHEHN . BaKHBIM MOMEHTOM SIBJIACT-
Cs1 ¥ TO, M3 KaKMX MaTepyaoB CAe/IaHbl 9HJ0TpaxeabHble TPYOKM 11 Ha30TaCcTpaibHble 30H/IbI, TAK
KaK IIPU MCIONMb30BAHNY JXECTKOTO Ha30TOCTPAIIbHOTO 30HA MEX/y HUM VM MaHXXeTOl SH[0Tpa-
XeaJIbHOII MJIU TPaXxeoCTOMMUYECKO TPyOKY BO3HUKAET y3Kasi 30Ha MIIEMUM U HEKpo3a, IIpY Ipo-
rpecCHpOBaHMM KOTOPBIX IPOMCXOAUT (POPMIUPOBaHNe ATOJIOTMYECKOTO COYCThA [3, 4, 6, 7].

B nurepaType B OCHOBHOM BCTpEUYAIOTCSA JIaHHBIE O TAaKMX OCTIOKHEHMAX Y B3POC/BIX,
YTO JieflaeT NAHHbIN KIMHUYECKUII IIpUMep aKTyaabHBIM IJIA IeTCKUX XMPYProB U aHeCTe3MOo-
TOB-PEaHVMATO/IOTOB.

KJTMHUYECKWUA NMPUMEP
o O

ITarmenT Y., 3 roma.

3 anaMHe3a U3BECTHO, 4TO 3a 2 Mecaua no nepesoga B PIAY «HMMUL] 3poposbs mereit»
MunsppaBa Poccun pe6eHOK 6bUT TOCIUTANIN3MPOBAH B MHOTOIPO(WIBHBIN TeTCKII TOPOICKON
CTallMOHAap IO MECTY KUTENbCTBA C NOJO3PEHNEM Ha IBYCTOPOHHIOI IMTHeBMOHMIO. Uepes 4 nHA
HOSIBUINCDH IIPU3HAKY JIeCTPYKLIMY JIETOYHON TKaHY, B CBSI3U C 4eM pebeHKa IepeBenu B 00/1acT-
HYIO JeTCKYI0 OO/NBbHUILY, TZle OH IOMyYas fanbHelilee jedeHne. [Ipn KoHTponbHOM o6creno-
BaHMM 4epe3 2 JiHA ObUI YCTAHOBJIEH AMarHo3: «[IHeBMOIVICTHAsA ABYXCTOPOHHSASA ITHEBMOHMS».
HecmoTps Ha poBOAMMYIO TEPANINIO B AVTHAMMKE OTMEYA/IOCh YXY/UIeH) e COCTOAHNA, X Ha 7 CYT-
KU TOCIMTaNM3anyy pebeHoK ObUI IepeBefieH B oTjeneHre peanumanun Ha VIBJI. Ha 14-e cytkn
TOCHUTANN3ALUY TIPY KOPM/IEHMM 4Yepe3 30H[ 3apUKCHPOBAHO OTXOXKAEHME CMECU ¥ CITIOHBI
0 MHTYOAIMOHHO TpyOke. IIpoBefieHO peHTreHOKOHTpAacTHOe MCCIeoBaHMe (C BOHZOPACTBO-

82



PUMBIM KOHTPACTOM), YCTAHOBJIEH AuarHo3: «TpaxeommmieBopHblil cBuiy Ha ypoBHe Th1l-Th2».
Ha 17-e cyTku rocumranusanyy nposefieHa ¢puépo330harockons, mo nepegHeil IOBepXHOCTI
INIIeBOJA OIpPe/e/s/ICA OKPYIIBI fedpeKT 0KoMo 1 cM B iuaMeTpe Ha pacCTOSHMUM 14 cM OT pes-
nos. [Tpy nmpoBemeHMy TpaxeoCKOnMy B MeMOPaHO3HON YacTy Tpaxey Ha PacCTOAHMU 4-5 cM
ot 6udypkaunmy onpenensncs Takou xe gedexrt, 4to u B muineBoge. Ha 23-u cyTku rocnuTanmnsa-
IMUM B TeYeHNE 5 MUHYT NALMEeHTy IPOBOIVIIN PeaHVMAalVIOHHbIE MEPOIIPUATHSA, B CBA3M C OCTa-
HOBKOJ1 Cep/IeYHON IeATEeNbHOCTI. Pe3ynbTaT mom0KNUTe/TbHbII.

[TarnyieHTa KOHCY/IBTHPOBAMN cleluamicTel PeepanabHOrO IEeHTpa 10 CTAOMIN3aIN reMo-
OVHAMMYECKNMX HapyLIeHMI. YUMUTbIBAasA TsXKECTb COCTOSHMA ITALIVIEHTa, PEKOMEH/IOBAHO KOH-
CepBaTMBHOE JIeYeHNe U HaJIOKeHVe TaCTPOCTOMBI C IIpOBefieHNeM aHTUPedIIOKCHON omepannn
no Hucceny. Tactpoctommsa 6bima mpoBefeHa Ha 25-e cyTknu. Onepaunsa no HucceHy B cBA3n
C TSDKEJIBIM COCTOsIHMEM pebeHKa (HecTabMIbHOCTh peCIMPAaTOPHBIX ¥ TeMOAMHAMUYECKIX TI0Ka-
3aTesell) He BBINONHEHA. [IPOBOAMIOCH YaCTMYHOE MapeHTepaJbHOE U SHTepaNbHOE IMUTAHE
yepes ractpocromy 10 m/4ac.

Yepes 2 mecsna ot Havana 3aboneBanns pebeHok 6bu1 nepesener B OPTAY «HMUII 3nopoBbs
mereit» Munspgpasa Poccun. Ilpu mocrymnenun coctosinue pebeHka kpaiiHe Tspkenoe. OH Haxo-
JMICS] HA BCIIOMOTATeIbHON BEHTW/IALMM JIETKMX B COCTOSIHUM MeJMKaMeHTO3HOI ceflalinyl 11 ObL
TOCIIUTA/IN3MPOBaH B OTAIETIEHNE PeaHMALIVIL.

)/ IIEPBUYHBIN OCMOTP

CocrosHIe pebeHKa KpaliHe TspKenoe. IlooskeHne Ha climHe. YpPOBEHb CO3HaHMA — Mef-
kameHTo3HaA cefanua (TOMK, acmepon). 3paukn yskue, poTopeakuns coxpaneHa. OTMedaroTcsa
HepuoANYeCcKye CIOHTAaHHBIE IBVKEHNA B BEPXHUX KOHEYHOCTAX. KoXKHbIe IOKPOBBI 1 BUMIMbIE
C/M3KCTBIe O/eHbIe, YMEPEHHOI BIQKHOCTH, Telible. Typrop Tkaneit cHmkeH. Cy6gdebpunbpHO
nmxopamut o 37,2-37,5°C. [Ipixanne anmapatom Maquet Servo-S, uepes opanbHYI0 MHTYOa1[MOH-
HYIO TPYOKY, B peskume AC ¢ KOHTPOJIEM II0 TaBJICHMIO.

AyCcKy/nbTaTUBHO JbIXaH)e IIPOBOAUTCS C 00eMX CTOPOH, HaJl BCeMM HO/ISAMU JIETKVUX BBICITY-
IIMBAIOTCA Pa3HOKa/IMOepHbIe XPUIIbI, BIaXKHbIe. [Ipy caHaIM MOKPOTBI OTMeYaeTCsA CIU3UCTO-
THOJHOE OTZeNseMoe, B HeOO/MbIIOM KomudecTBe. TOHBI CepAlia IPUIYIIEHbI, ayCKY/IbTaTUBHO
IaTO/IOTVYEeCKYe IITyMbl He BBICTYIIMBAIOTCA. ApTepuanbHoe fasnenne 120-130/70-90 mm pr.cT.,
YCC 120-130 B munyTy. [leprcranpruka Banas. I1py nocrymnennn cryna He 6bu10. Modenciyc-
KaHIe 110 YpeTpaIbHOMY KaTeTepy, AUype3 JOCTaTOYHBIN. Yepe3 racTpocTOMy ObIT YyCTaHOBJ/ICH
30H]I B IBEHA/I[ATUIIEPCTHYIO KUIIKY (II0 MECTY IIPOIION TOCINTAIN3AIINN).

BeironHeHbI 1ab0paTOpHbIE MCCTEOBAHMSL:

O6mnit aHam3 KpoBu: reMorno6us — 113 r/n, spurpormtsl — 3,94x10'%/11, remaTokput —
33,9%, neitkountsl — 14,7x10%/1, mumdountsr — 2,05x10°/11, TpombormTer — 523x10%/71.

KucnoTHo-111e/104HOE COCTOsIHME: BOJOPO/HBIN TokasaTens — 7,318, PCO, — 37,7 MM pT.CT.,
PO, — 59,8 MM pT.CT., GYHKIMOHANIbHOE HACBIMIEHNe KUCTOpogoM — 86,1%, MOHBI Kamma —
5,3 MMo/b/n1, oHBI HaTpusA — 141,0 MMOJIb//, MOHBI Kanblysa — 1,36 MMOJIb/J1., MOHBI XI0pa —
112,0 MMonb/n, rM0K03a — 8,2 MMOJIb/ I, TaKTaT — 2,3 MMOJIb/II.

Buoxummyeckuii aHanus3 KpoBu: amaHuHamuHoTpaHcdepasa (AJIT) — 14 en/n, ACT —
22 en/n, anbbymmuH — 29 1/1, 6€10K 061mmit — 66 r/1, 6unnpyouH obmmit — 5,9 MKMO/Ib/ 1, OMn-
pyouH npsamMoit — 1,2 MKMOJIB/JI, T/II0K03a — 7,03 MMOJIB/JI, KpeaTVHNH — 18 MKMOJIb/JI, MOYeBM-
Ha — 2,2 MMOJIb/JI, aMuiIa3a naHKpearndeckada — 17,0 en/n, ModeBas kucinora — 184 MKMonb/1,
Tpurmuepunsl — 1,47 MMonb/n, XonectepuH obmmit — 3,49 MMonb/n, pocdop HeopraHmye-
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CKMiT — 2,5 MMOJIB/JI, Xene30 — 9,5 MKMoJIb/J1, uMMyHOrno6ymma G — 10, 01 1/, MMyHOTr/106Y-
muHbl M — 1,87 1/, ummyHorno6ynus A — 1,33 r/n1, C-peaktusHsiit 6emok — 17,16 mr/n, deppu-
TH — 170,73 Hr/M7, TpoKanbUUTOHUH — 1,02 HI/MIL.

Pentunasnoe Bpemsa — 17,50 cek.

VHcTpyMeHTanbHbIE METOMBI IMATHOCTUKIN:

Y3/ opraHoB OPIOIIHON HOMOCTY ¥ MOYEBbIETNTENIbHON CUCTEMBL: NMATOTOTMYECKUX U3Me-
HEHUIT CO CTOPOHBI OPTaHOB OPIOLIHOI TTOJIOCTU ¥ MOYEBBI/Ie/INTEIBHOI CUCTEMBI He BBLAB/ICHO.

Pertren OI'K: B 000uX JIerOYHBIX IONAX OTMEYAeTCs HEPAaBHOMEpHas ITHEBMATM3aLud,
B BEpXHeIl J10JIe IIPABOTro JIETKOr0 — y4acTOK ITOHVKE€HHOJ BO3YIIHOCTY;

930(¢aroracTpoyoaeHOCKOINA: CY>KeHNe MMIeBOfia Ha I'PaHNIle BEpXHell U CpefHeil TpeTeit
3a cuer fiepeKTa OBaTbHONM (POPMBI IIO IEepefHell CTeHKe IMIeBOfa ¥ MeMOPAHO3HOM 4acTy Tpa-
xen pasmepoM 1,5 o 2 cM. IpanymAumonHsIt a30darnt. lactponyonernt. Hocurenp racTpocTOMBI.
[IpumedaHue: Ha ypOBHe BepXHeil TPETU U CPeHEl TPeTH MUIEeBOJ, CY>KeH U ieOpMUPOBaH 3a CUeT
medexTa 1o mepefHeil CTEHKe MUIIeBOfIa M MeMOPaHO3HON YacTu Tpaxen pasMepoM ot 1,5 1o 2 cM.
B npocsere nedexTa BuHA KOPUHA, IPABbIiL U JIEBBII I/IaBHbIe OPOHXM, @ TAK>Ke KOHeI| MHTYOaIOH-
HOIT TPyOK1. B IpocBeTe I1aBHBIX OPOHXOB HE3HAYNTETbHOE KOMMYECTBO CBET/ION C/IM3M, CIM3NUCTAA
06070uKa He n3MeHeHa. HanpoTus nedexra — efyHNYHbIE TPAHY/IALMN CIU3VCTOI MUIIEBOJA.

. — ) MPEOBAPUTE/IbHBIN MTUATHO3

YunTbiBass aHaMHe3 3a00/IeBaHNUA M JJaHHbIE NIPOBEJEHHOTO 00C/IefoBaHMs, pebeHKy Obu1
BBICTABJ/IeH IMarHO3: « [paxeonyieBOgHbIN CBUI (ITPOT€HHBDII)».

ComnyTtcTBytomuii anartos: «IIpaBoCTOpOHHAS BepxXHefoneBas HMHEBMOHUA. J30Qarut.
Tacrpopyonennt. Hocurens racrpocromsl. Tybeposnblit cknepos3 bypresunsa Ilpunria. Cumnro-
MaTydeckas reHepann3oBaHHaA smtenicusa (cuHapoM Becra). [Mranto-kieTodHas acTponyuToMa
cripaBa. 3ajiep)KKa IICUXOMOTOPHOTO pa3BuTys. CHHAPOM I'MIIepBO30YAMOCTI».

— | ITMHAMMKA Y UCXOIbI

[Tocie rocnmranmaanuy IPOBEEHO OOIIEKIMHIYECKOe OO0CIeoBaHNe U KOHCY/IbTAaIlVisA
NpOodIIIbHBIX CIIELVA/IVICTOB, BBIIIONHEHbI 6aKTepronorndeckye vccnegosanys. C menpio onpene-
JIEHVS] TAKTUKM BeJleHNs TTAllieHTa IPY TOCIUTAIN3aI[MI BBIIIOTHEHbI 930(arockons u 6poHxo-
ckonysi. Ha OcHOBaHUY IONTyYeHHBIX JAHHBIX OTMEYEHO yBelN4eHVe pa3MepoB fieeKTa CTEHKU
Tpaxen M muieBopa (puc. 1), CBUeTeNbCTBYOLME O IporpeccupoBanmuy 3aboneBanus. Ilocme
MPOBEEHHOT0 KOHCU/INYMa IIPUHATO pelleHte O IPOBeleHNI XUPYPIUUeCKOTO JIeUeHN .

Pe6eHKy BBIIIOIHEHO XVMPYpTUYecKoe jgedeHe, OIepalyiOHHbI JOCTYI OIpefie/ieH B 00beMe
IpaBOCTOPOHHeN TopakoToMuu. C Ie/bIo NOfIeP>KKM PYHKIMN OPIaHOB JbIXaHMA VICIIO/b30BaJI-
cs1 MeToq, BbIcOKoyacToTHOI VIBJI. YunreiBasg BemmuuHy fedekTa (MHTPAOIEPALMOHHO 10 4 cM),
BBIPKEHHBII BOCIIA/JINTENbHBIN ¥ MHQWIBTPATUBHBIA IPOLECC CTEHKY INMINeBOfa B 061acTh
nedexTa, IpOBeeHNE IIACTUKI MMIIEeBO/Aa MECTHBIMMU TKAaHSAMU He IIPEeICTAB/Is/IOCh BOSMOYKHBIM.
B cBsA3u ¢ 9TMM ObIIa BBITIONTHEHA pe3eKus muieBoyia ¢ opMupoBaHmeM 330daroctomsl (puc. 2).

[Ipu peBu3um Tpaxen onpenensica gedeKT HIMHHOM Ao 1,5 cM u mmpuHoit 1o 0,8 cm. beito
IPUHATO pelleHNe BBIIIOTHUTD IVIACTMKY MeCTHBIMU TKaHAMM. Kpas medexra menmkaTHo mcce-
YeHbI, aJJAlITPOBAHBI /11 POPMUPOBAHMA CBOJAIINX LIBOB, T€M CaMbIM Ae(eKT OblT yCTpaHeH
(puc. 3). Ipynuas monocts gpeHnposana. OnepanyoHHas paHa IOC/IONHO YIINTA.
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B mocneomnepanuoHHOM Iepuofie B Tede-
HMe 5 JHeil peOeHOK HaXOAWICA Ha IPUHYLU-
tenpHON VIBJI, ¢ mocnepyromyum nepexogoM Ha
CaMOCTOATEIbHOE JbIXaHIIE K 7-M CyTKaM.

Yepes 2 Hemenu 1ocie omepanyy pedeH-
Ky BBINIOJTHEHa KOHTPOJIbHAsA OPOHXOCKOINA.
B o6mactu mocneonepanyioHHOro 1IBa OIpefe-
JATI0Ch yIIy6ieHue o 2 MM, 3HTOOPOHXMUT.

PeGeHok Obl1 BBIIKMCAH IOf HAOIIO-
A€HNE CIHeOMaINCTOB II0 MECTY JKUTEIbCTBA
Ha 21-e CyTKM TOCIMTANM3alMM C PEeKOMEHIa-
OAMHI I10 p€a6I/IHI/ITaHI/IOHHOMy 1 BOCCTAaHOBI-
TeTbHOMY JIe4EeHUIO.

Yepes 3 MecAma Iocae IepBOTO ITama
XMPYPIUYECKOTo JIedeHNsA peGeHOK TrocmmTa-
NMM3UPOBAH TOBTOPHO C Ie/IbI0 IIPOBEJeHM
3TAIIHOTO XMPYPIU4YecKoro nedeHus. PebGeHky
ObUTa BBINIOJIHEHA 3arpyAMHHASA K0/M0330¢aro-
IJIACTHKA C GOPMMPOBAHNEM aHTUPe(IIOKCHO-

nvesoq

Puc. 1. Bup npocseTa nuileBoaa
npu 33ocaroracTpoayoaeHOCKONuun
naumeHTa Y. npu rocnutanmsauum

O M€XaHI3Ma.

nuwesoa

nedekt
CTEHKN
Tpaxen

Tpaxes

Puc. 2. UHTpaonepaunoHHbIN BUL, Puc. 3. UHTpaonepaLMoHHbIN BN — MJaCcTUKA
(TopakoToMUA cnpaBa) Tpaxeu U nNuLeBoaa Tpaxeu B 30He AedheKTa MeCTHbIMU TKaHAMU

Y4uthiBas He0OXOAMOCTb IIPOBeIEeHNA MHTYOAIVN TPaxXel, Ilepef olepalyeli Oblia BBIIION-
HeHa OPOHXOCKOIVISA, IPU KOTOPOIT ONIpee/ANoch Cy>KeHue IpocBeTa Ha 1/4, a B o6/acTu onepa-
IIIOHHOTO py0lja — IonepeyHast CK/Ia/iKa HaJjl KapyHoii (3aHnumaromas 1/3).

TacTpocToMa 6bIIa yaeHa 110 MeCTy XUTe/NIbCTBA Yepes 3 MecALa.

W

ITPOTHO3

I[To ocHOBHOMY 3a00/IeBaHNIO IPOTHO3 /IS IAIVIeHTa O/IarONPUATHBII, YYUTHIBAsA He3HAYN-
Te/IbHBIN CTeHo3 Tpaxen (1 crermenn) 6e3 QyHKIMOHATBHBIX HapylIeHnit. B Tedenne 5 et mocre
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BBINMCKY pebeHOK Hab/rofancs B HalleM LleHTpe eXXerofHo. DNM3040B MTHEBMOHMN U 3aTSHKHBIX
OpOHXUTOB He OTMeYeHO. B HacTosiilee BpeMsi HaO/IOfleHNe IPOBOUTCS TI0 MECTY SKUTENbCTBA
C IUCTAaHLIMOHHBIM KOHCY/IBTMPOBaHMeM IaryeHTa crenyamictamu Lenrpa. Co cTOpoHBI Heomn-
eBOfa peOeHOK ITOTHOCTHIO aJalITUPOBAH, ITACCAXK YIOBIETBOPUTEIIBHBII.

B HacrosIiee BpeMs pe6eHOK eCT CaMOCTOSTENIbHO, ¢ IPeBApUTEIbHON 06pabOTKOI MM
MeXaHI4YeCcKUM (HapesKa IIPOAYKTOB WIN M3MeIb4yeHIe B O/IeHepe) /WM TepMUYECKUM CIOCO-
6om. Paninon pebenka He orpaHndeH (fyera o Bo3pacty). B Bece mpn6aBisieT yLoBIe TBOPUTEIb-
HO, (pU3MYecKoe Pa3BUTVE COOTBETCTBYET BO3PACTY, HEPBHO-IICMXONIOTMYECKOe — C 3a/|eP>KKOII
B CHJTY COITYTCTBYIOIIEI TTATO/IOT A

OBCYXAEHUE

SITporeHHbIe TpaxeonMIeBOJHBIE CBUIIY TAKMX Pa3MepOB B IPAKTUKE HETCKOTO (TOpaKayb-
HOTO0) XMPypra BCTpevaTcs KpaitHe penko. C [jeIbio IpeoTBPALeHNs TAKOTO POjia OC/IOKHEHUI
y HeTeil, IJINTeNbHO HAXOJAIIMXCA Ha MCKYCCTBEHHON BEHTWIALMM JIETKUX, HEOOXORMMO pery-
JISIPHO OLIEHMBATh JaBjIeHMe B MaH)keTe MHTYOAIVIOHHON TPyOKyu (OHO He JNO/IKHO IpEeBbIIIAaTh
20-30 MM BOJ.CT.), IEPUOANYECKN CHIKAsS €T0 O MMHMMAaJIbHOTO, ¥ IPOBOANTD VI3MEHEH e M0TI0-
JKeHVSI MHTYOalMOHHON TpyOKM (B TOM 4ucie ee 3aMeHy). CrapaTbCs MCIIOIb30BATh IMPOTHUBO-
IIPOJIe)KHEBbIE HA30TaCcTpalbHble 30HIbL U PETYAAPHO MX MEHATh. B cuTyanmsax, Korja mIporHos
y IaInyeHTa He 6/1arONpYATHBIN U IVITAHUPYeTCA AIUTeIbHOe IpoBeneHme VIBJI, Heobxonmumo cBoe-
BPEMEHHO OIpefle/IATh TAKTUKY B OTHOLIEHUM HAJIOXK€HNA TPaXeOCTOMBI U TaCTPOCTOMBI — 3TO
MOXXeT OBITh OCHOBHBIM MPOGUIAKTUYECKNM METOIOM IpefoTBpalieHnsi GopMupoBaHus sSTpPO-
TeHHBIX TPaXeOoNUIeBOJHbIX CBUILEIL.

Y4uTeiBasi, 4TO B IaToreHe3e 3a00/leBaHMs HEOThEM/IEMasl POJIb IPUHAMJIEKUT Y T€YEHUIO
OakTepManbHOTO IIpOIlecca, HeOOXOAVMO IPOBOAUTD CBOEBPEMEHHYIO CaHAIVI0 OPOHXMATIBHOTO
IepeBa, MUKPOOHBINI MOHUTOPVHI OpPOHXMAJIBHOIO CeKpeTa ¥ HPOTVBOMUKPOOHYIO Tepamuio
C Y4eTOM aHTMOAKTepMaTbHOI YYBCTBUTENTBHOCTIA.

B Bompoce [MarHOCTMKY ATPOT€HHbIE CBUINM He BBISBIBAIOT COMHEHUII, M UX BepuuKays
TOCTYIIHA IIPY ITOMOIIY 9HOCKONIMYECKUX U PEHTTEHOJIOTMYeCKNX (B TOM 4YJC/Ie peHTI€HOKOH-
TPAaCTHBIX) METOIOB VICC/IEIOBAHYIA.

3AKJTIOUEHUE

[TIpn nposemenum pmurenpHoi VIBJI y manmeHToB mo6oro mpodmast (coMaTmyeckoro
WIN XMPYPIUIECKOT0) HEOOXOAVIMO COXPAaHATb HACTOPOXKEHHOCTb B OTHOLIEHMM ATPOTEHHBIX
OC/IO)KHEHMIT, MPOSIB/IAIONMINXCSI B TOM 4Kciae (OpPMUPOBAHMEM TPAXeOINUIeBOJHBIX CBUIIEIL.
[TpoBenenne mpoduIaKTUYECKNX MEPOIPUATIIL, HAIIPABIEHHBIX Ha MpeNOTBpAllleHle TaHHOTO
OCJIO>KHEHNs, SIB/IETCS OCHOBOIIO/IATAIONIVM B BeJIeHMM TaKMX IauyeHToB. I1pu Bbisasienun ¢pop-
MMPOBaHV JAHHOTO OC/IOXKHEHMsI B Ha4a/IbHOU (ase (TpaHy/Isuys U OTeK B 00/1aCTV MHTVMHOTO
IPUIKAHUS MAaH>)KeThl 9HJOTPaxeanbHOI TPYOKM CO CTOPOHBI Tpaxey U Ha3oracTpaaibHOTO 30H-
Ila CO CTOPOHBI MNUIIeBOfia) 6e3 MPU3HAKOB aKTMBHOTO COOOIEeHNs He UCKII0YeHa BO3SMOXKHOCTD
IpOBefieHNsI KOHCepPBATMBHOI Tepamuy (MCIONb30BaHME HA30TaCTPAJIbPHOTO 30H/Aa MEHBILIErO
AVaMeTpa, IepUoANYecKoe 3MeHeH)e MO3UIY HJ0TpaxeanbHo TPyOKyu, Ipu HeOoOXORMMO-
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CTU — CMeHa NPOTUBOMMKPOOHOI Tepanuu). B crydae orpuijatesbHOI AMHAMUKN HEOOXOAMMO
OIpeeNTh TAKTUKY CBOEBPEMEHHOTO XVMPYPIIYeCKOT0 JIeYeH s, HallpaBIeHHYIO Ha Pa3o0IeHIe
COOOIIEHNA MeXY Tpaxeell U NNIIEeBOLOM ¥ BOCCTAHOBJIEHVEM LIeTIOCTHOCTY MX CTEHKIL.
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MNEHTAOA KAHTPEJITA
B MPAKTUKE HEOHATOJIOTA

NMEHTAOA KAHTPEJIJIA B NMPAKTUKE HEOHATOJIOT A*

H.A. Xapuronosa, M.A. bacapruna, E.H. bacapruna, M.J1. Hecreposuy, M.C. VinnapnoHnosa

OBOCHOBAHME

[Tenrama Kanrpenna (TopakoabpoMyuHanbHas 3KTONMs CepPyliad, SKTONMUS CepAlia, CUHPOM
Kanrpenna-Xemrepa-Papnua (Cantrell-Heller-Ravich)) — penxmit Bpo>kieHHBIT IOPOK, Xapak-
TEPU3YIOLUIICA TOPa>KEHNEM CepPAeYHO-COCYAVICTON CUCTEMBI, a TaKkKe Auadparmbl 1 OPIOIIHO
creHKI. [TATh IPU3HAKOB CHHAPOMA BK/IIOYANOT: HeeKTbl OPIONIHOM CTeHKHM, fuadparmpl, HIDK-
Hell YaCTy TPYAVHBL, IIeprKap/a U Ha/lu4due BpOKAeHHbBIX TOPOKOB cepaua [1-3].

Hapymennsa auddepeHIpoBKy BHY TPUIMOPIOHATIBHOI Me30epMbl (OTCYTCTBME JIATePaIbHO-
IO CerMeHTa), BO3HMKIINE IPYMePHO Ha 14-18 ieHb BHY TPy TPOOHOTO pasBUTHA IUIOfA, ONIPEAe/ISIOT
K/IMHWYECKYI0 KapTuHy 3aboneBanus [ 1, 4-6]. [TopakeHue nomnepeyHoit HeperopoaKyt 00ycn1aBanBaoT
¢dopmupoaHe fedekToB AuadparMbl U IepuKapya, TOTA KaK HellpaBIU/IbHAS MUTPALUA Me30ofiep-
MaJ/IbHBIX CTPYKTYP JIEKUT B OCHOBE BO3HUKHOBEHNS TedeKTOB IPYANHBI 11 OPIOLIHON CTeHKH [1, 7].

Briepbie cunzpoM 6bi1 omican B 1958 roxy Cantrell J.R. ¢ coasr. [1, 3].

Yacrora BcTpeyaeMoCTy 3a00/IeBaHMA 110 JAaHHBIM 3apyOeKHO TUTepaTyphl COCTaBsAeT ot 1:65000
1o 1:200000 >x1BOpOXIEHHBIX [1, 8], ¢ cOOTHOLIIEHNEM MaIbuMK/IeBOYKa, paBHbIM 2,7:1 [1, 9, 10].

B namewm IlenTpe 3a nmocneguue 10 eT 3T0 BTOPOI C/Iy4yail y HOBOPOXKAEHHOTO pebeHKa.

KJIMHWYECKWUW NMPUMEP

“' O MAIIMEHTE

Pe6eHOK MOCTYIMI B OT/elIeHNe MAaTOJIOTMY HOBOPOXKIEHHBIX fieTell LleHTpa Ha 4-e cyTKu
JKM3HU C HAIPaBUTEIbHBIM AMarHos3oM: «/memus mosra. Bposx/ieHHBII MOPOK cepila: TeTpa-
ma ®amro. TpaHsUTOpHOE TaxMIIHOJ. JIpIXaTenbHasA HENOCTATOYHOCTb. Ilymounas rpopka (2).
AHeBpy3Ma IYyNOYHOI apTepun (?)».

/13 aHaMHe3a M3BECTHO, YTO PeOEHOK POAM/ICA OT IepBOil OEpeMeHHOCTH, IIPOTeKaBIIel
C TeCTAlMIOHHBIM CaXapHBIM AMabeToM Ha BCeM IIPOTsHKEHVM, C yTPO30ii IIpepbIBaHNs Ha 8 Heferne
recTalyy, IepBbIX CPOYHBIX CAMOIIPOV3BOIbHBIX POLOB Ha OHE MEAVMKAMEHTO3HON CTUMY/IALIUN
B CBSI3U CO C/1a0OCTBI0 POTOBOI AEATENIBHOCTH, Y MaTepy 38 jIeT, COMaTn4eckn 310poBoit. OTiy
MaJIbyyKa 42 rofa, 35,0poB. Y [iefia 110 MaTepPUHCKOI IMHUM — BPOXK/€HHBII ITIOPOK cepALa.

ITpu mpoBeneHNM paHHe peHATAIbHO YIbTPa3ByKOBOI JMAaTHOCTUKIY BBIAB/IEH BPOXK/EH-
HBIII OPOK cepana (terpaga Pajno), KOTOPLIL TOATBEPAN/ICA IIPU ITIOBTOPHBIX MCCIEIOBAHNAX.
Bo BTOpOIT 1ONIOBUHE OEpEeMEHHOCTM AVIATHOCTVPOBAH YMEPEHHBINI CTEHO3 JIETOYHON apTepuin
C TUIIOITa3MeNl CTBOJIA M BETBEW U JEKCTPOKAPHVIEA.

Macca npu poxxgenuu 2930 1, poct 48 cM, oneHka ro mkane APGAR 8/9 6annos, cocrosiHue
IIOCTIe POX/EHUA TsDKeIoe, 00yclIoBeHHOe runokcudeckum nopaxennem 1THC, mpossrennem
AbIXaTe/bHOM HepoctarogHocTy. Ha 30 MuHyTe )X13HM peOeHOK ObUI MHTYOMpPOBaH, HAXOAVU/ICS
nCPAP, skcTy6MpoBaH K KOHIIY IEePBBIX CYTOK JKVM3HN.

* Marepuan ony611KoOBaH B >KypHane «Poccuiickuit megnatpudeckuit sxypHam 2020;23(3):204-208.
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B popunbHOM [joMe IIpM yIbTPa3BYKOBOM
VICCTIeIOBAaHNM TIepefHell OpIOIIHOM CTeHKU
B apTepUaJbHOM CIEKTpe IapayMOMINKaIbHO
obHapyxeH cocyp (anamerp 12x10 Mm).

IIo panmbiM IXO-KI: pexcrpoxappus,
teTpaga Pano, yMepeHHBII CTEHO3 JIETOYHOI
apTepun C IUIOIIa3Nell CTBOIA U BETBEIL.

OUN3NKAJIDHAA

OINATHOCTUKA

I[Ipy mocTymwieHnn B oTAeneHe obpalano
Ha ce0si BHUMaHMe BBIISTYMBaHUE IepefHeit
OpIOIIHOM CTEHKM OKpPYINIOi (OPMBI, KOTOpOE
BU3Ya/IM3V[POBA/NIOCh HaJl ITYIOBMHHBIM OCTAT-
KoM. B BepxHeM mostoce 06pa3oBaHMsA MYIbCU-
posai cocyn (puc. 1). ITanpnaTopHo onpepnens-
JIOCh PAaCXO>KZIeHMe MPSIMbIX MBIIII] )KMBOTA.

[To BHYTpeHHMM OpraHaM U CUCTEMaM
0e3 MaTONOTMYeCKNX WM3MeHeHUil. B HeBpo-

JIOTMYECKOM CTaTyce OTMeYanoch CHIDKeHNe Puc. 1. Okpyrnoe BbinsuMBaHne B 061acTy
MBIIIEYHOTO TOHYCa U yTHeTeHue pediekcoB nepefHein GPIOLLIHO CTEHKU, B BEPXHEM
HOBODPOXX/JEHHBIX. nontoce KOTOPOro Ny/bcupyeT cocyn

\—
IIPEJBAPUTE/ILHBIN MTVATHO3

OCHOBBIBasICh Ha pe3y/IbTaTax IPOBENEHHBIX B POAWIBHOM JOMe OOCIefOBAaHUIL, a TaKoKe
JaHHBIX QU3NKATBHOTO OCMOTPA, IPEATIONOXUTEeNbHbIN fnarnos: «lenraga Kantpemmar.

OIUHAMUKA U ICXOTIbI

Y3/ opraHoB OpIOLIHOI TOZIOCTU: OOHAPYXKEH Y4aCTOK pa3MepoM 10 8 MM, BHYTPU KOTOPOTO
BU3Ya/IN3UPOBAJICA CATTbHUK (ITyIIOYHASA TPbIXKA).

IKI: Murpanmsa BopguTens puTMa M3 CHMHYCOBOTO y3/Ia B MMOKApJ IIPaBOro Ipencepaus,
OTK/IOHEHMeE 3/IEKTPUYECKOI OCH CepAlla pe3KO BIPaBoO. BbolpaskeHHas apuTMusA, IPU3HAKNU O/I0Ka-
IbI BHYTPUIIPENICEPAHOTO IpOBefeHNA. BeposATHBI MO3UIVIOHHBIE 0COOCHHOCTH CepALia: CPeaVH-
HOe TIoJIoKeHMe ceppa. Hembas uckmounTs runepTpoduio Muokapaa >xenyfgoukos. Hapymenne
Ipoliecca penoApu3alyt B MMOKap/ie XKeTyI049KOB.

[ln1s1 onpeneneHys reMOAVHAMUYECKIX 0COOEHHOCTEl CepAeuHO-COCYMCTON CUCTEMBI, a TaK-
Ke YTOYHEHMsI aHaToOMuy 1opoka BbinonHeHo IXO-KI, Ha KOTOpOM BbIsAB/IEHbI AeeKT pasMepoM
7,3x7,0 MM, C JIeBO-IIPaBBIM COPOCOM B IepUMMeMOpPaHO3HOM YaCTV MEXCKETyHOYKOBON Iepero-
POIKM M OTKPBITOE OBa/JIbHOE OKHO 3 MM (TakXe C JIeBO-IIpaBbIM cOpocoMm). KiramaHHbIT cTeHO3
JIETOYHOI apTepuy, IIpaBojexamas gyra aopTel. [lo mepepHeil MOBepXHOCTY OPIOIIHON CTEHKU
HaJl IIyIIKOM BU3ya/IM3MPOBAIOCh KAaIIEBUIHOE C/IETIO 3aKaH4MBalolleecs OI0CTHOe 00pa3oBaHue
C IIyIbCUPYIOLIMM TUIIOM KPOBOTOKA, pa3MepoM f10 24X12 MM, ucxopsdiiee U3 BepXyIIKN I€EBOrO
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MNEHTAOA KAHTPEJITA
B MPAKTUKE HEOHATOJIOTA

JKEMyIoYKa U cooOIaileecss C €ro IoI0CTbI0
Y3KUM IepelIeiiKOM fuaMeTpoM 3—4 MM, IIPOX0-
Asllee MOAKOXXHO BIONb CPEIVUHHON TMHUN —
OUBEPTUKYINUT JIEBOTO >KETYy0UKa.

Pemratormee 3HaueHve B BepupMKaINy Jyar-
Ho3a umeno nposefeHre KT ¢ BHyTpuBeHHBIM
KOHTPACTUPOBaHUeM, Ha KOTOPOM OBbUIV BBLSBIIE-
HBI Cy>K€HJ€ CTBOJIA JIEFTOYHOI apTepui O 5 MM
U TOKaIM3YIOIMIICA IMOAKOXKHO Ha 19 MM BblIIe
IIyTIOYHOTO KOJIbIIA JUBEPTUKYII IEBOTO XKETY04-
Ka, pasMepoM 6x12x9 MM, UCXOMAIINIA M3 aIllu-
KaJIbHOTO OT/le/Ia JIEBOTO JKEMylouKa M COemu-
HEHHBII C €ro MOJIOCThIO TEePEIIeNIKOM TMHETHOM
dbopwmsl (puc. 2), suameTpoM A0 2,5-3 MM, IPOT-
JK€HHOCTBIO 110 40 MM, pacTONOXeHHBII 110 Cpefi-
Hell muHu. [ToMyMo 9TOrO0 OOHAPY>KEH JIOKaIb-
HbII fedeKT fuadparMsl B IIepeHeM OT/ierIe.

Ha ocHoBaHuM HaHHBIX OCMOTpAa M WH-
CTPYMEHTA/JIbHBIX METOJIOB MCCIEeOBAHUIL
BBICTaBJIeH AyarHos: «Mmemuns mosra. Ilenraga
Kanrpemnna (BkIogaoIas BpO>KeHHBI IOPOK
cepnua — Tterpany Pamwro (KpymHsil gedexT
MEXOKETY/IOYKOBOM TePErOPOKY, KallaHHBIN
CTEHO3 JIETOYHOJ apTepyy, IPABOJIEKALIYIO AYTY A0PTHI), @ TAK)XKe JUBEPTUKY/I allKATBHOTO CeT-
MeHTa JIEBOTO XKeNyHouKa, nedekT guadparMel B IepegHeM OTAene 1 oMdarolene)».

Inddepenimanpaas AMarHOCTUKA IIPOBOAMIACh MEXAY TaKMMU 3a00/IeBaHUAMMY, KaK 130-
JMMpOBaHHAsA TOpPaKaJabHasA SKTONMA CEPALA, SKTONMA CepAlja B COYETAHUM C CMHAPOMOM aMHUO-
TUYECKNX IepeTsDKeK, M30MPOBaHHOe oMdaroliesne, racTpoImnsnc, cuugpom beksura-Bugemana,
XPOMOCOMHBIe aHOManmuu wiofa [1, 11].

C nesnplo onpesiesieHNs JalTbHeIIeil TAKTUKI JIeYeHsI MaJIbuyK ObUT IIepeBefieH B KapAyoyo-
IYecKoe OT/e/IeHNE.

[To maHHBIM aHTMOrpaduM BBIABIEHO, YTO MOJIOCTH JIEBOTO XKETy[L04Ka VIMeeT JOCTATOUYHbIe
pasMepbl, pa3BepHYyTa BIIPAaBO OT BEpPXYILUKI JIEBOTO JKeTyfouKa. B HanpaBieHuy nepegHeit 6pror-
HOI CTEHKU OTXOAUT AMBEPTUKY/ C paclIMpeHMeM B AUCTaabHON YacTu. CTEeHKM AUBEpPTUKYIIA
COKPAIJAIOTCA CMHXPOHHO, KPOBOTOK PEBEPCHUBHBIIA.

[TpoBeneHO MOEKY/IAPHO-TeHeTUIeCKOe VMCCTIeloBaHye—IaHe/Ib: Kap/IMoIorndeckie 3aboe-
BaHUA (CMHpOMasbHble U HECUHAPOMasabHble (GOPMbI KapAMOMUONIATIII, HEKOMIIAKTHBIN MMO-
Kapz, HapyIIeH)s pUTMa CepAilia) — IAaTONIOIMM He BbIAB/IeHO. ITo pe3ynbpraTaM TaHZEeMHON Macc-
criektpoMeTpuy (TMC) KpoBu BBIAB/IEHO M30TMPOBAHHOE IIOBBILIEHNE aCIIAPAaTMHOBO KVC/TOTBL.
ITpu nosTOpHOM UCCNegoBanuy kpoy MetofoM TMC 1 aHanM3e MOUYM Ha CHEKTP aMUHOKUC/IOT
C IIOMOIIBIO TA30BOI XpOMATOrpadui, MATONIOINM He BBIABIICHO.

B Xopme mpoBeNeHHOr0 KOHCUIMYMA PEIIeHO IPOBECTU XMUPYPIMYECKYH0 KOPPEKLMIO IOpPOKa
B 00'beMe pe3eKIMy AVMBePTHKY/a (BBUAY OIIACHOCTY €ro paspbiBa, TpoMO03a 11 aTabHBIX Hapyllle-
HIII pUTMa CepAiLia), a TAKKe ylIBaHue fiepekta AyadparMpl ¥ IVIACTUKY NepeHeil OPIOIIHOI CTEHKN.

B Bo3pacTe 6 MecsIeB peOeHKY BBIIIOTHEH [TOC/IEHNUII 9TAll OIIePAaTBHON KOPPEKLNU IOPO-
Ka: pafuKajbHasA KoppeKuus TeTpagbl Pajio ¢ TpaHCAHY/ULAPHON IIACTUKON BBIBOJHOTO OTAENa
IIPaBOTO XeNMy/I04YKa. B yIOB/IETBOPUTEIPHOM COCTOSHUY PeOEeHOK BBINNCAH JOMOII IIOf] HabIIofie-
HIl€ Y9aCTKOBOTO IeAyuaTpa 1 KapAKosIora.

Puc. 2. KT ¢ BHYTPUBEHHbIM
KOHTpPacTUpPOBaHMUEM: ANBEPTUKY,
NCXOOSALLNIA U3 BEPXYLUKW IEBOrO XKeNyaouKa,
NPOTSXXEHHOCTbIO A0 MYNOYHOro KoJbua
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B Bospacte 1 ropa 5 MecsirieB ManpuyK ObIT HOBTOPHO FOCIUTANTN3NPOBAH B KapIMOXMPYpriude-
CKO€ OT/Ie/IeHNe C LieTIbIo HaO/moleHNA B fuHaMuKe. B xozie o6cneoBanys maronoruy He 0OHapy>kKeHo.

\/&» TIPOTHO3

Hetn ¢ cuagpomoM KanTpenta MMeOT JOCTaTOYHO HU3KYIO IPOJODKUTENbHOCTD KU3HM,
KOTOpasi HaXOUTCs B MPSIMOJN 3aBUCUMOCTY OT pasMepa fedekra mepenHert OPIOIIHON CTEHKM,
CTeTIeHY TSDKECTU MOPaXKeHMsI Cepplia M HaIM4yusl COYeTaHHbIX aHomanuit [1, 12].

Ispenka npu nerkoit popme 3aboeBaHMsI BOSMOXKHO IIPOBeZiEHNE OTCPOYEHHON XUPYPru-
J4ecKoll KoppeKuyy nopoka [1, 13]. CBoeBpeMeHHas pe3eKLusA AMBEPTUKY/IA XKeTyLodKa UTpaeT
BXXHYIO POJIb B IIPEIOTBPAILLEHNY CaMOIIPOV3BOABHOIO paspbiBa U IPEXAEBPEMEHHON CMEPTU
pebenka [1, 14], 4To 1 OBITIO BBIIIOTHEHO Y HAILIETO ITAll/eHTa.

B cnyyasx, korga y 60/IbHOTO AMarHOCTMPOBAaHA 9KTOMNA CepALIA I OPTaHOB OPIOIIHOI IT0JI0-
CTU, IPOrHO3 He6naroanHTHbH71 [1, 15-18]. CMepr MMAlVIEHTOB BO3HMKAET B IIEPBbIe JHU XKU3HU
BCJIE[ICTBYE PA3BUTNA Pa3INYHBIX HAPYLIEHUI PUTMA, CEPEYHON HEOCTATOYHOCTY, KapANOIreH-
Horo moka [1, 9, 19] u cocrasnser okono 50% [1, 20].

YuuTpiBass HAaKOIJIEHHBIN OIBIT, OOLIENIPY3HAHHBIM SABJAETCA TOT (QaKT, YTO IPU YCTAHOB-
JIEHUM JAaHHOTO [MAarHo3a B IIEPBOM TPUMeCTpe OepeMeHHOCTH, IpepbIBaHue SIBIsETCs Ooree
IPeAIIOYTUTEeIbHBIM. [109TOMY, pOUTE/NN JOIKHBI OBITH CBOEBPEMEHHO M3BEIEHbI O BO3MOXXHOM
HeOmaronpusaTHoM ucxope [1, 21].

OBCYXAEHUE

[Tentama Kantpena npencrasiaeT co60il COBOKYITHOCTD C/IEAYIONINX IPU3HAKOB:

o 9KTONNA / BPOXK/IeHHbIE TIOPOKMU CEPALIA,

o pedexT nepenHert 6proIHON cTeHKY (OMaoLene N racTpOIINSIC),

o BPOX/ICHHbIe AaHOMA/IVJ PasBUTHS CBA3AHHBIX MEXAY c000il CTPYKTYyp: Anadparmab-

HOTO OTZieJTa IIepyKap/ia, IepefHell 9acTy fuadparMel ¥ HYDKHETO OT/iesIa TpyavHsI [1, 3].

JledexT MeXKeTyOYKOBOI EPErOPOAKY BCTpedaeTcs B 72% caydaeB 3aboneBanus [1, 22].
Taxoke onmcasbl: fedeKT MeXIpeRcepAHOI IIePEropOKIA, AUBEPTUKYJI IEBOTO >KeMy04YKa, CTEHO3
JIeTOYHOIL apTepuy, Terpaga Pajrio, HeKCTPOKApANA M TPAHCIO3ULINA MAarkCTPaNTbHBIX COCYZIOB
[1,23-28]. Y 75% manyeHTOB MO>KeT OTCYTCTBOBATh nepukapy [1, 3].

K akcTpakapauanbHbIM IPOSBIEHNAM CHHPOMAa OTHOCATCA: YepeIHO-/INIIeBble aHOMA/INN
(pacmenmuua ry6nl u/wnm HEGA) [1, 9, 29], MOpoKU pasBUTUS LIEHTPATbHOI HEPBHON CUCTEMBI
(rupporedanus, gepextsr HepBHOI TPYOKM) [1, 30-33], MOpoKM pa3BuUTHs CKemeTa (KOCOMANOCTb,
OTCyTCTBYE 00/bLIEOEPIIOBOIL MM JTy4eBoit KocTell) [1, 34-37], a TakKe IIOPOKM pasBUTUA Opra-
HOB OPIOIITHOJ OOCTH (areHe3Vst )KeTYHOTO ITy3bIPsi, AHOMA/INI PAa3BUTHA cenie3eHkn) [1, 38-41].

K maronmormaM pasBUTHA TPYAMHBI OTHOCATCA: paclle/iMHa IpyauHbI (26%), OTCyTCTBME
MeuyeBUAHOro orpocTKa (10%), orcyrcTBue HVDKHUX 2/3 TpyauHbl (9%) [1, 42]. Ecnn crepHampHbIi
medeKT JOCTaTOYHO BeVK, Y HOBOPOXKIEHHOTO MOXKeT PasBUTHCA IKTOINA CEPALa, TPV KOTOPOI
ceppile HaXOAUTCS 3a Ipefie/laMyl TPYAHOI KiIeTKu [1, 43].

HedexTbl mepemHell OPIOIIHON CTEHKM Yallle JTOKaIM3YIOTCS BBIIIE IYIKa ¥V IO CpefHeil
e — oMdarnonene (63%), AMactas MPsMbBIX MBIIII] XXVBOTA, IYIIOYHbIE TPBDKM, TACTPOIIN3IC.
BeHTpanbHbIT 3arpyanHHBIN fedeKT Auadparmbl BcrpedaeTcs B 91% cmydaes [1, 33, 44].
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MNEHTAOA KAHTPEJITA
B MPAKTUKE HEOHATOJIOTA

[Tonmublit KomIIekc fedeKToB BcTpedaeTcs pefko. B 1972 r. Tossma W.M. mipenoxxn cinenyo-
myo Knaccudukanyio [Tenraner [1, 20]:

Kracc 1: TOUHBII AMAarHO3, ¢ HA/IM4MEM BCeX MATHU Ae(eKTOB.

Kitacc 2: BepoATHBIN AMATHO3, C HAIMYMEM YeThIpeX MMEIOIINXCcA e eKTOB, BK/II0Yas aHOMa-
JINU CepHieYHOl IePErOPOAKY U OPIOLIHOI CTEHKIL.

Kitacc 3: HemonHble IPOABIIEHNSA, C Pas3INIHBIMM KOMOMHAIVAMM AedeKToB, BKII0Yas I1aTo-
JIOTUIO TPYIVIHBI.

[IpencTaBneHHBII CTy4ali o KIacCupMUKanyy OTHOCUTCA K KIaccy 2.

Jlna puarHOCTMKM 3a60/IeBaHUA BO3MOXKHO MCIIONb30BaHME MOJIEKY/ISAPHO-TeHeTHYeCKO-
ro aHajmsa. Tak, y HAalMEeHTOB C HAHHBIM CMHAPOMOM MOTYT OBITb BBIABJIEHBI MyTAl[Uyl B IeHe
Xq25-926.1, a Taxoke Tprcomus 13 u 18 xpomocom [1, 45].

Steiner M. B., Vengoechea ]. u coaBT. ormeTunu ponb reHa ALDHIA2 B maToreHese pasBu-
A cuHApoMa KaHTpenta, a MMeHHO fuadparManabHOl I'PbDKM ¥ BPOXXEHHOTO TIOPOKa CepALa
(B wactHOCTH, TeTpazbl Panno). Kpome TOro reH, pacrono>keHHbIN B 15 XpoMocoMe, KORMPYIOLINI
(bepMeHT peTHHON-eTUAPOTreHa3y, OOCPEJOBAHHO Yepe3 PEeTMHOEBbIe KIC/IOTHI, BIMAET HA BHY-
TpUyTpOOHBIT opranoreHes [1, 46, 47].

Taxoke cyliecTByeT I'MIIOTe3a O BO3MOXKHOJ MyTranuy reHa BMP2 (kxoctHblit MopdoreHe-
trdeckuit 6emok II tuma), urparmoiero KIr4eByI0 poib B paHHeM 9MOpHOreHese, KapAuoreHese,
Ielyiyann3anny, a TakKe B CKenetoreHese [1, 48].

ITpeHaTanbHasA [MarHOCTMKA IATONOTUM BO3MOXKHa npu nomomu Y3V yke Ha 10 Hepene
6epemennoctu [1, 49]. Vicnonb3oBanne 2D- n 3D-ynpTpasByka IOMOTaloOT BU3yaIN3MPOBATh aHO-
MaJIMIO IJIOfIa B Pa3HBIX MJIOCKOCTAX [1, 50]. [ MCKII0o4eHNs: XpOMOCOMHBIX aHOMA/INii peKOMEH-
IyeTcs NpoBefieHre Kapuotunyuposanus [1, 40].

McMahon CJ 1 coaBT. IpeAIONOXWIN, YTO UCIIONb30BaHMe npeHaTanbHoit MPT miona Haps-
Iy € IIpeHaTa/IbHOI 3X0Kapayorpaduei IoOMoraeT yayqlNTh BU3yaTM3ali0 aHOMA/INI 1 TO3BO-
nsgeT 0OHApYXNUTh AedeKThl, XapaKTepHbIe I cMHApoMa [1, 52].

3AKJTIOUEHUE

[IpencraBneHHBI KIMHIYECKNUI CITyYail OTpakaeT HeOOXOAMMOCTD AMATHOCTUKI BPOXK/EH-
HBIX IIATOJIOTUI Y IeTell Ha CAMbIX PaHHUX 3TallaX Pa3sBUTHA C IPUMEHEHNEM COBPEMEHHBIX METO-
IOB McciefloBannii. VIMEHHO MyIbTUAMCHUIIIMHAPHBIN ITOXO/ K IMAarHOCTUKE M CBOEBPEMEHHOE
OllepaTVBHOE JIeYeHNe NaHHOTO 3ab0/eBaHMs IO3BOMMIN M30eXaTh PasBUTUS >KU3HEYTPOXKAI0-
VX COCTOSIHUIL ¥ B MTOTE€ COXPaHWIN )XVM3Hb PeOEHKY.
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303UHODUNbHbIA 330DATUT C PA3SBUTUEM
CTEHO3A MNMULLEBOAA

M.M. Jloxmatos, C.I. Makaposa, A.H. Cypkos, A.Il. ®ucenko, B.J1. OngakoBckuii,
T.H. byakuna, O.A. Epemko, C.C. Ba3ankuna, A.B. Tynbinenko,
K.A. Kynuxkos, E.A. PomanoBa

OBOCHOBAHME

B cBA3M c coBeplIeHCTBOBaHMEM IMATHOCTMYECKMX ITOJXONOB B HACTOALee BpeMs 303UHO-
¢bunbHBI 930¢arut (903) He ABIACTCA PEAKUM 3a00/TeBaHNEM Y HeTell.

Cpeny peTeif, IepeHecINX 330(aroracTpomoyAeHOCKONNIO, PACIPOCTPAHEHHOCTh D03
cocrasnfAeT 2,3-6,8% [1]. B HacTosAIIee BpeMa 0TMeYaeTCsl YCTOMYUBBIN POCT PaCIpOCTPaHEHHO-
ctu 1 3a6oseBaeMoCTy 909 B AETCKOI IOMy/sunu [2].

PacnpocTtpanénnocts 909, no panapiM OI'AY «HMMUI 3noposba meteit» MuHUCTEpCTBA
3gpaBooxpanenus Poccun (nanee — Ilentp), ¢ mronst 2020 ropa 1mo HacTosiIIee BpeMsi COCTABIIsET
21 cmyuyait Ha 5361 9TIC (1 cyugait Ha 255 STIC).

VI3BecTHO, 4TO maTtoreHes Jod cBs3aH ¢ GOPMUPOBAHNEM CTEHO30B U CTPUKTYP IMIEBOAA
IpY AJINTETTBHOM TedeHUY 3a00/IeBaHNs M OTCYTCTBUM JiedeHus [3, 4]. [InuTenpHOe OBpexXeHe
cusucroit o6onmouky (CO) muieBoja MMMYHOKOMIIETEHTHBIMM KJI€TKaMV HPUBOAUT K Hapy-
IIEHNIO ee CTPYKTYPbI 1 QYHKIVM, IIPOrpeccupyouieMy cybanuTennaaibHoMy ¢Gpuéposy, u BIIO-
CNeACTBUM K (POPMUPOBAHNIO CTPUKTYP NuineBofa. HecMOTps Ha TO, YTO CTEHO3BI ¥ CTPUKTYPHI
H1IIeBoAa 0O/Iblle XapaKTepHBbI AJIs B3POC/IbIX, OHM MOTYT BCTPEYaThbCs U Y JieTell, IpeuMylle-
CTBEHHO CTapiero Bodpacta (crapiure 11 nert) [5].

JlaHHBII CTy4ali YHUKAJIEH TeM, 4TO y peOeHKa cO CTeHO30M IMIIeBofia Ha poHe D03 ynanoch
KOCTNYD 3HAYNMTEIBHOTO KIMHIYECKOTO U S9HZOCKONMIYECKOTo (paspelleHye CTeH03a) YIydIeHs]
Ha ()OHe KOHCEePBATUBHOI Tepaluii, XOTs Ha OCHOBAHMY Ha4a/IbHOJ SHIOCKOIYECKON KapTUHBI
JaXKe pelllasics BOIPOC O IPOBEIeHNN ONePaTUBHOTO JIe4eHNA.

KIIMHWUYECKWUW NMPUMEP

“' O MALIVIEHTE

Manpuuk ., 12 et 8 Mec, pycckuii, IpoXXuBaeT B O4HOM 13 pernonos P®. Ilpu nocryme-
HYM B MapTe 2021 I. >)ka/100bl: 3aTpyAHEHMs IPY IJIOTAHNY TBEPA O NI, IOIePXMUBAHMS, I/IOXas
npub6aBKa Macchl Teja.

/13 anamHe3a 3a060/1eBaHNA U3BECTHO, UTO SABJIeHUA Aycdarun (3aTpyfHEeHUe K ITIOTAHUN
TBEpJON INIIV) OTMEYasaycCh y MajbuyMKa C JOIIKOIbHOTO IIEPMOMIA, OFHAKO CTEHO3 MUIEBOJA
3anofjo3peH He 6bU1. B 10 j1eT ObUT 311130/ OCTPOTO OTPAB/IEHNsA, B CTAIIIOHAPE II0 MECTY XKUTE/Ib-
CTBa IOIIBITKA YCTAHOBK) HA30TacTPalbHOTO 30H/A ObUIa OesyclelHoil. B TeyeHMe mocnenHero
rojia CTajyM Yalle BO3HMKATbH IONEPXMBAHMUA NPU IpUEMe TBEPHON IMUIIN, OTMeYanach IJI0Xasd
npubaBKa Macchl Tena. IIpu aToM anmeTuT He OBUI CHYDKEH, B pal[ioHe pebeHKa IIPUCYTCTBOBAIN
BC€ BUJIbI IIPOJIYKTOB, B TOM YMC/I€ I JOBOJIBHO TBEP/IbIE, OTHAKO PETPOCIEKTUBHO KOHCTATUPOBA-
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303MHO®UJIbHBIN 330DATUT
C PASBUTUEM CTEHO3A MNMULLEBOOA

HO, 4TO TPeOOBANIOCh JINTENbHOE pa3KeBbIBaHMe TBepho muiu. B dpespane 2021 r. pebeHOK ObII
KOHCY/IBTYIPOBAH TacTPO3HTEPOIOTOM 10 MECTY XXUTEIbCTBA, IIPOBEJEHO 00CIejoBaHMe.

[To ganubIM 330¢arorpadun: NUIEBOJ KOHTPACTUPOBAH Ha BCEM MPOTSHKEHUN, OTMEYaeTCst
paBHOMEpPHOE Cy)KeHMe INMUIIEeBO/Ia, HauMHasA OT 3-TO I'PYAHOTO IO3BOHKA, IPUMEPHO JI0 5 MM.
3anopo3peH MenTUYecKNil CTeHO3 MUIEBOJa, B CBA3M C YeM IIpOBefjeHa TeleMeMIITHCKas KOH-
CynbranusA co crnenmamucramu lleHTpa, peKkoMeH/I0OBaHa TOCHMUTAIM3ALMA B XMPYpPrudeckoe
TOpaKaJIbHOE OT/Ie/IeHe [/ OIpefie/ieHNsI TAKTUKY OIepaTUBHOTO JIeYeH)s 110 MOBOAY CTeHO3a
nuileBoya. JleueHne 10 MOCTyIIeHNA He MOTyYall.

AJteproyiorn4eckuii aHaMHe3: OTMEYAIOTCsl a/yIeprideckyie peakluy Ha apaxyuc (OTe4HOCTh
CO mnonoctu pra), Mep (IeplieHre B Topie), MKy (3yA BO PTY), IpM YHOTpeOIeHnN MOTIOKa —
nuapesi. Co c/i0B pebeHKa, ¢ alpes 0 KOHell Masl BBIPaKEHHBIIl 3yJ I71a3, 3aJI00KeHHOCTb HOCA.
B mioHe mpu mporynke 1o IOMI0 JeTKUI 3yf I71a3. briBaeT yMxaHue NMpy KOHTAKTE C IJIECEHBIO
(B kBapTupe y 6a0yIIKy — paHee OTMeYasIyCh IJIECHEBbIe BereTallln).

/I3 aHaMHe3a XU3HU: peOeHOK OT IepBOil OGepeMeHHOCTH, IpOTeKaBlIell Ha (OHEe YTrPO3bI
IpepbIBaH, I1eNOHePNUTa, KOIBIINTA; IIEPBBIX OIIEPATUBHBIX pofoB. Macca Tena npu poxkae-
Huu 3540 1, mmHa 52 cm. Ouenka no mkane APGAR 7/8 6annos.

PanHee ¢usuyeckoe U NCUXOMOTOpPHOE pasBUTHE IO Bo3pacTy. IlepeHeceHHble 3abomeBa-
HYIS: TOH3UJIUIUT, CKap/IaTVHA, MH(EKIVIOHHbBII MOHOHYK/Ie03, 6poHxuT, penkre OPBI, onepanys
II0 IOBOAY KPUIITOPXU3Ma B 5 JIeT, aJleHOTOH3WUISKTOMMUA B 6 7ieT. [Ipodummakriueckue npuBUBKM
IIPOBOAMINCH cornacHo HaryoHnanbHOMY KaneHaaplo.

HacnencTBeHHBINI aHAMHe3 OTATOLEH CepfledHO-COCYAMUCTON IaTO/OrMell 1O JIMHUU OTIa,
no nuHuu Matepu 3aboneBanusivu [JHC.

OU3NKAJIBHAA JMATHOCTVIKA

[Ipu mocrymieHnu obliiee COCTOsIHME cpefHell TshkecTn. Temmepatypa 36,6°C, Bec 33,1 Kr,
pocT crosa — 147 cm. ®u3ndecKoe pa3BUTIE CHIDKEHO, JYICTAPMOHIYHOE 32 cUeT fAeduInTa MacChl
tena. Z-score HAZ -0,94, BAZ -1,59, 4TO COOTBETCTBYeT O€IKOBO-9HEPreTIYeCKOl HeJOCTaTou-
HOCTM JIETKON CTelleHM. SI3bIK 00/10kKeH OenbIM HaleToM. 3eB po3oBblil. JImMdaTndeckie y3iibl
6e3 cucremHoro yBemmueHus. KocrHasa cucrema: BopoHkoobpasHas gedopmanys rpygHON KIeT-
ku. Yacrora ApIxaTenbHbIX ABVOKeHMIT 21 B MuHyTY. HocoBOe npIxaHue cBOOOHOE, OT/EIAEMOrO
HeT. CO CTOPOHBI CEPAEYHOI M JIETOYHONM CUCTEMBbI NMATONOTMYECKUX M3MEHEHUI HeT. ANNeTUT
He CHYDKEH, M30MpaTe/IbHbIil, OTMeYaeTCsl J/IUTe/IbHOE JKeBaHye muipy. JKMBOT HOCTYIIeH Iajb-
Al BO BCEX OT/ieNaX, O0/Me3sHeHHbINl B anuracTpun. [ledens, ceneseHka He yBemmdeHbl. CTyin
eXeIHEBHBIIT, 0OPMIIEHHBIIT, €3 MTaTOMOrMYeCKIX IPUMeCeit.

\—
IIPEIBAPUTE/IBHBIN TVIATHO3

Masb4MK IOCTYIIN/I B XUPYPIUYECKOE TOPaKaJIbHOE OT/Ie/IEHNE C IPeBapUTENbHBIM IMarHO-
30M «IlenTudecknit creHo3 nuiesosa. HempoxogqnmMocTh numieBoar.

OVMHAMUKA N MCXO/1bI

[To maHHBIM Ta6OPATOPHBIX MCCIENOBAHMIT: B KIMHWYECKOM aHaju3e KPOBM OTHOCUTEINb-
HO€ TIOBBIIIEHNE YICIa 903MHO(MIOB 10 7,6% tipu HOopMme 1-5% (abc¢. snavenne — 0,47x10° /n,
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Hopma — 0,1-0,6x10%/11), ocTanbHble MOKAa3aTenn B HOPME. B GMOXMMUYECKOM aHA/IN3e KPOBU
HOBBIIIeHNe KoHIeHTpauuu obmero IgE mo 529,2 ME/mn (Hopma o 200 ME/mi), ocranpHble
MIOKa3aTe/lN B Npefie/lax HOPMBL.

[Tpu npoBepenny Y3V opraHoB OPIOIIHO ITOJIOCTY BBISIB/ICHBI IPU3HAKM YMEPEHHBIX BTO-
PUYHBIX U3MEHEHNII TIOJKETYJOYHO JKe/le3bl, KOCBEHHbIE IIPU3HAKM TaCTPOAYOLEHNUTA.

ITpoBefeHO peHTreHOIOrM4YecKoe UCCaefoBaHNe Iacca)ka KOHTPACTHOTO BEIleCTBA 110 BepX-
HUM OTHe/IaM JKeTyLOYHO-KUIIEYHOro TpakTa: [IniieBos cBOOOJHO MPOXOAUM, KOHTYPHI INIIe-
BOJjla POBHbIE, YeTKME, AMAMETP NMUILEBOJAa B BepxHel Tpetu — 12,6X7,6 MM, B cpefjHeil Tpe-
™ — 3,4-5,8%2,3-4,8 MM, B HIDKHeiT — 3,9x4,1 mm. [Ipu npoBeneHnn BogHO-C1dOHHOIT TPOOBI
B TOPM3OHTA/ILHOM ITOJIOXKEHMY OTMedaeTcsi 0OpaTHBI 3a0pOC KOHTPACTA U3 XKeTy/Ka B HY>KHIOI
TpeTh NMUILEBO/Ia C MPOJIAIICOM Kap[MaJbHOIO OTHENA >KeMy[Ka. 3aK/I4eHne: PEeHTI€HO/IOTnYe-
CKasi KapTMHA IPOJIO/DKUATEIBHOTO CY>KeHMsI MUIeBofia (Ha YPOBHe CpelHeNl U HIDKHeNl TpeTe).
Tactpoasodareanpuslit pediokc I crenenn. PeHTreHomornyeckas KapTuHa 3aMeJIeHHO 9BaKya-
LM/ KOHTPACTHOTO BELIECTBA U3 JKeTy/IKa.

beira nmposepena JOIJJC mox obmieit aHectesmeit (puc. 1): HauMHasA C TPAHUIBI BEpPXHEN
U CpefjHell TpeTU NUIIEeBOJAA, OTMEYAeTCA MPOTKEHHBIN, HECKOIbKO HEPaBHOMEPHBIN, CTEHO3,
(Ha mpoTsDKeHNM OKomo 15 cM, mpubnusuTenpHO ¢ 18-19 ¢M OT pesIoB U [JO Kapauu, KOTopast
ompependercsa Ha 35 ¢cM OT pesos). CTeHO3 HENpPOXOAUM I 9H[OCKOIA JUaMeTPOM 8 MM,
a JUIs 9HJJ0CKOIIA IMaMeTPOM 5,9 MM IPOXOAUM ¢ 3aTpyfaHeHneM. CnusncTas 000/1049Ka IUIeBOfia
Ha BCEM IPOTKEHUM PbIX/Iasi, OT€YHasA, KOHTAKTHO PaHMMa, C IPOJONIbHON MCYEPUYEHHOCTDIO.
[TpucTeHOYHO MMeeTCsl CU3b, Oelble HAJIOKEHVA 10 TUITY MENKUX ¥ 00/IaKOBMIHBIX OYTOpPKOB,
KOTOpbIe C TPYAOM YAAIAITCA MEXaHUYEeCKU. Z-TMHMA CMa3aHa, Ha YPOBHE XMATAJIbHOTO CyXXe-
HIsA, COOTBETCTBYET INMILEBOJHO-XKETYLOYHOMY COENVHEHNIO; COCY[UCTBII PUCYHOK Ha BCEM
npoTspkeHuy obegHeH. Kapans cMbikaeTcss HemmoTHO. YKenyok u JBeHaIaTUIIePCTHAS KUIIKA
6e3 ocobeHHOCTEI.

3akoueHne: MPOTsDKEHHBIN CTeHO3 CpelHell M HIDKHeN TpeTy IMUIEBOAA, HeIIPOXO[VIMbli
U1 SHJOCKOIA OUaMeTPpOM 8 MM, IPOXOAMMSBIN C 3aTpygHEHMeM A SHAOCKoma 5,9 mm. Pac-
IPOCTpaHeHHBIIT 930¢aruT — s03uHopuabHbi (?), (E2ROE2F1S1 — 6 6annos.)

Bssita 6unomncus: 6 dparmentoB CO muieBopa 1mo 2 dbparMeHTa U3 KaX/[o0il TPETH.

CormacHo COBpeMEeHHBIM PEKOMEHALVAM 110 D03 y B3POC/BIX 1 AeTeit, mpu nepsudHoit IITIC
PEeKOMEeHJI0BaHO NpoBefeHye Takxke 6uorncyun CO >xenyaka u 12-nepcTHOI KUK [ UCKITIoYe-
HIIA TaCTPOMHTECTMHA/IBbHOI 303uHO(Gum. OgHAKO B JAHHOM C/Iy4Yae OTMEYasICs BbIPaXKeHHBIN
CTE€HO3 NNINEeBOAa, (aKTHYecKy ObUIO IPOBENEHO almapaTHoe Oy>XMpOBaHME U BBIIOTHEHIE

Puc. 1. NMuwesopn npu nposeaeHun IrAC, no neyeHunsa: A — y4yacToK CTeHO3a, KOHTAaKTHasA PaHUMOCTb
CO nuweBoaa. b — BbIpa)eHHbIN OTEK CAIM3UCTON 060/10UKM (OTCYTCTBUE COCYAUCTOrO PUCYHKA),
6enble HaneTbl, MPOAOJIbHAA UCYEPUYEHHOCTb
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303MHO®UJIbHBIN 330DATUT
C PASBUTUEM CTEHO3A MNMULLEBOOA

Ouoricmit U3 xenmypgka ¥ 12-epcTHON KUIIKK
B paMKax JJaHHOJ IpOLenypsl ObIIO HEBO3-
MoxxHO. IIpm mocnmepyrommx nccnefoBaHUAX
9Ty 6¥0nICUY GBIV IOTyYeHbL: TATOJIOTMYeCKUX
nsmeHennit B CO xenyfgka M TOHKOJ KUILIKM
He BBIABJIEHO.

BoimontHeHO Mopdorornyeckoe McCneno-
Banue CO nuiieBofa: mpeacTaBieHbl GpparMeH-
ThI MHOTOC/IOJHOTO IIOCKOTO HEOPOTrOBEeBalo-
I[ero 3MUTeNNA ¢ nponudepalueil 6azaTbHOrO
cnos. B snurenyanbHOM MIaCTUHKE OTMEYAI0TCSA
OYaroBble CKOIUIEHMA MHOTOYMC/IEHHBIX 303M1-
HOQWIOB (Ha OT/ENBbHBIX ydyacTKax Oomee 30
npyu ysemdeHuu x400). B ogaom us ¢pparmen-
TOB MMEETCA MaJIEHbKMII YYaCTOK IIOHCIU3N-
CTOJI OCHOBBI C MHOTOYMCTIEHHBIMI 303MHO(M-
namu. Okpacka 1o IpoKKOTy oTpuiiare/bHas.
Mopdonornyeckass KapTiHa He IIPOTUBOPEYNT
903MHOGUIbHOMY 330daruty (puc. 2).

[IpoBefieH KOHCWINYM TacTPO3HTEpPOJIOra, AMETONOra, a/Ieprojora: y pebeHka C BlIep-
Bble IMATHOCTMPOBAHHBIM D09 MMEIOTCA JaHHBbIE 3a IMIIEBYIO a/VIEPTUIo, a/UIepIio Ha Oenkn
KOPOBBETO MOJIOKa, O€IKOBO-9HEpreTUYecKylo HeIOCTaTOUYHOCTb JIerKoil cremeHu. Hambonee
3G GEeKTUBHBIM AMETNYEeCKUM IOAXOMIOM ABJIACTCA COOIOfIeHNe STIeMEHTHOI AMeThl — IMTaHUA
TOJIBKO CMECBhIO Ha OCHOBE aMMHOKMCIIOT. IIpy HeBO3MOXXHOCTI OpraHM3anuy 3JIEMEHTHOI JYEThI
MOXXeT OBITb PeKOMEH/IOBaHA I'MIIOA/JIEpreHHasAs 0e3MooyHasA fuera u3 pacdera 2500 Kkam/cyT
(c orpaHMYeHMEM ITIIOTEHCOAEPIKAIVX IIPOYKTOB) C MICIIOIb30BAHVEM aMITHOKUCIIOTHON CMeCH.

CrefiyeT OTMETUTb, Y4TO JI0 IPOBEEHN IIOTHOTO 00cenoBanms, B oM uncie SITIC u mop-
domornmyeckoro MccaefoBaHus, pebeHKy ITAaHNPOBAIOCh IIpOBeieHNe Oy>KMpOBaHNA NUIEBOAA
U JIaXKe pelIajicsl BOIPOC O BOSMOXKHOM OIIEpAaTMBHOM BMEIIATENbCTBE.

Jleyenne: cycrnensus 6ymeconnpa (1 mr) + kanapuusA KapOOHAT + HATPMA aITMHAT + HATPUA
ruppokap6onar 10 M 2 pasa B ieHb YTPOM I Be4epoM B TedeHue 3 MecsleB; 930Merpaszon 20 mMr
2 pasa B JIeHb B TeueHue Heflenu, 3ateM 20 MI OIMH pas B [eHb JINTE/IbHO; anrefpar + MarHus
ruppokcuy 10 Myt 3 pasa B IeHb B Te4€HNE Helequ, 3aTeM 10 M1 OfVH pa3 B JeHb; IMIIOA//IEPT€HHAA
6e3MO/I04YHas [jueTa ¢ UCIOIb30BaHeM aMMHOKIC/IOTHO CMeCH.

3aTpymHeHMil IpM IpueMe HA3HAUYEHHBIX IIPErnapaToB M COONMIONEHMM IMeTHl MaTbuMK

Puc. 2. CO nuweBona npu MopdonorMyeckom
nccnepoBaHuu (oo neveHus). OKpacka
reMaToOKCUIUH U 303UH, TMM3a, TPOKKOT;

yBenuyeHue x400

He VICIIbITBIBAJL

Knmunuecknit auarnos 6su1 ycranosneH 24.03.21 r.: «903MHOGUIBHBI 930(arnT, 0CIOXK-
HEHHBII CTEHO30M IuIieBoaa. XpoHmdeckuit ractput, Helicobacter pylori-ne acconumposanHbiii,
HeIoNMHasA pemuccusa. XpOHMYECKUI IYOIeHUT, HEINONHasA peMuccus. benkoBo-sHeprermyeckas
HEIOCTaTOYHOCTD, JIETKA CTEIIEHDY.

ComyTcTBylomye 3a00/1eBaHNsA: PUHOKOHBIOHKTUBA/ILHBIN CMHPOM HO/INHO33, BHE 000CT-
peHus. AJiepriudeckuii epCUCTUPYIOMINIA PUHNAT BHe 060CTpeHusA. MHOXeCTBeHHas MulleBas
amneprus. IlepekpecTHas nuieBast CeHCUOMIN3ALINA

Ha ¢one nmpoBopgumoit Tepanuy, BKIOYas AUETOTEPAINIO, OTMeYeHa ONMOKUTeNbHAs IMHA-
MUKa B COCTOSHMM pebOeHKa: YIydIInICs allleTUT, IOTHOCTbIO KYIMPOBAHBI ABIeHN Jucharmn.

ITpu moBTOpHON rocnuTanusauny pebeHka depe3 Mecsn npubaBka maccel Tena 900 T
CocTosiHMe TUTAaHNUA COOTBETCTBYET OETKOBO-9HEPreTNYeCKO HeTOCTaTOYHOCTH JIETKOI CTelle-
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Hu. OTMedvaeTcsi IOMOKUTENbHAs [UHAMMKA
nokasatess pocta (mpubaBka Ha 3 cm).

Ilna xoHTponA 9PPEeKTUBHOCTI Tepanun
nposefeHa nosropHas IOIJIC (puc. 3): mpo-
CBeT IMIIEeBOAA CBOOOMHBIN Ha BCEM IIPOTsIKe-
HUY; CIU3KCTast 000/I09Ka MMIEeBO/ja PO30Basd,
C YMepeHHO BBIPa)XeHHbIM 0OeecoBaThIM HaJe-
TOM B HIDKHEN TPeTW; COCY[AVICTBINI PUCYHOK
CMa3aH B HIDKHEN TpeTu. B3ATbl MHOXKeCTBEH-
uole 6moncum CO numieBopa. 3akirodeHne:
9HJJOCKOMMYECKYe IPU3HAKN 303MHODUIBHOTO
a3odaruta E0-1ROE1F0S0 (1-2 6amma).

[Tpu mopdonornyeckoM uccnefoBaHUN
¢parmenTa CO nuieBosa MpU3HAKOB 903MHO-
¢wibHOTO 930(paruTa He 0O6HAPYKEHO (puc. 4).

[TpoBemeHO ajurepronormyeckoe o6cie-
IoBaHMe peOeHKa: IO pe3yIbTaTaM KOXKHBIX
1po6 BBbIsB/IEHA PE3KO IIOIOXKUTENbHAs CeHCHU-
Oonnmmsanus (4+) K ajutepreHaM IbUIbIBI Oepe-
3pl (11 MM 1c), ombxy (9 MM IIC), IIOTIBIHU
(8 MM 1c); cpemnasa (2+) k nmemwuHe (5 MM),
ny6y (4 mm). ITo gannpiM ImmunoCap BbIsAB-
neH 4-71 (yMepeHHO BBICOKUII) KIacC CeHCuou-
MM3alMM K ajyIepreHaM ILIEHWIbI, SAUIHOTO
6enka 1 Gepesbl 6opomaBuaTol, 3-it (cpemHmMit)
KJTacC CEHCMOMNMM3aLMN K a/lepreHaM MOJIOKa,
A67I0Ka, ANYHOTO JKE/ITKA, TUMOQEeBKNU JIyro-
BOIl ¥ aMOpO3MM BBICOKOM, @ TAaKKe HaIIMdye
CeHCMOWIM3AIMM K IEepPXOTH COOaKm, cMecu
KJIeIleyl JOMAIllHell bl M CMeCU IPUOKOBBIX
aJIIepreHoB.

JlaHbl peKoMeHZaIuy MO0 NUTAHUIO
C yY4eTOM IIPOBEIEHHOTO a/yIeproobcienona-

Puc. 3. NMuwesopn npu nposeaexHun rAC
(nocne neyenus). CO nuweBoaa C YETKUM
COCYAMUCTbIM PUCYHKOM, CN1aGO BbIPAXKEHHbIV
6enecoBaTblil HANIET B HUXKHEN TPETH

HUS JUIL KOPPEKIMM COXPaHsAMIelicss 6enko- Puc. 4. CO nuwesona npu MopoNiorMyeckom
BO-SHEPreTNYECKOl HEeJOCTaTOYHOCTH JIETKON uccnenoBaHum (noce ieyeHus)
CTEIleHN.

W

ITPOTHO3

ITo ;aHHBIM MHOTOYMCTIEHHBIX UCCTIEAO0BAHMIL, D09 — MeJIeHHO ITPOrpeccupylolee, He sBJIs-
Iolleecs IpepaKkoBbIM 3aboeBanue [6]. 00 xapakTepusyeTcs 6/1arONpUATHBIM TeYEHNEM: Mef-
KaMeHTO3HOe JIedeHNe IPUBOJUT, KaK IIPaBIIO, K MHOTOMECSYHOI peMuccuy 3aboneBanus [4].

OpnHako mauyeHTy HeoOXofuMo NpoBoauTh peryasapHble OIJIC ¢ 6momcuaAMM CIM3UCTON
obomouky muieBofa. B Hacrosmiee Bpemsi Hamboree pacIpOCTPAaHEHHBIM SIB/ISIETCS MHEHUe
0 HeoOXOMMOCTH MOAep)KUBaoLIell Teparmy mpy D03. OfHAKO B HACTOALIee BpeMs He OIpefie-
JIeHa ee TIPOJIO/DKUTEIbHOCTD U 3 PeKTUBHAA JO3MPOBKa IIperaparos [6].
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303UHO®UNbHbIN 330DATUT
C PASBUTUEM CTEHO3A MNMULLEBOOA

CoracHO COBpeMEHHBIM TalfilaliHaM, PeKOMEHJJ0BaHO MCIO/Nb30BaHNE J/INTEIbHOI Tepa-
IV MECTHBIMY KOPTUKOCTEPOUTAMY I/ MOAJep>KaHUA PeMICCHUM Y TallMeHTOB, pearupyomx
Ha CTePOVJIbI, C YMEHbIIeHNeM 103bl Ha 50% [6].

I[Tpu BbInucKe peGeHKY U pOANUTEAM JaHbI CJIEAYIOLIe peKOMeH/Jallu:

e IPOJO/DKATh TEPAINIO HEIPEPHIBHO [0 CIEAYIONell TOCINUTAIN3anyy (3allaHupOBaHa
4epe3 6 MecC): Ka/lbliuA KapOOHAT + HATPMA aIbIVMHAT + HAaTpuA TugpoKapOoHaT 10 mi +
Oymeconuy, 1 Mr 2 pasa B JleHb yTpoM 1 BedepoM. [Ipemaparsl cMelnaTsb, MUTb CTPOTO
yepe3 30 MMHYT IIOC/Ie 3aBTpaKa M IIOC/Ie YXKMHA, ITOC/Ie IpueMa B TedeHue 30 MUHYT
HIYETO HE MNUTh, HE €CTh;

o IpMMeHeHVe HeTPaJUIVIOHHBIX METONOB jedeHus:d, bAJl, UMMYHOMOLYIATOPOB/CTUMY-
JIATOPOB NPOTUBOIIOKA3aHO;

o coOmoaTh pEeKOMEHMAIMY [MeTOIora: CTporass 0e3Momo4yHass Oe3rMoTeHOBasl MAMeTa
6 Mec. C 1e/1bl0 KOPPEKIUY paljOHA VCIIOIb30BaTh B MUTAHUY CMECU Ha OCHOBE aMIHO-
kucnot «HeoxeitT mxyHnop» B o6beme 200-400 M1 B ieHb. VICK/IIOUNTD OIpefieieHHbIe
IPOAYKTHI (JaHBI B peKOMEHAAIAX POAVTE/IAM) Ha IIePVOJ, IIBETeHNA IPUYMHHO-3HAYN -
MBIX IepeBbEB VI COPHBIX TPaB;

o CcOOTIOaTh PEKOMEH/IAINY aJ/IEPTOTIOTA.

OBCYXAEHUE

[lenplo OOCY>XIeHUS [AHHOTO KIVHWYECKOTO C/Tydas sIB/IIeTCA JIEMOHCTpAuys IIepBIYHOTO
BBLABJIEHA D03 y pebeHKa C BBIPa)KEeHHBIM CTeHO30M IiIeBofia. OcOO@HHOCTHIO ONMCAHHOTO CITy4as
ABJIAETCA CKYSHOCTb KIMHIYECKOJ CUMITOMATUKY 03I, YTO ONMCAHO B MEAMATPUIECKON IIPAKTUKE,
a TaxKe OBICTpOe 0OpaTHOe pasBUTHE CTeHO3a Ha OHE KOHCEPBATVUBHOI ITATOTeHeTUYeCKOI Teparmil.

B Hacrosiiee BpeMs OOJBIIMHCTBO MCCIEJOBAHNII CBUIETENBCTBYET O, XOTA ¥ MEMTIEHHOM,
HO IIPOrpeccUpylolieM TedeHM) JaHHOro 3aboneBanus [3, 4, 7]. Tak, B HeflaBHEM MY/IbTUIICH-
TPOBOM MCCTIeJOBaHNM, BK/IOYaBIiieM 721 manuenra (B ToMm uucie 117 peteit) OpI7I0 IOKa3aHO,
YTO BO BpeMs €CTeCTBEHHOIO TeueHUsI D0 IIPOUCXOUT IPOrpeccpOBaHye BOCIIAIINTEIbLHOIO
¢denoruna B pubpocTeHOTMIECKUIL. VI ¢ KaXKABIM JJOIIOTHNUTEIBHBIM TOIOM He AMarHOCTUPOBAH-
HOT0 D09 PUCK Ha/IN4MA CTPUKTYPBI yBeIn4nBaeTcs Ha 9% [3].

BosHUKHOBeHVE Cy>KeHMIT INIeBOia IPYBOAUT K CEPbe3HBIM CHMIITOMAM: Aycaruy, BKI-
Yas «3acTpeBaHMe» MUIIN.

[IpuBeneHHOE KIMHMYECKOe HAOIONEHME JIeMOHCTPUPYET OC/IOKHEHHOe TedeHyre J03
y pebeHka. Manbuuk 12 j1eT ¢ OTATOLeHHBIM a/UIEPrOJIOTNYeCKIM aHaAMHEe30M B TeYeHNe HECKOTIb-
KVIX JIeT MICIIBITBIBAJI CUMIITOMBI fincarun. OpHako obpaiaet Ha ce6s1 BHMMaHMe CKY/HAsT K/IMHY-
YecKasi CUMIITOMAaTVKa U OTCYTCTBIE aKTMBHBIX )Ka/I00 CO CTOPOHBI peOeHKa, YTO B IIe/IOM Xapak-
TEpPHO IS TedeHusA D0D MMeHHO y fieTell [8]. VI3BecTHO, YTO AMArHOCTMKA 3TOrO 3ab0/IeBaHMA
y meTeii, 0cOOEHHO PaHHEro U JOLIKOTbHOTO BO3pPAcTa, MOXKeT OBITh CIIOXKHA V3-3a Hecrenndud-
HOCTY >Ka/100 1 HeCIIOCOOHOCTM pebeHKa YeTKO OMICATh CBOM OlIyljeHMs. Tak, B JAHHOM Cliydae
Majb4MK B T€YEHME HECKONbKUX JIET MMeJI CKIIOHHOCTD K JUINTEIbHOMY I€PeXeBbIBAHUIO INILN,
HO He IpefbsB/IAI >kano6. TakKe HaHHBIN CIydail JeMOHCTPUPYET IpOrpeccupylollee TeueHe
3a00jIeBaHNAA B OTCYTCTBUY TEPAIlMy YU IePeXOf BOCIAINTENbHOTO ¢eHoTuna B Gpubposupyo-
muit. Vl, HakoHel], MOKa3aHa BhICOKast 3 PeKTUBHOCTb KOMIUIEKCHOI KOHCEPBATVBHOI TEPAIINIA.
Brisinenne u noaTBepkaeHne J0 y pebeHKa, Ha3HaYeHHOe KOHCepPBATUBHOE JIeUeHe TI03BON-
7 U30exaTh Jyratanyuy u Oy>KMpoBaHMA NUIIEBOAA. B 9TOM KIMHMYECKOM Crydae OblIM Ipu-
MeHEHBI BCe TPY KOMIIOHEHTA jle4eHys D0D: 9MMMIHALMOHHAA JYeTa, MHIMONTOPBI IPOTOHHON
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IIOMIIBI ¥ TONIMYECKMe KOPpTUKOoCcTepouabl. Uepes Mecsl Ha GoHe JiedeHNsI OTMEYAI0Ch 3HAYUTE/b-
HOe y/Iy4lIeHNe KaK 9H[OCKOIMYecKoil (Cy>KeHVe NNIeBOofia OTCYTCTBOBAIO), TaK 1 MOpOIoru-
4eCKo¥l KapTuHBI muiieBoya (3031Ho¢unel B CO OTCYTCTBOBAMN).

[/t AMarHOCTVKM CT€HO30B MUIIeBOfia IPY J0 IMPUMEHSIETCS] PeHTT€HOKOHTPACTHOE JCCTIe-
JOBaHMe, IIOCKOTIbKY OHO ITO3BOJISIET OLIEHNUTDb NMPOTSHKEHHOCTD M JVIaMeTp CY)KeHV, JaeT JJOMO-
HUTEIbHYI0 MH(OPMAIINIO Bpayy-9H/JOCKONUCTY Hepes IPOBefeHeM 9H0CKOIYECKOTO UCCTIe0-
BaHus1. OHAKO 17151 OKOHYaTenbHOIT Beprdukanumu 909 Heobxoxnmo mposenenne IITIC ¢ B3saTuem
MHO)XeCTBEHHBIX OMOIICHIL i7Ist MOPQOTOTMYEeCKOT0 UCCIeJOBaHys. B HallleM KIMHIYeCKOM cTydae
3TU KIMHUYECKe MEeTOJbl OBbUIN NIPOBEIeHbl PeOEHKY B YKa3aHHOI ITOC/Ie0BATEIbHOCTIL.

[Ipy pasBUTMM CTEHO30B ¥ CTPUKTYP ININeBOAA Oa/UIOHHAs AVUIATALVA pacCMaTpUBaeTCH,
Kak 3¢ dekTnuBHBIT 1 O6e30macHbIl MeTox edeHus [6, 9, 10]. OHa MpPOBOAUTCA MPU CY>KEHUSX,
KOTOpbIe He pasperarTcs Ha (OHe KOHCEPBATMBHOI TePAI MIU B T€X CUTYALMAX, KOIZIa He00-
XOUMO OBICTpOe KyNMpOBaHNMe CHMITOMOB. Bo Bcex cnydasx OajloHHas AyaaTanys SOJDKHA
COIPOBOXK/IATbCsI Ha3HauYeHMEM KOHCEePBATMBHOIO yedeHust Jo0J. VIMerTcsi maHHBIe O perpecce
CY)KeHUI1 nuineBofa (IIpeVMyIeCTBEHHO BOCHAIUTENbHBIX) Ha (POHe KOHCEPBATVBHON Tepanuyu
903y peteir. [Tpu 3ToM BO3MOXXHOCTb 0OPATHOTO Pa3BUTHA CY>KEHMII MUIEBOJIA TOTIBKO Ha M-
KaMeHTO3HOII U JUeTUIeCKOI Tepanuu OblIa I0Ka3aHa B INIIb HeOOIIIOM KOMNIECTBE UCCIIENO-
BaHMIT 1 TpeOyeT AanbHermero udydenns [11, 12]. B HameM KIMHMYECKOM CIydae IIpOBefeHNe
CeaHCOB Oa/I/IOHHOM ANMIaTalUY He TOTPeOoBanoch.

B panbHelmeMm [y NMORAep>KaHUA KIVHWYECKOV ¥ TYICTOTIOTMYECKON peMyccuu pebeHKy
IIOKa3aHa: JUINTe/IbHAsl MOANEeP>KMBAIONIasi KOHCEPBATUBHAS Tepanus C IpOBeleHNeM KOHTPOJb-
HbIx OI'JIC, a Takxe Hab/IOfEHIe a/UIeProJIora C Y4eTOM ITOTyYeHHBIX JAaHHBIX O MHOXKeCTBEHHOI
CeHCHMOWMIN3AIY U pellieH)eM BOIIPOCca O MPOLO/DKUTEIbHOCTY S/IVIMMHAIVIOHHBIX MEPOIPUATUI
C KOHTpOJIeM UX 9 PeKTUBHOCTH.

3AKJTIOUEHUE

Takum obpaszom, D09 HeOIOTUPYET NPEUMYIIECTBEHHO B JETCKOM BO3pacTe, ! CJIOKHOCTD
AMArHOCTUKM 3TOTO 3a00/IeBaHNUA Y IeTel, X B TOM YKC/Ie B 9TOM K/IMHIYECKOM C/Iy4ae, CBsi3aHa
C TIOCTeIIeHHBIM HapacTaHVeM CHMIITOMOB, OTCYTCTBMEM YeTKMX >Kalob ¥ IpucrnocobieHneM
pebeHka K cBoeMy cocTosiHMIO. [Tpo6meMoit 9HJOCKOIMYECKOil AMArHOCTUKY 0D ABJIAETCA
CTIO)KHOCTD B3SITVSI MHOXKeCTBEHHBIX Omoricuit y pebenka npu nposegenun IIJIC 6e3 Hapkosa.
C [pyroit CTOPOHBI, YacToe IIpOBefieHIIe HAPKO30B He PEKOMEH0BAHO [ETAM, 0OCOOEHHO PaHHETo
BO3pacTa. B ¢BA3M ¢ 3TMM MeTOAbBI AMATHOCTUKI ¥ MOHUTOPMHIA D03 MPORO/DKAIT Pa3BUBATHCA.
[TepcrieKTMBHBIMY HaNlpaB/IeHUAMM OYAYIINX MCCIeOBAHMIL SBIAIOTCSA Pa3BUTHE MaTOVHBA3B-
HBIX METOJ[[OB JVIATHOCTMKIV ¥ TeHeTHYeCKMe MCCIeOBaHUA. AKTYa/JbHBIM BOIIPOCOM SBJIAETCS
oTpaboTka cxeMbl Tepanuy 303 (B TOM 4McIIe, HOAAep)KUBaloLIeit) v feTeil. Takxke He0OXOmMbI
MICCTIeioBaHys 0€30IIacCHOCT ATUTe/IbHOTO MIPYMEHEHNS TOIMYEeCKIUX CTEPON/IOB.
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FNMIOKO30-TAJIAKTO3HAA MAJIbABCOPBLIUA

E.A. PocnaBueBa, M.A. Bapnukuna, K.A. Kazakosa, T.B. bBymyesa,
T.9. BopoBuk, B.A. CkBopuoBa, A.I. Tumodeena

OBOCHOBAHME

Bpoxpennsle puapeitable 3abonepanus (Online Mendelian Inheritance in Man/OMIM 251850)
IPEZICTAB/AIT COO0N IPYIIY PeNKUX XPOHUYECKUX SHTEPOIATUIl Pa3TIMYHON STUONIOTHUMN, KOTO-
pble CBA3aHBI C TeHETUYECKUM /Ie(peKTOM, OOBIYHO HePENAIOIIMMCS II0 Ay TOCOMHO-PeLleCCUBHOMY
TuIy. 9T 3a00/IeBaHMsA MPECTABIAIT COO0I ONHY U3 CaMbIX CJIOKHBIX IPOOJIeM /I JeTCKUX
TaCTPOSHTEPOJIOTOB W3-3a TSDKECTM K/IMHUYECKON KapTUMHBI M HIMPOKOTO CIEKTPa COCTOSHMUN
B IU1aHe MX JuddepeHanpbHoN AarHocTuky. OHU POSBIAIOTCA TSDKENON uapeeil ¢ IepBBIX
HeJle/lb >KVM3HM MalJieHTa, KOTOpasi B TeUeHle HeCKOJIbKMX YacOB IIPUBOANUT K ONACHOMY IS XKW3-
HYI COCTOSIHUIO — JIeTUIpaTaluy, MeTaboIMuecKOMY aliyiio3y ¥ 3aBUCYMOCTH OT ITapeHTepaIbHO-
ro nmuTaHus (KMieyHas HeOCTaTOYHOCTD).

BpoxjieHHbIe 9HTEpONaTNM BO3HUKAIOT BCIEACTBME Ne(PEeKTOB B CTPYKType M (pyHKIuM
abCcopOMPYIOIIMX, MIMMYHHBIX VIV S9HTEPOIH/JOKPMHHBIX KJIETOK KUIIEYHMKA, BBI3BAHHBIX MyTa-
IVISAMY B TeHaX, 9KCIPeCcCHpPyeMbIX B KJIeTKaX PasHbIX CETMEHTOB XKeTYJOYHO-KIIIEYHOTO TPAKTa
(OKKT). [na 6onpmmHCTBA TakMX 3a00eBaHNUII B HAcTOALLee BpeMsA M3BECTEH IeHHBIN JleeKT
Y1 OCHOBHBIE MOJIEKY/IIpHbIe MeXaHM3MbI atoreHesa [1]. Sipkum npumepom nedexra BcachIBaHNSA
(abcop6buyn) yrieBofioB B TOHKOII KUIIKe SIBJISIETCS MalbaOCOPOINs TII0KO3bI-Ta/TaKTO3bI.

Yr/IeBoABl ABJIAIOTCA OCHOBHBIM 9HEpPreTHYecKuM CyO6CcTpaToM mmiy, obecredmBast
40-60% cyrounoit KanmopuitHocT. K XOpomo ycBoseMbIM B OpraHM3Me YelOBeKa YITIEBOIaM
OTHOCSTCS MOJIMCaxapyuybl (Kpaxmari, IIMKOTeHbl, TeKCTPUHBI), Jucaxapuabl (JlakTo3a, caxaposa,
MaJIbT03a, Tperajo3a) 1 MOHOcCaxapuabl (III0K03a, rajlakTo3a, GpykTosa). B TOHKOI KuIke mpo-
VICXO[IUT pacliellIeHye IO/N- Y AMCaXapyjjoB Ha COCTABJIAIOIINE MX MOHOCaXapuabl (ITIIOKO3Y,
bpyKTO3Y, raakTo3y), KOTOpble B HOPMe BCAChIBAIOTCS B TOHKOM Kuiike. Hebombiioe KommdecTBo
MOHOCAxXapuioB BcacbiBaeTca myTeM Aud¢ysun (10 rpajyeHTy KOHIIEHTPAIMM) U KOHBEKIUN
(Mo rpagMeHTy OCMOTMYecKOro aaBieHusA). OCHOBHOJ MeXaHNU3M BCAchbIBaHMS peannsyeTcs
C TIOMOIIIBIO Oe/IKOB-TIEPEHOCYNKOB. [1I0K03a U rajakTo3a umeror o6y Nat- i sHeprosaBucu-
MYIO TPAaHCIIOPTHYIO cucTeMy — Oenok-nepeHocunk SGLT1, pacmono)KeHHBIT Ha amyKaabHON
MeMOpaHe SHTEPOLNTA.

Hapyruenns rupponmsa unm BcacblBaHMs YITIEBOLOB IIPOSBIAIOTCSA CXOXKMMY KITMHNYECKUMU
CHMIITOMaMM: TaK Ha3bIBaeMOJ OpOAMIbHON (KUCTIOM) MM 0OCMOTUYecKoit fuapeeit. Ee cummTo-
MBI JaCTbI/l >KUJIKMI HEHUCTBIN CTYI C KMC/IBIM 3allaxoM, B3fyTHe, ypuaHue, OO B XXMBOTE,
komvky. He BcocaBmecss 1 ocTaBIINecs B IPOCBeTe KNIIEYHVKA YITIEBOABI, 0Omamas BHICOKON
OCMOTHYECKOJ aKTMBHOCTBIO, CIOCOOCTBYIOT BBIXOAY BOJBI ¥ 9/IEKTPONIUTOB B IIPOCBET KUIIEY-
HIKa, CTUMYIMPYIOT MOoTOpuKY BepxHero otfena JKKT, B pesymbraTe uero msObITOK yIIeBOfIOB
IOCTYIIaeT B TOJICTYI0 KMUIIKY. B TONCTOM Kulllke OHM aKTMBHO (epMEHTUPYIOTCS KUIIEYHON
MUKpPOOMOTOII ¢ 00pa3oBaHMeM OPraHNYEeCKUX KUCIOT, Ta3000pasHOro BOLOPOJA, METaHa, yIjIe-
KVCJIOTO Ta3a U BOJBI, YTO U BBI3bIBAET METEOPU3M, KONMKM, YCUICHHYIO IIEPUCTAIbTUKY U YCKO-
peHMe raccaka Xumyca 110 KUIIeyHNKYy [2].

BpoxmeHHas I0K030-TanakTo3Has Manbabcopbuysa (ITM) — opdanHOe ayTocOMHO-perec-
CMBHOE >XM3HeyTrpo)kaolee 3a00jieBaHue, BBI3SBAaHHOE ieeKTOM TPaHCIIOPTa IIFOKO3bI M FaJIaKTO-
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3bl Yepe3 alMKalTbHYI0 MeMOpaHy SHTepOLNTa
Mpocser BClencTBue MyTanuum B reHe SLC5AI, mnoka-
KMLIEUHMKa NM30BaHHOM Ha XpomocoMme 22. B pesynbrare
_ KOJVIPYEMBII JaHHBIM T€HOM TPAaHCIOPTHBIN
6emox SGLT1 He BBHINONHAET CBOKI (PYHKIIMIO.
Ha ceropuamHmii geHp y maunmenTtos ¢ [TM
omucaHo 6onee 40 myranuii B rene SLC5A1 [3].

ITpu ITM HapymiaeTca BcachblBaHMeE IJIIO-
KO3bl, Ta/JIaKTO3Bl, a TAKXe AU- U MOIucaxapu-
IOB, B COCTaB KOTOPBIX OHM BXOJAT: Kpaxmarla,
INEeKCTPMHOB, Ma/lbTO3bl, CaXapo3bl, JTAKTO3bI.
EnVMHCTBEHHBIM YINIEBOJOM, CIIOCOOHBIM BCa-
CBIBATbCsl B KUILKe, OCTaeTCs PPyKTO3a, KOTO-
pasl CeleKTUBHO IEePEHOCUTCA 4Yepe3 alMKallb-
HYl0 MeMOpaHy C IIOMOLIbI0 TpaHCIOpTepa

Na+  [niokosa OpyKTo3a

Opykro3a DHTepouunT

[nioko3a

[anakTo3a

Na* KpoBb
GLUTS5/SLC2A5, ¢yHKIMA KOTOPOrO OCTaeT-
Puc. 1. BcacbiBaHUe rNiOKO3bl/raNakTosbl csi coxpaHHoit. BcachiBanue GpykTosbl Takxke
1 OPYKTO3bl Yepe3 anuKaabHyl0 MeMOpaHy B 3HAYUTEJbHON CTENEeHU 3aBUCUT OT I'paju-
3HTepouuTa €HTa ee KOHIIeHTpaluy B IPOCBeTe KUIIKU /

sHTepouute (puc. 1).
Yacrora BCTpeyaeMOCTM 3a0o0/IeBaHMA
HeusBecTHa. Bcero B Mupe HacuntbiBaeTcs okono 300 6onbHbx ITM, U3 HMX IO/IOBMHA POXKEHA
B POACTBEHHBIX OpaKax.

Knuuanueckne cumnromel I'TM — Tsbxenas BOAsSHUCTAass OCMOTHMYECKas fuapes, KOTopas
HauMHAeTCsA C NePBbIX JIHEN KM3HU, KaK IIPaBUJIO, II0C/IE TIEPBBIX KOPMIEHUI TPYFHBIM MOJIOKOM
VI MOJIOYHOM CMeCbIO, C OBICTPBIM pPa3BUTMEM AETMAPATALMU ¥ MeTabOIMYecKoro amyjos3a.
3aMeHa IPyAHOTO MOJIOKA Ha 0e3/1akTO3HbIe CMeCH Ha /100011 0CHOBe (Ie/IbHBIN MOIOYHBIIT 0€/I0K,
M30JIAT COeBOro OeNKa, MOMHBIN IMAPONIN3AaT MOTOYHOTO Oe/lKa MM aMMHOKMCIOTBI) He faeT
apdekra. [Ipu aToM ocMoTHyeckas fuapes IpeKpallaeTcs Ipy epexoyie Ha IOJTHOe apeHTepab-
HOe IIUTAHUe, YTO MOXKET OBITh VICIO/Ib30BaHO WA AvddepeHIanbHOI JUATHOCTUKY C APYTUMMA
HEOHATa/IbHBIMY CEKPETOPHBIMU AMapesiMU, TaKMMU KaK 00/Ie3Hb BK/IIOYEHNIT MUKPOBOPCUHOK
VIV BpOXKJICHHAS IHTECTMHAIbHAA JVUCIUIa3uA [4]. Y fmereit HabmogaeTcss yMepeHHas III0OKO3ypus
BCIIeIICTBYE OTCYTCTBMA QyHKIMoHMpyomero 6enka SGLT1 n Hapymenus peabcopOium IIoKo3b!
B IIOYEYHBIX KaHAJIbIIaX.

OHpockonmyecKas KapruHa BepxHux oraenos JKKT u mopdonorndeckas ctpykrypa 6uonTa-
Ta CIM3YUCTON 000I0UKM TOHKOM KuIIKM y feteit ¢ [TM cooTBeTCTBYIOT HOpMe.

Ecmu ymaeTcsi KOMIEHCHMpPOBAaTh IOTEPIO0 >KUAKOCTU ¥ 9/IEKTPOIMUTOB, CTAOMIN3UPOBATH
cocTosiHMe pebeHKa, TO B Jla/IbHEIIeM Y Hero HaO/IIOfAI0TCs CUMITOMbI XPOHWYECKON Masibao-
copOuMM: YBeNMYeHIe XIBOTA, HUSKUII POCT, TUIIePKa/IbIVIeMIs, CO BpeMeHeM He(POKa/IbIVIHO3,
COXpaHAeTCA Ayuapes.

StnorponHoro nedenus ITM He cyiiecTByeT, ofHAaKO 3P PEKTUBHBIM CIIOCOOOM Tepanuu
ABJIAETCA CIelMaabHAA IMeTa C MCKIYEHNeM IPOAYKTOB, CONEP)KALUX IIOKO3y U IajlaKTo3Yy.
[Tpu 3TOM U3 panyoHa HeOOXOANMO SMUMIHNUPOBATD TaKXKe /II00ble ICTOYHMKY JTAKTO3BI, CaXapo-
3bl, MaJIbTO3bl, MAaJIbTOJ€KCTPUHOB 1 KPaXMaJlOB.

JleueHne MyIafieHIIeB HAYMHAIOT C BHYTPUBEHHOI perupipaTaluu, KOppeKInuu 37eKTPOINTHBIX
HapYLIEeHNU 1 MeTabOoNMN4IecKoro annumo3a. BaKHO HOMHNTB, YTO MCIO/Ib30BaHME OOBIYHBIX PACT-
BOPOB JI/I1 OPa/IbHOM perujipaTaliiy, COAep KalluX IJIIOKO3Y WM Kpaxmas, IPOTMBOIIOKA3aHO.
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[Tpu cTabunmsanuy COCTOSHNUSA NEPEXOASAT Ha OPATbHYI0 pernapaTannio 2—4%-HbIMI pacTBOpaMu
bpPYKTO3BI.

Y mereit IpPyJHOTO 1 paHHETO BO3pacTa IO >KM3HEHHBIM MOKa3aHMAM HeOOXOUMO VCIIONb-
30BaHMe CIelMaNMN3MPOBAaHHBIX MOJIOYHBIX CMeceil, B KOTOPBIX YITIeBOJHBIN KOMIIOHEHT IIpef-
craBneH ¢pykrosoit. B Poccuiickort @emepanuy B HacTosIee BpeMs CYLIeCTBYeT OfHA CIel-
a/lM3MPOBAaHHAs CMeCh, IJle IVIIOKO3a M Ta/JlaKTo3a IOMTHOCTBIO 3aMeHeHBl (PpPYyKTo30il, — 3TO
Galactomin-19 (Nutricia), sapeructpupoBannass B 2016 TI., CBUIETETbCTBO O PErUCTPALNU
RU.77.99.19 004.E 002 564.06.16 ot 17.06.2016.

B Bospacre oT 4 1o 6 MecsneB peberky ¢ [TM pexkomeHayeTcs BBefjeHMe IPUKOPMa U3 IIPO-
IYKTOB, COflep>KallIX MMHMMATbHOE KOMMYECTBO KpaxXMaja, AeKCTPMHOB, CaXapo3bl, TIIOKO3bI,
raJIaKTO3BI.

B manpHelmeM y TakMX JeTell CBOOOIHO VICIIONb3YIOTCS HaTypaIbHbIe IPOAYKTHI — MCTOY-
HUKY Oenka (MsCO, ITUIa, sAii1a, ppiba, TBep/ble ChIPBI) U X1pa (pasHOOOpasHbIe pacTUTENbHbIE
Macsa, CIMBOYHOE TOIUIeHOe Macyo). B muranuu feteit ¢ ITM mmazmiero BospacTta Takyke MOTYT
JICIIO/Ib30BAThCs OBOIY ¥ PPYKTHI, COfiepKalye <1 T IIIOKO3bI U TalakTo3bl Ha 100 T mpopykra.
K TakoBBIM OTHOCATCSA criap)ka, OPOKKO/N, Celbaepeil, UKOPUIl Ca/laTHbIN, (eHXe/b, apTUILIOK,
popocTKy 6aMOyKa, OrOpOfiHas 3e/IeHb, KabavoK, LIMMHAT, aBOKAZI0, peBeHb, KOHCEPBUPOBAaHHbIE
IPOPOCTKY acom, TaTykK, BOASHON Kpecc, KOHCEPBYPOBAHHbIE BUHOTPAHbIE TUCTbsI, TPUOBIL.

C Bo3pacTOM OpraHuaM peOeHKa aflalTUPYeTCcs, ¥ BCAacbIBaHMeE IIIOKO3bI/TaTaKTO3bI MOXKET
y 4acTu OONbHBIX yny4miarbcA. [losTomy [yia meteil 6ojee cTapliero BO3pacTa paspeliaeTcs
JICIIOJIb30BATh OBOLIV, GPYKTHI M ATOABI, COAepsKaIye 1-2 T III0K03bI 11 rajakTo3sl Ha 100 r mpo-
AyKTa: 6akIaXkaH, CTpyukoBas (acoyb, OploccenbcKast KamycTa, 6eloKoYaHHas KalycTa, [iBeTHas
KaIlyCTa, OTypLbI-KOPHNUIIOHBI, ITOpeli, okpa (6amiusi), 3e/IeHblil Iepel], peyic, 3eJIeHblil YK, Typ-
HeIC, OpI0KBa, KPbDKOBHUK, KpacHasi CMOPOZMHA, @ TaKXKe IMMOHHBIN COK [5].

[Toppepxanre HOPManbHOrO (GU3NYECKOTO M IICUXOMOTOPHOro pasBurtus pereit ¢ [TM
HO-IIpeXXHeMY TpeOyeT IPUCTaTbHOTO BHUMAHMUA, 0COOEHHO 9TO KacaeTcs OITOCPOYHOTO YIIPaB-
JIeHVs] IUTaHNEM B CBSI3U C TeM, YTO Majioe KOJIMYeCTBO HAO/IOEeHNIT He TO3BOJISIET OIPe/eINTh
0COOEHHOCTM TedeHMs 0ONe3HM ¥ BIVsAHME ClenyuyecKoil AMeThl Ha XapakTep MeTabonmaMa
y MaLMeHTOB B IIO[POCTKOBOM U B3pOC/IoM Bo3pacTe [5]. [ToaToMy KaXXAblil KTVMHUYIECKUI CITydail
I'TM npencrapseT 60/IbLION NHTEPeEC.

KJMHUYECKWUIA NMPUMEP 1

“' OIALIMEHTE

HeBouka C. mocrynmiaa B OTJe/l€HME IIATONIOTMM PaHHEro JeTcKoro Bospacta PIAY
«HMMWL] 3popoBbs peteit» Munsgpasa Poccum B Bospacte 5 mecsaneB. CocTosiHUE TsXKenoe
3a CYeT BBIPA)KEHHOT'O 9KCMKO03a U 9TIeKTPOINMTHBIX HApYIIECHWIT, TSXKeIol OelnKoBO-9HepreTnye-
CKOJ HeJJOCTaTOYHOCTH, KUILIEYHO! HEJOCTATOYHOCTH, PeOEHOK 3aBMCUM OT IapeHTepasbHOro
nuTaHyuA. BHemHui Busi pe6eHKa Ipu IOCTYIUIEHUH IPefCTaBIeH Ha puc. 2.

AHaMHe3 >KM3HM: y MaTepy pacCesHHbI CKIepo3, MuomMa Marku. PeOeHOK OT IepBOit
6epeMeHHOCTI/I, IIPOTEKAOLEN C MCTMUKO-L€pBUKATbHON HEJOCTATOYHOCTbIO B 19-20 Hemenb,
Ha 32 Heflele — Ta30BOe MpelJIeKaHNe, rernaTo3 bepeMeHHBIX, TPesKIaMIcKs. Pojpl onepaTuBHbIE
(9KCTpeHHOe KecapeBo ceyeHme) Ha 36-i1 Hefjerne, Macca Tena npyu poxxaenuu 2309 1, pmHa 46 cm,
oueHka 1o mkajne APGAR 7/9 6annos.
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AHaMHe3 3a00/IeBaHNA: C POXKIEHNA Y pe-
OeHKa OTMeYa/NCh Bs/IOE COCAaHUe, YacThIil
KUKWIT CTYNT, OOVM/IbHBIE CPBITVIBAHMS, OTCYT-
cTBMe pnbaBKy B Bece. JlabopaTopHble mccie-
JIOBaHNA BBIABMIN 37IEKTPONUTHBIE Hapylle-
HIA, TpeOymole KOppeKIuy 1 MHQY3MOHHOI
Tepanmmn.

C poxpeHMsa [eBOYKAa HAXOAMIACh Ha
TPYAHOM BCKapM/IMBAaHNM, Jajnee B CBA3U
C YXYAUIAONIVIMCSA COCTOSIHMEM U OTCYTCTBUEM
HIOJIOKUTENbHOI AMHAMMKY Oblla IlepeBefie-
Ha Ha YacTMYHOe MapeHTepajbHOEe INTaHeE
yepe3 nepudepudeckyro BeHy. JacTuuHoe sHTe-
paZbHOe MNNTaHME OCYLIeCTBIIANOCh CMeChIo
Ha OCHOBE aMJHOKIVIC/IOT.

PesynbraTsl nmabopaTropHOro 06c¢enoBa-
HuA: aHemus (reMornobun 73-79-83-86 r/n
(110-140), spurpouursr 2,61-2,75x10'2 /n
(3,5-4,8x10'2 /1), neiikounter 10,49x10°/1
(6-17,5x10°/m), CO9 8 mm/4, neitkonmUTapHast
¢dbopmyrna 6e3 ocobeHHOCTEIL.

Buoxummyeckui aHanms KpoBM: OOLIMI
6emok 47-52 1/n (CHU>KeH), III0KO03a, 37IEKTPO-
mnTel B HopMe (Ha ¢oHe MHQY3MOHHOI Tepa-
n), >kenes3o 1,04 MKMO/b/7 (pe3KO CHMKEHO),
KJCTIOTHO-IIIE/IOYHOE COCTOSIHME — YMEPEHHBIN
MeTaboMMYeCcKo alimo3.

Y3 opraHOB mnuieBapeHUs: pacuiupe-
HBI TIeT/IV KMIIeYH)KA, BTOPMYHbIE VI3MEHEHM
TIOJIKETYOYHOII JKEJIe3bl;

Y3 mnouek, HaJIO4YeYHUKOB, CepAla,
IMTOBY/HO XeJle3bl 0e3 MaTOIOT .

Puc. 2. MaumeHTKa B Bo3pacTte 5 mec.
npuv nocTynneHuu (cornacue Matepm
Ha AeMoHcTpauuio doTorpadun
pebeHKa MnoJlyyeHo)

OU3NKAJIbBHAA JMATHOCTVKA

ITpy mocTymmeHMu: COCTOsHUE TsDKenoe, KaxeKcusa. Ko)kHble IOKPOBBI OJIefHBIE, CYXUe,
TYprop TKaHell pe3ko cHIDKeH. OTeKoB HeT. ANNETUT Pe3KO IOBbILIEH, SHTepalbHOE MUTaHNe
(aMUHOKMCTIOTHYIO CcMecChb) He cpbirmBaeT. JKMBOT B3[yT, NalbNupyOTCA NepepasayThle MeT/IN
KUIIEYHNKa, IIeYeHb U Ce/le3eHKa He yBemmdeHbl. Ctyn go 10-15 pas B cyTku u 6osee, >KUAKNIL,
0e3 aTOIOTNIeCKUX IIPUMECeI.

Macca rena 3100 1, gmHa 57 cM (oneHka ¢msmdeckoro passutys rno mkare WHO Anthro
COOTBETCTBYET TSKENION XPOHMYECKOI OelIKOBO-3HEPreTUYecKoll HeJOCTaTOYHOCTI: Z-Score
Macca Tema/pnanHa -5,65; Macca Tena/Bo3pact -6,2; AnHa/Bo3pacT -3,82; MHAEKC MacChl Tena/Bo3-
pacT -6,11. Buenranit Buj pe6eHKa IIpefCcTaBIeH Ha pIC. 2.
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IIPEJIBAPUTEIBHBIN TVIATHO3

B nampaBuTe/bHON BBINNCKE YKa3aHO HECKOJIBKO IpeAIo/IaraeMbIX AMarHo3oB: «CMHApOM
Majbabcopbuny, CMHAPOM MeTabOMNYeCKIX HapyLIeHNIT, IepBUYHBII UMMYHOAEDUINT, 60/Ie3Hb
Bonbmana». ConyTcTBYIOLME AMATHO3BL: «3afiepXkKKa BHYTPUYTPOOHOTO pasBUTHA, aHEMUSI CMe-
LIAaHHOTO TeHe3a».

OTUHAMUKA U ICXOIIbI

K MoMeHTy mocTyIieHus pebeHKa B OT/e/leH)ie Mbl MIMe/N Pe3y/IbTaThl MOJIEKY/LIPHO-TeHe-
tideckoro obcnenoBanye (NGS): B rene SLC5A1 ObI1 BBIABJIEH HYK/ICOTUAHBI BapuaHT ¢.82G>A
B IeTe€PO3UTOTHOM COCTOSIHUM, paHee ONMCAHHBIN KaK MaTOre€HHbIN, ¥ HYKI€OTU/IHbI/I BapUaHT
c.1680T>G B reTepo3UroTHOM COCTOSHMM — BEpPOSTHO NATOT€HHBIN. brarogaps sTMM HaHHBIM
OB BBICTABJIEH AUarHo3: «[JII0K030-raakTo3Has MaababcopOLusi».

JledeHne: yCTaHOB/IEH Li€HTPa/IbHbBI BEHO3HDIN KaTeTep, HA4aTo IIOJIHOE ITapeHTEepalbHOe
nutanue. Ha ¢oHe mapeHTepanbHOrO NMUTaHMs, BBUAY OTCYTCTBMS Ha MOMEHT IOCTYIUIEHVS
pebeHKa B OTZe/IeHNe CIIeLanN3MPOBAHHOM cMecH Ha (PPYKTO3e U C y4eTOM BO3pacTa pebeHKa,
HA4aTO BBeJleHNE JOMYCTUMbIX IPOSYKTOB IIPUKOpPMA.

Pexxum xopmnenmit: 7 pas depes 3 daca. CocTaB OJHOTO KOpMJIEHMA: MACHOe miope 15 T,
opomHoe mope 100 M, pacTurenbHOe Macino 3,5 M. [I1d KOMIIEHCaMy yIIEBOJHOTO KOMIIO-
HEHTa CyXyl (pyKTO3y JOOAB/IAMN B OBOLIM C MACOM/MAC/IOM, @ TaKXKe BBIIAMBaIM peOeHKa
BOJON Cc fobaBneHueM ¢pykTosbl. [lomonHutenbHo pebeHok momydan 1000 ME urammna D,
25 ME ButamuHa E, 1250 ME Butammuna A u 500 Mr Kaabuyus B CyTKI.

PacueTr cyTouHOro (paKTHIeCcKOro NUTaHus pebeHka IpuBeseH B Ta6. 1.

Ta6numna 1. PakTNYecKoe MUTaHNE NAIMEHTA ITOCIe BBeeHNA IPUKOPMa
HAa OCHOBe (PPYKTO30COePKANNX IPOTYKTOB

IIpopykThI Komraectso Benku, JKupsi, YrieBoppl, SHeprus,

u 6711072 IpUKOpMa r r r KKaJI
MHCP{Oe III0pe 13 IPYAKU 105 10,4 38 i 914
MHJIEAKN/KYPULLbI
OBoIHOe Mmope I[BeTHaA 700 Mt i i )8 112
KarycTa/6poKKomm
Pacturenbnoe macno 221 — 24 Mn - 22 - 196
DpykTo3a cyxas 271 - - 27 108
Wroro 7,28 25,8 55 507,4
Ha 1 xr daxruyeckoit 26 6.45 13,75 1268
Macchbl Tena
Hopma ¢usnonorndeckoit
moTpebHOCTH 2,6 6 13 115
Ha 1 KI Macchl Tefna
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FNTIOKO30-TAJIAKTO3HASA
MAJIbABCOPBLINA

Puc. 3. CocTosiHMe NaLMEeHTKU NP BbINUCKE Puc. 4. NMauuneHTKa B Bo3pacTe 10 Mmecsaues,
Macca Tena 10,2 Kr

Yepes 3 Heme/ MHTEHCUBHOI Tepanuy (IlepopasibHOe MUTaHMe + IIapeHTepaIbHOe IUTaHNe)
JOCTUTHYTa CTAOMIM3aLUA COCTOSHMA: MIpubaBKa B Macce Tela COCTaBMIA +1,2 KT, JOCTUTHYTa
HOpMa/M3anysl YacTOThl CTY/IA, KYIMPOBaHBI 9JIEKTPOMUTHbIe HapyuleHus. [lapeHTepanbHOE
HNUTaHKe ObUIO INPEKPAIeHO C PeKOMEHJAUMAMIU IPOJO/DKATh CIEVAIN3MPOBAHHYI0 JUETY
Ha OCHOBE paHee PacCUMTAHHOTO IIUTAHNA, HeBOYKA BBINMCAHA JOMOI B CTAOM/IBHOM COCTOSHNUMI
(puc. 3).

B manHOM crydae pebeHky 6bi1a Heobxommuma cMmech Galactomin-19 (Nutricia), yrieBomHbiit
KOMIIOHEHT KOTOPOJI IIOTTHOCTbIO TIpeficTaBieH GpykTo3o0it. I1o I13HEeHHBIM ITOKa3aHVAM Ial-
eHTKa Obl/1a 00OecrieyeHa JAaHHOI CMeChI0 1 Havasla IoJIy4yarh ee ¢ 9-MeCsAYHOro BO3pacTa.

BBeneHue B paunoH peGeHKa CHeIVaIM3MPOBAHHON 1e4e0HOl cMecH, KOTOpas MOTHOCTBIO
KOMIIEHCUPYeT BO3pPacTHBbIe (U3MOIOTMYeCK/e IMOTPEOHOCTY B OCHOBHBIX NMUTATENTbHBIX Bellle-
CTBaX, BUTAMIHAX ¥l MUKPO3JIEMEHTaX, B JIONO/THEHNE K IPOAYKTaM IIPMKOPMa, IIPeMYIIeCTBeH-
HO cofiep>KalyM (PpyKTO3y, 3HAYUTENIbHO ITOBBICUIO 3P (eKTUBHOCTD IeYeH N, CIOCOOCTBOBAIO
aJleKBaTHON IpubOaBKe MacChl Tela, HOPMaIM3aliyl TeMIIOB (M3NYECKOrOo U IICHXOMOTOPHOTO
passBurtus (puc. 4).

B ta6n. 2 npuBeneH pacdeT (paKTMIECKOTO MUTAHNA peOeHKa C YIeTOM BBElEHN B PAI[VIOH
crienanusupoBaHHoy cMecu Galactomin-19.
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Tabnuma 2. PakTryecKoe MUTaHME PeOEeHKA C TTI0K030-TaTAKTO3HOI ManbabdcopOimeit
NPV UCTIOTb30BAHN CIEMATN3UPOBAHHOI CMeCH Ha OCHOBe (PPyKTO3bI

IIpomyKThI Konmuaectso benkn, Kupsi, YrneBoppl, r Aueprus,

¥ O7II0ffa MPUKOpMa r r (dpyxTosa) KKajI
Cmecp Galactomin-19 600 11,4 26,6 38,4 420
MHCHUOG MIOpe U3 TPYAKNI 105 © 10,4 38 i 914
VHETIKI/KYPUIIbI
OBomiHOe mope I[BeTHaA 700 Mt i i )8 112
KaIrycra/6pOKKO/IM
PacturenbHoe macno 40r - 40 - 360
®pykTo3a cyxas 50r - - 50 200
Wroro 21,8 70 116,4 1183
Ha 1 xr gaxtuaeckoit 218 6.8 1 116
Macchl Tena
Hopwma ¢usnonorngecxoit
OTpeOHOCTH 2,6 6 13 115
Ha 1 Kr Macchl Tena

W

B maHHOM cy4ae IporHos 3aborneBaHusA OarONpPUATHBIN NPV YCIOBUM COOMIONEHUA Avie-
TB1. C BO3paCcTOM BO3MOJXKHO Y/Ty4II€HME BCAaCbIBaHMA [JIIOKO3bI/Ta/IaKTO3bI. O,HHaKO y4auTbiBas,
4To 'y 60}IbHH/IHCTBa IIalIVIEHTOB q)OpMI/IpyeTCH TMIepKaabgueMmA M CO BpEMEHEM HeCI)pOKaTII)I_H/I-
HO3, Tpe6y10H.U/II7[, KaK IIpaBUIO, XUPYPTUIECKOTO JI€YEHNA, HeO6XOI[I/IMO KOHTpO/INPOBATh IIOKa-
3aTemu pocOpHO-KaIbIVIEBOr0 0OMEHa 1 COCTOsIHYE OYEK.

KJTMHUYECKWA NMPUMEP 2
o O

Manpuuk X.T. 7 et 4 mecana (puc. 5).

Jvarnos: «IIr0k030-raakTo3Hass Manbabcopbums (maToreHHbIt BapuaHt chr22:32506121del
B TOMO3UTOTHOM cocTosiuy B reHe SLC5A1). MovekameHHass 00/e3Hb, 2-CTOPOHHME KOHKpe-
MEHTBI JIOXaHOK, MOYeTOYHVKOB. XpOoHIYecKas 60/1e3Hb Io4eK 1 cTagmm».

Hab6nromaeTcsi B OTHe/NeHMM MATONOTMY JieTell paHHEro BO3PacTa, raCTPOIHTEPONIOTNIH,
Hedponorun ¢ Bosdpacra 10 mec. ITpu nepBom moctymaeHun: npodysHas BOASHUCTASA AMapes,
alngo3, TMIOKaIMeMus, Macca tena 5,5 Kr. Chopmupoan HepoKaIbLMHO3 K 5,5 TOaM.

B Bospacte 7 nmer camouyBCTBUE YyhoBreTBopuTenbHoe. Ilonoxxenme akrtmpHOe. Macca
Tenma 23 KI, pocT cTos 116 cM. AHTpomoMeTpuYecKyue MHAEKCh: Z-scores Bec/Bo3pacT = -0,25
poct/Bospact = -1,45 VIMT/Bospact = +0,95. CocTossHMe NUTaHNA YIOBIETBOPUTEIbHOE, MMe-
eTCs TeHJeHIVS K HU3KOMY pocTy. JKuBOT yBemdeH, py manbnanym MATKuii, 6e360/1e3HeHHbII
BO BCeX OTfenax. I[leyeHb He yBenMueHa, cele3eHKa He manbnupyercs. CTyn opopMIeHHbIT /
KaireoOpasHblil, oT 1 10 3 pas B [ieHb, 0e3 MaTOJOTMYeCKNUX IpUMeceil, yJaijaercs 1o 6-8 pas
IIpY HapyIIeHUM AMeTHl (X1e6, puc, Kaliu, CIagoCTi).
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FNTIOKO30-TAJIAKTO3HASA
MAJIbABCOPBLINA

Puc. 5. Manbuuk X., rnoKo30-rajakto3Has Masbabcopbuna, BHeLWHU BUA, B Bo3pacTe 7 net

Ioxcusnennvie oOuemuueckue peKomeHOAUUY

Jlvieta ¢ MaKCUMaJIbHBIX OTPaHMYEHMEM C/IEAYIOILUX YIIEBOJIOB: IJII0OKO3a, Ia/laKTO3bI, caxa-
PO3BI, TAKTO3BI, MA/IbTO3bI, IEKCTPUHOB, KPaXMaJloB.

VckmouaroTcs: caxap, Mefi, Bce ClafiocTy; Bce GPYKTHI 1 ATOABL, KapToderb, 6060BbIe (TOpox,
JyedeBU1Ia, Pacob, HY T, Malll, COs), KOPHEIIOAbI (MOPKOBb, CBEKJIA, TyK); PUC, OBCAHKA, IIEP/IOBKA,
IIIeHNYHast KPyIa M MaHKa, MaKapOHbI, KYKypy3Has KpyIIa, Tpe4ka; MO/IOKO (B TOM 4mcie u 6es-
JIAKTO3HOE 1 PaCTUTENbHOE — JII000€) U KICIOMOIOYHbIE IPOAYKThI, MATKIIL TBOPOT.

Paspemnratorcsi 6e3 orpaHmyueHns:: O€IKOBbIE U XXMPOBbIe MPOAYKTHI: MsICO (00ble copra),
CBIPOKOITYeHbIe KOJI0AChl, ppI0a, MOPEIIPOAYKTHI, AI1a, MaC/I0 PACTUTEIBHOE U CIMBOYHOE, TBEP-
Ible CBIPBI, «CyXOJ» TBOPOT; YepHBII IOKO/a/ Ha GppykTo3e (IIpofaeTcs B OTHeNAX s uabeTn-
KOB), 3€JIeHbIe JINCTOBbIE OBOIIN: I[BETHAs KaIlyCTa, OPOKKO/IM, CajIat, LINMHAT, 3e/IeHbliT (MOIo-
IO¥I) TopolIeK, 3eneHas (cTpyukoBast) ¢paconb. PpyKkTosa st MOAC/IAMBAHNA OO M HAIINTKOB.

[To MHAMBUAYa/NbHON IIEPEHOCUMOCTI: OeJTOKOYaHHas KaIycTa, Kolbpabu, Oploccenbckast
KaIycTa, 6akIa>kaHbl, 60ITapcKuii mepell, IOMIUIO0PbI, OTYPIIbI, 3€JIeHb B OJII01a; OpPeXy U CEMeYKI
(B HEOONIBLIOM KOJIMYECTBE).

OBCYXAEHUE

BpoxxzieHHbBIe fuapeiiHble pacCTPOIICTBA IPEACTABIIAT CO0O0J TPYINITy HAC/IefCTBEHHBIX
SHTEPOIIATUII C TUIIMYHBIM JI/IA HUX Jie6I0TOM B paHHeM BospacTe [1]. BombIIMHCTBO yKa3aHHBIX
3a00/1eBaHUIT TEMOHCTPUPYIOT CXOXYI0 KIMHUYECKYI0 KapTHMHY, HECMOTpPA Ha pPas3HbIEe UCXO-
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mpl. [TM npu cBOeBpeMeHHO Ha4yaroil AMeTOTepanuyl MMeeT OlaronpusaTHBI MpOrHo3. YToOst
KaK MOXXHO paHbllle Ha4aTbh TEPaINio, HeOOXOAMMO oOpallaTb BHYMaHME Ha IOTOXXVUTEIbHBIN
3¢ ekt OT mapeHTepaNbHOrO MUTAHNS VI CBOEBPEMEHHO IIPOBOUTD MOJIEKY/ISAPHYIO JUarHOCTI-
Ky [6, 7]. B ®TAY «HMMNI] 3popoBbs peteit» Munspgpasa Poccuu HabmogaoTcs 7 mereit ¢ [TM
B BO3pacTe OT HeCKONIbKMX MecAIeB 7o 10 yeT, B TOM YIC/le Hallla TalMeHTKa, KOTOpas IPOJoI-
)KaeT IO/y4aTh CHelMann3ypoBaHHyl cMech Galactomin-19 (Nutricia), 3apeructpupoBaHHy0
B Poccuiickoit ®epmepanuu. 3aboneBaHue TpebyeT MYIbPTUAMCLVUIUIMHAPHOTO IOAXOHA M JVIC-
IIAHCEPHOTO HAOJIIOfleHNs MAalYIeHTa He TOJIbKO Y Iefiuarpa, HO U raCTPOIHTEPOJIOra, AMETONOra,
Hedporora 11 IPyrux ClIeyanaicTOB.

3AKJTIOUYEHUE

['1ioko30-ranmakTo3Has Manbabcopbumss — penkoe (opdaHHOE) ayTOCOMHO-pelecCuBHOE
3abojieBaHIe, AB/IAOIIEECS OFHON U3 NPUYMH BPOXKAEHHOIO AMAPENIHOrO CUHPOMA, KOTOpoOe
nopfaeTcsa crenuduyueckoir auerorepanyuy. Bo msbexaHue >KM3HEYTPOXKAIOUMX COCTOSHUIA
¥ NoBbINIeHNA 3¢ PeKTUBHOCTY TedeHns y feteit ¢ [TM Heo6XomuMo Kak MOXKHO paHbIlle Hauu-
HaTh AMETOTEePAINIO C MCIIO/Ib30BaHMeM CIIeIaI3NPOBAaHHBIX cMeceil ¢ PPYKTO30il B KauecTBe
YITIEBOJHOTO KOMITOHEHTA.

B nocnenyromeM et ¢ HOATBEPK/IEHHBIM AUATHO30M HYXX/JAIOTCS B [UIUTE/IBHOM VICIIO/Ib30-
BaHNY JAaHHOJ CMeCH 1 BO BBeJIeHUY HU3KOYIJIEBOJHOTO IPUKOPMA C IIPEUMYILeCTBEHHBIM COfiep-
KaHueM QpyKTo3bl. /s MOBBINIEHNS KauecTBa OKa3aHMs MENUIIVHCKON ITOMOIIY TaKUM AETIM
11e71eco00pasHo cospanme perncrpa namyeHTos ¢ [TM ¢ 1jeblo KaTaMHeCTYeCKOTO HaO/IOfieHNs
¥ YCOBEPILIEHCTBOBAHNS ONTYMA/IbHBIX CXeM KOMIIJIEKCHOTO JIe4eHsI, BK/II0Yasi JYEeTOTEPAIINIO.
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N30JINPOBAHHAA TUM®AHTMOMA
CEJIE3EHKHU

U3OJINPOBAHHAA IMMO®AHIMOMA CEJNIE3EHKM

A.b. Anxacos, E.JM1. Komuna, C.A. PatnukosB, E.A. PomanosBa,
M.C. Casenbesa, VI.A. Kapumos

OBOCHOBAHME

JIumdaHrnoma ceneseHKr — penkas Manb(opMannsa cee3eHOYHBIX MMMQpaTHIecKIX KaHa-
JIOB, KOTOpas XapaKTepu3yeTca HalM4dMeM KUCT, BOSHUKAIOUMX B Pe3yabTaTe YBEIMYEHUA Pas-
Mepa U KO/IMYeCcTBa aHOMa/IbHO PacIIMpPEHHbIX TOHKOCTEHHBIX TMMQaTHuecKux cocynoB. [JaHHasA
IIATOJIOTMA BCTPEYAETCs, B OCHOBHOM, B IETCKOM BO3PACTe, Y B3POC/IbIX 3aPErMCTPUPOBAHDI €[[1-
HIuHble cmydan [1]. XoTsa Ko cuX 1op He JOCTUTHYTO KOHCEHCYCAa OTHOCUTEIBLHO TOTO, SIB/IAETCS
mm nuMdaHToMa ceyle3eHK) HOBOOOpa3oBaHMEM MM FaMapTOMOIi, OOBIINHCTBO MCCTIeOBaTe-
el IOANep)KMBAT MHEHNe, YTO ee 00pa3oBaHNe CBA3aHO C BPOXKIEHHON aHOMasuen mmMda-
TUYECKMX COCYAoB [2]. B 6onpumHcTBe C/y4aeB MMM(AHTOMBI Ce/Ie3eHKY BCTPEYAITCs B paM-
KaX CUcTeMHOro numdanruomarosa. B nepruon ¢ 1939 nmo 2010 r. B MupoBoit ureparype ObUIO
3aperucTpupoBaHo 189 ciydaeB nmumdanruom cenesenkn [3]. VsonupoBaHHbIe MMMQpaHIMOMBI
CeNle3eHKN TPeNCTAaB/AIOT co00i ropasao 6onee peakyo ¢popmy; B epuog ¢ 1990 u 2010 rr. 6110
3aperucTpUpPOBAHO MUIID 9 crydaeB [4]. PefkocTh ZaHHOI MATOMIOIMM Je/TaeT JaHHbI KIMHUYe-
CKMIf CITy4ail 0COOEHHO MHTEPECHDIM.

KJTMHUYECKWUIA NMPUMEP
o O

Ilesouka B., 6 ner 11 mecsnes, us Pecry6mku Mapwuit 91 (r. Viomkap-Ona). Haxoanmach
Ha JIeYeHUM B XMPyprumdyeckoM TtopakanbHoMm otgenenun PIrAY «HMIUIL spopospa perei»
Munsgapasa Poccun (ganee — Ilentp) ¢ 17.01.22 mo 31.01.22 1.

[Ipy mOCTyIUIEHNY aKTUBHBIX )Ka/100 He IpefbAB/IAIa. /I3 aHaMHe3a U3BECTHO, YTO PeOeHOK
OT 4YeTBEPTOl OepeMeHHOCTH, TPeTbUX CPOYHBIX CAMOCTOATENIbHBIX (PM3MONIOTMYECKUX POZIOB.
Bec npu poxxpenvm: 2850 T, pocT 49 cm. Ouenka no mikane APGAR 9/9 6annos. Pannee passurue
6e3 ocobenHocreit. B okrabpe 2021 1. (B Bo3pacTe 6 j1eT) BO BpeMs IIPOBEJEHNUA AUCIIAHCEPHOTO
OCMOTpa B JAETCKOM Cajly BBINOTHEHO Y3J1 OpraHOB OpIOLIHOI MONTOCTH, IO JAHHBIM KOTOPOTO
B HIDKHEM IIOJIIOCe Ce/Ie3eHKM BU3YaaM3JMPOBAHO KUCTO3HOe obOpasoBaHMe. PebeHKy B KauecTBe
noo6cnenoBanys BeionHeHa MCKT opraHoB OpIOIIHOI TIOJIOCTH, IO JAHHBIM KOTOPOJi YCTaHOB-
neH ayuarHos: «Kucra HYDKHero mosmoca cene3eHK1». Pe6eHOK TrocImTanusupoBal B XMPyprude-
CKOe TOpaKanbHoe oTHeneHue LleHTpa 1 06c/efoBaHNA 1 ONlepaTUBHOTO JIeYeHNA.

OU3NKAJIbBHAA JMATHOCTVIKA

CocrostHMe pebeHKa Ipy MOCTYIUIeHNNU O/nvke K yAoBIeTBOpuTenbHOMY. Bec 17,3 k1, pocT
117 em, IMT 12,6 (medurut maccol Tena). Ko>kHble TOKPOBBI YMCThIE, PV3MONIOIMYECKOI OKpa-
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ckn. JImmcaTndeckne y3nbl 6e3 CUCTEMHOTO yBelndeHMsA. AYCKY/IbTaTMBHO B JIETKUX JIbIXaHUe
Iy3pUIbHOE, IPOBOJMTCS BO BCE OT/IETIbI, XPUIIOB U SIB/ICHNII ABIXaTe/TbHON HEJOCTaTOYHOCTH HeT.
ToHbI cepplia sAicHBIE, PUTMUYHBIE, IIYMbI He BBICTYyIINBaOTCA. JKMBOT B pasMepe He YBe/IUYEH,
IIeYeHb IT/IbIIPYeTCs Y Kpast peOepHOIl IyTH, Ce/ie3eHKa YBeIMIeHa, IIaIbIupyeTcs y Kpas pebep-
HOJI IYTY, KUBOT MATKUIL, 6e300/Ie3HeHHBIIl, JOCTYIeH ITyOOKOIl IaIblalyy BO BCEX OT/eNax.
Cryn u juypes B HOpMe.

\—
IIPEJIBAPUTE/IbHBIV IVIATHO3

Ha ocHoBaHMM aHaMHesa, JAHHBIX IIPOBEEHHOTO IO MECTY XXMUTEIbCTBA 00CIeHOBaHMNA,
pebeHKy ObUI yCTaHOBJIEH IIpeBapUTeIbHBIN A1arHo3: «KnucrosHoe o6pa3oBaHue HIYKHETO MOTTIO-
ca Ce/Ie3eHKI».

OIVUHAMUKA Y ICXOTIbI

PebeHoK ObIT KOMIUIEKCHO 00C/IeqoBaH.

Y3W opraHoB 6promHoii monocty ot 18.01.2022 r.: cene3eHKa yBenmyeHa, pasmep 112x46 M.
B HyDKHEM cerMeHTe O/1VDKe K BUCLIEPabHON TOBEPXHOCTY BU3YaTN3UPYyeTCsl KUCTO3HOE 06paso-
BaHlMe pasMepOM OKO/IO 60X65X55 MM, CO B3BEChIO B IIPOCBETE, C HEPOBHBIM BHYTPEHHUM KOHTY-
POM U IPUCTEHOYHBIMM NI€PEropoaKamMy, aBacKynsapHoe npu LK.

MCKT opraHoB OpIOIIHOII ITOJIOCTY C BHYTPUBEHHBIM KOHTpacTupoBanueM ot 18.01.2022 r.:
Ce/lle3eHKa pacloliokeHa OOBIYHO, pasMep 64x30x98 MM, IJIOTHOCTh He M3MEHEHa, yMepeHHO
nepopmupoBana. CyOKaICyIsApHO B HIDKHEM IOJIOCE CEIe3eHKU BU3YaTM3UPYETCA OKPYITIOe
KICTO3HOe 00pasoBaHue IIOTHOCTBIO 1o 22HU, ofHOPOSHO CTPYKTYPBI, C YETKUMY POBHBIMM
KOHTYpaMM, pasMepoM [0 55X58X60 MM 1 Ha/lmM4umeM eIMHUYHbIX Ieperopopok. Ilocie BHyTpu-
BEHHOI'O KOHTPACTMPOBAHMA IIAaTONIOTMYECKOE HAKOIIJIEH) e KOHTPACTHOTO IIpenapara He OIpefie-
naerca (puc. 1 A, b), BusyanmsupyeTcsa apTepuanbHbIil cocyp, guameTpoM 0,3-0,4 cM, MOAXopA-
LI K HYDKHEMY IIOIIOCY CENe3eHKIA.

Puc. 1. MCKT c KOHTpacTupoBaHMeM. A — aKCuanbHbi, B — hpOoHTaNbHbIN cpes.
Kpyrom oTMeueH apTepuasbHbI COCYA K HUXKHEMY MOJIIOCY CeNle3eHKMU,
Ha 06pa3oBaHME B HMKHEM MOJIIOCE YKA3aHO CTPEJIKOM
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N30JINPOBAHHAA TUM®AHTMOMA
CEJIE3EHKHU

AHTHTeNa K 9XMHOKOKKY He o6Hapy»xeHbI. [Tokasaremn o61iero, 6MOXMMIUYECKOTO aHaIn3a
KPOBM U KOATy/IOTpaMMbl B IIpefie/iaX pedepeHCHBIX 3HaUYeHMUIL.

ITo uToram mpoBefieHHOTO 0OcC/IenoBaHuA pebeHKy ObUI ycTaHOBIEeH amarHo3: «KmcrosHoe
o0pa3oBaHMe HIDKHETO IOMIOCA Cele3eHKN». PeKOMEeHJJ0BaHO OllepaTMBHOE JiedyeHMe B oObeMe
JIALIapOCKOINM, TIOCTIe YTOYHEHMs XapaKTepa 3a00jieBaHs IUIAHNPOBA/IOCh OKOHYATE/IbHOE pellle-
HJIe BOIIpoca 06 00’beMe XMPYPriudecKoro ne4eHs.

21.01.2022 r. BHIIIOJIHEHA OIlepalyA: JIAMIAPOCKONNYECKAA Pe3eKIMA HUDKHETO IOJII0Ca Cefe-
3eHKI. B OpIoIIHYyI0 IO/IOCTh ycTaHOB/IEHBI Tpoakapsl 4x5 Mmm. Kapbokcunepuroneym (12 Hg mm).
B HyDKHEM IOTIOCe celle3eHKV BU3yanu3upyeTcs obpasoBaHme, pasmMepoM 5,0x5,0 cMm (puc. 2 A).
Kucra BCKpbITa, IIONTy4eHa TEMHO-3e/IeHas >KUIKOCTD, caHnpoBaHa. O6pa3oBaHue V3HYTPU VIMe-
eT MHOXXeCTBEeHHbIe neperopopku (puc. 2 b). B KkopHe ceneseHKM BU3yalIu3MpOBaH, KININPOBAH
U IlepecevyeH apTepUaIbHbI COCY]], NOAXOAAIINII K ee HIDKHeMy nonocy (puc. 3). ITo nemapka-
IIVIOHHOJ NMHMM BBIIO/IHEHA Pe3eKLMsA HIUKHETO IOMI0Ca CeNIe3€HKM C IOMOIIbI0 MOHOIOAP-
HOTO KOAry/IATopa ¢ HOIOTHUTENbHON 00pabOTKOI paHeBOJl MOBEPXHOCTU apTrOHO-IIa3MEHHOI
u 6unomnsapHoit koarymauyeit (puc. 3 b n 4 A). KpoBonoTepss HesHauymMas. YoaJeHHBI MTOJTIOC
Celle3eHKM IOTPY>KeH B 9HIOMELIOK ¥ U3BJIeYeH Yepes3 paclIPeHHOe OTBEPCTUE 5 MM TpoaKapa.
3a cele3eHKOI YCTaHOBJIEH peHaX. Tpoakapbl 1 ra3 yaneHbl U3 OpIONIHOI MooCcTi. PaHbl yin-
TbI BHYTPUKOXXHBIMI PAcCaChIBAIOLIVIMIICS IIBAMIL.

Puc. 2. UHTpaonepaunoHHble ¢oTo: A — 06LLUKA BUO 0O6pa3oBaHus,
b — BuA nocne BCKPbITUS NPOCBETA, BU3YAIU3UPYETCHA BHYTPEHHASA BbICTUIIKA

Puc. 3. UHTpaonepaunoHHble hoTo: A — Ha cocya, NMUTAIOLWMN HUXKHUN NOJIIOC CeNe3eHK!,
HaNoXeHa KNunca, b — 3tan pesekunn HMKHEro NnoJilca CeneseHkKn
C MOMOLLbIO apProHO-MJIa3MEHHON Koarynsaumm
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Puc. 4. UHTpaonepauunoHHbie hoTo: A — BUA NOC/e pe3eKLU HAKHENO NOJIICA CeNe3eHKMU,
b — BHewWwHuK BUA MakponpenapaTta

Maxkpornpemnapat: HYKHIIL TIOJIIOC Cele3eHKN ¢ obpasoBaHueM (puc. 4 B).

Mopdonornuecknit fuarHos: «/Inmbanrnomanr.

TeueHne noceonepanyOHHOTO MIEPIOAA COOTBETCTBOBAIO 00BEMY, XapaKTepy U TSXKeCTH Iiepe-
HECEeHHOTO BMelIaTeNbCTBA. PeOeHOK 9KCTyOMpOBaH Ha OIepaIjiOHHOM CTOJe, Haxopmnach B OPUT
B Te€YeHMEe CYTOK, 3aTeM IepeBefleHa B XMPYPIuMyecKoe TOpaKa/JbHOEe OTHe/NeHMe, SPEeHaX YhaneH
Ha BTOpbIe ITOC/TIEONEPALMOHHbIE CYTKM, IIBbI CHATHI HA CefibMble. PAHKM 3a)KM/IM NepBUYHBIM HATsA-
xeHneM. Ha mecsiTbie cyTKu pe6€HOK B yIOB/IETBOPUTEIBHOM COCTOSIHIY OBLI BBINMCAH JOMOL.

W

ITPOTHO3

[Tporxos mpy M30MMpoBaHHON MMMQAHTOMe Ce/Ie3eHKN B 1[eJIOM 0/1aroNpyATHBIN U HaIIps-
MYIO 3aBUCUT OT paI[I/IKaTII)HOCTI/I XI/IPYPFI/I‘ICCKOFO JICYCHUA. PCI_H/IHI/IBI)I 110 TaHHBbIM MI/IPOBO]?[
JIUTEPATYPBI BCTPEYAITCs B 9,5% CiydaeB, X OCHOBHON IPUYIHON CYMTACTCS HETIOTTHOE YAaTIe-
Hue o6pasoBaHus [2].

OBCYXAEHUE

JIumdanrnoma — pepkasi foOpokauecTBeHHas! OIYXO/Ib MMMMATIYECKUX COCYAO0B, Hanboee
9acTO AMarHoctupyemas y peteit [5-7]. B 60% ciydyaeB auarsos ctaBuTCA B Bo3pacTe #o 1 ropa.
VsonupoBaHHas joKamu3anys MMMGaHTMOMBI B Cele3eHKe SAB/IAETCS VMCKIIOYUTEIbHBIM CTyda-
eM [4]. Yame Bcero maHHasi IaTONIOINA NPOTEKaeT 6€CCUMIITOMHO, IHOIJIA €CTh >KanmoObl Ha 60/
B JIeBOM Tofipebepbe. B psane cimydaeB kimHMYecKas KapTiHA MMMQAaHIIOMBI CeJIe3eHKI 00yCIoB-
JIeHa KJIMHUKOM pa3BUBIINXCSA OCTIOXHEHUL, Cpefiyt KOTOPBIX OCHOBHBIMU SIBJIAIOTCS: KPOBOU3/INA-
HIIe, SIBJICHNA TUIIePCIUIEHN3MA, KIMHIKA CAABIeHN COCEIHNX CTPYKTYP U KPYIIHBIX COCYZOB [4].
B Hamem HaOmofeHUM KIMHUYECKVe IPOSIBIEHNS OTCYTCTBOBamM. JImMdaHrmoma, BeposiTHee
BCET0, HOCM/IAa BPOXK/IEHHBII XapakTep, oOHapyxumm ee ipu Y3V crydaitHo.

OCHOBHBIMM MeTOfaMM AMarHocTuku numbanruom ssssoorcs Y3V, MCKT u MPT [5, 4].
Y3V Ha ceropHsALIHWIL JeHb SB/IsIeTCS Haubosee HOCTYITHBIM ¥ 6€30I1aCHBIM METOJ0OM, KOTOPBIN
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N30JINPOBAHHAA IMM®AHITMOMA
CEJIE3EHKHU

MMeeT BaXHOE 3HauYeHNe B IePMHATA/IbHONM AMArHOCTHKE Y MIMPOKO NPUMEHAETCA IpU IpOoBefe-
HVV IUTAHOBBIX JVICHIAHCEPHBIX OCMOTPOB [2]. YIbTpa3ByKoBast KapTIHA, KaK IIPaBUJIO, IPECTaB-
JIeHa aBaCKY/LIPHBIM KJMCTO3HBIM 00pa3oBaHMEM C IIePeropofiKaMii, YTO OTMEYasoch U B HalleM
HaOmonenun (4, 6]. MCKT ¢ BHyTpUBEHHBIM KOHTPACTHMPOBAHUEM [TO3BOJIAET YTOYHUTD XapaK-
Tep 0O6pa3oBaHs, €ro CBsA3b VM B3aXIMOOTHOIIIEHNE C COCETHNUMY aHATOMIYECKUMM CTPYKTypaMmu,
0co00e 3HaYeHVe JAHHBIII METOJ IMeeT IIPY IJIAHMPOBAHUY OIlepPaTUBHOTrO edenys [3]. B Hamem
Habmonenuy nposeneHrie MCKT ¢ BHYTpUMBEHHBIM KOHTPACTMPOBAHMEM IIO3BONIVIO YTOYHUTH
XapakTep 00Opa3oBaHWs, €ro JIOKaIU3alMIo ¥ aHAaTOMMUYEeCKue OCOOEHHOCTM KPOBOCHAOXEHMs
Celle3eHKN, ¥ OKAa3ajo OIpefesdiollee BAUAHME HA IUIAHMPOBAHNUE OIEPATMBHOTO JIEUYEHUA.
MarHuTHO-pe30HaHCHas ToMorpadus B C/Iydae JOCTATOYHO KayeCTBEHHOI BU3ya/Tn3alyiii MOXKeT
paccMarpuBarbceA Kak anbrepHatyBa KT, ogHaKO ZOCTYIHOCTD €€ HECKO/IbKO HIDKE, TAKXKe aH-
Hasi MeTOMKa TpebyeT 6O/bIIero BpeMeH) BBIIIOTTHEHNs, YTO ObIBaeT MPOOIeMaTIYHO /IS JeTell
Majuiero Bospacra. OgHako Ha cerogHAmHMII feHb couetanue Y3V n MCKT c koHTpacTupO-
BaHNEM fABJIAETCA Hanmbomee OOMIeIPYHATHIM aITOPUTMOM AMATHOCTUKM TMM(AHTVOM, KOTOPBIN
N03BO/IAET YCTAHOBUTD AMATHO3 ¥ OCYILECTBUTD IIepUOTIePAI[IOHHOE TI/IaHMpOoBaHue [4, 8].

Inddepennmanbhplil AMarHo3 nMMEQAHINOM CeTe3eHKM [JOCTATOYHO IIMPOK ¥ BK/IIOYAeT
reMaHTMOMY, IIaPa3UTAPHYIO U IIOCTTPaBMATHUYECKYI0 KUCTY, muMdomy [4]. TlocTraHOBKa OKOHYa-
TEILHOTO JIVIarHO3a HeBO3MOXKHA 6€3 MOP(OIOTruecKOro MCCIeOBaHMs, OHAKO Ha 3Talle IIpefone-
PALIIOHHOrO 06C/IeOBaHMs 00513aTe/IbHBIM SIBJISIETCS IIPOBEIeHNE CePOTIOINYeCcKOro 00C/IeoBaHMs
Ha [apasuTapHble 3a6omeBanus (9XMHOKOKK03), TjarenbHoe Y3V u MCKT ¢ koHTpacTupoBaHueM
VIS OLIEHKY KPOBOTOKA B 00pa3oBaHMu. B crydae He0OXOAMMOCTY ITOKa3aHa KOHCY/IbTALMA OHKO-
nora [1, 2]. Takxxe upe3BbIYAIHO Ba)KHBIM sIBJISIETCS TOAPOOHDIN cOOp aHaMHe3a. B Hauiem Habmi0-
JeHMM MaTh JeBOYKY cOooOIana O BO3MOXKHOI TpaBMe >kMBoTa B 2018 rony (pebeHka ymapumm
B IETCKOM Cazy), 4TO ITO3BOJLS/IO 3aIIO03PUTD B TOM YMCTIe U TPAaBMATUYECKIIT TeHe3 00pa3oBaHusL.

EnVMHCTBEHHBIM pa/iiKa/IbHBIM METOJJOM JIe4eHVIsI TUMGaHTUTOM Ce/le3eHKI SB/ISIeTCS XUPYP-
rdecKkoe ypaneHye obpasosanuA. Onepanys HO/DKHA OBITh BBIIIOTHEHA B IUIAHOBOM IIOPSJKE,
OJIHAKO B OJIVDKAJIIIeM Iepyuofie MOC/e YCTAaHOBKY AMarHo3a 9TO OOYC/IOBIEHO HaIM4MeM pUcKa
Ma/IMTHM3ALUN. B MUpPOBOII MuTepaType OMMCaHO HECKONbKO CTy4YaeB 3/I0Ka4eCTBEHHOTO Iepe-
poxxaeHNs MMMaHToMbl B muMdaHrnocapkomy [3].

Jlo HemaBHero Bpemenu 6Oosnee 4eM y 40% IaleHTOB OCHOBHBIM METOZIOM OIIEPaTMBHOIO
JledeHns 0Opa3sOBaHNUII Cee3eHKM SIB/IANACH CIUVIEHIKTOMMs, COIPsDKEHHass C BOSHUKHOBEHMEM
acIJIEHNYECKOTO CHMH/IPOMA, YTO CYLIECTBEHHO IOBBILNIAET PUCKM pa3BUTUA cencuca. K mpounm
OCJIOKHEHMSAM OTHOCATCA JIETOYHO-IUIEBPA/bHbIE VI BHYTPMOPIONIIHBIE T'HOJHBIE BOCIAIUTEINb-
Hble TIPOLIECCHI, IETAIbHOCTD NP KOTOPBIX MOXKeT gocturath 70% [9]. Y meteit B BUy Bo3pacTa
U Ype3BbIYalIHOM BaYKHOCTY CE€NIe3€HKM KaK MMMYHHOTO OpPTraHa, BBIIIOIHEHNE OPraHOCOXPaHA0-
H[MX OIepaunit mpuobperaer eile Oonpliee 3HaUeHMe [5, 6]. BpimonHeHe YacTUYHOI pe3eK1nn
Ce/le3eHKY TaapOCKOIMYECKIM CIIOCOO0M B HACTOsIIee BpeMsI MOYKHO IIPU3HATH «30/I0THIM CTaH-
IapTOM» JIeYeHMsI SaHHOI maronoruy. CaMo 1o cebe JaHHOE OllepaTMBHOE BMENIATENbCTBO MIPei-
CTaBJIAeT YPE3BbIYANHYI0 TEXHNYECKYIO CTIOKHOCTD B BUJly aHATOMMYECKOTO CTPOEHNSA CeNe3eHKN
U ee BBICOKOJI KpOBOTOUYMBOCTH [6, 10]. Ycrmenrnoe nposezieHme BMeNIaTeNbCTBA BO3MOXKHO /NI
IIpY TIIATETbHOM M3y4eHNY aHaTOMMY KOHKPETHOTO IallYIeHTa, OIbITe XMPYPra, a TAKXKe BO3MOXK-
HOCTY TIPYIMEHEHVsI COBPEMEHHBIX CPEJICTB XMPYPIUIeCcKOro reMocrasa [5, 6].

CoracHO MUTepaTyPHBIM JJAHHBIM, BEPOATHOCTb BOSHUKHOBEHNA MHTPA- U IOCTOIEPAI[IOH-
HBIX OCTIO>KHEHMWI, Cpefiyl KOTOPBIX Hanbosiee 4acTo HabIIOfjamnch KPOBOTEYEHNS 11 Pa3PhIBBI KUCT,
coctaBysaeT 10,7% [9]. Ba)kHO OTMETUTB, YTO B XOJI€ BBIIOTHEHNS JaHHBIX BMEIIATETbCTB YaCTO
BCTPEYaIOTCA MHTPaoIepallIOHHbIe Pa3pbIBbl KAIICY/Ibl CENIE3€HKN C Pa3BUTHEM MACCUBHOTO KO-
BOTeYeHVA. B CBA3M ¢ BBICOKMMU PUCKaMU OCTIO>KHEHMIT 11e1eco00pasHo MpYMeHeHNe IJIa3MeH-

116



HOTO U PaJiiOBOJTHOBOTO «CKaJIbIIe/IsA» ¥ aprOHOIIA3MEHHOM KOaryIALNM, KOTOPbIE, BO3JECTBYA
Ha TKaHb, eIVTHOBPEMEHHO OCYIIECTB/IAIOT €€ paccedeHue, KOary/saulo, feCTPYKINIO (jeanTenn-
3auio) u crepuwamsanuio [9]. B Halrem HabTOeHNY OllepaTBHOE BMEIIATE/IbCTBO BBIIIOTHSANIOChH
C IIOMOIIbI0 COBPEMEHHOTO MOHOIOJIAPHOTO U OUIIO/IIPHOTO KOAry/IATOPOB, a TAKXKe C IPYMeHe-
HJIEM aproH-IIa3MeHHON KOary/isiiuy Jiisi 00paboTKM paHeBOJ ITOBEPXHOCTH, YTO B COBOKYII-
HOCTY 00ecriednio HaleXkHbIli reMocTas. KpoBonoreps cocraBuia He 6omee 10-20 m1. Onepanys
BBIIIO/IHSA/IACh JIATIAPOCKONMYECKMM CIIOCOO0M, 4TO 00eCredmnio Haulyduyl MepeHOCUMOCTDb
MALVEeHTOM ¥ MYHJMa/IbHble CPOK) BOCCTaHOBJ/IEHMNA IIOC/IE OIIEPATVBHOIO JIEUYEHN L.

3AKJTIOUEHUE

[IpencraBneHHOe HaOIIOfleHME HAIJIAHO JEMOHCTPUPYET YPe3BBIYANIHO pefKoe KIMHUYe-
cKoe HabmofieHMe pebeHKa C M3OMMPOBAHHOI MMM(AHTMOMOI Cele3eHKM, a TaKXke Hamboree
BBITOJHBI BAPMAHT OINEPATHBHOIO JIe4eHNA — JIAIAPOCKONNYECKYIO pe3eKIMIO.

HecMmoTps Ha CBOIO PeIKOCTD, JAaHHOE COCTOSIHME TallieHTa MOXXeT BCTPETUTbCS B IIPAKTUKE
KaK JIETCKOTO XMPYpra, TaK U Bpada-negyuarpa. [JuarHoctuka nuM@paHToM JOKHA HOCUTD KOMII-
JIEKCHBIVI IIOC/IeOBATe/IbHBI XapakTep ¢ 06s13aTenbHbIM BbinonHeHreM Y3V B couetanun ¢ KT
C BHYTPMBEHHBIM KOHTPAcTHpOBaHMeM. YcremHas guddepeHianbHas JUarHOCTIKA BO3MOXKHA
NNIIb TIPY TILIATETBHOM COOpe aHaMHe3a, aHa/In3e KIMHNYEeCKOIl KapTUHBI U IIPOBEJeHNsI OO~
HUTENbHBIX VCCIEeNOBAHNIA.

Meropom BbIOOpa Ipy siedeHN TUMGAHTVIOM SB/IAETC VX XMPYPrUdecKoe yyaneHue, Ipor-
HO3 3a00/IeBaHMA HAIPSAMYIO 3aBUCUT OT PAfiMKa/JIbHOCTI XMPYPIUMUECKOro yedeHus. Merompom
BbIOOpa IpM JiedeHn N TMMQpaHTOM CeJIe3eHKM sIBJIeTCs JTaapoCKonmyeckas pesekiys. JJaHHas
METOJVKA, HECMOTPs Ha CBOI0 YPE3BbIYAIIHYI0 TEXHNYECKYIO TPYAHOCTD, SAB/IAETCA OPraHOCOXpa-
HAIOIIEI, YTO 0COOEHHO BaYKHO VI HaIMeHee TPaBMAaTUYHO /1A IAlMIeHTOB paHHETro BO3pacTa.
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KJIMHUYECKOE HABJIIOOEHUE TUTAHTCKOIoO
TPUXOBE3OAPA'Y PEBEHKA 13 JIET

KIMHUYECKOE HABJIOAEHUE TMTAHTCKOIO
TPUXOBE3OAPA Y PEBEHKA 13 JIET

E.IO. IpaxkonoBa, A.C. bexun, A.A. I'yceB, M.M. JloxmaToB

OBOCHOBAHME

Tpuxobe3oap — peaKo BCTpevaloujasics MATONOTMs, XapaKTepU3YIOLIasCs CKOIUIEHNEM
B JKe/TyOYHO-KIIIEYHOM TPaKTe IIPOITIOYEHHBIX BOIOC, Pa3BUBAKOIIAACA Y 1% IMalMeHTOoB ¢ Tpu-
xodarueit (HaBsI3YMBBIM IOEaHMEM BOJIOC, YaCTO CBSI3aHHBIM C TPUXOTU/JIOMAHMEN — BBIPbIBA-
HJIeM BOJIOC Ha ronoBse) [1]. [JaHHOe KIMHMYecKoe Hab/Iofe Ve YHUKATbHO BBUY 3HAYMTE/IbHO-
CTV pa3MepoB 00pa30oBaBIIEr0OCs TPUXoOe30apa, 3aHMMABILIETO BeCh IPOCBET XKeTyaKa.

KJTMHUYECKWUN NMPUMEP
o O

HeBouka B., 13 neT, rocnmuranmsMpoBaHa B XMPYyPIrM4eCcKOe OT[E/NIE€HME C HEOTIOXKHON
u wraHosolt momompio OTAY «HMMUI] spoposes pereii» Munsapasa Poccun (pamee — IleHTp)
B OKTsA0pe 2014 T. ¢ xajmob6amMy Ha SNM30AMYecKie 60/ B )XMBOTE ¥ PBOTY HOC/Ie IIpUeMa ININY,
HaOJTIONAONIMIICA K MOMEHTY FOCIIUTA/IN3ALMN B TedeHme Mecsna. [To pesynbraraM mpoBeeHHO-
O TaCTPOIHTEPOIOTOM IO MECTY >KUTeNbCTBA Y3Vl opraHoB OPIOIIHOI MONTOCTH U 930(aroracTpo-
IYOINEeHOCKOIMM JIMAarHOCTYPOBAHO Hajanuye TpuxobOe3oapa XemyfKa, Ui yAaJIeHUsA KOTOPOro
pebenok HampasieH B LleHTp.

/I3 aHaMHe3a M3BECTHO, YTO y pebeHKa C paHHEro BO3pacTa BBIABIEHO Ha/lu4dye IOBeeH-
YeCKMX U SMOILMOHAIBHBIX IpobreM. Co CIOB popuTesiell, B JOIIKOTbHOM BO3pacTe y IeBOYKM
OTMeYasach MOBBIIIEHHAsI HepBHAsl BO30OYAMMOCTD, YacTble OecpyunHHbIe ncTepuku. [IpumepHo
c BospacTa 11 yieT cTasy HaO/MI0AAaThCs HaBsA3YUBBIE NEVICTBUS B BUJIe IPVUBBIUKI )KeBATh KOHYVKY
BOJIOC U TPbI3Th HOITU. OffHAKO, HECMOTPs Ha Ha/lIN4Me yKa3aHHbIX IICUX03MOIIOHATbHbBIX 3Me-
HEHUIT, MEeAVMIIMHCKAs VIV IICUXO/IOTYeCcKasi TOMOIIb peOeHKY He OKa3bIBamach.

OVISMKAJIBHAA ITMUATHOCTUKA

B Xope IpeporeparioHHON MOATOTOBKM BBIIIONHEHO OOILIEKINHIYECKOe TabopaTopHOe
O6CHCHOB3HI/IC, MaTOOTUYECKUX U3MEeHEHU B pe3ynbTaTax KOTOPOro HE OTMEYA/I0Ch. ITo OaHHbIM
Y3Vl opraHoB OpIOLIHOJ MONOCTH, HAOMIOAAIOCh Ha/MN4le TUII09XOTE€HHOTO 00pa3oBaHys, 3aHM-
MAIOLIero BCIO TIOJIOCTD JKeMyaKa, mpu mposegerny OITIC ObII0 MOATBEP)KAEHO HA/MNYNE TPUXO-
6e3o0apa (puc. 1).
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= | IMHAMUKA

N NCXOIbI

BcnencTBre BbIpaXKeHHOI IVIOTHOCTY TPU-
xo6e30apa IOMNBITKA €r0 3HJOCKOINYECKON
dparmMeHTanMy 0Kasanach 6e3ycCIeH o, BBULY
4ero ObUIa BBIIO/IHEHA JIAIIAPOTOMMS, IacTpPo-
tToMus (puc. 2), B X0fie KOTOPOII y/ja/leH TPUXO-
6e3oap pasmepamm 12x14 cM B Bujje «C/IelKa»
xenmypka (puc. 3). Dpo3UBHO-A3BEHHBIX M3Me-
HEHUI CIIM3YCTOI 000I0UKY JKeyAKa He OTMe-
vajock. [ToceonepanyioHHbIl NepUOy, IIPOTe-
KaJI TTIajiKO.

YuuTeiBasg Hamuyye MCUXO3MOIMOHAb-
HBIX IPO06JIeM, pe6eHOK ObIT KOHCY/IBTUPOBAH
INEeTCKUM IICUXMATPOM, YCTAaHOBJIEH AMArHo3
«HeBpo3 HaBA3YMBBIX COCTOSHUIL, TpuUxoda-
ruA», Ha3Ha4eHa COOTBETCTBYIOLIAs MeJUKa-
MeHTO3HasA TepamudA. C ILeIbl0 YCTpaHeHMA
JIMYHOCTHBIX IICUXOIOTNYECKUX IPOOIeM ICh-
xonmoramu IleHTpa OBIIO IPOBENEHO HECKOTb-
KO COBMECTHBIX 3aHATUI C JEeBOYKON U ee
pomMTeNAMI.

OBCYXAEHUE

CoracHO MuTepaTypHBIM JJAaHHBIM, HaJIV-
gype Tpuxobesoapa JKKT sBnsercs >xusHeyr-
POXKAIOIIMM COCTOSHUEM BBUJY BO3MOXXHOTO
PasBUTHUS IEPUTOHNUTA BCIEACTBUE HOPMUPO-
BaHM IIPOJIEKHEI CTEHKY JKeTy/IKa Y Pa3BUTHS
OCTPOJI KUIIIEYHOI HEIPOXOAMMOCTH [2, 3].

Kpome Toro, manTenpHO HEUATHOCTUPO-
BaHHbIe TPUX00e30apbl XKeMy/Ka U KVUIIeYHNU-
Ka MOTYT SIBJIATHCS IPWYVHON MHBarMHaIVN
KUIIEYHNKA, OOTYpalMiOHHON >KeTYXY, BbIpa-
JKEHHBIX SHTEpPOIATNIl, OCTPOrO MaHKPEeaTuTa,
a TakKe JIeTaJIbHbIX MCXOMOB [4].

[To pesynbraTaMm MCCIeOBaHUII OTede-
CTBEHHBIX 11 3apyOe)XHBIX aBTOPOB, 00pa3oBa-
HIle TPUX006e30apOB MPOUCXOANT y MALMEHTOB
C NCUXMYECKUMU 3a007I€eBaHUSAMU, COIPOBOX-
MAIOLIVIMICSL HaBSI3YMBOJ IPUBBIYKOI KEBAaTh
Y TIPOI/IATHIBATD BOIOCHI Ha TPOTSDKEHNUN [T -
TenbHOTO BpeMeHU (3, 5] [Ipu atom, yem [o7nb-
me ¢opMupoBaHNe Oe30apa ABIAETCA Hepac-

Puc. 1. ®ubpoazocaroractponyoneHocKonus:
3HAOCKOMNUYecKas KapTuHa Tpuxobesoapa.

CobcTBEeHHOE HabntoaeHue

Puc. 2. FactpoTomusa. Tpuxo6e3oap B npocBeTe

xenypaka. Co6cTBeHHOe HabntogeHne

Puc. 3. YoaneHHbi Tpuxob6e3oap.
Co6¢cTBEHHOE HabnoaeHue
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KJIMHUYECKOE HABJIIOOEHUE TUTAHTCKOIoO
TPUXOBE3OAPA'Y PEBEHKA 13 JIET

IIO3HAHHBIM, TeM BBIlIe BEPOSITHOCTb HEOOXOAVMOCTM BBIITOJTHEHUS OOIIMPHBIX OIEPaTUBHBIX
BMeILIATe/IbCTB C 1Ie/IbI0 €r0 M3B/IeYEHNs, YTO B MOCIEAYIOLIeM YCIOKHAET TeueHue Ioc/eonepa-
IIVIOHHOTO IIepyOfia ¥ YIIVHAET CPOKM IIpeOBbIBaHNA IIALMEHTOB B CTAIlMIOHApe.

Pa3BuTue [aHHOI XM3HEYTpOXKAOLIell TaTOMOTUM BO3MOXXHO IIPEeSOTBPATUTD IIPU CBOEBpe-
MEHHOJ KOHCY/IbTaluy pebeHKa IICUXOTIOTOM 1 IICUXMATPOM TPV HAIMYMIU YKa3aHHbBIX HaBA3YM-
BbIX IeJICTBUII U IICUXO3MOLIVIOHA/IbHBIX OTKIOHeH!II. CBOeBpeMEeHHOE IIPOBeeHNe Pery/IAPHbIX
AVCIIaHCEPHBIX HAOTIOeHMIT TaeT BO3MOXKHOCTD NPefOTBPAaTUTh popMupoBaHue TpuxoHe30apoB
JKKT y pgeteit u mpefynpeAnTb pasBUTHE IPO3HBIX OC/TOKHEHUIA.

3AKJTIOMEHUE

Hanune >xenynodHbIX 6€30apOB CIefyeT 3allofj03pUTh Y M060ro pebeHKa ¢ 60/IbI0 B )KIMBO-
Te, pPBOTOIA, IIOTEpeil Beca WM € MaTbIIMPYeMbIM 00pa3oBaHyeM OPIOIIHON TOI0CTH. BBUAY omac-
HOCTY Pa3BUTHUS >KU3HEYTPOXKAIOIMX OCTOKHEHMIT HeOOXOMMO VCKIIOUYUTD BEPOSTHOCTD HaIU-
4ys Tpuxobesoapa npu guddepeHIaabHO-NATHOCTUIECKOM MTOUCKE Y AeTeil C MalbIMPyeMbIM
00'beMHBIM 00pa3oBaHMEM OPTaHOB OPIONIHOI HOMIOCTH, YTO Jie/laeT HeOOXOAVMBIM MPOBeeHIe
ynbrpaconorpaduy u ISIJIC paHHOI KaTeropuy HauyeHToB. [IInTeNnbHOE OTCYTCTBYE IIPABUIb-
HOTO /iMarHo3a Npy Ha/Imuuy Tpuxobe3oapa BefieT K YBeIMYeHNI0 00beMa ONepaTBHOTO BMellla-
TENbCTBA VI HECET PYICK PasBUTI >KM3HEYTPOXKAIOIIMX OCIOKHEHMI.

KoHcypraryy ncuxonoroB u IMCUXUATPOB y JeTell ¢ HaBsI3YMBBIMY MPUBBIYKAMU U TICUXO-
9MOLMOHA/IbHBIMM ITPO6/IEMaMyl IO3BOJIAIOT IPEOTBPATUTD PasBUTE TAKMX COCTOSHMIA, @ TAKXKe
ABJIAIOTCA HEOTHEM/IEMOJ] YaCThI0 TePANMY B IIOCTIEONIEPALVIOHHOM IIepIOfe.
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KNUHUWYECKOE HABJIIOAEHUE PEBEHKA
C BOJIE3HbIO KPOHA TOHKOWU U TOJICTOWN KULLKM,
BOCNAJIMTENIbHOWU U CTEHO3UPYIOLLEXA ®OPMDI,
BbICOKOW CTENEHN AKTUBHOCTH
(PCDAI 45 BANNIOB),
C HENPEPbIBHO-PELUMAUBUPYIOLLUM TEYEHUEM

E.IO. [IpaxkonoBa, A.C. bekun, A.A. I'yceB, A.O. Anymienko, M.M. JloxmaToB

OBOCHOBAHME

Bonesup Kpona (BK) — 9T0 XpoHMYeckoe MMMYHOOIIOCPEJOBAHHOE BOCITAINTENIbHOE 3a60-
JleBaHMe KMIIEYHNKA, /11 KOTOPOTO XapaKTePHO TPAaHCMYpa/IbHOE IPaHyIeMaTO3HOE BOCIIA/ICHNE
Pas/IMYIHBIX OTHENIOB JKeMTyTOYHO-KMIIeYHOTo TpakTa [1]. IIpuunubl BosHukHOBeHNA BK 1o koHIIa
He 13y4eHbl. OCHOBHBIMM TPUTTEPAMU ABJIAIOTCA TeHeTIYeCKas IPepacIoNOXeHHOCTD (Hanmmdme
Y POZICTBEHHMKOB ayTOMMMYHHBIX 3a6o/ieBanuit) k 6omesun KpoHa, nepeHeceHHbIe MHQEKIMOH-
Hble 3a007eBanMs 1 crenudunyeckue GakTophl OKpysKaroiiei cpenbl. OO1Iye CUMIITOMBI BK/TIOYa-
I0T B ce6s1 iuapeto, 60/Ib B XXUBOTE, TeMOKOJINT, IMXOPAJIKY, CHVDKEeHVe MacChI TeJla Y K/IMHIYeCKIe
IpOsAB/IEHNA acTeHun [2].

BK B 0cHOBHOM moOpa’kaeT B3pOCIbIX, HO OT 7 10 20% cny4aeB JUAarHOCTUPYIOTCA B NETCKOM
Bo3pacre [3]. 3aboneBaemocts BK y mereit, ocobeHHO y fieTeit B Bogpacte oT 10 o 19 jet, Bo BceM
MIIpe eXKeroffHO YBeIMUIMBACTCA U XapaKTepuayeTcs 6ojee OOIIMPHBIM BOCIIA/IEHNMEM C arpeccuB-
HBIM VI IPOTPeCCUPYIONIVM Te4eHVeM, BKIIoUasi CHIDKEeHIe aHTPOIIOMeTPIYEeCKIX IToKa3areeit [4].

HecMmoTps Ha coBpeMeHHOe MeIMKaMeHTO3HOe JIeYeHNe, BK/IIoYalollee FeHHO-H>KeHEPHYI0
OMOIOIMYeCKYI0 Tepalnio, IIOYTH Y TPeTH JieTell ¢ AuarHocTuposanHoit BK B Tedenne 5 et mocre
IIOCTAaHOBKM IMAaTHO3a BO3HMKAIOT TaKMe OCTIOKHEHV, KaK CBUIIM, CTPUKTYPBI 1 abcIieccsl, Tpe-
Oyromiye Xupyprudeckoro gedeHns [5].

Kpowme Toro, pmmrensHocTb Tedenns BK y meTeil moBbIlIaeT pUcK XMPypruueckoro BMela-
TEeNbCTBA B HECKOJIBKO pas, 4YeM y B3POC/IbIX. PYICK XMpPypru4ecKkoro BMeIlaTe/IbCTBa B BO3pacTe
30 ner pia maumeHToB ¢ HavanoM BK B mleTckom BospacTe cocTaBiseT 48+5% IO cCpaBHEHUIO
¢ 14+2% mna B3pocnpix manuenTos ¢ bK [6].

OmneparuBHble BMelIaTenbcTBa y gereit ¢ bK, He moppamomuecs MegyKaMeHTO3HOMY jede-
HVII0, MOXKHO Pa3Jie/INTh Ha IPYILIIbL:

«  WIeolLleKa/bHbIe pesekuuu (6oree, yeM B 70% crydaeB), BBIIOMHAEMBIE /TSI JOCTYDKEHUSA

peMuccuy, nedeHys OC/IOKHEHNI, (CBUIIM U CTPUKTYPBHI);

e PpajuKa/jbHBIe OIEpALMY — TaKMe, KaK CyOTOTaIbHAsA KOJISKTOMUA y JeTeil C TAKEIbIM

TeyeHUeM KOJINTA;
e XUpypruyecKkyue BMeIIaTebCTBA 10 HEOTIO>KHBIM IIOKA3aHVAM, CBS3aHHbIE C IePUTOHU-
TOM WM abCIieccoM OPIONIHON MOIoCTH [7].

BeimonHeHne Xupyprudeckux BMeIIaTeNnbCTB y gerelt ¢ BK mpepmouTtnrenpHee ¢ MCIOMb-

30BaHMEM JIAIIAPOCKONMNYECKUX TEXHOIOIWII, KOTOpbIe CIOCOOCTBYeT CHVDKEHUIO AKTMBHOCTYU
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KJIMHWYECKOE HABJIIOJEHUE PEBEHKA
C BOJIE3HbIO KPOHA TOHKOM
M TOJICTOM KULLKMW...

3a0071€BaeMOCTI M CKOpeJIIeMy HTOCTVDKEHUIO PEeMMCCUM, COKPAlleHMI0 CPOKOB IpeObIBaHUA
B CTallMIOHAape, YMEHbIIEHNI0 00pa3oBaHMsA CIIaeK 1 IOC/IeONePALIOHHBIN TPbDK, a TAKXKe UMeeT
KOCMeTNYecKuil 3¢ (eKT, 4TO 0OYeHb BaXKHO, 0COOEHHO y HOfIPOCTKOB [8].

KJTMHUYECKUN NMPUMEP
® O

Manpunk WM., 13 net, npoxxuparwomuit B Tynbckoir obmactu. B urone 2020 r. rocnuranu-
3MPOBaH B XMPYPIUYECKOe OTAENEHNE C HEOTIOXKHON U IMaHoBol nomoibo OPTAY «HMUI]
300pOBbA fieTel» MuHucCTepcTBa 3npaBooxpanenusa Poccun (manee — LleHTp) mocie npenBa-
PUTETHHO IPOBENEHHOTO 00CTIeOBAHNS B IACTPOIHTEPOIOTTYECKOM OTHETIEHNN C TeIIaTONOT M-
YeCKOI1 TPYIIIOIL.

Pe6GeHok OT mepBoOIi HepeMeHHOCTH, IIPOTeKaBIIell Ha (POHe TOKCUKO3a, TEPBBIX CPOYHBIX
CaMOCTOATENbHBIX pofoB. Poct mpu poxpaennm 55 cm, macca 3970 r. IpygHoe BCcKapMimBa-
Hue 0 4-x Mecsles. PanHee pasBurue mo Bospacty. HacnmencTBeHHBIT aHaMHe3: y 6a0ym-
KM 110 MaTE€PUHCKOVM JIVMHUM PE€BMATOWUJHBIA apTPUT. AJleproaHaMHes3: NUIIEBas aIeprusd
Ha ropox, C/IaJIKO€.

Anamue3 3abormeBaHysa: B Mapre 2020 I. rOCHMTaNIM3MPOBAH B XMPYPIUUYECKMIl CTAIVIO-
Hap II0 MeCTY >KUTE/IbCTBA C >Kajobamy Ha 60Jb B IPaBOil MOJB3IOLIHOM 00/1acTy, C JUarHo-
30M: «OcCTpblil alNeHJULINUT». BBIIOIHEHO ONlepaTMBHOE BMEIIATEIbCTBO, IIOCIEO0NEPALVIOHHbIN
ouarHos: «DnerMOHO3HbBIN aNIeHAMIUT, OMEHTUT, MECTHbII HEeOIpPAaHMYEHHBIN IePUTOHWUTY.
Yepes iBe HeflenmM MMoC/e ONEPATMBHOIO BMEIIATENBCTBA OTMEYA/NIOCh TOBbIIIEH)E TEMIIEPATYphbl
Tea, IOBTOPHBIE 60/ B XXMBOTE. PeOeHOK ITOBTOPHO TOCIUTANMN3UPOBAH B XMPYPIUYECKMIT CTa-
I1oHap. BhInonHeHa ele ofiHa onepanys B 00beMe AMarHOCTUYECKOll TalapOCKOINM, JIalapo-
TOMIM, PE3eKLUN IOAB3NOLIHON KUIIKY U IPANY CaJIbHMKA C HAJIO)KEHNMEM TOHKO-TOHKOKMILEY-
HOTO aHAaCTOMO3a «KOHel] B KOHel». B xofe omepauuu ObUI BBIABIEH KOHITIOMEPAT, COCTOSILIVIA
13 KYIIO/Ia C/IETION KUIIKMY, y9acTKa IO[B3NOLIHON KUIIKM U IpAY canbHUKa. Ilocne pasgenenus
MH(UIbTpaTa BBIAB/IEH YYACTOK C epdopalueil IOAB3LOUIHOI KIIIKY, KOTOPbIT ObIT pe3erypo-
BaH 1 CGOPMIPOBAH TOHKO-TOHKOKMIIIEUHBII aHACTOMO3.

IlocneonepanOHHBIN MIEPUOA MPOTEKAT C OCNOXKHEHMAMU. Ilociie MHOTOKpAaTHBIX oIepa-
TUBHBIX BMEIIATebCTB COCTOSIHME peOeHKa 0CTaBaloCh TSDKENIBIM, OTMeYasIach IMXOpajKa, yda-
ILIEHHbIN Pa3KV>KEHHDII CTYI C IPUMECHI0 KPOBU, CHYDKEHME alllIeTUTA C IIEPUOANIECKON PBOTOI,
B TaOOPATOPHBIX aHA/IM3aX COXPAHS/INCH MOBBIIICHHbIE 3HAYEHVSI MAPKEPOB BOCIIA/ICHNS 1 aHe-
MUY, HECMOTPsI Ha IIPOBOAMMYIO aHTMOAKTepUaIbHYIO U 3aMEeCTUTE/IbHYIO TepPaIINIo.

C 1enpio OIpee/ie s JalbHeIell TaKTYKY JIedeHMs KOJUIery oOpaTyiich K HaM B LleHTp
I TelIeMeJUIMHCKON KOHCy/IbTauuu. B pesynbraTe NMpoBeeHHOIO MYIbTUAMCUUIIMHAPHOTO
TEeJIEKOHCVINYMa C YY9acTVeM XVPYProB ¥ FaCTPOIHTEPOJIOrOB, OBIIO IPVUHATO PElIeHe O IIepeBO-
e pebenka B LleHTp.

OVISMKAJIBHAA TVUATHOCTUKA

ITocne roClInTanm3anmnmn pe6eHI<y IIpOBENEHO KOMIIJIEKCHOE O6CTIeIIOBaHI/Ie. HPI/I IIpoBeE-
OEHNNM KOJIOHOCKOIIMM BbIABJIEHBI 9HOOCKOIIMNYECKNE IIPpU3HAKU PaCHPOCTPaHEHHOTI'O KOIUTa
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Puc. 1. JHOOCKONMYEeCcKue Npu3Hakm 601e3HU Puc. 2. MP-3HTeporpadus ¢ UHUILTPATOM

KpoHa, npepactaBneHHble rny6oKumMum B NpPaBOM NOAB3AOLLUHON 06NacTH,
LeneBMAHbIMU A3BaMU, MOKPLITbIMK (hUOPUHOM, npepcTaBfieHHas TEPMUHANbHLIM UNEUTOM
B C/IU3UCTOM TOJICTOM KULLIKK M TUDIIUTOM C CY)KEHMEM MPOCBETa KULLKHK

(puc. 1), A3BeHHBIN AedeKT B 00/MACTM TOH-
KO-TOHKOKMIIIEYHOTO aHACTOMO3a C CY>KEHUEM
IPOCBETA, He IMPOXOAVMOIO A 3HIOCKOIA.
ITo paHHBIM MarHMTHO-PE30OHAHCHONM 3HTEPO-
rpa¢un (MP-sHTeporpadmm), fUarHOCTUPOBAaH
KOHIJIOMEpAT B MPABOIl IIOIB3OIIHOM 00/1acT,
IpEJCTAB/IEHHbII TEPMUHABHBIM WIEUTOM,
0ayTMHUTOM C CyXXeHueM IpocBera (puc. 2).
IIpr peHTreHOKOHTPAaCTHOM MCCIeJOBaHUA
JKEMY/IOYHO-KUIIEYHOTO TPaKTa JMATHOCTUPO-
BaH NPOTSDKEHHBI YIAaCTOK CTEHO3a B 00/1acTH
UEOLEKAIbHOTO yI/Ia C IPU3HAKaMM YacTU4-

HOJl KUIIEYHO! HempoxopgumocTtu (puc. 3). Puc. 3. PeHTreHOKOHTpacTHOe UccriefoBaHue
[TpoBeneno mabopaTopHOe WUCCIeOBaHNE, XKT. 1 — yyacToK cTeHo3a noA3aoLLHOM
B TOM YUCJIe C OLEHKOJ1 (heKaTbHOTO Ka/lbIIPO- KULLKKW. 2 — KOHrIoMepart netesib TOHKOWM
tekTyHa (>1000 MKI/T). KULLKM C NPEeCTEHOTUYECKUM pacLUMpeHneM

\—
IIPEIBAPUTEIBHBIN TVIATHO3

I[Tocne mpoBeneHHOrO 06C/IEHOBaHNsI pebeHKY YCTaHOB/IeH Amarnos: «bonesnp KpoHa ToHKOI
¥ TOJICTOV KVIIKV, BOCTIQ/INTENIbHON U CTEHO3UPYIOLION (HOPMBI, BHICOKOI CTENeHN aKTUBHOCTU
(PCDALI 45 6anmoB), HellpepbIBHO-peLUIBYpPYOLiee TeYeHNe, OCTOKHEHHOE YaCTIYHON KIIIey-
HOJI HEITPOXOJAVIMOCTDBIO» U BBIIIOJTHEHO XMPYPIU4eCcKOe BMEIIaTeNbCTBO.

OIUHAMUKA U ICXOTIbI

ITo npuHATOI B KIMHJKe METOAVKe ObUIa BBIIOTHEHA AMArHOCTUYECKas JIATAPOCKOIIVIA C OILIeH-
KOV COCTOSIHVsI OPIOIITHOIT TIOJIOCTY 1 PEBU3MENL [IeTeb TOHKOI ¥ TOICTON KUIUKIA [IsI OIPefe/ieHNsT
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KJIMHWYECKOE HABJIIOJEHUE PEBEHKA
C BOJIE3HbIO KPOHA TOHKOM
M TOJICTOM KULLKMW...

Puc. 4. Boipa)eHHbI crnaeyHbln npouecc
B NpaBo NoAB3A0LLIHOMW 06/1aCTy.
DUKCMPOBAHHbIN CnankaMu UHUNbTPAT
GPIOLLHON NONOCTU (MOPAXKEHHbIE YUYAaCTKK
NOAB3A0LHON KULIKW U KYNOJ CJIENON KULLKKN)

Ja/pHelero o6beMa OIEPATUBHOTO JICYEHMS.
Y4nuTbiBasi MHOTOKpaTHbIE XMPYPIUYECKNE BMe-
IIATeNIbCTBA, B OPIOIIHON ITOJIOCTY BU3YaJIV3M-
pOBaHbl MHOXXECTBEHHbIE BICLIEPO-BUCLEPA/Ib-
HbI€ I BUCIIepOIIapyeTaIbHble craliky. B mpaBoit
TIOJIB3[IOLIHO 001acTy OOHAPYKeH MH(UIBTpAT,
NIPUKPEIUIEHHBIN K IepefHeit 6p10LLIH017[ CTEHKe,
(puc. 4) cocroswuil U3 IeTelb IOAB3JOLIHO
KMIOKI U KYIIO/Ia C/IENON KUILIKM, KOTOPbIN CIIO-
COOCTBOBAJI BOCIIA/ICHUIO B OPIOIIHOI ITONOCTH
U IperATCTBOBAN JENCTBUIO Crienyduieckoin
tepamvin. [Tocrte pasgenenns naduibTpara yuar-
HOCTMPOBAH TEPMUHANbHBI WIEUT U TUPINAT
C Ipu3HaKaMy GOPMUPYIOLINXCS MEKKNIIETHBIX
CBUIIEN 3a C4eT aKTMBHOIO TPAaHCMYpPalIbHOIO
BOCIAJIEHVsI. YUUTBIBAs M3MEHEHMsI B OPIOIIHON
HOJIOCTH, OBUIO IPYHATO PelleHNe O IPOBefeHIN
XMPYPIMYECKOIO JIEY€HNA B 2 3Tala.

1 3TanoM BBINIOJTHEH afIT€3MONIN3NC C BBIJIETIEHNIEM BOCIIAJIATEIBHOIO KOHITIOMepaTa U MHO-
JKECTBEHHBIMM MEXKMIIEYHbIMI CBUIIAMI. BBINONTHEHA pe3eKIsa MOPa)KeHHOTO y4acTKa KUK
(puc. 5). IIpoBefieHO MHTpaonepalMOHHOE MOPQOIOTIYECKOe MCCIeOBAaHNe KpPaeB pe3elnypo-
BAaHHOTO (pparMeHTa C I'MCTOIOTMYECKMM MOATBEP)KeHNEM OTCYTCTBUA aKTUBHOTO BOCIA/IEHNUA
B KpasAX IPUBOJIAILETO M OTBOJAIEro oTAenax kuukyu. ChopMupoBaHa TepMuHaIbHAA NI€OCTOMA.

JlaHHOE oOIlepaTMBHOE BMEIIATENbCTBO MO3BOMNMIO YAYYIINTb COCTOSHNE peOeHKa, Ha3Ha-
YUTb ¥ HPOBECTU CHEIUPUUECKY0 OMONIOIMYECKYI0 Tepalnio, pe3ylIbTaTOM KOTOPOI CTaJo
JOCTIDKEHMEe K/IMHUYEeCKOil, TabOpaTOpHOIl M SHIOCKOINYECKON peMUCCUy. ITO II03BOJIM-
710 4epe3 7 MecALEeB IPOBECTU 2-i1 3Tall XUPYPIUYECKOro jIeYeHMHA, KOTOPBIN 3aK/II04asics

Puc. 5. Pe3eunpoBaHHbI BOCNaNUTENbHbIN
KOHIIOMepaT uieouleKkanabHon o6nactu
C MHOXX@CTBEHHMU MEXKULLEYHbIMWU CBULLLAMU
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B BOCCTAHOBJICHUU HEIPEPBIBHOCTU >Key-
[IOYHO-KMIIEYHOTO TPAKTa IMyTeM yCTpaHEHMs
MIe0CTOMBI ¢ (HOPMUPOBAHMEM AaIIAPATHOTO
aHacToMo3a «60K B 60K» (puc. 6).

Puc. 6. ®opMMpoBaHMEe MeXaHUYeCKOro
TOHKO-TOJICTOKMLLEYHOr0 aHaCcTOMO3a
«OOK B OOK»



3AKJTIOYMEHUE

Takum obpasom, 60mesHp KpoHa 3adacTyio BepBble IIPOSB/AETCS U MIPOTEKAET MOJ MAaCKOI
OCTPOI XVMPYPIrUYECKOI IaTONOINY, 3 MMEHHO IIOfi MAacKOJ OCTporo anneHguuuTa. [Ipy nposene-
HIM HEOTTIOKHOIO OIIEPATMBHOTO BMEUIATENbCTBA NETCKUM XVPYPraM C/IOKHO 3aIOJO3PUTDh 3TO
3abojieBaHe, YTO TIOPOJ IPUBOAUT K TAKTUYECKMM XMPyprudeckum oummbkam. OnepaTuBHOE
BMEIIATeTbCTBO B IIepyoy; obocTpenns 6omesHy KpoHa Jo/mKHO 6bITh MMHUMI3UPOBAHO 1 3aKTI0-
YaTbCsl B YHAJ€HUV BOCIAJINMTEIbHOTO OdYara, HpPersTCTBYIOLUIErO AEVICTBMIO OMOIOrMYeCcKMit
Tepanuu. [IpyMeHeHMe TaKOl XMPYpPrUYecKoil TAaKTVKV HAllpaBIeHO Ha CTAOMIM3AIMI0 COCTO-
AHVA OONBHOTO, NOCTVDKEHVE PeMMCCHM, YIydlleHMe KadecTBA €ro >KM3HM U IIO/THOLCHHYIO
COLMAIM3aLMIO.
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OnbIT PEAJIN3ALUUU KOMIJIEKCHOTO
NoAXOAA B JIEMEHUN PEBEHKA
C BOJIE3HbIO BUJIbCOHA

OfMbIT PEAJIN3ALUN KOMIJIEKCHOIO NOAXOAOA
B JIEMEHUU PEBEHKA C BOJIE3HbIO BUJIbCOHA

A.O. Anymenko, T.B. Ceupupona, C.b. Jlasypenko, A.C. Iloranos, B.A. Ajicuna

OBOCHOBAHME

V3BecTHO, uTOo bonesnp Bunbcona oTHOCKMTCS K penkum 3aboneBanHusaM. Ee pacmpoctpa-
HEeHHOCTD 110 faHHbIM Orphanet cocrasnseT 1-9 cinyuyaes Ha 100000 HaceneHus (B cpefiHeM 1 Ha
25000). bore3Hb NpMBOAUT K CYLIECTBEHHbIM HApyLIEHVAM B (PYHKIVIOHVPOBAHWM PasTNIHBIX
OpTaHOB M CHUCTeM JieTcKkoro opranmsma (B T. 4. IIHC), mpenarcTByeT IOMTHOLEHHOMY HCHUXMYe-
CKOMY Pa3BUTHIO ¥ COLMAIbHON afanTauuyu pebeHka. XapaKTepUCTUKA KIMHIYECKUX HPOsBIIe-
HUIT, METOJOB AMAarHOCTUKM ¥ Tepanuy 60sesHy BuibcoHa y fieTeil M B3pOC/IBIX IpeCTaB/IeHbI
B Poccmitckux kmmHM4Yeckux pexomeHpanuax «Hapymenns o6mena megu» [1]. B nccnegoBanmsax
H.M. Ko3n0BoJ1 1 COaBT., yKa3bIBAa€TCA, YTO B 3aBMCUMOCTY OT CTEIIEH! M XapaKTepa BOBIE€YEHNs
B IIaTOJIOTMYECKMII NPOLIeCC LIeHTPA/IbHOV HEPBHOM CUCTEMbI, BOSHUKAIOT pa3/MuHble BapUaHThI
NCUXMYECKUX HapymeHnit [2]. B wacTHocTH, py HeBpomorndeckoit popme 3a60neBaHNA y IalU-
eHTOB HAOIOAI0TCA SMOIVIOHAIbHBIE TPYSHOCTM B BUJe apeKTVBHBIX BCIBIIIEK, CHVDKEHVA
II03HABATE/IbHBIX BO3MOXKHOCTEN ¥ HapyLIeHNUA ABVDKEHMI, B TOM 4NC/Ie B pe4eBOIl MOTOPUKE,
YTO IPUBOJUT K TPYSHOCTAM KOMMYHUKALN. VI3BeCTHO, YTO B HEKOTOPBIX CIIyYaAX IICUXNYECKOe
pasBUTVIE MOXKET PeaI30BbIBATHCA 110 TUITY JJeMEHIINN, C ITIOCTEIIEHHO yTpaTol paHee mpuobpe-
TEHHBIX COLIVAJIbHBIX HAaBBIKOB M yMeHMII. [IcuxmdeckuM paccTpoiicTBaM y JeTell U MOAPOCTKOB
¢ 6ormesHbr0 Brubcona-KoHoBamoBa nocsseHo 6onbiioe kommdecTBo pabor. Tak G. Mura et al.
paccMoTpenyu XapaKkTepHble Ipy 60e3HN BubcoHa ICuMxXmyecKme pacCTpPONICTBA M OIIpeeVIN
UX 4aCTOTY BCTPEYaeMOCTM Y IalM€HTOB JJE€TCKOTO BO3pacTa: Cy>KeHMe CO3HAHMUA M CUMIITOMBbI
nesopueHTauunm — 12,8%; paccrpoiictBa mmyHocT — 8,2%, mempeccusa — 4%; cyunupanbHOE
nosenenne — 3% [3].

CormacHO MHOTOYNC/IEHHBIM HAO/MIONEHSIM, B TIepBbIe MeCsIIbI IToc/Ie MaHudecrannm 6ones-
HI Y JleTell, KaK IPaBUJIO, PETUCTPUPYIOTCA BBICOKME YPOBHM TPEBOTM M BHYTPUINIHOCTHON
KOHQIMKTHOCTY, KOTOPbIe IOCTEIIEHHO CMEHAITCSA IMIOMaHMeil U B MCXOfie OONe3H! — 3MO-
IIVIOHA/IbHOI TynocTbio. B paborax Taly A. B. n coaBT. oTMe4aeTcsl CHIDKEHME NO3HABaTeIbHBIX
BO3MOXKHOCTeNl y jeTeil ¢ 3aboneBanmeM Bunbcona [4]. B wyacTHOCTH, aBTOpBI yCTaHOBMIH,
4TO IIPM JAHHOM 3a0O0/IeBaHUM Y [ieTell MOXKeT HAaOJIOlaTbCs 3HAYMTETbHOE CHIVDKEHVE IPON3-
BOJIbHOCTY BHUMAHU, IJe/IeHAIIPABIEHHOCTH 11 PaOOTOCIIOCOOHOCTH B COYETAHUY C TUIIEPAKTIB-
HOCTBI0. [Ipy OTCYTCTBUM CIIeLaTbHOI CUCTEMBI Y YCTIOBUIT O0Y4eHNMs Y MALMIEHTOB 3aTPYAHEHO
¢dbopmupoBaHye y4eOHBIX HaBBIKOB ¥ OBJIafleHVe COLMOKYIBTYPHBIM ombIToM. Lin L.J. n coaBbr.
U3Y4VIN IICUXOJIOTMYeCKie IpobieMsl fieTeit ¢ 6ome3Hbio Bumbcona [5]. K HuM aBTOpBI OTHOCAT,
IpeXXJie BCEro, CHIDKEHVE 9MOLMOHAIbHO-BOIEBOI perymanun. Takum o6pa3oMm, Oombliras Bapy-
a0eNbHOCTD NMCUXOPU3NIECKIX U3MEHEHNII y fieTelt py 6omesHy BuibcoHa, TPYAHOCTY UX OIIpe-
IeNIeHVsI IPEeATIoNaraioT JINTeIbHOe HaO/IoeHyIe Y TIATe/TbHbI aHaIN3 MEeIUIVHCKIX U TICUXO-
JIOrO-TIeJarOTMYECKUX JAaHHbIX. VIMEHHO OH IIO3BOJAET ONPENENNUTh COAEpKaHMe KOMIIJIEKCHON
MEJVKO-COLMA/IbHONM NIOMOIIM. B cBA3K ¢ OTCyTCTBMEM B MUTepaType ONMCAHMA KOMIIZIEKCHOTO
MeJMIKO-IICHIXO/IOTO-TIe[larOTMYeCKOro IOAXO0fia B JiedeHNUN JieTell ¢ 6oe3Hbio Bumbcona, mpen-
CTaB/IsieM KIMHUYEeCKUIT IpuMep.
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KIIMHWUYECKWUW NMPUMEP

“' OIALIMEHTE

Hesouka JI., 10 net. Pebenok ot 4 6epemeHHOCTHM (IepBas — [0Yb 34OPOBaA, BTOpas —
cblH (00me3Hb BuibcoHa), TpeThbsi — MEOUIMHCKUI abopT, 4 — HACTOsAIas1), IPOTEKaBIIe
¢ cumnromamu OPBU Ha 3 Mmecsane (cumnTomarnyeckoe nedenue). Popbl cpouHble, caMOCTOS-
tenbHble. Bec pu poxxpenun 3480 1, pimHa tena 51 cm. APGAR — 8/8 6annos. K rpynu npumno-
>KeHa cpasy. IpynHoe BckapmimBaHue o 1 rofa 2 Mecanes. PanHee ICMXOMOTOPHOE pasBUTHE
B COOTBETCTBIVE C BO3PAacTOM. AjIeproaHaMHe3 He oTArouieH. [IpodurakTideckne NpuBUBKI
10 BO3PACTY.

C 6-MecssuHOTO BO3pacTa y pebeHKa OTMedanach CKJIOHHOCTDb K 3allopaM, a B Jja/ibHellleM
IpU3HAKM KaJloMasaHusA 1 sHypesa. Habmogamach o MecTy >KUTeIbCTBA C JUArHO3aMy IOJIXO-
CUTI'MBI, PYHKIIVIOHAJIbHBIX HAPYIIEHMII MOTOPUKI TOICTON KMIIKY, TIO/Ty4asia CMMITOMaTUIeCKOe
nedeHne, GrU3NOTEPANNIO C TTOIOXKUTETBHON JUHAMUKOIL.

C 3-7meTHero Bo3pacTa Hab/IIOlanmach y HEBPOJIOTa C AMarHO30M HEBPO3ONOLOOHBIN CUHIPOM
¢ )aso6amy Ha 6eCTpUUYMHHBIE CTPaXM, Iepemaabl HacTpoeHus. [lonydaa nedyeHne HOOTPOIHbI-
MU IIperapaTaMy, BUTAMUHOTEPANNIO C He3HAYNUTEIbHOI IONMOXKUTENbHOM AnHaMuKoit. C 5-1et-
HEro BO3pacTa, CO CJIOB MaTepy, OTMEYA/IVCh CHIDKEHMe ITaMATY U BHUMaHMA, TPYFHOCTH yCBOe-
HIIA HOBBIX 3HAHMII U HApPYLIEHUe ITOBefeHM.

HacnencTBeHHOCTD OTATOLIEHA: CTAPIINIL, COBEPIIEHHONETHMII OpaT ¢ AMarHOCTUPOBAHHOI
6o7e3HbI0 BuibcoHa (reHeTnyecKy MOATBEp>KAeHa — OOHapy>KeHa yacTas MyTanusa C3207A rexa
ATP7B, sk30Ha 14, B TOMO3UTOTHOM COCTOSIHUN), Ie4eHOYHasI (OpMa, C MICXO[IOM B IMPPO3 Ieye-
HII, IIPOBeJIeHA OPTOTONMYeCKas TPAaHCIIAHTALNA TIeYeHI.

[IpoBeneHo reHeTMYecKOoe OOCIENOBaHME BCeX JeTell B ceMbe. Y MAlMEHTKN BbIABIIE-
Ha aHamormyHasa Mmyrtamusa (C3207A sk3oHa 14, reHa ATP7B) B TOMO3UTOTHOM COCTOSHUM,
4TO MOATBepkaeT 6onmesHp Buibcona (y crapiueit cectTpsl, 21 rof, BbIsAB/IEHAa MyTalllisl B TeTe-
posurotHoM cocrossHyn). IIpn o6cnenoBanuy pebeHKa 110 MeCTY KUTETbCTBA B OMIOXMMIYECKOM
aHa/mM3e KpoBM BIlepBble BblsABIeHO noBbimeHue AJIT, acmaprarammuorpancdepaser (ACT),
ramma-rmotamyarpancnentuaassl ( I'TT; menee aByx Hopm). IIpu ocMoTpe B IeneBoil mamiie
koner; Kaiisepa-®reiimepa He 06HapyXeHO. B cBs3u ¢ guarHocTukoit 60/me3HM Ha JJOK/IVMHU-
YeCKOJI CTayy MeVIKaMeHTO3HOe JIedeHVe He Ha3Haya/IoCh, ObUIO IPUHATO pelleHe O JHAM-
YeCKOM HaOII0eHUN.

Briepsble 06ceioBaHa B TaCTPOIHTEPOTIOTMYECKOM OTAENEHUN C TelaTOOTMYecKOol TpyIl-
noit ®TAY «HMMUI] 3poposbs pereit» Munspgpasa Poccuu B BospacTte 6 et (B Hosi6pe-fexkabpe
2008 romga). B OmoxmMmuyeckux aHamm3ax OTMEYEHO MUHMMAIbHOE MOBBIIIEHNE TPaHCAMMHA3
B npepenax aByx HopMm: AJIT 54 En/n, ACT 57 En/n; nmorpaHuyHble 3HauYeHMs 1aOOPAaTOPHBIX
mapkepoB xonecrasa (I'TT 38 En/n), runepxonecreprnemusi (061mit xonecTepux 7,55 MMOIb/i).
ITo pesynbratam KT opraHoB OpIOIIHOI IOMOCTY M CTaTUYECKOV CUMHTUTPAadUy ITe9eHN BbISIB-
JIeHBl pu3HaKy AU y3HBIX M3MEHEHMII IIeYeHOYHON MapeHXMMBbI 6e3 IPU3HAKOB ITOPTa/TbHON
runeprensun. I1pu uccienoBanuy MetTabonu3Ma Mefiu BbIAB/ICHO: Iiepy/omiasMuH 3,21 1/ (pesko
CHIDKeH, HopMa >20 I/71), CyTOYHas 9KCKpeLys Mey ¢ Mo4olt (HatuBHas) 66,1 Mxr/i (45,9 MKr/cyT),
¢ HarpysouHoit mpob6oit ¢ [I-mermmymnammaoMm 1180 mkr/cyr. Kombuma Kaitzepa-®neiimnepa
He o6HapyxeHbl. [IpoBenena myHKumoHHass Ouorcus nedexu (18.05.09): mopTanbHble TPAaKThI
¢ub6pO3UpPOBAHBL, OT TPEX OTXOAAT HEIOIHbIe PUOPO3HbIE CENTHI, KPOME TOTO IPUCYTCTBYIOT TPU
TOHKJE HOPTO-IIOPTAjIbHbIE CENThL. B 2-X MOPTaNbHBIX TPAaKTaX OIPENE/NISAIOTCSA CKY/HBbIE VM-
¢dbonpable MHPUIBTPATHI, IOTPAaHNYHAS IUIACTMHKA COXPaHeHa. [ermaTonnTel OOBIYHBIX pa3MepoB
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OnbIT PEAJIN3ALUUU KOMIJIEKCHOTO
NoAXOAA B JIEMEHUN PEBEHKA
C BOJIE3HbIO BUJIbCOHA

1 GOPMBI, YaCTh TeIaTOLMTOB MIMeeT CBETIYIO MENKO3€PHUCTYIO IIUTOIUIa3My. B eiMHMYHBIX rema-
TOL[MITAX B IIperapaTe — KPYIHbIe >KMPOBbIe BaKyO/IU. B HEMHOrO4MC/IEHHBIX IellaTonNTaxX BOM3N
IOPTa/IbHBIX TPAKTOB — BAKYO/IM3ALM Afep IelaTOLNUTOB.

IIpenBapuTeNbHBIT OMATHO3: «XPOHUYECKUI IE€PUIIOPTAIBHBIN TEMATUT MMHMMAaAbHOM
CTelleHM aKTMBHOCTM 0e3 ydyeTa CKIeposa». VIHIZEKC TMCTONOTMYECKON CTEleHM aKTUBHOCTU
no Knodell 1-2 6anna (I-A, II-A-B, III-B). Mupexc ckneposa mo Desmet — 2 6ayia (yMepeHHBI).
CopepkaHue Menu B 6monTarax rnedeHn — 456,5 MKr/r (Hopma <50 MKI/T). YUuThIBas HU3KYIO
9KCKpeLVI0 MefM C MOYOIi, MUHMMA/bHble M3MeHeHNUsI OMOXMMUYeCKMX IToKasareseil, BO3pacT
pebeHKa, OT Tepanuy Ipemnaparamu [l-neHNnyuIaMHa ObUIO IIPUHATO pelleHye BpeMEeHHO BO3-
lilep>KaTbcsl — Has3HAYeHbl IIpenaparbl IMHKA (LuHKa cyabdara). [Ipu HabmogeHuy mo mecty
JKUTE/IbCTBA COCTOsIHVE peOeHKa CTabuIbHOe, Tepanyio IperaparaMyl IIVTHKA IePEHOCUT YIOB-
JIETBOPUTENBHO, 5Kal06 He ObUIO. B KOHTPOIBHBIX OMOXMMMYECKMX aHAIM3aX KPOBM OTMedyeHa
HopManu3aiys maboparopueix nokasareneit AJIT, ACT, I'TT.

B cBA3M ¢ xanmobamy popuTenell Ha MOBBIIEHHYIO VIMITY/IbCBHOCTD, HOUHBIE CTPAXM, OTCYT-
CTBIeE VIHTepeca K II03HABATE/IbHOI AeSATeIbHOCTI M YCTONYMBBIE IIPOO/IEMBI B OOLIEHNM C e ThbMMI
B JIETCKOM KOJUIEKTVBE JIeBOYKa ObI/Ia IIPOKOHCY/IBTHPOBAHA IICHXOIOTOM.

ITo pesynbraTraM Hab/MIOIEHVS: TeBOYKA KPYIIHAas, BBIIJIA/IE/Ia CTaplile TaCIOPTHOTO BO3PACTa.
Mumunka manonoasyokHas. QOH HACTPOEHMsT HEYCTOYVBBIN, IIPUIIOTHATBIN, O/IM3KUI K TUIIOMa-
HIakajapbHOMY. Ha KoHCympranum Bema cebst 6e3 ydyera CUTyaluy U COLMAIbHBIX HOPM, IIPOU3-
BOJIBHOCTDb HM3Kasl, PeTy/IALyA IIOBefeHN HapylleHa: lepe6uBasa B3pOCyoro, MbITalach OOHATD
CIIenanucTa, 6es paspemreHus 6pana mocobusa. Ha kputnuky obmxanach, ZeMOHCTPUpPOBajIa CBOe
HEIOBO/IBCTBO OYPHO: XMYPU/IaCh, IOBOPAYMBAIACh K CIIELVA/IICTY CIMHOI, MHOTOCIOBHO TPy60
KpUTMKOBana ero. OTCYyTCTBUE CO CTOPOHBI B3POC/IBIX OTPUIIATETBHON OLEHKY ee IOBeIeHNs,
CIIOKOJTHOE TIOHMMAIOIII/e OTHOIIEH)Ee K COCTOSHMIO, IIPEOCTaB/IeHIie OTAbIXa CIOCOOCTBOBAIIO
9MOILMOHA/TBHOM CTAOMIN3ALVY U YCIIOKOEHNIO, BK/TIOYEHNIO B UTPOBYIO [IesITeNbHOCTD. [leBouka
3abpIBaa 006Uy, IPOJO/DKaIa OOIIATHCA, CITYCTS HEKOTOPOe BpeMs SMOLMOHAIbHAs BCIIbIIIKA
HOBTOps/Iach. IIpy BBHINOTHEHUM 3afaHUIl [IeICTBOBAAa VMMITY/IbCUBHO, CXeMy JeATeIbHOCTU
caMa He yHep)KMBaja, HY)XX/IaJach B IIOOIEPALVIOHHOM pPa3bsACHEHUN, JEMOHCTPAlyyi HOBOTO
aJICOPUTMA, IIOC/Ie Yero Hefo/Iro Obla JOCTYIIHA COTPYAHMYECTBY M Y4aCTBOBA/IA B COBMECTHOI!
IesATeIbHOCTY, OJJHAKO HEOXMAAHHO Opocasia Hayaroe, JjlaBajaa Ype3MEePHO VIHTEHCHBHBIE 9MO-
I[VIOHA/IbHbIE PeaKIVy KaK Ha MOJIOKITE/IbHBII, TaK ¥ Ha HETaTVBHBIN pe3y/IbTaT NeATe/TbHOCTI
(rpoMKO KpMuaja, 3aMaxyBajach Ha B3POCIOro, pasbpachiBajia UTPOBOIl MHCTPyMEHTapuil).
Hy»xpanach B IIOCTOSSHHOM BHEIIHEM KOHTpOJe IoBefieHMs. Huskas mpousBOIbHOCTD, CKIOH-
HOCTb K a)(peKTUBHBIM peakLusaM pebeHKa yCyryO/saInch HeloC/IeoBaTe/IbHbIM BOCIUTAHNEM
B ceMbe (OT IOIYCTUTENTBCKOTO K aBTOpuTapHOMY). ClIoKMBIIasCs HeOmaronpusTHas COLM-
a/JlbHasA CUTyalMs PasBUTHA, B KOTOPON INPOMCXOAVIO (OpMMpOBaHME NTUYHOCTY IEBOYKIA,
3aKpenisiyia HeKOHCTPYKTUBHbIE (pOPMBI IOBefieHVs (HEraTUBUCTCKIE PeaKuyy B Busie OypHOro
9MOIVIOHA/IBHOTO PearrpoBaHI).

Peanusars ncuxonornyeckoro NoTeHIana pebeHKa Oblla OrpaHN4YeHa OTCYTCTBIMEM y4eTa
ero 0coObIX 00pa3oBaTeNIbHBIX HOTPEOHOCTEN B JOIIKOIBHOM YUPEXKACHI.

[Tcuxomnoro-nefarorndyeckoe 3akjlOueHMe: HapylleHNMe PasBUTKA IUYHOCTY (IO TUIIOMa-
HJAKaJIbBHOMY TUITy) Y J€MOHCTPATMBHOTO CTAPIIEro JOUIKOIbHUKA C MHTE/IEKTYaIbHO Hefo-
CTaTOYHOCTDBIO, 3HAUUTE/TbHbIe TPYAHOCTYM COLMAIbHON aJaNTalyy, IOTBOPCTBYIOIMIT CTWUIb
BOCITUTAHMSL.

AHany3 MeIVIIMHCKUX U IICUXOJIOTO-TIefJarOrMYecKIX CBefleHNiT 0 pebeHKe IT03BOIN OIIpe-
[eUTh COflep>KaHMe MHAVBUAYAIbHO IPOrPaMMBbl IICHXOJIOTO-IIEAarOrMYecKoll peabuInTarm
Ha Haya/IbHOM 9Talle BOCCTAHOBUTE/IBLHOTO JICYEHUA.
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o Ilemarormyeckast noMmoInb: MHGOPMUPOBaHNUE POFUTENEN 00 aKTyaTbHBIX UHAUBULYA/Ib-
HBIX NICUXOJIOTMYECKUX U 00pa3oBaTeNbHBIX MOTPEOHOCTAX pebeHKa, 0OydeHNe Crery-
QJIbHBIM IIeJarOTMYeCcKUM IpreMaM ¥ GopMaM B3aMMOJECTBNUSA, IIOMOIIb B3POCTIOMY
B ONITUMM3ALNY PEXVIMA JTHsI, OpTaHM3aLMy [IPYUBJIEKATe/IbHOI 1 JOCTYIIHOM /st pebeH-
Ka IIPOJyKTMBHOI U IIO3HABATE/ILHOI [IeATEIbHOCTHU B YC/IOBUAX CTALVIOHApA.

+ Jloromenyuyeckasi HOMOIIb: oboralieHne CJI0BapHOTO 3amaca, GOpMUPOBaHIe pasBepHY-
TOTO BbICKa3bIBAHMA, Pa3BUTIE KOMMYHUKATUBHOI, IOBECTBOBATE/IHON U PETyINPYIO-
el pyHKUMIT peunt, yMeHMsI BBIPaXkKaTh CBOE OTHOLIEHME K IIPOVICXOMSAIIEMY C IIOMOIIBIO
pe4eBOro BbICKA3bIBAHNIA.

o Ilcuxonmormyeckass MOMOIb: CTAOMIM3ALMS MCUXOMOTMYECKOTO COCTOsIHUS pebeHka
C JCIIONIb30BAaHNEM METOJOB apT-TepalMM M pe/laKcaliiyl B YC/IOBMAX CEHCOPHOI KOM-
HaTbl, YKpeI/IeHe HaBbIKOB MOLIMIOHA/IbHO-BOJIEBOJ CAMOPETY/IALMY ¥ CAMOKOHTPOIA.

o CeMeliHOe KOHCY/IbTMpPOBaHMe: MOBBILIEHNE BHYTPM/INYHOCTHBIX PeCYpPCOB POAMTENA,
IIOMOIIIb B NPEOJIOJIEHNY YyBCTBA BUHBI U OIIACEHMIT, CBS3AHHBIX C OO/IE3HBIO JOYepH,
YKpeIlJieH}e T10/I0KUTe/IbHOTO HAaCTPOs Ha COTPYAHMYECTBO CO CIEeLMATNCTAMU U TTOBBI-
IIeHJe POJUTENbCKO KOMIIETEHTHOCTY B BOIIPOCAX BOCIUTAHMS pebeHKa ¢ 0COOBIMU
006pa3oBaTeNbHBIMI HOTPEOHOCTIMIA

I[To pesynbTaraM IICUXOJIOrO-TIEArOTMYECKOil peabuInTanuy B paMKax KOMIUIEKCHOTO BOC-

CTQHOBUTE/IbHOTO JICYEHNS POANUTEISAM ObIIN JaHbI C/IEAYIONIVe peKOMEH/JallVn:

« ofpalieHue B IICHMXOIOTO-MeAMKO-TIEAarOrMYecKyl0 KOMUCCUIO TI0 MECTY >KUTENIbCTBA
JUIsL OTIpefie/IeHNs ONTYMA/IbHOTO MeJarornyecKoro MapupyTa u IpUKpeIieHus pebeH-
Ka K 00pa30BaTeNbHOI OpraHU3aINy, B KOTOPOI Oy[eT pean30BbIBaTbCs KOMIUIEKCHO®
IICUXOJIOTO-TIeJarOTMYeCKOTr0 COMPOBOXKeHMe (J1eeKTOIOr, IOroIIey, ICUXO0IOT);

o [MHaMu4eckoe HaONMIOfeHMe CHelMaNNCTaMM IICUXOJIOrO-IIefJarOTMIeCcKOl CITyKObI
OI'AY «<HMMUL] 3poposbsa peteit» Munsgpasa Poccuu;

¢ IIPOJIOHTMPOBAHHBIN KypC CEMEITHOTO KOHCY/IbTUPOBAHNUA C 1Ie/IbI0 TIOBBIIIEHN MICUXO-
JIOTMYECKOJ TOTOBHOCTM POAUTENell K ONTUMU3ALUM COLMAIBHON CUTYallUu U CTUIA
BOCIIMTAHS;

«  HaOIofeHye HeBPOJIOTa, IICUXMATPa.

) ®UBUKAJIBHAS OIVIATHOCTUKA

Obiee cocrosinme cpepueit Tspkect. CocrosiHme nutanus n3dpirouHoe. Bec 76,1 kr. Poct
crost 172 cm. Bec 77 xr. Poct cros 171,5 cm (SDS pocra +1,47). IMT 26,33. UMT SDS +1,7.
KosxHble TOKpOBBI 671e{HO-PO30BbIE, YNCTbIE OT CBIIN, BIaKHbIe. CIM3UCTbIe 000TOYKY YMCTHIE.
3eB, MUHJA/IMHBL: pO30BbIit. [I0JKOXKHasI K/leTyaTKa BhIpaXkKeHa M30BITOYHO, paclpeyie/ieHa PaBHO-
MepHo. JIumpaTndeckas cucrema 6e3 cucteMHOro ypenndenna. KocTHas cucTeMa: BhIpaXKeHHbBIX
nedopmanyit HeT. MBIIIIBI, CYCTaBbl: OCTPOBOCHA/NINTENbHBIX U3MeHeHNIT HeT. OpraHbl IbIXaHM:
B nerxux fibIxaHue Be3UKY/IAPHOE, IPOBOANUTCS BO BCE OT/IE/Ibl PABHOMEPHO, XpUIIOB HeT. OpraHbl
KpoBooOpamieHusa: ToHBI cepfilla 3ByYHBle, pUTMMUYHBIE, IIyMOB HeT. OpraHbl NMIIeBapeHMUA:
Annerut coxpaHeH. Jlucnencudecknx sApjaeHni HeT. JKMBOT He B3yT, MATKUIL, 6e300/1e3HEHHDII,
JOCTYIHBIN I1yOoKoI manbnannu. [ledeHs y kpas pebeproit fyru. Cene3eHKa He IaTbIUpPyeTCs.
Cryn odopmiieH, OKpallleH, pery/IApHbIN, 6e3 IaToNMorNMIecKNX mpyumMeceir. Modenonopas cucrema:
copmMupoBaHa 110 )XeHCKOMY TUIY, Au3ypun HeT. HepBHas crcTeMa: MEHUHIIbHON U 0011[eMO3-
TOBOJI CMMIITOMATUKM HeT. OpraHbl 4yBCTB: BUSUT, C/IBILINT.
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OnbIT PEAJIN3ALUUU KOMIJIEKCHOTO
NoAXOAA B JIEMEHUN PEBEHKA
C BOJIE3HbIO BUJIbCOHA

—) TIPEJIBAPUTEbHBIN TVUATHO3

bonesnp BunbcoHa, cMemanHas gpopma.

— | NIMUHAMJKA U UICXOOBI

[ToBTOpHO pebGeHoK ObIT 00C/IeOBaH B TaCTPOIHTEPOTIOTMYECKOM OTHENIEHUM C TelaTo-
nornueckoit rpymmnoit ®IAY «HMUL 3goposba pereii» Munsgpasa Poccum depes monropa
roga. IIpn mccnenoBanny B OMOXMMIYECKNMX aHAIM3aX KPOBJM OTMEYAJIOCh IIOBBILIEHNE TpPaHC-
ammuas: AJIT 85 En/n, ACT 69 Ep/n, mabopaTopHbIX NpM3HAKOB XOJeCTa3a He OTMeYeHO,
OunMupyOMHOBBII OOMEH He HapylleH, TuIepxonecTepuHeMys 8,16 MMOJIb//, CUHTeTMYeCKas
¢byHKIMA TedeHn coxpaHeHa. [Tpu mccnenoBanuy MeTabommaMa Mein: SKCKpeIys MeAy ¢ MOYOil
111,9 mxr/cyr (6e3 [I-nenunymnammuna), 839 Mkr/cyT (Ha ¢poHe Harpysku [l-IeHMIMITIAMUHOM).
IIpn MP-mccnegoBanmy roOBHOTO MO3ra OTMEYEHO IOABJIEHNME IMIepuHTeHCcuBHOro MP-curnana
B 0o0/acTy Tajamyca, a mo JaHHbIM O3l — smIenTNOpPMHON aKTMBHOCTU T'OJIOBHOTO MO3TA.
IIpu ocmoTpe B 1jeneBoit namie Konbla Kaitzepa-®neitimepa orcyrctyior. IIpu Y3 6pronrnoit
IIOJIOCTY pa3Mepbl IeYeH!, CeNIe3€HKN He YBelIMYeHbl, COCY/ibl He pacmmpensl. IIpu cumHTHrpa-
¢buu nevenn nuddysHble M3MEHEHUs NMapeHXMMBI 6e3 IPU3HAKOB IOPTATbHON TMIIEPTEH3UM.
YunrbiBasA nosiB/ieHNEe HEBPOIOTNYECKO CMMITOMATUKY, COXPAHSAIOIIYIOCA BBICOKYIO 9KCKPELNIO
MeJy C MOYOJi HadaTa TepanusA [l-MeHnumIaMuHoM B 1o3e 10 MI/Kr/cyT, IpOfOJDKEH pyeM Ipe-
[IapaToB IL[HKA B Jjo3e 75 MI/CYT, Ha3HayeHa Tepamys NUPUIOKCHHOM (B CBA3M C IIOTEHIVIa/IbHBIM
AaHTUIINPUIOKCUHOBBIM 3 dektoMm [I-mennumnnamnta). [To pekoMeHgannm NCUXOHEBPOJIOTa TaK-
Ke MojTy4asia IpenapaThl BaabIIPOEBO KUCIOTHI.

B TeyeHme 9 neT KOMIIZIEKCHOTO BOCCTAaHOBUTE/IBHOTO JIEYEHMA JI€BOYKA IIO/MTydasa IICUXO-
JIOTO-TIearOTMYEeCKYI0 IIOMOIIb C IIe/IbI0 CO3[aHMs OIarONpUATHBIN YCIOBUI IS IICUXITYECKOTO
PasBUTIA U IIOC/IENOBATENbHO colManbHOI aganTanyy. CogepskaHue 1 GOpMbI IICUXOJIOTO-TIefja-
TOIMYeCcKOil PabOThl, PeXXUM 1 IPOPNUIb CIIELMANTNUCTOB OIPeAe/sIINCh B 3aBUCUMOCTH OT aKTy-
a/IbHOTO (PM3MYECKOTO COCTOSIHIS, IICUXOIOTMIECKUX 11 0COOBIX 00pa3oBaTebHBIX IOTPEOHOCTEN
pebeHKa, COLMaNbHONM CUTYalM Pa3BUTHA, @ TAKKe OPTaHM3ALUY IIpollecca nedeHns. brarogaps
HaJINYMIO TICUXOJIOTO-TIeJarOTMYeCcKoil AMAarHOCTUKI B IIPOrpaMMe KOMIUIEKCHOTO 00C/eoBaHNs
COCTOSIHUSA 3[I0POBbsI peOeHKa B IIeuaTPUYecKOM CTAI[MIOHApe CTal0 BO3MOXXHBIM BBbISAB/ICHIIE
IICUXOIOTMYECKUX TIPOOIeM U 0COOBIX 00pa3oBaTeIbHbIX TOTPEOHOCTEN pebeHKa, POAUTETbCKIE
YCTAaHOBKM B OTHOIIEHNY BOCIIUTAHNA U JIEYEHNA IEBOYKIL.

Mudopmuposanne B3pOC/IbIX 00 aKTYaJbHBIX HNCUXOTOIMYECKUX MOTPEOHOCTAX JIeBOYKIL,
IEeMOHCTpAIVs Pe3y/IbTaTBHOCTY CIELIMATbHBIX IIeJarorMYecKuX MpreMoB U GopM B3amMopeii-
CTBU:A, 3HAKOMCTBO C COJep>KaHMeM MHIVBMJYaIbHONM MPOrpaMMbl IICUXOIOTO-IeJarorndecKon
peabunuranuy pebGeHKa IOBBICVIN TOTOBHOCTb POAUTENeN K M3MEHEHUIO CTWIA BOCIUTAHMAL.
Bapociible 06paTuInCh B IICUXOI0r0-MeAMKO-IEAArOTNIeCKYI0 KOMICCHIO /IS OIIpefieIeH sl IO -
XOJSAIEro IMefarorn4eckoro MapIIpyTa M BapyaHTa 0Opa3oBaTeNIbHON IPOTPaMMBI, COITIACHO
PEeKOMEeHIAIMAM CIeMaTNCTOB, IeBOYKa Ob/Ia BK/IIOUEHA B CUCTEMY KOPPEKIMIOHHOI IICUXOJIOTO-
IIeIarOTMYeCKOll ITIOMOIIY B YIPEXEHUY 00pa3oBaHMs 110 MECTY KUTENIbCTBA.

Cucremarnyeckoe B3aIMOIEVICTBME CIIELIMATNCTOB YIPEXJeHN A 3[paBOOXPaHEHMsA C KOJIIe-
ramu (IICUXOJIOT, BeeKTOJIOT, JIOTOIIe]T), pealu3yoIMY IPOrpaMMy IICUXO/IOTO-TIearornIecKoi
peabunuranuyu pebeHka B 00pa3oBaTe/IbHOM YUPEXJEHUN CIIOCOOCTBOBAJIO JOCTVKEHNIO IIpeeM-
CTBEHHOCTU M Pe3y/IbTaTBHOCTY peabMINTAlMOHHBIX LIeJieil 1 3aj1ad.

Boi6op copep>kaHUs U TEXHOIOTUI, METOIOB PabOThl KOHKPETU3NPOBAINCH B COOTBETCTBUNU
C AKTyaJIbHBIM IICUXOTOTMYECKUM COCTOSIHMEM JIEBOYKIL.
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B crapuieM [jOIIKONBHOM BO3pacTe YCUIMs CHELUanuCcToB (HedeKTonor, 10rones, ICuxo-
70T) OBUIM HaIlpaB/IeHBbl Ha MOAOOP ONTMMAIBHOTO COMlEepXKaHUs 3aHATUI MO (OPMUPOBAHUIO
00pPa3HOro MBIIIEHVS I Pa3BUTHUIO DU, TOBBIIIEHNIO 3Pe/IOCTY IMOIVIOHAIbHO-BOJIEBOT Cephl
U TIPOLIECCOB PETY/IALVN MOBefleHMs], PACIIIPEHNIO CPefiCTB OOIeHNsI, KOPPEKINMI TIOf{BefieHNs,
COBEpIIIeHCTBOBAHMM UT'POBOIl AeATETbHOCTH, YCBOGHNIO COLMa/JbHBIX HOPM U IIPaBII COLMAIb-
HOTO B3amMopeiicTByusA. Ha TpeHMHre JeTCKO-pOAMUTENbCKUX OTHOIIEHWIT B3POCTble 00y4aInch
a¢dpexTuBHBIM popMaM COTPYFHMYECTBA VM IPOAYKTMBHOTO B3aVIMOIEICTBIA C JeBOYKOIL.

KomniekcHOe ICUXOIOro-Iefarornyeckoe COMPOBOXK/EHME IOATOTOBMIO U OOJIEerdmio
ajlanTanmio pe6eHKa B KO/UIEKTVBE CBEPCTHMUKOB VM CIIOCOOCTBOBA/IO YCIELITHOMY OCBOEHMIO IIPO-
rpaMMHOTIO MaTepuana B obpasoBarenbHoit opranusanyu (mo AOOII ana feTeit ¢ yMCTBEHHOI
OTCTAJIOCTBIO).

B Hava/jbHOI IIKO/Ie OCHOBHBIMY HAIIPABIEHMAMN IICUXO/IOTO-TIeJarorMiecKoll peabummra-
VIV CTaJIM Pa3BUTVE OOPA3HOTO M CIIOBECHO-/IOTMYECKOTO MBILIIEHNs, pacllpeHe penepryapa
COIIVIAJIPHOTO B3aMMOJEVICTBUA CO CBEPCTHVMKAMM, IIOBBILIEHVE CTEHEH) CaMOCTOSTENTbHOCTY
B JieATebHOCTY U ob6uieHny. CreruanucTaMu oKas3blBajach METORMYECKasl TOMOIb PORUTEIISIM
II0 BOIIPOCAM ONTMMU3ALUY PeXVMa 00yYeHNs U PACIIVPEHNIO KPyTa MIHTEPeCOB IIKOTbHMUIIBL.

CospaHe ONTYMAa/IbHBIX YCIOBUIL 00y4YeHMs Y BOCIIMTAHM O3BOIVIN K HAa4ayTy HOAPOCTKO-
BOTO Bo3pacTa cOpPMUPOBATH y AE€BOYKM MOTOKUTETBHYIO YI€OHYI0 MOTUBAIVIO Y TIO3UTUBHBIN
06pa3 cobcTBeHHOTO «SI», coluanbHble HOPMBI ¥ TIPaBIJIa IOBEJIEHNS, CAMOCTOATENIbHOCTD (TIpuU
IIO/ITOTOBKE IOMAIIIHNX 3a/JaHMIi, BBIIIOJTHEHVM 00A3aHHOCTEI! 110 JOMY, YCTAHOBJIEHUM KOHTAKTOB
CO CBEPCTHUKAMI), PaCIIMPUTh KPYT IHTEPeCOB (IIpeVMYyILIeCTBEHHO IIPYK/IAHOTO XapaKTepa).

B nogpoctkoBoM Bospacte (0T 12 1o 15 71€T) OCHOBHBIMM HAIPAB/IEHUSIMU [ICUXOIOTO-TIefa-
TOrMYeCKOil peabuuTanuy cTany oboraijeHne MpeacTaBIeHnii o cebe, pasBUTIe CAMOCO3HAHNS,
IIOMOIIIb B OIIpefie/IeHNN KU3HEHHbIX U IPO(deCcCHOHATbHBIX OPMEHTHPOB C yYeTOM TMYHOCTHON
HAIpaB/IeHHOCTY Y COCTOSIHUSA 3[O0POBbs, GOPMUPOBaHNE HABBIKOB aCCEPTMBHOTO IOBEJEHM.
JOTIOMHNTENIPHO HPOBOAWIOCH CeMeifHOe KOHCY/IbTVPOBaHME, CIHOCOOCTBYIOIIee ITOBBIIICHNIO
B3aVIMOIIOHMMAaHMA POUTENIEIl ¥ AEeBYIIKU-TIOAPOCTKA, a TAK)XXe ee IICUXOOTMYeCKOl aBTOHOMUM
C Y4eTOM aKTya/IbHBIX IICUXOJIOTMYIECKIX BO3MO>KHOCTEIL.

CornacHO HaHHBIM KaTaMHECTMYEeCKOro HAaOJIOfeHMs, 0 OKOHYAHMIO IIKO/IbI IOCTYIIMIA
B KOJUIEIK U 06yueHns npodeccun naHamadTHeIN gusaitHep. B cBobogHOe BpeMs yBIeKaeTcst
¢dotorpadueit, ydacTByeT B HEIPOJO/KUTENbHBIX TYPUCTUYECKMX Ioe3fgkax (1-2 pgHA) BMmec-
Te ¢ Omuskumm noppyramy. Criocob6Ha caMOCTOATEIBHO COOMIOfATh MPOCTYI0 CXeMy JIeYeHUs,
npuydeHa oOCY)XAaTh BO3HMKAIOIIVE COLVIaJIbHBbIE ¥ SMOIVOHAIbHBIE TPYLHOCTYU C ONM3KUMU,
3aIpallyBaTh IIOMOIIb Y CIIEIMANINCTOB. BMecTe ¢ TeM, IO-IPeXHEMY HY>KIAeTCS B IICHXOJIOTO-
HelarOTMYeCKOM COIIPOBOXK/IEHNN B ITpoliecce Mpo¢ecCHOHaTbHOTO Y IMYHOCTHOTO CTAHOBJICHNS,
a TaKXKe IICUXOJIOTMYIeCKOI IIOATOTOBKE K IIePeXO/[y BO B3POCYIO MEAVNLIMHCKYIO CETb.

[Tocme 5 et KOHCepBaTMBHOI Tepamuy Oojne3HU BunbcoHa 3adukcupoBaHa ITONTOXKU-
TelbHAA JVHAMUKA CO CTOPOHBI HEBPOJOTMYECKON CHMIITOMATMKI: OTMeYeHa HOpMasu3alys
99T, KynupoBaHuA 3Hype3a, SHKOIpe3a. bbIlo peKoMeH/[0BaHO IIPOIO/DKeHNe NpueMa J-neHu-
IVTaMVHA B Jo3e 12 MI/KI/CyT, KOHTPO/Ib MAacChl Te/la IMalieHTa, Pery/IsIpHbI IpUeM XOTepeTu-
JeCKOJ ¥ FeNaTONPOTeKTVBHON Tepanny, HOpMaIM3alys ¥ ONTUMM3AINA peXMMa JHA.

[Ipu umccnepoBanuy Mouy Ha Menb B 2017 ropy (7 mer Tepammm): CyTOYHasl SKCKpeIVIs
126,9 Mxr/n wm 491,7 Mkr/cyT. Ilo gaHHBIM aHa/MM30B KPOBYU II€4€HOYHbIE TIOKa3aTenu (TpaHc-
ammHaspl, [TT, menounas ¢ocdarasa) B HOpMe, HeXXeNlaTeIbHBIX peakuuit Ha ¢oHe IpueMa
J-neHnIUIaMyHA B BUIe TeMOMIUTIYECKO) aHeMWM, HapylIeHnit GyHKIyuy nodyek Het. [lo gaH-
HBIM (UOpPO3TacTOMETpUN MeuaHa IIoTHOCTH nedenu 6.0 kIla (mosblmeHa, cooTBercTByeT F1
o mkane METAVIR).
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B Me>XrocmTagbHOM Nepyofie COCTOAHNE OCTABAIOCh OTHOCUTEIBHO CTabMIbHBIM. JKamo6b!
Ha YacTble TO/IOBHbIe 60/mm. PexxyM JHA M OTABIXa M IpyeMa JIeKapCTB IMalieHTKa coOmofana
C TIOTPEeLIHOCTAMIU. B CBA3Y € IPOITyCKOM IIp1eMOM JIeKapCTBEHHBIX IIPENapaToB, OHAa BO30OHOBMU-
na npuem Kynpenuna B fose 1000 mr/cyT.

[Ipn mocnepyrolieM HaOMIOZEHNM OTMeYanach CTOVKAas HOpPManmsanys OMOXMMMYECKUX
HoKasaTesieil Ha (pOHe IIPOBOAMMOI XeTaTOPHOI Tepamyu. IlepeHOCHMOCTb Tepammuy YHOB/IeT-
BOpPUTE/NTbHAA, HEXENATeIbHBIX peakiuil Ha ¢OHe MeVKaMeHTO3HOJ Tepamuy He OTMEYeHO.
[Tonyyana nopgep>xuBarouyo Tepanuio JI-nennunmiamuaoM B fose 10 mr/kr/cyt. Ilpogomxuna
€XKErofIHO TOCIIUTAIN3NPOBATbCA B OT/[€/IEHNA C LIe/IbI0 KOHTPO/A COCTOsIHMA. OTMeHeHa Tepanns
IperapaTaMy LMHKA. Tak)Ke MCKII0Yaaach COMYTCTBYIOUIAs MATONOTWA, SHIOKPUMHOIOIMYECKO
IIaTOJIOTVM HE BBIABJIEHO.

[Tocnepnad rocnuTanusalys B TacTPO3HTEPONIOTMYECKOE OTZEEHNE C TelaTO/IOrM4ecKoNn
rpynnoint ®I'AY «HMMUII spoposbsa pereit» Munsgpasa Poccun ¢ 09.12.2018 mo 18.12.2018 r.
Texymasa pgosupoBka Jl-menumyramMmnHa 12 mr/kr/cyr. CyToyHass Mo4a Ha Menb: 315,5 MKI/n
wm 552,1 Mkr/cyT, naboparopusle nokasareimt AJIT/ACT, I'TT B HopMe, TOOOYHBIX HeXelaTe/b-
HBIX peaKLMil CO CTOPOHBI IpyeMa [I-NeHnlaMiHa He OTMEYEeHO. PEKOMEHTIOBAaHO NPOJOJDKe-
Hue nprema [I-nennnuaiamMmuaa B fose 10 MI/Kr/cyT, KOHTPO/Ib MaccChl Te/la MaleHTa, peryasap-
HBIiI IIPJIEM XOJIEPETUYECKOI TaCTPOIPOTEKTUBHOM Te€PANNM, ONTUMMU3ALNA PEXKMMA IHA.

OBCYXAEHUE

PanHsst guarHocTuka 60mesHu BunbcoHa u cBoeBpeMeHHOe Ha3HavYeHVe ITaTOreHe THIeCKO
Tepanuy Mo3BOMsIET JOOUTHCS CTOMKOIN pPeMMUCCUU 3a00/IeBaHMs M OTCYTCTBUS IIPOrPeCCHPOBa-
Hus 6ome3Hu BuibcoHa.

Hanuume 1e710r0 KOMIUIEKCAa ICHXOJIOTMYECKMX ¥ TOBEJEHYECKUX TPYAHOCTEl Y AeTel
c 607e3HbI0 BuibcoHa, TEHEHINS K YCTIOKHEHUIO CTPYKTYPBI U TSDKECTU CO BPEMEHeM, CBUJie-
TETIbCTBYIOT O HEOOXOAMMOCTH IIPOJIOHTMPOBAHHOTO IICHXO/IOTO-NIearOTMYeCKOr0 COIPOBOXKe-
HIS TTALIEHTOB.

[Icuxonoro-nemarornyeckasi MOfep)KKa pebeHka ¢ 6ome3Hpl0 BuibcoHa Ha Bcex 3Tamax
OKa3aHNUS MEIUIIMHCKOM ITOMOIM B IEPUOJ TOCIHUTANN3ALUN U B IPOLECcCe TeYeHNUs TI0 MECTY
JKUTEIbCTBA CIIOCOOCTBYET rapMOHM3ALINI IIPOLiecca CTAHOB/IEHNMs IeTCKOI IMYHOCTH ¥ BKIIIOUe-
HIIO B COLIYM C Y4eTOM ero (puanyecKyx ¥ MCUXIIECKNX BO3ZMO>KHOCTEIL.

Copepyxanue, pe>xxuM U GOPMbI IICUXOIOTO-IIEAATOTNIECKON T pabOThI OIPeNeNsI0TCSI aKTy-
aJIbHBIM IICUXO(MU3NYECKMM COCTOSIHMEM IAI[MeHTa, ero BO3PACTHBIMU U MHJMBUJYa/JIbHBIMM
HOTPeOHOCTAMIL.

OnHMMIY 13 KITI0UEeBbIX 3a/ja4 IICHXO0/IOrO-I1eJarOrMYeCKol peabuInTalyi BBICTYAeT IIOMOLIb
POAUTENSM B OIpee/eHNI ONTUMATbHOTO COfep)KaHmsl 0OydeHMs: ¥ COLMANbHOI afaITarim
pebeHKa, a TaK>Ke MOBBIIIEHIe TOTOBHOCTHU B3POCTIBIX K COTPYAHIYECTBY CO CHEI[MaNNCTaMN.

3AKJTIOUYEHUE

JIaHHBI KIMHWYECKUIT IpUMep YOeANTEIbHO JeMOHCTPUPYET Pe3y/IbTaTUBHOCTD KOMIIIEKC-
HOTO MEIMKO-TICMXO/IOTO-IIefarorn4eckoro Ioaxona B JiedeHuu fnereil ¢ 6onesHpio Bumbcona,
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a TaKke HeOOXOAVMOCTb MEXBEJOMCTBEHHOTO B3aMMOJEVCTBYA CHELVAIVICTOB YYPeX/eHUs
3[paBOOXpaHeHMs U 00pasoBaHMs /IS peann3aluyl ICUXNYECKOrO U TMYHOCTHOTO MOTEHIaIa
pebeHKa ¢ OrpaHNYeHHBIMY BO3MOXKHOCTSIMY 3[JOPOBbSL.
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TUAMUH-BUOTUH 3ABUCNMASA BOJIE3Hb
BA3AJIbHbIX TAHIJIMEB (OMIM: 607483)

TUAMWUH-BUOTUH 3ABUCUMASA BOJIE3Hb
BA3AJIbHbIX TAHIJIUEB (OMIM: 607483)

T.B. bymryesa, JI.M. Kysenkosa, K.B. CaBocTbsiHOB, A.B. AHukuH, A.A. Ilymkos,
M.A. bacapruna, T.9. bopoBuk

CYHOHMMBL: CUHJPOM HapylLIeHNs MeTabonmM3Ma TMaMMHA, THI 2; (6MOTUH-THaMUH3aBYCH-
Mast 3HL[e(aIonaTys, TUII 2; OMOTHH-THAMIH 3aBUCUMBII HeKpO3 6a3a/bHbIX TAHIINEB; CUHIPOM
muchyHKIMM MeTabonusMa TMaMMHA 2; feUINUT HepeHOCYMKa THaMUHa-2; TUAMMH-9YBCTBU-
Te/bHas1 SHLedanonaTms.

OBOCHOBAHME

TuaMuH-6MoTHH 3aBuCKMas 60/ne3Hb 0a3ajbHBIX TaHINIMEB — 3ab0/eBaHMe U3 TPYIIIbI
HelIpoJilereHepaTNBHBIX MeTa0OIMYeCKUX PACCTPONICTB C ayTOCOMHO-PeIleCCBHBIM MeXaHW3-
MOM Hac/IefloBaHNuA, 00yCIOB/ICHHOE NAaTOTeHHbIMU BapuaHTamm B reHe SLCI9A3, pacmorno-
JKEHHBIM B XpOMOCOMHOI o6mactu 2q36.6 u xopmpytomem Tpancnoprep 2 (hTHTR2) tnamnna
(ButamuH B,).

9To maHITHMYECKas 60JIe3Hb, BCTPEYAOIasiCs B Pas3/INYHBIX MOMY/IALMAX, OFHAKO OOJIbIINH-
CTBO C/Iy4aeB ONMCAHO cpeny Beixoales u3 CaynoBckoit Apasum [1].

Bnepsrie 3abonesanne 6pino ommcano B 1998 romy Ozand m coaBT. Kak OMOTMH3aBMUCH-
Masi 6o7ne3Hp 6asanbHbIX ra"rmes (BBGD), y 10 maumeHTOB, 8 13 KOTOPBIX ObUIM BBIXOAIIAMU
u3 CaypoBckoit Apasun, 1 — ns Cupun u 1 — u3 Vemena. Poiureny Bo Bcex cydasx 6bUi KPOB-
HBIMI POICTBEHHUKaMN [2].

Knmunueckn 3aboneBaHue MOXKeT MPOSIBUTHCS B pa3Hble BO3PACTHBIE IIEPUOADBL: OT PaHHETO
Bo3pacTa fio 10 nert.

HeBponornyeckye CUMITOMBL: MBbIII€YHasl AMCTOHVSA, TeMUIApe3 WIM TeTpanapes, Hapy-
IIeHV s KOOPAMHAIIVIY ABYDKEHMI (aTakcys), IMapaand JMieBoro Hepsa (HagbAREpHbI Mapamnd
JIMIEBOTO HepBa), ITapa/Iy [TA3HBIX MBI, 3aTPYAHEHNA IPY >KeBaHUN 1 TIoTaHnu (aucdarns),
runeppedexcys, NoTeps paHee IPUOOPETEHHbIX HABBIKOB, B TSDKE/IBIX CIyYasX HaOIIOfAr0TCA
CY[OpOTIH, TOTePsI CO3HAHNUA, KOMA.

3aboneBaHne MOXKeT [eOOTHPOBATh OCTPO, KAMHWYECKM INPOSBISACH dHIjedanonaTuei
C cyfoporami, IOoTepeit BUraTe/IbHO (PyHKIMY, HApyIIeHneM PasBUTHUSA, perpeccueit mpuobpe-
TEHHBIX HaBbIKOB, MBIIIEYHOI AMCTOHNE, HAPY)KHOI o TanbMoniervei, gyucdarueil 1 [usapTpu-
eil, pa3BUTMEM TSKEIOr0 KOMaTO3HOTO COCTOSHMA BIUIOTH IO JIeTaIbHOTO Mcxozpa [3].

[TogocTpoe Havyaso 3a00eBaHNsA XapaKTepu3yeTcs sHIledaTonaTyel, 4acTo IPOBOLMPYeMOi
NMXOPATKON, MHTEPKYPPEHTHbIMM 3a00/IeBaHMAMM VIM TpaBMOIL. [Ipy XpOHMYeCKOM TedeHUn
sHIIe(aTONaTIA IIPOrPeccupyeT MeJIeHHO [4].

OTtMeuena dpeHOTUNIYECKASI TeTEPOT€HHOCTD U CMabast Koppensauus reHoTun—deHorut [1].

Kak mpasuiio, 3a6oneBaHue JUarHOCTUPYeTCsA IOC/e IepeHeCeHHOTro dHIedamTuIecKoro
KpU3a, IPY TOSABJIEHNY HEBPOIOTMYECKOI CMIITOMATUKY PAa3/INYIHOl CTENIEHNU TsKECTH.

JIMarnos mopTBep>KAAT C IMOMOILIBI0 MOJEKY/IAPHO-TeHeTndecKux MetonoB. Ien SLCI9A3
9KCIIPECCUPYeTCsl NePUBACKY/LIPHBIMM KJIETKaMy MeJIKJMX KPOBEHOCHBIX COCY/OB (IepULIMTAMM)
TOJIOBHOTO MO3Ta U COCY[AUCTBIX CIUIETeHU, T7ie IIPOMCXOANUT TPAHCIIOPT TMAMIUHA Yepe3 reMaTo-
sHuedamyecknit 6apbep.
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[TarorenHble BapuaHThl B reHe SLC19A3 accoumpoBaHbl ¢ HU3KMM YPOBHEM THAMIHA B Iieped-
pocrHanpHol xuakocty (LICYK), Ho He B KpOBHU, YTO CBUAETENbCTBYET O HAPYIIEHUM TPAHCIIOP-
Ta B L[EHTPA/IbHYI0 HEPBHYIO CHCTeMY. B romoBHOM Mosre iBa mepeHocumka TmamyuHa (SLCI9A3
u SLC19A2) nonspusoBaHsl (IepBblil Ha 6a3anbHON MeMOpaHe, BTOPOIl Ha IIPOCBETHOI CTOPOHE).
O6a sty TpaHCIIOpTepa HeOOXOMIMBI /I IPOHMKHOBEHMS TUAMIHA Yepe3 reMaTodHIedanndecKuit
Oapbep, 4TO OOBACHAET HEBPOIOIMYECKME CHMIITOMBI U HATONOTMIO Y IAIMEHTOB C MyTalMAMU
B reHe SLCI9A3 6e3 cucteMHoro gedunuTa tTmammHa. KpoMe Toro, BIMsAHNe THAMMHA U TMAMMH/IV-
¢docdara Ha c1ab0 MMETMHN3MPOBAHHBIE, Pa3BIBAIOLINECA CTPYKTYPHI IETCKOr0 MO3Ta 60siee BbIpa-
KeHO, 4eM B 6oiee cTaplileM BO3pacTe, KOIZIa TOJIOBHOI MO3T ke 60Jiee 3pesIblil, 4TO 00yC/IaBIMBaeT
OT/IMYMA KIVHNYECKON KapTUHBI AedMIUTa TMAMIHA B pasHble BO3PACTHBIE epnofibl. B xauecTse

OCHOBHOJI NIPWYVMHBI HelpofiereHepannmu, CBsi-
3aHHOIT C [eUIUTOM THAMIHA, PACCMATPUBAIOT
9KCallTOTOKCMYHOCTD INIyTaMaTa Jjid HelIpOHOB
TOJIOBHOTO MO3Ta, OTMEYAEeTCs, YTO CeNEKTUBHAS
Hel[pOHAJIbHAs YA3BYMOCTb MOXKET BO3HMKAThb
Ha PasHBIX CTAMAX CO3peBaHMs Mo3ra [5].

MarHnTHO-pe3oHaHCHasgs  ToMmorpapus
(MPT) ronoBHoro mo3sra 68 ocmpoii ¢ase noxa-
3bIBaeT CIWIbHBIN OTeK U guddysnyo T2-rumep-
VHTEHCUBHOCTb 0a3a/IbHBIX TAHIJIVIEB, TATaMY-
ca, KOpbI TOJIOBHOTO MO3ra ¥ 6e/Ioro BelecTBa
MO3)Ke4Ka C MHOXXECTBEHHBIMM OO6IacTAMMU
orpanmyenHoit puddysun [6]. Ilocme octpoir
¢daspl KapTMHA XapaKTepu3yeTcs YacTUIHBIM
pasperieHneM 0eloro BellecTBa MIN OTEKOM
C paspeXeHMeM W/MIM KUCTO3HON [lereHepa-
el MOZKOPKOBOTO 0e/Ioro BeljecTBa, a TaK-
e 6a3a/bHBIX Aflep U Tamamyca. B npomescy-
mounoti ¢pase xaptHa MPT ronosHoro mosra
HpefcTaBlIeHa pa3NINyHON CTemneHu arpodu-
eif, 3aTparuBalolleil Kak Iybokoe cepoe, Tak
u 6Geoe BENECTBO, B TOM YICIIE€, MO3OMMCTOE
TeN0. ITO MOXKET ObITh CBSI3aHO C OOIIMPHBIM
VICTOHYEHVEeM KOPbI TOJIOBHOT'O MO3Ia; B HEKO-
TOPBIX CITy4assX OOHAPY>KMBAIOTCA KUCTOIOA06-
Hble CTPYKTYpPBI B 0€7IOM BellecTBe, TaTaMyce,
0a3a/JIbHBIX TAHININAX U O€TOM BellecTBE MO3-
xeuka. Koneunas ¢asa 3aboneBanns xapakxre-
pu3yeTcs BBIpaKEHHOI I7100anbHOI aTpodueit
CTPYKTYp TOJIOBHOTO Mo3ra [7].

PyrunHble mabopaTopHBle IOKa3aTen
OOBIYHO TIpe[CTaBIeHbl B Mpefe/iaX HOPMBI,
3a JICKIIOYEHVEeM YpPOBHA MOJIOYHON KUCTIO-
TBI, KOTOPBIIl MOXXET OBITh BBICOKMM BO BpeMsi
ocTpoit ¢aspl. Taxke IOBBIINIEHHBII YPOBEHb
JIaKTaTa ObIT 0OHAPY>KEH C OMOIIbIO MATHUTHO-
pesoHaHCHoOII criekTpockormy (MPC) mpu nopa-
»KeHUM 6ertoro u ceporo BemecTsa (puc. 1) [8].

Puc. 1. MPT ronoBHoro mMo3sra (nauueHT
B BO3pacTe 2 MeC): ABYCTOPOHHSA CUMMeTPUYHas
NOBbILWEHHAsA MHTEHCUBHOCTb CUrHanNa
Ha aKcuanbHbIX T2-B3BeLUEHHbIX N306paXKeHUaX
(A, B) cO CHWKEHHOW MHTEHCUBHOCTbIO CUrHaNa
Ha T1-B3BelUeHHbIX n3obpakeHmax (B, IN)

B 0a3afibHbIX FaHrNuNAX, Tanamyce, cpegHeM
Mo3re, B 06/1aCTU MOCTa, NPOAO/IrOBaTOM MO3re,
NOGHO-BMCOYHO-TEMEHHO-3aTbIJIOYHOM Kope,
NOAKOPKOBOM 6e/lIoM BeLLeCcTBe U MO3XKeuke.
Onddy3noHHO-B3BELLEHHas BU3yanu3auma:
b1000 nso6paxkeHun (O, E) nokasbiBatoT
o6LKpHbIe 0611aCTU orpaHMUYeHHon auddysum
(rMNepUHTEHCUBHOCTb) B CTPYKTYypax 6enoro
M Ceporo BeLuecTBa roJIOBHOro Mo3ra (Basuk
MO30/IMCTOro TeNa, Kopa, MO3XXe4okK, BapoJines
MOCT U CpeAHun MOo3r). 3aMeTHbl YBeIMYeHune
XKeNlyaoUyKOB U runonaasms Mo3osIMCcToro Tena
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Ortigoza-Escobar u coaBT. BBIABWIN, YTO KOIMYECTBEHHOE OIpefie/ieHNe THAaMIHA B IIe/IbHOM
KPOBU SABJIAETCSA MHQOPMATVBHBIM METOZIOM KOHTPOJIA Tepanmu 1 TedeHns 6onesun [9].

JleyeHre 3aK/mIOYaeTcs B IOXV3HEHHOM IIpMieMe IIpelapaToB, B IEPBYI0 O4Yepefb THAaMMHA
B MaKCHMaJIbHBIX Jjo3aXx u 6moruHa. Tabarki n coaBT. cpaBHMBanM B MCCIENOBAHUY PE3YIbTAThI
JIeYeHVA TONbKO TMAMMHOM ¥ KOMOVHVMPOBAHHBIM JIe4eHNEeM TUAMUH + OMOTVH, IPEVIMYIIECTBO
OBIIO TTOKA3aHO TONIBKO B CITy4dae yiedeHus ocTporo kpusa [10]. Algahtani H. u coaBT. pekomeHzy-
I0T JIeYeHMe BBICOKMMM fo3amu TuammHa (10-40 mr/kr/cyTt) u 6motnHa (5 mr/xr/cyT) [11].

B cBsi3u ¢ TsDKeCThIO 3a00/IeBaHMA PAaHHASA JUATHOCTUKA UTPAET PelLIAoIlyI0 POJIb B IIPENOT-
BpallleHN! JIeTA/IbHOTO JICXO#A M MPOQUIAKTUKE ITOBPEXHEHNA TOTOBHOTO MO3Ta U PasBUTUA
HEBPOJIOTMYECKNX OCTOKHeHU L. [Ipu 5TOM BBDKMBAEMOCTb cOCTaBsAeT 85%, P HAIMYIMN OfM-
HAaKOBBIX MYTallMil pe3y/IbTaT JaXke B OIHON CeMbe MOXKET Pas/IMYHBIM — OT IIOTHOV PeMUCCUN
IO TSDKEJIBIX HEeBPOJIOTMYECKUX HaPYLICHMIL.

CKpMHUHT Ha TMAMVH-OMOTUH 3aBUCUMYIO 60/1e3Hb 6a3a/IbHBIX TaHITIEB HEe IPOBOAUTCA.

KJIMHWUYECKWUW NMPUMEP

“' O MAIIMEHTE

B ©TAY «HMMUII 3popoBbs meteit» MuHucrepcTBa 3ppaBooxpaHenusa Poccum (manee —
IlenTp) obpaTuiach MoloAas ceMeliHas mapa C OTATOLIEHHBIM HAC/Ie[CTBEHHBIM 3a00/IeBaHMeM
aHaMHe30M, ¢ pocbboit HabmoaaTh NX pebeHKa ¢ IepBhIX fHeil pokaeHns. Ha MomeHT obpaire-
HUSI MOJIOZIas YKeHII[HA HaXOWIach Ha 12-i1 HeJiene OepeMeHHOCTH.

B oTpenenne maTonorny HOBOPOXKIEHHBIX fleTell MOCTYIM/I Ma/lIb4MK B BO3pacTe 2-X CYTOK
xusHu. [Tpy nocrymrennn xano6 Her.

AHaMHe3 >KVM3HM: POJUTENN TIOPKCKOTO IIPOMCXOXKAeHWs, Opak pOACTBEHHBIN (popuTe-
i TporoponHble cubchl). CoMaTnyeckoe 34OpOBbe MaTepy 6e3 MaTonoruy, y OTHa IJIayKoMa.
Manpuuk oT 2-11 6epeMeHHOCTH, IpOoTeKaBlleil (U3NONTOTNYecK), 2-X CPOYHBIX e€CTeCTBEHHBIX
pozoB. Macca tena mpu poxxaernu 3770 T, poct 53 cMm, orjenka o mkaae APGAR 9/10 6annos.

[TepBast GepeMeHHOCTb, HACTYNVBIIAA 3a 2 TOJA JIO HACTOSAIIEN, 3aBepIIN/IACh POXK/CHU-
€M JIOHOIIEHHOT'O MajIbulKa, KOTOPBI O 9-MeCcAYHOro BO3pacTa poC M Pa3BUBANCA COOTBET-
CTBEHHO Bo3pacty. B 9 mecsaues Ha ¢porne OPBV nepenec ocTpslit sHIeDamUTUIeCKNIT TPUCTYII
C TIOCTIeAyIONIell pe3Koil perpeccueil BceX HAaBBIKOB, YTHETEHMEM >KM3HEHHO BAKHBIX (YHKIIVIL.
[To »XM3HEHHBIM NOKa3aHUAM ObUIM YCTAaHOBJIEHBI TpaxeocToMma M racrpocroma. C 10-mecsy-
HOTO BO3pacTa peOeHOK HaXOAWICA B IA/UIMATVBHOM OTHENIEHMN NETCKOTO MHOTONIPOQWIHHOTO
cranuoHapa. [lo pesyrbrataM aHaMHes3a, KIVMHMKO-VHCTpyMeHTanbHOro obcnemosanusa (MPT)
OBIIO 3aII07103peHO 3a00/IeBaHyIe Y3 TPYIIIIBL HellpoiereHepaTBHBIX HAC/IEICTBEHHBIX HAPYILIEHUI
MeTabomusMa. B pesynbrare MONEKY/ISIPHO-T€HETUYECKOTO JICCIEOBAHNA METOOM BBICOKOIIPO-
usBoauTeNnbHOro cekBeHrposanus (NGS) B rene SLC19A3 BBIAB/IEH ATOT€HHBI HYKIEOTUIHBIN
BapMaHT ¢.223G>A B TOMO3UTOTHOM COCTOSIHMY, IPUBOAAIMI K aMUHOKMCIOTHOMY BapUaHTY
p-D75N, noATBepKIEeHHbII MeTOJOM ceKBeHupoBaHuA 1mo Coanrepy. CeMeliHblil cerperanyioHHbIi
aHa/IM3 T03BOMN/I YCTAHOBUTD, YTO POAMUTE/N AB/IAIOTCA TeTePO3UTOTHBIMU HOCUTENIAMM BapMaHTa
¢.223G>A B rene SLCI19A3. Takum 06pa3om ObIT IOATBEP>KIEH ANarHo3: « BUOTHH-TaMIH 3aBUCH-
MbIiT HeKpo3 06a3a/IbHBIX TaHITIMEeB» 11 Obl/Ia HayaTa IaToreHeTHYecKas Tepams TuaMmuHoM. OgHako
cocrosinyne pebeHKa OCTaBaIoCh Oe3 M3MeHeHuit, 1 B BodpacTe 1 r 10 Mec HACTYNuI JieTa/IbHbII
ucxop. Ha cpoxke 11 Henenb BTopoit 6epeMeHHOCTY MPOBefieHa peHaTabHas IMAarHOCTUKA IJIOJA,
B reHe SLCI9A3 TakXe BBIAB/IEH IATOT€HHBIN HYKIEOTUHBIA BapuaHT ¢.223G>A B rOMO3WUIOT-
HOM coctossHuu. Popyrenu 6pU1M TporHPOPMIPOBAHBI O Pe3y/IbTaTaX MOIEKY/ISIPHO-TeHETUYECKOTO
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VICCTIElOBaHNA IIJIOAA, BOSMOXKHOCTSAX JIEYEHVA M CAMOCTOATENIbHO IPUHANN PeLIeHe He NIPEPhIBaTh
OepeMeHHOCTb.

JlaHHass GepeMeHHOCTb 3aBepLINIACh €CTECTBEHHBIMM pOfaMyi Ha cpoke 38-39 Hexerb.
Teuyenne ponos: 1 nmepnon — 4 4daca, 2 nepnuog, — 15 MUHYT, 6€3BOHBI IPOMEXYTOK 45 MUHYT,
OKOJIOIIJIOAHbBIE BOAbI cBeT/Ible. Macca tena/pnuna npu poxaennn 3000/50 cm. OKpy>KHOCTD rofo-
BBl 34 cM. OKpy»HOCTD rpyau 32 cM. Onenka no mkane APGAR 8/9 6annos.

CocrosiHMe TIOCTIe pOXK/IeHNUs YioB/leTBOopuTenbHoe. [Ipunoxen x rpyau B 1-e cyTku. B pon-
IOMe BaKIHALVA He IPOBOAMIACD.

B Bospacre 2-X CYTOK >KM3HMU IIEpEBENEH B OT/e/IeHNE IATONOTUY HOBOPOXK/IEHHBIX JeTeil
IleHTpa [/1s1 IpOBeEfieHNs TOTIOTTHUTENBHOTO 00C/IeOBaHNs U HAOMIOEeHVsI B paHHEM HeOHaTajIb-
HOM IIepUOJe.

) ®UBUKAJIBHAS IVIATHOCTUKA

[Ipn mocTymieHMn cocTosiHMe OmKe K yHOBIETBOPUTETbHOMY. Macca Telma K KOHIY
2-x cyToK 2850 r (¢pusmonornyeckas moreps Maccol cocraBuiaa 5%). [pyap matepu 6eper, cocer
XOpOILO, He CpbirmBaeT. Ko)XHble HMOKPOBBI CYOMKTepuuHBI ((pusnmonornyeckas > enaTyxa co
2-X CYTOK), YNCTBIe, TYProp TKaHeil C/IerkKa CHYDKEH, OTeKOB HeT. C/IM3MCThIe YMCThIe, BIaYKHBIE,
posoBble. O6pamraoT Ha ce6s1 BHUMaHMe CTUIMBbI [U39MOpIOTeHe3a: TUIIePTeNTOpU3M, HU3KO I10ca-
JKEHHBbIe YIIHbIe PAKOBJMHBI, BLICOKOE He60, HUSKIII POCT BOJIOC, YAIMHEHHBIe CTOIBL. IlaTomorum
CO CTOPOHBI BHYTPEHHUX OpPIaHOB He BBIABJIECHO. PedieKchl HOBOPOX/ICHHBIX BBI3BIBAIOTCS,
xuBble. [Tatonornyeckne pedexcsl OTCyTCTBYIOT. P131MOIOTMYECKIe OTIIPAB/ICHNA B HOPMe.

HeoHnaTanbHbIil CKPUHUHT B3AT Ha TPETbU CYTKM XM3HU, IIONTy4eH OTPULIATE/TbHbIN Pe3yiib-
TaT Ha BCe 5 3a00/IeBaHMIL.

C y4eToM OTATOLIEHHON HAC/IEACTBEHHOCTV M Pe3yIbTaTOB aHTEHATa/JIbHON AVAarHOCTUKMU
pebGeHKyY ObIIO IIPOBEEHO JJOIOTHUTEIbHOe 00C/IejoBaHe.

ITo mannbiM HeitpocoHorpaduu (HCT) u MPT ronoBHOro Mosra BbISAB/IEHBI IPU3HAKU pac-
mpeHns 60mp1oi unucTepHsl. O6/1acTh MOAKOPKOBBIX TAHIVIVIEB HE M3MEHEHa.

Buneo-O3'-MOHUTOPUHT: 32 BpeMs MCCIefOBaHMs SMUIeNTU(OPMHON aKTMBHOCTY, SIIN-
NENTUYECKUX MPUCTYTIOB U X II[-NaTTepHOB He 3aperncTPUPOBAHO.

Pesynbrarel TMC Ha 4-€ CyTKM YKU3HU ITaTO/IOTUM He BBIABUIIN.

Copep>xaHne TraMyHa (BUTaMuH B,) B CBIBOPOTKe KPOBU CHIDKEHO 1O 1,72 MKr/nm (HOpma
2,1-4,3 Mxr/m).

ITo pemeHuio Bpa4eOHOI KOMUCCYM, YYUTBIBAS OTATOLICHHBIN CEMEIHBIN aHAMHE3, JaHHbIe
aHTEHATa/IbHOI MOJIEKY/ISIPHO AMAarHOCTUKM ¥ TaOOPAaTOPHBIX ITOKa3arenell, peOeHKy Ha3HadeHa
naToreHeTM4YecKas Tepanus: TMaMMH B fo3de 100 MI B CyTKM BHYTPMBEHHO B TeUeHMe 5 CYTOK.

Ha 7-e cyTkn pe6eHOK OBUI BBIIIVICAH JOMOJI B YIOB/IETBOPUTEIbBHOM COCTOSTHMM II0f], HAOIIO-
JeHue TefuaTpa ¢ peKOMEHALMAMY IPOJIO/DKATh MPUEM THUAMMHA €XeJHEBHO Ha IOCTOSAHHON
OCHOBe B f1o3e 100 mr/cyTku.

B panpHeitimeM pebGeHOK NIpofo/mKan Habmoparbesas amOymaTopHo B KoHcymbTaTuBHO-
nuargoctndeckoM LeHTpe OI'AY «HMILI spoposbs peteiti» Munsgpasa Poccun.

— | IVHAMHIKA U ICXOIBbI

[Toce BBIMMCKM M3 CTAl[MOHApa IpUeM THAaMMHA ObUI IPOJO/DKEH B fo3e 100 Mr/cyTku
(mepopanbHO), ¢ 4-T0 MecsALa XU3HM K Tepanuu JoOaB/ieH OMOTUH 5 MI/CYTKM, C 7 MecsleB 103a
OmoryuHa yBenmyeHa o 10 Mr/cyTku. [IMTeTbHOCTD IPYAHOTO BCKapMIMBAaHMA COCTaBWIa 1 rof

137

yuaodogq ‘e’] ‘eHuidedeq "y ‘aoXmAl Y'Y

HMINHY "9’V ‘@OHBALI0gR) "g") ‘PEONHIEAY "W'Lr ‘easAmAg ‘g 1



TUAMUH-BUOTUH 3ABUCNMASA BOJIE3Hb
BA3AJIbHbIX TAHIJIMEB (OMIM: 607483)

2 Mec, IPUKOPM BBeJIeH B OObIYHBIE CPOKM, MMTAHNE IO BO3PACTy. B BospacTe 2-x MecALeB mpo-
BeJleHa BaKIVHALV [IPOTUB TYOepKyesa.

Hunamuxa paseumus 6 eospacme 1 200 5 mecauyes. Pusndeckoe pasBuTHe pebeHKa COOT-
BETCTBYeT CPeHEBO3PACTHBIM ITOKa3aTenaM. Macca tena 10,550, poct 81 cm (Z ckop Macca/pocT
K Bo3pacTy 0,31), OKpy>KHOCTb TOJIOBBI B IIpefiesiax HOpMbI, 47 cM (Z ckop -0,26) (puc. 2), 60nbuioin
POSHMYOK 3aKphIT. [IcMXOMOTOpHOE pasBUTHE MAaljMeHTa COOTBETCTBYET BO3PACTy: KOHTAKTEH,

Manes4vMKkK. OKPY>XHOCTL ronoBkl OT POXAEHWA A0 5 NneT.

OKpY»XHOCTb ronoesbl (B cM)

10 2 4 6 8 10 2 4
- 2ropa -3roaa
BoapacT ( MecAukl W roael )

Puc. 3. KaptuHa MPT naumeHTa B Bo3pacTe 1roga 5 Mecsaues. [1aTonornm He BbiIBNIeHO
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3MOLIMOHA/IBHO NO3UTUBEH, XOAUT CaMOCTOATENIbHO, 6e3 MOJIep>KKM, CIIOBAapHBIN 3amac 6oyee
10 c10B, MHTEpecyeTcs OKPY>KAIOIMMI IIpeAMeTaMM, UrpaeT B urpyuku. ITaronornyeckne ped-
JIEKCBI OTCYTCTBYIOT.

Kivunyeckme aHamM3bl KPOBY 1 MOYM B HOPMe, TaKTaTallM/[03 OTCYTCTBYeT, KOHIIEHTPALVIA
THAaMIHA B CBIBOPOTKe KpoBM — HopMa (3,09 MKr/m).

Kapruna MPT 6e3 maronorun (puc. 3).

Popureny manm cornacue Ha ONMMCaHUe JAHHOTO KIMHMYECKOTO CIydas 6e3 DeMOHCTpPALM
dotorpaduit pebenka.

OBCYXAEHUE

B mpuBefeHHOM KIVMHMYECKOM CTydae OaronpuaTHOE TeueHue M IPOTHO3 3a00jIeBaHMsA
00YyC/IOB/IEHbI PAaHHVMM HayajioM JiedeHusA (IOYTH C CAaMOTO POXKJEHNA), 32 CYeT YCTAaHOBJIEHHOTO
HAC/IeICTBEHHOTO 3a00/IeBaHMsA y CTapllero cubca, IpoBefeHNs aHTeHATA/IbHO 11 TOCTHATA/IbHO
IVIaTHOCTVKM, Pe3y/IbTaTbhl KOTOPBIX IOATBEPAVIIN AMATHO3 HAIIETO MALEHTa.

OTHOCKTENBHO NIPOCTOE JIeYeH)e MOITIO Obl II03BOIUTH BKIIOUUTD 3a00/IeBaHNe B IIPOTpaM-
My HEOHATa/lbHOTO CKPMHIHTIA, OJHAKO YacTOTa 3a00/eBaHNA IO CUX IOpP TOYHO HEe M3BECTHA,
a AMAarHOCTMKA (CeKBEHMPOBaHME HOBOTO IOKOJIEHMA) TpebyeT OONbLIMX 3aTpaT IO CPaBHEHMUIO
CO CTOMMOCTDIO JIedeHu. JInTepaTypHble JaHHbIE TIOKA3bIBAIOT, YTO YaCTOTAa HOCUTEIbCTBA MYTa-
uuit B rene SLC19A3 cocraBnser B Cayzosckoit Apasun 1 ciyyait Ha 500 HOBOPOXK/IEHHBIX JleTel,
a IpefinonaraeMas paclpoCTpPaHEHHOCTb CIMIIKOM pefKa cpein Hacenenusa CaynoBCKoil ApaBun
(IpMOMIM3UTEIBHO OVIH Ha MWUIVOH), YTO CBUETE/NIbCTBYET He B II0/Ib3Y BKIIOUEHNS TaKVX, OYeHb
penKux, 3a60/1eBaHMIl B IIPOrPaMMy CKPMHIHTA HOBOPOXKIEHHBIX Ha IIONY/IALMOHHOM ypoBHe [12].

Ha ocHOBaHMM caMOro MHOTOYMC/IEHHOTO ONMCAHUA CIy4aeB HaHHO 6ome3nu (18 mamyeH-
TOB) aBTOPbI PEKOMEH/IYIOT YYUTHIBATh JAHHOE PACCTPOICTBO U MPOBOANTD AnddepeHnnanbHyo
AMATHOCTUKY Y BCeX MAIVIEHTOB C IIOJOCTPOIT/0CTpoil SHIIedanmonaTueil 1/ aTakCheil, CIIpoBo-
LM POBAHHOI TMXOPAKOI, M IIPU MOPa>KeHNY Oa3aabHbIX raHIues [1].

B HekoTOpBIX CTy4asx IpU MOJOCTPBIX SHIjeaTNTIUECKUX KPU3aX BOBpeMsA Ha3HAuUeHHOE
NedeHne 6ONBIINMM FO3aMM THAMIHA TO3BOJIA/IO B TeUeHNe HECKOIbKUX MeCAIleB BOCCTAHOBUTD
HopManbHYI0 MPT-kapTuHy rooBHOro Mosra. B To >xe BpeMs y OHOrO NaiyeHTa 610 0OHapy-
YKEHO MOpaKeHJe CIMHHOTO MO3Tra ¢ yCMIeHueM curHana T2 B mieifHoi 0671acTy, O IOpaKeHnn
KOTOPOJI paHee HUTfe He coo01manock. [laHHbI QaKT clegyeT NPUHATL BO BHUMaHMe Ipu 06cre-
JIOBaHMM IALVIEHTOB C TMAMMH-OMOTUH 3aBUCUMOJL 6OIe3HDBIO 0a3a/lbHbIX TaHIJINEB JJIS BbIAB-
JIEHMA JIOKA/IM3alUI IIOPaXKeHNA TOJIOBHOTO U CIIMHHOIO MO3ra. Y Halllero Ial/ieHTa Ha JaHHbII
MOMEHT OTCYTCTBYIOT KaMHM4eckue m MPT-mpusHaky maTonmornm, OH IPOJODKAET JieueHMe
U IMCIIaHCepHOe HaOJIIofieHNe.

3AKJTIOUEHUE

C)'ICJ_IYCT IIOMHUTh O TMAMMH-OMOTHH 3aBUCUMOIT 601e3HN 6a3anbHBIX IaHIINEB B cnydasax
OTATOLIECHHOTI'O CeMeHOro aHaMHe3a Yy HallM€HTOB C HeI[M(b(fI)epeHI_H/IpOBaHHbIMI/I SHHe(baJII/ITI/I“IC-
CKMU KpusaMu, B TOM 4UCJIE, HCI[I/I('I)(l)epeHLU/IPOBaHHbIMI/I MUTOXOHIpHMA/IbHbIMU 9Hue(1)anonaT1/[-
MU, TaK KaK KJIMHUYECKUN NCxXon 6YI[CT 3aBMCETb OT BpPEMEHHOI'O MHTEPBa/Ia MEXY ITOABICHNIEM
CYMIMIITOMOB 11 HA49aJIOM JICYCHIIA.
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TUAMUH-BUOTUH 3ABUCNMASA BOJIE3Hb
BA3AJIbHbIX TAHIJIMEB (OMIM: 607483)

Vcropusa Hamiero mauyeHTa MOATBEPXKAaeT BaAXXHOCTb MAKCUMAJIbHO PAaHHEro Ha3HA4YeHMA
TUAMIHA, o0aB/IeHusA OMOTMHA U YIOBIETBOPUTEIPHOTO KOMIUIAEHCA, @ TakKe BO3MOXKHOCTD
IPeflOTBPATUTD Pa3BUTHE HelpOJereHepaTUBHBIX IIPOLeCcChl B TOIOBHOM MO3Te peOeHKa.
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KAPANO-®ALMNO-KOXKHbIN CUHAPOM

K.A. KasakoBa, [I.10. AkoeBa, M.A. Bapnukuna, E.K. Kymukosa

OBOCHOBAHME

Kapnno-danmo-KoxHbIil CMHIPOM, M3BECTHBII TaK)Ke KaK CepIeIHO-KOXKHO-TIULEBO CUH]JI-
pom (cardiofaciocutaneous syndrome; CFC); mytaums G.140501302T>C B reTep0o3UrOTHOM COCTO-
ssHyu B reHe BRAF, BriepBble onucaH B 1986 ropy Baraitser M [1] u Reynolds JF [2] kak Heo6braHOE
COouYeTaHVe YePerHO-INIIeBOr0 AUCMOphU3Ma, BPOKIAECHHBIX IIOPOKOB Pa3BUTH CEPAEYHO-COCY-
AMCTOII CUCTEMBI, 9KTOfIepMa/IbHbIX aHOMA/INII ¥ YMCTBEHHO OTCTalOCTI.

VicTMHHAs 4YacTOTa BCTPEYaeMOCTM ITOTO CUHAPOMA HeM3BECTHA, OJHAKO, IO JAHHBIM
Abe Y u coaBT., B ImoHnn ona cocrasnAer 1 cryuait Ha 810000 Hacenenns [1]. CFC o6ycnos-
neH myranusamu reHoB KRAS, BRAF, MAP2K1 u MAP2K2, 60NbpIIMHCTBO M3 HUX BO3HUKAIOT
de novo. CuH/IpOM BO3HMKaeT CIIOPAfANYeCKM M OTHOCUTCS K IpPYIIe ITOXOXKMX II0 IaTOreHe3y
3abomeBaunit — RAS-matmit [2, 3]. RAS-matunm — 3TO K/Iacc HacleqCTBEHHBIX 3a00eBaHMmIA,
MIMEIOIVX B CBOEIl OCHOBE HapyIIeHMs PeTy/IALUM IPOBeNeHNs BHYTPUKIETOYHOTO CUTHA/IA IO
RAS/MAPK-nytu. Ilytb RAS/MAPK ABnAeTCa BayKHENIINMM 3/IEMEHTOM B PETY/IALUYI KI€TOYHOIO
VKA, tnddepeHINPOBKY, pOCTa, CTapeHMs KIeTKM U anonTosa [2, 3]. 1o aHHBIM MuTepaTyphl,
no 2013 rop BKIIOYNTENBHO 3admkcupoBaHo okomo 100 cryyaeB CMHApPOMA M IpPeAIOIaraeTcs,
4TO B MMpe IpoxmBaeT He 6oee 300 demoBeK ¢ 9Toil aHOMaell [4]. YUUTbIBasA yHUKa/TbHOCTD
3ab0eBaHMsl, IPUBOAUM IIPYMep COOCTBEHHOTO HaOMIOeHNA.

KJIMHWUYECKWUW NMPUMEP

“' O MAIIMEHTE

IeBouka, 8 Mmecanes, 07.10.2018. Bnepsble rocnmuTanyus3upoBaHa B OTHe/leHME B BO3pacTe
8 mecsiiieB. OCHOBHBIE JKalOOBI: OTKa3 OT efibl, HEJOCTaTOuHasl IprbaBKa B Bece, CPbITMBAHIUS,
C/IM3b B CTYJIe, pBOTA IIOC/IE IIpYeMa MNINK, OTCTaBaHKe B IICMXOMOTOPHOM U NIPEApPEeYeBOM pas-
BuTuM. IIpy poxgeHun HaxoaumIach Ha TOCIHUTAAU3ALMY II0 MECTY JKUTENbCTBA C IMAarHO30M:
«DyHKIMOHAbHOE 3a00JIeBaHNUe >KETYJOYHO-KUIIEYHOTO TPaKTa, MOCTHATa/JbHAasA TUIOTPO-
¢us 2 cr. Bpox/iéHHBIT OPOK cepAlja: KOMOVHVMPOBAHHBIN CTEHO3 JIerO4YHOI apTepun. Jedekr
MEXOKETyIOYKOBOI Heperopoaky, AedekT MeXIpefcepAHoil meperoponku. HemocTaTouHOCTD
KpoBooOpamieHus 1 crenenn. JJuciuracTiaeckye 4epTsl pasBUTHA (IepUIleHTpUIECKas MHBEPCHS
9 xpomocomsl). IleprHaTanpHble MOpa>keHMs LIEHTPATbHOJ HEpBHOI CUCTeMBI. TpaH3MTOpHas
JIAKTa3HasA HEJOCTAaTOYHOCTD.

B 2 mecAla X13HM IPOBEJIEHO onepaTuBHOE nedenne 1o nosopy BIIC: TpancmoMuBanbHas
0a/TOHHas BaJIbBY/IOIUIACTMKA KIAIIAHHOTO CTEHO3a JIETOYHOI apTepuu. IlocimeoneparyioHHbIi
nepuoz 6e3 0CIOXKHEHMIL.

B 4 mecsAna BpIcTaB/IeH AyarHo3 «/lakTasHasA HEJOCTAaTOYHOCTDY, IIepeBefleHa Ha MICKYCCTBEH-
Hoe muTaHue. B BospacTe 8 MecsdAleB popuTeny OOpaTWINCh K TaCTOSHTEPOJIOTY € >Kamobamu
Ha CPBITMBAHMA, HECTAOWIbHBIN CTYI M OTCYTCTBME NpMOAaBKM B Bece. bbma pexoMeH[OBaHa
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KAPONO-®ALNO-KOXKHbIA CUHAPOM

roctimranusanusa B OTAY «HMMUIL] 3pgopoBbs merteit» Mwunspgpasa Poccum (manee — Ilentp),
B OT/IeJIeHNe TIaTOIOTUY paHHETO BO3pacTa /A KOMIUIEKCHOTO oOcnenoBanms. I1o MecTy xKuTenp-
CTBa KOHCY/IbTMPOBaHa reHeTUKOM. [10 TaHHBIM TpaHCKpaHMAIbHONM MarHUTHONM CTUMY/IALNNA —
HOpMa. MyKOBMCHN[I03 MCK/TIOUEH.

Pe6eHOK 0T 30poBBIX poautertelt (MaTepu 21 rog, oriy 33 roga), ot 3-ii 6epeMeHHOCTH, BTO-
PBIX pOZIOB IIyTeM KecapeBa cedeHNs Ha cpokKe 37-38 Hepmenb. Macca tema npu poxxpennu 3300 r.
Jnuna Tena npu poxzaenuu 58 cM. OKpy>KHOCTb ronoBbl 33 cM. Okpy>xHOCTD rpyan 33 cm. OlieHKa
no mkane APGAR — 7/8 6amnos. ®usnonornyeckas >keNTyxa Ha TpeTby CyTKu. IIpmmoxena
K IPyAy Ha BTOpbIe CYTKU. BpinncaHa Ha 5-e CyTKIL.

Baknunanusa B pogoMe: BakiyHa npotus Tyoepkynesa (BIDK) u remaruta B. 3areM B BO3-
pacte 1 MecAI] MALMEHTKY IPUBWIN OT renaruta B, a manee MegoTBOZA (0 JaHHBIM MEAVMIIMHCKON
TOKYMEHTAIVV C MeCTa KMTEe/IbCTBA).

Co cr1oB MaMbl (IIpeficTaBuUTes IallieHTa), HaC/Ie[ICTBEHHOCTh He OTATOIIeHa.

'/ ®UBUMKAJIbHAS JVIATHOCTUKA

CocrosiHMe pebeHKa TsDKe/IOe 3a CYeT HEeBPOJIOIMYECKO CUMIITOMATVKY, OeTKOBO-9Hep-
TeTUYeCKOll HEeOCTATOYHOCTU M CHHAPOMAIbHOro cocrosnus (?). IlomosxeHne BBIHYX/IEHHOE,
nexa Ha crimHe. Bec 3400 r. PocTt 54 cM, OKpy>KHOCTD ronoBbl 40 cM, OKPY>KHOCTb Irpyau 37,5 cMm.
CocrosiHMe NNUTAaHNA: TsDKenas 0eIKOBO-9HepreTydeckass HeLOCTaTOYHOCTh. KOXKHbIe MOKpPOBBI
OegHbIe, CyXMe, YUCTbIe, TYProp CHYDKEH, Ha IPYyAM HOC/IeoNepalMoHHbIl mpaM. CamMs3ucTbie
o6omouky 4uctoie. HeOHble JyXXKU M 3afjHAA CTEHKA IVIOTKYU He runepeMyupoBaHbl. [TogkoxHas
KJIeTYaTKa MPaKTW4YecKyu OTCyTCTBYeT. Ilepndepnyeckne nmumbarndeckue y3ibl He YBeTMYEHBI,
npu nanpnanny 6e36one3HeHHbl. KocTHas cucreMa: rpyfHas KaeTKa AMCIUIACTIYeCKast, 0O/IbIION
POOHMYOK 2,5X2,5, HanpskeH. MblllleyHass OMCTOHMA IO CIIACTMYECKOMY THUITY, OTPaHMYEHMS
B OTBefIeHMAX Ta300eapeHHbIX cycTaBoB. HocoBoe fpixanue cBob6ogHOe. B jIerknux gpIxaHue mys-
pPWIbHOE, IPOBOANUTCA BO BCe OTAenbl, xpunos HeT. Y]] — 30 B MuuyTy. BusyanpHo obmactb
cepAilla He M3MEHEHa, TOHbI CepAla fACHbIe, pUTMUYHbIe, cuctonmdecknii myMm. YCC 140 ymapos
B MUHYTY. JKMBOT HOAB3AYT, IpM Ma/IbIIalMM AKTMBHASA MEPUCTANbTUKA, II€4eHDb +3 CM U3-II0f,
Kpas peOepHOIl Iyru, cele3eHKa He YBEeIMYeHa, CTY/I eXeIHEBHBIIl, CAMOCTOATE/IbHBII, C 0OMIb-
HBIM KO/IMYeCTBOM Cc/1M31. ModernosoBas cucTeMa: pa3BUTa MO KEHCKOMY TUITY, MOYEMCITyCKaHe
cBobopHOe, 6e3bonesHeHHOe. [In3ypndeckux sABneHnit HeT. HepBHas cuctema: rpybas 3afepixka
IICUXOMOTOPHOTO PasBUTUA, MEHUHIEAJbHON M OOILIeMO3roBON CUMITOMATUKM HeT. Oprasbl
YyBCTB: B30p QUKCHUPYET, HUCTarM TOPM3OHTA/IbHBIN, IPOCIEKNBAET KPATKOBPEMEHHO, CIIBIIINT.
VInpuBuRyanpHble 0COOEHHOCTI: M30BITOYHbIE KOXKHBIE CK/IA/IKV Ha KOXKe, IIPOYepUYEeHHBIN PICY-
HOK KOXKHBIX JINHUIL, KOXKa CyXasd, IOMKUe, BbIolluecs BOochl. KopoTkas mmes, ckmafku B 06macTu
men. Bbicokas rpaHmIia pocta BOJIOC B BUCOYHOIT 06macTu. [Jonuxonedanms, BoIcTyaoye 106-
Hble OyTpBl, CI/IaKeHHbIe HaJlOPOBHBIE TYTY, HU3KO IIOCaKEHHbIE, POTHPOBAHHbBIE YIIHbIE PAKOBM-
HbI, aHTMMOHTOJIOU/JHBIN paspes I71a3, JIETKUil SIIMKAHT, MaJIeHbKIIT HOC, apKOBUHOE Hebo.

- —) TIPEJIBAPUTEJIbHBIN TUATHO3

IuddepennyanpHas AVAarHOCTMKA: HapyLIeHMe BCAChIBAaHMA B KUIIEYHVIKE, BPOXKIECHHBII
HOPOK Cepylia U KapanodaciyiaabHbIl CUHPOM.
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OIUHAMUKA U ICXOTIbI

[Tpu rocrimTamsauny pe6eHKy ObUIN IPOBeAEHbI NCCIeNOBaHMNA:

1. Oxokappuorpa¢usa. HopmanbHoe 10M0XKeHe OPTaHOB T'PYHON K/I€TKY 1 OPIOIIHOI HO/IOoC-
T — Situs solitus. Bpoxxgennsit mopok cepaua (BIIC): kputndyecknit CTeHO3 CTBOJIA JIETOY-
Holt aprepuy. CocTosHUe NOCAe Oa/UIOHHO IUIACTYKY KJIAIIAHHOTO CTEHO3a JIETOYHOI
apTepun. BpIpakeHHBINI PeCT€HO3 KiallaHa JIETOYHOM apTepuy, IOCTCTEHOTUYECKOE pac-
LIMpeHNe CTBOJIA U BETBE JIETOYHOI apTepun. BeipakeHHas runepTpodus CTEHOK IIPaBOTo
Kenmynodyka. HesHauurenbHas runonasus U yTo/IIeH)e 3alHel CTEHKM JIEBOTO JKEMyT0vKa.
CemnapanysA MMCTKOB IepUKapaa.

2. Onexrpokappmorpamma. IIpusHaky runeprpoduy MMOKapfa MpaBoro Xerygodka. Beicoko-
BOJIBT@XKHBIN 3y0ell R B IpaBbIX I'PYAHBIX OTBEHEHNAX, ITyOOKMil 3yOer S B OTBeIEHMAX
V3-V6; HenonHas 6710Kafia IpaBoil HOXKY ITy4Ka [7ca. BolpakeHHbIe HapyleHus mpolecca
peronApu3anyy B MIOKapHe >KeTy[OYKOB: CIIa)KeHHBIN 3y6el] T Bo MHOIMX OTBefIeHMX.

3. V3M OI'K: npu3HaKoB HapyllIeHMI! HET.

Y3/ moyex 1 MOYEBOTO Iy3bIPsA: MMENOIKTA3UA C IBYX CTOPOH.

5. O3I-BMAeO-MOHUTOPVHI: TUIMYHON SIVIENTUYECKON, SHIIeNTH(GOPMHON aKTUBHOCTH,
rpyOBIX OYarOBbIX IBMEHEHUIT HET.

Pe6GeHOK KOHCYIBTMPOBAH T€HETUKOM, IIPOBENEHO MOJIEKY/IPHO-TeHeTUIecKoe 00ceoBa-

Hiue — cekBeHupoBaHue 1o Cenrepy, nmouck myranuu Chr7:140501302T>C rena BRAE Kpome

TOrO, IPOBENEHO TAKXXe MOJIEKY/APHO-TeHeTHYecKoe 00C/IejoBaHNe popuTenell mpobaHga —

novick myrtaunu Chr7:140501302T>C rena BRAF.

=~

W

ITPOTHO3

ToBops1 0 IpOTrHO3e, CIIeAyeT YUUTBIBATD IIPU TAaHHOM 3a00/I€BAHNN MYIbTUCUCTEMHOCTD
nopaxeHudA. IIpornos mmsa coumanbHON ajanTaluy COMHUTENbHBIN, NPUHMMAs BO BHU-
MaHNe 33/IEp)KKy IICUXOpeYeBOTO Pa3BUTUA, M BO3MOXKHOE pa3BUTUE YMCTBEHHON OTCTa-
noctn B OypgymeM. IIpofo/KUTeIbHOCTD KM3HU TMALMEHTOB C KapAMO-(amymo-KOXHBIM
CUHJIPOMOM 3aBUCHUT OT CTEIIEHM BBIPOKEHHOCTM KIMHUYECKUX MNposABNeHM. B Hamem
clIydae TalMeHTKa umena onepuposanHbiii BIIC, mporHos pms >KM3HM OTHOCUTENBHO
6/1aronpUATHBIIL.

OBCYXAEHUE

Hletn, cTpajaonie TaHHBIM 3a060/IeBaHMeM, HY)XX/JAIOTCA B MEKIMUCLUIUIMHAPHOI ITIOMOIIN
CrlenmanucToB 1 koMminekcHoM nedeHnn. [Taunentsr ¢ CFC 06A3aTenbHO JO/DKHBI CTOATD Ha y4e-
Te Y KapAMOJIOra, TaK Kak B 75% ClIy4aeB y HUX BBIAB/IAIOTCA BPOXK/ICHHbIE OPOKM ceppua [5].
Y4uTbIBasA, 4YTO y BCEX JieTeil C BBIIICONMCAHHBIM CUHPOMOM HabIIoflaeTcA 3ajiep>kKKa MOTOPHO-
IO U IICUXOPEYeBOro pasBUTHA, TpebyeTcsa HabmoneHye HeBponoroM. IIpuHMMas BO BHMMaHNe
BBIpDOKEHHBIE KOCTHBIE fedopManyy, peOeHOK 00s3aTeIbHO HO/DKEH OBITb KOHCY/IbTUPOBAH
OPTOIIEJOM.
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KAPONO-®ALNO-KOXKHbIA CUHAPOM

3AKJIIOYEHUE

CFC nacnepyercss 1o ayTOCOMHO-JJOMMHAHTHOMY TUITy. BONBIIMHCTBO NMOpPa)K€HHBIX JINI]
umetoT CFC B pesynbrare IaToreHHOro BapmaHTa de novo, B CBA3M C 4eM IIpU IOCTaHOBKE
AVarHO3a HeoOXO#MMa KOHCY/IbTAalMs TeHeTVKAa ¥ IIPOBeleHVE MOJIEKY/LIPHO-TeHeTIYeCKOro
VICCTIEOBAHMA.

[ToToMcTBO 6O/IPHOTO YesoBeKa MoABepraeTcs 50-IPOLEHTHOMY PUCKY YHAC/IELOBATh I1aTO-
TeHHBIVI BapUaHT, CBA3AHHBIN ¢ X7IopdTopyraeponamu. [IpeHaTanpHoe TecTpoBaHMe Ha 6epeMeH-
HOCTb C PUCKOM BO3MOXXHO, €C/IM Y IIOPa>KEHHOI'O 4/IeHa CEMbJ BbIABJIEH ITATOT€HHbIN BapUaHT
BRAE MAP2K1, MAP2K2 nnu KRAS.

1Z])
CIIMCOK JIUTEPATYPBI

1.  Abe Y, Aoki Y, Kuriyama S, et al. Costello and CFC syndrome study group in Japan. Prevalence and
clinical features of Coste llo syndrome and cardiofaciocutaneous syndrome in Japan: findings from a
nationwide epidemiological survey. Am ] Med Genet A. 2012;158A(5):1083-94. PMID: 22495831. doi:
10.1002/ajmg.a.35292

2. Rauen KA. The RAS-pathies. Annu Rev Genomics Hum Genet. 2013;14(1):355-69. doi:
10.1146/annurev-genom-091212-153523

3. Tidyman WE, Rauen KA. Expansion of the RAS-pathies. Curr Genet Med Rep. 2016;4(3):57-64. doi:
10.1007/s40142-016-0100-7

4.  Thergaonkar RW. Cardiofaciocutaneous syndrome. Medical Journal Armed Forces India. 2013; 69(2):175-77.

5. Ymuos B.B., Huxkurumna H.B., Xomoposckaa A.M., bapnosa O.B. CeppeyHo-KOXHO-/TULEBOI CHHIPOM:
0030p nMUTepaTyphl U OINCAHUE KIMHIYeCKOro crnydast // HepBHo-Mblieunble 6omesnn. 2018;8(4):49-53.
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BPOXXAEHHAA UXTUO3UDOPMHASA PETUKYNIAPHAA
SPUTPOAEPMUA

H.H. Mypamxkus, P.A. ViBanos, P.B. Enumes, A.VI. Marepuxus, /I.A. Onparus,
A.A. Casenosa, P.10. HexxBegunoBa

OBOCHOBAHME

Bpoxzpennass uxTro3oopMHas PETUKYISIpHAs SpUTpofepMus («MXTHO3 C KOHQPETTH»,
HeCTPbII UXTUO3) SIB/ISIETCS OYeHDb PeIKNM 3a00/IeBaHMEM KOXI. PacipocTpaHeHHOCTb COCTABIIS-
eT <1:1000000 yenoBeK, B MMPOBOI IIPAKTUKE 3aperucTpupoBaHo MeHee 20 crydaes [1].

3aboneBaHNe XapaKTepU3yeTCsl MeIJIeHHO YBEIMYMBAIOIMMMICSA OCTPOBKAMM HOPMa/IbHOIM
KO, OKPY>KeHHBIMJ 9PUTEMaTO3HBIMM IIATHAMM C CETYATBIM Y30POM, B pe3y/IbTaTe 4ero Hab/o-
JaeTcA XapaKTEePHbI IATHUCTBI pUCYHOK [1, 2]. 3aboneBaHue neOHOTMPYyeT B MIaJeHYeCTBe
C TeHepa/lM30BaHHOTO IUIACTMHYATOTO MXTMO3a, Ha (OHE KOTOPOro HAOTIOAIOTCSA HeOOosblie
OCTPOBKY BU3ya/IbHO He M3MEHEHHOII KOXU, HalloMMHawolye kondertn [3]. Y4acTkyu HOpMab-
HOJ KOXKM CO BpeMeHeM YBe/IMYMBAIOTCS B KOMMYeCTBe 1 pa3Mepe. TakxKe y MaIMeHTOB, KaK Ipa-
BIJIO, HAOJTIOaeTCs IaIOHHO-TIOIOIIBEHHAsI Keparofepmust (2, 4].

KJTMHUYECKWUIA NMPUMEP
o O

[MTanuent M., 10 s1eT, MOCTynuI B OTAE/IEHNE IEPMATONIOTUA C TPYIIION JIa3€PHON XUPYPIumn
®OI'AY «HMMUI] 3poposbs mereit» Munsapasa Poccun (manee — IlenTtp) ¢ xamobamu Ha CyXOCTb
U LIe/TyIeHe KOXKM, BBIPA>KEHHBII 3y,

AHamHe3 3a0071eBaHNA: IPU POXK/ICHNI COCTOSHYIE KOIOVIEBOTO IJIOAA, K 14-MY [JHIO KM3HU
Ha0JTI01a7I0Ch OTTOP>KEHVe POTOBBIX IIACTOB, BBIPAKEHHOE IlIeJTyIIeHe, COCTOSTHIIE IPUTPOLiep-
mun. B BospacTte 3-x MecsleB peOeHKY [0 MECTY )KUTebCTBA YCTAaHOBJIEH JIaTHO3 BPOX/IEHHOTO
UXT1O03a, ObIJIO PEKOMEHJOBAHO BHYTPMBEHHOE BBeJeHNE YeTOBEYECKMX MMMYHOITIOOY/INHOB,
IledrprakcoHa, Ha3HaYeH ALUTPETUH, HAPY>KHO Ha BeCh KO>KHBII IIOKPOB HAHOCYIIVICh SMOJIEHTBI
B opMe KpeMa C He3HaYMTeTbHON IOJIOKUTENbHON ArHaMuKoil. KoHcynbTrpoBaH B MIoHXeHe
(TepmaHus), rie ObUT YyCTAHOB/IEH [AMArHO3 «MXTHO3UGPOPMHASA SpUTPOREPMUA», ALUTPETUH ObUI
OTMEHEH, pPeKOMEHJOBAaHO MCII0/Ib30BATh TOIBKO SMOJIEHTHI.

CeMelHbIN aHaMHe3 He OTATOIIEH.

OVISUKAJIBHAS IMMATHOCTUKA

JIoKanbHBIN CTATyC: KOXKHBIN IaTOJIOTMYECKUIT NPOLECC MMEET YHUBEPCAJIbHBIN XapaKTep,
IIpefICTaB/IeH 9PUTpOfepMuell (Bechb KOXKHBIM IOKPOB SPKO-KPAaCHOTO I[BeTa), Ha (OHe KOTO-
POl OTMEYAIOTCs yYacTKM BUAVMO HEM3MEHEHHOJ KOXKM OKPYITION OPMBI, PasIM4HbIX pasMe-
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BPOXJEHHAA UXTUO3NDOPMHASA
PETUKYNIAPHAA 3PUTPOAEPMUSA

Puc. 1. KnuHnyeckas KapTuHa BbiCbINaHWUMN

Puc. 2. KnuHnyeckasi KapTuHa BbICbINaHUN

Puc. 3. KnuHnueckasi KapTuHa BbICbINAHUMA
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poB (puc. 1, 2). OTmevaeTcss Kcepo3 KOXHOTO
IIOKPOBa, KOXKa JIafiOHeIl 11 TOfIOIIB YTOIIIeHa,
HAO/MI0aeTCsl BBIPAKEHHOE CpefjHe- U MeJIKO-
IUIACTYHYATOE IIeyleHue (puc. 3).

3

IIPEJBAPUTEIbHBIN
OVATHO3

BpoxpeHHas uXTHO3UPOpPMHAA PETUKY-
NApHAsA 3PUTPOJEPMUS.

OIVHAMUKA
U ICXOTIBI

JanHble 7TabOPATOPHBIX MCCIETOBAHMIL:
obmye aHajM3bl MOYM ¥ KPOBU, OVMOXMMMYe-
CKUI1 aHa/Mu3 KPOoBM — 0e3 IaTONIOT .

[IpoBeieHO CceKBeHMpPOBaHNE HOBOIO
IIOKOJIEHNA: BBIAABIEHA ayTOCOMHO-IOMIJHAHT-
Hasg myTauusa B rede KRT10, pacmonoxeHHOro
B XpoMocoMe 17q21.2.

[TaTormcTomornyeckoe uccaegqoBanme 0mo-
ITaTa KOXI: OOHAapy>KeH I'MIlepKeparos, Iapa-
KepaTo3, ICTOHYEHHBIN 3€pHUCTBIN CION, TaK-
JKe OTMEYaeTCs BbIpaK€HHas IEepUHYKJIeapHas
BaKyo/IM3alusA CynpabasajbHbIX KepaTHHOLMN-
TOB (puc. 4).

W

ITPOTHO3

COMHUTENbHBIN, /IeYeHNeé HOCUT CUMIITO-
MaTM4eCKMil XapakTep, HabIoaeTcsl BHICOKUI
PUCK pa3BUTHA KOXKHBIX MHEKIINIL.

Puc. 4. NMatorncronornyeckas KapTuHa
(oKpacka '3, ysennueHue x200)



OBCYXAEHUE

B HacTos1iee BpeMs 9TO IEPBBIiT CTy4ail OIMMCAHNA BPOXKAEHHO MXTNO3U(OPMHOI PeTUKY-
nApHOI apuTpopepmun B Poccun.

Myranym resa KRT10 sBnsgeTca XapaKTePHON IS UXTHO3U(POPMHOI PeTUKY/IAPHON SPUT-
ponepmun («uxTro3a ¢ KoHpeTTn»). [IposBnaeTcsa nsMeHeHneM Oenka keparuHa 10, B pesy/brare
4ero CHHTE3VMPYIOMNIICA aHOMAJIbHbIN 6€lOK HeIpaBMIbHO TPAaHCIOPTUPYETCA B AApa KIETOK,
I7le OH He MOXKeT 00pa3oBbIBATh CETV MIPOMEKYTOYHBIX (PMIaMEHTOB. YTpara ceTU IPOMeXYTOU-
HBIX (pM/TaMEHTOB IIPUBOANT K Pas3pyLIEHNIO KJIETOK 3MNUAEPMIICA, YTO IPOABJIAETCS HapyIleHneM
3MMAepMaIbHOrO 6apbepa, pasBUTMEM BOCIANIEHNA U MeTylieHneM Koxn. OTHaKO B HEKOTOPbIX
VI3MEHEHHBIX K/IeTKaX MYTMPOBABILMII I'€H KOPPEKTUPYETCA MOCPEACTBOM CI0XKHOIO IIponecca
oOMeHa TeHeTMYeCK)M MaTepuajoM MeXJly XpoMocoMaMi. B pesynbrate 06pasyeTcss HOpMajb-
HbIT 0e/moK KepaTyH 10, OCTAIOIINIICSA B LIUTOIUIA3Me KJIETKYU, KOTOPask CTAaHOBUTCS HOPMaJIbHOM
U, IPOJOJDKAsA PACTU M IEIUTCA, 0OpasyeT HeOOIbIIINe YYaCTKY HOPMaTbHOI KOXN [3].

CumraeTrcs, 4YTO UXTHO3 C KOHPETTU VMeeT ayTOCOMHO-/JOMIHAHTHBIN TUII HaC/leJOBaHMUA.
OO6bIYHO BBI3BIBAaeTCA MyTauusA de novo, KOTOpass BO3HUKAeT Ha O4YeHb paHHEM 3Tare sMOpuo-
HaJIbHOTO Pa3BUTHSA, B TAKUX C/Ty4asAX Y OTCYTCTBYeT OTATOIIEHHBI CeMelHbIl aHaMHe3 [4].

[TaryieHT OBUT BBIMVICAH C PEKOMEHAAIVIAMM 110 KeJTHEBHOMY JCIIO/Ib30BAHNUIO SMOJICHTOB,
OYMIIAOIMX MACe /I KyIIaHNA, HAPY>KHOMY MICITO/Ib30BAHIIO CPEMICTB, COleP>KAINX Ca/INIUTIO-
BYIO KIC/IOTY U MOYEBIHY, B MECTaX yTO/IIEHNA KOXI. Taxoke ObIT Ha3HaYeH ALIMTPETHH.

| CIILCOK JIUTEPATYPbI

1. Burger B, SpoerriI, Schubert M, Has C, Itin PH. Description of the natural course and clinical manifestations
of ichthyosis with confetti caused by a novel KRT10 mutation. Br ] Dermatol. 2012. Feb;166(2):434-9. doi:
10.1111/j.1365-2133.2011.10639.x

2. Brusasco A, Cambiaghi S, Tadini G, Berti E, Caputo R. Unusual hyperpigmentation developing in congenital
reticular ichthyosiform erythroderma (ichthyosis variegata). Br | Dermatol. 1998. Nov;139(5):893-6.

3.  Choate KA, Lu Y, Zhou J, Choi M, Elias PM, Farhi A, Nelson-Williams C, Crumrine D, Williams ML,
Nopper AJ, Bree A, Milstone LM, Lifton RP. Mitotic recombination in patients with ichthyosis causes reversion
of dominant mutations in KRT10. Science. 2010. Oct 1;330(6000):94-7. doi: 10.1126/science.1192280

4. Krunic AL, Palcesky D, Busbey S, Medenica M. Congenital reticular ichthyosiform erythroderma--ichthyosis
variegata: a case report and review of the literature. Acta Derm Venereol. 2003;83(1):36-9.
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BPOXXJAEHHAS MAXWOHUXUSA
AOACCOHA-JIEBAHOOBCKOIo

BPOXXAEHHAS MAXUOHUXUSA
A0ACCOHA-JIEBAHOOBCKOIO

H.H. Mypamxkmns, JI.A. Onparun, A.VI. Marepukus, P.B. Enumes, P.A. lIsanos,
A.A. Casenosa, P.10. HexxBegunoBa

OBOCHOBAHME

Bpoxxpennas naxuonuxus (BIT) (SImaccona-JleBaH[OBCKOTO CMHIPOM, BPO>K/J€HHBII ITOJIVIKE-
paro3, MHOroOpMHBIIT MaMoNaTIYeckuii Keparod CuMeHca, BpOXK/JeHHbIII MHOTOQOPMHBIIT Kepa-
TO3) — PEeIKUI ayTOCOMHO-IOMVHAHTHBII I€HOEePMATO3, XapaKTePHU3YIOLINIICSA TUIIePKePaTo30M
HOT'Teil 1 JIa/[JOHHO-IOOIIBEHHO 00/1acTy, JIEIKOKePaTO30M IOJIOCTY PTa M KMCTO3HBIMM IIOpa-
KeHuAMM. OH KIacCM4ecKy MofipasenAeTcsa B 3aBUCYMOCTY OT JIOKAJAM3alyy MyTaluii B TeHaxX
KRT6A/KRT16 nmt KRT6B/KRT17 cooTBeTCTBEHHO Ha Ba OCHOBHBIX BapyuaHTa: BII-1 (curgpom
Smaccona-JleBanposckn) u BII-2 (cunppom [Ixexcona-Jloynepa).

KJTMHUYECKWUIA NMPUMEP
o O

Hepouka I. 05.11.2019 r.p.

JKano6sr: Ha pacmpocTpaHeHHOe TOpaXKeHMe HOTTell, KOXKY, CTIM3UCTOI PTa.

AHaMHe3 >KM3HN: POAMIAch OT BTOPOJ OepeMEeHHOCTM C Yrpo30il NpepbIBaHNA, BTOPBIX
ponos, no mkane APGAR 8/9 6annos.

CocrosiHMe TTOCTIe pOX/IeHN: (PU3NONIOrNYecKas XeITyXa B POfiloMe.

[Tepenecennnie 3a6omesannsi: OPBV 1-2 pasa B rofp,.

Baknunaaimia He mOTHOCTHIO.

Ajteproyornyeckuit aHaMHe3: MHOYKeCTBEHHasI INIIeBasi aJUIePruisl, aHTUOMOTHUKY — aMIIN-
IVWUINH (KPacHOTA, 3y[T), aMOKCUK/IaB (KPacHOTa, 3YA), iegoTakcuM (KpacHOTa, 3y).

CeMeilHbIN aHAMHe3: OTATOILEH 110 OTLIOBCKOM IMHUK — CUHIPOM fnaccoHa-J/leBaHIOBCKOTO.

TpaBMbI 1 Oonepanyy OTpULIAET.

Co cnoB marepu, 3aboneBaHue C MEPBBIX [AHEN )KU3HM peOeHKa, KOrJa BIIepBble OTMETH-
NV M3MEHEeHMsI 1[BeTa HOTTEBBbIX IUITACTMHOK BEPXHUX M HIDKHMX KOHEYHOCTEN, Oenblil Hamer
Ha C/IM3VICTOM MOJIOCTY PTa. B TedeHume mepBBIX Tpex Helenb )KIU3HN MaMa 3aMeTUIa YTOJIIeHe
HOTTEBBIX IIACTMH. B CBsA3M ¢ BbIlIeyKasaHHBIMU >kKalob6aMy 06paTUINCh K Bpady-TeHEeTUKY
I'BY3 «TamboBckas obmacTHas meTCKasA KIMHUYECKas OOnbHUI[a». BBl mocTaBieH muarHos:
«Cunppom fpmaccoHa-/IeBaHAOBCKOTO C ayTOCOMHO-JOMMHAHTHBIM TUIIOM Hac/eOBaHNA».
PexomeHnpoBano Habmonenne y renetuka. C 9 mecsnes (korga pe6eHOK HaYal XOAUTD) IOSABU-
JIMCh BBICHIIAHUS Ha KOXK€ CTOII B MeCTaxX HamOombliero fapieHus. HeogHOKpAaTHO KOHCYIIb-
TUPOBAH OPTOIIEIOM, OHKOJIOTOM, CTOMATOJIOTOM aJUIeproyIoroM-uMMyHonorom HasHauanocs
CUMIIOTOMAaTUYeCKOe JIeYyeHue: PeTUHONMA MajibMUTAT 2 Kamwmu 1 pa3 B JeHb C 6 Mecsles,
B HacTosiee Bpems 10 Kamenb B ieHb 0e3 mepepbiBa, MECTHO: Ma3b METHW/INIPEIHN30/IOHA alle-
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Puc. 1. ®DOTO NauUMeHTKHU NP1 NOCTYMNEHUM

IIOHAT, yBJIKHAIIINe cpefacTBa. Ha ¢oHe Tepanmm mporecc mpoTekan ¢ KpaTKOBPEeMEHHBIM
HOJIOXKUTEbHBIM 3(pPeKTOM, 3aBUCKMOCTY OT BpeMeHU rofjia He oTMedanocb. B 2021 rogy,
IIOC/Ie OTMEHBI PETMHOJIA IAJbMUTATA, MOSABUINCH HOBbIE 37IEMEHTBHl Ha MHTAKTHBIX paHee
y4acTkax. [Toctynuna 8 PIT'AY «HMUII spopoBbs geteii» Munsgpasa Poccun i nposeneHus
AVArHOCTUKY M ITOA60pa Tepammim.

) ®UBUKAJIBHAS OIVIATHOCTUKA

Hannble ocMoTpa npu nocrynnennn: Temneparypa 36,6°C. IlonoxeHnne akTuBHOe.

Status localis: Ko>XHBIiT TaTOIOTMYECKUT TIPOLIECC MMEET PACIIPOCTPAHEHHBIN U CUMMETPUY-
HBII XapaKTep ¥ NpefCcTaB/IeH HaaM4dyeM IIaIysl, YellyeK, OHMXOAUCTpodueil Ha KUCTIX U CTO-
nax. Hortu kmcteit ¥ CTOI XapaKTepMU3YIOTCSA BBIPOKEHHBIM YTOMIIEHUEM, C KpaeB KpOIIAaTCs
(puc. 1). Ha xoxxe crom B o6macty GObLINX MA/NbIeB ONpPeNe/ATCS Ially/le3Hble YTOMIIeHs
(omo3sonenoctn). B obmacTy mpeTn6maabHO MOBEPXHOCTY Ha KOXKe IIeY OIpefesioTcs Gommm-
Ky/IApHbIe TAITY/Ibl C YeIIyIKaMy Ha IOBepXHOCTH ((O/UIMKYIAPHBIIT runepkepaTos). Ilpu nccre-
ITOBaHUM IIOJIOCTY PTa BBIABJIEH BBIPA)KEHHBIIT JIEIKOKEPaTO3 Ha OOKOBOI IOBEPXHOCTY SI3BIKA.
Cy6beKkTHBHO anob Her.

— ) NIMHAMUKA U UICXOObI

Jlabopamopnvie dantvle:
OO61mye aHaMM3bI KPOBY, MOYM ¥ OMIOXMMIYECKIIT aHAI3 KPOBU: €3 IaTo/IoTUL.
baxTepuanbpHble TOCEBBI 6€3 0COOEHHOCTEI.

Uncmpymenmanvnvie dantvie:

Y3 OBII: Y3 npusHaku an¢pdy3HbIX TapeHXMMATO3HBIX M3MEHEHMII TIe4eH), BTOPMYHBIX
M3MEHEHUI TTOKETYNOYHOI JKeTIe3bl.

Y3/ nouek 1 MOU€BOTO IYy3bIPs: IATOJIOTUY He BBIABJIEHO.

Y3 muTOBUIHON >Ke/le3bl: CTPYKTYPHOII ATOIOTUY He BBIAB/IEHO.
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ITPOTHO3

IIporuos COMHUTE/IbHBI.

|
OBCYXAOEHUE

B HacTosIee BpeMsa 3TO BTOPOII C/ydyayl ONMCaHMs BPOXIEHHONM NMaxuoHuxum fmaccona-
JleBanpoBckoro B Poccun. TouHBIX aMMAeMMOIOTMYECKUX JAHHBIX O 3a00/1eBaeMOCTY HeT, OJHa-
KO MOXXHO CKa3aTh, YTO Ha CETONHAIIHMI NEeHb BO BCEM MMPE 3aPErMCTPUPOBAHO BCETO OKOJIO
1000 maimeHTOB.
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KIMHUYECKOE HABJIOAEHUE PEBEHKA
C XPOHUYECKUM IOBEHWUJIbHbIM
AEPMATOMUO3UTOM, OCNTIOXXHEHHbIM
OBPA30BAHUEM KANbLIMHATOB MATKUX TKAHEWN

E.IO. [IpaxkonoBa, A.C. bexun, A.A. I'yceB

OBOCHOBAHME

IOBennnbHbi gepmaromnosut (10JJM) — aTo penxoe 3aboneBaHue, OTHOCALLEECS K TPYIIIIe
UAVONATNYECKMX BOCHATNTEIbHBIX MUONATUIL C TSXKE/IbIM, IPEUMYIIeCTBEHHBIM IIOPa’KeHUeM
IIOIIEPEYHO-II0/I0CATON MYCKY/IATyPbl, KOXKI ¥ COCY[J0B MUKPOLUMPKYIATOPHOTO PyC/a C OT/IOXe-
HJIEM KaJIbIITHATOB B MATKVX TKaHSX, HAPYIIAIINX GYHKIMIO OIOPHO-ABUTATeIBHOTO allIapaTa.

ITo panHbpIM HalnjmoHa/IbHOTO MHCTUTYTA apTPUTA, O0/IE3HET OTIOPHO-/|BUTATe/IBHOTO allnapa-
ta 11 koxxu CIIA (NIAMS), pacipoctpanennocts IOJJM cocrasiser 4 Ha 100 000 feTeit B Bopac-
Te 1o 17 neT, ¢ Koje6aHMAMY B PasIMYHbIX STHIMYECKUX TPyNIax. B oTeyecTBeHHOII MuTeparype
OTCYTCTBYIOT JOCTOBEPHBIE CBefleHNA 0 pacnpocTpaneHHocTy IO/IM B meTckoii monmynanmm.

[Tpu roBeHWIBHOM opMe lepmaToMuosuTa B 70% cmydaeB pasBUBAeTCA TAKOE OCTIOKHEHIE,
KaK KaJIbIIMHO3 MATKUX TKaHell. B 5% ciy4aes popmupyercs QyHKIMOHATbHASA HETOCTATOYHOCTD
OIIOPHO-JBUTATE/IbHON CHCTEMBI.

KJTMHUYECKWUN NMPUMEP
® O

Manpuuk 04.05.2013 r.p., n3 Boponexxa. IlepBblil KOHTaKT ¢ manueHToM cocrosnca 30.11.2018 .
JKano6pr: mosiBneHne o6pa3oBaHuUl IUIOTHOM KOHCUCTeHLMM (Ka/AbIIMHATOB) B MATKUX TKaHIX
BEPXHMX U HIDKHUX KOHeYyHOCTel, Hea((PeKTMBHOCTh KOHCEPBATMBHON TepaIruy KaJbL[MHATOB,
HapyueHne GyHKINMN OIOPHO-IBUTATe/IbHOTO allllapara.

[TepBble KIMHMYECKVE IPOSIB/ICHNs Y pebeHKa NOABWINCH B Bo3pacTe 1 roga B BIje ITOBBI-
meHusA TeMueparypsl go 39,5°C, cmabocty, ObICTpOIT yToMIsgeMoCcTH. Pe6eHOK He MOT caMOCTOs-
Te/IbHO BCTABATh M XOANUTD. B CBA3M € 3TM OH HEOJHOKPATHO rOCIIUTAIM3MPOBAJICS B CTALlVIOHAPbI
II0 MECTY >KUTe/TbCTBA, HO IMArHO3 He ObUI BepuuIpoBaH.

Cnycra rop, xorga pebenok moctymun B ®IAY «HMIUIL sgopoBbsa pereii» MuHsgpasa
Poccun (manmee — lleHTp), eMy 6buU1 BbicTaBieH auarHo3 IOJJM. YuurbiBas ayTOMMMYHHBIN,
XPOHMYECKUI XapaKTep 3a00meBaHus, peOeHOK IT0Ty4al IMMYHOIIO[AB/IAIIYI0 TePAIINI0O METO-
TPEKCAaTOM B COYETAHUM C METUIIPEeSHU30NOHOM. Taxoke, yuuTbhIBas NPU3HAKM BBIPa’KEHHOTO
0CTeoI0po3a, OblyIa Ha3HA4YeHa TepanusA MOaHAPOHOBOI KUCTOTON B cOYeTaHUM C MH(]Y3MOHHON
Tepanueil MMMYHOITIOOynMHaMu. 3a BpeMs NpeObIBaHMA JJOMa COCTOsIHUE pebeHKa YXYAIUINIOCh
13-3a MOSIBJIEHNsI HOBBIX KaJIbI[MHATOB (puc. 1-3).
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Puc. 1. MHOXeCTBeHHble KaJlbLMHaTbI Puc. 3. NporpeccupoBaHue KanbLUUHATOB
HUXKHUX KOHEYHOCTEN HUXKHUX KOHEYHOCTEN

Puc. 2. KanbumHaTbl B 061acTH Puc. 4. BckpbiBLUENCS KaNibLMHAT B 0671aCTH
JIOKTEBOro CycCTaBa KOJIEHHOro cycTaBa Ha ¢hoHe BocnaneHus

Ha ¢one Tepanum B nepuop ¢ mroHA 2015 mo HOsA6pb 2018 I.T. y pebeHKa OTMEYAINCh /IBY-
KpaTHbIe SIM30/bl OCTPOTO BOCIAJEHNA ¢ 0OpasoBaHMeM abCLeccoB B 0O/IAcTU KajIbLIMHATOB
(puc. 4), 4yTo MOTPeOOBAZIO CPOYHOTO ONEPATUBHOTO BMeEIIATENTbCTBA. XMPYprudeckas MOMOIIb
Obl/1a OKa3aHa TOJIBKO B 00beMe BCKPBITHA U [peHMpoBaHus. B fanbHeitmemM pagukaaibHOe XUPyp-
TYecKoe JiedeHe He IPOBOAMIOCh B CBA3Y C OTCYTCTBYEM METOJ[OB XMPYPIrIYecKoll KOPpeKInu
naHHoI naronoruy. CocTosiHMe peGeHKa C OTPUIATeIbHOI JUHAMMKOI B BY/ie TIOAB/IEHNS HOBBIX
KaJIbIIMHATOB.




Tocnimranusanms B Llentp B Hosi6pe 2018 1.
PeGeHok OBIT IPOKOHCY/IBTUPOBAH COBMECTHO
¢ merckmM xupyprom. Ha done mporpeccu-
poBaHMA 00pa3oBaHNUA Ka/IbL[MHATOB Hapylla-
nach ¥ QYHKIMA ONOPHO-BUTATE/IbHOTO ATlIIa-
para (puc. 5). MHOXeCTBeHHbIe KaJIbIIMHATBI
B 00/acTM Aroful, AOCTUTAOIIMe pa3Mepa
1o 15 cM, He MO3BOJIAIM HALMEHTY IOTHOLIEH-
HO CMJeTb, BBI3BIBaIM AedOopMalNio I03BO-
HOYHMKa (puc. 6-7), B CBA3YU C YeM PORUTENIN
OBUIM BBIHY)K/IEHBI MCIIO/Ib30BaTh KOPPUTHUPY-
fomye nopymku. OTMeyannuch BbIpaKeHHbIE
M3MEHEHMS TO/IEHOCTOIHbIX CYCTaBOB M CTOIL
Y4uuThiBasA JaHHbIE aHAMHe3a M KIMHUYECKO
KapTUHBI (OrpaHIYeHMe IBVDKEHNII B KOJIEHHBIX
M TOJIEHOCTOIIHBIX CyCTaBaX, Ha/luW4ue Iepu-
apTUKYIAPHO PaCIONOXKEHHBIX KaJIbIIMHATOB
OKOJIO TIOP@)KEHHBIX CYCTaBOB), TaOOPaTOPHBIX
M3MEHEeHNU!T (HEeKOMIIEHCHPOBAHHBI ayTOBOC-
Ia/IUTENbHBIN CUHIPOM, TIPM3HAKM BBICOKON
aKTMBHOCTHU IIpoliecca), INPUHATO pelleHIe
BO3/Iep)KaTbCsl OT OINEPaTMBHOTO BMeIIATe/lb-
crBa. CKOppeKTMpOBaHA MMMYHOCYIIPeCCUB-
Hasd Tepanusa — CMeHa MeTOTpeKcaTa Ha MUKO-

Puc. 5. [lechopMaLma cTonbl 3a CYET aKTUBHOIO
NPUPOCTa KaJibLiMHATOB

Puc. 6. KanbuuHaTbl B 0651aCTH Airoauu,

Puc. 7. DedhopMaums Nn0O3BOHOUYHUKA
BCNeACTBUE OT/IOXKEHUS KanbLus
B AIFOQMYHbIX 06nacTax
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KJIMHUYECKOE HABJIIOOEHUE PEBEHKA
C XPOHUYECKUM IOBEHWJ1bHbIM
OEPMATOMUO3UTOM...

¢denomata Mmoderwn. Pe6eHKy IO >KM3HEHHBIM IIOKa3aHMAM ObII Ha3Ha4YeH I'eHHO-VHXXEHEePHBDII
Omonorndeckuit mpenapat, 6nmokarop MJI-16, kaHaknHymaob.

AHaMHe3 XV3HM: peOeHOK OT 2-71 6epeMeHHOCTH, IPOTeKaBIlell Ha GpoHe aHeMUM, IeCT03a,
XPOHMYECKOV BHYTPUYTPOOHOII I'MITOKCUY IVIOfA, XPOHNYIECKOI (peToIIalieHTapHO HelOCTaTOq-
HOCTH, BTOPBIX CPOYHBIX POJOB IyTeM OIlepaliuy KecapeBa ceuyeHMs. Macca Tena Ipy poxieHUN
3870 r. Ouenka no mkane APGAR 7/8 6amnoB. Poc n pasBuBanca cOOTBETCTBEHHO BO3PACTYy.
[TpodmmakTideckye IpUBUBKI: peOEHOK BaKIMHUPOBAH COITIACHO HALMIOHATBHOMY KaJIeHIApIo
mo 1 roga. AnneproaHaMHe3 He OTATOIEH.

OU3NKAJIbBHAA IMATHOCTVKA

Temnepatypa 36,9°C. Bec 15 xr. Poct ctoa — 106 cm. CocTosiHMe NUTAaHUA COOTBETCTBYET
BO3pacTy. Ko)kHble HOKpPOBBI O/1€HO-PO30BbIe, CO MHOXKECTBEHHBIMJM KajIbLIMHATaMU B O0acTy
MEJIKMX CYCTaBOB KMCTell 11 CTOII, KOIEHHBIX CYCTABOB, ATOANII, TOKTEBBIX CycTaBoB. Cu3ucroie 060-
JIOYKV 4MCTBIe. 3€B VM MMHJIA/IVHBI He IMIepeMpoBaHbl. [IofkoKHAA KIeT4aTKa yMepeHHO pa3BUTA.
JIumdatndeckas cucTeMa: MalIbIMPYIOTCA eVMHUYHbIE NepefHelIeliHble TMMQOY3/Ibl, He ClasHHbIe
C OKPY)KAIOIMMI TKaHAMM, MATKO-/IACTUYECKOJ KOHCUCTeHIN, 6e300/1e3HeHHble TPy TaJIbIIaliuIL.
KocrHas crcrema: gedopmaryia KOCTHBIX CTPYKTYP B 00/1aCTy KUCTEN PYK, TOJIEHOCTOITHBIX CYCTABOB,
CTOIL. MBIIIIIIBI, CYCTABBL: MBIIIEYHbIIT TOHYC YIOB/IETBOPUTEIbHBIN. OrpaHideHye ABVOKeHNII 1 fedop-
MaIVsl B KOJICHHBIX U TOJIEHOCTOITHBIX CYCTaBaX J3-3a Ka/IbIMHO3a MATKVX TKaHell. [IByoKeHns 6e360-
Jle3HEHHBIe, OTEKOB HeT, CYCTaBbI Ha OLIYIb He ropsiune. OcTa/bHbIe IPYIIIBI CYCTaBOB 6e3 BhIpaXkKeH-
HBIX JedopMalLuii, IBVDKEHNS B HUX IOTHOOBeMHBIe, 6e300/me3HeHHble. PUTYITHOCTY 1T03BOHOYHMKA,
9HTE30IIaTIIl HeT. Y TpeHHelT CKoBaHHOCTH HeT. OpraHsl IbIXaHVsI: HOCOBOE JbIXaHue CBoOozHOe. B rter-
KVIX JIbIXaHNe Be3UKY/IAPHOe, IPOBOAUTCS BO BCE OTAENbI, XPUIIOB HeT. JacToTa IbIXaTeIbHBIX JBVIKe-
Huit 22 B MyiH. OpraHbl KpoBoOOpalieHus:: 00/1acTh CepAlia BU3yanbHO He 13MeHeHa. TOHBI ceppilia yme-
penHoit 3ByyHocty, purMudnble. YCC 89 B MuH, aprepuanbHoe faBnenne 105/52 Mm pr.ct. Ipannigbt
OTHOCUTE/IbHOII CepAeYHOI TYIOCTI He paciypenbl. OpraHpl MyIeBapeHNs: KUBOT IPY Ma/IbHaluN
MATKuiL, 6e360me3HenHbIi. [TeyeHb 1 ceneseHKa He manbmupyoTcs. CTyn 6501 0opopMIeHHBIN, 6e3 maTo-
JIOTMYeCKUX IpuMeceri. Modenonosas cucreMa: IM3ypUYECKNX ABJIeHUN HeT. ModencnycKaHye CBO-
6oxHOe, 6e360esHenHoe. HepBHas cucrema: cosHauue sicioe. OpueHTanus BO BpeMeHI U IPOCTPaH-
CTBe He HapylleHa. MeHUHIea/IbHbIX CUMIITOMOB HeT. O4aroBoil HEBPOTOIMYECKOl CUMITOMATUKI
He BBLABJIEHO. [IBUraTenbHas QyHKLMA He HapylleHa. YMCTBEHHOE pasBUTHE B IIpefie/iax BO3PACTHON
HOpMBbIL. OpraHbl 4yBCTB: BUJNT, C/IBIINT. DHIOKPUHHAA CUCTeMa: 6e3 ITaTOIOTHN.

\—=
IIPEIBAPUTE/ILHBIN TVIATHO3

«XPOHI/I‘{eCKI/Iﬁ IOBEHUJIbHBIN AEPMATOMUO3UT». OcnoxHeHUS: KaZIbIIMHO3 MATKUX TKaHel
BEPXHUX U HVJKHUX KOHEYHOCTEIL.

OTUHAMUKA U ICXOIIbI

Tocimrammsanua 17.08.2020 roma B XMpyprudeckoe OTHENIEHME C HEOTIIOXKHOW M IUIAHO-
Boii momompo OI'AY «HMMUIL 3poposbs pereii» MuHucrepcTBa 3fgpaBooxpaHeHusa Poccunm
(manee — Ilentp). CocTosiHME C TOTIOXXUTENbHON AuHaMKKoit. O6pa3oBaHye HOBBIX Ka/lIbIIHATOB
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Puc. 8. Bua KanbLUMHATOB HMXXHUX Puc. 9. Bua KanbuuHaTOB
KOHeyHocTen Ha MPT Ha KT HMKHUX KOHEeYHOoCTeNn

He oTMedeHO. Pebenky 6bumn BoinonHeHbl KT, MarHUTHO-pe3oHaHCHas ToMorpadusi, peHTreHo-
rpadust koHedHoCTelt (puc. 8, 9), 4YTO NO3BOINIIO OLIEHUTb 06BEM U PaCIPOCTPAHEHHOCTD I1aTO-
JIOTMYeCKOro mpouecca. [1o JaHHBIM MHCTPYMEHTA/IbHBIX METOMOB MCC/IEJOBAHNA, KalbIMHATDI
YeTKO BU3YAIV3UPYIOTCA B MATKMX TKaHAX M BBI3BIBAIOT leOpMaINio KOCTHBIX CTPYKTYp. Iloce
IIPOBEJIEHHOrO 00C/IefoBaHysA HaMy ObUIO IPUHATO pellieHye O NPOBENEHWUM XUPYPrUiecKoro
BMeNIaTe/IbCTBA. IIepBbIM 3TallOM IJIAHMPOBANIOCH YIAIUTDh CaMble KPYIIHbIE Ka/IbLIHATDI, JOCTH-
raBiye pasmepa o 15 cm (puc. 10). OHu pacrionaraauch IperMyIIeCTBEHHO B ATOAMYHBIX 00/1a-
CTAX, @ TAKKe Ha YPOBHE CTOI U TorneHelt. OCHOBHOII 3ajiaueil ObI/IO COXPAaHNUTDb KOXKHBII TOCKY'T,
IIPY 9TOM MAaKCUMAa/IbHO PaJMKaIbHO yHAIUTh 0O0pasoBaHNe, He 3aTPOHYB COCYAUCTO-HEpPBHbIE

Puc. 10. 3Tanbl XMPYypPru4yeckoro neyeHns — BblaesieHWe KaJibLIMHATOB U3 MATKUX TKaHewn
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KJIMHUYECKOE HABJIIOOEHUE PEBEHKA
C XPOHUYECKUM IOBEHWJ1bHbIM
OEPMATOMUO3UTOM...

Puc. 11. NepeBa3ka nocneonepaunoHHbIX pPaH

Iy4YKy. MbI IPYMEHAIN IOTyOKaIMIAIOLINe Pa3pe3bl KoK HIDKe 00pa3oBaHms, KOTOPbIE II03BO-
JIATIN OTCIOUTD KOXKHBII JIOCKYT HaJ| KaJbLIMHATOM, He HaPYIINB ero KpPOBOCHAOKEHMs U IHHEP-
Bauuy. KampluyHaTel ObUIN BBIETIEHBI M3 MATKUX TKaHeN C IIOMOIIBIO 37IeKTPOAEPMOKOAry/IATO-
pa, 4TO MO3BOMMIO M30EXKaTb KPOBONOTEPM 13 OOLIMPHON PaHEBOJ ITOBEPXHOCTH. YUMTHIBAL,
YTO KaJIbIIMHATBI He IME/IV KaIICY/Ibl ¥ MMOMOMPOBaIN OKPY)KAIOIIie MATKME TKaHU, MX OCTaBIIN-
ecs 4acTy ObUIM MeXaHMYeCKN yhaneHbl. /I JOCTYDKeHNA KOHTPYSHTHOCTY KpaeB PaH yLIMBaHNe
IIPOBOAVIOCH AHTMOAKTEPUAIbHON HUTBIO C IPUMeHeHNeM 1nBa 1o JJonaru. B mocneonepanyon-
HOM IIepyOfie MBI BBIIIO/IHA/IN HEePEBA3KYU ¢ 00pabOTKOII MOC/IeONePalIOHHBIX PaH aHTHUCEIITIYe-
CKMM pacTBOPOM IIOBUJOH-i10f (puc. 11).

OmmcaHHas BbIIIe METOMVKA II03BOIMIA JOCTUYb OBICTPOTO 3a>KMBJICHNs PaHEBBIX IIOBEPX-
HOCTeil TIepBIYHBIM HATKEHVEM, YMEHbIIeH)A 60/IeBOr0 CHH/IpOMa M PaHHe peabuanMTannm,
4TO IIO3BOJIMJIO BEPTMKAIM3MPOBATh pebeHKa Ha IlepBble CYyTKU. IIpym aToM pasBuTiA 04aros
HeKpo3a KO>KHOTO JIOCKYTa M KeJIOMIHBIX py6110B He Habmofanock. Ha 7-e mocneonepanyoHHble
CYTKM pe6eHOK ObUI BBIIMCAH JOMOIL.

W

ITPOTHO3

[Tpu cobnrofeHNy Bcex peKOMeHAINI, He0OXOMMBIX /IS IOIaBJIeHN Ay TOBOCIIAINTE/IbHO-
o IIPOIlecca, IPOTHO3 3a00/IeBaHVsI MOXKET CIMTATHCA YCIIOBHO O/1aronpusaTHeIM. [TaToreHeTmaecku
000CHOBaHHas Tepamysl M JMKBUJAIVA CIOCOOCTBYeT YMEHBIIEHVWIO PVCKA PasBUTUSA TAKOTO
OCJIOKHEeHNsI, KaK 00pa3oBaHye KalTbIIMIHATOB MATKUX TKaHEIL.

ITosToMy HambosIee CyIeCTBEHHBIMIY I IPOTHO3a PEKOMEHJALIMAMIY ABJIAETCA IIOCTOSAHHAS
Tepamnusa UMMYHOCYIIPECCMBHBIMM ITpeapaTaMu.

ITo >KM3HEHHBIM ITOKA3aHUAM HEOOXOAMMO IPORO/DKUTH Tepanuio TodauntuHnb6oM 1 MHIU-
OuTopamy pe3opOIM KOCTHOI TKaHMU (ITaMUAPOHOBOIL KUCIOTOIL).

OBCYXAEHUE

Tema 0BEHIIbHBIX H€PMAaTOMIO3UTOB ABJIAETCA AKTYa/lbHON IMpPO6/IeMOit B CBA3Y C PeAKON
BCTPEYaeMOCTbIO JAHHOTO 3aboeBanys 1 cocTapysaeT 4 Ha 100000 feteit B Bo3pacTe 1o 17 ner.
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I[TIpn roBeHWIBHON popMe AepMaTOMMO3N-
Ta B 70% CiIy4aeB pasBUBAETCA TaKOe OCTIOXK-
HeHNe, KaK Ka/IbI[THO3 MATKMX TKaHel, U3 HUX
B 5% cny4yaeB opmupyercss (PyHKIMOHAIIb-
Hasd HeJOCTaTOYHOCTb OIIOPHO-IBUTATE/Ib-
Holl cucremsl [1, 2]. IIpn aTom HeaddexTNB-
Hasg KOHCepBaTMBHAs Tepalys KaJIbIIMHATOB
MATKMX TKaHell U OTCYTCTBUE KIVHMYECKUX
PEeKOMEeHJALII 110 XUPYPIUIECKOMY JIeUeHUIO
mereit ¢ ocnoxHéHHoI ¢opmoit FOJIM cra-
M I HAaC aKTYaJbHBIMU BOIIPOCAMM, YeMy
¥ TIOCBAIIEHO JaHHOE UCC/IeOBaHNe.

OcHOBHOII 3a/ja4el ObIIO COXPAHUTD KOXK-
HBIIl JIOCKYT IIPY 3TOM MAaKCHMaJbHO pajii-
Ka/IbHO yHaINThb 0Opa3oBaHMe, HE 3aTPOHYB
COCYAMCTO-HEpPBHBIE IIYYKMU, C IIOC/IEAYIOIel
IUIACTVKOI 00pa3oBaBlIerocs gedexra MeCTHbIMY TKaHAMMU. OnucaHHast BbIIe METOMKA Oepex-
HOTO yZa/eHys1 06pa3oBaHNMI HO3BO/IN/IA HaM JOCTIYb XOPOIIEro KIMHNYECKoro a¢deKkTa B 0T/a-
NEHHOI nepcnekTuBe (puc. 12).

Puc. 12. Bup, HW>XKHer KOHEeYHOCTU U aroaui
B OTOA/IeHHOM nocneonepaunoHHOM nepuope

3AKJIIOYEHUE

OcnoxxHéHHbIe (GOPMBI I0BEHIIBHOTO I€PMAaTOMMO3UTA OCTAIOTCA aKTYa/JIbHON IPO6IeMoil
HacToAwero BpeMenn. CI0XHOCTH B JOCTVOKEHUM PEMUCCUY M CHVDKEHMM aKTUBHOCTY ayTOBOC-
/I TeTBHOTO IPOLiecca, Pa3BUTIE TAKOTO I'PO3HOTO OCTIOXKHEHNA, KaK pOpMIUpOBaHMe KalbIl-
HATOB MATKVX TKaHel, ONpele/AT HeOOXOAMMOCTb PaHHell AMATHOCTUKY IAHHOTO COCTOSHIUS,
CBOEBPEMEHHOTO JIe4eHNUSA I, KOHEYHO, MEXJUCLUMIUIMHAPHOTO MHoAxofa. Taxoke cyljecTByeT
HeoOXO[MMOCTDb pa3pabOoTKN YeTKUX KIMHIIECKX PEKOMEHIAINI IO XMPYPIUIeCKOMY JIeUeHUIO
OC/IOXXHEHHBIX (POPM I0BEHI/IBHOTO IEPMAaTOMMO3UTA, YTO ITO3BOIUT COXPAHUTD (PYHKIVIO OIOP-
HO-JIBUTaTE/IbHOTO aIlllapara ¥ yAy4IIUTh Ka4eCTBO JKM3HY IAIIIEHTOB.,

CIINCOK JIMTEPATYPBI

1.  IOBenmnbusblii_nepmaromuosut. KP480.pdf. Joctym mo cepunke: https://www.pediatr-russia.ru/information/
klin-rek/deystvuyushchie-klinicheskie-rekomendatsii/. _

2. Patient-Caregiver. Diseases-Conditions. Juvenile-Dermatomyositis. Available from: https://www-
rheumatology-org.translate.goog/I-Am-A/
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ATUNUYHBIX TEMONIUTUKO-YPEMUYECKUIA
CMHOPOM

ATUNUYHBIA TEMOJIMTUKO-YPEMUYECKWUN
CUHAPOM

A.T. Araponsn, T.B. Bamypuna, O.B. Komaposa, T.C. Bo3necenckas, O.A. 3po6ok,
C.B. Imutrpuenko, A.b. Panocosa, I1.B. Ananbus, A.Il. ®ucenko, A.H. Ilpirun

OBOCHOBAHME

ATUNIVYHBI TEMONMUTUKO-YPEMUYECKUI CUHAPOM — TE€HETUYECKM [EeTEePMUHMPOBAHHOE
3abojieBaHIe, B OCHOBE KOTOPOTO JIEKUT HEKOHTPO/IMPYeMast aKTUBALVS a/IbTePHATVBHOTO Iy TH
KOMIUIEMEHTa, Beflylllasi K reHepa30BaHHOMY TPOMO0OOOPa3sOBaHMIO B COCYHaX MUKPOLMPKY-
nATOpHOTO pycna [1]. 3aboneBanne OTHOCUTCA K Op(aHHBIM, C YaCTOTOI BCTpedaeMOCTy 1-7 Ha
1000000 wHacenenusa [1]. HecBoeBpeMeHHas AMAarHOCTMKA ¥ OTCYTCTBME COOTBETCTBYIOIETO
JIe4eHVIS ACCOLVIMPYIOTCSA C HeO/MaronpyATHBIM IIPOTHO30M, IIPOTPeCcCHpPOBaHNEM OCTPOTO II0Yed-
HOTO ITOBPEXIEHNS JO TEPMUHA/IBHON II0Y€YHOI HEJIOCTATOYHOCTH 1 JIeTa/IbHBIM UCXOZOM (2, 3].
B ®I'AY «<HMMUII 3popoBbs feteii» Munspgpasa Poccun (nanee — LleHTp) mocieqHme HECKOTbKO
JIeT Hab/MIoAaI0Ch OOMbIIOe KOIMYECTBO AETell C COOTBETCTBYIOLIMM AMAarHO30M, Of{HAKO YHYUKAJIb-
HOCTb IAaHHOTO KIVHIYECKOTO CTy4ast 3aK/II09aeTCsA B PasBUTUN TUIIMYHOTO K/IMHUKO-Taboparop-
HOTO CYMIITOMOKOMIIIEKCA HePOTMYECKOTO CHMH/IPOMa 3a0/IT0 0 Tab0PaTOPHBIX IIPOSBICHUI
TpomboTyeckoit Mukpoanrunonaruu (TMA).

KJIMHWUYECKWUW NMPUMEP

“' OIALIMEHTE

lleBouka, 3,5 roa, pycckasi, IpoXxnBaeT B TroMeHCKoiT obmacty. [lepBbiii KOHTAKT C MAIMEHT-
KoiT cocTosics B depare 2019 1.

OcHOBHbBIe a/OOBI: pelVAVBUPYIOLE SIN304bI MHQEKINIT MOYEBbIX ITyTell, TOBBIILICHIE
apTepuanbHOTO IaB/IeHNs, MosABJIeHNe Oeka B Moye.

Anamnes 6one3nu:

Habmofamach yponoroM ¢ po>xaeHus B CBA3M C ABYCTOPOHHEI IMENT09KTa3ueil. B BO3pac-
Te 7 MeC BIepBble ObIa BBIB/ICHA aHEMUs JIETKOI CTeIeH), B 8 MeC — 3apMKCUPOBAH SIU30]
beOpUIbHOI MUXOPAJKU, COMPOBOXKAABIINIICSA TOSIBIEHMEM MENKOIATHUCTON CHINM Ha TeJle;
nporenHypueit 1-3 r/n, Mukporemarypueit (3p. 11 B m.3p.), nerikonurypueit (neiik. 35 B 1.3p.),
aHeMueil cpepgHelt Tspkectu (remornobuH 89 r/m). Ilomydana aHTMOaKTepManbHYIO Teparuio
Ilepukcumom B jo3e 8 Mr/Kr B TedeHme 10 fHelr, Ha 3TOM dOHe MMXOpajKa KyIMpPOBaIach, CHIIIb
npuobpena He IpPKO BBIPRKEHHBIN XapaKTep, IPOTeVHYPUA CHU3NWIACH 10 0,7 I/J1 C IOCTIeRyIoIM
korne6anmem ot 0,5-0,9 /7.

B Bospacte 9 Mec Obl1 3apUKCHpPOBAH BTOPON ann3of GeOpuIbHON TMXOPafKY, COIpPO-
BOXK/JIABIINIICS YCVWIEHMEM BBIPQKEHHOCTM CBINM, HapacTaHMeM IpOTeMHypum Ao Hedpo-
TUYECKOTO YpoBHA (mporemHypus 3,3 T/1) B OTCYTCTBUM TMHoOnpoTerHemunu (o6mmit 6emok
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56 r/n) n nepudepndeckux orekoB. PyHKIMA OYEK OCTAaBaIACh COXPAHHOI (CHIBOPOTOYHBIN
KpeaTuHuH 26 MKMonb/m). Ha 8-e cyT rocnmranmsanyy COCTOAHME YXYALINMIOCH, PasBUICA
CUMIITOMOKOMIIIEKC HeppOTMYEeCKOTO CHUHApoMa (mepudepudeckue OTeKU, HPOTEUHYPUsd
4,5 r/n, runonporenHemus 34,3 r/n), KymOc-HeraTuBHasA aHeMMs TAKENION CTeleHN (reMorIo-
6un 58 r/n, JIAI' — 767 Ep/n), npucoennHeHue apTepuaabHOi IUIIepTeH3uN (apTepuanbHOe
masnenue 125/70 MM pT. cT.).

ITpoBopgumace aHTMbOaKTepuanbHasi, AuMypeTmdeckas Tepamus (dypocemuj B COUeTaHUM
C BHYTPMBEHHBIM BBeJleHIeM aIbOyMIHA), aHTUTMIIePTeH3NBHAsA Tepams (9HaTAIIPUII), TPaHCPY-
3V SPUTPOLMTAPHOI MACChI, Ha 3TOM (OHE OTMEYaOCh CHIDKEHME aKTUBHOCTY HeppOTIYECKOTO
cuHZipoMa (KYIMpOBaHNUe OTEKOB, HapacTaHNe albOyMMHA KPOBM, YMEHbIIEHUE IPOTEMHYPUN
no 0,2-0,9 r/m), Hopmanuaanus apTepuanbHoro gasnenus (All) — 100/55 MM pT.cT, HapacTaHue
remorno6una (98-88 r/mn).

B Hedponornueckoe ornenenue lentpa pebeHok BriepBble ObUI TOCIUTAIN3NPOBAH B SHBape
2019 1. B Bospacrte 10 mec. IIpu o6¢cnenoBanvy Obla BeIABIEHA IPOTENHYPUA 1 I/71, MUKpoOremMary-
pus (9p. 10 B 11.3p.) B OTCYTCTBMM ITOJTHOTO TAOOPATOPHOTO CMITOMOKOMIIIEKCA HePOTUIECKO-
ro cupHpoMa (o6umit 6enok 57 /1, anbbymuH 43.6 /71, oTCyTCTBUE NepudepudecKux U I0NI0CT-
HBIX OTEKOB IO NaHHBIM Y3Vl OpraHoB OpIOLIHOI IONTOCTY, MAJIOTO Tasa, CepAla); QpyHKUMA
IOYeK He Hapymanach (pacyéTHas cKopocTh KinyboukoBoit punbrpamym (pCK®) mo IllBapuy —
95 M/I/MVH, CBIBOPOTYHBIN KpeaTMHUMH — 33 MKMOb/1). B aHanmmse KpoBU cOXpaHsA/Iach HOp-
MoluTapHas aHeMus cpenHeil Tspkectu (remornobus 87 r/n, MCV 76.8 dmn). [Ins ucknodeHns
BTOPMYHOTO TI'eHe3a BBIIICONVICAHHBIX JTA0OPATOPHBIX M3MEHEHWI, VICC/IEHOBaHbl ayTOAHTUTENA
(aHTMHyKneaprIe aHTUTeNa, aHTuTena K asycnupanbHoit [JHK, Sm-anrtures, ANCA), MO/Ty4eH
OTpHUILATeIbHBII pe3ynbTaT. IIpoBefena HedppoOMOIICHS, yCTaHOBMBIIIAA MOP(HOTOTMYECKUIT IUar-
HO3: «[[nPy3HBIIl Me3aHTIMATbHBIN CKIEPO3».

YdanTbIBas pes3ynbraT OMONICUM M PaHHMII Ae6IT HeQpPOTUYECKOTO CUH[POMA, IPOBELCHO
MOJIEKY/IIPHO-TeHeTUYeCKOe JICCTIeflOBaHMe, BbIAB/IEHA IeTepO3UroTHasA MyTauusa g.196697623G>T
B reHe CFH. C HepoNpOTeKTUBHOI Lie/IbI0 IPOOJDKEHA Tepaliis S9HANTAIPUIOM.

Anamnes mu3nu

Pe6eHoK oT 2-11 6epeMeHHOCTH, TPOTeKaBIIell 6e3 ocmoxxHeHnit (pebeHoK oT 1-i1 GepeMeHHO-
¢ty 310poB). Poxibl Ha 40 Hezerne 6epeMeHHOCTH, onlepatuBHbIe. Bec mpu poxxzaenuu 3600 r, pyimHa
tena 52 cMm. Onenka o mkane APGAR 8/8 6annos.

Omnepanun: manapockonmdeckas annengekromud ot 11.11.2020 r.

Bakuunanbabil anaMHes: BIIDK — B popgome. Bakunnanusa nposoguiach fo 8 Mec COIJIacHO
HannonanbHOMY Ka/leHAPIo.

HacnencrBeHHbIT aHaMHE3 He OTATOLIEH.

| ®U3UKAJIbHAS OIMATHOCTVKA

Ha MOMEHT NIOCTyIJIeHUS COCTOsHME peOeHKa OLIeHMBAJIOCh KaK CTaOMIbHOE, CO3HAaHMe
ACHO€, 0YaroBOJ I MEHMHT€a/IbHON CMMITOMATHKM HeT. [IpusHakoB TsbkecTu He 6b110. Bec 9,8 kT,
poct 76,5 cm. ®usndeckoe pasBUTHE CpefjHee, TapMOHNYHOe (pocT U Bec — 50 IeprieHTuIen).
KarapanpHble ABlIeHNA U nepudeprdeckye OTeKM OTCYTCTBOBaIM. KOXKHBIN IIOKPOB YMCTBIIL.
Tonb! ceppilja 3ByYHbIe, PUTMMYHbIE, CUCTONNYECKMIT IIyM Ha Bepxyuike, YCC — 130 B MMH.
AprepuanbHoe faBieHye Ha Ipasoit pyke 100/55 MM pT.cT., Ha neBoit — 100/55 mm pr.cT. Ileyens,
Celle3e€HKa He YBEIMYEHBI.
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ATUNUYHBIX TEMONIUTUKO-YPEMUYECKUIA
CMHOPOM

- —) TIPEJIBAPUTEJIbHBIN TUATHO3

MudanTnabHbI HepOTUUECKMIT CUHAPOM, aKTMBHasA cragmdA. Temarypus. XpoHmdeckas
6ome3Hb mouexk, 1 cragua. Mopdonornaecknuit guarsos: «IndQysHblit Me3aHTMATbHBI CKIIEPO3».

JlyiarHo3 BBICTaBJIeH Ha OCHOBAHMM BO3pacTa Ae0I0Ta, KIMHIKO-TA60PaTOPHOrO CYMIITOMO-
KOMIUIEKCa He()POTMUECKOrO CMHAPOMA, JAHHBIX MOP(OTOrMIeCKOro MCCIeHoBaHMs Oyonrara
IOYKIL.

—| IMHAMMKA Y UICXO/IbI

B panpHeiiineM, Ioc/Ie BBIMMCKYM MAIJeHTa, B TeUeHMe 5 MecAleB 3aUKCHPOBAHO 3 smu-
307la OCTPOTO IIOYEYHOTO IMOBPEeXJEHNUA ¢ MHTepBajioM B 1 Mecan (crapua I mo 1 smmsopy:
CBIBOPOTOYHBII KpeaTHMH 73-88 Mxmonb/n, pCK® 42,5-35,6 Ma/MuH, MO4eBMHA 17 MMOJb/II.
Crapna F o 2 snmsopy: — cbIBOpOTOYHBIN KpeaTuHuH 120 mxm/1, pCK® 30 mMn/MuH, MoYeBrHA
20,7 mmonb/n, cragud F 1o 3 anmsony — chIBOPOTOYHBIN KpeaTHMH 137-118 MKM/JI, MOY€eBMHA
30,7 mmonb/n, pCK® 24,6 M1/MUHYTY; € IOCTEAYIOMIMM CHYDKEHIEM ChIBOPOTOYHOIO KpeaTUHIHA
MEX/Iy 9IM30aMI OCTPOTO IOBPEXIEHNA MoYeK o 56-36-64 mxm/n1, pCK®D 77,4-70-49 mn/Mun),
COIIPOBOXKMIABIINXCA pa3BUTUeM KyMOC-HeraTMBHOJ aHEMMU TsKENIO CTeleHM (TeMOroONH
61-62-74 t/n), TpoM6onyTONIeHNN (TpOMOOLUTBI 68-72-70 ThIC./MKII), HApacTaHNEM IIPOTEUHY-
pyn 1o 3 r/71, HOSABJIEHMEM SKXMMO30B Ha KOXKe ITepefjHell OPIONIHOI CTeHKM, IIOBBIIIEHNEM apTe-
puanbHOro gasneHus go 160-200/100 MM pT.CT.

ITo nocnenHeMy a1M30y OTMEUEHO CHMKeHMe KOHIeHTpanuy C3-KOMIOHEHTa KOMIITIEMeH-
ta g0 0,28 r/n, Hapactanue JIJT fo 605 EJl/n. [TpoBeneHa KOCTHO-MO3TOBask IyHKIVSA: 61acTHBIE
KneTKy <2,8%. JIA MCKII0YeHNA TUIIMYHOTO TeMOIMTUKO-YPEMIUYECKOTO CMH/IPOMA, MICC/IEOBaH
Ka/l Ha IINTA-TOKCMH — pPe3y/IbTaT OTPULATENbHBIN, TPOMOOTHYECKasA TPOMOOIMTONEHNIecKas
nyprypa ADAMTS-13 (102,6%) — mokasaTenb He CHVDKEH.

[Tpu noBTOpHOI TocnuTanu3anuy B Hedponorndeckoe orgenenue lenrpa B aBrycre 2019 1.
Ha OCHOBAaHMM PeLUAMBUPYIOIINX 3MM30/I0B OCTPoit moyeyHo HefoctaTrouHocty (OIIIT) B cove-
TaHNUU C aHEMMell I TPOMOOINTOIIEHNE [UarHO3 OBUI IEPeCMOTPEH B II0/Ib3Y aTUIINYHOTO I'eMO-
JTUTUKO-ypeMIuecKoro cuHpoma. C 1e/blo KynupoBaHua akTuBHOCTH TMA 1 nipefoTBpaueHnsa
peunanBOB Havyara crienyduyeckas 6yonorndeckas Tepanus npernaparoMm IKym3yma6 (anti-C5)
no cxeme (mHAYKUMA 300 mr Ne 2, ¢ mocnenytomyM BBefieHreM 300 Mr pa3 B 2 Hex).

Ha ¢one Tepamum 6b1a OTMedeHa MONOXKWUTEIbHASA AMHAMUKA B OTHOIIEHUV IIOYEYHOI
HEJOCTaTOYHOCTM (CBIBOPOTOYHBIN KpeaTuHMH 78-50-31 MKM/71, MoueBMHa 23,8-8,2 MMOJbB/T,
pCK® mno IBapry 43-87-91-120 my1/MuH), KynupoBaHye 1ab0paTopHbIX pusHakos TMA, npo-
TeMHYpUU. ApTepuanbHOe JJaB/IeHNe CTabuIN3MpoBaHo B Ipefenax 95/50 MM PT.CT. B YCTIOBUAX
MHOTOKOMIIOHEHTHOJ aHTUIMIIePTeH3UBHON Tepamyy (DHamanpwr, AmnopunvH, Kapseguon,
Mupanamup, Jokcasosud, MuHOKCUmn).

3a nepnop HaOMIOAEHNS B YCIOBMAX OMOIOTMYECKOI Tepanuy 3apUKCUPOBAHO TPU SMM307a
KPaTKOBPEMEHHOTO HapacTaHMsA CbIBOPOTOYHOTO KpeaTMHMHA B COYETAHUM C JIETKOV aHeMMuen
U TpoMOoLVTONeHNell. Y pebeHKa OTMedaeTcs 3aBUCUMMOCTb OT PeKOMOMHATHOTO 3PUTPOIIOI-
TUHA, TIPY CHIVDKEHUU JIO3BI IIpenapaTa — TEeHAEHIV K CHVDKEHMIO TeMornobuHa o 85-93 r/n
B OTCYTCTBMM TpoMOouuTonenyy, Hapactauys JIJII, mm3ounuToB, CBIBOPOTOYHOTO KpeaTHHIHA.

3a nepuoy;, HaO/MOAeHNs AMATHOCTUPOBAH IePBUYHBII IIEPUTOHNT, AIIEHAUINT (TaAapOCKO-
HYecKas anneHAsKToMys B Hosi6pe 2020 r.). Buonornyeckas Tepamnmsa 0C/IOXHNUIACh pasBUTHEM
BTOPUYHOI'O MIMMYHOE(PULUTHOTO COCTOSHMA, BHEOOTbHINYHON ITHEBMOHME, CETICUICOM M CEeTITH-
YeCKVM LIOKOM Ha 3TOM (oHe.
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OKOHYATEJIbHBIV IVIATHO3

OCHOBHOI1: «ATUIIMYHDIN T€MOMUTUKO-YPEMIYECKUI CUHPOM. ATUIIMYHbIN BapuaHT (TreTe-
posurotHas Mmyrtanua g£.196697623G>T B rene CFH). CocTosHUe IIOCTe OCTPOTO IOYEYHOIO
nospexjienus (mo pRIFLE: I cragusa ot 01.19 1, F cragmsa ot 03.19 r. u 05.19 r.). XpoHndeckas
607me3Hb oYeK 1 cramus».

Mopdonornueckuit guaruos: «InddysHblit Me3aHrMaIbHbI CKIepo3. TsKenas peHanbHas
apTepuaabHas TUIEPTEH3UA».

ComyrcrBytommit: «CocTosgHME IOC/Ie TPaHCPY3UM SPUTPOLUTAPHON Macchl. IlysbipHO-
MOYETOYHNKOBBII pedmokc 3-4 creneHn ¢ ABYX cTOpoH. COCTOSHME TOCTIe SHIOCKOIMYECKO
KOPPEKLNM ITy3bIPHO-MOYEeTOYHMKOBOrO pedrmokca. CocToAHME IIOCIe JTalapOCKOIMYecKoil
anmneHgsKkToMun. VneodemopanbHblit TpoM603 cripaBa. TpoM603 cene3aeHOYHOI BEeHbL. 3afiep>KKa
P€e4eBOro pasBUTHA».

OcnoXHeHNA: peMofenMpoBaHNe MHOKapfia IO TunepTpodudeckoMy Tuiy. BropuduHoe
MIMMYHOZIepMLIMTHOE COCTOSHUE.

W

ITPOTHO3

B mpouuiom 13-3a OTCYTCTBUA CriennduyecKoil OMONMOrnYecKoi Tepamuiu, 6I0KMpyoLlei
C5-KOMITOHEHT KOMIIJIEMEHTA, AMATHO3 aTUIMYHOTO TeMOTUTUKO-YPeMIYeCKOro CUHAPOMA acco-
IIVMPOBAJICS C IPOTPECCUPYIONIVM CHIDKeHMEM QYHKIMM TOYEK [0 TEPMUHAIBHOI CTa UM ToYed-
HOJI HeJIOCTaTOYHOCTH VIV JIETa/IbHBIM MICXOJOM K 5 Tofy oT fie610Ta 60e3nn y 48-60% manyeH-
TOB [4]. HanMmeHee 6/1aronpuATHLIM IPOrHO3 OTMEYAJICA Y MALMEHTOB ¢ MyTauuamu B reax CFH,
4TO M OBUIO BBIABJIEHO y HAIIETO MalueHTa [5].

Cratuctuyeckue [aHHble M3MEHWINCh C Ha4yajOM IPUMEHEHMs aHTUKOMIUIEMEHTaPHOI
tepanyy. COITIaCHO JaHHBIM KPYIIHBIX METaaHa/IN30B, Yyepe3 26 Hefenb OT MHAYKLUY Tepanuu
Okynmn3ymaboMm y 70% IalMeHTOB COKpalaeTcs MOTPeOHOCTb B IpOBefeHUM Amannsa, y 60%
Kynupylorcs nabopatopuble npusHaku TMA. Hopmanusanus ckopocTu KI1yO00ouKoBoil ¢puibTpa-
VIV ¥ KyIMpoBaHye akTUBHOCTM TMA y Hamrero mnaiyeHTta OTpaXkaroT 0/1arONpyATHBI IPOTHO3
B OTHOIIeHMN (pyHKIMIT ToYeK. TeM He MeHee, BTOPMYHOE peMOJe/IPOBaHIe MIOKap/a 110 IuIIep-
TpoduyeckoMy THIy, cepbe3Hble 0O0YHbIe 3¢ (deKThl, pa3BuUBILIeECsS Yy pebeHKa (ITHEBMOHNS,
CeIICHC, BTOPUYHOE IMMYHOAe(PUIIMTHO® COCTOSIHNE), ABIAIOTCA (PaKTOpaMy HeOIaronpusaTHOro
OT/Ia/IEHHOTO VICXOfI.

OBCYXAEHUE

IIprBefeHHBI KIMHNYECKNIT CTyYalt OgYepKUBaeT TPyAHOCTH AnuddepeHanbHol auar-
HOCTHKY BPO>KIEHHBIX Hedpomaruit. Kmaccuueckumn CMMIITOMaMU T€MOIUTUKO-YPEMIYECKOTO
CUHJpOMa, OIMCAHHBIMK B yuTeparype, siBmsitorcs TMA (Kymbc-HeratuBHasi reMONMMTIYECKAs
aHeMIUsI C HapacTaHMeM JaKTaTAeTUporeHaspl U IMOsIB/IeHIeM MIN30LUTOB B Ma3Ke mepudepude-
CKOI1 KpOBY, TPOMOOILIMTOIIEHN ) 1 OCTPOe TI0YeYHOe MOBpeXx/ieHue [6].

Hle610T 6O0MesHM y IPENCTAaBIEHHOTO IIAI[ieHTa XapaKTepM30BaJICs Pa3BUTHEM IIOJTHOTO
71abOPaTOPHOTO CHMIITOMOKOMIDIEKCA He(POTUUECKOTO CHMHApPOMa, KyMOc-HeraTuBHOM aHeMuUn
C IIOCTEIIeHHBIM HapacTaHNeM [0 TSDKeJIOl cTeneHn. [ moBplieHNs 1udp reMorno61Ha IpoBo-
AVIach TpaHCy3Vs SPUTPOLUTAPHON MACChl 0e3 IpeiBapuTeIbHOTO O0sIee YITyOIeHHOTO u3yde-

161

HU1I9T] "H'V ‘OMHOIUQ "L’V ‘HUGHBHY "g°|] ‘ea020UBd "q"Y ‘OMHANALUWT *g°D

YN000dg "y O ‘BEMIHII9HEOY ")°] ‘eaodewoy "g'0 ‘eHudAmeg ‘g1 ‘HBHodely “J'Y



ATUNUYHBIX TEMONIUTUKO-YPEMUYECKUIA
CMHOPOM

HVIS1 BOSMOXKHBIX IIPUYMH aHeMMM. BMecTe ¢ TeM, Kmaccuuecknx mabopaTtopHbIX mpusHakoB TMA
y pebeHka He ObI10, PyHKINA TOYEK He HapyIIamach.

[Ipn nocrymnenun B Hepponormueckoe otaenenne OIAY «HMUI] 3popoBbs peteii»
MunsppaBa Poccum y pebeHka ompepensanach NPOTeMHYpUs CyOHeppPOTUIECKOTO YPOBHS
IpY OTCYTCTBUM TMIIONIPOTEMHEMUM U TUIIOATbOYMUHEMIM. YUUTBbIBask paHHMI BO3pacT AeboTa
HepOTNIECKOTO CUHJPOMa, OblIa IIPOBeeHa JUarHocTiyeckas HeppoOMONCHus, yCTaHOBYBILIAS
Mopdonorndecknit AuarHos «IvdysHblI Me3eHIMaNTbHbI CK/IEpO3 IIPU OTCYTCTBUM SBHBIX
npusHakoB TMA». BblsB/IeHHas KapTUHA y NMAIMEHTOB C MHPAHTIWIbHBIM HeQPOTUYECKUM CYH-
IPpOMOM BCTpedaeTcs yallle Bcero mpy Myranuax B rene LAMB2, WT1 n PLCI, B cBA3U C 4eM
1 OBUIO IIPOBEJIEHO MOJIEKY/LIPHO-TeHeTYeCKOoe UCCIeffoBanme [7]. YCTaHOB/IeHHAs TeTepO3UroT-
Has MyTauus B reHe CFH 1ipy OTCYTCTBUM Ta00PaTOPHBIX ¥ MOPQOIOrniecknx npusHakos TMA
He BbI3Baja 00ECIIOKOGHHOCTh B OTHOIIEHM!M BO3MOXKHOTO aTUIIMYHOTO T'€MOIUTUKO-ypeMude-
CKOTO CMHJIPOMA, B CBSA3M C YeM, OCHOBBIBAsACh HAa MEXIYHAPOJHBIX PeKOMEHAALMAX 10 BEIECHNIO
NANJEeHTOB C MPOTEMHYpPYell pasIIMYHOro reHe3a, TaKTVKa JalTbHelIIeil Tepanuy 6bUIa BbIOpaHa
HepONpOTeKTUBHAS, O JUHAMUYIECKUM KOHTPOJIEM Tab0paTOPHbIX aHa/Mn30B [8].

Opnako B mocrenyiomeM y pebeHka 6pU10 3apUKCUPOBAHO 3 3MM30/1a OCTPOTO IOYEYHOTO
HOBpeX/JeHus, naboparopuble npusHaky TMA B Buzie KymM6c-HeraTuBHOI aHeMUN TsKENOI CTe-
neHyu, Tpombonuronenuy. C TOro >xe rnepuopa HabMIORAIOCH IPUCOERMNHEHNE TSKENOM apTepu-
A/IBHOV TUIIEPTEH3UN.

Bcem mamumeHTaM C TakuMMM 1abOpaTOPHBIMU MPOSIBIEHUAMU TpeOyeTcs MCCaefoBaHMe
koHLeHTpanyy JI[II, Maska nepudepryecknii KpOBM C OLEHKOJ KOMMYeCTBa IIM30IUTOB, YPOB-
HA C4- u C3-KOMIIOHeHTOB KoMIieMeHTa [1]. [lyia BbIABIeHMA AMCYHKIMM CUCTEMBI KOMIIIe-
MeHTa y peOeHKa JIMIIb BO BpeMs TPETbero 3MM30fia ITOYEYHOTrO MOBPEXEHUA OB MCCIeNo-
BaH C3-KOMIIOHEHT KOMIUIEMEHTa, 4TO SABMJIOCh Ba)KHBIM apryMeHTOM B IIO/Ib3y AaTUMINYHOTO
reMOJIMTHUKO-ypeMudeckoro cuuapoma. O0s3aTeNIbHBIM TaK)Ke SIBJISETCS VICCNIeOBaHNe YPOBHS
ADAMTS-13, anturen k geycrmpanpHoit JHK, Sm-antureny s uckmodeHus TpoMboLuTomne-
HIYeCKOII ITypIypbl, CUCTEMHOI KPAacHON BOTYaHKM KaK BO3MOXHBIX puunH TMA [9].

[Tpy OBTOPHOI TOCIIMTANN3ALMY B HAllle OT/ielieHNe peOeHKY ITOBTOPHO OBUIM MCK/TIOUEeHBbI
CUCTeMHasi KpacHas BOJYaHKA, TPOMOOIMTOIIEHMYECKas NMypIypa KaK BO3MOXKHbIE NPUYMHBI
pasButuss TMA. Ha ocHoBanuu penypusupyomux snnsonoB TMA (Kym6c-HeratuBHas aHeMus
TSDKEJION CTeleHM ¢ BbICOKUM ypoBHeM JIIT, runokommiementemus no C3, TpOMOOLMTONEHNS),
OCTPOTO IIOYEYHOTO IIOBPEXMEHMS, Pe3y/IbTaTOB MOJEKYIAPHO-T€HEeTUIeCKOTO MCCIeNOBaHMA
(rereposurorHas myranusa g.196697623G>T B B rene CFH y pebeHka M y Mmarepyu) [uarxHos
ObUI IepecMOTPeH B IO/Ib3y ATUIIMYHOTO T'eMONUTHUKO-ypeMU4ecKoro cuHapoma. IloBropHas
Hedpobuoncus He mposopmnack. C LeNbl0 KynMpoBaHUA abOPaTOPHOI aKTUBHOCTM 6o0res-
HIY ObUa HavaTa crenyduyeckas OMoIOrMYecKas Tepamus MOHOKIOHAIbHBIMU aHTUTETAMMU
(Oxynusymabom). Ilepen mHAyKuMell Tepammy IpoBefeHa BaKIMHALMs OT ITHEBKOKOKKOBOJ
Y1 MEHUHTOKOKKOBOJI MHpEKIMII. DKynmu3yMad sB/IgeTcs peKOMOVHAHTHBIM I'yMaHU3VPOBAaHHBIM
MOHOKJIOHQ/IbHBIM aHTUTEJIOM, CBA3BIBAIOIINM C5-KOMIIOHEHT KOMITJIEMEHTA, IIPefOTBpalas TeM
CaMBbIM M30BITOYHYIO aKTMBALMIO TePMIHAIBHOTO KOMIIIEKca KoMIieMeHTa [10].

B Hacrosiiee BpeMs pe6eHOK ITPpOfo/KaeT HONy4daTh TEPAINIO, JOCTUTHYTO BOCCTAHOBJIEHE
(GyHKLMI TTOYeK ¥ KyNpoBaHye 1ab0paTOPHBIX Ipu3HakoB TMA, IpOTenHypunL.

BMecTe ¢ TeM 3a mepuoy HaOMIOIEHMs B YCTOBUAX OMOMOTMYECKOl Teparyy 3adyUKCHpPOBaH
3MM30[] TSKENOV BHEOOIbHIYHOI THEBMOHMY, OaKTepyeMiist, pa3BuTie 1iaeodeMopanbHOr0 TPOM-
603a. Ha one TsKemnoil peHanbHOI apTepuaabHON IUIIepTeH3MM HAOMI0IaeTCs BTOPUYHOE peMofie-
JMpOBaHVe MIOKapAa 0 runeprpodpudeckomy tuny. OFHAKO Ha CETOHALIHMUI IeHb apTepuaabHOe
JaB/IeHMe CTaOMIN3MPOBAHO B YCIOBMAX MHOTOKOMIIOHEHTHOV aHTUTMIIEPTEH3MBHOI TePaIuiu.
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3AKJTIOMEHUE

ITpencTaBneHHbIT KIMHUYECKUI CITy4dall IEMOHCTPUPYET CIOKHOCTY JUMArHOCTUKYU BPOXK-
IeHHBIX Hedponaruit. TummyHas KapTHA IIOJTHOTO CYMIITOMOKOMITIEKCA He(POTUYECKOTO CHHJ-
poMa, Hajmuye MOpOIOrMYecKoll KapTUHBI, COOTBETCTBYIOIIEH BPOX/IEHHBIM (pOpMaM JaHHOTO
3a00jIeBaHMsA, KaK U IPEAINOIaranoch, Mpeforpee/ii AUarHo3. BolsiBieHHas reTeposuroTHas
myTauus B reHe CFH He HAaCTOPOXXI/Ia B OTHOILIEHNY BO3MOXKHOTO JMAaTHO3a aTUIIMYHOTO TeMOJIN -
TUKO-YPeMUYIeCKOTOTO CMH/POMA, TaK KaK OTCYTCTBOBA/IV TUIIMYHBIE TA0OpaTOPHbIE IPOSB/ICHNA
TMA. 310, B CBOIO 0Yepefib, OTCPOUMIIO HA4aIO OVMOIOTMYECKOIl Tepanuy DKyInusyMaboM, KOTo-
poe MOrIo ObITh MHAYLMPOBAHO YXKe BO BpeMs IIePBOTO 3MM304a OCTPOTrO IMOYEYHOTO MOBPEX-
nenys. [Ipo6eMbl paHHel JUAarHOCTYKY M Hayajla COOTBETCTBYIOIIETO JIeUeHNUsA IIPU aTUIIIYHOM
reMO/IUTUKO-YPEeMUUYECKOM CUHZIpOME IO Ceil JleHb OCTAIOTCA aKTyanbHbIMU. ITpornocTmueckn
HeO/IaronpysATHbIe MCXOABI (B TOM YIC/Ie JIeTAJbHBIN) TPeOyIT Oojee TIIATETBHOIO ITOAXOfA
U IeTJIbHOI OLI€HKM BCeX IO0Ka3aTesleil CO CTOPOHBI CIIeIMA/IIICTOB.
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HE®PONATUYECKUNA LLUCTUHO3

B.B. Manbuesa, II.B. Ananbun, T.B. Bamypuna, T.C. BosHeceHckas,
O.1. 3po6ok, A.H. ITpiruu

OBOCHOBAHME

Hedponarmyeckuit IMcTMHO3 — 9TO TsDKENIOe HAC/IeACTBEHHOe 3a00jIeBaHle, XapaKTepu3yo-
Ijeecsl HAKOIUIEHVeM BHYTPMIM30COMaIbHOTO IVICTVHA BO BCeX TKAHAX M OPTaHax, YTO MIPUBOAUT
K Pa3BUTUIO TEPMUHAJIBHOI CTaZMy o4edHoi HefocTarounocTy (TXIITH) 1 gpyruM BHenoYeyHbIM
OCJIOKHEHMSIM, Hanbosiee paHHUM 13 KOTOPBIX SIB/ISIETCS OT/IOXKEHE KPUCTA/IOB B KOHBIOHKTUBE
u porosuiie [1-5].

Ha ocHoBaHum Bo3pacta febioTa M TsDKeCTM Te4eHV BBIAENAIT MHPAHTUIBHYIO M IOBe-
HIIBHYIO (OPMY, CYyILIeCTBYeT ellle TaK HasbiBaeMas JOOpoKadecTBeHHas (popMa C MCKIOYU-
TE/IbHBIM IIOpaKeHUEM OpraHa 3peHud. BerpedaemocTb 3aboneBanus Bapbupyerca ot 1:200 000
1o 1:100 000 HOBOpOXKAEHHBIX (2, 3].

Hedponarmyecknit qucTuHO3 — camasi 4acTasi U3 BO3MOXKHBIX IIPUYMH Pa3BUTUSA TOYeY-
Horo cuHapoma QDaHKOHM B paHHEM HETCKOM Bo3pacTe. IlepBble yOMMHAHMS O IVMCTUHO3E
KaK O COYeTaHMM 3aJepXKM (U3NIECKOTO PasBUTUA, PaxmTa, IIIOKo3ypun u docdarypun
MOYXHO BCTPETUTh B pabOTax eBpOIEJICKUX aBTOPOB B Hayase IPOIUIOro Beka. KnmHmyeckas
MaHuGecTanys BO3MOXKHA y)Ke B IepBble MeCSIbl XM3HM peOeHKa, HO, KaK MPaBUIO, NIPUXO-
ANUTCA Ha 6-12-71 Mecsll, KOTia B pe3y/IbTaTe TeHepaJn30BaHHON AMCHYHKINM TPOKCHMATbHBIX
KaHaJIbl[eB B MOYY IIOCTYIaeT M30bITOYHOE KOJIMYECTBO BOJBI, T/IIOKO3bI, HU3KOMOJIEKY/ISIPHBIX
0enkoB, 6ukapbonara, ¢pocdaros, Kanblysi, MOUYEBOV KUCIOTDI, Kalus, HATPUS U HEKOTOPHIX
aMMHOKMCIIOT [2]. B mocnenyromeM oTMedeHO mporpeccupoBaHue 3aboneBanns K0 5-i cTaguu
xpoHnyeckoit 6onesnn nodek (pCK® <15 mu/mun/1,73 m?) B cpesHeM K Bospacty 10-12 et
IpY OTCYTCTBUM JedeHus [1-5].

JluarHocTrka 60j1e3HM B HACTOsAIIee BpeMsA OCHOBaHA Ha 0OHAPY)KeHUY KPUCTA/IIOB LIVICTHU-
Ha B POTOBHIIE C IIOMOIIBIO II[e/IeBOJI JIAMIIBI, XpOMaTO-Macc-crneKTpomMeTpudeckoM (XMC) aHa-
NM3e UMCTUHA B JIEVIKOLMTaX KPOBM, KOTOPbI/ B HOpMe JJO/KeH ObITh MeHee 1,0 HMOb %2 nucTu-
Ha/Mr 6efKka ¥ MOJIEKY/IIPHO-TeHETUYECKOM IOATBEP>KeHIN, TTONCKe OMaslIe/IbHbIX MYTalluit
B rene CTNS [1].

B mpuBeseHHOM HIDKe KIVHWYECKOM CIydae OMMCAHbI Pe3y/IbTaThl M ONBIT JIUTETBHOIO
nedeHys pebeHKa ¢ HeppOIaTMYECKMM LUCTVHO30M ITOCTIe YCTAaHOB/IEHNMS JYIarH03a U MHUIALIAN
[IepOPaIbHOI TTaTOTeHETUYECKON Tepanuy IjycTeaMiHa OMTAapTPaTOM B COYETAaHMU C MECTHON
Tepanueil B BIJie IIa3HBIX KalleJIb, COAePKAIINX IIVICTeaMIH.

KJTMHUYECKWUA NMPUMEP

“' O MALIVIEHTE

HeBouka P., B Bo3pacTe 2 rofa 10 MecsneB mocTynmia B HepoOIOrmIeckoe OTHeIeHNe
OTAY «HMIUILI 3popoBps pereit» MuMHMCTEpPCTBa 3ApaBoOXpaHeHMs Poccum ¢ xamoba-
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MU Ha IO/INYPUI0, TONUAUICKIO, CTA0OCTD, HapyLIeHME
IMOXONKM. VI3 aHaMHe3a M3BECTHO, YTO C 6 MeCsAIleB OTMe-
4YeHO OTCTaBaHue B GU3MYECKOM pasBUTHM, B 12 MecsiiieB
C Ha4aJIOM CaMOCTOSATEIbHO XOAbObI MoABMIACh fedop-
Malus HYDKHUX KOHeuHocTell. B 1 rox 3 Mmecaua popu-
Tenu oOpaTWIM BHUMaHMe Ha HOJIUYPUIO, MOMUAUIICUIO
1o 3,0-3,5 mUTPOB B CYyTKM, a TaKXKe 3MU307bl CcyOde-
OpuiIbHON TeMnepaTypsl Tena. B 1,5 roga npu obcneno-
BaHMM IO MECTY >KUTE/IbCTBA BBIAB/IEHA TMIIOKATNEMUS
1o 2,0 mmons/n (HopMma 3,3-5,0). C 2 et sanmusopmdeckas
pBOTAa B yTpeHHMe yachl. [lo /1aGopaTOpHBIM JaHHBIM
OTMedajach ClefioBas MpoTerHypus (6e1ok B Modye —
mo 0,3 r/n, Hopma — pmo 0,25 B pasoBBIX MOPLUAX),
aHemus nerkoit crernenu (Hb 103 r/m, Hopma 110-135),
HOBBILICHHBI CLIBOPOTOYHBII KpeaTVHMH (64 MKMOJIb/ T,
HOpMa 27-62), runodocdaremns (0,8 MMonb/m, HOp-
ma 1,2-2,1), noBbleHne mienovyHoit docdarassr mo
1810 En/n (Hopma — mo 400), MeTabonmyeckuii anu-
no3 (SB 16,8 mmonb/n, HopMma 22-28, BE -9,5 Mmmons/n,
HopMa oT -2 mo 2). ITocme 2 jeT BbIAB/IEHA ITIOKO3YpPUS
P HOPMaJIbHOM ypPOBHE IJIIOKO3bl B KpoBU. [leBouka
B KayecTBe TepallMy IIOJy4Yasia PacTBOPBI, COfepKalie
VIOHBI Ka/IVs, LUTPAThL, foOaBKM B Bue ¢pocdarTos, BUTA-
muH D. HacneacTBeHHBII aHaMHe3 110 3a00eBaHUAM
IIOYeK He OTArolleH. Ponmmack B CpoK myTeM KecapeBa
ceyeHus. Macca npu poxpgennn 2900 r, ginHa tena 52 cMm,
o mkane APGAR 8/9 6annos.

Puc. 1. leBouka P.,
2 ropa 10 mecsiueB
C HechponaTUYeCKUM LUCTUHO3OM
npuv NOCTYMNJIeHUM B OTAENeHne

OU3NKAJIBHAA JMATHOCTVIKA

Ha momeHT ocMmoTpa (puc. 1) ¢pusmdyeckoe pa3BuTyie O4eHb HU3KOE (II0 POCTY U BeCy HIDKE
3 mepuentuns). Poct ctoa — 80 cm (SDS (pasHmua Mexay cpefHuM apudMeTHIecKuM 1 M3Me-
PEeHHBIM 3HaueHMeM) pocTta -3,1), Bec 10 kr (SDS Beca -3,1). Ko>xHbIil IOKpOB O/1efHbIIT, yMe-
PEHHOI BJIQKHOCTY, YMCThIA. IIOAKOKHO-XMpOBasA KleTdaTKa pa3BuTa cmabo. Paxmrmdaecknme
VI3MEHeHN:A: pa3BepHyTas alepTypa IPYAHON KIETKM, Ba/lbrycHas AedopManysa HIDKHUX KOHed-
HoOCTell. MbIIIeYHBIl TOHYC CHVDKEH. ApTepuanbHOe faBienne Ha pyke — 80/40 mm pr.cT., YCC —
100 ymapoB B MUHYTY.

\—
IIPEJIBAPUTE/IBHBIV OIVIATHO3

Huarnos: «CuappoM PaHKOHN» YCTAHOBJIEH HA OCHOBAHUY JAHHBIX O AMCHYHKLIMU ITPOKCHU-
MaJIbHBIX I0YEYHbIX KaHa/IblieB. [JaHHBI CUHPOM MOXKHO paccMaTpuUBaTh B paMKax IEPBUYHOTO
3aboneBanus (nauonarnyeckuit cupoM @aHKOHM), TaK M BTOPUYHBIM IO OTHOLIEHNIO K IIVICTHU-
HO3y, Ta/laKTo3eMuu, Tuposunemun (tu 1), rmkoreno3y (tu I), 6onesun Bunbcona-KoHoBanosa,
LUTONATHAM, TOKCUYECKOMY [IeICTBUIO IEKAPCTBEHHBIX NIPENapaToOB MM COJIEN TSAXKEbIX MeTall-
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noB. VI3 nuddepeHnnaapbHoi AUarHOCTUKY OBUIM MUCKTIOUeHbI 6one3ub Jlenta u cunppom Jloy,
IpMHUMasA BO BHUMaHMeE IPYHAJJIEKHOCTD MALIEHTKN K )KEHCKOMY IIOTY.

— ) NIMHAMIKA Y1 UICXOOBI

[Ipn mocrymnenun B LleHTp B Bospacte 2 yeT 10 MecAleB NO 7abOpaTOpHBIM HaHHBIM
B o0IleM aHamuM3e MOYM OTMeYeHa IMIKo3ypus, mporenHypus 0,2 r/mn. B obuexnnHu4eckoMm
anamuse kposu: anemust (Hb 70 r/n, Hopma 115-140; spurpouutsr 2,45x10'%/11, Hopma 3,9-5,3).
B 6uoxumMmyeckoM aHanm3e KpoBM: I'MIlepa3oTeMus (KpeaTMHMH CbIBOPOTOYHBIN 111 MKMOJIB/N
(pCK® mo IIBapryy 32 mn/mus/1,73 m2), moueBrHa 8,6 MMoIb/11, HopMa 1,8-6,4), Ha $hoHe nprema
OTHOCHUTE/TLHO HEBBICOKOI J03bI $pochaToB U Kamus XJIOpY/a BBIABIEHBI HOpMa/bHbIE ITOKa3a-
Tenu B KpoBu Kanus 4,8 Mmmornb/n n docdopa 1,7 Mmmons/, amannHaMuHOTpaHcdepasa 23 En/n
(Hopma — po 40), acnaprarammHoTpaHcdepasa 36 En/n (Hopma — po 42), menounas ¢ocda-
tasza 214 En/n, ceiBoporouHoe xene3o 8,1 mMkmonb/n (Hopma 9-21), MeTabonmyeckuil anumos
(pHxk 7,262, SB 13,1 mmonb/n, BE -14,5 mmonb/n).

[TpoBenen ocmoTp odranbmonorom. Ilpu momomy 1ieneBoit TaMIIbl OBV BbISIBIEHBI KPU-
CTaJUIBI IMCTVHA B BUJIE UTOIBYATHIX OTIOXKEHMIT B pOroBuiie (puc. 2), 4TO IO3BOIMIO YCTAHOBUTD
B Bo3pacre 2 jieT 10 MecsilieB OKOHYATe/IbHbIN yarno3: «Hedponarnyecknit uucTHO3. BropnyHbiit
curzipoM [le Toun-Jlebpe-Pankonn. XpoHudeckas 60/1e3Hb ovekK, 3-1 crapus. Keparonarusa o60-
ux ria3 (OU)», MOBIeKIINIT COMYTCTBYIOIIVE OCTIOKHEHVS B BIJie aHeMUM, JeopManuy HYDKHUX
KOHEYHOCTelT, XPOHIYECKOT 0€/TKOBO-9HEPreTMYeCKOi He[IOCTaTOYHOCTH. B fanbHerieM graruos
HNOATBEPKJI€H MOJIEKY/IAPHO-TeHEeTUYECKUM MCCIEeNOBaHNEeM, KOTOPO€e BBIABUIO NPOTSKEHHYIO
menenyio 57kb del n maTorenHbIt BapuaHT ¢.785G>A, p.W262* B rene CTNS.

C Bospacta 3 roma 6 MecsAlleB MHULIMMPOBAHA IepopajbHasg Tepanmus LMUCTeaMUHA
ouraprpara B HavanpHOM fode 0,2-0,4 Mr/M?/CyTKM C IIOBBIIIEHNEM HO TEPALEBTIIECKOI
1,1-1,3 mr/m?/cyTku, paspeneHHas Ha 4 mpueMa. B mocrmenymomieM [06aBlIeHO MCIIOIb30BAHNUE
IJIa3HBIX KalleJlb, COAep KallMX LycreammHa ruppoxnopup 0,55%. B ormeneHun mposopuniach
CUMIITOMATM4eCKas Tepamys, HallpaBleHHas Ha KOPPeKIio aHeMuy (PeKOMOVHAHTHBIN 9pUTPO-
HO3TVH, TIpelaparsl )enesa), MeTabomdeckoro anyosa (5% pacTBop rupokapOoHaTa HaTpus),
dbocdhopHo-KkanbLKeBoro oomMeHa: (anbdakaabiygon, ¢pocdarcopepkamine mpemnaparsl), FOpMo-
HaJIbHas 3aMeCTUTeNbHas Tepanus (JIeBOTMPOKCYH), IPOBOANUIACH HeQpOIPOTEeKTUBHAs (9Haa-
npui), MeTaboyueckas Tepanus (JIeBOKapHUTYUH).

[Ipr mocnepymomMUX TOCHUTAAU3ALMUAX
B Halle OT/e/eHMe Ha (oHe CUMIITOMaTnye-
CKOJl M IIaTOr€HETUYECKOV Tepamuy OTMedYe-
HO 3HAUMTEJIbHOE YIy4lleHNe CaMOYyBCTBMUAL
JleBouka cTana mpuOABIATH B Bece M POCTe,
HOPMa/IM30BajIach JIBUTATelIbHAs aKTUBHOCTD,
nedopManVy HYDKHMX KOHEYHOCTeW CTaju
MeHee BBIpaXeHHbIMI (puc. 3), cTabuausupo-
Ba/MCh abopaTopHble IMokasareny. OyHKIMA
IIo4YeK ocrasajach cHIKeHHoi, pCK® coot-
BETCTBOBa/la XPOHUYECKOV 00e3HM IOYeK
3-4 crapyu. Ha ¢one Tepanuu uccregoBanach
KOHUEHTpalyuA LUCTUHA, 3HAaYEeHUA KOTOPOU
Puc. 2. Kpuctannbl ULMCTMHA B LLENIEBOM NlamMne 6pUIn HIDKe 2,0 HMOIbYamucTuHa/Mr Oeika.
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Ha MomeHT o6cnemoBaHusi B OTHerne-
HNMU B Bo3pacTe 14 jner 4 MecsAleB POCT CTOSA
coctaBun 134 cm (SDS pocra -2,42), Bec 39 kr
(SDS Beca -0,42). Ilo mabopaTOpHBIM pJaH-
HBIM COXPAHS/INCH ITIOKO3YPUs, IPOTENHYPUS
0,5 r/n, Hb — 115 r/n, spurpouursr 4,11x10'%/71,
Kamit 4,65 Mmonb/n, dochop 2,2 MMONb/I,
wenovyHast ¢ocdarasa 372 En/n, cbIBOpOTOUHBII
kpeatnHuH 300 mxmonb/n (pCK® mo IIBapiy
16 mi/mun/1,73 m?), moueBrHa 21,8 MMOJIB/JI.

[Tocne mMMTENTPHOTO COBMECTHOTO HAOMIIO-
feHVsl HedposoraMyu ¥ TPaHCITAHTONIOTaAMMU
B flekabpe 2020 r., B Bo3pacte 15 et 5 mecs-
IleB peOeHKy BBINOJIHEHA a/UIOTPAHCIIAHTA-
111151 TIOYKY OT POJICTBEHHOTO AOHOPA, QYHKIINS
TpaHCIUIAaHTaTa B HACTOsIee BpeMs Y/OBJIET-
BOPUTE/IbHAS.

W

ITPOTHO3

IIpn oTcyTCTBMU NIedeHMs HMPOTHO3 3a60-
JleBaHMA KpaliHe HeO/IarompuATeH B OTHOIIe-
HMJM TOYEYHOU (YHKINM, 3KCTpapeHalIbHbIX
ocnoxxHenmit (puc. 4). Pannas Bepudukanysa
AVarHO3a U IIOC/IeAYIONas MHUIVIALVIS Tepanmm
VIMEIOT 3HAa4MMOe NPOTHOCTUYECKOe BIIVSHUE.
B moye4yHOM TpaHCI/IaHTaTe BO3BpAT 3abore-
BaHMA He OINCAaH, OJHAKO JUIA IIpefoTBpallle-
HM Pa3BUTHA BHEIOYEYHBIX OCTIOKHEHUI [IeBOYKA IO/DKHA ITOXKU3HEHHO IPOJO/DKUTD IIpUeM
IMICTUH-UCTOIAOIIEll TepaIuy IepPOPabHO U B BUJe ITTA3HBIX KaIle/b.

Puc. 3. [leBouka P., 10 net ¢ HecbponaTuyeckum
LMCTUHO30M NMpPU NOBTOPHOW rocnuTanmsaumm

OBCYXAEHUE

Masas 0CcBeIOM/IEHHOCTb MEAMLMHCKIX PAaOOTHUKOB MEeANaTPIYECKOTO 3BeHa U OTCYTCTBIE
HACTOPOXXEHHOCTM B OTHOIIEHMM PeNKMX OO/e3Hell, Y4MThIBasA HecHelM(PUIHOCTb MX PaHHUX
K/IMHUYECKUX NPOSB/IEHMII, CIIOCOOCTBYIOT HECBOEBPEMEHHOCTY IMATHOCTUKE VI OTK/IA/IbIBAHUIO
Hayasla Tepanum.

B Hamem ciyyae OKOHYATe/IbHBII MarHO3 peOeHKY ObIT YCTAHOBJIEH C ONO3/aHIeM, YIUTbIBAs
Pa3BUBIIYIOCA TUIINYHYIO KIVHIYECKYI0 KapTIHY B paHHeM BO3pacTe: 3aJiepKKa (pM3M4ecKoro pas-
BUTHS, paxuT, cuHApoM PaHKoHM. [TaTOTHOMOHMYHBIM CHMIITOMOM LIMCTVMHO3a SIB/IAETCS OOHApY-
KeHIe KPMCTA/I/IOB IYICTVHA B POTOBMIIE IIPUMEpPHO Hocre 1,5 net. BaxkHas 0oco6eHHOCTh ocMoTpa —
IIPOBeJIeHYIe €TO TPV IIOMOLIN Ije/IeBOTI TaMITbL. [1py 06BIYHOM OCMOTpe OT/IOKEHN S He BUJIHBL.

HecmoTps Ha JOCTaTOYHO MO3MHMI 110 IUTEPATYPHBIM JAHHBIM BO3PACT MHULMALMNA I1ATO-
TeHeTNYeCKOJ Tepanuy, OblIM MOTyYeHbl XOPOIIVe Pe3yIbTaTbl B OTHOLIEHNY (PYHKIVMM HAaTUB-
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Puc. 4. OCHOBHbIE KNTMHUYECKUE NMPOSABAEHUS LUCTUHO3A Y NALMEHTOB,
He nonyyaBlwux umcreammH TXMNH: TepMUHanNbHaa XpoHMYeCcKasa noyeyHass HepoCTaTouYHOCTb [5]

HBIX [I0YeK y ManueHTKu. [IpueM nmcTeaMuHa 6uTapTpara He OKasbIBaeT B/IUAHNE HA IIPOsBIIE-
Hus curgpoma @ankoHNu, HO 3G (deKTUBEH B IIaHe 3aMeMIeHUsI CKOPOCTU MPOrPecCUPOBAHMS
no TXITH. Bompoc o nenecoo6pasHocTu HeppONPOTEKTUBHOI Tepanyy IperapaTaMi 13 IPYIIIbI
MHIMOUTOPOB AHTMOTEH3MHIIPEBPALAONIero (GepMeHTa B OTHOLIEHUM YIydIIeHus QYHKIUN
II0YeK IIpY JAHHOJT 60JIe3HN He MOTYYN/I OKOHYATeIbHBIX YOeAUTeIbHbIX HaHHBIX [6].

Hetn ¢ HedponaTM4ecKyM IVICTMHO30M, HAayaBIINe paHHee JIeYeHNe, ITI0OKa3aay XOPOIIYo
CKOPOCTB JIMHEITHOTO pocTa [6]. B HeKOTOPBIX C/Ty4asx IMpUMEHATAch Tepamyisi TOPMOHOM POCTa,
OT KOTOPOJI pOANTEN HAIIel MalMIeHTKI OTKa3aJIVCh.

Hy>XHO OTMeTuTh, 4TO He TOJBKO paHHee Hadajo, HO U OecIpepbIBHOE JIeYeHNUE VIMEIOT
3HaueH)e B OTHOIUIEHWM Pa3BUTH OCIO>KHEHMIT, KOTOpble OBbIIVM BBISB/ICHBI Yy OOJBHBIX IIOCTIE
TPAaHCIUIAHTALUM TIOYKM B CBA3M C YBEIMYEHMEM IPOLO/DKUTEIbHOCTY XXIU3HU. BakeH U MOHU-
TOPMHT T€palllyl, OCHOBAHHBIN HA MICC/IEIOBAHMI KOHLEHTPALMI LVICTUHA B JIEMKOLMTaX KPOBHU.
[Tpn pocTvoKeHUM KOHLEHTpanuy Hioke 2,0 HMOIbY21ucTHA/MT 6efika 60/IbHbIE MEIOT 3HauM-
TEeJIbHO HVDKE PUCK Pa3BUTHI BHEIIOUYEYHBIX OCIO>KHEHUI [3].

K HacTosmeMy MOMEHTY NPOJO/DKAIOTCS paspabOTKM HOBBIX 9((EeKTUBHBIX IPeIapaToB
B OTHOLIEHNM LIVICTVHO34a, B TOM YMCJI€, C MEHBIIVM KOJIMYECTBOM HEXKe/IaTebHbIX ABJIEHNIA, K Hau-
0071ee YaCThIM U3 HIX OTHOCST HETIPUATHBDII 3a11aX KOXKY, IIPOO/IeMBI XKey0UHO-KUIIIEYHOTO TPaK-
Ta, TA/INTO3, HEMTPOIIeH N, ajyieprudeckue peakunn [3]. KpaitHe Ba)kHO OTMeTUTBD, 4TO OpdaHHbIe
Ipemnaparpl IJMCTeaMyHa OMTapTpar ¥ IycTeamyuHa rupgpoxaopup 0,55% He 3aperncTpupoBaHBI
Ha Teppuropun Poccuiickoit @efepanuu, 4ToO CO3AAET ONpee/IeHHble TPYAHOCTY B JIEYEHUI.
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3AKJTIOMEHUE

Hedponarnyeckuit nucTMHO3 — pefKoe HACAeNCTBEHHOe 3abojIeBaHMe, PaHHUMY IPOSB-

JIEHVAAMU KOTOPOTO SIBJIAIOTCA MOYeYHBINI cMHAPOM DaHKOHM, KepaTonaTysA 3a C4eT OTIOXKEHUII
KPUCTAJ/IOB LMCTMHA, XapaKTepU3yIoLieecsd HEYK/IOHHO IPOTrPECCUPYIOLIM TEYEHNEM B OTCYT-
cTBUM Tepanuu. JIMarHo3 NOATBEP)KJAETCA Ha OCHOBAaHMM BBICOKOJM KOHILIEHTPALMM LMCTUHA
B JISVIKOIIUTaX Iepudepndeckoil KpOBU, MOITEKYISPHO-TeHETUIeCKOI AVarHOCTHKMY, HaIllpaBJIeH-
HOJI Ha IIOMCK TOMO3UTOTHBIX MyTanuit B reHe CTNS. PaHHAA MHNIIMALNA TePAaNM CIOCOOCTBYeT

YAIYYIIE€EHNIO IIOY€YHbIX ¥ BHEIIOYEYHBIX IIPOTHO30B, ITPOAO/DKUTEIbPHOCTI XU3HU.
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NMEPBUYHASA TUNMEPOKCAJTYPUA | TUTA

P.A. Huxkonaesa, T.B. Bamypuna, I1.B. Ananbun, A .H. Ilpirnn

OBOCHOBAHME

B muposoit mpakTuke nepsuyHas runepokcanypus (III) Bctpedaercs kpaitHe pelKo, acTo-
Ta 3aboneBaHnsa cocraisger or 1 go 3 caydaeB Ha 1000000 Hacenenns B EBpone n CeBepHoit
Awmepuke. Cooburaercst 0 60j1ee BBICOKMX ITOKa3aTe/sAX B M30/IMPOBAHHBIX ITOMY/IALMAX, B YaCTHO-
ctu, bimxuero Boctoka u CeBeproit Appuku [1-3]. Ha cerogHAITHNUI IeHb HET TOYHBIX TaHHbBIX
0 ero pacrpoctpadeHHocTu B Poccuiickoit @enepanyn.

B Hacrosmee Bpems omycano Tpu gopmel I1I, cpean koTopeix I tun cocrasisgeT okono 85%
ot Bcex cmyvaes, 1T I tuma 8-10% u I III tnma 5-7% [2]. B ®TAY «HMUII 3popoBbs meTeit»
MunncrepcTBa 3ppaBooxpaHenns Poccuu (mamee — llenTp) 3a mocnepnue 10 et mpornede-
HO 9 fieTell ¢ TaKMM [IMarHO30M, HO JaHHBIN C/Iy4ail YHMKaJIeH OBICTPBIM NPOTrpeccupOoBaHMEM
IIpY IIEPBMYHOM OTBETE Ha Tepaluio.

KJTMHUYECKWUN NMPUMEP
® O

Majpuuk A., BO3pacT 5 JieT, FOCIUTaIM3UpPOBaH B Hedponorndeckoe ornenenne B mae 2012 .
C xanobamy Ha KXy U IOJINYPUIO C pOXKIeHNs, HeppOKaIbIHO3, 00pa3oBaHye M OTXOX/IeHIe
KOHKPEMEHTa.

/13 anamHe3a: pe6eHOK OT 5-i1 6epeMeHHOCTH, 5-X CPOYHBIX POJOB Ha 39-11 Heflese recTanuy,
¢ oneHnkoit o mkane APGAR 7/8 6amnos. Poct n pa3Butie — COITTACHO BO3PACTHBIM HOPMaM.
C oTATOLIEHHON HACTEeACTBEHHOCTDIO: Y POIHOI CeCTphbl He(ppOKaIbIIIHO3, BBIABIEHHBIN B BO3-
pacre 2,5 ner, runiepokcanypus. VI3BecTHO, YTO ¢ poxkeHNA y pebeHKa Hab/II0amach IOMUANIICHSL.
B Bospacrte 2-x net (2009 r.) npu nposenenuu Y3V nmoyek o6Hapys>keH HepOKaNIbLIMHO3 2-i1 CTa-
muu. Takxke oTMeuanach abakTepuanbHas JeNKOUUTYypus (nerikonutel 10-20 B morie 3peHns).
B Bospacre 3-x et (2010 r.) mpu o6¢cIenoBaHNY B CTallMIOHApe 10 MECTY XKUTE/NIbCTBA BBIABICHA
runepokcanypus 45 mr/1,73 m?/cyT, no Y3V noprBepx/eH HeppokampuuHos 2-it crapguu. Tepanus
He npoBoauack. [Ipu moBTopHOM 06CIenoBaHNY B Bo3pacTe 4-x neT 9 mec (despanp 2012 1.) —
runepokcanypus 85,7 mr/1,73 m?/cyT. BriepBble BbISBIEHO INOBBILIEHVE YPOBHsI CBIBOPOTOY-
HOTo KpeaTuHMHa 10 80 MKM/JI ¥ CKOpOCTM KiIyO6oukoBoit ¢unbTpanum (mo ¢popmyne IlIBapiia
67,2 mn/muH). Ilo manueM Y3V, HedpokanpuyHos 2-1 cTaguy, HedpommTuas cueBa (pasmep
KOHKpeMeHTa — 8,1 MM). B MapTe oTMe4eH IPUCTYII MIOYEYHON KOMMKYU C MOCeAYONIM CaMO-
CTOSITENIbHBIM OTXOXKJIeHVeM KOHKpeMeHTa (6X6 MM).

Pesynvmamuvt 06cnedoeanus (npu nepeoii zocnumanusauyuu 6 Llenmp)

ITo AJaHHbIM KIVMHNYECKOI'O aHa/l1M3a KpOBM U KNCJIOTHO-OCHOBHOI'O COCTOAHMA OTK/JIOHEHU
HE BbIABJICHO.

170



B 6moxummyeckoM aHanmmse KpOBU: Kpea-
TUHUH 74 (HOopMma 27-50) MKMOJB/JI, MoOdYe-
BrHa 6,8 (Hopma 1,8-6,4) MMOB/N, KanbLuii
2,5 (mopma 2,3-2,7) mmonb/n, ¢ochop 1,37
(nopma 1,2-2,1), natpmit 140 (Hopma 134-145)
MMoOnb/ 1, Kamuit 4,5 (3,4-5) MMOJIb//I, MarHUI
0,71 (0,78-0,99) mmonw/n. IlapaTupeonpHbIin
ropMmoH 78,3 (Hopma 10-65) mr/miL.

Bbroxumudeckuii aHanus moun (pasoBast
nopums): okcajgat/kpeatuHuH 0,22 (Hopma
<0,13) MMOIB/MMONb, KaabLWIi/KpeaTUHNH
0,09 (mopma 0,05-1,1) mmonb/MMonb, ¢oc-
¢dop/kpeatunnn 2,1 (Hopma 1,2-8,0) mmosb/
MMOJIb, MOYeBas Kuciaota/kpeaTuHuH 0,5
(mopma 0,4-1,1) MMOIB/MMOIb.

Broxumudecknit aHamm3 MO4M (CYTOYHBIN):
okcamat 1,35 (Hopma <0,46) mmonb/1,73 m?/cyT,
kanpiyii 0,03 (Hopma <0,1) MMOJB/KI/CyT, MOYe-
Bas kucmora 0,08 (Hopma <0,1) MMOMB/KI/CyT,
docdop 0,6 (Hopma 0,6-0,8) MMONIB/KT/CYT. __JL,... W ’| “ R TR

OO6wmit ananus Moun 6e3 OTKIOHEHMIA. CaC,0 H,0

VY3 1mouek: neBasg IO4YKa 75%X25 MM,
B MeIY/UIIPHOM CJI0€ — TUIIePIXOTeHHbIe NVpa-

Puc. 1. Y3U — KapTuUHa MeaynnsipHoro
HedpoKanbLMUHO3A

Odpazen

MUKV C aKyCTUIECKOI TeHbIO (IIpU [IBETOBOM J

JIOMIIIEPOBCKOM KapPTUPOBAHUM MHOYKECTBEH- L) ) 1I1 Jd gkt s
10 20 EL 40 20 60

Hble MUKPOIUTBI C 3(PPEKTOM «XBOCT KOMe- 26

TBI»). IIpaBas nouka 79x31 MM, B MEIYIAPHOM
CJI0€ — TUIIEP3XOT€HHbIe NMMPAaMULKN C aKyc-
Ttideckoit TeHpio (mpu LIJIK — MHOXecTBeH-

Puc. 2. laHHble audpakKTorpaMMbl MOYEYHOroO
KaMH$, B COCTaBe KOTOPOro NpUcyTCcTByeT
MOHOruapar okcanart Kanbuus, 100%

Hble MUKPOJIUTHI ¢ 3PPEKTOM «XBOCT KOMETBI»
B Bue CKorteHmit) (puc. 1).
Y3V BHyTpeHHUX OPraHOB, CepALa 63 3XOCTPYKTYPHOIL IIATONIOTUIL.
Pentrendasosblit ananm3 KoHKpeMeHTa: 100% MOHOIMApAT OKCamaTa KaabIys (puc. 2).
B3asAT obpaser; KpoBY /IS BBIIOTTHEHM S MOJIEKY/IIPHO-TEHETUYECKOTO VICCTIE{OBAHMS C IIe/IbIO
IIOMCKA MyTaLMii IIPY IIEPBUYHON TUIIEPOKCATY PUMN.

) OU3UKAJIBHAS OUATHOCTUKA

ITpu mocrynieHnn cocTosAHMe CpefHell cTenenyn TshKecTn. Pusnmyeckoe pasBUTHE CpefHee,
rapMoHuyHoe: pocT 110 cm (50 meprenTnb), Macca tena 18 kr (50 meprenTunb). Ko>xHble TOKPOBBI
(bu3MoIOrNYecKoi OKpacky, 4ncToie. bes BUaMMBIX nedopmanmum KocTeit ckeneta. [JbixaHue Be3u-
KYJIAPHOE, IIPOBEJEHN€ PABHOMEPHOE, XPUIIOB HET, YaCTOTA JbIXaTe/IbHbIX IBVOKEHNIT — 23 B MUH.
OyHKIMA CEPAEYHO-COCYAUCTON CUCTEMBI B YJOBIETBOPUTENBHOM COCTOSAHMU. ApTepuanbHOe
masienue np.p. 100/60 mm pt.ct. AIl neB.p. 100/56 mm pr.ct. YCC — 92 B MmH. JKuBOT MAr-
KUii, Opy majbnanyy 6e36onesHeHHbIN. [ledeHb u cene3eHKa He yBenudeHbl. ModencryckaHue
He HapylleHo. [Jnypes aleKBaTHBIIL.
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\—
IIPEIBAPUTEIBHBIN NMATHO3

[TepsnuHas runepoxcanypusa. HedpoxanbiuHos, 3 crapgua. XpoHudeckas 00e3sHb IOYEK,
2 cTagus.

JlnarHo3 BpICTaB/IeH Ha OCHOBAHMM JAHHBIX O HAIMYMM HAC/IeICTBEHHOTO XapakTepa 3abore-
BaHMsA, TUIIEPOKCaTypun, HeppoKalbIMHO3a, OKCAJTATHOTO HepOIUTHas3a, CHYDKeHUA QYHKINN
HIOYeK 110 KITyOOUKOBOII GUIBTPALIUIL.

OTUHAMUKA U ICXOTIbI

B xoze ganmbHeriero HabMONEHNA IIOTYYeH Pe3y/IbTaT MOIEKY/IAPHO-TeHeTIIeCKOTo 00ce-
JOBaHM: BBIABJICH IIaTOTeHHBI BapyuaHT ¢.33dupC (HI971435) u penenys ¢.959_960delCA B xoM-
HayH/-TeTePO3UTOTHOM COCTOSSHUM B reHe AGXT, 4TO NO3BONMMIO OKOHYATEIbHO IOATBEPAUTD
nuarnos: «Ileppyanas runepokcanypus I tnmar.

PeGeHKy peKOMeHIOBaHa Tepamys, HallpaB/leHHas Ha CHVDKEHME SKCKpeIVV OKCaJIaToB,
3aMeJJIeHIie [IPOrpeccupoBanus HepoKanbLMHO3a U HpefoTBpalleHne 00pa3oBaHMs KOH-
KpPEMEHTOB.

B tevenne 3,5 net (c Mast 2012 r.) pebeHOK mocTostHHO nony4an [npumokcun 10-14,5 mr/kr/cyT,
IUTPATHYIO CMech (HaTpusA UMUTpaT/Kamis rugpokapOoHar/mMoHHas kucnota) 0,1-0,6 MMOJB/KT/CyT,
MarHusA opoTar 27-62 Mr/Kr/cyT.

[Ipu obcnenoBanmuy yepes 6 MecsleB OT Hayana Tepanvu (sHBapb 2013 I.) OTMedeHa 1OJIo-
JKUTeNbHAs JYHAMIKA B BUJie CHYDKEHVISI 9KCKpeluy okcanaToB o 0,39 mmornb/1,73 M2/cyT, chiBO-
porouyHoro kpearrHnHa — 10 58 mxmonb/n (CK® 73 mn/mun). [lo ganusiv Y3V, kpome Hedpo-
Ka/IBIIVIHO3a 3-11 cTajjuy OOHapy»KeH KOHKPEMeHT IIpaBoil Mo4Yky pasmepoM 11 mm. C momolpio
KT noarBepx/ieH HeppOKaIbIMHO3, 2 TAKXKE eVHNYHBI KOHKPEMEHT 4,5X6X7,5 MM B IIPOEKIIN
JIOXaHKY IPaBoil NOYKM (puc. 3).

CormacHO JaHHBIM CYTOYHOrO MOHMTOpMpoBaHMA All, IMarHOCTMpoOBaHa apTepuanbHas
TUIepTeH3Ns 1-il CTemeHN, HayaTa Tepamys VMHIMOMTOPOM aHIMOTEH3MHIIpeBpalamiero ¢ep-
MEHTA SHA/TAIPUIOM B HadajbHOI fose 0,13 mr/kr/cyt (2,5 mr/cyT). Ilpenapar otmMeHeH amb6yria-
TOPHO, CAMOCTOATE/IBHO.

Taxum obpasom, B sHBape 2013 r. ycra-
HOBJIEH KIMHMYeCKMil auarHo3 «Ilepsuynas
runepokcanypus, I tun. Hedpokxanbimuos,
3-1 cragusa. XpoHudecKas O0O0Je3Hb IIOYEK,
2-a cragusA. PenanbHas aprepuanbHas TUIEp-
TeH3us, 1-a crenenp. Hedponutnas: KoHKpe-
MEHT IIPaBOI ITOYKN».

B ¢eppasne 2013 . B yponorn4eckom otze-
nenuu IleHTpa ocyljecTBIeHa IUTOTPUIICUA
KOHKpPEMEHTa IpaBoil Mo4yku. [lanpHeitiee
CaMOCTOATENIbHOE OTXOXK/I€HNE KOHKPEMEHTOB
(mo 5 Mm) mpoucxopmno B aBrycre 2013 u mae
2014 ropa.

3a mepmop HaOMIOJAEHUA C CEHTAODA
2013 mo mapt 2015 ., SKCKpeuus OKCalaToB
Puc. 3. KT-kapTuHa HethpoKasnbLIMHO3a, cocrapysna 0,55-0,62-0,76 mmonb/1,73 m?/cyT,

KOHKpeMeHTa NpaBo Nouku CBIBOPOTOYHBIN KpeaTMHMH 63-82 MKMOIb/I
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(CK® 68-60 mn/mun). I[To Y3U: nHedpokanbimHos 2-3 cTafuyu, KOHKPEMEHTOB He OIPefesiioch.
B mapre 2015 r., 10 TaHHBIM CYyTOYHOTO MOHUTOpUpOBaHuA AJl onpefenena aprepuanabHas ruIep-
TeH3UsI 2-i1 CTeIleHN, HayaTa Tepanus 0I0KaTOPOM aHTMOTEH3MHOBBIX pelienTopoB JlodapTaHoM
0,5 mMr/Kr/cyT.

Jletom 2015 1. OTMEYEHO CAMOCTOATENBHOE OTXOXK/|EHVe KOHKPEMEHTOB. B MroHe-1rone n ceHrs-
Ope 2015 . B ypornorndeckoM oTzeneHnu LeHTpa 6bIIM IpoBeeHbI IOBTOPHbBIE CEaHChI IMTOTPUII-
cun. Torza >xe 3apKCHMPOBAHO MOBBIIIEHVE CBIBOPOTOYHOTO KpeaTuHHa /10 221-206 MKMOJIB/I.

[Tpu o6cnenoBanuy B He(pOIOTMYECKOM OT/eIeHNN B Bo3pacTe 8 et 6 Mec (Hos6pb 2015 1),
[IMATHOCTUPOBaHA aHeMMs JierKoit crerenn (remormobun — 102 /1, spurpountsl — 3,66x101271),
MIOBBIILIEHNE YPOBHA CBIBOPOTOYHOIO KpeaTHNHa 10 227 MKMOJIb/JI, MOY€BMHBI — 10 17,3 MMOB/ I,
HapaTUpeouIHOrO TOpMOHa — 110 335 Hr/MmiI, 6e3 runepkanmemny (kamuit — 5,1 MMOIb/1), TuIep-
docharemun u runokanpiyemun (pocpop — 1,4 MMomnb/1, Kanpunit — 2,53 MMoinb/n). CHIDKeHMe
CK® o 23 m1/MuH. JJaHHBIX O CMCTEMHOM OKCa/I03€ HET: OTIOKEHMA KPUCTA/IOB MOHOTHJ[paTa
OKcasaTa KaJbIys B TPyOUAThIX KOCTSAX, CETYATKe Y POTOBMUIIE I71a3 He BbISB/ICHBL.

Tak, 3a 6 Mecsi1eB (anpenb-ceHTA0pb) OTMEYEHO OBICTPOE IPOrpeccrpoBaHye 60Ie3HM 1O XPO-
HUYECKOI TOYEYHOI HEOCTATOYHOCTY 2-i1 CTafinu (XPOHMIECKON 00Ie3HN TIOUeK 4-11 CTa ).

PeGeHOK BBINNCAH [OMOJI Ha CMMITOMATUYECKO} Tepanmy, HalpaBIeHHO! Ha OCHOBHBIE
MpPOSABJIEHNA XPOHNUYECKON IOYEYHOV HENOCTATOYHOCTH. PeKOMEHIOBaHO HadyaTh 3aMeCTUTEIIb-
HYIO [TIOYEYHYIO Tepanuio (reMoiManm3) ¢ HOC/IeyIollell TpaHCIUIAaHTAIVel IIe9eHY V1 TIOYKIL.

J3BecTHO, 4TO B Bo3pacTe 10 jleT mamyeHTy OblIa IpoBefeHa POACTBEHHAsA TPaHCIUIAHTA-
VA [IeYeHM, IOoC/Ie Yyero peGeHOK HaXOAWICA Ha reMofyuanuse, He CIIOCOOHOM B IIO/THOV Mepe
obecrieunTh BbIBEIEHVE OKCAIaTOB ¥ 3aMeINTh IPOrpeccupoBaHue 3a00/IeBaHtsl, YTO PUBETIO
K J1eTaIbHOMY ucxony B 2017 rogy.

\/&» TIPOTHO3

[Ipornos HebmaronpuATHBIN. 3abo/eBaHne MMeeT IPOrpeccUpyolee TedeHMe C TOCTIDKe-
HJEM T€PMIHATbHONM CTauy II0YEYHOI HEJOCTaTOYHOCTH K Bo3pacTy 15-30 yet. bonee Tsxenoe
Te4yeHVe MeeT NHPaHTIIbHAA GopMa IIepPBUYHON IMIiepoKcanypun I tuma, mpu KOTopoii TepMu-
HaJ/IbHaA [T0OY€YHasA HeJJOCTAaTOYHOCTh PA3BMUBAETCA B CPeJHEM K 3 rOfjaM >KMU3HM.

OBCYXAEHUE

Oco6eHHOCTAMM IPeCTaBIeHHOTO KIMHNYIECKOTO CIy4ast AB/AeTCA OBICTPOE MPOrpeccupo-
BaHIe 3a00/IeBaHNA TPV IEPBIYHOM OTBETE Ha TEPAIINIO B BIJIEe CHYDKEHMS 9KCKPEIV OKCa/aToB,
C OCTIEAYIOLIVM pelMANBIpOBaHIeM HedpponuTuasa.

[lepBuyHas runepokcanypus I TUIa ABIAETCA CaMbIM PaclpOCTPAHEHHDBIM U TSXKEIBIM BapH-
AQHTOM C IIPOTPeccUpOBaHNeM ¥ KOHEYHBIM pa3BUTHEM TePMUHA/TIbHOI CTAAMM ITOYEYHON Heo-
CTaTOYHOCTN. Bo3pacT mosBieHns nepBbIX cMMITOMOB 1 AuarHoctuposanue III' I konebnerca
oT mazieHuectBa o 60 et [3]. ITo maHHBIM MexgyHapogHoro peructpa III' I, cpepnuit Bospact
HOSAB/IEHNUS CUMIITOMOB COCTABJIAET 5,5 JIET, TOIJja KaK BO3PACT Ha MOMEHT YCTaHOB/IEHMA Jyar-
Ho3a — 10 et [1].

B HameM cnydae HeppoKa/nbIMHO3 OOHAPYKEH B IBYX/IETHEM BO3PacTe, IOCIIe Yero pebeHok
o0crnefoBaH 4epes rofl, Korja Obla BbIsAB/IeHA runepokcanypus. Janee pebeHOK He 00CIenOBaH,
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KOHTPOJIb ITOYeYHOI (PyHKUIMM He IMPOBOAWMICA, Tepaluy TaKKe HasHadyeHO He ObUTo. BriepBble
OIIpefie/IeHO IOBBIIIEH)e YPOBHS CBIBOPOTOYHOTO KpeaTMHMHA M CHIDKeHUe (IIbTPAIMOHHON
(GYHKIMY ITOYeK CITYCTs 3 TOfa OT IOSABJIEHNSA MePBbIX CUMITOMOB (paHee CBIBOPOTOYHBIN Kpea-
TUHUH He OIIpefesIsan).

YcraHOB/IeHNe UarHO3a B KpaTyaiillllie CPOKU OT MOABEHNUA IePBbIX CUMIITOMOB, ITIO3BOIUT
Ha3HAYUTb TEPAINIO, KOTOPAs MOKeT 3aMeJ/INTh IIPOrpeccHpyollee CHIDKeHE T0YeTHOI (PyHKIVIIL.

OcHOBHOII cTpaTerveit NpoPUIAKTUKY 1 JTe9eHVs IIPOsIBIeHN T 3a00IeBaHys ABJISETCS CHU-
JKEeHJe CYHTe3a ¥ KPUCTA/UIM3AlMM OKCalaTa KajIbLiMs, a TakoKe IpefyIpexieHre o0pa3oBaHms
OKCaJIaTHO-Ka/IbLIMeBbIX KaMHeil. B ommcaHHOM HaMm cjydae, HECMOTPsA Ha IaTOT€HETNYeCKU
000CHOBaHHYIO Tepaluio, BKIIOYAIONIYI0 TMIepPTUipaTalio, Ip/eM BBICOKUX [03 IVPULOKCUHA,
VHTMOMTOPBI KPUCTAIM3ALNY OKCAJIaTa KajIblius, y pebeHKa pa3BUIOCh OBICTPOE IPOrPeccupo-
BaHe 3a00/IeBaHMs ¢ pa3BUTVEM OYEYHON HeJOCTAaTOYHOCTIL.

[TporHos sl MEPBUYHON TUIEPOKCANypuuM B OONBIIMHCTBE CAy4aeB WHAMBUYaJeH.
OCHOBHBIM TIPEUKTOPOM IPOIPECCUPYIONIEro CHIDKeHMA QYHKIUYM MOYeK SABIAETCSA MCXOHASA
9KCKpelsA OKCANaToB ¢ MOouoit. COITAaCHO aHa/IN3Y JaHHBIX PeTUCTPa ePBUYHON IMIIEPOKCATypUN
KoncopuuyMma 1o pefkuM KaMHSM B IIOUYKaXx, 20-/1eTHAA I0YeYHasA BbBDKMBAEMOCTb COCTaBMIa 96%
y TallMeHTOB C VICXOHO CKOPOCTBIO SKCKpenumn okcanaros <1,11 mmonn/1,73 MZ/CYT B OT/INYMe
OT 42% y IIaLeHTOB C 9KCKpeuyeit 22,45 mmorns/1,73 m?/cyT [4]. Taxke mokasaHo, 4T0, HECMOTPSI
Ha KOPPESALNIO 9KCKPELY OKCa/IaTOB KaK ¢ HepOMUTIA30M, TaK U ¢ HehpOKaIbIITHO30M, Ha/lu -
qye IOoC/IefHero o0ycIaBImBaet ropaso 6onee Boicoknit puck passutus TXIIH [6]. Tak, B Haurem
CIIy4ae, TPV MCXOIHOM 9KCKpeLun oKcanatoB 1,35 MMonb/1,73 M?/CyT u ipy OTBeTe Ha TePAINIO
NVPULOKCUHOM (CHVDKEHME 9KCKPeIy OKcanaToB >30%), MMenoCh OT/IOKeHVe OKCasaTa KajIbIvist
B IIapeHXUMe II0YeK, IpefCcTaBIeHHOe HeppOKa/IbIMHO30M 2-3-J1 CTafuy B paHHEM BO3pacTe,
9TO, BO3MOXXHO, CIIOCOOCTBOBAIO OBICTPOMY IIPOTPeCCUPOBAHNIO IOYEYHON HEJOCTATOYHOCTI.

Jlo HemaBHEro BpeMeHM BO3MOXKHOCTU CHIVDKEHMS TMIIEPIPOAYKINY OKCajaTa IedeHblo Orpa-
HIYMBAINICh papMaKomormdeckumm gosamu [TupnumgokcyuHa mim TpaHCIUIAaHTALMel TIeYeH) Jalile
COBMECTHOII € TTIOYKOJ, BBITIOJTHAEMOI ITOCIEOBATENIBHO VIV OJJHOBPEMEHHO.

Ha ceropHAIIHMIT feHb aKTUBHO IPOBOAUTCS pa3paboTKa TepaleBTUYECKNX CPEACTB /s Tede-
HuA [ I c ucmonpzoBanmem PHK-nnTepdepennnn. Hatiyiens! Be MuIieHY J/Ist BO3ENCTBYA: TN -
KOJIATOKCYJJa3a M JTAKTaT/eruporenasa. [miKkonaTokcnugasa spsercs pepMeHTOM, KOTOPBIIT KaTa-
U3NPYyeT CUHTe3 INMMOKCUIATa — IpefilIeCTBeHHNKA OKCajlaTa B remaTouuTax. JJoxknmHudeckne
MICC/IeNOBaHNA TOKas3amy 3¢ (PeKTUBHOCTD BO3/JeIICTBIUA Ha JaHHBIN (epMeHT B BUME CHIDKEHNA
coflep>KaHMs OKCAIaTOB B MOYe Y MBIIIIelT, KPbIC I HeueJIOBEeYeCKIX IIPMMaToB [8].

JlanHbIl ycmex mpuBen K paspaborke Jltomacumpana (Oxlumo), mpepcrasismomero co6oi
neKapcTBeHHOe cpefcTBo ¢ MPHK-uHTepdepenueit, cHipkaoliee KOMMIeCTBO ITIMOKCUTATHOTO
cybcTpaTa, JOCTYIIHOTO [/ MeTabOo/MM4eckoro IpeBpalleHysl B OKcasat, ITyTeM HaIpaBIeHHOTO
CHIDKEHVS] aKTMBHOCTM IJIMKOTATOKCKAA3bl B medeHn [9]. SddexTBHOCTD mpenapara joka3aHa
B [IBOJHOM CJIeTIOM IITale00-KOHTPOIMPYeMOM MccefoBanuy ¢ ydactuem 39 uenosek ¢ IIT I
(rpymira, momyvarmolas JoMacupal n=26, mwiane6o n=13). Ilocre mecTn MecsAnes Tepanyy npo-
NEMOHCTPUPOBAHO CpefjHee CHIDKEeHMe COfepKaHNUsA OKCAlTaToOB B Mode Ha 65,4% IO cpaBHEHUIO
C VICXOIHBIM YPOBHEM Yy 26 IaLIMEHTOB B BO3pacTe =6 neT, He uMmeromux TXIIH n cpegnee camxe-
HJIe COOTHOIICHNMsI OKCA/IaTOB ¥ KpeaTHIHA B MOYe Ha 72% Y MalMeHTOB B Bo3pacTe <6 et [11].
OCHOBBIBasICh Ha YCIIEIIHOCTY TPOBEJIeHHBIX UCTIBITAaHWIT, /IFoMacupaH 6b11 ofobpen EBpomnerickum
areHTCTBOM JieKapcTBeHHbIX cpencTB (EMA) B okTsa6pe 2020 r 1 YipaBjieHyeM IO CAHUTApHOMY
HaJ30py 3a KaueCTBOM INIEeBbIX pofykToB 1 MegyukamenTos CIIIA (FDA) B Hos6pe 2020 r., cTaB
HEePBBIM CIeLUPIYIECKUM CPeICTBOM JIeYeHsI IepPBUYHOI TUIlepoKcanypun I Tura.
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3AKJTIOYMEHUE

KnuHndeckuit [MarHo3 NepBUYHON TMIIEPOKCATypUM CIEAyeT paccMaTpyuBarh y 0OOTO
pebenka ¢ HehpoOMUTUA30M B aHAMHe3e, OCOOEHHO eC/I OH CONPOBOXKIAeTCs HepOKanbIMHO-
30M, HOPMaJIbHOJ 3KCKpelyei Kanplys ¢ Mo4oli, cHibkeHreM CK® 1 mMeeT HacefCTBEHHYIO
oTsAroueHHOCTb. CBOEBpEMEHHOE YCTAHOB/IEHME [MarHo3a MO3BOMUT Ha3HAYUTH MATOT€HeTHYe-
CK1t 0O0CHOBAHHYIO TE€PAINIO ¥ COXPAHUTH QYHKIMIO MMOYeK. [[MarHo3 cunTaeTcsi JOCTOBEPHBIM
IIPY MOHOTMIPATOKCATaTKa/IbI[MeBOM (BEBE/INT) COCTaBe KOHKPEMEHTa ¥ OOHapy>KeHUM MyTa-
1y B ogHOM 13 TeHoB (AGXT/GRHPR/HOGA1), Kopupyomux pepMeHTHl, y4acTBYIOIe B MeTa-
60/1M3Me TIMOKCI/IATA.

B Hacrosimjee BpeMs INPORO/DKAeTCs pa3pabOTKa TepameBTUYECKMX CPefCTB, HEKOTOpbIe
3 KOTOPBIX IPOXO/AT CTAANN JOKIHNYIECKMX U KIIMHUYECKMX MCCTIeOBAaHMIL M MOTYT pajyKajb-
HO TIOBJIVISITH Ha JKM3HB MAIVIEHTOB B OyAyIieM.
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MOYEYHbIN TYBYNAPHbIA ALUMAO3 111-FO TUMA
Y TPYAHOIO PEBEHKA

MOYEYHbIA TYBYNAPHbIA ALMAO3 11I-FT0 TUMNA
Y TPYOHOIO PEBEHKA*

M.A. bacapruna, H.A. Xaputonosa, M.[I. Mutyu, I1.B. AHanbuH

OBOCHOBAHME

[Towyeunsiit Tybynsapubii anupos 111 tuma wm cuappom meduiyra kapboanruapassl 11 (CA II),
¢depMeHTa, HEOOXOAMMOrO /IS afleKBaTHOTO (PYHKIVIOHMPOBAHMA KIETOK KaK IPOKCHMAJIbHOTO,
TaK U JUCTAJIbHOTO KaHAJIbLIA, CBsA3aH ¢ MyTanuel reHa CA II n HacnemyeTcsa 10 ayTOCOMHO-pelec-
CMBHOMY THITY, XOTSI yIIOMUHAETCS U @y TOCOMHO-IOM/HAHTHBII TUII Hac/efoBanus [1, 2].

JlaHHBIIT CMHZIPOM BCTpeYaeTCs KpaiiHe pefKo. B HacTosee Bpems omyicano 4y Th 6omee 100 k-
HITYeCKuX cmy4daes. [locmenunit pas mogo6HsIi cay4ait B Poccun 6su1 omy6mukosas B 2017 ropay [3].

B ®I'AY «<HMMNI] 3poposbs feteit» Munspgpasa Poccun (manee — LleHTp) 9TO NepBbIii reHe-
TUYECKU TTOATBEP)K/ICHHBIN CITy4dail.

KIMHWUYECKWUWU NMPUMEP

“' OIALIMEHTE

ManpyuK IOCTYINUI B OTAE/I€H)E IIaTONIOTMM HOBOPOXJIEHHBIX Jerell IleHTpa B Bospacte
5 MecsIeB XKM3HM C HaIpap/sAoIMM AnarHo3oM «llocnmencTBusa mepmHaTasbHOIO MOPA>KeHMA
LIeHTPA/JIbHOJI HEPBHOJM CHUCTeMbI, CUH[POM JIBUTATE/IbHBIX HapYIIEHWII, CeBROOYIbOapHBII
CUHJIPOM, 3aJiep>KKa IICMXOMOTOPHOIO pasBUTUA. BpoxxieHHas aunujemusa. AHeMUsA CMEIIAHHOTO
reHesa jerkoi crenenn. Ilocrrunokcnyeckas kapauonaruA. OTKpbITOe OBaJIbHOE OKHO, HEJOCTa-
TOYHOCTb KpOBOOOpaleHns. YCTaHOBOYHAsI IEBOCTOPOHHSIA KpuBolues. [iapouerne».

/13 aHaMHe3a M3BECTHO, YTO PeOEHOK OT IepBOil GepeMEHHOCTH, IPOTEKaBIIeil ¢ MCTMUKO-
nepBrKanbHOM (15 m 21 Hemesnst recTauuy) M XPOHUYECKO (peTOIUIAlleHTApHOI HEOCTaToY-
HOCTBIO, HaO/MIOfaoIelicss Ha BCeM NPOTsDKeHNMM OepeMeHHOCTH, IEePBBIX POROB Ha 37 Hefene
IIyTeM SKCTPEHHOTO KecapeBa CEYeHNs, B CBS3M C Ha/IM4MeM BHYTPUYTPOOHOI 3afep>KK! pas-
BuTyA mnopa IIl crenenu. Marp Manp4uKa cTpafaeT SMUJIENICUEN ¥ XPOHMYECKOV HUKOTVHOBO
3aBMCUMOCTDIO. B HacTOALIMIT MOMEHT pe6eHOK HaXOAMUTCS 1O OIIEKOT 6a0yIIKu.

Macca npu poxxgenun 1900 1, poct 42 cM, OKpY>KHOCTb IO/IOBBI 31CM, OKPY>KHOCTD Irpyin 29 cm.
Ouenxa o mkasne APGAR 7/8 6amos. CocTosiHYe IpU POXKIEHNUN TsDKeIoe, 00yC/IOB/IeHHOE IIPOsIB-
JIEHVEM [IbIXaTe/IbHON HEeIOCTaTOYHOCTU. B pOoOV/IbHOM 3aj1e IPOBOAN/IACH IEPBMYHAA PeaHMMAalVA.

C poxpeHus y pebeHKa BbIABIEH MeTaOONMMYECKMII aljUI03 TPU COXPAHHONM (PYHKLIMM MOYeK
10 KIyOOYKOBOJ (UIBTpALMV ¥ HENOCTOSHHON TIuIokamuemyeil go 2,8 MMonb/n. Ilo maHHBIM
KVC/TOTHO-IIIEJIOYHOrO CcocTosiHys:: pH KpoBum BapbypoBan B pamamasoHe 6,43-7,28; OuxapOoHart
15,9-17 MMonb/n1. B aHanmmsax Mo4M — eIMHUYHBIE SNU30/bl IpoTenHypun 1o 0,25 1/71, TIKo3ypun.
Jannbx o pH Moun, go Havama Tepamy 6uKapOoOHATOM, OTCYTCTBOBa/M. Ha MOMEHT mocTymieHns
B K/IMHMKY, Ma/IbuVIK TTOTy4an 4% pacTBOp IMApOKapOOHaTa HaTpUs per oS, B 103e 10 MMOJIB/KI/CY TKIL.

* Matepuan omny6nmkoBaH B >KypHame «Poccmilckuii mepmaTpudeckmit >XypHam» 2021;24(1):61-66.
doi: 10.46563/1560-9561-2021-24-1-61-65
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ITo MecTy KUTeNIbCTBA IPOBEJEH Psfi 1ab0PaTOPHBIX 00CTefOBaAHMIL.

TaHzmeMHas Macc-CIIeKTPOMETPUA — AAHHBIX O HAJIMYUY HACe[CTBEHHBIX aMMHOAL[MJOTIA-
TUIT, OPraHMYECKMX ALY PUIL I HAPYIIEHUIT MAUTOXOH/IPUA/IBHOTO OeTa-OKUCIeH S He BBIABJICHO.

AHanu3 Ha opraHMyYecKye KUC/IOThl MEeTOJJOM Ia30BOJ XpoMaTorpaduy BbISABIUII CYIIeCTBEH-
HOe TIOBbIILIIeHVIe CYOepUHOBON ¥ aAMIIMHOBOI KUCTOT. [Ipy IOBTOPHOM MCCIEOBAaHUN: YPOBEHb
aJIMIIVIHOBOI KMCIIOTHI BBIpOC B 10 pas, cybepuHOBOIT — B 2 pasa.

YpoBenb anbaectepona — 229,37 nr/mn (Hopma).

KoHIleHTpauusa uyucTuHa B }II/IM(i)OI_H/ITaX nepmbepmqea(oﬁ KpoBu — 0,15 HMO/IbY2LIMCTIHA/MT
6enka (mmokasaTenu B HOpMe).

OVISMKAJIBHAS IMUATHOCTUKA

I[Tpu noctynenn obpaitan Ha cebs BHYMAaHS: BBIPOKEHHBIN JeUIUT MACCHI Tela, Halu-
uye fucdarnit (CpbIrMBaHMIl), YCYTYONAOMMXCSA IpK CHYDKeHnu 3HadeHuit pH kposu. IInranne
gyepe3 30HA. CocTosiHME peOeHKa pacleHMBA/NOCh KaK TsKenoe, 0OYC/IOB/IEHHOE IIPOSIB/ICHM-
eM MeTabOoNMM4ecKX HapyLIeHUi, TUIoTpodueil, Hamu4MeM HEBPOIOTMYECKOV CUMITOMATUKMA
B BIJIe CHVDKEHVS MBIIIEYHOTO TOHYCA, CYXOXXVIBHBIX M (U3UONIOrNYecKNX pedieKcoB (B TOM
qIICTIe, ITIOTOYHBIX). Macca Tena 5 323 kr, gedunut maccel Tena 577 r (10%). Poct 64 cm. BoisaBneno
rupponesne. [Io ocTaTbHBIM BHYTPEHHNM OpraHaM 6e3 0COOeHHOCTeIL.

\—
IIPEIBAPUTEIBHBIN NMATHO3

YunteiBasg mabopaTopHble JaHHbIE, @ TaK)XXe JaHHbIe MHCTPYMEHTATbHBIX METOIOB MCCIe-
JOBaHMII, TIOJIyYeHHbIe IIPU 00C/IeOBaHUY B OOTACTHOM L[eHTpPe, BBICTAB/IEH IpPeBapUTEIbHbII
nuarHo3 IToyevyHblit TyOy/IApHbIA al03.

OVMHAMUWUKA N UCXO/bI

JIabopaTopHoe o6cnefoBaHMe.

o OO6mmit aHaMM3 KpOBU: ITOKA3aTe/y B IIpefie/iaX BO3PACTHO HOPMBI.

o OO6uuit aHaM3 MOYM: IVTOTHOCTD MouM — 1014, peakiyst Moun pe3ko mienouHas (pH=9),
YPOBEHbD JIVKOIIVITOB, SPUTPOLNUTOB, ITTIOKO3BI, 6e/lka — B HOpMe, bakTepuy — 744/MKIL.

« B 6moxmmmueckoMm aHanM3e KPOBU: YPOBEHb KpeaTMHMHA — 12 MKMOJB/N, Kamusa —
3,66 MMOJIB/ 11, Kanbuua — 2,21 MMonb/7, HaTpusa — 139 MMOb/ 1.

o Ilpnm omeHKe KUCIOTHO-OCHOBHOT'O COCTOSIHMA BBIAB/IEH MeTAabOOMMYeCKUIl aIyjos:
pH 7,279, pCo, — 41,2 mmHg, pO, — 70,9 mmHg, yposenp xanua — 5,3 MMOnb/7,
HaTpusa — 139 MMOIbB/N, MOHM3MPOBAaHHOTO Kanbuusa — 1,42 MMoOnb/1, Xlnopa —
113 MMomb/1, TMI0KO3bl — 6,3 MMOJIB/JI, nakTata — 2,1 MMonb/n, BE — 6,8 Mmmonb/,
HCO; — 18,5 mmonb/n (tabm. 1). [TnasmMenHas aHMOHHast pasHuIa — 7,5 MOKB/JL.

o Ilo pesynpraram TMC KkpoBu, IOKa3aTesnell, CBUAETEIbCTBYIOUINX O Pa3BUTUU HacCyIefl-
CTBEHHBIX aMIHOAIMONAT!Ii, TedeKTOB MUTOXOHAPUATBHOTO OeTa-OKICTIeHNs U Opra-
HIYECKUX al[UIypUil He BBIABIIEHO.

o AHanmmM3 MOYM Ha CIIEKTP OpPraHMYECKUX KIC/IOT METOHOM Tra30Boil Xpomarorpadun
6e3 maToyorum.
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MOYEYHbIN TYBYNAPHbIA ALUMAO3 111-FO TUMA

Y TPYOQHOIO PEBEHKA
Ta6numa 1. OneHKa KMCITOTHO-OCHOBHOTO COCTOSIHNS KPOBY B IMHAMUKE
LOEREIE HOPMa IIOCTl;’IIII)ITeHMI/I KOII;II:)CCI?:I/IM H(;I()l;;};[{e ]Igl(::];l]:ﬂ
pH 7,35-7,45 7,29 7,34 7,27 7,37
pCO,, mmHg 35-48 41,2 40,5 50,0 44,6
pO,, mmHg 83-108 70,9 72,8 39,9 65,6
K*, mmol/L 3,5-5,0 53 4,4 2,7 4,3
Na*, mmol/L 136-146 139 142 144 141
Ca*, mmol/L 1,15-1,29 1,42 1,37 1,29 1,28
Cl-, mmol/L 98-106 113 111 117 114
Jlaktat, mmol/L 0,5-1,6 2,1 1,8 1,3 1,7
cBase (Ecf), ¢ mmol/L +2,3 -6,8 -3,6 -3,5 1,0
cHCO;~ (Pst), c mmol/L 19-25 18,5 21,3 20,5 25,0

IIpoBeneH psAx MHCTPYMEHTAIbHBIX METOJOB VICC/IEOBAHNIL.
+  Y3W ronoBHOro Mosra — NpU3HAaKy paclIMpeHMs IIPAaBOro OOKOBOTO elTyHgodKa 1 yMe-
PEHHOTO PaCIIVPEHV MEXITOYIIAPHOI IIe/IN.
o InurenpHas anekrposniedanorpadus (93[-BuIeOMOHUTOPKHT): B CTaJUN CHA 3aperu-
CTPMPOBAHBI IIEPUOANYECKIIE MeIJICHHOBOTHOBbIE aKIIEHTYalluy B BUJIe M30TMPOBAHHBIX
U CTPYIIIMPOBAHHBIX TeTa- I JIe/IbTa-BOJIH B JIEBOJI 3aJHEBMICOYHOI 0OTACTI.
o OcMOTp OKymuCTa: CXOfsAIIeecss JTeBOCTOPOHHee KOCOITIasye, aHTMOIATUA CeTYaTKM
¢ 06eux CTOpPOH, rumepMeTponus caboit cTeneHn ¢ 06enx CTOPOH.
o Ilo garHbIM Y3MU movek, maTomornu He BBIABIIEHO.
o C 1je/IbI0 UCKITIOYEHMS TTATOIOTHM SKeTY04YHO-KUIIEYHOTO TPaKTa IPOBefieHa PeHTTeHO-
rpadus NuIeBofia U XelyiKa ¢ BOGHO-CU(OHHOI Ipoboit: onpepenseTca 3a6poc KOH-
TpacTa 13 XelyfKa Jo HIDKHeN TpeTy NnuineBoya (He BbIIIe KyIo/ia AuadparMsl).
Iuddepennyanbaas AMAarHOCTYKA IPOBOAV/IACH C TAKMMU 3a00/IeBaHMAMY, KaK (PIoopos,
oTpaBJleHMe OepuUineM, CBUHIIOM U BUCMYTOM, Muenopubposom, 6onesnnio Iemxkera (ckepo-
3upyiomieit GopMoii), 310Ka4eCTBEHHBIMI HOBOOOpa3oBaumsaMi [1, 4], a Takxe ¢ apyrumu ty6y-
JIOTIATUAMI.
Pemraronjee sHaueHne B BepupMKaLuy AMarHO3a MY JaHHbIe MOJIEKY/IIPHO-TeHeTUIeCKO-
O aHa/IN3a, IOTyYeHHbIe METOJOM IPAMOTO aBTOMAaTUYeCKOTO CEKBEHVPOBAHNA: BBIAB/ICH HYKJIe-
OTUAHBIN BapuaHT g.86389413G>A B roMO3UTOTHOM COCTOsAHMM B reHe CA2, 4TO COOTBETCTBYET
PeHaIbHOMY TYOY/LAPHOMY aL[MI03y C OCTEOIIOPO30M.
Ha ocHoBaHMM JaHHBIX OCMOTPA, Ta00PAaTOPHBIX AAHHBIX, @ TAKXKE JAHHBIX MHCTPYMEHTA/Ib-
HBIX METOJIOB MCC/IEOBAHMII ¥ 3aK/IIOYEHVSI MOJIEKY/IIPHO-TEHeTUYeCKOTO aHajI13a, BBICTAB/ICH
nuarHos: «HapyureHne QpyHKIuY OYeYHBIX KaHA/IbIeB yTOYHeHHOe. HerocTarouHOCTh KapboaH-
ruppasbl 11 (peHanbHBIN TYOYIAPHBI aLlNI03 C OCTEOIEeTPO30M). 3a/jep>KKa MOTOPHOTO Pa3BUTHAL.
ITceBnoOynb6apubIil cuugpoM. TacTpoasodareanshenit pedmoke. Tupponene. Taxenas 6enkoso-
9HepreTMyecKass HeOCTaTOYHOCTb. CXopsIeecs TeBOCTOPOHHEEe KOCOIasye. AHTVONATUA CeT-
JaTKu ¢ 06enx cTopoH. [unepmerponus cnaboit crereHn ¢ 06enx CTOPOH».
MeTtabonnyueckue HapyLieHUs ObUIV CKOPPUIMPOBAHBI ITyTeM IprueMa 4% pacTBopa IUipo-
KapboHaTa HaTpus per os, B jo3e 12 MMonb/kr/cyTKu (Tabm. 1).
Ha ¢one npucoenuHenns pecnmpaTopHoi nHQeKuny, B Iepuoy MpeObIBaHNA B CTALVIOHAPE,
y pebeHKa OTMeYasoch OFHOKpPAaTHOE IOBBILNIEHME TeMIepaTypbl Tenma o 38,5°C, compoBoXxparo-
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1ieecst U3MEHEHNAMHU B 00uieM aHanuse Kposu (abcomorHbiil Herirpodues (5,79x10%/1), mumdo-
nerust (3,82x10°/m) n monormTo3 (2,57x10%/1), COJ B mpenenax HOPMbI) U PasKIDKEHNEM CTy/Ia
(na 2-it genp 3aboneBanus). Ha aror Moment, nmo ganubM KIIIC, nmenn MecTo BeIpa)keHHbIE MeTa-
Oomdeckye 1 9MeKTPONUTHDIE HAPYIIEHN, B OMOXMMIYECKOM aHa/M3e KPOBY YPOBEHD KajIls CHM-
3uncs o 2,92 mmol/L, natpust — 132 mmol/L, uto norpe6oano, momumo Koppekunu 4% pacTBopa
TMpOoKapOoHaTa HaTpus, HagHaueHe 4% pacTBOpa Kajus XI0pUza per 0s, B 03e 2 MMOJIb/KI/CYTKIL.

B pesynbraTe mpoBOAMMOro Te4eHNs 00beM M YaCTOTA CPBITVBAHMI YMEHBIIVIINACH, IIPU KOPM-
neHyn OeCHOKOJICTBa pebeHKa He OTMedanoch. Habmiomanach IOMOXWTeNbHAas AMHAMMKA CO
CTOPOHBI HEBPOJIOTMYECKOTO CTaTycCa: YAYYLIM/ICS MBIIIEYHBINI TOHYC, PeOEHOK CTal aKTUBHO
IIepEeBOPAYMBATDCSA CO CIIVMHBI Ha XKMBOT U € )KMBOTA Ha CIIMHY. BecoBas KpuBas IONMOXXUTENbHAA.
B ymoBneTBOpUTEIbHOM COCTOSIHUYM PeOEHOK IepeBelleH B LIEHTPATbHYI PaiiOHHYI0 OONBHUIY
II0 MECTY >KUTE/IbCTBA C IIOCTIEAYIONIell BBIIICKON JOMOJ IOJ Hab/IIoieH)e YYacTKOBOrO Bpaya
1 Hedporora.

PexOoMeHI0BaHO: IPOIO/DKUTD TEPAIINIO 4 WM 5 paCTBOPOM TMApOKapOoHaTa HATPKsA per 0s 6 pas
B fieHb nofi KonTponem KIIC, pnTenbHo, ¢ KOppeKuymeii 103bl u3 pacdera 12-13 MMO/B/KI/CyTKH.

[TpopomkuTh Tepanuio 4% pacTBOPOM Kalnus X/Iopuza 6 pas B feHb (2 MMOJIB/KT), per 0s
HOJ, KOHTPOJIEM YPOBHS Ka/lsA B KPOBM.

B BospacTte 10 MecsneB (I1aHOBBI 0cMOTp Hedposora), o pesynsraram KIIIC — xomrieH-
cupoBaH (pH 7,344, cHCO3 26,1 mmonb/n, BB 46,9 mmonb/n, BE -0,1 MMonb/n1, ypoBeHb HaTpus
137,5 mmonb/n, Kanust 4,19 mmonb/n, kanpiyst 1,362 MMorb/n). PebeHOK aKkTuBeH, B Bece Ipu-
0aBJIAeT, CaMOCTOATETIBHO BbICACBIBaeT 2/3 oT obuiero o6beMa KOpMIEHMS (ZOKapM/IMBAETCA
Jyepe3 30H). B HEBpOIOTMYecKoM cTaTyce OTMeYaeTcs JUCTOHMS MBIIIEYHOTO TOHYCA, MalbuiK
aKTVBHO IIepeBOpa4YMBaeTCsi B 00e CTOPOHBI CO CIIVMHBI Ha JKMBOT U C )XMBOTA Ha CIIMHY, CUAUT
¢ nopiep>xkoit. Hapyiennit B ceHCOPHOI 11 9MOLMOHAIBHBIX Cepax HerT.

Penmeenocpagpus uepena. Ha 60KOBOJI KpaHMOrpaMMe, CO CTOPOHBI CBOfla ¥ OCHOBAHUA
Yepera, KOCTHO-CTPYKTYPHBIX M3MEHEHMII He BBIABIEHO. Typelkoe ceiyio OOBIYHOI (pOpMBI,
nepegHe-3aHMIT pa3Mep 0 6 MM, ITy61Ha — 6 MM, OTKpbITOro Tima. Cogep>kuMoe OfHOPOJHOE,
6e3 MMaTo/IOrNYeCKMX BKIIOUYEHNIL. 3aKII0YeHne: CO CTOPOHBI Yepera MaTo/IOTMYeCcKIX N3MeHEeHU I
He BBIABJIEHO.

\/&» TIPOTHO3

Cunppom pedurura kapboanruppassl Il mpu paHHelt [AMAarHOCTMKe U CBOEBPEMEHHOI
HA4aToll KOPPEeKIUM MMeeT JoOpoKadyecTBeHHOe TedeHue. [TalieHTpl, monyJaolye aeKBaTHOe
JledeHue, OOBIYHO He MMEIOT BBIPQ)KEHHBIX CUMIITOMOB J MOTYT VIMETb JUIUTEIbHYIO IIPOJIOIKI-
TEIbHOCTD KM3HM [1].

OBCYXAEHUE

HNedurur xap6oanrnapaser II (CA II) — penkoe 3aboneBanHue, XxapaKkTepusylolieecsi Tpya-
TOJ: OCTEOINeTpPO3, IOYEYHDbINl KAHAJbLEBbII alN/I03 M Hajlu4Me Ka/lbLIMHATOB B BellleCTBe
rosioBHoro mosra [1, 2, 5]. @epment CA II BcTpedaeTcs B pas3IMyHbIX OpraHax ¥ TKaHAX: KOCTAX,
NoYKax (MpOKCHMMasIbHble KaHAJIbIIbl, HUCXOAAIIAs M Bocxopsmas mermu lenne, cobuparens-
Hble TPYyOOUKIM), IPUTPOLNTAX U IIMAJIBHBIX KJIETKaX, IpUYeM, OCTEOKIACTbl 0COOEHHO 6OraTh
kap6oanrugpasoi II.
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B namb6onpiueit crenenu CA II skcpeccrpoBaHa B 0CTEOK/IACTaX KOCTY U SBJAETCS HEOTD-
eM/IeMbIM (epMEeHTOM KOCTHOII pesop6buym. Hedunut kapb6oanruzpassel 11 yxyamaer BEIpaboTKy
H* octeokmacTamu u, TakuMm 06pazoM, 67IOKMpyeT pe3opOLIo KOCTH, IPUBOJS K Pa3BUTHIO OCTe-
orneTposa. Bo3HMkaeT 130bITOYHOE HAKOIUICH)E€ HEOPTaHMYECKON YacTy KOCTY M3-3a HapyIIeHNs
pe3opO1u, YTO, B pe3y/Ibrare, IPUBOAUT K VX MOBBIIICHHOI IJIOTHOCTY 1 IOMKOCTH [1, 6-8].

OOBIYHO Ka/lbLMHATBI PasBMUBAIOTCA K 2-5 TOfaM >KM3HMU, a IIPU POXKAeHUM He Bepuduim-
pyroTcs (Kak M B C/ydae ¢ HalIMM anyeHToM). Yaie OHM ONpene/siioTcs B 06macTy 6a3anibHbIX
TaHIJIEB, a TaKke B 0€/IOM BellleCTBe T'OJIOBHOTO MO3Ta, PACIIOarasch IEePUBEHTPUKY/LAPHO
WM CyOKOpTUKaIbHO [1, 9].

Y 60nbHBIX ¢ mode4yHbIM TyOymapHbIM anypgosoMm (IITA) III Tuma HabmopmaeTca Kom-
OVMHaUMA NPU3HAKOB NMPOKCUManbHOro u jgucranbHoro I1TA: meduuur xapboanrmppaser 11
B IIPOKCMMAJIbHBIX KaHAJIbI[aX BbI3bIBaeT HapylleHMe peabcopuunu 6ukapboHarTa, B TO BpeMs,
KakK BegMUIUT B JUCTATbHBIX KaHA/IbI[aX MPUBOLUT K CHUDKEHNIO BbIBe[JeHNS KUCIOT B popme
noHoB amMmMoHys (NH 4+). B koHeYHOM MTOTe IPOMCXOAUT CHIDKEHUE YpOBHA OuKap6oHaTa
B IUIa3Me, IPUBOJslIee K PA3BUTUI0O XPOHNYECKOTO MeTabOIMYeCcKOro alua03a, He COIMpPOBO-
Xparoujerocsi cHrokeHreM pH moun [1, 10].

Knuunueckn gedpuunt xkapboanruzgpassl II conpoBoXXmaeTcs pasBUTHEM YePeHO-TULEBbIX
aHOMa/IMil (EMCIPONOPLMS IMIA C BBICTYIAIOMVM J100M, MaJIeHbKIII POT, MUKPOTHATHS, TOJIC-
Tasi HYDKHsAA Ty0a), MOTYT HAO/IIOATbCsl MHOYKECTBEHHBIE [Iapa/Iiyyl 4ePeITHO-MO3TOBBIX HEPBOB
(B TOM 4mcre, IOBPEX/eHNEe 3PUTEIBHOTO U IPeJIBEPHO-YIUTKOBOIO HepBa) U, BCIEACTBME UX
CHaBJIeHNs, pasBUTIE aTPOUY CETYATKY U IIIyXOTHI. B 3aBMCHMOCT OT BUIa My TaI[V BO3SMOXXHO
HaJIM4Me Pa3IMYHbIX TeMaTONOINYeCKIX HapyIleHnil (aHeMs, TPOMOOLMTOIIEHNS, JIeVIKOTIeHNs)
0OBIYHO XapaKTepHble /I TKebIX (GopM 3abo0meBaHMA (ayTOCOMHO-PELECUBHBIN TUII Hac/le-
moBaHysA) [1, 11]. B pekux cry4dasx BCTpedYaroTCs AbIXaTelbHble HapymieHuA [1, 12]. Ommcanbl
CIy4ay TMIIOKA/IbIIMIeMIM C pa3BUTIEM BTOPMYHOTO ruiepnaparnpeosa [1, 13]. Taxxe ormeuaercs
3azepkka (pusmyeckoro (IICMXMYECKOro) pasBUTHA, YMCTBEHHAsA OTCTANIOCTD, HApYIIeH)e POCTO-
BBIX IIOKa3aTesieil, HelpaBU/IbHBIN IIPUKYC, He(i)pOKaJ'IblH/IHO& yponuruas (1,2, 14-16].

Pa3sHO00pasHOCTD KIMHIYECKNX MIPOSIB/ICHMII 3aBUCUT OT paclpocTpaHeHus ¢pepMeHTa Kap-
0oaHrUpassl B OpraHU3Me, a CTelleHb BOB/IEYEHNsI TOV W/IM MHOI CUCTEMBI — OT CTEIleHM IKC-
npeccuu ¢pepMeHTa B OpraHe.

JluarHo3 CTaHOBMTCS OYEBMIHBIM, €C/IV IOYEYHBIN TYOY/IAPHBIN all03 CBA3aH C OCTeOoIe-
TposoM [1, 17]. Bepuduxanusa saboneBaHms IpOBOAUTCA HA OCHOBAaHUI MOJIEKY/IIPHO-TeHeTUYe-
CKOTO aHam3a (CeKBEeHMPOBaHME 9K30Ma).

HNedunur mzodpepmenta II xapboaHrmapasel, NPUBOAALLEN K PasBUTUIO OCTEOIETPO3a,
BBI3BaH MyTalueit reHa CA2, pacronoskeHHOro B q22 8 xpomocomel [1, 18, 19]. Ha cerogusamHmit
IeHb ONNCAaHO 36 MyTaluii, pacONOKeHHbIX B 5 13 7 9K30HOB M B IPWIETAIONIVX VMHTPOHHBIX
30Hax [1, 20]. VI3MeHeHNA BapbUPYIOT B 3aBUCKMOCTH OT TeOrpapuyecKoro pacroaokeHns 60mb-
Horo. Tak, MyTanuyu BCTpevyaroTcs y OeNbruiileB, NTANbAHIEB, HEMIIEB, (PpaHIy30B, SAMNOHIIEB,
a TaKoKe JIATMHO- 1 appoaMepuKaHIieB, HO 6oree 70% crydaeB IPUXOAUTCSA Ha APaBUIICKIIL TTOTTY-
octpos [1, 21, 22]. ITanyeHTHI apabCKOTO MPOUCXOXKAEHNA VMEIOT YHUKAIbHYI0 MYTallMio B 30He
crutaricuira 2 — uHTpoHa reHa CA2 (c.232+1G>A) [1, 23].

B oTnmmune oT aMepuKaHIieB 1 OeIbIUiiLeB, «<apadcKasi» MyTalyisi XapaKTepu3yeTcs HadueM
YMCTBEHHOJI OTCTA/IOCTY I OTHOCUTEIBHO PEIKO BCTPEYAIONIVIMILCA IIepelioMaMu KocTeit [1, 22].

Bosmo)xHa npeHarTanbHas [UarHocTKa 3aboneBanus [2].

Ha ceropHAIIHMIT eHb He CYLIECTBYeT CIeI(Uyeckoil Tepanvy 3aboneBaHus. JleueHnme
3aK/II0YAeTCsA B KOPPEKIMM KMCIOTHO-IEJIOYHOTO COCTOSIHM, 3/IEKTPOINUTHBIX HapyIIEHWUI,
a Takke B IPOQUIAKTUKe IIporpeccupoBanysa HepokanpiuHosa [1, 24]. loranus ocHOBaHMII
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npousBoauTcs B popme 6uxapboHata way uurpara. KommuecTBO BBOAMMOI IIETOYM AO/DKHO
KOMIIEHCHPOBATh IIOTEPI0 B MOYe TMAPOKApOOHATA IUIIOC KOMMIECTBO KUCTIOTHI, 0OPa3yHOLerics
B pe3y/bTaTe KatabonmaMa 6elkoB U pocTa ckeneta [1, 25].

3AKJTIOUEHUE

[Tpo6nems! Bepudumkanuy nmoyeyHoro Tybymaproro anygosa III tuma, c10)KHOCTD 1 HECBO-
€BPEMEHHOCTDb €T0 MOATBEPXKAEHMA IMPUBOAAT K paHHell VHBAIMAM3ALUU VM BBICOKOMY PUCKY
PasBUTHA YIPOXKAIOMINX JUIA SKU3HM COCTOSHMIL, TAKNUX, KaK: 0OCTPYKTUBHAS YpOIATHs, a TaKXKe
HOBPEXJeHNe 3pUTE/IbHOTO I MIPEIIBEPHO-YIUTKOBOTO HEPBa C MOC/IEAYIOUIMM PasBUTIEM CIeTIO-
TBI ¥ ITTyXOTHI. PaHHAS AMarHOCTMKA U JiedeHue, 60pbba ¢ mpucoefyHeHreM NHPEKINH, a TaKoKe
B HEKOTOPBIX CTy4asAX TPAHCIUIAHTALA TeMOIIO3TUYECKIX K/IETOK IOMOTaeT IIPeJOTBPATUTb pa3-
BUTME JJA/IbHENIINX Cepbe3HbIX OC/IOKHeHMIT. TakuM 06pa3oM, IpeacTaBIeHHbI CIyJail TeMOH-
CTpUpYeT, 4TO 3a00/IeBaHIe MOXKeT MaHN(pECTUPOBATD yKe Ha IIepPBOM IOy XKU3HM, YTO TpedyeT
OmpefeIEHHON HaCTOPOXKEHHOCTH Y TIEJUAaTPOB.
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NEPBbIA ONbIT NPUMEHEHUS
NMHEBMOBE3UKOCKOMUYECKOW PEUMIMJIAHTALUU
MOYETOYHUKA Y MAJIbYUUKA C COYETAHUEM
KTOMNUU YCTbA IEBOIO MOYETOYHUKA
B 3ALHIOIO YPETPY U NEPEKPECTHOM 3KTOMNMUMN
NNEBOWU NMOYKU CO CPALLEHUEM

C.A. Kapmnaues, C.H. 3opkus, A.C. I'ypckas, P.P. baasutos, [I.C. IllaxnoBckuii

OBOCHOBAHME

IlepexpecTHas SKTONMA IMOYKM OTHOCUTCA
K TpYIIIIe BPOXX[E€HHbIX ITOYEYHBIX aHOMA/INIL.
AHOManusA XapaKTepusyeTcd IlepeMellleHUeM
B 9MOPIOHA/IbHOM IIepIOfie TOYKY Ha KOHTpa-
JlaTepajbHYI0 CTOpOHY. B 95% cimy4aes conpo-
BOXK/IaeTCsA CpallleHNeM C MIICUIaTepaIbHON
no4koii. Ilo JaHHBIM MUTEpPaATypPBl, NATONOTUA
BCTpedaeTca ¢ 4actoroit ot 1:2000 mo 1:7600
(1, 2] (puc. 1).

[Ipy momepevHO SKTOIMM IOYKM HAO-
JIIOfA€TCA AHOMAJbHBIM XOJ MOYeTOYHMKA
C IepeceyeHNeM CpefHell NVMHUN M BXOXIEeHU-
€M B MOY€BOJI Iy3bIpb Ha KOHTPA/AaTe€pPaabHON
CTOpOHe. DKTONNA C/IeBa HAIIPAaBO BCTpevaeTcA
B 3 pasa yamje. CooTHoOIIeHMe 3a60/1eBaeMOCTI
3:2 c mpeBanMpOBaHMEM Ma/Ib4lKOB.

BonpmmHcTBO cny4aeB aHOMaNuM He NMe-
eT KIMHNYeCcKuUX mpossaeHuit. Ilo paHHBIM
JUTEPATyPbl, KIMHNYECKIE IPOABIEHNA BCTpe-

Puc. 1. Cxema aHoManuu [20]

vaoTcs B 1:10000 cmydaes [3]. K HuM oTHOCATCA penyuBupyomas MHPEKIVs MOYeBBIBOAIINX
myTeil, OOCTPYKLMA JTOXaHOYHO-MOYETOYHUKOBOTO CerMeHTa (rmzpoHedpos), ModeKaMeHHasd

6omnesus [4, 5].

Tax>xe pefKoil aHOMajuell BEPXHUX MOYEBBIBOAAIIMX IyTel ABIAETCA SKTONMA MOdYe-
ToyHMKa. Yacrora anomanun 1:2000-1:4000 B monynauumu. Y Manb4nKOB BCTpedaeTcsa B 6 pas
pexe, 4eM y feBodek. B 6onpummHcTBe cmydaeB (80-85%) 9KTOmMA MOYETOYHMKA COYETAETCS
C YABOEHMEM TIOYKM U TONMbKO B 20% ciiy4aeB BCTpedYaeTCs SKTOIMA MOYETOYHMKA HEYIBOEH-

Hoi1 mouku ([6]).

CoueTaH1e MepeKpPeCTHON IKTONNY [IOYEK C IKTOIINEN YCThsI MOYETOYHIKA B YPETPY OINCa-
HO B 2 C/Ty4asix BO BCeil JOCTYIHOI MupoBoit muteparype ([5, 7]).
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MEPBbIV ONbIT MPUMEHEHUSA
NMHEBMOBE3UKOCKOMUYECKOW
PEUMIMJTAHTALNN MOYETOYHUKA
Y MAJIbYUKA...

KJTMHUYECKWUA NMPUMEP
o O

Manpumk ot 4-71 6epeMeHHOCTH, 3-X ponoB. CeMeliHbIII aHaMHe3 He oTsrouleH. Poypl Ha cpo-
ke 38 Hezmenp. Teuenne GepemenHoctu: Ha pone OPBU. Bec npu poxaennn 2964 1, muna 49 cm,
OKPY>KHOCTb TOJIOBBI 36 CM, OKPY>KHOCTb Ipyau 33 cM. Onenka no mkane APGAR 10/10 6anos.
Ha 38-i1 Hemene recTanyy BbIAB/IEH BPOXKEHHBIN IIOPOK pasBUTNA — Merayperep crpaba. [locme
poXjeHusA 1o AaHHbIM Y3V, BBINOTHEHHOrO Ha 5-i1 IeHb JKM3HU, IOPOK Pa3BUTUA paclieHeH,
KaK areHesys JIeBOVI II0YKY, MeraypeTep CIpasa.

PeGeHox HabIOfa/ICs YPOIOTOM IO MECTY >KUTENbCTBA. KIIMHUKO-Tab0paTOPHBIX AaHHBIX
3a MH(EKIINI0 MOYEBbIX ITyTell He OTMeYeHO. YPOBEHb a30TeMUM B Ipefienax pe)epeHCHBbIX 3Have-
Huit. B Bospacte 7 mecsanes Hanpasjied B PTAY «HMIII spoposbs geteit» MuHucTepcTBa 35paso-
oxpasenus Poccun (manee — IleHTp) [ yTOUHEHNA [UAarHO3a 1 ONpefie/IeHNs TAKTUKM JIeUeHNU .

OU3NKAJIbBHAA JMUATHOCTVKA

O61ee cocTosAHME TP TOCTYIUIEHUN cpefHelt Tshxkectu. He muxopapurt. ITonosxeHne akTus-
Hoe. Bec 8,3 kxr. PocT cTos 36 cm. CocTOAHME MNTAHMA COOTBETCTBYET BO3pacTy. KO)KHbIE TOKPOBBI
671eTHO-PO30BbIe, UNCThbIe OT chi. KOCTHas cucTeMa: BhIpaKeHHBIX fledopMaiuii HeT. B ymerkmx
IbIXaHNe ITySpUTbHOE, TPOBOJNUTCA BO BCE OTJENbI, XpUIIOB HET. TOHBI cepyilja 3By4YHbIe, pUTMMY-
Hble, ITYyMOB HeT. Mo4enonoBas cucTeMa: Hapy>KHble II0JIOBbI€ OPraHbl PasBUTHI IO MY)KCKOMY
Tuny. Anukn B Momonke, S=D. Mouencnyckanmsa caMOCTOATe/IbHbIE, AU3ypun HeT. Temn guypesa
aJIeKBaTHBII.

\—
IIPEJIBAPUTE/ILHBIV OIVIATHO3

YuurpiBas faHHbIE aHaMHe3a 1 Y3V 10 MecTy >KUTENbCTBA, BHICTAB/IEH IIPEIBAPUTEIbHbIN
puar"os «Merayperep eIMHCTBEHHO ITPaBoOJi MOYKN. ATeHe3s IEBOI IIOYKI».

OIVMHAMUMKA Y ICXOTIbI

HMccnepoBanus npu nocTymieHny. [JaHHble 1a00paTOPHBIX MCCIEOBAHNMI, BKII0Yast a30Te-
MMIO, B IIpefiesiax pedepeHCHBIX 3HAYeHUI.

Y3W opraHoB moueBoil cucteMbl. IIpaBas mouka: 60X27 MM; pacHonoXeHa B TUINYHOM
MecTe; mapeHxuMa anddepeHnnpoBaHa; yameyHo-1oxaHouHas cucrema (4J/IC) — noxaHka 8 MM,
CMELIaHHOTO TUIIA, YallleYK) He PACHIMPEHbI; COCYbl — KPOBOTOK IIPY IJBETOBOM JOIIIJIEPOBCKOM
kaptuposanuu (LJJJK) nmpocnexxuBaeTcs 10 Karcynbl; MOYETOYHUK He PacIIVpeH.

JleBas modYka: pacronoXXeHa CIIpaBa, HECKOIbKO HIDKE UM BEHTpajbHee IPAaBOrO CEIMEHTa,
POTHPOBaHa; HAPEHXMMa — HEPAaBHOMEPHO MCTOHYEHA [0 2—4 MM, nnddepeHIpoBKa OTCYTCTBY-
eT; YJIC mpepcrapieHa MpaKTUYeCK) eAVHOMN IOJIOCTBI0 Pa3MepoOM OKO/IO 65x60 MM; KPOBOTOK
npu IIJIK He perncTpupyercs; MOYETOUHMK Ha BCeM NPOTKEHUM [0 22-25 MM, U3BUTOI, KOJle-
HaMM, He IIEPUCTaIbTUPYET.
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Cratnueckas HeppocuyaTurpapmsa (Tex-
HeMeK-T1c99m): m3o0pakeHue J€BOI IOYKU
Ha OOBIYHOM MeCTe He BU3Ya/lIU3UPYETCA.
V3o6pakeHre mpaBoOil IOYKM Ha OOBIYHOM
MecTe, HeIpaBWIbHOI (POPMBI 3a CYET YMeHb-
IIeHNsA NTONIePEeYHOro pasMepa HIDKHETO CeTrMeH-
Ta. KOHTypbI HepOBHbIe, yeTKue. Pacnipenenenne
IperapaTa 04aroBo-HepaBHOMEPHOE, OTMEYaeTCs
CHIDKEeHVe HaKOIUIeHNs IIperapaTa 110 JlaTepab-
HOMY Kpalo CpeJjHe-HIDKHEro cerMeHTa. Pasmepst
n300paKkeHNs TMOUK: 83x49MMm. VIHpmekc mHTe-
rpajbHOrO 3axBara: cieBa — 70 (Hopma 46-70),
cripaBa 55, o6umit — 55 (Hopma 92-140).

3akoueHne: CUMHTUTpadudeckas KapTu-
Ha e[IMHCTBEHHOI IIPaBOJl IOYKM C YMEPEHHBIMU
O4YaroBbIMI M3MEHEHUAMIU, 06mee KOJIN4eCTBO Puc. 2. KoMmnbloTepHast ToMorpadus
GYHKIVOHMPYIOLLEll TTApEHXVIMbI CHIDKEHO. C BHYTPUBEHHBIM KOHTPACTUPOBaHNEM

C menplo yTOYHEHMS AaHAaTOMUM IIOPOKa
pasButys BbinonHeHa KT ¢ BHYTpMBEHHBIM KOHTpPAcTMpOBaHueM. [IMarHOCTNPOBaH MeraypeTrep
IIepeKPeCTHO SKTOIMMPOBAHHOII JIEBOII IIOUKM CO CpalljeHneM. MOYeTOYHMUK JIeBOJ ITOYKY Ha BCeM
IPOTSDKEHUV M3BUT, pacipeH 0 22 MM, BIIafieHVie MOYeTOYHMKa ciieBa. CobupaTenbHas cucTe-
Ma IIpaBoIi IIOYKM He paciimpeHa (puc. 2).

YpeTpouncTockonmaA: eMKOCTb MOYEBOTO IY3bIps OOBIYHASA, Cpefia IpO3pavHasi, yMepeH-
Hasg TpabeKymIsapHOCTb cmmanucToil. Camsucrass MOYEBOrO IIY3bIpsi O/leHO-pO30Basi, YMCTAas.
Tpeyronbuux JIbeto croaxeH. CrpaBa BU3YalU3UPYyeTCs OfHO YCTbe, COMKHYTO, IEePUCTAIbTH-
pyer. JleBoe ycTbe B MOYEBOM ITy3bIpe He Busya/musuposaHo. Illefika cMBIKaeTCsA MOTHOCTBIO.
CeMeHHOIT Oyropok cpopMupoBaH IIpaBUIbHO, 3afHASA ypeTpa He pacumpeHa. ucranbHee
CeMEeHHOro 6yropka Io 3a/{Heil CTeHKV YPeTPBl, II0 CpefHell IMHNUY, OTIpefe/sieTcs 3VsIollee YCThe
JIEBOTO MOYETOYHNKA, CBOOOIHO IpoIycKawlee Tyoyc uyctockomna auamerpom Ch 7.

IIpoBefieHHOE KOMIUIEKCHOE 00C/IeloBaHMe TI03BO/IM/IO YCTAHOBUTD JAMArHO3: MepeKpecTHasd
9KTOINA JIEBOJ IIOYKM CO CpalljeHyeM. MeraypeTep cieBa. YpeTpaabHas 9KTONNA YCTbA €BOTO
MOYeTOYHMKA (B 3aIHIOI0 YPETPY).

[IpuHATO pelieHMe 0 paiuKaTbHOM KOPPEKLMYU TOPOKA PA3BUTUA — PeVIMIIAHTAIVIV JIEBOTO
MOYETOYHMKA ITHEBMOBE3VKOCKOIIMYECKIM JOCTYIIOM.

Texnuka onepayuu

[ obneryeHns BU3yanmsalMy MOYETOYHVKA BE3MKOCKOIMYECKMM HOCTYIOM Ha IIEPBOM
3Talle OIepalMyl BBIOTHEHA yPeTPOCKONsA. BusyanmsmupoBaHo ycTbe MOYETOYHMKA B 3aTHel
ypeTpe. B MoyeTOYHMK ycTaHOB/IEHA CTPYHA-NIPOBOAHUK. [0 IPOBOJHNMKY B MOYETOUYHUK BBEJIEH
katetep Qornes (puc. 3).

ITop 1CTOCKONMYECKMM KOHTPO/IEM ObUI YCTAHOBJIEH 3 MM TpOaKap AJIs ONTYUKY IO Cpef-
HeJl TMHNUY MeXJY IYIIKOM U JIOHOM, O/IVDKe K IYIKY, 1 2 pabouux Tpoakapa 3 MM B IOAB3/IOLI-
HO-IIaXOBBIX 00/IACTAX CIpaBa U ceBa. ba/uioH paHee ycraHOB/IeHHOTO KaTetepa Doest He3Ha-
YUTE/IbHO 3aIIONIHAETCS /ISl eT0 XOPOIliell BU3yaln3alnyi B MOYeBOM ITy3bIpe U IOJ BU3YalIbHbIM
KOHTpPOJIEM, IIPU NPOABIDKEHMN KaTeTepa MO3UIMOHMPYETCs B MPOEKIUM MeCTa, Ifie JO/DKHO
pacroaraTbcsi HOpMajabHOE YCThe IEBOTO MOYEeTOYHMKA (OpMEeHTAIVs Ha pacloNoXKeHe IPaBo-
ro ycTbs) (puc. 4).
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Monoctb
MOY€eBOro
ny3blps

Lenka
MOY€eBOro
ny3bips

Yctbe
SKTOMMPOBaHHOIO
MOYETOYHMKA

Puc. 3. o NpoBOAHUKY B MOYETOUHUK
BBefeH KateTtep Poneq

Ypetpa

KynbTta
SKTOMUPOBAHHOTO
MOYETOYHMKa

YcTbe npaBoro
MOYETOYHMKa

Puc. 6. MakcuManbHass Mobunmusaumsa
MOYEeTOYHUKA B AUCTAJNIbHOM
HanpaBiieHUM K ypeTpe

YpeTpa

YcTbe
npasoro
MOUYETOUYHMKA

Yctbe
SKTOMMPOBAHHOIO
MOYETOYHMKA

Puc. 4. YcTaHOBKa TpoOakKapoB
noa UMCTOCKONMUYECKUM KOHTpPOJIEM

Cnusnucrass MOYeBOro Iy3blpd U JETPY-
30p paccedeHbl, OPMEHTUPYACh HA IPOTAOU-
PYIOLIVIT B IIPOCBET MY3bIps 6A/UIOH KaTeTepa,
BU3ya/lNM3NPOBaH MOYETOYHIMK (puc. 5).

MoueTOYHMK MaKCHMaTIbHO MOOM/IN30BaH
B INCTa/IbHOM HAIIpaB/IEHUU K ypeTpe, epeBs-
3aH C OCTaBJ/IeHMeM KyIbTi MeHee 1 cM (puc. 6).

Ilocre mepeceyeHMss MOYETOYHMKA [Aajlb-
HeJIINIT XOf omeparnyy: MoOuausanus Mode-
TOYHMKA Ha MPOTKEHUN JOCTATOYHOM JI/ISL €TO
peummiaHTanuy, GopMUpOBaHMEe MOICIU3NU-
CTOTO TOHHENIA B IIONEPEYHOM HaIlpaBIeHNUM
u ¢opmupoBaHyue apTUPUINATBLHOTO YCTbA
HECKOJIbKO BBIIIIE 1 JIaTe€pa/ibHee YCThsA KOHTpa-
JIaTepanbHOTO MOYETOYHMKA, YTO COOTBETCTBY-
eT cTaHAapTHOM TexHMKe 110 KosH (puc. 7).

HeouMnnanTMpoBaHHbBII MOYETOYHUK JH-
TybupoBaH karetepom Henmarona Ch 5, nocrnen-
HII1 BBIBEJIEH Yepes3 TPOaKapHbIil IIPOKOJI B IIpa-
BOJI NOZIB3/OIIHON O0IaCTI, MOYEBOI IIy3BIPD
npenrpoaH KaretepoMm Pones Ch 8.

OrMedeHO ITIafikoe TeueHue Ioceornepa-
LIMOHHOTO Ilepuoja. MoueTOUHMKOBBII KaTeTep
yhasieH Ha 4 CyTKM ITOC/Ie OIlepaLiy, ypeTpab-
HBIII — Ha 7 CyTKU. PeOeHOK BBINNICAH B yIOB-
JIETBOPUTEIBHOM COCTOSHUI.

B MexrocnmranbHbIN nepmon K}II/IHI/IKO-Ha60paTOprIX OJAaHHBIX 3a I/IH('I)CKLU/IIO MOYE€BbIX

Iy Teil He OTMEYEHO.

KonTponbHoe cTammonapHoe 06ciefjoBaHye BBIIIOTHEHO Yepes 4 MecC. IOC/Ie Ollepanuim.

JleBaa mouka: 35x20 mMM. IlonoxxeHmue crpaBa, HECKONBKO HIDKE UM BEHTpPa/ibHee IIPaBOTo
CerMeHTa, poTupoBaHa. [luddepeHInpoBKa MapeHXMMBI CITIa)KeHa, IIAPEHXVMa YMEPEHHO ITOBbI-
meHHol sxoreHHocTH. YJIC nedopmmpoBaHa, 10XaHKa 10 12 MM, CTEHK! ee YMepeHHO yTOIIIEeHbI.
Kposorok mpu LIJIK ymepeHHO 06efjHEH IO MarucCTpajbHOMY TUITY U B IOJKAIICY/IbHOI 30HE.
MoueToyHUK B HYDKHEN TpeTu 1o 10 MM, BAJIO IIEPUCTANIbTUPYET, CMBIKA€TCA HE IIOTHOCTHIO.




IIpaBaa mouka: 67x25 mM. Ilomoxenme
B TUINYHOM MecTe; mapenxuma auddepeniu-
posana; YJIC He pacmmpena. KpoBoTok mnpu
OOK mpocnexxuBaeTcss [0 Kamcynbl; Mode-
TOYHMK He pacIlMpeH.

Oxorpaduyecku MONMOXUTENbHAs [[MHA-
MMKa 3aK/I0YaeTcsA B YIy4IIEeHUM KPOBOTOKA
M BOCCTAHOBJIEHME YPOAMHAMUKM SKTONUPO-
BaHHOI1 JIeBOV ITIOYKM.

BoimonHenHas nucrorpadus KOHCTaTupo-
Bajla OTCYTCTBME Iy3BIPHO-MOYETOYHUKOBOTO
pedrrokca.

Puc. 7. 3aBepLuatoLum 3Tan onepauum

W

ITPOTHO3

OTcyTcTBUE ITy3BIPHO-MOYETOYHMKOBOTO pedIiokca M BOCCTAHOBJICHUE YPOAMHAMMKU
II03BOJIAIOT PAacCUMTHIBATD HA OTCYTCTBME B fla/ibHeilmeM MHQeKIuiI Mo4eBbIX mmyTeil. Takemnas
0OCTPYKTVMBHAA YPOIATHA, peajn30BaHHAA aHTEHATATIbHO U B paHHEM IIOCTHATAIbHOM IepHofe,
HECMOTPsA Ha PaHHIOI KOPPEKLMIO ITOPOKA, MOMTHOCThI0 HE MCK/II0YaeT BO3MOXXHOCTD IIPOrpec-
cpoBaHMsA HeppOCKIepo3a ¢ moTepeil GYHKIVMM SKTONMPOBAaHHOI mo4ky. OZHAKO, JaXke B 9TOM
CiTy4ae, IpY OTCYTCTBUY apTepMaTbHON TMIePTEeH3MM, MOXKHO 136eXaTh He(hpIKTOMUI. YaneHue
SKTONMPOBAHHO IMOYKM CO CPallleHMeM Y JaHHOTO MAlMeHTa KpailHe TPaBMAaTUYHO 3a CYET aTu-
IYHOTO PACIIONIOXKEHV, CPALIEHNS C IPOTUBOIOIOXKHOI TOYKOI ¥ aHOMaIbHOTO KPOBOCHa0>Ke-
HIIA, YTO MOXKET NPUBECTU K IMOBPEXIAEHNIO 3[J0POBOJ IIOYKM.

OBCYXAEHUE

Haubonee yacTo niepekpecTHast 9KTOINS TOYKM He VIMeeT K/IMHIYECKIX IPOsIB/ICHNIT U1 BbISIB-
JISIETCSI TIPY CKPUHWHTOBOM 00 C/IeIOBAHNIA.

Meraypetep, OOyC/IOBIEHHBINI 9KTONME)I MOYETOYHVKA B ypPeTpPy, Y Ma/lIb4MKOB SIBJISET-
cs penkoil martonoryeii. TakTyka omepaTMBHOTO BMEIIATENbCTBA 3aBUCUT OT (QYHKLMU ITOYKIL
ITo paHHBIM MUTepaTypbl, Ipy GYHKIMY 1Mouky 6ormee 10% MeTOmOM BbIOOpA SBIAETCS HEOVM-
IUIAHTAIMsI MOYETOYHUKA B MOYeBOI 1y3bIpb [13-14, 17]. Tlo gaHHBIM ciymHTUTpadUy JOCTOBEP-
HO OIIpefeNUTh MaplyaNbHy0 QYHKIVIO KKJOV ITOYKM IPY UX CPAlLeHUN He IPefCcTaBIsAeTCs
BO3MOXHBIM. KpoMe TOro, Ipy BBINOTTHEHNN TeMUHEe(PPIKTOMUY YABOSHHON ITOYKYU PUCK HOTEPK
(YHKLIMM OCTAIOIETOCs CETMEHTA COCTaB/IsAeT 4o 5%. ComyTCTBYyIONee SKTOINM IIOYKY aHOMaIb-
HOe KPOBOCHAOEHVIe MOXKET JIONOTHUTE/IbHO YBEIMYUTD PUCK HOTepy (PyHKLMY eINHCTBEHHOII
ocTalolericss MoYKn. B cBsA3M ¢ aTMM 6oJiee MpeIOYTUTENbHBIM SB/ISETCS BBIIIOJTHEHNE OPraHoO-
COXpaHSIOIell OllepaLuy Jaske IIPY BbIPAXKEHHOM CHIDKEHUY (PyHKIIVIN.

Vcnonp3yeMble Ha CETORHALIHMI IeHb CIIOCOOBI BbI/Ie/IEHNsI AUCTATTBHOTO OTHe/Ia SKTONUPO-
BAaHHOTO MOYETOYHVKA KaK OTKPBITBIM, TaK ¥ JIAIIAPOCKONMNYIECKUM HOCTYIIOM HeM30eXHO IIpu-
BOZAT K GOPMUPOBAHNIO 3HAYUTEIBHOI 110 MPOTSHKEHHOCTH KynbTi. HeobXomuMocTs ynanenus
KY/IbTe/l MOY€TOYHIKOB IIOCIIE OIlE€PaLii Ha BEPXHIX MOYEBBIBOAAINX Ty TAX 10 IIOBOAY SKTOINM

187

m D' ‘aoLmneseq ‘d:qd ‘BexddA] =)'y ‘Huxdog "H:D ‘@aneudey "y'D

UMMOE0HXe
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IUTUTENIbHO 00CY)X/janach, B CBSA3M C TeM, YTO 9TA OIepauys TPYAHA /IS BBIIIOTHEHMS M MOXET
IPUBECTN K MOBPEXAEHNUIO CPMHKTEepa MOYeBOTro My3bips [8-12, 17].

B coBpeMeHHYI0 3py MMHMMA/TIbHO MHBA3MBHOV XMPYPIUM IallapOCKONMYecKass perMIIIaH-
TaIVsl MOYETOUYHMKA — OfIMH 13 BO3MOXXHBIX BapMAHTOB JIEYE€HVS NIPY eVHCTBEHHON (PyHKIM-
OHMpYIOLIEN MoYKe. JIureparypHble JaHHbIE O BBIITOMHEHNUM PEMMIUIAHTALIMY SKTONMPOBAHHOIO
B ypeTpy MOYETOUHVKA HeYJBOCHHO [TOYKY BCTpevaoTcs pefko. [lepBrle coobmenms 06 oTxens-
HBIX KIMHUYECKUX CTy4asix oTHOcsATcsA K 2007 m 2010 rr. [15, 16].

ITHeBMOBE3MKOCKONIMYECKAA PEUMMIIAHTALA MOYETOYHMKOB IIPY HEYABOEHHON IIOYKe
B HaCTosillee BpeMs He onucaHa. [Io MHeHMI0 6OBIIMHCTBA aBTOPOB, UCIONTb30BaHNe THEBMOBe-
3UKOCKOIIYECKOTO JOCTYIA OTPaHIYEHO BO3PAcTOM pebeHKa crapiie 2 jeT. VIMeloTcs efuHIYHbIe
HyO/nMMKaIy o IpMMeHeHN JAHHOTO JOCTYIIA B IPyHOM Bo3pacrte [18, 19]. ITpemioxeHHoe HaMu
JICIIOJIb30BaH}e ITHEBMOBE3VMKOCKOIYECKOTO OCTYHA NPV SKTONIMM MOYETOYHVKA y pebeHKa
TPYLHOTO BO3pacTa MO3BOJIAET OTHOBPEMEHHO COXPAHUTDh IPEUMYILEeCTBA MalOil MHBAa3MBHOCTU
peuMIUTaHTanuu 1 n36exaTb GOPMUPOBAHNS KINHIYECKY 3HAUMMOI KY/IbTI MOYETOUHMKA.

3AKJTIOUEHUE

IKTONMs MOYETOYHIMKA B 3aJHIOI0 YPETPY Y Ma/JIb9YMKOB I IIEPEKPECTHAA SKTOINA IIOYKIN CO
CpallleHMEM OTHOCATCA K PE€OKMM BPOXIAEHHDBIM aHOMAa/IMAM. CoueTaHlne 3TUX ABYX AHOMAaJINIL
ABIACTCA Ka3yUCTUYICCKUM CTy4dacM. Vicnmonb3oBaHHBIN HAMU METO/[, ITHEBMOBE3NKOCKOIINMYECKO-
ro AocCTyna 1npy peMMIUVIaHTaOVIM SKTOIIMPOBAHHOTO B 3aJHIOI0 YPETPY MOY€TOYHNKA B MOY€eBOI
IIy3bIpb Y Majib4JiKa paHe€e€ HE€ IPUMEHAICA. Y mnHamero TMManyenTa yaajaocb BOCCTAHOBUTD ypoO-
AVHaAMMKY BEPXHUX MOYE€BbIBOIAIINX HYTeﬁI, a d)OpMI/IpOBaHI/Ie KOPOTKOI7I KyIbTU MOYE€TOYHMKA
IIO3BOINIIO paiiKa/IbHO CHU3NUTD BEPOATHOCTD IIOTEHIVIA/IbHbIX OC/IOKHEHU.
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NEPBbIA OMNbIT MPUMEHEHUS
NMHEBMOBE3MKOCKOMUYECKOIO AOCTYMA
ONa YOANEHUS BPOXXKOEHHOIO MOJIUMA
3AQHEW YPETPbI

NEPBbIA ONbIT MPUMEHEHUA
NMHEBMOBE3UKOCKOMWYECKOIO IOCTYNA
ONA YOANEHUS BPOXXAEHHOIO MNOJIUNA
3AHEN YPETPbI

C.H. 3opkun, C.A. Kapnaues, b.H. YBapos, [I.C. IllaxHoBcKuit

OBOCHOBAHME

[Tonumel 3ajiHell ypeTphl y feTell MY>KCKOTO IIO07Ia OTHOCATCA K pefKoil aHoManuu. TodHoe
KO/INYECTBO MePEeHeCIINX 3TO 3a60/1eBaHNe HEM3BECTHO, HO, 6/1arofiapsi COBepUIEHCTBOBAHIIO METO-
0B IVMAaTHOCTMKY, MO>KHO KOHCTATMpOBaTh yBenudeHne B nocnennue 20 et [1, 2]. Knunanveckas
KapTMHAa HecHelu(uyHa; CUMIITOMBI Bapyabe/lbHbI M MOTYT OBITb KaK M3ONMPOBAHHBIMM, TaK
Y CBA3AHHBIMU, BK/IIOYAOLVIMI OCTPYIO 3aJIepXKKY MOYM, JU3YPUIO U T€MATYPUIO.

TpancyperpanbHas sHZOCKONMYECKas pe3eKIys MONMMUIIOB C MCIOIb30BAHMEM 3/1EKTPOKOA-
TY/IALUY, KaK IIPaBWIO, YCIEIIHAa ¥ OTKpbITasA LUCTOTOMUA Tpebyercsa penko. Vcmonmb3oBaHue
IIVICTOTOMMM B C/IOYKHBIX KIMHUYECKMX CTy4asX ABJAETCA ONpaBJaHHBIM [3-6].

KJTMHUYECKWUA NMPUMEP
o O

Pe6enok M., 3 ropja. /13 anaMHe3a M3BeCTHO, 4TO B TedeHMe 6 MeCALeB IIPOTrPeccupoBajIo 3aTPYya-
HEHHOe MOYENCITyCKaHMe, 33 MEJUIVHCKON IIOMOIIbI0 He obpamianich. [ocnuTanusupoBaH B 9Kc-
TPEHHOM IIOPAJIKE B YPOTIOTMYECKOE OT/IE/IEHNIE IT0 MECTY JKUTEIbCTBA C KJIMHMUKON OCTPOIL 3aePXKKI
moun. [Tpu Y3V opraHOB MOuY€BOJI CHCTEMBI BBIAB/ICHO 00pa3oBaHue B IPOCBETE MOYEBOTO ITy3bIpA.
Breirmonnena cMOTpoBas LMCTOCKOMNA, BUSYa/IM3MPOBAH IIOINII 3aJHEN yPeTPbl, UCXOJAIINI 13 CEMEH-
HOTO Oyropka U IpO/IaUPYOLINII B IIPOCBET MOYEBOTO MY3bIPS. YCTAaHOBJICH YPeTpa/IbHbIl KaTeTep
®ores. Knunyko-m1abopaTopHbIX JAHHBIX O MHQEKIMM MOYEBbIX IIyTell He OTMeYeHO. YPOBeHb a30-
TeMuUu — B Ipefenax pedepeHcHbIXx 3HadeHmit. Hampasnen B OIAY «HMMUII 3mopoBbsa pmetein»
Munspapasa Poccun (manee — IleHTp) [/ yTOYHEHNA JMATHO3a U ONPeJleNIeHN TAKTUKM JIeYeHNA.

OU3NKAJIBHAA JMATHOCTVIKA

CocrosHue pyu MOCTYIUIEHUN CPeJHeN TSXKeCTU: He IMXOPaJNT, IOJI0KeHNe aKTUBHOE, BeC
17 k1, poct cTos1 — 98 cM. CocTOossHNE MUTAHUA COOTBETCTBYET Bo3pacTy. Ko>kHble TOKpOBBI O71ef -
HO-PO30BBbIe, YVCThIE OT chbili. KocTHas cyucreMa: BbIpaykeHHBIX leopMannit HeT. B merkmx jpixa-
HIe IIy3PUIbHOE, IPOBOAUTCS BO BCE OT/ENbI, XpUIIOB HeT. TOHBI cepAilla 3By4HbIe, PUTMUYHBIE,
myMoB HeT. Mod4enonoBas cucrema: Hapy>KHbIe IIOJIOBbl€ OPTaHbl Pa3BUTHI 110 MY>KCKOMY TUILY.
Suaxu B momonke, S=D. Yperpanbublii katetep pyHKuMOHMpYyeT. TeMn anypesa ajjeKBaTHBIIL.
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IIPEIBAPUTEIBHBIN NMATHO3

Ha ocHoBanum jaHHbIX aHaMHe3a, Y3V 1 1MCTOCKONNY, BBIITOTHEHHBIX 110 MECTY KUTE/Ib-
CTBa, BBICTABJIEH NPEABAaPUTENbHBIN fuarHos: «llonmmm sagnHeit ypeTpbi».

OIUHAMUKA U ICXOIIBI

Vccnedosanus npu nocmynmenuu:

[laHHBIe TaOOPaTOPHBIX UCCIENOBAHMII, BKIIOYasl a30TEMMIO, B IIpefieiaXx pedpepeHCHBIX 3SHAYeHMIL.

Y3/ opranoB MO4€BOJI CCTEMBI:

o IIpaBas mouka: 72x29 MM, pacono)xeHa B TUIIMYHOM MecTe. [Tapenxnma juddepeniypo-
BaHa. Yameuno-noxanounas cucrema (4JIC): moxanka 8 MM, CMEIIAHHOTO THIIA, YallleYyKy
He pacmypenbl. COCyzibl: KPOBOTOK IIPY MICIIO/Ib30BAHIN LIBETOBOTO IONIJIEPOBCKOTO Kap-
tupoBanys (LIJIK) npocnexnBaeTcs o Karcynsl. MOYeTOYHUK B HVDKHEI TPeTH JI0 4 MM.

o JleBas mouka: 74x31 MM, pacnonoxeHa B TUIIMYHOM MecTe. [Tapenxuma fuddepeniupo-
BaHa. YJIC: moxanka 10 MM, CMEIIaHHOTO TUIIA, Yameyky o 3—-5 MM. Cocyzbl: KPOBOTOK
npu LIJIK npocnexxnsaeTcs 10 Kancynbl. MOYETOYHMK B HYDKHEN TPETH [I0 6 MM.

«  MoueBoii my3sIpb 3anonHeH. CTeHKM He yTOJIIIEeHBI, B 00/1aCTy IIEIKM MOYEBOTO My3bl-
Ps1 BUSYa/IM3UPYeTCsl OKPYIZIoe 06pa3oBaHue, UCXOAsIIee U3 CTeHK) MOYEBOTO IIy3bIps,
cpenneit sxoreHHocTH. KpoBoTtok npu IIJIK — ennHM4YHbIE 1IBETOBbIE CUTHAJIbI, pa3sMe-
poM 22x10x12 MM.

[TpoBenieHHOE 0OCIEOBaHIE U paHee BHINIOJTHEHHAS YPETPOLMCTOCKOINS O3BOININ YCTa-

HOBUTD inarnos: «[lomu sajHen ypeTpoi».
YcTaHOB/IEHO IIOKa3aHMe K ONlepalyiy: He0OXOAMMOCTD Ya/IeHN TIOJINIIA.

TEXHUKA OIIEPAIIVIN

BommonHena yperpockonus. Ilo 3agHeil MOBEPXHOCTM CeMEHHOTo Oyropka ompepernseTcs
o6pa3oBaHue B BUJie IO/IMIIA Ha IIVPOKOM OCHOBAHMY, pa3MepaMi 1o 2 cM B JyimHy 1 1,0 cM B aua-
MeTpe, IpOoJo/DKamplieecd B IPOCBET MOYEBOIO Iy3bIps. BBINOMHUTD painKalbHYI TPaHCype-
TPaJbHYI0 PE3eKIVIO IOINIIA B CBA3Y C €r0 pacloNoXeHNeM, pasMepaMy U MYPOKUM OCHOBAHN-
eM, He TPeCTaB/IANIOCh BO3MOXKHBIM. [IpHATO pelieHne 06 yianeHny mojnia TpaHCBe3UKaabHO
C UCIIONIb30BaHMEM ITHEeBMOBE3MKOCKOIIMYECKOro JocTyma (puc. 1-3).

TpoakapHble IPOKOJIBI MOYEBOTO ITy3bIps YIIUTHL. MOueBoil My3bIpb APEHNPOBAH KaTeTepOM
Dognes 10 Fr. OnepanyonHoe BpeMs — 15 muH. IlocneonepanyioHHbIN epuoy, NpoTeKal IMAKO.
bonesoit cunipomM 1 remMarypus OTCyTCTBOBAIM. YpPETPa/lbHbIl KaTeTep yhaneH Ha l-e CyTKu
HI0CTIe onepalyy. BocctaHOB/IEHO caMoCTOATeIbHOE 6e360/1e3HEHHOE MOYEHCITyCKaHMe.

MuKpocKonuyecKkoe ONycaHme Iperapara: MoUIOBU/HbIN GparMeHT, BHICT/IAHHBIN MHOTO-
CTIOJHBIM IIOCKVM HEOPOTOBEBAOIMM 3MNTe/VeM 6e3 IIPU3HAKOB aTUIINM, B H&KHOBOTOKHICTON
CTpOMe — OTeK, aHTMOMAT03 C IIOTHOKPOBUEM COCYOB (puc. 4).

W

ITPOT'HO3

PapukanpHOe ymaneHye BPOXXIEHHOTO IONMIA 3aJHENl YpeTpbl IO3BOAET PACCYUTHIBATDH
Ha 0/1arOIPUATHBIN IPOTHO3 ¥ OTCYTCTBUE PELVIAVBOB B OTHATEHHOM II€PUOJIE.
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Puc. 1. Moa LMCTOCKONUUYECKUM KOHTPONEM Puc. 2. BbinosiHeHa Be3MKOCKOMNUS.

YCTaHOBJIEH 5 MM TpoaKap Al ONTUKK BusyanusupoBaH WUCXOOSLUUA U3 3aaHen
Mo cpenHein IMHUA MeXAY NMYNKOM 1 JIOHOM, CTEHKMN CeMeHHOro 6yropka v nponabupyoLmm
61MXKe K NMYMKY 1 2 paboumx Tpoakapa 5 MM B NPOCBET MOYEBOro My3blPs MNOAUM

B NOAB3A0LIHO-NAaX0BbIX 061aCTaAX
CrnpaBa u cneBa

Puc. 3. BbiIno/IHEHO yaaneHne onyxonm Puc. 4. MonunoBuaHbIA bparMeHT
Nno rpaHuLe 300POBOW TKAHU
C ucnonb3oBaHMeM annaparta LigaSure

|
OBCYXXAEHUE

ITHonoruA IONMUIIOB yPeTpbl O CUX IOP OCTaeTCs CIOPHON. VIX BblABIeHMe B IepUOJ
HOBOPOXXJIEHHOCTU M Y JleTell IPYJHOTO BO3pacTa ABJIAETCA BECOMBIM apryMEHTOM B IIOJIb3Y
BPOXKIEHHOTO NPOUCXOKAeHMss. OHM MOTYT BO3HMKHYTb B pe3y/lbTaTe HapyIIeHUs SMOpHO-
reHe3a IIPefiCTATENbHO >Keme3bl. MopQomornieckyt BpOXK/ieHHbIe ITONVIIBI ypPeTpPbl HNOKPBITHI
ypoTenyeM, KOTOPbIii MOXXET OBITh BOCIIAJIEHHBIM, MM MMETh IIOCKOK/IETOYHYI0 MeTAaIlIa3uio.
Cy6amnuTennanbHas CTpOMa COCTOUT M3 PBIX/ION BOJOKHVCTOV TKaHV, B HEKOTODPBIX CITydasix




MOXXET COJIep>KaTh BOJIOKHA ITIa[IKOV MYCKY/IaTypsl [7, 8]. B paHHeM Bo3pacTe BpO>KIeHHbIE OMN-
IIbI 3aJIHEl YPeTpbl IPOSB/AIOTCA KIMHUKON OOCTPYKIMY YpeTpbl. Y JeTeil cTapliero Bo3pacTa
KIVHIYeCKas KapTVHa MOXKeT BK/IIOYATh AVM3YPUIO, TeMaTypuio, MHQPEKINI0 MOYEeBbIX ImyTeit [2].
Y3U u mukumoHHas umcrorpadus sSBISAIOTCS BOXHBIMM AVATHOCTUYECKUMIY VCCIIETOBAHVSMIY,
OJJHAKO OKOHYAaTe/bHasA AMAarHOCTMKA BO3MOKHA TOJIBKO Ha OCHOBAHUM yPETPOLMCTOCKOINMN.
Huarnoctuueckass neHHocth KT u MarHuTHO-pe3oHaHCHOI ToMorpadun He Bbicoku. Ilo mepe
COBEpIIEHCTBOBAHMS IeAMaTPUYECKOr0 IHIOCKOIMMYECKOTO 0060pYHOBaHUs TpaHCypeTpaibHast
peseKyus MOMUIA ypeTpsl CTajla omepanueil Bbibopa. bonmpinoit pasMep, Imafkas MOBEPXHOCTD
U HallpsDKEHHasA CTPYKTypa IMOMNIA TPAAMIVMOHHO CYMTA/NINCh MTOKa3aHMeM K OTKPBITONM LIVICTO-
TOMMM IS yHaleHus HoBooOpasoBaHus [1, 3-6]. Vicronb3yemble B HacTosAlee BpeMs Ypes3my-
3bIPHbIE JJOCTYIIbI BEICOKO9((PEKTUBHDI, HO BeCbMa TPaBMaTH4YHbI. BomeBoil cMHAPOM, reMaTypus
U JJINTEIbHOCTD IIOC/IEONEPALVIOHHOrO MEPMOJa 3aCTaB/IAT UCKATh a/lbTepHATUBHbIE, MAJIOVHBA-
3UBHBIE MeTO/bI. [[HeBMOBE3MKOCKOIMYECKIIT JOCTYII XOPOIIO 3apeKOMEH/0BaI ce0s I jede-
HIs IOPOKOB YPETEPOBE3MKATIbHOIO CETMEHTA, €CTh TAK)Ke OIMCAHNA yHaleHus MOIUIIOB MOYe-
BOrO ITy3bIps [9]. I/ ymaneHyss BpO>K/IeHHBIX ITOJIMIIOB 3aJHeNl YpeTphbl HOCTYI VICIIONb3YeTCs
BIIepBble. PenniBoB 3a00/IeBaHMs IPYU PaVIKa/IbHOM yIa/eH!y MOMNUIIOB He oTMedaeTcs [2, 7].
[IpeBocxofHasAa Bu3yanmMsalys IO3BOMNMIA BBIIOIHUTD OIEPALMI0 MaKCUMAJIbHO PaJUKaTbHO
6e3 MOBpEXIEHNA CEMEHHOTO OyropkKa.

3AKJTIOUYEHUE

BpoxxmeHHbIIT TONMNII 3a/iHeN YPeTPbl OTHOCUTCA K PeKUM BPOXXI€HHBIM AaHOMAJINAM, BbI3bI-
BaloOLIVM MH(]paBesuKanbHy 00CTPyKIMIO. VICIIONb30BaHHBI HaMM [JOCTYI ITO3BOIVII 3HAYM-
Te/IbHO CHU3UTb TPAaBMAaTMYHOCTD ¥ BpeMA KaK OIlepaliy, TaK U ITOC/IE€ONePalIOHHOTO MIEPUOJaA.
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YCMELUHbIA ONbIT MPUMEHEHUSA
WMMYHOZENPECCUBHOW TEPANUU
B MEPMOJE HOBOPOXXAEHHOCTHU
Y PEBEHKA...

YCNELUHbIA ONbIT NPUMEHEHUS
WMMYHOLENPECCUBHOW TEPANUMU
B MNEPUOAE HOBOPOXXAEHHOCTH
Y PEBEHKA C BPOXXAEHHbIMU
XUWIONEPUTOHEYMOM U MHOXXECTBEHHbIMU
MOPOKAMU PA3BUTUA

A.C. I'ypckas, O.H. HakoBkuH, A.Il. ®ucenko, P.P. basasuros,
.M. AxmenoBa, I1.B. Kapnyra, A.A. lllykuna, M.A. Onenesa,
H.B. Ilerposa, B.A. CkBoprioBa

OBOCHOBAHME

IIpepcTapiseM omucaHue KIMHNYECKOTO CIy4yast COYeTaHNUA IBYX KpaliHe peKMX IaTONIOTA
y OffHOTO HallMeHTa — COYeTaHMe IMOPOKa PasBUTH IepefHell OproIIHON cTeHKH (oMdarorene
0O0NBIINX Pa3MePOB) C MOPOKOM Pa3BUTHSA MMM(ATIYECKON CUCTEMBI (BPOXKEHHBIV XVIONEpU-
TOHeyM). B oTedecTBeHHOIT 1 3apyOeXHOII TMTepaType MOJOOHbBIX OIMMCAHNIT MBI He BCTPETUIN.
JJaHHBIN CydYail YHUKAJIEH ellie ¥ TeM, YTO y MaljyieHTa NOoTpe6oBaIoch MpOoBefieHNe IMMYHOie-
IIPEeCCUBHO Tepanuy st KynupoBauus muMdopen, 4to B Poccun B meproe HOBOPOXKAEHHOCTHI
ObL/IO IPMMEHEHO BIIEPBBIE.

Owmdarnonene (mynmoBMHHAs TIpbDKa, IpbDKa IYIIOYHOTO KAaHATMKA WM 3MOpPMOHA/IbHAS
TpbDKa) — BPOX/EHHBIN HeeKT IepemHell OPIOIIHONM CTEHKM B O0/IACTM IYHOYHOTO KOJIBIIA,
IpU KOTOPOM 0O0pasyeTcs TpbDKEBOII MEIIOK, COAepKalluil B OONBIIMHCTBE C/Iy4aeB IETIN
KnieyHuka u nedeHb. OMdanonene Bcrpevaercs ¢ yactoroit 1 Ha 4000-5000 HOBOPO>KEHHBIX
Y 4aCTO COYeTAeTCsA C MOPOKAMM Cepyilla, HEpPBHON 1 KOCTHOM cucTeMbl. COMyTCTBYOIIAsA MaTo-
norus uMeerca B 30-50% cnyvaes, a y 15% IalMeHTOB BBIABIATCA XPOMOCOMHbBIE aHOMAJINN
[11-12]. IIpy HanMuuy M30MMPOBAHHOTO OMd(asonene eTH MMEIT BBICOKYIO BBDKVBAEMOCTDb
(90%), HO TIpM COYETAHMN C CONYTCTBYIOUVIMY IOPOKAMU Pa3BUTHUA Y XPOMOCOMHBIMY aHOMaJIV-
AMM JIeTaJIbHOCTD JocTuraet 20% [6-8].

XUIOIepUTOHEYM — IIaTONOTMYeCKOe COCTOSAHNE, IPOSBIIAIeecs HaKOIIeHVeM MMMpaTH-
9eCKOI XXUAKOCTY B OPIOIIHOI IONOCTH, 0OYC/IOBIEHHOE IOPOKAaMI Pa3BUTHA MMMGATUIECKO
CUCTEMBI, TPAaBMOII PV XMPYPrUYECKMX BMELIaTe/IbCTBAX HAa OpraHax OPIOIIHON IIOJIOCTM, ITYHK-
VY LeHTpa/NbHBIX BeH. [IpMymHaMu XMIONepUTOHEYMa Y HOBOPOXKJEHHBIX ¥ JIeTeil TPYRHOTO
BO3pacTa SIBJISAIOTCS BPOX/ICHHbIe MOPOKV pPasBUTUA MUMQATHUECKOl CUCTeMBbl. JleTalbHOCTD
IIPY BPOXX/IEHHOM XVJIONIEPUTOHEYMe 110 JAHHBIM OTE€UeCTBEHHBIX 1 3apPyOeXXHbBIX aBTOPOB JJOCTH-
raet 30-50% [1-4, 7].
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KNTMHUYECKWUN NMPUMEP
o O

JKenmuna Ha 18-i1 Hemene 6epeMeHHOCTH OOpaTMIach B XUPYPrudeckoe OTHe/IeHVe HOBO-
POXJEHHBIX U feTeil rpygHoro Bospacta ®IAY «HMUII spoposbsa feteii» Munsgpasa Poccun
(manee — IleHTp) Ha JOPOLOBYIO KOHCY/IBTALIMIO B CBSA3M C TeM, YTO y IUIOZIA OBUI BBIAB/IEH IIOPOK
pasBuTUA TiepefHell OpIOIIHON cTeHKM — oMdasornene. [narHos ObUI YCTAHOBIEH IO MECTY
JKUTENbCTBA IPY TPOBeIeHN) CKPMHUHTOBOI IPeHaTaNnbHOl coHorpaduy B IMepBOM TpUMeCTpe
OepeMeHHOCTH. BBINOIHEHO ITpeHaTaIbHOe KapUOTUIMPOBAHNe, BbIABIEH HOPMa/IbHbI KaPUOTHII
roza 46XX, XpoMOCOMHas aHOMaIVs OblIa MICK/TIOYeHa. B Ipyrux opranax u cucTeMax COIyTCTBY-
IOIVIX IOPOKOB PasBUTHA BBIABIEHO He Ob110. [lo pe3ynbTaTam HOpOmOBOM KOHCY/IBTALVN OBIIO
PEKOMEH/IOBAHO HAOMIONEHMe 1 pofjopaspelieHe B I. MOCKBe, 1A HOCTIeAYIOIIero ONepaTIBHOTO
neuenus B llentpe. Ha cpoke 35 Hepenb OepeMeHHOCTM HMalMeHTKA Ipuexana B I. Mocksy. Bee
HaOJTIOfieHNe 10 POJIOB ¥ popjopaspelieHe mpoucxoauio B ¢punmane «Pogynpubiii jom KB Ne 1
uM. H.JL. TIuporosa» (3aB. pumanom — k.M.H. OnereBa M.A.). YunTbiBasg paclnonoxeHue mede-
HI B 000/104Kax oMdasolese, ObII0 peKOMEHIOBAHO POfOpa3pelleHye IIyTeM KecapeBa CeueHN.
Pe6enox popmncs 25.06.2021 1. oT BTopoit 6epeMeHHOCTH (TIepBbIlt pebeHOK 2014 roga poxeHus,
37I0pOB), BTOPBIX OIlePaTMBHBIX POJOB Ha CPOKe TeCTaluy 37 Hefle/b, )KEHCKOro mona. Bec pebenka
npu poxpenun coctaBui 2490 1, poct coctaBun 49 cm. Ouenka mo mxkane APGAR 8/8 6amnos.
B BospacTe 1BYX 4acoB >KM3HM peOeHOK ObUI TpaHCHOpPTHpOBaH Opuranoit IlenTpa B cocTaBe Heo-
HATaJIbHOTO XMPYpPTra i HEOHATAIbHOTO PEAHMMATO/IOra B OT/IE/IEHIE PeaHVMALMM Y IHTEHCUBHOM
Tepanyy HOBOPOXK/IEHHBIX U JieTel TPyAHOro Bo3pacTa (3as. oth. — HakoBkmu O.H.).

OVISMKAJIBHAA IVUATHOCTUKA

[Tpy nocTymieHnn cocTossHMe pebeHKa TsDKeoe 3a CYeT BPOXKAEHHOTO IOPOKa PasBUTHA,
pebeHOK HaXOAUTCA Ha CAMOCTOSTE/IbHOM JibixaHuu. IIpy ocMoTpe B 06/1acTy [JO/DKEHCTBYIOLIe-
ro MyIIOYHOTO KOJbI[a ONpefensieTcs: fedeKT MepenHeli OPIOMIHON CTeHKM, pasMepaMu 7x8 cm,
IPUKPBITBIT 9MOPUMOHANIBHBIMK 0O0/moYKamMn. B 06o/moukax copepskaTcs MeTIy TOHKOTO U TOJI-
CTOTrO KUILIEYHMKA, XKeNTyIOK, IapoobpasHas nedeHb (puc. 1, 2). IlepBpIM aTanoMm jedeHns Hamo-

Puc. 1. NMpwu ocMoTpe B obnactu Puc. 2. B o6onoukax cogepxkarcs netim

OOJDKEHCTBYIOLLEro NynoYyHoro KoJibLa TOHKOIO M TOJICTOIO KULLEYHWKA, XKEeNYA oK,
onpepenserca nedekT nepeaHen 6PIOLLHON Lwapoo6pasHasa neyeHb

CTEHKW, pa3MepaMm 7x8 cM, NPUKPLITbIN
3MOPMOHANIbHBIMU 060/104UKaMKU
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YCMELUHbIA ONbIT MPUMEHEHUSA
WMMYHOZENPECCUBHOW TEPANUU
B MEPMOJE HOBOPOXXAEHHOCTHU
Y PEBEHKA...

JKEHa TepMOU3OJIMpYIoLasd IMOBA3KAa Ha 000-
o4k omdaorene U HalaKEeHO BBITSDKEHUE
i 3a IYIOBMHHBIN OCTAaTOK. B TeyeHme AByX gHeN
~ IIPOBOJMIOCH IIO3TAIIHOE IIOTPY>KEHNE OPTaHOB
B OpromHyto monoctb (puc. 3). Ilpu mposepe-
HUM JOIIOTHUTENIBHOTO OOC/IENOBAHMS TaKXKe
BBIABJIEHDBI COIYTCTBYIOIIME IIOPOKM pa3BMU-
TUA: BPOXKXIEHHBIN MTOPOK Ceplia, MbIIIEYHBIN
PECTPUKTUBHBIN JedeKT MeX KemTyTo4KOBO
. IIeperOpofiKY, OTKPBITOE OBAJIbBHOE OKHO, HeJl0-
4 ﬂ CTaTOYHOCTh KPOBOOOpaI[eHNsI I MOPOK pas-
I : BUTVSA NPABOIL KUCTYU (HENOJHAs CYHAAKTIINA
Puc. 3. NoatanHoe norpy>eHne opraHoB 4-5-T0 majIblieB IPaBOIl KUCTH), HE Tpe6y10m1/1e
B OPIOLLHYIO NOJNIOCTb KOppeKIUK B TPYSHOM BO3pacTe.

\—
IIPEJBAPUTEILHBIN MTVATHO3

ITpenBapuTenbHO cHOPMYIMPOBAH CEAYIOMNIT uarHo3: «OMdaroLene 60IbLUINX pa3MepOB».

ComnyTcTBylomee 3abonepanue: BIIC (MbIueuHbIl fedeKT MeXOKenyJ09KOBOII IIeperopoiKI,
BTOPUYHBII TedeKT MexXIpencepanoit meperopopku, HK 0-1). HenonHas cuapakTimms 4-5 manb-
LIeB IIPaBOJ KUCTH.

OIVUHAMMKA Y ICXOTIbI

Ha TpeTbu cyTKM >kxM3HM peOEHKY COTPYFHUKAMM XMPYPIUIeCKOTO OTHENeHNA HOBOPOXK-
JEeHHBIX U JIeTell TPYAHOTO0 BO3PACcTa BBIOJIHEHO ONEpPaTMBHOE BMELIATEIbCTBO — YAAJIeHUe
3MOpPUOHANIbHBIX 000/I04YeK, pasfeneHye SMOPMOHATbHBIX CIIaeK, HMepBUYHASA pajiuKanbHas
IUIACTMKA IepefjHell OPIOUIHON CTeHKM ¢ GpopMmupoBaHNeM Heomynka (puc. 4, 5) (3aB. oTH. —
k.M.H. Iypckaa A.C.). CregyeT OTMETUTD, YTO IHTEPATbHYI0 HAarpy3Ky pebeHOK /10 omepa-
VM He IOTydas, B CBA3M C pasMepaMy oMdasoliese M HaludyeM IIe4eHV B OOOJIOYKaXx.

1

o “a ot . =

Puc. 4. YoaneHne aMOpuoHanbHbIX 060J104eK, Puc. 5. MNepBrYyHaa pagukanbHasa njacTuka
pasneneHne 3sMOPUOHANbHBIX CNaek nepeaHen GPIOLLHON CTEHKU
¢ hopMMpoOBaHNEM HeomnynKa
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OxkpalleHHBIN CTY OBUI IOTy4YeH Ha IepBble CYTKM >k1M3HU. Ha mepBble mocieonepannoHHble
CYTKM BBIIIOJTHEHO KOHTpoOnbHOe Y3V opraHOB OpIOIIHOV IONIOCTM: CBOOOAHAS >KMIKOCTH
B OPIOIIHOII TOTIOCTY He onpefenanack. Ha BTopble mocieonepannoHHble CYTKI IOC/Ie BOCCTa-
HOBJIEHNA ITAaCCayKa I10 JKeNTyJOYHO-KNIIEYHOMY TPAKTy U IIOSIBJIEHNA CAMOCTOATENbHOTO CTYIIA,
pebeHKy OblTa Hayata Tpoduyeckas SHTepanbHasA HarpysKa co CKOPOCTbIO 1 Mj1/4ac ajanTupo-
BAaHHOII MOJIOYHOII cMecblo. Ha 3ToM ¢oHe Ha yeTBepThbIe IOC/IeONepalIOHHbIE CYyTKI OTMede-
HO BBIp@)KEHHOE yBe/M4eHle B pa3Mepax xuBoTa. [Ipyu nposenennn Y3V opraHoB Opronraon
IIOJIOCTY BBISABJIEHO OOJIBIIOE KOMMYECTBO CBOOOMHOI >KMIKOCTU CO B3BeChbl. DHTepalbHOE
KOpMJIEHJI€ OTMEHEHO.

[Ipu npoBefeHuM peHTreHOrpaduu OpraHoB OPIOIIHON IOJIOCTV CBOOOJHBIN Ta3 He Ompe-
IenAeTCs, Ta30HANONHEH)e IeTelb KUIIeYHNKA paBHOMEpPHOe, NAaHHBIX O Iepdopamnyi I0I0ro
opraHa HeT. C jie4eOHO-IMarHOCTNYECKOII 11e/IbI0 BBINTOTTHEHA ITYHKIVIS U IPEHNpPOBaHMe OpIOLI-
HOJ IIOIOCTI: OFJHOMOMEHTHO IOTy4eHO 0Komo 200 MJI KMAKOCTM 6e/I0BAaTOroO IIBeTa, BBIOTHEH
ee 6OXVIMITYeCKIIA, IMTOTIOTMYeCKII VI MMKpOOyonorndeckuii anamms. [1o pesynpraraMm nyHKIun
pocTa ropsl He OOHAPYKEHO, TTOATBEPXK/IEH XMIe3HbIII XapaKTep >KUAKOCTH. [JaHHasA KIMHNYe-
CKasl KapTMHA paclieHeHa KaK IPOsBJIEHNMe COIYTCTBYIOIIETO IOPOKa pa3BUTUA MUMQPATUIeCKON
CHCTEMBI, BpOXK/IEHHOTO XMJIOTIEpUTOHEYMa.

[TepBbIM 9Tanom HayaTa KOHCEPBAaTUMBHAA T€PAINA: SHTEPA/TbHAA HaIrpy3Ka OTMEHEHa, Ha3Ha-
4yeH npenapar OKTpeoTuj B Bo3upoBKe 10 MKI/KI/4, IIONHOE IapeHTepanabHOe muranue. Exe-
JHEBHO IIO IpEHaXy OTMedanoch oTxoxjeHue 400-600 mn xmnesHoro orgensgemoro. Ha done
Tepanmuy OKTPeOTUIOM KOIMYECTBO OTHENAEMOrO IO APEeHaXy He yMeHblIanoch. IIpoBopmica
KOHTPOJIb COflep>KaHMsI B KpoBM 06111ero Oeka, anbOyMuHa, MMMYHOITIOOY/IMHOB C eXXeIHEeBHOII
KOppeKIyen, TpaHcdysnaMny anbOyMmHa. 3a BpeMs Tepamnmy peOeHOK II0Ty4asl IOMTHOe MapeHTe-
paZibHOE IMTaHNe, AHTUMUKPOOHYIO ¥ IPOTUBOTPUOKOBYIO Tepalinio, HA3HAYEHHYIO 10 pe3yiib-
TaTaM MUKpOOMonorndecknx nocesos. COCTOSHIE 110 COBOKYITHOCTY MATOJIOTHIT OCTA/IOCh TSDKe-
nbiM. HecMoTpst Ha exxegHeBHBbIe TpaHCcysum anbOyMuHa, He yaBajoCh MOHATb €r0 ypOBEHb
BoIe 11 /1 (Hopma 26-43 r/n). Ha dpone nmpoBopumort Tepany OKTpeoToM B TedeHre 14 nHeit
HIOJIO>KUTETbHOM JUHAMIUKI He OTMEeYaIoCh, B CBA3Y C YeM OBIIO IIPUHATO pelleHVe O Ha3HAYeHNU
VIMMYHOJIETIPECCUBHOI Tepanuy npenaparom Cuponumyc. Perienne o nmpumeHeHuu Ipemnapara
IO >KVMI3HEHHBIM ITOKa3aHVAM OBIIO IPUHSATO BpaueOHBIM KOHCH/IMYMOM B COCTaBe KJIVTHIYECKOTO
¢dapmakorora u rIaBHOro Bpada lLleHTpa, 3aBefyiomeil XMPYpruieckuM OTHe/NIeHVeM HOBOPOXK-
JEHHBIX U JIeTeN TPYIHOTO BO3pacTa M 3aBEAYIOLIErO OT/ENEeHMEM PeaHMMAl Y MHTEHCUBHOM
Tepanyy HOBOPOXKJEHHBIX M fieTeil rpymHoro Bospacta A.C. Iypckoit. Mama meBoukm Oblta
H(pOpMUpPOBaHa I OANNCA/IA MMCbMEHHOE COI/Iacue Ha BBeJleHMe Ipenapara. PemieHne o Ha3Ha-
yeHuy npenapara CHpomuMyc ObUIO NPUHATO COITIACHO KIVHWYECKUMM peKOMeHpauusaMm (4],
a TalKe peKoMeHAanyAM MeXIyHapogHOTo o0IiecTBa IO M3YYEHMIO COCYAUCTBIX Manbgop-
maunmit (ISSVA). YunreiBas Bo3pacT m Bec IMAlMEHTKY, TepamusA ObUla Ha3HadeHa B JO3UMPOBKE
0,05 mrx2 p/g (0,1 mr/cyT).

Tepanusa Havata 15.07.2021. Ha ¢one Tepanumu CuponumycoM oTMedanach IMOIOKUTETbHAS
IVHAMVKa B BUJIe CHVDKEHMS OTE/IAEMOTO 110 IpeHaXy M3 OpIoIIHOI oiocTy Jo 100 M1 3a CyTKL.
Hpenax ypanen 09.08.2021 r.

Ha ¢oHe nomoxxnrenbHOl JUHAMUKI HA9aTO KOPM/ICHNE aJalTUPOBAHHON MOJIOYHOI CMeChIO
MoHoreH 1o 5 MJI C TIOCTeIIeHHBbIM yBeIYeHreM oObeMa MuUTaHuA Jo 60 M Ha pa3oBoe KOpM-
JleHye. YIanoch MOMHOCTBIO CTaOMIM3MPOBATh MOKa3aTeIy anbOyMIHa, 061iero Oeka B Ira3Me
kpoBu. Ha 10, 14 u 21-e cyTKu Tepanuy NpoBOAUIOCH OoNpefieneHne KonenTpanun Cuponnmyca
B IUIa3Me KPOBM C KOPpeKLMeill [JO3MPOBKM IO JOCTVOKEHUA TePalleBTUYECKOTO0 KOpUIopa
(8-14 Hr/m). YunThIBasA MPOBOAVIMYI VIMMYHOJIEIPECCUHYIO TEPAINIO, C IIe/NbI0 MPOPUIaKTI-
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YCMELUHbIA ONbIT MPUMEHEHUSA
WMMYHOZENPECCUBHOW TEPANUU
B MEPMOJE HOBOPOXXAEHHOCTHU
Y PEBEHKA...

K/ MHQEKIVMOHHBIX OCTIOKHEHNU (ITHEBMOIVICTHON MH(peKIVM) peOeHOK MOMTydaT MPOTUBOMM-
KpobHyo Tepanuio npemnaparoM Ko-tpumoxcason (Cynbdomerokcaszon + Tpumeronpum) B fo3e
36 MI/KT/CyT IO )KM3HEHHBIM NTOKA3aHUAM.

25.08.2021 . pe6eHOK OB BBIIIMICAH JOMOJI B YIOBJIETBOPUTEIBHOM COCTOSIHUM C peKOMEH/Ia-
IVAMY IPOJO/DKEHNA Tepalni ¥ SHTepaIbHOTO MUTaHMA MOJIOYHOI CMeChI0.

\—
OKOHYATEJ/JIbHBIN TMIATHO3

«MHOXXeCTBEHHBIE BpPOXKJEHHBbIE NOPOKM pasBuTua. Omdasnorene OOMpIINX pasMepoB.
CocrosiHIe TOCIe TepPBUYHON paiIKaIbHOM IVIACTUKY ITepeHelt OpIoIIHO cTeHKN oT 28.06.2021 1.
Bpoxxpenusiit xuaonepuroHeym. BIIC: MpluiedHblit geeKT MeXIKenTyLOYKOBOIl IeperopoKy,
BTOPUYHBII leeKT MeXIpeacepaHoit neperoponkn. Hemonmuaa cuagaktumsa 4-5 manblieB Ipa-
BoI1 Kuctn. LlepebpanbHas nieMusi».

Tepammsa npenaparom Crponmumyc 6bi1a oTMeHeHa 24.09.2021 1. B CBsA3M € pa3sBUTHEM MHPEK-
IIVIOHHBIX OC/IO)KHEHMI1 (apTPUT IPaBOrO M JIEBOTO KOJIEHHBIX CYCTaBOB), YTHeTeHMEeM 0eroro
pocTka Kposu. IIpm ompenmeneHmy KOHLIEHTpaluy IIpenapara B IIZIasMe KPOBM OIpefeIAncs
HOpMaJIbHbIN MOKa3aTenb — 8 HI/Mi npu HopMe 8-14 Hr/mn. OgHaKO, yYUTBIBAA TUTETbHOCTD
Tepanuy, a TakKe Hajan4dye MHQEKIMOHHBIX OC/IOKHEHMI, PeIleHo ObIJI0 OTMEHUTh UMMYHOJe-
npeccuBHYM0 Tepamio. Ha ¢poHe oTMeHBI IIpenaparta 1 IpoBefeHNs aHTUMUKPOOHOI 1 IPOTUBO-
rprOKOBOI TePAINM, YANIOCh IOMTHOCTBIO PAa3pEelINTD ABIEHNA APTPUTA, ABVDKEHME B KOTEHHBIX
CycTaBax BOCCTAHOBJ/ICHO B IIOJIHOM 00ObeMe.

IIpy mnposegenuu KoHTponbHOro Y3V
OpraHOB OPIOIIHOJ IIOJIOCTY HAKOIUIEHUS CBO-
OOHOI >KMAKOCTY He OTMeYanoch. PeGeHOK
ObI/T BBIMCAH JIOMOJ B Y/IOBIETBOPUTETHLHOM
cocTossHMM. OTCpOYEHHbIIT BHEIIHNI BUJ IIepef-
Hell OpIOIIHOV CTEHKV IIpefCcTaBieH Ha puc. 6.
B HOs16pe 2021 1. 6p11a TaK)Ke BBIsSIBIEHA TAXOBast
IPbDXKa C IBYX CTOPOH, C BbIIIAJIEH/EM B IIaXOBbIN
KaHaJI AMYHMKOB C IBYX CTOpOH. 22.11.2021 r.
JiecBOYKAa BHOBb OblIa TOCINMTAIN3MPOBAaHA
B LleHTp, I1e BBIIONIHEHO OIEePAaTMBHOE BMeEIla-
TeIbCTBO — BUJE0ACCUCTUPOBAHHAs TepHIO-
ITACTUKA C JIBYX CTOPOH JIallaPOCKONMNYECKUM
crioco6om. HecMoTpst Ha omepartyuBHOe jedeHme
oMmdaroLene 1 BPOXIAEHHOTO XIIOIEPUTOHEY-
Ma, CIIAeYHOTrO Ipoljecca B OPIOLIHOI MIOTOCTH

Puc. 6. OTCpOYEHHbIN BHELIHWI BUA He 0TMe4anoch. 29.11.2021 1. pe6eHOK BBIINCAaH
nepefHei GPIOLIHON CTEHKM JIOMOJI B YJOBJIETBOPUTENBHOM COCTOSHIN.
W
ITPOT'HO3
bnaronpusTHBII.

B HacTosA1ee BpeM:A pe6eHKy 8 MECALEB, pa3BUTNE TApPMOHMNYIHOE, II0 BO3paCTy, aKTUBHO
IIO/13a€T N CUANUT, T'YINT. BBC,I[CH IIPUKOPM COOTBETCTBEHHO PEKOMEHAAUMAM OMETOTIOIOB C HEKO-
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TOPBIM OIpaHMYEeHVEeM KMPOB B IUTaHNUU. PeOEHOK pacTeT U pasBUBaeTCs COOTBETCTBEHHO BO3-
pacty. Yepes rop maaHupyeTcsa KOPpeKUMsA BPOXIEHHOTO IOpOKa MPpaBoil KUCTU. Bpoxk/ieHHbI
IIOPOK Cep/ilia B HAaCTosALIee BpeMsA TpedyeT TOIbKO aMOy/IaTOPHOTO HAOMIOeH .

OBCYXAOEHUE

Xupyprudeckue MeTOAbI JiedeHUs oMdasolene 60NbIINX pasMepoB JeATCA Ha IMepBUY-
HOe, 9TallHOe U OTCpodYeHHOe 3akpbiTie Aedekra. B 1967 r. S.R. Shuster mpemmoxun ncrons-
30BaHNeE [BYXOTAIHOJ OTCPOYEHHON pAJVKa/JbHONM IUIACTUKV IIepefHeil OpIOIIHOM CTEeHK,
YTO IPUBENIO K CMEHe B3I/IAJOB Ha OllepaTUBHOE JiedyeHre npu oMdaroriene 601bIINX pa3MepoB.
OcymecTBIAMIOCh MOAIIBaHNe CYIMKOHOBOTO MakeTa K KpasM ¢acumanbHOro nedekra mocie
uccedeHNs 060/1049eK oMmdarolene AiA CO3[aHNA BPEeMEHHOIO BMECTIWININA I BHYTPEHHUX
opraHoB. [IpoBopuIoch no3TaIHOE BIIpaBJIeHNE IPhDKEBOTO COLEP>KIMOro B OPIOIIHYIO ITOTIOCTb.
Ha cnepytomem aTare npoBofmIach IIACTHKA IIepefHell OpIolIHoI cTeHKn [9-12].

B HameM ciydae 6pU10 IPOM3BEEHO BBITSDKEHYIE ITepeHell OPIOIIHON CTeHKY 32 TIOBUHHBIIN
OCTaTOK, YTO MO3BOMIM/IO YaCTUYHO IIOTPY3UTh 3BEHTPUPOBAHHbIE OPTaHbI B OPIOLIHYIO IOTOCTh
B TeueHMe 2 mHeN 6e3 HeoOXOOVMOCTY CO3IaHMUsI BPEMEHHOI OPIOIIHOI IOJIOCTY U BBIIIOTHUTH
HEePBUYHYI0O OJHOMOMEHTHYIO pajiMKa/lbHYI0 IUIACTUKY IepefgHei OpromrHoil monoctu. OpHako
B TIOC/IEOIIEPAIIIOHHOM Ileprofie Ha oHe Hayaja SHTEPATbHOI HArPy3KM y pebeHKa MOsBUINCDH
K/IMHMYECKNe IPOsBJIEHNA BPOXKIEHHOTO XIMIOIEPUTOHEYMA C €KEeJHEBHBIMIU IaTOIOIMYECKUMMU
HOTEePSAMIY XVJIE3HOV KMAKOCTI VM Pa3BUTVIEM TMIIOIPOTENHEMUY, TUIIOATbOYMIHEMIN U 9KCUKO3a.

OtcytcTBue addexTa OT HanmboIee YacTO MPUMEHIEMOI IPY BPOXKEHHOM XVJIOIEPUTOHE-
yMe Tepanuy npernapatoM OKTpeoTHj, B JaHHOM cly4ae ImpakTtudecku co 100% BepOATHOCTHIO
npuBesno Obl K HeOMIaronpusATHOMY UCXony. Ml BriepBble B Poccuu mpyMeHUI MIMMYHOJeTIpec-
CMBHYIO Tepanuio npernaparoM CHUpOIMMYC IPY BPOXKAEHHOM IIOPOKe pa3BUTHA TUMPaTUIeCKON
CUCTEMBI B IIEPVOJ, HOBOPOXXJ€HHOCTIL.

Pesynbrarhbl ycremHoro je4eHns BPOXXIAEHHOIO XMJIOIEPUTOHEYMa M XMJIOTOPAKCa IIpera-
paromM Cuponmumyc B 3apyOeXHOI NuUTepaType OIMCAHBI, HO HOCAT CIIOPAafMYeCKUil XapakTep.
B nmaHHOM cnydae TedeHume 3abojeBaHMs YCYryO/IsA/IOCh HOBOPOXKAEHHBIM BO3pPacTOM pebeHKa.
AJbTepHaTUB NPOBeJeHNA UMMYHOEIPEeCCUBHON Tepaluyl B HACTOsALee BpeMs He CYIIeCTBYeT.
Cnenyer OTMETUTD, YTO B XUPYPIUUECKOM OTZE/IEHNY HOBOPOXXEHHBIX U [ieTeil TPYZIHOTO BO3pac-
ta lleHTpa HaKOIUIeH OOJIBILIOI OIIBIT IeYeHMsI MAIVIEHTOB C Pas3IMYHBIMY KallVJIIIPHBIMU, BEHO3-
HBIMU 1 JTUM$AaTHIeCKMM ManbGOopMalysAMM JAHHBIM IIpelapaToM, B TOM 4YMC/Ie Ipu Head-
¢dexTuBHOCTY Tepanuu npernaparoM OKTpeoTus py BPOKJEHHOM XIMJIOIIEPUTOHEYME, HO paHee
JAHHAA Tepanysa Ha3Havalach MallMeHTaM B Bo3pacTe crapiue 1 mec.

IIpuMeHeHNe MMMYHOEIIPECCUBHON T€PAIINY II03BOINIIO ITIOTHOCTHIO Ky POBAaTh MCT€YEHNE
XVJIE3HOV SKUAKOCTY U CTabMIM3MPOBATh COCTOsIHME MalueHTa. HecMoTpst Ha pasBuUTHE B fa/ib-
HejfeM MHQEKIVOHHBIX OC/IO)KHEHUI B BUJIe IBYCTOPOHHETO apTPUTA, IIPUMEHEHN UMMYHOe-
IIPeCCUBHON Tepanuy B JAHHOM KIMHUYECKOM CIydae Helb3s O6bUIo 136exarb. CBOEBpEeMEHHBDII
7abOpPaTOPHBII KOHTPO/Ib U aMOylTaTOpHOe HaOJIIofieHMe IaIyieHTa IMO3BOMNMINM MaKCUMalbHO
OBICTPO OTpearnpoBarh Ha pasBUTIE MHQEKIVOHHBIX OC/IO)KHEHMII Y BOBPEMs OTMEHUTD TePaInio
npenaparoM Cupomumyc. Hammune y pebeHka COIyTCTBYIOLIEN ABYCTOPOHHEN ITaXOBOJ T'PBDKYU
VI IPOBEJIeHNe ee OLIePAaTVBHOI KOPPEKIUY IAIIapOCKONNYECKUM CII0co60M B 60/1ee cTaplieM BO3-
pacTe JJoKa3ajno OTCYTCTBUE CIIA@YHOTO IIpoliecca B OPIOLIHON MONOCTY M OTCYTCTBME pelVANBa
XWJIOTIEPUTOHEYMA JlaXKe TI0C/Ie NTPOBEJEHNA TOBTOPHBIX OIEPATMBHBIX BMEIIATEILCTB HAa OpraHax
OPIOIIHON ITONIOCTY Ha (POHE MOTHO OTMEHBI IMMYHOAEIIPECCUBHO Tepari.
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YCMELUHbIA ONbIT MPUMEHEHUSA
WMMYHOZENPECCUBHOW TEPANUU
B MEPMOJE HOBOPOXXAEHHOCTHU
Y PEBEHKA...

3AKJTIOUEHUE

MpI npeficTaBu/IM BallleMy BHYMAHWUIO YHUKA/IbHBIN KAMHNYIECKUI CITy4ali COYeTaHNsA ITOPO-
Ka Pa3BUTHA IepefiHeil OPIOIIHON CTeHKM M IOpPOKa pasBUTUA MMMdarndeckoil cuctemsl. Ob6a
IIOpOKa IO OT/IeIbHOCTM MOTYT IPUBECTU K JIETa/IbHOMY MCXOMly, a COYeTaHye TaKuX IOPOKOB
3HAYNMTETbHO YBEINYMBAIO PUCK PasBUTHA HeOMarompuATHOro mcxopa. IIpuMeHeHMe MMMYHO-
JeIpeccuBHON Tepanuy npenaparoM CHpOIMMyC HO3BOMMIO MOTHOCTBIO KyNMPOBaTh XMUJIOIIe-
PUTOHEYM M CTAOMIM3MPOBATh COCTOSHME TNaIVeHTa. [laHHbI KIVMHNYeCKNil TIpYMep YHUKa/IleH
U IIOKa3bIBAET, YTO B JIEYEHMM XMPYPIUYECKUX IMALIVIEHTOB C MHOXXE€CTBEHHBIMU BPOXK/I€HHBIMU
IIOpPOKaMI Pa3BUTHA HEOOXOAMMO KOJUIETHAIbHOE BeleH)e I MY/IbTUAVICIUIUIVHAPHBIN ITOXOZ.
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BOJIE3Hb KAHABAHA

K.A. KaszakoBa, [I.10. Axoesa, E.K. Kynukosa, B.B. /Ie6enes

OBOCHOBAHME

bBonesnp KanaBana (myrammsa g¢.3384904dup B reTepO3NIOTHOM COCTOSHUM M HYK/IEOTH[-
HaA 3aMeHa ¢.3386793A>C B reTepO3UTOTHOM COCTOSAHUM B TeHe ASPA) — opmHO u3 Hambornee
PacIpOCTpaHEeHHBIX JieT€eHepPaTUBHBIX 3a00JIeBaHMII TOJIOBHOTO MO3Ia y JIeTeil paHHETO BO3pac-
ta. bonesHp KanaBaHa mpepcrapisieT co60il ayTOCOMHO-pelilecCUBHOE 3a00JieBaHye, CBSA3aHHOE
C JIOKYCOM reHa Ha xpomocoMe 17. OHO BbI3bIBaeTCsl MyTauueii B rene ASPA, xopupytoiieM ¢ep-
MEHT aclapToanyaasy. ITa MyTalyis NPUBOANUT K HePUIUTY aclapTOalyIashl ¥ HAKOIUICHMIO
N-anerunacmaparnnoBoit Kucnotsl (NAA) B ronmoBHoM Mosre. Cumtaercsi, 4o NAA BbI3bIBaeT
IMCOYHKIUIO ONIUTOREH/IPOLMITOB, TOC/IEAYIoNye rybyaTble ISMEHEHS 1 leTeHepaliio Mye/IHa
B pochOMMIIIHOM CTI0€ aKCOHOB.

Bonesnp KanaBaHa 4acTo mopakaeT eBpeeB-allIKeHasy, HO Obl/Ia OIVICAaHA U B IPYTUX I'PYI-
nax HacesleHMsA. JacToTa HOCUTENBCTBA CpeAM allKeHasy Bappupyercs or 1:37 pgo 1:57, yro maer
npubIM3UTeNbHBIE TIOKa3aTeny pacrnpoctpaneHHOCTH oT 1:6000 mo 1:14000. 3aboneBaeMocCTh
TsDKennoit popmoit 6omesnn KanaBaHa cpenyt HeeBpeVICKOJ MOIMY/IAINI OLIEHVBAETCSA IPUMEPHO
B 1:100 000 HOBOpOXXIEHHBIX [1-3].

KJTMHUYECKWUIA NMPUMEP

“' OIIALIMEHTE

10 MecsleB, MY>XCKOJ IO/, MECTO >XUTenbcTBa — KpacHomapckmit kpaii, I. ApMaBup.
30.10.2018 r. BepBbie 6bUT TOCIUTATU3NPOBAH B OT/ieNeHNe B Bo3pacTe 10 Mecsiiies.

OCHOBHBIe >Xa7I00BI: BBIP@)KEHHOE OTCTaBaHME B IICUXOMOTOPDHOM M IIpefjpeueBOM pas-
BUTVUM. BpicTynaromue mo6Hble Oyrpel. Menkie 4epTsl /NI, MaJTeHbKMIT HOC, [IHHBIE PeCHU-
IIbI, BBICOKOe HEOO, M3MeHeHue aepmarormuduku. IuppornedanbHas ¢opma ronossl (49,6 cm).
Pacxopsmeecs anprepHupymomee kocornasue. CocTosiHue pebeHKa COOTBETCTBOBANIO CpeHe
CTeIleHN TSKeCTY, CAMOYYBCTBIUE He CTPafiajio.

B Bo3pacte 3 Mec poauTenu oOpaTWINCh € XKaobaMy Ha 3a[ep>KKy B MOTOPHOM Pa3BUTUU
(ne mepxxan ronoBy) B KIIKb r. KpacHozapa, BbicTaB/ieH auartos «IlocnencTBys nepuHaTaIbHOTO
nopaxenns [JHC». [IpoBefieH Kypc BOCCTaHOBUTENIbHOTO edeHus (6e3 apdexra).

ExxeMecAYHO IO MeCTy XKUTEIbCTBA MONYyYan Kypchl BoccTaHOBNUTeNbHOTO nedenHus (JIOK,
Maccax), GpusnoTepanuio, HaOIIORAIC Y CIeLaNuCTOB (6e3 MOIOKUTeIbHON JVHAMUKN).

B Bospacte 8 Mecaues nosropHo rocnuranusuposal B KIIKb r. Kpacnopapa, KoHCynbTupoBan
HEBPOJIOTOM, peKoMeHfoBaHa rocnutammsanyua B PTAY «HMIL] spoposbs pereit» MuH3gpasa
Poccun, B OTZeIeHNe TATO/IOTMY PAaHHETO BO3pacTa /i KOMIUIEKCHOTO 00CTIefOBaHMSL.

PeGeHOK OT 3H0pOBBIX popuTeneit: Matepu 21 rof, oty 33 roga. PoxxaeH ot mepBoii Oepe-
MEHHOCTH, MpOTeKaBlleil 6e3 ocobenHocTell. Poxgpl mpousonmm B cpok (39-40 Henensb), camo-
CTOATENbHBIE, C TOIOBHOM IpefiexkanneM. IIpn poxxpgennu macca tena coctaBuia 3800 1, gamHa
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BOJIE3Hb KAHABAHA

Tea — 57 CM, OKPY>KHOCTb TO/OBbl — 36 CM, OKPY>XKHOCTb rpyan — 34 cMm. O1eHKa o 1Kase
APGAR: 8-9 6amnos.

K rpyan npunoxxen B pogunpHoM 3ane. Ha 3-u cyTku pasBuaach GU3MOIOrNYecKas KenTyxa.
Bpimucan Ha 5 CyTKH.

Bakuunauusa B pogunbHoM fome: BIDK, renatut B, nanee renatut B B Bo3pacTe 1 mec, 3ateM,
COITIACHO JIAaHHBIM MEJVIVMHCKON JOKYMEHTALMM C MeCTa KUTe/IbCTBA, IOTyYU/ MeLOTBO/.

Co c710B MaTepy HaC/IeACTBEHHOCTb He OTATOleHa.

OVISMKAJIBHAA IMUATHOCTUKA

Ha MOMeHT ocMOTpa IIpM IepBOii TOCIIMTANIN3ANY 00lee COCTOsIHE TalieHTa CTabuIbHOE,
COOTBETCTBOBAJIO CPefiHell cTeneHy TsoxecTu. [looxkeHne peOeHKa BBIHY>KIEHHOE — JIeKa B KPO-
BaTKe WIM Ha pykax Mambl. Ousndeckoe pasBuTHe cpefHee, rapMoHNYHOe (Macca 9500 1, mamHa
74 cm). KoxxHble IOKpOBBI (M3MONTOINYECKO OKPACKM, YMEPEHHO! BIaKHOCTH. SI3BIK 06/10)KeH
OefecoBaTbIM Ha/leTOM, 3€B PO3OBBIN, MUHJAVMHBI He YBeIMYeHBbI, HalMoXeHuI HeT. [logKo)kHas
KJIeTYaTKa pasBuUTa C1abo, pacrpesienieHa paBHOMepHO. J/InmdaTndeckas cucreMa 6e3 CCTEMHOTO
yBemdeHns, mMQOYsIIbl Ipy Manbnanuy 6e36one3HeHHbl. KocTHas cucTeMa: 60/IbIION pOSHIYIOK
3aKpBIT, T0/10Ba ruaporiedanbHoit popMmsl (49,6 cM), rpyOBIX KOCTHBIX AedopMannii HeT. MblledHast
AUCTOHNUA IO CHACTUYECKOMY THUITY, OCTpPble BOCTIa/IUTE/TbHbIE I3MEHEHN B CYyCTaBaX OTCYTCTBYIOT,
OTpaHMYEHMII B OTBEJEHUN Ta300epeHHbIX CycTaBoB HeT. OpraHbl JbIXaHMA: HOCOBOE JIbIXaHIIE
cBoOOfIHOe. B jIerkux ApIXaHue IyspuIbHOE, IIPOBOAUTCA BO BCe OTHENbI, XpuIoB HeT. Yacrora
IbIXaTe/bHBIX ABVDKeHUIT 26 B MyH. O6/1acTh cepyilla BU3yaJIbHO He M3MEHEeHa, TOHbI Cepflla SICHBIE,
puTMunuHble, mymoB HeT, YCC 125-127 yrapos B MunyTYy. JKUBOT 00B619HOT POPMBI, MATKMIL, ZOCTY-
HeH IIy6oKol Imajbrnanuy, 6e300/1e3HEHHBII BO BCEX OT/E/NaX, CTYN PEery/IApHBI, CaMOCTOSATE/Ib-
HBII, 63 IaTONMOIMYecKNX IpyMeceil. Moderonopas cucTeMa pasBUTa 110 MY)KCKOMY TUILY, MOYe-
JVICIIyCKaHue cBo6ofHoe, 6e300mesHeHHOe. OOIeMO3roBOIi ¥ MEHUHI€Q/IbHOI CYMITOMATUKI HeT,
00/IBIION POTHMYOK 3aKPBIT, PEaKIVIA Ha OCMOTP afieKBaTHasA. [0710By He Iep)KIT, He TPYIIMpYyeTCs,
He IIepeBOPAYMBALTCsA, He CUANUT. MblllleuHas AUCTOHMA [0 TUTIEPTOHNYECKOMY TUITY, CYXOXKI/IbHbIE
pedriekchl BBICOKNE, C paclIMpeHyeM pedIeKCOreHHbIX 30H. Pacxopsameecs kocornmasne. Ha 3Bykn
pearupyet. He ¢puxcupyer B3riAn. DHAOKPUHHASA cucTeMa 6e3 BUMMOIL IIATONIOT M.

\—
IIPEJIBAPUTE/IBHBIV IVIATHO3

Iuddepennmanpuas [MAarHOCTUKA MOCTEACTBMIT TNepuHataabHOro mnopaxenmss IIHC
u 6oesHp KanaBana.

IVUHAMUMKA U ICXOTIbI

I[TIpu nepBoit rocmranu3anyy peGeHKy ObUIN IIPOBEJEHBI MICCTIEOBAHM:
1.  Oxo-KI: monmoctu cepalia He pacIIMpPeHbl, CTEHKN HE YTOMILIEHBI, IEperOPOAKY MHTAKTHBI, K/a-
IaHbI M KPYIIHbIE COCY/ABI He M3MEHEeHbI, PYHKI[VIOHA/IbHbIE IIapaMeTpPhI Cep/ilia B HopMe. JlaHHBIX
0 BPOXX/IEHHOM ITIOPOKe CeppIia HeT. JJonomHnTebHas TpabeKy/a B IOJIOCTY IEBOTO JKeMTy0uKa.
2. OKI 6es marosorum: puT™M CUHYCOBBIIT, IO/IOXKEHVe 9NIEKTPUYECKOI OCH CepAlia HOpMabHOE,
YCC 122-133 ygapoB B MUHYTY.
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3. CnyxoBble BbI3BaHHbIE ITOTEHIMAbBI 110 HEBPOTOTMYECKOMY ITPOTOKOMY: 1O flaHHbIM ACBII
c 06erx CTOPOH BBIP@KEHO HapylIeHVe NPOBEfeHMs IO CIYXOBBIM CTPYKTypaM CTBOJA
rojoBHoro mMosra. (ITorydyeHHble JaHHBIE He JAIOT CBEAEHMIT 06 OCTPOTE C/IyXa).

4.  BpI3BaHHbBIE 3pUTENbHBIE MOTEHIMA/IbBL: TIPU MCCIENOBAHNY 3PUTEIbHBIX BbI3BAHHBIX ITOTEH-
L/aJIOB B OTBET HAa CTUMY/IALNIO CBETONVOLHOI BCIIBIIIKON IIOTY4YeHbl YETKNME 3pUTEIbHbIE
BBbI3BaHHBIE ITOTEHIMAIBI ¢ 00enx cropoH. CileBa M CIIpaBa JATeHTHOCTb mmka P100 3Ha-
YUTEbHO IPEBBIIIAET BO3PACTHYI0 HOpMY. AMIUIMTYAa nuka P100 cooTBeTcTBYeT HOpMe
CIIpaBa U CjIeBa. 3aK/II0UeHMe: IPOBefieHNe 3pUTeNbHON addepeHTanuy Ha KOpy 3HaYUTeTbHO
3aMeJiIeHo ¢ 00eNX CTOPOH.

5. 99I-Bupeo-MOHUTOPMHI: OCHOBHOJ PUTM COOTBETCTBYET BO3PACTy. 3OHAIbHbIE aMIUIUTY]-
Hble pasmnuys ocnabneHsl. CoH auddepeHnpyeTcss oT OOAPCTBOBAHMSA M MOAYIMPOBAH
Ha cragun. Pusnonorudyeckye IaTTepHbl CHa BbIpakeHbl. B 931 cHa 3aperucrpupoBaHb
HepuoaudecKne HepUTMUYECKUE DPErMOHa/lbHble TeTa-, JeNbTa-3aMejIeHNsA He3aBUCHUMO:
B JIEBOIT HIDKHETOOHO-BUCOYHOIT 06/macTu (MHOTTA C TeH eHI[Uell K TaTepalTu3alui B pefe-
JIaX JIEBOTO HOJIYILIApUsA), B COYETAHUNU C PETMOHAIBHON SNWIENTI()OPMHON aKTUBHOCTDIO
B BJJIe OJVIHOUHBIX OCTPBIX BOJIH; B IIPaBOJi IOOHO-IIEHTPATbHO-BYCOYHOI 00/1aCT! B cOYe-
TaHMM C PeTMOHAIbHON SMMIeNTI(POPMHOI aKTUBHOCTDIO B BIJie OAVHOYHBIX OCTPBIX BOJIH;
B IIPaBOI1 3aTbIIOYHON 00/1aCTI. 33 BpeMs JINTe/IbHOTO HaO/TIOIeHNA SIVIENI TYeCKIX IpYC-
TYIOB, UX IOI-IIaTTePHOB 3aperMCTPUPOBAHO HE OBLIO.

6. IIpoBeneHa MarHUTHO-pe3OHaHCHas ToMorpagusa roJTOBHOTO MO3ra I10oj, Hapko3oM: MP kap-
TVHA TOTAJIBHOTO MOpakeHNs 6eoro BelecTBa OOIBINNX MOTyIIapyuil Mo3ra (¢ KMCTO3HBIM
KOMITOHEHTOM); MO3)K€4Ka; TIOJKOPKOBBIX ¥ CTBOTIOBBIX CTPYKTYP; MO3O/IVICTOTO TeJIa; CIIMH-
HOT'O MO3Ta IIeJTHOTO OT/ie/Ia TIO3BOHOYHNKA, BEPOsATHEE BCETO, U3 TPYIIIIbI ISHKOAMCTPODUIL.
C yyetom MP KapTuHbl 1 ClieKTpocKonuy Hanbornee BepositHa 60e3np KanaBaHa.

7. KoHCynbTMpOBaH reHeTUKOM, IOMOTHUTENIBHO OBbIIN B3ATHI CICAYIOLVE AHA/TN3DL.
Tanpemuas macc-ciektpomerpusi (ESI-MS/MS): 6b10 IpoBefieHO MCCIefOBaHue CIIEKTpa

alVIKAPHUTUHOB ¥ aMUHOKNCTIOT B CyXMX IIATHAX KPOBY. 3HAU€HM s BCeX MCCIelOBaHHbIX aHA/IN-

TOB B HOpMe. Ilokasareneil, CBUEeTENIbCTBYIOLMX O PAa3BUTUM HACAeJCTBEHHBIX aMIHOALMJOMIA-

TUI, Be(eKTOB MUTOXOHPUAIBHOTO OeTa-OKMUCTIeHVS I OPTAHNYeCKIX alilypyil He BBIAB/IECHO.
UccnepoBanue metogoM MLPA: B mccIeoBaHHBIX XPOMOCOMHBIX OO/IACTAX He BBLABICHO

IeNenyit ¥ JYIUIMKALMIL, KOTOpble MOTYT NPMBOANUTD K Pa3BUTMIO Hamboee pacipoCTpaHEHHBIX

MUKPOJIeNIeLIIOHHBIX CHJPOMOB.
lazoBas xpomarorpadus: B pe3yabTaTe UCCIEHOBAHNA CIIEKTPA OPTaHMYECKMX KIC/IOT OBIIO

BBISIBJIEHO yBe/IMYeHNe KOHIIeHTpaluy IoKasartend N-aljeTun1acnapTaTukoBoi Kucnorel. OcTab-

HbI€ TI0Ka3aTe/ln B HOPME.

[IpaMoe cexBeHMpoOBaHMe: BbIABIeHa MyTauys ¢.3384904dup B TeTepO3UTOTHOM COCTOSHUM

U HyK/JIeoTusiHasA 3aMeHa g.3386793A>C B reTepO3UrOTHOM COCTOAHMM B reHe ASPA.

ITpoBeneHo 06cnenoBaHye poayTeNell. Y MaTepy BbLABIeHa HYK/IeOTIHAsA 3aMeHa g. 3386793A>C

B TeTePO3UTOTHOM COCTOsIHVM B reHe ASPA.Y orua BbLABieHa MyTauus g.3384904dup B reteposu-

TOTHOM COCTOAHMU B reHe ASPA.

\/&» TIPOTHO3

[Tpn tspkenmoit popme 60NE3HM HMPOTHO3 IJIsL COLMAIBHOI afanTanuy HeOIaronpusTHBIN
1 00YC/IOBJIEH IPy00Ii HEBPOIOIMYIECKON CYUMITOMATUKOI: TSDKEION 3aJepXKKON IICUXOpPeueBOro
PasBUTHA, IBUTATE/IbHBIMI HAPYLIEHVAMM, STIVIeTICHet. [l ynydIneHnsa KadecTBa )XI3HN Tali-
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eHTa HeOOXOJMMO IPOBeeHVe PEeTyIIpHBIX peabMINTAlVIOHHBIX MepONPUATHUIL, HaOmofeHe
HpOQUIBHBIX CIIEIINATNCTOB.

[TporHo3 HpORO/DKUTETBHOCTY JKM3HY HeOIaronpuATHBINL: Ipu TsDKenoit ¢popMme OoesHN
KanaBaHa oxujaeMas pofjo/DKUTEIbHOCTD )KM3HM COCTAB/IAET B cpefiHeM 10 j1eT, MHOTA OIbIIIe.

3AKJIIOYEHUE

Takyum 06pa3oM, yUnTbIBasg PeAKYI0 4aCTOTY BCTPEYAEMOCTY JAHHOTO 3a00/IeBaHuA U TPYL-
HOCTM IVIATHOCTYKY, PACCMOTPEHHBIN KIVHUYECKMIT CTydail aKTyasleH [yl IpOpUIbHBIX CIelua-
JIMCTOB-TIEANATPOB, HEBPOJIOTOB, reHeTUKOB. [lopoOHO ommcaHa KayHMYecKas KapTuHa (peHo-
TUIINYECKIe 0COOEHHOCTH MAIMEHTa, Ipybas 3ajep>KKa ICUXOPEYeBOr0 I MOTOPHOTO Pa3BUTHS,
M3MeHeHNe MbIIIEYHOTO TOHyCa IO cracTudeckomy tuiy). IIpefocTaBineHsl pe3ynbTaThl MpoOBe-
JIEHHOTO MHCTPYMEHTA/IbHOTO 06cenoBanms. IlogTBep)xaeHa reHeTdecKas npupoga 3abonesa-
HMS — BBIAB/IeHa MyTanus g.3384904dup B reTepO3UTOTHOM COCTOSHUY U HYK/ICOTUHASA 3aMeHa
2.3386793A>C B reTepO3SUTOTHOM COCTOAHUM B reHe ASPA.

1Z])
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KJIMHUYECKUU CNTYYAU HOBOPOXXAEHHOIO
NMALUMUEHTA C BPOXXAEHHbIM CUHOAPOMOM
KOPOTKOWU KULLKU U MAJTbPOTALIMEUN

A.C. I'ypckas, O.H. HakoBkun, A.Il. ®ucenko, K.A. Kazakosa,
M.A. Bapnukuna, P.P. baasuros, [I.M. Axmenosa, V1.B. Kapuyrta

OBOCHOBAHME

Bpoxpennsiit cuagpom kopotkoit kuuky (BCKK) siBnsercs penkum HacmencTBEHHBIM 3a60-
JIeBaHMEM C BBICOKOJ JIETa/IbHOCTBIO. B JaHHOI CTaTbe BIIEpBble B PYCCKOA3BIYHON IUTEPAType
coo0ImaeTcss KIVMHNYECKUIT CIy4Yall HOBOPOXX/IEHHOJ €BOYKM C TeHEeTUYECKV MOATBEP>KIAEeHHBIM
BPO>KJCHHBIM CHAPOMOM KOPOTKOV KUILIKY, IPUBOAUTCA 0630p muteparypsl. [locne poxaenns
y pebeHKa oTMedanach IOCTOSHHAS PBOTA XKEMYbIO C IIPOIPeCCUPYIONIUM CHVDKEH)EM MacChl Tera.
Ha onepanum BbIABIEHO, YTO [/IMHA TOHKOJ KMILIKY COCTABJIANA BCero okoso 50 cM. [lnaruos nog-
TBEPXK/IEH T€HETUYECKM, ITyTeM IIPAMOTro ceKBeHupoBaHusa rena CLMP. I1010>XUTeNbHBIN pe3yib-
TaT B IOC/IEONIEPALIIOHHOM IIepUOJe JOCTUTHYT C MCIOIb30BaHNeM IPOTOKO/IA 110 BeJeHNIO Mal-
€HTOB C CMHJJpOMOM KOpPOTKOJI KMIIKM. B HacTosmee BpeMs fAeBOUKe 2 Tofja 9 MecsALleB ¢ Maccol
Tesna 14 KT ¥ rapMOHMYHBIM pa3BuTueM. [Jonrocpouynas BbixuBaeMocTs jeteit ¢ BCKK BosMoxHa,
ec/y apeHTepabHOe MUTAaHVMe BBOANUTCS HA PAaHHUX CTAAMAX 3a00/leBaHVs, YTO CIOCOOCTBYeT
aflanTanyy KAIEYHNKA, C TIOCTEAYIOIMM IIpeKpalleHNeM ITapeHTePaaibHOTO MUTAHMA.

KJTMHUYECKWUIA NMPUMEP
S O

IeBouka oT 2-it 6epemeHHOCTM (l-1 — CaMONPOM3BOJIbHBIN BBIKUABIIN Ha 8-9 Heferne),
OT MOJIOZIBIX popmTeneit (y MaMbl caXapHbIil fuabeT 1 TuIa, Ha MHCYIVHOBOI IIOMIIe B TeYeHIe
6 71eT, KOMIICHCHPOBaHa II0 YPOBHIO ITIIOKO3bI B T€YEHME BCell OepeMEeHHOCTN; XPOHMYECKMIl
nyenoHepuT (orepupoBaHa IO MOBOAY IUpoHedposa cieBa), OT 1-X PofoOB IyTeM KecapeBa
Ce4eHMNA B Ta30BOM IIpejieKanuy, Ha 38-11 Hegente. [Ipu poxxpennn Macca tena 3600 1, giivHa mena
52 cM, OKPY>KHOCTb IOTIOBbI 36 cM, rpyan — 35 cM. Ouenka mo mkane APGAR 9/10 6anos.

B ponpmome ¢dusmonormyeckas noreps Beca He 6onee 10%. Brimucana n3 popyiapbHOTO oMa
B CTAa0MJIBHOM COCTOSIHMM Ha 5-€ CYTKM )XM3HM C Maccoii Tema 3256 I. B TeyeHue mepBBbIX BYX
HeJIe/b JKM3HM COCTOSIHIE OCTaBa/IOCh CTAOMIbHBIM, IPUOABIIsia B Bece, CPbITMBAHMIT He OTMeYa-
n0och. C 14-X CYTOK >KM3HMU MOSBVIVCH SIM30AMYECKI CPBITVBAHMS JKeTYbI0 B HEOOIBIIIOM KOMM-
gecTBe. C 21-X cyTok pBOTa (POHTAHOM (IBa-TPU pasa 3a CyTKM), KOHCY/IbTUPOBAHA MEANATPOM,
Ha3HAa4e€HO CUMIITOMATH4YecKoe nedeHne. Ha 22-11 geHb ydacTunach pBOTa, IOABWIACH BAIOCTD.
IIo muHEMYM CKOPOVI MEAMIMHCKOJ IIOMOIIM JOCTAaBI€HBl B IIPUEMHOE OTJE/IeHNE NETCKOW TOPOf-
CKOWl KumHM4YecKoit 6ompHuIbL. [IpoBeneHo Y3V OprourHoi monocT — JaHHBIX O BPOXKAEHHOM
TUHepTpOodUIeCKOM MMIOPOCTEHO3e He BBIABJIEHO, XOfi BEPXHEOPBDKEEUHBIX COCYIOB IIPaBU/Ib-
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KJIMHWYECKUIN CNTYYAN HOBOPOXXAEHHOIO
NALMEHTA C BPOXXOEHHbIM CUHAPOMOM
KOPOTKOW KULLUKK U MAJIbPOTALMEN

HBIII, BUJIMMble IIeT/IM KUIIEYHNMKA He PACHIMPEHbl, aKTMBHO NEePUCTAAbTUPYIOT. VIckmodeHa
OCTpas XUpypruyeckas MaTONOIKA, MIOKa3aHMA K TOCIUTANN3ALNY OTCYTCTBOBA/IN, PEKOMEHO-
BaHO aMOynaTopHoe HabOmoneHne neguarpoM. C 22 1o 28-71 [HYU XKU3HM COCTOSHNUE OCTAaBaIOCh
CTaOVM/IbHBIM, IVICIIENITUYECKUX SIBJIEHNUI He OTMEeYanoch.

C 28-Xx CYTOK >XM3HM IIOBTOPHOE IIOSIBIeHVE OOMIBbHON PBOTBHI, OECIIOKOIICTBA, BSIOCTH.
locnutanusupoBaHa B XUPYyprudeckoe OTHeNeHMe IPYroil AeTCKON TOPOACKO KIMHUYECKON
OonmpHMIBL. IIpyM MOCTyIUIEHMM COCTOsIHME CpefHeil TspKecTu, rumotrpoduynas, Bec 3400 T
JKuBoOT He B3[yT, MATKUIA, JOCTYIEH Manbllalluy BO BceX orAenax. CTyn Mpu ocMOTpe XKelTo-
3€N€HDIN, XUpKuii, 1o 10 pas cytku. Ilo maHHBIM aHaMM3a KUCIOTHO-IIEIOYHOIO COCTOAHUA
(KOIC) — pH 7,4, uz6srtok cocrosinmit (BE) — 7MMonb/n, rmoko3a — HOpMa, TUIIEPIaKTaTeMUsI
(2,9 mmonb/n). B obmmem aHanuse KpoBu 6e3 BOCIAIUTENbHBIX M3MeHeHuil. Ha peHTreHorpam-
Me OpromiHOi momocty ¥ Y3V OpIoImIHON MOMOCTY ITATOMOTMYECKMX M3MEHEHMII He BBIAB/IECHO.
Ha ocHOoBaHWUM aHHBIX aHAMHe3a ¥ 00C/IeJOBaHNUIT TOCTaB/IeH inarno3 «MopdodyHKIMoHanbHasA
HE3Pe/IOCTh JKEeMYyJOYHO-KMIIEYHOTO TPAKTa, IIOCTHaTanbHas runorpodumsa 1-2 cr.». IlpunATO
pelieHre 06 OTMeHe IPYJHOTO BCKapM/IMBAHNA, Ha3HaYeHa aHTUPeIIOKCHAs CMeCh, 4eM CPBITH-
BaHVA ObUIM KYIVPOBAHBI, HO IMTOSIBYJICS YaCThIN >KUAKWUI CTYII, COXPaHs/IaCh COHIMBOCTD, Hapac-
Tajia BANOCTb. B fHaMUKe KMIIEYHbIN CMHIPOM YCUIMBAJICA, HapacTasla IOTeps Beca, IOABU/IACh
OZIBIIIKA, YCWIVIUCh CUMIITOMBI MHTOKCMKanumu. Ilo mpocbbe popmreneit peOGeHOK IHepeBeneH
B comarudeckoe otgeneHne GIrAY «HMIIL 3poposbs pereli» MuHMCTepCTBa 3[[paBOOXPaHeHNs
Poccun (mamee — LlenTp) B Bo3pacTe 1 Mecsiia 4 gHeN B TsDKEIOM COCTOSIHUY, 32 CUET 9KCUKO3a,
VIHTOKCUKALIMM ¥ 3IeKTPOIUTHBIX HapYLIEHNI], FeMOKO/INTA, HEBPOIOTMYECKOI CMMITOMATUKIL.

) ®UBUKAJIBHAS IVIATHOCTUKA

Obuiee cocTosime pebenka cpenneit Tspkectu. CosHanue sicHoe. He nuxopagut. Kpuk rpom-
KII1, Ha pyKax OBICTPO ycroKanBaeTcsa. Ko>xHble ITOKpOBBI 671efHO-pO30BbIe, LIeTyIIeHNe KYIIPO-
BaHO. Pedhrekcbl HOBOPOX/IEHHOTO BBI3BIBAIOTCA. IIOBBINIEHHDIN TOHYC B KOHEYHOCTAX. bonbmroin
POSHMYOK 2X2 CM, He HallpsyKeH. AYCKYIbTaTMBHO JbIXaHME IIPOBOJUTCA PaBHOMEPHO, XPUIIOB
HEeT, Cep/iedHble TOHbI pUTMUYHBIE, 3By4HbIe. TOHBI cepla ACHbIe, pUTMUYHBIE. JKMBOT ITpaBU/Ib-
HOJI OPMBI, YYaCTBYeT B aKTe AbIXaHWUsA, MATKUIL, 6e360/1e3HeHHbIT. ECT camocTosATeNbHO, yCBa-
uBaeT 1o 30 MJI, IpU yBeIMYeHUN 00beMa — CPBITMBAHMA C >Kemublo. CUMITOMBI pa3fpaskeHns
OprommHbI oTpuiateibHble. CTY/I CAMOCTOATENIbHBIN, SKeNTHIN C eUHIYHBIMY TOY€YHBIMM BKpa-
IJIEHUAMIU, CO C/IM3bI0, KPOBY HET. [a3bl OTXOMAT, IEPUCTANbTNKA aKTUBHaA. [leyens 2+ cM us-moyp,
Kpasi peGepHBIl Ayry; Kpail 3aKpyI/IeHHbIT; manbrnanys 6e36onesHeHHas. Cene3eHKa He Hasb-
nupyercs. CTy/I pery/spHBIil, KalnieoOpasHblil, XXeITOTo 1IBeTa, CO C13bI0. MovencyckaHnue
csobopHoe. Temn nnypesa ajleKBaTHBII.

' — ) TIPE[IBAPUTEJIbHBIV IVIATHO3

YdnTbIBas JaHHbIE aHAMHE3a, K/IMHIYECKYI0 KAPTHUHY, COXpaHEeHe BOTHOOOPAa3HOr0 Te4eH
YaCTUYHONM JUMHAMMIYECKON HENPOXOAMMOCTH B BUJE PBOTHI C JKET4YbI0, YMEPEHHBIM KUIIEYHBIM
CUH/IPOMOM, TPEXKPAaTHBIM 3MM30[J0M IeMOKO/MUTa (6€3 MpU3HAKOB BOCIIAINTEIbHON aKTUBHOC-
TH), B3[[yTHEM 1 6€CIIOKOIICTBOM, ITOTTyYeHHbIe Pe3y/IbTaTbl MHCTPYMEHTA/IbHOTO Tab0PaTOPHOTO
00cCe[OBaHys, BBICTABICH IIPeBApUTENbHBIN AMarHo3 «Bpox/ieHHas dYacTMYHAs KUIIeYHas
HETPOXOAVIMOCTb».
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OIVUHAMMKA Y ICXOTIbI

[Tpu mocTymieHuy BbuinonHeHO Y3V opraHOB OpIOLIHOI ITOZIOCTU (I/IMHA U TOMIIVMHA IPU-
BpaTHYKA B IIpefie/lax HOPMBI, XOJ] BepXHeOpbDKeeYHbBIX COCYOB IIPABU/IbHBII), ITO JTaHHBIM PEHT-
reHorpauy OpraHoB OPIOLIHOV HONTOCTM, IPU3HAKY YACTMYHON KMIIEYHON HEIPOXOJUMOCTIL.

YuureiBasg OTCYTCTBME 3aCTOTHOTO OT/ENAEMO-
ro, Ha/m4ye OOVIBHOTO CTYy/Ia — OCTpast XUPYp-
rdecKast IaToaorus UCcKIodeHa. IIposogunacy
KOHCEpBaTMBHasA Tepallsd: SHTepa/bHAsA IIaysa
B T€4YEeHME TPeX CYTOK C MOCNENYIOLIUM IIOCTe-
IIEHHBIM paclIMpeHyeM IIepOpPaTbHOrO KOpMIIe-
Hus (pa3oBblil 00beM oBefeH 1o 60 Mi1), OTMe-
YaJlach MOJIOKUTENbHAA IMHAMIKA, YMEPEHHAA
crabunmmsanus cocrossHuA. B Bece 3a 10 mHeln
npubasmia 850 1, cTama CIOKOJHee, aKTUBHeEe.
[Tocne cTabunmsanyuy cOCTOSHMS I BOCCTAHOB-
JeHNA 3MeKTPONUTHBIX HapyLIeHU IIPOJO-
KeHo poobcenoBanue: ¢ubpoazodaroract-
pockonusa (PI'C) — pBeHagmarumepcTHast
U TOWAs KUIIKA OTEYHble, C BBIPa’KEHHBIM
«HaJIeTOM II0 THUITy WHes» (B3ATa OmoICus).
PesynbTar rmcTonorn4ecKoro UCCuefoBaHnsa —
B COOCTBEHHOJ IUIACTMHKE CIM3UCTON 060-
JIOUKY He3HauuTe/IbHasA TMMQOIIa3MOIUTAP-
Hag yHQuIbTpanya. O4aropas BaKyo/lIM3alysa
IIOKPOBHOTO SMUTENS ¥ 903VHODVIINA.

Ha 12-e cytku rocumranmmsanuy, Ha ¢oHe
CTaOM/IBHOTO COCTOSIHUSA M PacCUIMpEHNs dHTe-
panbHOTO KOopMIeHus 6oree 60 M1, yXyAlleHue
COCTOSIHME — CPBITMBAHMA >KET4Ybl0, YaCThIil
BOJSTHVCTBIN CTY/I C IPOXKMUIKaMu KpoBu, Oec-
IIOKOJCTBO. Brimonnena wuppurorpadmsa —
IIOJIOKEHME TOJICTON KMIIKY IPaBUIbHOE, KYIIO
CIeNON KMIIKM B IPABOIT MOJB3/OLIHO 06ma-
ctu (puc. 1). YuntbiBasg BOmMHOOOpasHOe Teue-
HJe KUIIEYHOIl HENpPOXO[AVMOCTH, HNPOBENEHO
PEHTIEHOKOHTPACTHOE MCCIEfOBaHNeE XKeTyL04-
HO-KUIIEYHOTO TpPaKTa per 0S — OTMedaeTcA
OBICTPBI MAaCCaXX KOHTPACTA B TOICTYIO KUIIKY
(3a 2 4vaca), mepepasayTble METAM HETUIINYIHO
IIPaBOPACIIONIOKEHHOI TOHKOI KUIIKY (puc. 2).

YuurpiBad COXpaHAKIIYIOCA KIUHUKY
YaCTUYHONM KUIIEYHON HENPOXOAUMOCTH, IIPU-
HATO peIlIeHMEe BBIIOTHUTH AVATHOCTUYECKYIO
nmanapockonuio. IIpoBeena puarHocTmyeckas
JIANIApOCKONNA, PeBU3MA KUIIEYHUKA — BCE
neTnu pacmupensl go 2,0-3,0 cM Ha BceM
OPOTSKEHUM, CIIABUIMXCA IeTelb KUIIeYHMU-

Puc. 1. Uppurorpacdus — nonoxxeHue TosCcTon
KULLKW NMpaBuIbHOE, KYNOJ C/NENOonN KULLKKU
B NpaBou NOAB3AOLUHOM 06nacTn

Puc. 2. Rg-KOHTpacTHOEe UccnegoBaHune
YKeNyaoYHO-KULLIEYHOro TPakTa per os —
OTMeYaeTcs ObICTPbIA MacCcaX KOHTpacTa

B TOJICTYIO KULLKY (3a 2 yaca), nepepasnyTble
NeT/IN HETUNUYHO NMPABOPACMOJIOXKEHHOM
TOHKOW KULLKK

207

elLAHde) ‘g'Y ‘eaomoanxy ‘W' ‘ao1meBeg ‘d'd ‘eHuinhudeg "y W
‘edo)eERY "Y') ‘OMHIIUQ "LI'V ‘HUMEaOoMRH "H'O ‘BexddA] D'V



KJIMHWYECKUIN CNTYYAN HOBOPOXXAEHHOIO
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Ka He omnpepensderca. VleoueKanbHblil yron
U 4epBe0Opa3HBINl OTPOCTOK PACIIONIATAOTCS
07, TIeYeHbIo, PUKCHPOBAaHBI SMOPUOHAIBHBI-
MM TsDKaMU, IPY PEBU3U TOHKOM KUIIKY TAKXe
BBIsIBJIEHBI 9MOPYOHA/IbHBIE CIIAMIKY, PUKCUPY-
IOIIYe TOHKYI KUIIKY. Y4UTbIBasA Iepepasmy-
Thbl€ TIEeT/IVM KUIIEYHVKA, PEIIEHO BBIIOIHUTD
KOHBEPCUIO. BepxHecpeguHHas mTanapOTOMMUAL.
BrinonHeHo pasfeneHne sMOPUOHAIBHBIX CIa-
eK, (PUKCUPYIOIMX TOJCTYI0 ¥ TOHKYIO KMII-
Ky. Kopenp o6mieit 6pbDKeViKM paclpabiieH,
HIMPYHA KOPHsI IIOCTIe pasjie/ieHne ciiaek 6oree
Puc. 3. BpoXXaeHHbI CUHOPOM 3 cM. O61as maMHa BCeil TOHKOM KUIIKY OKOJIO

KOPOTKOW KULLKK 50 cM, uMeeTCsa BpOXXJEHHBIN CUHAPOM KOPOT-
koit kuiku (puc. 3). IToce morpy»xeHus nerenn

KIIIEYHMKA B OPIOIIHYIO IONOCTb, BCSA TOHKAs KMUINKA PaclojlaraeTcs CIIpaBa, TOJCTAs KUIIKA
Y JI€OL€Ka/IbHBIN YTOJI PACIIONIAralOTCsA CIIEBa.

[TocneonepanoHHBIN epUOK IpOTeKaT 6e3 0COOEHHOCTeIT, TACCaX IO KUIIEYHNKY BOCCTa-
HOBWICA Ha 3 CyTKM, SHTE€Pa/JbHOE KOPM/IEHNE HAYaTO C 4-X MTOC/IEONPALVIOHHBIX CYTOK.

YunurpiBasg MHQPY3MOHHO3aBUCHMOCTb 1M HEOOXOAVMOCTb IPOJO/DKEHUS IVIKINYECKOTO
HapeHTepaTbHOTO IUTAHNUA II0 >KM3HEHHBIM ITOKa3aHMAM (B CBA3YM C COXpPaHEHVEM KUIIEeYHON
1 6e/IKOBO-9HEPreTYeCKOl (Hy TPUTUBHOI) HeTOCTAaTOUHOCTH, HEIIO/THOM aflaliTallnyl KUIIeYHIKa
Ha ()OHe SHTepAIbHOI HAIPY3KI), C 1Ie/IbI0 YMEHBIIIEHVS PYCKA MHPEKIVN U YIy4IIeHNs KadecTBa
JKM3HU YCTaHOBJIEH KaTeTep J/IMTEIbHOTO CTOSAHMA Tuna Broviac 4.2 Fr.

Pe6eHOK KOHCYIBTUPOBaH BPayOM-TeHETUKOM. [IpOoBeIeHO MOIeKy/IIpHO-TeHeTIYeCcKOoe MCCIIe-
IoBaHMe. MeTooM IpsIMOrO aBTOMATMYECKOTO CEKBEHMPOBaHMA MCCIefoBaHbl 9k30HbI 01-07 reHa
CLMP, a Taxoke IpuIerarlye MHTPOHHbIe 06macTi. B sx30He 06 BBIAB/ICH HYK/ICOTU/IHBIN BapUaHT
¢.785_786insC B rOMO3UTOTHOM COCTOSTHIM, IPMBOAAIIVIL K CIBUTY PaMKu cunTbiBaHyA p.E262Dfs*4.
HykneoTnpupiit BapuanT panee He omycaH. CornmacHo 6ase ganHbix OMIM, mytanmu B rene CLMP
ONJCaHbI y MAIIMIEHTOB C BPOXXIEHHBIM CUHAPOMOM KopoTKoit kutky (OMIM 615237), HaciegyeMbIM
II0 ayTOCOMHO-PELeCCMBHOMY THUITY. Y pOAMTeNell MpobaH/ja BBIABIEH HYKIEOTUHbI BapyUaHT
g.122945445_122945446insG B rene CLMP B reTepOo3UrOTHOM COCTOAHMM.

Pe6eHOK BBINVICAH B CTAOM/IBHOM COCTOSHUY B BO3pacTe 3 MecsleB, Ha 39-e Imocieonepary-
OHHBIE CYTKM C Maccoii Tema 5420 I, Ha UK/INYIEeCKOM PeXMMe ITapeHTepaTbHOrO MUTAaHuA (MHPY-
3JIOHHAs TepaIus B Te4eHne 16 4acoB), SHTepaIbHOM pa30BOM KOPM/IEHNM 110 75-90 M1, Tpu yBe-
Mn4eHun obbeMa OTMedaeTCsl B3y THe XKMBOTA 1 YCUIEHNe CphIrMBaHmil. B BospacTe 6 MecsIieB
pebeHOK ycBamBa/l BO3PACTHON OObeM SHTEPAaIbHOIO NNUTAHMA C AOTAIVell MapeHTepaJbHOTOo
OUTaHVs 3 pasa B HeHeN0 B HOMAIIHNUX yCrIoBusAX. Heo6XomuMocTp B MHQPY3MOHHON Tepamumn
OTHaja B Bo3pacTe 11 MecsleB, BHYTPUBEHHDII KaTeTep JUIMTEIbHOTO CTOSHMA yhaneH. PebeHok
pacTeT 1 pa3BUBAETCA B COOTBETCTBUM C BO3PACTHBIMI ITOKA3ATEIAMMA.

W

ITPOTHO3
Y maHHOTO ManyeHTa IIPOTHO3 JI/IA XKM3HM U COLVIAIbHON afjaniTanyy 6/1aronpyATHBII.
B nacrosAmee Bpemsa fleBo4Ke 2 Tofa 9 MecAIeB, Macca Tefa 14 KI, pasBMBaeTCsA TADMOHMYHO.
Honrocpounas BbpKMBaeMocThb fereri ¢ BCKK reneppr Bo3MOHa, ec/y MapeHTepanbHOE IUTAHNE
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BBOJUTCS Ha PaHHUX CTa/iUsAX 3a00/IeBaHMs, YTO CIOCOOCTBYeT a/jallTal[Myl KUIIEYHUKA, C ITOCTIe-
OYIOIIMM MpeKpalleHNeM ITapeHTepalTbHOrO NUTAHNA.

OBCYXAOEHUE

Cungpom koporkoit knmkn (CKK) — maTtonmormdecknit cuHapoM, 00yCIOBIEHHBII YMEHb-
IIeHVeM BCAChIBATEIbHO ITOBEPXHOCTY TOHKOJ KUIIKM, KaK IPABIJIO, 32 CYET COKpAIeHUs ee
IPOTSHKEHHOCTM B pe3y/IbTaTe OOIIMPHBIX Pe3eKIii, MPOAB/IAIIMICA ManibabcopOumelt, Majb-
AUTeCTHeil M MabHYTPUILIMEN, paccTpoiicTBaMy romeocTasa [1]. Topasgo pexxe cuHipoM KOpoT-
KOJI KMIIKJ MOXKeT OBITb BPOXKIEeHHBIM. [109TOMY ero aTmoraToreHes Iioxo u3ydeH. BpoxjeHHbI
CKK sBsieTcs TsDKeIBIM HaC/eCTBEHHBIM 3a00/IeBaHeM HOBOPOXK/IEHHBIX C BBICOKUM YPOBHEM
CMepTHOCTH [2]. ITO 06yCnOB/IeHO MambabcopOIVelt U ayapeeil B pe3yIbraTe YKOPOIeHHON -
HBI TOHKOJ KMIIKY (B cpegHeM 50 ¢M) IO cpaBHEHMIO ¢ HOpMajbHO amHou (190-280 cm) [3, 4].
B HEKOTOPBIX C/Ty4assx MopakaeTcs M TONCTast KMIIKa [5-7].

HapyuieHne BcacbIBaHUSA NPUBOAUT K O€IKOBO-9HEPreTHUECKOi (HYTPUTUBHOI) HeZOCTa-
toyHocTy. [Tanentsr ¢ BCKK poxparorcs ¢ QpyHKIMOHAIBHON MM aHATOMUYECKON IMOTepeit
a/IeKBaTHOI JI/IMHbBI TOHKOJ KUILIKY, KOTOPasd ABJIAETCA C/Ie[CTBIEM HapyLIeHUs Pa3BUTUA TOHKOI
kuiku [8]. JedekT pasBUTA MOXKeT ObITb 00YC/IOB/IEH HapyIlIeH)eM POTalliy KUIIEYHNKA, BCera
IPUCYTCTBYIOIIMM Yy 9TUX ManyueHToB. Bcem manyentam ¢ BCKK Heo6xogumo ainTenbHOe MapeH-
TepajbHOE NMUTaHNe, KaK PAaBIJIO, B Te4eHNe NepBbIX 2 yieT xusnn [9, 10]. OgHako, Kak U3BeCTHO,
HapeHTepaTbHOE NMUTAHNE MOXKET IPUBOJUTD K TsDKEJIbIM U JIeTa/TIbHBIM OC/IOKHEHMAM, BK/II0Yas
3a00s1eBaHMA NedeHu u cemcuc [11].

C 1enpI0 MYHMMM3ALINY TOJOOHBIX OCTIOXXHEHWIT B HACTOsIee BpeMs aKTUBHO ITPUMEHSIOTCS
XUpPYprudecKue MeTOAVMKM YIIVHEHNs KMIIeYHVKaA IamyeHTaM ¢ npruobperenHon ¢popmoit CKK.
OpHako, B IMTepaType OTCYTCTBYIOT OIMCAHVIA SHTEPOIUIACTUK IIPU BpOXKeHHOI ¢opme. Tarke
aKTMBHO paspabarbiBaeTcs (papManeBTIYeCKas Tepamyus KUIIEYHOV afanTalyy JyId YITydIIeHUs
HIOKa3aresieil 0CTaTo4HOro Kuuieynnka [12]. C redyeHnem BpeMeHM [AIHA ¥ abCOpOLIMOHHAS CIIOCO0-
HOCTb TOHKOJ KMIIKJ YBeIMYMBAIOTCS, YTO IIPUBOAUT K JTy4IlIeMY YCBOEHUIO INTATe/IbHBIX BEI[eCTB.

HecmoTps Ha 3HaUMTe/IbHbIE YCVIINA U YCIIEXM B JIeYeHVIN, O0IbIIIOe KOMMYeCTBO MAI[VIEHTOB YMM-
paeT OT HYTPUTMBHOI HEOCTATOYHOCTI Ha PAaHHVX CTauAX 3abonmeBanusA. UTo KacaeTcs reHeTmde-
CKMX aCIIeKTOB 3a00/ieBaHMsI, McCefoBanus mokasamu, uro BCKK yacto HabmomaeTcst mpu poacTBeH-
HbIX Opakax. B mpenpiynmx nccnefgoBanmax coobmanocs, uro CLMP u Filamin A (FLNA) y4acTByioT
B ITaTOTeHe3e perjeccuBHOI 1 X-cBa3anHoit popmbl BCKK coorBercTBenHO [13-15].

B naHHOI cTaTbe MBI IpeCTaB/IsAeM IUTEPATYPHBII 0030p 1 OMMCaHNe IIEPBOTO Cydas
BPOXK/IEHHOTO CUHJPOMa KOPOTKOI KMIIKM B PYCCKOA3bIYHON nuTeparype. CucreMaTmyecKuit
0030p UTEpaTyphl IPOBOAVIICS B COOTBETCTBIUY C MEXYHApOSHBIMY pekoMeHanyssmy PRISMA
(Preferred Reporting Items for Systematic Reviews and Meta-Analyses) [16] 1 BK/II04as 91eKTpOH-
Hble 6a3pl JanHbIX MEDLINE u SCOPUS, rne npencrasieno 43 cinydas BpoxgenHoro CKK.

Bpoxxpennniit CKK, Bunepsbie onmcanusiit Hamilton B 1969 r. [18], aBnsetcsa penkum 3abore-
BaHJEM, ¥ B aHIJIMIICKON JTUTepaType coobIaeTcsi TONbKO 0 43 cnydasx. CornmacHO HeCKOIbKUM
VICCTIEIOBAaHNAM IIPY ayTOICUM JJIMHA TOHKON KMIIKM Y fieTell, M3MepeHHasd OT cBA3Ku Tpeiina
IO MJIeolleKa/IbHOTO K/IallaHa, KOppeupyeT ¢ JJIMHOI Tesla. B mepuop pocTa, KOrja A/inHa Tejia yBe-
mayBaetcs ¢ 40 cM go 100 cM, TOHKast KVMIIKa yBenmuuBaeTcs ¢ 164154 cM (cpenHee 3HaUYeHMe *
CTaHJapTHOe OTK/IOHeHMe) o 425+90 cm [6]. Takum obpasoMm, cpefHsis AAMHA TOHKOI KUIIKU
Y ZOHOIIEHHBIX HOBOPOXKAEHHBIX COCTAB/ACT NMpubOMM3nTenbHo 240 cM, yBemmunBasich 1o 430 cm

209

eLAHdeY ‘g’ ‘eaoTamXy ‘W' ‘aolueseq ‘d'd ‘eHudnhndeg "y
‘REOMRERY "V )Y ‘ONHIIUQ "LI'V ‘HUMEONBH "H'O ‘BexddA] DY



KJIMHWYECKUIN CNTYYAN HOBOPOXXAEHHOIO
NALMEHTA C BPOXXOEHHbIM CUHAPOMOM
KOPOTKOW KULLUKK U MAJIbPOTALMEN

B Bo3pacte 15 et [7]. CoobujaeTcsi, 9TO Y B3POC/IBIX CPeHss IMHA TOHKOJ KMUIIKY COCTaBIsA-
er 600 cM, a mmamasoH ot 260 cMm mo 800 cM [17]. Y HeqOHOIIEHHBIX JeTell OXKMgaeMas IjIMHa
TOLIEl KMIIKM KOPPEINPYeT C TeCTallIOHHBIM BO3pacTOM, a JUIMHA KMIIEYHNKA yBauBaeTcsA ¢ 28
no 40 Hemenb 6epemennoctu [9]. Y ponomiennbix HoBopoxeHHbIX BCKK MoxeT mposiBisAThCS,
KOTJIa [JIMHA TOHKOJ KUIIKM COCTaB/sdgeT MeHee 75 cM [18].

ITUOMATOreHe3 BPOXK/IEHHOTO CUHPOMa KOPOTKOM KMIIKM IJIOXO M3ydeH. Bo BpeMs Hop-
MaJIbHOTO 3MOpMOTreHe3a yI/IMHEHNe CpefHell KUIIK) HadMHaeTCsA Ha IATON Hefene GepeMeH-
HOCTH, 3a CUeT 00pa3oBaHusA NeT/IM paclpOCTPAHAIIECSA B IIyNIOYHbI KaHaTHK. [Tocne cepun
BpallleHUII TI0 YacOBOJI CTPe/IKe U MPOTUB YaCOBOW CTPENKM Ui MPUCTOCOOIEHNs K JJalbHell-
LMY Y/JIMHEHUIO ¥ POCTY, KUIIEYHNK BO3BpaljaeTcsa 13 (pu3MOIOrnyecKoi IMyrnoYyHo IPhDKI
B OPIOIIHYIO ITOJIOCTD NpUMepHO Ha 10-11-71 Hefene GepeMeHHOCTH, Tie OCHOBaHMe OPBDKEVIKI
3aTeM QUKCHUPYeTCs BAOTb AMArOHAMM OT CBA3KM Tpeiina o miaeouekanbHble yrma. Hamilton
U COABT. MPEATIONOXIIN, YTO HOPMa/bHOE Y[/IMHEHNe, BpallleHle CpefHell KUIIKU IIpepbiBaeT-
Cs WM 3afIep>KMBAETCA M3-3a HENOCTATKa IPOCTPAHCTBA MEXMY Pas3sBUBAIOLIECA MUIIEeBapy-
TE/IbHON TPYOKOI M IYIOYHBIM KaHaTuKoM [17]. Psaj aBTOpOB mOCTymMpoBamm MieMudecKoe
HNOBPEXJeHMe pa3BUBAIOLIENICA KUIIKY; OJHAKO IIPOXOAMMOCTD IIPOCBETA KMIIEYHNKA U Hanu4dne
HETIOBPEX/IEHHON OPbDKEIIKM B 9TUX CIy4asX MPOTUBOPeYNIN Obl BHYTPUYTPOOHOMY MH(DAPKTY
kumeyHnka [19]. Tperbu chokycupoBamich Ha BO3MOXHOCTH ieeKTa HellPpOIHTEPOTIOTMYEeCKOTO
PasBUTHA, OCOOEHHO ITOTOMY, YTO AMCHYHKLMA KUIIEYHVKA IIPU3HAHA BAKHBIM KOMIIOHEHTOM
BCKK [20]. B To Bpems kxak Tanner u coaBrT. [21] 06Hapy>Xmmu HapylIeHNs B MEXMbIIIEYHOM
HepBHOM cIuteTeHuy (Aysp6axoBo CIIeTeHMe) B VICC/IELOBAHNAX Ha BCKPBITUM, PYTVie He CMOTIN
IO/ TBEPANUTD 3TN pe3ynbraThl [20]. DTO MOXeT yKas3blBaTh Ha BapMalM B CIIEKTPe JUCMOOWIb-
HOCTM B C/Iy4asX BPOXIEHHOTO CHMHpOMAa KOPOTKOJ KMIIKK. Y HaIllero HaljMieHTa HapylIeHKe
MOTOPUKM He OBbIJIO IPe06/IaJalolM IIPU3HAKOM.

Jlonroe BpeMst ucceoBaTeny HabO/IIORaIN CeMeTHbIe CTy4dan 3a60/1eBaHysl JaHHOTO CUHJIPO-
Ma [17, 22]. Coo61ranoch Takke 0 CIydasx BPOXKIEHHOTO CYHAPOMa KOPOTKOI KMIIKY B coYeTa-
HUM C IPYTYMU BPOX/ICHHBIMY aHOMA/IMAMMY, BKIIOYAs TUIIEPTPOPUIECKIIT INIOPOCTEHO3, are-
He3VI0 aIIIeH/MKCA, NeKCTPOKAPANIO, T0OABOYHBI MOTYIIO3BOHOK M OTKPBITBIN apTepuanbHBbIi
npoTok [19, 22]. Ognaxo, HeaBHO 6bUM UAeHTUGMIVIPOoBaHbI TeHbl CLMP 1 FLNA, Kopupyoiye
6enku, HapyueHue GyHKIMM KOTOPBIX sABJsAeTCs NpudnHOi BosHukHoBeHuss BCKK.

Ien CLMP skcnipeccupyeTca B SIUTENMANbHBIX KI€TKaX PasIMYHbIX TKaHeW, B TOM 4YNCIIe,
KUIIEYHNKA U, CIE[OBATENbHO, MOTepsi PYHKIUM STOTO TeHa MOXKET BBI3BATh Ae(eKThl IPOIu-
¢depanuu B ToHKOI Kyiike [15, 23]. Ten CLMP KopypoBaH Ha JUIMHHOM Iulede 11 XpoMoOCOMBI
B XpOMOCOMHOI1 06acTn 11q24.1. B 2016 roay 6bU1 IpOBeREH MOIEKY/IAPHO-TeHeTUYECKIIT CKPY-
HVHT IalJieHTOB C BPOXKIEHHBIM CMHIPOMOM KOPOTKOJ KUILIKM, B pe3yabTaTe KOTOPOTO OBITIO
BbIAB/IEHO, 4TO TeH CLMP sABNIAeTCA OCHOBHBIM T'€HOM, MyTalli¥i B KOTOPOM B I'OMO3UTOTHOM
U KOMIIIIAyH[-TeTePO3UTOTHOM COCTOSIHUY NMPUBOAAT K Pa3BUTUIO CMHIPOMa KOPOTKOJ KUILIKY
C ayTOCOMHO-PEL€CCYBHBIM TUIIOM HacIeLOBAHMA.

Ten FLNA xopupyeT pmlIaMUH — aKTUH-CBA3BIBAIOLINIT O€I0K. [eH KapTupoBaH Ha J/IMHHOM
1IeYe XpoMOCOMBI X, B XpOMOCOMHOIT obrmacty Xq28. Mytauuu B rene FLNA npuBORAT K pa3Bu-
TUIO Pas3IMYHBIX CMHAPOMOB MHOXXeCTBEHHBIX BPOXKJEHHBIX MOpOoKoB pasputua (MBIIP), Bkito-
vyasg ¢ppoHTOMeTadU3apHYI0 AUCIUIA3NIo, CMHAPOM MenbHuka-Hupica, BpoXKIeHHBIX MTOPOKOB
CepALia, BPOXXIAEHHOTO CMHAPOMa KOPOTKO KMIIKY € X-CIeIVIEHHBIM PelieCCUBHBIM TUIIOM HacJle-
noBanuA. Ponb FLNA B pasBUTUM NOpaXkeHNA KUIIEYHMKA 10 CUX TIOp IO KOHIIA He YCTaHOBJIEHA.
Y manmenrtos ¢ BCKK ¢ myranuamu B rene FLNA onycaHbl TaK)Ke MHO>KE€CTBEHHbIE BPOXK/IEHHbIE
IIOPOKM pasBUTHUA, B TO BpeMs, Kak y nanueHToB ¢ BCKK, 00ycioBneHHOrO MyTanyusmu B reHe
CLMP, BBIsIB/ICHO 30/ POBAaHHOE IIOpaKeHe KMIIeYHMKa. [25]. OmmcaHsbl crydan, KOrja y namy-
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€HTOB ¢ MyTauusMyu B reHe CLMP knuHW4YecKas KapTuHa 3ab0jieBaHus IPOSIBISIAch B Oojee paH-
HeM BO3pacTe II0 CPaBHEHUIO ¢ MalyeHTamMn ¢ MyTtaumsamu FLNA [25, 26]. O6a reHHBIX IpOgyKTa
YYacTBYIOT B OfIHOV U TOJI >Ke CeTM B3aMMOJEVICTBYIOMINX O€/IKOB ¢ aKTMHOBBIMIU (pUIaMEHTaMIL,
KOTOPBIE YYaCTBYIOT B IIposudepanyuy KIeToK. ITO B3aUMOJEVICTBIE MeeT pellalollee 3HaueHe
IJI pasBUTUA KUIIEYHMKa [26, 27].

Mopenu XMBOTHBIX CO CHIDKeHUeM aKcrpeccuy reHoB CLMP u FLNA MOTYT IpOJIUTb CBET
Ha ocHoBHyI0 maro¢usuonorunio BCKK. Hokpayn rena opromora (CLMPA) y poibok JJanmo
BbI3bIBAeT 3HAYUTE/IbHOE YMeHbIlleHNe JIMHbl KUIIeYHUKA U NOATBepXAaeT BakHOcTb CLMP
B KMIIEYHOM dMOpuoreHese [15]. Y Mblmieit ¢ HapylieHueM HOPMaabHOTO (PYHKIVIOHVPOBAHMS
rena CLMP nabmrofjaeTcs 3ajiepkKa pocTa Tejla M HeCIIOCOOHOCTb YCBaMBaTh IMTaTe/IbHbIE Bellje-
CTBQ, YTO NPOSBIIAETCA 00e3BOXKMBaHMeM U ronofanueM. OTHAKO, IIMHA KMIIeYHNMKA Y MbIIIeii-
MYTaHTOB He YMEHbLIAeTCA 110 CPABHEHMIO C MBIIIAMI AMKOrO TUIA, B oTandne oT reHa CLMP
qenoBeka [28]. DTy [jaHHbIE AUKTYIOT HEOOXOAMMOCTD Ja/IbHENIIero M3y4eHUsl TeHeTNYeCKOro
acIeKTa IaHHOTO 3a00/IeBaHA.

Y 60/1bIIMHCTBA eTell BPOXK/ICHHBIN CMHAPOM KOPOTKON KMIIKM MaHUQeCTUPYeT IpU3Ha-
KaMI KUIIeYHOI HeIPOXOAMMOCTY (PBOTOI) U AMapeeii, B JalbHENIIeM IPUBOJSLINI K TSHKETON
0e/IKOBO-9HEPreTMYECKOI HeJOCTATOYHOCTH. B TO BpeMs KaK MabpOTalys ABJIAETCS HOYTH YHU-
BepCaTbHBIM NTPU3HAKOM (IIPUCYTCTBYeT B 96% Ci1yyaeB), aCCOLMMPOBAHHBIN 3aBOPOT C HEKPO3OM
KMIIeYHNKA SABJIAETCA HeYacThIM OCNOKHeHMeM. CBA3aHO 9TO, BO3MOXKHO, C T€M, YTO KOPOTKas
I/IVHA KMIIKY [TPeJoTBpallaeT BO3SHMKHOBEHME 3aBOPOTA CPe/iHEN KUIIKM U IOC/IeyIOIYIO MIIe-
Muo. TunnyHoe NMposBIeHMe CPBITMBAHMII C IPUMECHIO JKeT4M, XPOHMYECKOi Auapenu, HyTpu-
TUBHOJ HEJOCTaTOYHOCTHM, KAaK Yy HallleTro ITallMieHTa, BEPOATHO, ABJAETCA IPAMbBIM C/Ie[CTBYEM
KOPOTKOJ JUIMHBI KUIIEYHVKA, ManbabcopOLmMy ¥ HapyLUIeHUsT MOTOPVKY, KOTOpPbIe SIBJISIOTCS
ocHoBHbIMU ITpu3Hakamy BCKK.

KpaeyronbHbIM KaMHeM B Be[leHMM STUX IIALIVIEHTOB SAB/ISETCS IapeHTepalbHOe NMUTAHKe
C PaHHUM BBeJIeHJeM U paclIpeHeM sHTepaabHoro Kopmuenns [19]. [lapenTepanpHoe nmuTanme
SBJISIETCS KJIIOUEBbIM ACHEKTOM CTpaTeruy jie4eH)s MalYieHTOB C CMHAPOMOM KOPOTKOM KUIIKA
A MOAJep>KaHMA HYTPUTUMBHOrO craryca. OfHaKo, NpUMeHeHNe MapeHTepaJbHOrO NMUTAHUA
COIIPOBOXK/IA€TCS PUCKOM Pa3BUTUsA OCTOXHEHMI: TeYeHOYHAs HeJOCTaTOYHOCTD, KaTeTep-acco-
IVIVIPOBAHHBIN CEIICUC U KaTeTep-MHAYIVPOBAHHBI BEHO3HBI TPOMOO3 C ITOTepeit COCYAUCTOrO
moctyma [29].

XOTsA MeXaHM3MBbl aflallTally TOHKOJ KMIIKY MHOTOYVIC/IEHHBI ¥ CIOKHBI, paHHee 1 arpec-
CMBHOE BBeJIeHVIe SHTePaJbHOTO NUTAHNSA SAB/IACTCSA KPUTHYECKMM KOMIIOHeHTOM. [1pu mpuobpe-
tenHoM CKK Bines et al. coo6umn, 4To cMecu Ha OCHOBe ITTyOOKOTO IMAPO/IN3a CBIBOPOTOYHOTO
0e/lKa MOTYT CHU3UTH OOLIYI0O NOTPeOHOCTh B NApEHTEPAIbHOM BBENEHNUN U ITO3BOJSAIOT YBE/INU-
YUTb peKMM SHTepa/bHOTO MUTAHUA 3a CYET CHYDKEHUsA JViapey ¥ pBOTHI, yBeMYeHNsA IPOHULIA-
€MOCTH KMILIeYHVKA U MOBBILIEHNA YPOBHS AUcaXapy/ia3bl B KUIIEYHNKE.

VccnenoBaHys Ha KMBOTHBIX IIOKA3asIy, YTO CpefHeIlelIOYeyHble TPUIINLEPUIbI 0COOEHHO
TPOGUYHBI /IS TOHKOV KMIIKM ¥ MOTYT OBITb Ba>KHBIM INTATE/IbHBIM BEIlleCTBOM I YIIy4llle-
HUA ajganranyy kumednyka [19]. ITo aTuM nmpuymHaM [j1s Ha4aJabHOTO SHTEPATbHOTO MUTAHNS
MbI BbIOpanyu GopMy/y Ha OCHOBE I'MAPOIN30BAaHHBIX O€TKOB MOIOYHOII CBIBOPOTKM CO CpefiHelie-
MOYEYHBbIMY TPULTNLEPUIAMU Y HYK/ICOTUIAMIL.

VI3 cry4aeB ¢ BpOXKAEHHBIM CUHAPOMOM KOPOTKOJ KMIIKY, O KOTOPBIX COOOIIAIOCh B IUTe-
parype, OfiHa TpeTb IALMEHTOB HOXKIIA O CpeJHero Bospacra 5,8 jeT (AMamasoH OT OfHOTO
mo 18 yret). [IBe TpeTu ymepiy, npudeM, 60IBIIMHCTBO CMepTell IIPON30IIIO B paHHEM BO3pacTe,
3aJJ0/ITO JI0 OTHOTO Toja (CpeqHMI BO3PAcT CMEPTU COCTABIAN 84 [IHsA, AMANa30H OT OFHOTO JIHSA
1o ceMyu MecsleB). VIHTepecHO, 4To 50% yMepImx ObUIN 3aperncTpupoBaHsl fo 1980 ropa; korga
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He XBaTaJI0 OIBITA B 00/IACTY ITapEHTEPaTbHOTO IMUTAaHNA HOBOPOXKIAECHHBIX VM HA/IMYNUA HOTy3JIe-
MEHTHBIX nuTaTenbHbIX cMmeceir. C 2000 roga pesynbTaThl IOKasalay 3HAYMTENbHOE YIy4dLIeHMe
IIOKa3aTe/ell BbDKMBAEMOCTH STUX IALMEHTOB. YIy4dlleH)e, BEPOATHO, CBA3AHO C IOBbILIEHNEM
KayecTBa OOILIEro yXofja ¥ YIpaB/lIeHUsA Tepalyell IMapeHTepaIbHOIO IMUTAHNSA, a TaKXKe C pas-
paboOTKOI HOBBIX HETCKMX CMeceil, KOTOpble OHOBPEMEHHO CIOCOOCTBYIOT paHHEMY BBEJICHUIO
SHTEPAIbHOTO IUTAHNUA U CHOCOOCTBYIOT aflallTallNy KMIIeYHMKa [26].

Vicxopsa us Hamiero ciydas U IpyIuX HeJaBHMUX C BPOXKIEHHBIM CMHIPOMOM KOPOTKOM KMIII-
KIf, MOXXHO CJie/IaTh BBIBOJl, YTO PaHHEE XMPYPIU4ecKoe JieyeHMe MaabpOoTaluy, IOCTaHOBKa
BEHO3HOTO JOCTYIIA JUIMTENTBHOTO CTOSHUSA U TIIATEIbHBIN IOA00p MapaHTepaJbHOTO NMUTAHUA
faeT 6/1aTONpPUATHBIN Pe3y/IbTar.

3AKJTIOMEHUE

BpoxXmeHHbI CMHIPOM KOPOTKOJ KUIIKM — 3TO PEIKOE, TeHETUYECKN AeTePMEHNPOBAHHOE
3aborneBaHIe, IPOABIAIOIIEEC XPOHIYECKOI AMapeeil, HeCIIOCOOHOCTDIO Pa3BUBATHCA VIV CUMII-
TOMaMM TOHKOKMIIEYHOJ HEIPOXOAMMOCTH B IlepBble Hemeny Xusuu. IIpu nmposegenun peHrre-
HOJIOTMYECKMX METOMIOB MCCIENOBAHNA JKEITyJOYHO-KMIIEYHOTO TPAKTa BO3MOXKHO 3aII0[03PUTh
Ha/IM41e BPOXKIEHHOTO IMOPOKa U MPEAIONIOKUTD JUIMHY KAIIEYHNUKA, OJHAKO, JarH03 BPOXK/IE€H-
HOTO CHMHJpPOMa KOPOTKOJI KVIIKY BepUPUIMPYeTCs IMpU TAlapOTOMUN. Y TNAIMEHTa, IPeACTaB-
JIEHHOTO B JJAHHOJI CTaThe, BbIsiBJIeHa MyTauys B reHe CLMP, B 9k30He 06 BbIAB/IEH HYK/I€OTUHbIN
BapuaHT ¢.785_786insC B TOMO3UTOTHOM COCTOSIHWM, ¥ MBI COO0111aeM 06 3TOM BIIepBbIE B PYCCKO-
A3BIYHON JINTEPATYPE.

Hamr janprerimii aHamms 1okKasan Hac/lIeICTBEHHYIO KapTUHY MyTauuu B ceMbe. [TanuenTy
¢ 50 cM TOHKOJ KMIIKM Y[AA/OCh YCIEUHO OTMEHUTD IIapeHTepa/ibHOE IUTaHMEe B TeYEHIE TIEPBO-
ro rojia >XmusHu. [JonrocpovyHass BBDKMBAEMOCTDb JETENl C BPOXIEHHBIM CUHIPOMOM KOPOTKON
KIIIKY B HACTOAIIee BpeMsA BO3MOXKHA, eC/Ii 00eCIeYNTh CBOeBPEMEHHYIO IUarHOCTHUKY, Ollepa-
TUBHOE JIeUeHNe, IIpoBeieHNe NHPY3MOHHOI MOIEP>KKM C JOCTATOYHBIM KONYECTBOM Ka/IOpHii
U HyTPUEHTOB.
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KNWHUYECKUI CNYYAN HOBOPOXXAEHHOIO
C CUHOPOMOM KOCTEJIJIO

KJIMHUYECKUU CNTYYAU HOBOPOXXAEHHOIO
C CUHOPOMOM KOCTEJJ10*

H.A. Xapuronosa, M.A. bacapruna, M.[I. Mutyu, O.I1. JKaposa, A.A. CenuBepcroBa,
B.I. KaBepuHa, J.A. A6ammpse, O.B. KokeBHuKOBa

OBOCHOBAHME

Cunppom Kocrenno — penkoe reHeTmdyeckoe 3aboneBaHMe, C YaCTOTOM BCTPEYaeMOCTH,
[0 Pas3/IMYHBIM UCTOYHMKAM, OT 1:300000 mo 1:24 000000 [1-4].

Brepsble et ¢ XapakTepHbIMY (PeHOTUIINYECKIMY M3MEHEHUAMIL: YePTHI JIMIA, CTPOEHMe Yepe-
I3, a TAKOKe 3a/IepXKKOIT (PU3IIECKOro pasBUTYIS M MAIVJIOMaMyl ObUIV OIVICaHBI B 80-€ TOfIbI IPOIIIOTO
cronerys. Tun HacnegoBaHKsA ayTOCOMHO-IOMUHAHTHBIN. B 30% ciry4aeB moBpex/eHue HOCUT CIIOH-
TaHHBI XapakTep. Taxke BCTpedaeTcsl yHOMMHAHME O Hanmmuuy 3ab0ieBaHus y OMM3KMX POJICTBEH-
HMKOB Ipo6aHyia (6paTbeB U cecTep), 4TO, BEpOATHEE BCETO, IIPEAIIOJIaraeT CYLleCTBOBaHIe TOHA[HOTO
MosannusMma [1, 3, 4]. bombINMHCTBO NOZOOHBIX MY TALNII OIMCAHBI Y fleTell TIOXKIIBIX OTLIOB [3].

B Poccun nopo6HbIit cyyait 6bIT onucaH B mocnefnuii pas B 2010 roxy [5].

Bo ®TAY «HMMUI] 3mopoBbs meteit» Munsapasa Poccun (mamee — LleHTp) — 9TO mepBbIi
TeHEeTNYECKY IOATBEPKEHHBIN CITy4dail.

Cunppom Kocrenno, kak u Heripodubpomaros 1-ro Tua, pa3nnyHble pa3HOBUJHOCTY CUHIPO-
mMa HyHaH (¢ MHO>KeCTBEeHHBIMI JIEHTUTO, paHee HasbiBaBImiicsa cuagpomom LEOPARD, Hynan-
HOIOOHBI CMHJIPOM C TIOTepeit aHareHa), Kapayno-daciyanrbHO-KOXKHBI CUHPOM, CUHPOM KaIuI-
JISIPHOTL ¥ apTepuoBeHo3HON Manbdopmaryy (CM-AVM cunppom), cunapom Jlernyca, yMcTBeHHas
OTCTAJIOCTh, CBsI3aHHAs ¢ MyTauysiMu B reHe SYNGAPI, otHocutcs K RAS-mmatvsum [1, 5].

Cnenuduyeckne myranym HRAS reHa (pacnono)eHHOTo Ha KOPOTKOM Iitede 11 xpomoco-
mbl 11p15.5), cBA3anHbIe ¢ cuHApoMoM KocTesto, BbI3bIBaOT akTuBanuio 6enka RAS, mbo 6onee
clIoKHBIe Hapymenus myt RAS/MAPK [1, 2].

ITOT NyTh UTPaeT BaXKHYIO POJIb B Pa3BUTUM KaK CaMOJ KJIeTKM, TaK M OpPraHM3Ma B 11e/IOM
[1, 5, 6], TOCKONBKY K €ro (pyHKLMAM OTHOCUTCA PETyIALMA KIeTOYHOTO LMKJ/IA, BKIIOYAIOLIAs
¢ depeHINPOBKY, TPAHCKPUIILNIO, ITPondepariio, MOABVMKHOCTD U allONTO3 KJIETKM, B CBA3K
C 4eM HapylleHNe JaHHOTO MeXaHM3Ma BbI3bIBaeT MY/IbTICUCTEMHOE opakeHnue [1, 2, 5].

KJIMHWUYECKWUW NMPUMEP

“' OMAIVIEHTE

JleBOoYKa IOCTynuiIa B OTAEICHNE MAaTO/IOTMM HOBOPOXK/IEHHBIX JleTell Ha 19-e CyTKM >Kus-
HI M3 IEPUHATA/IbHOTO LIEHTPa C HAIIPaB/ANIIMM JMAarHo3oM: «[Ipyrue ciydan HeOHOLIEHHO-
cTi (HeOHOLIEHHOCTDh 36 Hepmernb). ITocTKOHIENTyanbHbI Bo3pacT 38 Hemenb. Vuremusa mosra.
KedanoremaToma neBoit TeMeHHOIT KOCTU. BpoXKieHHast HeOCTATOYHOCTD JTAKTA3BI».

/13 aHaMHe3a M3BeCTHO, YTO peOeHOK OT BTOPOIt bepeMeHHOCTH (IIepBasi 6epeMeHHOCTh —
3aMepiuas Ha CpoKe 7 HeNenb), NMPOTEKaBlIell C TOKCMKO30M ¥ TUIIOTMPEO3OM B IIEPBOM

* Martepuan ony611KOBaH B XypHane « MeanmHCKuit ornnoHeHT». 2021;4(16):76-80.
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Tpumectpe (mpuHmMana VofoMapuH Ha BCeM TPOTSKEHUN GepeMeHHOCTH), TOfl03peHueM
Ha TpUCOMMIO 1O 21 XpoMocoMe BO BTOPOM TpuMecTpe (CMHAPOM He IOATBEPAWMICH), YTPo-
3oit mpepeiBanus B 30 Hemenb (mpuem YTpokecTana). MHorosopue. Pofpl mpesx/ieBpeMeHHbIe
Ha 36 Heflesle recTanuy, Y KeHIVHBI 32 JIeT, CTpafiaolei mueoHeppUTOM, HapyLIeHMeM XXIPO-
BOTO 0OMeHa, TUIOTHPEO3OM.

Bec npu poxxpenun 3260 r. Poct 48 cm. Ouenka no mkane APGAR 7/8 6amnos.

B ponunbHOM 3ae MpOBOANMIACH PeCIIMPATOPHAA MOAJLEPKKA B BUJE HEVMHBA3VBHOTO PEXI-
Ma BeHTWIA UM nerkux nCPAP.

B cBA3M ¢ HapacTaHMeM [bIXaTeJIbHOJ HEZOCTATOYHOCTM (C IepBBIX 4acOB >KVM3HM) Ilepe-
BefleHa B OT/IeJIeH)e peaHMallMy ¥ MHTeHCUBHOM Tepanuy HoBopoxkaeHHbIX (OPVTH), Hayaro
IpOBefieHNe MCKYCCTBeHHON BeHTWIAnvM jerkux (VBJI), BBemen cypdakraHT. [JmTenbHOCTD
VBJI coctaBmna 55 vacos, nanee CPAP B Tedyenne cyrok. [emoanHamMmka ctabuabHasi, B Kapay-
OTOHMYECKOI TOJfiep>KKe He HyXpganach. Ha 7-e cyTku >xu3HM peGEHOK IlepeBefieH Ha BTOPOIl
3Tall BBIXaXMBaHNA. [Ipy MOCTYIIEHNY COCTOSTHME CpPelHel CTEeNeHM TSKeCTH, 00yCIOoBIeHHOe
YMEPEHHBIMU IIPOABJIEHUAMI CMHAPOMA YIHETEHMs LI€HTPA/JIbHONM HepBHOU cucteMbl. Penorum
pebeHKa: OTHOCKUTENIbHO KpYIIHas TOJO0BAa, KOPOTKas Iles, MOBBINIEHHAs CKIaJ4aTOCTb KOXU
TOJIOBBI, KOPOTKME KOHEYHOCTH, yBelndeHue obbeMa >k1uBoTa. [10 IeHTUIbHBIM Tabnuiam —
HopmocomuA. Ilo mkane bammappa coorBercTByeT Cpoky recranuu. KapmoTun HOpManbHBINA
KeHcKuit, 46 XX. OTMevannuch 3nM30/bl MOBBIIIEHNA YPOBHA aMMIaKa B KPOBU: MaKCUMa/IbHO
fo 136 MMKOJbB//I, ¢ HOpManu3anueil K 19-m cyTkam >xusun. Ilpu o6cnegosanun Ha TORCH-
MHQPEKIVY — pe3ylIbTaT OTPULATENbHBI. Y3V OpraHoB OpPIOIIHOI ITOMOCTY: IIPU3HAKM Tella-
TOMeranmu. DXoKapaunorpagus: OTKppIToe OBajbHOe OKHO 3 MM. HeiipocoHorpadus: kapTuHa
MOBBIIIEHNA SXOT€HHOCTY NT€PUBEHTPUKYIAPHBIX TKaHEN, HE3PEIOCTH CTPYKTYP T'OJIOBHOTO MO3-
ra. AyiMonorn4eckuii CKpMHMHT IIPOJifieH ¢ 06enX CTOpoH. MarHMTHO-pe30HaHCHas ToMorpadus
TOJIOBHOTO MO3ra: KepasoreMaroMa TeMEHHOTO oTfiena cieBa. [nddysHoe niremMmmndeckoe mopaxe-
HIle BellleCTBA 'OJIOBHOTO Mo3ra. ATpodus nepegHe-BIUCOYHBIX OT/[E/IOB. ApaXHONU/ja/IbHOE KpO-
BOM3/IMAHME B OOIACTM 3aJIHeil YepeITHOi SIMKY, B TeMEHHO-3aTbUIOYHBIX oTfenax. OcraroyHas
MOJIOCTb NPO3PAYHOIL IEPETOPOAKIL.

) OU3UKAJIBHAS OUATHOCTUKA

[Ipy mocTymIeHnN B OTAE/IEHME COCTOSTHIE pebeHKa CpefiHeil TsKeCTH, 00yCIIOBIeHHOe Po-
ABJIEHVAIMM HEBPOJIOTMYECKMX HAapYIIeHUI (CMHAPOM YTHETEHVs, CHVDKEHME MBIIIEYHOTO TOHY-
ca B JJUCTaJbHBIX oTAenax, D=S, yrHeTenme pedekcoB CIMHAIBPHOTO aBTOMATN3Ma, CHVDKEHIE
CIIOHTAHHOJ IBUraTeIbHOM aKTUBHOCTH, ITOBBIIIEHNE [TIOTOYHOTO pedriekca, TpeMop mogdopoaka
Ha (oHe PU3NYECKOIl HATPY3KN).

dusnueckoe pa3BuUTIe HIDKE CpeflHero, rapMoHnyHoe. Bec 3156 k1. PocT 47 cm. CocTosiHne
NUTaHKA yHoBlIeTBopuTenbHoe. Obpaijany Ha ce6s BHMMaHMe (peHOTUIINYIeCKMe 0COOEHHOCTI
IOEBOYKIL: CKOIIEHHBIN 7100, M30BITOUHAS CKIASYaTOCTb KOXKM (0COOEHHO B 00/IACTI TOTOBBHI)
(puc. 1), aHTUMOHTOIOUIHBII pas3pes3 I71a3, TUIIEPTENOPNU3M, JUCIUIACTUYHbIE, HIU3KO PacIiono-
JKEHHbIE PAKOBMHBI C 00O/IBIINM KO3€JIKOM ¥ TOJICTBIMU MOYKaMu (puc. 2), MpoKas IepeHOCH-
11a, JUIVHHBI QUIBTP, KOPOTKAs I1iesi, HapylLleHue AepMaTornuKky Kuctei (rmybokime mafoH-
Hble CKIaJiKy, eTanbHble MOAYIIEYKN), KOPOTKIe KoHeuHOCTH. Kedamoremaroma TeMeHHOI
KOCTH CjIeBa.

ToHBI cepplla IpoMKue, PUTMUYHBIEC, BBICTYIIMBAETCSA CUCTOAMYECKUII IIYM C p.max
B obOmactu Bepxyuku, 6e3 nppapgnanyn. YCC 145-160 B MuH. SI3bIK 6OIBIION, AVCIIIACTIY-
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Puc. 1. N36bITOYHasa CKlagyaTOCTb KOXKU Puc. 2. IucnnacTuUyHble, HU3KO PACNONIOXKEHHbIe
PaKOBUHbI C 60/IbLLUM KO3E/IKOM
U TONICTbIMU MOYKaAMU

HBIil, TOHYC MBIIII] A3BIKA U ILIEeK IOBBbINIeH. BckapMmmBaeTcsa 13 OyTBUIOYKM, COCET IPephI-
BJCTO, OBICTPO yCTaeT, NpM IOIAJaHUM OOJIBIIOrO KOMMYECTBA >KUIKOCTU IOIEPXMBAETCH.
Heo6xopumplit 06beM IuIIY IOTy4YaeT APOOHO, B HECKOIBKO IOAXOHOB, OJHOKPATHO MOXET
BbICOCATh He 6omee 20-25 Mt XuAKoCcTH. Bo Bpems mprema nuuiy 6ecrniokoriiHa. JKuBor msir-
KIil, yBe/IMYEH B pasMepe, «pacilacTaH», JOCTYIIeH IOBEPXHOCTHON U ITTyOOKOI HaIbIIaIiii.
[Teyenn +4,0 cM n3-nof Kpasi pebepHOIL AyTH, Kpail OCTPbIN, MATKO-3/IACTUYECKOI KOHCUCTEH-
. [Tagpnivpyercs kpaii cenesenku. CTyin Ha GpoHe IIpueMa JIaKTa3bl XKEITOTO IBeTa, KallluIie-
obpasHblit). [Inypes afieKBaTHBIIL.

\—
IIPEJBAPUTE/ILHBIN MTUATHO3

Ha ocHoBanumm ¢enotnma pebeHka, a TakKe MHCTPYMEHTA/IbHBIX NAHHBIX, MTOTyYeHHBIX
npyu 06c/IeoBaHNY B lIepUHATAIbHOM LIEHTPe, BHICTAB/IEH IIPe/iBapUTe/IbHbIN iuarHo3: «CUHpOM
Koctenno. Mmemus mosra. CybapaxHoupanbHoe KposousnusHue. Kedamoremaroma esoit
TEMEHHOII o6/macTu. BpoxkieHHas HEeJOCTAaTOYHOCTD JIaKTa3bl. [[pyrue ciydayu HeOHOIIEHHOCTU
(HemoHOLIEHHOCTD 36 Hepenb). [I0CTKOHIIENTYaIbHBI BO3PACT 38 Hefleby.

TUHAMMKA M ICXOTIbI

B Bospacte 21 cyTok XusHu y pebeHKa pasBWICA HNPUCTYI TaxmaputMun (o 250 ymapos
B MUHYTY), KyIMPOBAaHHbBII BHYTPMBEHHBIM BBelleHeM AMIOfjapoHa u3 pacdyera 20 MI/Kr/CyTKN.




Pesynvmamuvt 06cnedoeanust

HCI: Y3-xkapTmHa yMepeHHBIX IOCTIMIIOKCMYECKMX M3MeHeHMIl. JIMKBOpHasA cucreMa
He paciypeHa. TOHYC MO3TOBBIX COCYZIOB OLIEHUTb 3aTPYJHUTEIbHO — BbIpa)K€HHAsd apUTMUA.
Benosnblit orTok He HapyuieH. MPT romosHoro mosra: MP-kapTuHa nociefcTBuil epeHeceHHOro
cybapaxHOMaIbHOTO KPOBOMSIUAHYS, KepasoreMaToMBI JIeBOII TeMeHHOIT 06macTu. MP-aHHBIX
3a 00beMHOe ITOpa’KeHMe BelleCTBa IOJIOBHOTO MO3ra He IIOJy4eHO. JeKTposHuedanorpadusa
(93I): marrepHbI 60apcTBOBaHMA U CHA AN PepeHInpyIoTC ¢1abo, B OCHOBHOM, 32 CYET YMEHb-
IIEeHNsT BBIPQKEHHOCTU Muorpaduyeckux M JABUTaTeNbHbIX apTedakToB. POHOBAsE aKTUBHOCTD
B COCTOSIHUM CHAa COOTBETCTBYET IIEPMHATA/IbHOMY 97IeKTpOdHIedanorpapuieckoMy MIaTTepHY
(40 Hemernb recTanyn). 3a BpeMs JUIMTEIbHOTO HAOTIONeH Vs SIIeN T OPMHOI aKTUBHOCTY, 31N~
JIETITUYeCKUX TIPUCTYIOB, uX II-IaTTepHOB 3aperncTPUPOBAHO He OBIIO.

9x0KI: BelpaskenHas Taxmaputmus (122-180 Bo cHe), YTO 3aTpyHHsAET OLEHKY IIapaMeTpOB
reMofiHaMuKM. KIalmaHHbBIX CTEHO30B HET, IONIOCTY CEepJlia He PacIIMpEeHbl, CTEHKM He yTOJIIIle-
HBI, TIEpEeTOPOJKI MHTAKTHDI, K/IAIIaHbl ¥ KPYIIHbIE COCY/bI He M3MEHEHBI. [IJaHHBIX O BPOXXIEHHOM
IIOpOKe CepAlia HeT; BbIpakeHHasA apuTMusA. IKI: 0TKIOHeHMe 3/1eKTpUYeCcKOil OCU cepAlia BIIPABO,
YCC 136-273/munyTy. Peructpupyercs nonmTonHas CypaBeHTPUKYIAPHAA TaXUKapAus, IIepHo-
IMYeCKN C TIOCTeIIeHHBIM yiIMHeHyeM nHTepBana PQ (o 160 Mc), Henmb3A MCKIIOYATD KOPOTKIE
amm3onsl GubpwIALMY Tpencepauii. IIpusHakm meperpyskum Mmokapaa OOOUX IIpefcepmuil.
[ToBpllIeHNE 3/IEKTPUYECKOI AKTMBHOCTY MUOKap/a IIPaBOTro >KelTyJ0uKa; SIM30/bl a/IbT€PHALIN
QRS; HemonHas 6710Kafja paBoil HOXKKM ITydka [uca.

Xonrepobckoe MOHUTOpYpoBaHMe JKI': MOCTOAHHO perncTpupyercs NOMUTONHASA CYyIIPABeH-
TPUKY/IAPHAs TaXMKap/Ays, IPeUMYILeCTBEHHO C TpoBefieHneM 1:1 ¢ 4acTOTOi COKpalljeHMA JKemy-
IOYKOB 110 273 B MUH, IIEPUOAMYECKH C IOCTEIIeHHbIM 3aMefiieHnueM AB-niposenenns (o 170 mc).
OTMeyaroTcs TakKe KOPOTKMe amn30/bl Gubpmisaunmy npencepauit. Ha atom gone perucrpupy-
IOTCA pefIKMe CMHYCOBbIe COKpallleHnA OT 1 10 3 ¢ yactoroi fo 140 ynapoB B MUHYTY.

JleBOuKa KOHCY/IbTMPOBAaHAa KapAMOJIOIOM, BbICTaBlIeH AMarHos: «Hapymenme purma
CepAla, NMapOKCU3MajbHasA CYNpPaBeHTPUKYIApHAs Taxmukapaus, Guopwuiaums npenceppimii.
Henocrarounocts kpoBoobpamenns (HK) 0-1 cT.». PekoMeHj0BaHO IPORO/DKUTH BHYTPUBEHHO
uH}ysuo AMmonapoHa B fose 10 MI/KT, B Tepanuio fo0aB/eH Kalus i MarHus aclapriHar.

B puHaMmuKe, y4MTBIBAasl COXPAHAIOLMECS HMPUCTYIbI CYIPaBEeHTPUKYIAPHON TaXUKapAuM,
nsmenenns Ha JKI, orcyTcTBre 9QpPeKTMBHOCTI OT IPOBOAMIMOI Tepalni, B TEPANNIO TIOAKIIIO-
yeH [TponadeHOH ¢ MOCTEeNeHHBIM yBe/IMYeHNeM JO3bI 10 15 MI/KT/cyT, 103a AMUOapoHa yBenu-
4yeHa 10 20 MI/KT, a 3aTeM 0 30 MI/KT/CyT.

JlvidepeHIanbHbI AMarHO3 MPOBOAWICA C Apyrumu RAS-nmatusamu, cuagpomom bekBurta-
Bupemana, Cumncona-TIamabu, Bunbamca [1-3].

C yenpio BepuduKanym Aariosa pe6eHOK KOHCYIbTYPOBAaH TeHEeTKOM, BBIIIOTHEHO MOJIe-
Ky/IpHO-TeHeTHYecKoe uccnefopanne. [lonck myTaumii B KofoHax 12, 13 rena HRAS6.

MonekynsapHo-reHeTUYeCKIIl aHa/IN3 BbIABI MaTOreHHbI BapuaHnT NM_005343.3:c.34 G>A
(NP_005334.1:p.G12S; p.Gly12Ser) B reTepo3suroTHOM COCTOSIHUM, YTO TIO3BOIN/IO MOATBEPANUTD
Ha/maye fanHoro cuHzapoma (OMIM 218040) y pebenka.

Ha ocHOBaHMM JaHHBIX OCMOTpa, @ TAKXXe JaHHBIX MHCTPYMEHTAIbHBIX METOJOB MCCIIENO-
BAaHMII M 3aK/II0YEHUA MOJIEKYIAPHO-T€HETUYECKOTO aHA/IN3a, BBICTAaB/IeH AuarHo3: «CMHApoOM
Kocrenmo. Mmemns mosra. CybapaxHoujanbHoe KpoBomsnusiHue. Hapyiienne putma cepaua:
IIApOKCM3Ma/IbHAs CYIPaBEHTPUKYIAPHAsA Taxukappausa, ¢ubpwiauma npepcepauit. Hemocra-
TOYHOCTb KpoBooOpaiieHusi 0-1 crernenu. Kedanoremaroma neBoit TeMenHoi o6mactu. Bpox-
IeHHasd HeZOCTAaTOYHOCTb JaKTasbl. [lpyrme ciyyay HeOHOIIEHHOCTM (HEeOHOIIEHHOCTDb
36 Hepenb). IloCTKOHIIENTYa/IbHBI BO3PACT 38 HeJleNb».
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KNWHUYECKUI CNYYAN HOBOPOXXAEHHOIO
C CUHOPOMOM KOCTEJIJIO

C uenbio JaTbHENIIEr0 TUTPOBAHUA AHTMAPUTMMYECKMX IperapaTtoB ¥ IOfOOpa Tepanmu
pebeHOoK ObIT epeBeieH B KapAMOIOryecKoe OT/ieIeHNe, ITie eMy ObIIo IIPOBefieHO 0Oc/IeoBaHue.

9KI: xopoTkue (o 5-T¥ KOMIUIEKCOB) 3MM30/bI TOMNTOIHONM CYIPaBeHTPUKY/IAPHON Taxu-
Kapany, ¢ snusopamy AB-pucconmanny, Hemb3sA UCKITIOUYUTb KOPOTKIUE SIU30AbI GUOpMIIAnIm
npencepauii.

Ix0KI': JaHHBIX O peMOZIeNTMPOBaHUY TTOJIOCTY JIEBOTO JKETyJ0YKa U CHVYKEHME COKPATUTENb-
HOJI CIIOCOOHOCTI MIOKap/a He TOTY4eHO.

[IpyHMMas BO BHMMaHMe COXpaHAIOIIMECA HAapyLIeHNs pUTMa cepala, fos3a [Iponadenona
yBenudeHa 1o 20 Mr/Kr/cyT, f03a AMIUOapoHa ocTanach npexxHer: 30 MI/Kr/cyT.

C y4eTOM BBICOKOII BEPOATHOCTU Pa3BUTHsI ApUTMOTE€HHOI AUCHYHKIVN MIOKAP/a, C Le/IbI0
YMeHbIIeHNA Ipef- U IOCTHATPY3KM B TEPAINIO 00aB/IeH MHIMONTOP aHTMOTEeH3MHIIPEBPAIIIato-
mero ¢pepmenta Kanrompu.

C nenpio IpoIIAKTUKN 9TeKTPOIUTHBIX HapyIleHnit Ha (oHe ImpueMa AMIOfIapOHa IpoO-
TOJDKEH IIpyeM Ka/luA Y MaTHUA acllapTryHaTa.

Il mpodumIakTUKy TPOMOOTUYECKMX OCTIOXKHEHWIT MAlVIeHTKe Ha3HaueH IIpyeM alleTyIca-
JUIIMIOBOV KMC/IOThI B Ka4€CTBE aHTMATPEraHTa.

Ha ¢one xoppeknyy Tepanmmu TOHBI CepAlLia NMPEMMYILIeCTBEHHO PUTMIYHBIE, 110 JaHHBIM
KOHTPOJIA XONTePOBCKOro MoHmuropupopanusa IKI' B TedeHme CyTOK JOMUHUPYET CUHYCOBBIN
PUTM, OTMEYAIOTCA 3MMU30[Ibl MUTPALU BOAUTENA PUTMA, cpefiHecyTouHass YCC B mpefenax HOp-
MBI, PeTMCTPUPOBAIUCDH SMM30AbI cuHycoBoro putma ¢ YCC cBbiure 145-150 B MUHYTY ¢ peHO-
MeHoM «P Ha T», gaiie ¢ HemapoOKCU3Ma/IbHBIM HA4ajlOM ¥ OKOHYaHVEM, MHOIZIA C OKOHYAHMEM
Jyepes3 9KCTPACUCTONy (BCe AMM30/bI OTMEYA/INCh Ha POoHe 6OAPCTBOBaHMSA 11 6€CIIOKOIICTBA pebeH-
Ka), TaKXXe PerMCTpUpoOBanach CynpaBeHTPUKY/APHAs aKTUBHOCTb B BIJE OJVHOYHBIX, ITAPHBIX
9KCTPACUCTOI, TPOOEXKEK MOMUTOIHOI CYIPaBeHTPUKYIAPHON TaxuKapauy (0T 3 10 6 KOMIIIeK-
coB) ¢ YCC 150-226 ymapoB B MunyTYy. [ToMmnmo sToro 3adpukcrpoBaHbl 6I0KMpOBaHHBIE U abep-
PaHTHBIE 9KCTPACUCTOIBI.

Pe6eHOK BbINMCaH JOMOII IO/, HAaO/IIOfIeH)e YIACTKOBOTO NeAMaTpa U KapAMoyIora ¢ peKOMeH-
HALVAMN: TPOJO/DKUTD IPOBOAUMYIO Tepanuio, KOHTposb IKI, 9xoKI, XM-9KI yepes 1-1,5 mecs-
I1a, MOJIEKY/IIPHO-TeHEeTIYeCKOe 00C/IeloBaHme POAUTENIeNl METOIOM IPAMOTrO aBTOMATIYEeCKOTO
cekBeHMpoBaHuA 1o Canrepy.

VndbopmmpoBaHHOE coracie OT 3aKOHHOTO IIPeJICTaBUTENS Ha IpUMeHeHre npenaparos off
label 6b110 TTOMTY4EHO.

\/5» TIPOTHO3

KavecTBO »U3HU [leTeil ¥ B3pOC/IBIX 0OBIYHO He cTpajaeT. C BO3PacTOM y 9TUX JieTell OTMe-
JaeTcs 3a/jep)KKa IICUXOMOTOPHOTO pa3BuTus [1, 2], mosiBjieHne 6eCroKONCTBa 1 pa3gpa>kUTesb-
HocTM. OTMeYarTCA BBIPAKEHHAs TUIOTOHMS U TUIIEPIO/BIDKHOCTD CYCTAaBOB. Tak)ke ONMCAHO
pasBuTye ruzpoedanuy u smencyun [1, 3].

ITo Mepe pa3BUTHSA YePTHI IMIIA CTAHOBATCS Ipybee, BOMOCH MCTOHYAIOTCS U BhIIAAAIoT [1, 2],
HapacTtaeT Ku¢o3, mosAB/IseTcs gedopManys CTOI, BO3MOXKHO Ha/Iuye ICUXNYECKIX OTK/IOHEHUI
B BUJIe TPEBOXHBIX paccTpoitcTB [1, 3]. HabmomaoTcs 3aep>kKKu MM pacCTPOIICTBA MOTIOBOTO
co3peBaHMA (TaKye MaLMEeHThl 0ObIYHO OeCIUIONHEI). Y 45% OO/NIbHBIX BBIAB/IACTCA MIIEMUYeCcKas
6ome3nb ceppua [1, 2]. Bbicok prck pa3BUTHs 3710KaueCTBEHHbIX 3a00/IeBaHMIT, TAKUX KaK padmo-
MMOCapKoMa (B TOM uyciIe SMOpUOHa/IbHAs), Helipo6IacToMa ¥ KapLHOMa (Jallle BCero MO4eBo-
ro my3sips) [1-3].
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[Topaxxenue ceppaua yxXyAllaeT IPOTHO3 MALVIEHTOB C cMHApoMoM KocTeno, BbISIBJIEHHAs
IaTOJIOTVAA CO CTOPOHBI CEPIeYHO-COCY/IUCTON CUCTEMbI ABIAETCA OCHOBHOI IMPUYMHON CMEPTU
B leTCKOM Bo3pacTe [1, 2]. [ToaToMy BceM AeTsAM HeoOXO[UMO peryisapHoe (Kakable 6-12 Mecs-
11eB) TPOBeJieHIe KapAMOIorndecKkoro oocnenosanms, Bkmovatoriero 9KI, 3xoKT ¢ obs3arenpHoI
OLI€HKOJ1 TO/IIIVHBI MUOKaPAa 1 K/IAIIAHHBIX CTPYKTYP, @ TAK)Ke IIPOBeJleHe CYTOYHOTO XO/ITePOB-
CKOT'O MOHUTOPUPOBAHMA.

OBCYXAEHUE

[Tpn6musntenpHO 80% MyTaumii, IPUBOAAILMX K TOYEYHBIM U3MeHeHNsAM p.G12S xapakTepusy-
I0TCA pOKIEHMEM JleTell ¢ K/TaCCUYeCKVIM I AHHOTO CUHApPOMa, GeHOTHUIIOM, KaK U B HallleM CIydae.

[l711 HOBOpOXXKIEHHBIX ¢ cuHApoMoM KocTemno xapakTepHbl cregymonye GpeHOTUIIYecKre
0COOEHHOCTH:

o Makporedanus;

¢ OIlylleHNe BHENIHVX YIJIOB I7Ias3;

o Ha/IM4YMe SIVKAHTA;

e Ha/JM4ye HIVPOKON IIePEHOCHUIIBI;

«  06071b1I0IT 106 U POT C TONCTBIMU IybaMu;

o IIMPOKVE HO3JPY;

o HU3KO PacIO/IOKeHHbIE, POTMPOBAHHbIE Ha3al Yy ¢ OOMBIINM KO3€/IKOM ¥ TONCTBHIMMU

MOYKaMI;

o 4YpesMepHas CKIagyaToOCTb KOXu [1-3, 5].

Y 95% pneteit orMedaeTcs aucdarusa (4To MBI M HaOMIOJANIM Y HAIIero MalyeHTa), Tpe-
Oyromiasi MOCTAaHOBKYM KaK Ha30TacTPaJbHOTO 30HMA, TaK ¥ IacTPOCTOMBI (B 6ojiee TsDKeNbIX
cnyyasx) [1, 2].

[ToMM1MO 3TOrO MOTYT OTMEYaThCsl HAPYIIEHVsI MOTOPUKM KUIIEYHUKA U 3a1opsl [1, 5].

Taxoke 4acTo HaOTIOFAIOTCS: ITTYOOKask CK/IAAYaTOCTh KOXKM, OCOOEHHO B 00/1acTy jajoHeit
M CTOII; JIaJJOHHO-IIO/IONIBEHHbIII KepaTo3; TMIEePIUIMEeHTalNsI KOKHBIX ITOKPOBOB (B o6mactu
€CTeCTBEHHBIX CKJIaJIOK, 0e/Ioil TMHUY >KMBOTA U apeoioB COCKOB), MAIMIZIOMBI B 00/1acTy pTa,
Hoca 1 aHyca (B 72% ciy4aes) [1, 3].

ITpumepHo y 50% pmeTeit ommcaHel TpbDKM [1, 2].

Tlo 85% manyeHTOB UMEIOT BPOXX/JeHHBIE TOPOKM CepAlla, IUIepTpoduI0 MIUOKapa 1 Hapy-
IIeHNs PUTMA Cepfilia, 4YTO TAKKe XapaKTepHo A Apyrux RAS-martuii, ¢ KOTOppIMU IPOBOANUTCS
muddepennnanbHas fuarHocTuka 3abonesanus [1-3, 7].

Cpeny BpOX/IEHHBIX IIOPOKOB CepZiLia Harbosiee 4acTo BCTPeYaeTCsi CTEHO3 JIETOYHON apTepu,
peXke OMMCAHBI CeNTa/IbHbIe leeKThl, IaTOMOIMA MUTPATIBHOTIO 11 A0PTa/IbHOTO KJIAllaHoB [1-3, 8].

Tuneprpoduyeckas KapAMOMIOIIATIS BBIAB/ISIETC 60/Iee YeM Y IIOJIOBMHBI TAIMeHToB [1, 3, 8].

Hapymienns cepge4Horo putMma, Kak IpaBWIO, AMAarHOCTUPYIOTCA B TeYeHMe IIepBOro rofia
xusHu [1, 8]. B omcaHHOM ciTy4ae IepBblii 311307 BO3HUK B BO3pacTe 3-X HeJe/b KU3HIL.

B ocHOBHOM BCTpedaroTcs pa3nuyHble POPMBI CYIIPaBEeHTPUKYIAPHBIX TaXMKapauii (4acTo
MyNbTH(OKaNTbHbIE), HAPALY C 9TUM BO3MOXHBI GUOPWUIALVA M TpeHeTaHue IIpefCcephuii,
B TO BpeM:, KaK )KelTyJOYKOBbIe apUTMIUN pa3BUBAIOTCA pexe [1, 3, 8].

[TaBHBIM HaIlpaB/IeHVeM B JICYEHUN TAKVX JeTell sB/IAeTCS MOf00p afleKBaTHOTO MUTAHVA
Y QaHTMAPUTMIYECKUX IpenapaToB [1, 3]. B 6ormee crapiem Bo3pacTe BO3MOXKHO BOSHMKHOBEHIIE
3MM30/0B I'UIIOI/IMKEMIN, TPeOYIOMMX AMHAMIYECKOr0 HabIIoieH sl 9H[0KpuHotora [1, 3].
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KNWHUYECKUI CNYYAN HOBOPOXXAEHHOIO
C CUHOPOMOM KOCTEJIJIO

[IpenaranbHas OMarHOCTMKa 3abojeBaHus 3akmodaeTcss B Y3V OepeMeHHON >KEHIIMHBL
B 70-90% cnyuaeB BbIABIsAeTCs MHoOroBopue [1-3], Kpome TOro, ommcaHel: Opaxuiedanus,
Makponedanys, BEHTPUKYIOMETravs, YKOpOYeHMe IUIeYeBbIX ¥ OeIpeHHBIX KOCTeil, TOKTeBas
IeBUALVIsT KUCTH, IMENT09KTa3Ns, runeprpodudeckas KapauMoMmuonarus u Taxukappus [1-3, 5].
Taxuaputmus mwiona ABIsAeTCA Crelu@UIHBIM IPU3HAKOM CUH/poMa [1, 2].

3AKJTIOMEHUE

Ha cerogHAIIHNMII IeHb B IUTEpaType BCTpedaeTcs OMcaHue Bcero okono 400 cryyaes feTei
¢ cuappomoM Kocremno [1, 4], Takum 06pa3oM, Halll KIMHIYECKNIT IIpUMep ABJIACTCA YHUKAIb-
HBIM, IPeJCTaB/IAONINM OIIpe/ie/IeHHbII MHTepeC KakK /I HEOHATO/IOTOB, TaK U [ Bpadell pyrux
CIIeIVIa/IbHOCTEI.

[IpenBapnTeIbHBIN AYIaTHO3 CTABUTCS MCKIIOUNTETBHO HA OCHOBAHNY COBOKYITHOCTH (heHO-
TUIINYECKNX IIPM3HAKOB, IOTOMY 3HaHIE BO3MO)XHBIX BAPMAHTOB TeYeHM 3a00/IeBaHM, CBA3aH-
HbIX ¢ HapymeHueM mytn RAS/MAPK, nomoxeT nsbexxaTb cepbe3HbIX OC/IOKHEHWIT, B IIEPBYIO
o4epenb, CO CTOPOHBI CEPAEYHO-COCYAUCTOI CUCTEMBI, KOTOPbIe MOTYT YTPOXKATh XKU3HY pebeHKa.
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NAJJIMOAPHAA AETEHEPALUA
C TMNOBETANIMNONPOTEMHEMUEW,
AKAHTOUMTO3OM U NMUTMEHTHbIM PETUHUTOM
(HARP CUHAPOM)

0O.b. KonpakoBa, JI.M. KysenkoBa, A.A. JIanuna, }0.U. [TaBeigoBa, [I.V1. Ipe6enkus,
T.B. IlogknerHoBa, .M. A6aymnaeBa, A A. Ilymxkos, J1.C. JKanun, K.B. CaBocTbsiHOB

OBOCHOBAHME

HARP cuuppoM (mannupapHas JereHepanys ¢ TMIOOeTaIMIIONPOTEVHEMUEN, aKaHTOLN-
TO30M M UTMEHTHBIM peTuHUTOM, OMIM 607236) — 3TO pefKoe, reHeTMYeCKU 00YCIOBIEHHOE
3abo/ieBaHMe C ayTOCOMHO-PEL[eCCUBHBIM TUIIOM Hac/le[JOBaHVs, XapaKTepusylolleecss HaKoOIIe-
HIIeM JKejle3a B 6a3a/IbHbIX TaHIIMAX.

[TpuunHoit 3a60MeBaHNs ABIAIOTCA MyTaluyu B reHe PANK2, pacriono>keHHOM Ha KOPOTKOM
rtede 20 XxpoMocoMbI B yyacTke 20p13. [laHHBI reH KomupyeT pepMeHT MaHTOTeHAT-KIHa3y 2.

OcCHOBHBIE KIMHUYECKUe IPOSIBIeHMs 3a00/IeBaHVs BK/IIOYAIOT AVCTOHMIO, TAPKMHCOHM3M,
CIIACTMYHOCTD, IPOrPECCUPYIOLIYI0 JeMEHII0, PETUHAIbHYI0 JereHepaunio. OTIMYNTETbHBIMU
ocobenHocTaMu HARP cunapoMa AB/ISAIOTCSA Hamuuye akaHTo3a U TUIIONpebeTaTUIIONPOTENHEMUL.

ManmndecTarysa KIMHNYECKUX CUMIITOMOB OOBIYHO OTMEYAETCs Ha IIEPBOM-BTOPOM JeCSTH-
TIETUV )KU3HU U XapaKTepU3yeTCs OTHOCUTENbHO MEJJIEHHBIM IIPOIPECCUPYIOLMM T€YEHMEM.

Myrtanunu B rene PANK2 Taxoke IPUBOAAT K PasBUTHIO JJIENbHO (POPMBI 3a60/IeBaHA —
NAHTOTeHATKMHA3HON HemoctaToyHocT (OMIM 234200), KoTOpass B CBOIO OYepefb BXOAUT
B T€HEeTMYECKV T'eTePOTeHHYI0 TPYIIy HelpoJereHepaTMBHBIX 3a00/IeBaHNI, acCOLUIPOBAaHHBIX
C HaKOIUICHVEM JKeJle3a B TOJIOBHOM MO3Te.

B Hacrosamee Bpemsa yacrora HARP cunzppoma He ycraHoB/1eHa. COITTaCHO TaHHBIM Hay4HOM
JMTEpaTypbl, onucaHo MeHee 100 crydae 3aboneBanus B mupe [1]. Poccmitckue nmy6nukarym
C OIMCAHVEM JAHHOTO CMHJIPOMA OTCYTCTBYIOT.

KJTMHUYECKWUN NMPUMEP
® O

HeBouka @., 12 et 4 Mec, npoxxuBaromas B [larectane (Hal[MOHaIbHOCTb — aBapKa).

BriepBbie obOparmiach B OT/e/leHMe IICMXOHEBPOIOTMM M ITICMXOCOMATUYECKON IaTOIOTUU
OI'AY «HMUL] 3popoBbst metei» MwunsppaBa Poccum (manee — llentp) ocenpro 2020 ropa
C >)Karmob6aMu Ha perpecc MOTOPHBIX HaBBIKOB (peOeHOK repecTan XOAUThb U CUJETh, I/IOXO KOHT-
PONMPYET TO/IOBY); BBIHYKAEHHYIO IT03Y B ITOJIOXKEHUY Ha >KMBOTE M M300M/IMe HaCU/IbCTBEHHBIX
IBVDKEHMUI B KOHEUHOCTSAX; TOCTOSIHHbIE MOPTaHUA U I'PUMAcChl B IN1E€BOI MYCKY/IaType; HU3KYIO

Maccy Tena ¥ TpyAHOCTN IIpY KOPMJIEHUL.

221

G0HBAL08R) 'g°)Y ‘HUHERYK "D’ ‘doMmAL "Y'V ‘egaevrurAtoy "Wl ‘eaoHLaTol] "g°L
‘HUMH909d | "U'[T ‘eaoiage] "U"Of ‘eHUBL( "'V ‘REOMHIEAY "W’LM ‘edoMeTHOY "9 0



NANNNOAPHASA OETEHEPALINA

C TMNOBETAJZIMNONPOTEMHEMUEWN,
AKAHTOLMUTO3OM U MUTMEHTHbBIM
PETUHUTOM...

[To maHHBIM IIpeACTaB/IEHHON MENUIIHCKO JOKYMeHTauun, pebeHoK OT mepBoil ¢Gusnoso-
TMYeCKOll OepeMeHHOCTH, IpOTeKaBIlell 6e3 0COOEHHOCTeN, MePBBIX CAMOIIPOM3BOIBHBIX POJIOB
B CpOK (6pak HeOIM3KOPO/ICTBEHHBI). [leBouka nMela HopMaIbHbIe MacCO-POCTOBBIE TIOKa3aTen
IpU pO>KAeHMN U BbICOKMe 6ajuipl 1o mkajne APGAR. HeonaranbHbli epyoy mpoTekan 6e3 oco-
OeHHOCTell. PaHHee NCMXOMOTOpPHOE pasBUTHE COOTBETCTBOBAIO (DM3MONOIMYECKMM JIeKPeTH-
POBaHHBIM CPOKaM: TOJIOBY yAep>KMBaa ¢ 1 Mecala, mepeBopadnBanach ¢ 3 MecAleB, CAMOCTOS -
TE/IbHO CeJia K 6 MecsIiam, Ionuia 6e3 mopnep>xkn B 1 rox 6 MecsirieB. OfHAKO ¢ paHHETo BO3pacTa
poxuTeny pebeHKa obpalany BHUMaHNe Ha MATKOCTD U HEYCTONYMBOCTD IIOXO/IKY, YacThle Tajie-
HYISL, TPEMOP B PyKax ¥ IOIIepXMBAHVA IIPY YIOTpeOIeHNM >KMAKON muiy. Peyb B Buie KOPOTKUX
¢dpas cpopMupoBanach K ABYM TOfIaM.

C 2-x 7meT B CBSI3M C HapylIEHVEM IOXOJKM JIeBOYKa HaOJIIofamach HEBPOJIOTOM IIO MECTY
JKUTENbCTBA € auarno3om: «[letckmit riepebpanpubiit mapanny (JIIII), aTonndyeckn-actaTndeckas
¢dbopmar, a Tak>Ke IICUXMATPOM II0 TIOBOAY JIETKOJ CTEIIeHM YMCTBEHHON OTCTaNTOCTH.

B Bo3pacTe 9 51eT, cO C/IOB MaMbl, B CBA3M C OTCYTCTBYEM COPMIPOBAHHBIX HAaBBIKOB OIIPAT-
HOCTH, /IBUTaTe/IbHbIX HapylIeHMil B BUJEe HEyCTOWYMBONM IOXO[KM M TpeMOpa B pPyKax, Cyllle-
CTBEHHO 3aTPYIHAIOLINX METKYI0 MOTOPUKY, IeBOYKA He CMOITIa 00y4aThCs B CIeIMalTN3/pPOBaH-
HOM KOPPEeKLMOHHOM MHTepHare. Ha TOT MOMEHT MOIJIa C TPY[OM YMTATh 11O CJIOTaM.

B anperne 2020 ropa pogyteny o6paTuiv BHMMaHNe Ha yJallleHNe TafleHnii peOeHKa, yXyiie-
HIIe TTOXOZIKY M TTOBBILIEH)Ee MbIIIEYHOTO TOHYCa B KOHEYHOCTAX. B fja/ibHeliIeM Ha MPOTAKeHUN
HEeCKOJIbKIIX MecCALleB 0TMeUYajIoCch HapacTaHVe HeBPOIOrMYeCcKOl CUMIITOMATUKM: TlepecTana pas-
roBapyBaTh, MOABUINCH AMCTOHNYECKIE YCTAHOBKM B KUCTAX PYK ¥ CTOIAX, YBETMYM/ICA MbIIIeY-
HBIIl TOHYC, NMOSABMINCH MOPTaHM:A M TOJepPrMBaHMA B /NMIEBOIM MYCKy/naType. 3aTeM JeBOYKa
yTpaTuaa HaBBIKM CaMOCTOSITE/IbHOI XOAbOBI, ITepecTaa CTOATh Y OIOPBI JaXke ¢ IOJeP>KKOI,
nepectana cuaeth. [I0ABMINCh TPYAHOCTY TPV KOPM/ICHNN: IePUOMYeCKI HaOTIOfja/Iiuch mpobie-
MBI C IJIOTaHVEM ¥ XKeBaHMeM, CAMOCTOSITE/IbHO €CTh He MOIVIa. 3PUTE/IbHBIN KOHTAKT C peOeHKOM
COXpaHA/ICA Ha IPOTSKEHUM BCEro BpeMeHM, JeBOYKa IPOCIeXMBaa 3a IpegMeTaMi, pearupo-
BaJIa Ha MM M )KeCTaMl OTBeYasia Ha BOIPOCHL

| ®U3UKAJIbHAS IMATHOCTUKA

BriepBbie Ipu 0CMOTpe B OTZIeTIEHNN B HEBPOJIOTIYECKOM CTaTyce 06palano Ha ce6s BHUMaHIe
BBIHY)X/IEHHOE IOJIOXKeHMe pebeHKa: IeBOYKa JIe)KasIa IIPeNMYIeCTBEHHO Ha )KUBOTE, C BBITSHY THIMI
pykamn. ITocTOSHHO HAOMIOKAMNCD AMCTOHNYECKNE aTaKy C 3allPOKMAbIBAHIEM T'OJIOBBI, TUIIEPKI-
He3bl 10 TUITy MIOK/IOHWIA B JINI[EBOI MYCKY/IaType, OpOaIMMEeHTAaPHBIX aBTOMATII3MOB, OpYKCU3Ma.
[l1asa mpenMyIecTBEHHO 3aKpbITHI, IIOCTOAHHbIE HACUIbCTBEHHble Mopranua. Ha ocmorp pea-
TYPOBa/la yCUICHUEM AMCTOHMYECKMX TMIIEPKIHE30B, YIbIOKOI. BBHIOMHAMA IPOCThIE TONOCOBBIE
IPOCHOBI: TIOHNMM PYKM, IIOBEPHUCD, IIOCMOTPY, HO U3-3a BBIPQXKEHHOCTI IMIEPKIHE30B 00'beM
aKTUBHBIX JBVDKEHMII ObII 3HAYNTE/IBHO OTPaHMYeH. Peub 1 HaBBIKM ONPATHOCTY OTCYTCTBOBAJINL.
MotopHble HaBBIKY ObIIM TIPefCTAB/ICHBI HEIIPOLO/LKUTEIbHBIM YAep>KaHIeM TOIOBBI IIPY NaCCUB-
HOJI BepTUKAIM3aLUY Ha PYKaX U TOMYKOOOPA3HBIMM 3aIPOKV/IBIBAHUAMI TOJIOBBI B IOJIOXKEHUM
Ha XX1BOTe. Me/kas ¥ KpyIIHas MOTOPMKA PYK 3HaYMTeNbHO 3aTpyfHeHa. Cromsl rpy6o pedopmu-
PpOBaHbI, OIIOpa NP IACCUBHOI BePTHUKAIM3aII HeBo3MoXKHa (puc. 1). JKeaHnme 1 rnoranme 610
HapyIIEHO, 3HAYUTE/IbHbIE TPYAHOCTU HAOTIONANNCh IPU YIOTPeOIeHNN SXMUAKON MUIIM, OJHAKO
IIPOJI0/DKAJIOCh SHTEPaIbHOE MNTaHMe 0e3 UCIOIb30BaHMsA Ha30TacTPaIbHOTO 30H/A.

PeGeHKY B CBA3M C TAXKECTHIO TMIIEPKUHETHYECKOTO CMH/POMa, Ha3HaYeHa Tepallys aHTyCIIac-
tukamu (baknoden 5 mr 2 pasa B cytkn) u 6ensopnasenvHamu (Knonasemam 2 mr o 1 tabnerke
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Puc. 1. Ha boTo cneBa npepacraBneHa AUCTOHMUYECKAs YCTAHOBKA KUCTEH,
CnpaBa — BbIHY)X[AEHHOE NOJIOXKEHMNE C AUCTOHUYECKUMU aTaKaMu

Puc. 2. MPT ronoBHoro Mo3sra. CuMMeTpUUHoOe nopa)keHme 6aefHbiX LLAPOB U YePHOW Cyb6CTaHL MM
(«rnasa Turpa»)

3 pasa B CTYKM) C IIOCTEIIEHHOI TUTpaLVell 103 IIperaparoB. Takxke IpoBefeHa KOPPEKIVIs KOPM-
JIeHVs ¢ 0Oy4YeHNeM pOJCTBEHHVKOB aHTUPe(IIOKCHOMY PeXJMY U peKOMEH/IOBaHa ITOCTAaHOBKA
racTpocToMbl. OTHAKO OT IPOBeJeHN A JAHHON MaHUIY/IALMY POAUTENN OTKA3A/NCh.

ITpu nposenenun MPT romoBHOro Mo3ra BBISIBJIEHBI I3MEHEHNA, XapaKTepHble /1A Helpo-
JleTeHepallMy C HAaKOIUIEHMEM >Kejle3a B TOJIOBHOM MO3Te: CUMMETPUYHOE MOpaKeHue O1efHbIX
IIAPOB U YepHOII cyOcTaHImM («masa Turpar) (puc. 2).

ITo maHHBIM 371eKTposHILeanorpaduu, IIT-MoHUTOPIMHTA OOAPCTBOBAHMSA, YACTOTA OCHOB-
HOJI aKTMBHOCTH 3aMeJlJIeHa B CPaBHEHMM C BO3PAcTHOI HopMoit o 7-8 I, snunentudopmHOI
aKTMBHOCTM He BbIAB/IEHO. DI[-nIaTTepHOB IIPUCTYIIOB HE 3apErVCTPUPOBAHO.

I pyrux M3MeHeHMiT CO CTOPOHBI BHYTPEHHMX OPTaHOB IO BaHHBIM Y3Vl m mabopaTropHBIX
VICC/IeJOBAHUII KPOBY VI MOYM BBISIBJIEHO He OBITIO.
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NANNNOAPHASA OETEHEPALINA

C TMNOBETAJZIMNONPOTEMHEMUEWN,
AKAHTOLMUTO3OM U MUTMEHTHbBIM
PETUHUTOM...

YuyureiBas COBOKYITHOCTDb KIMHUYECKOM KapTUHDBI 1 JaHHbIE Heﬁ[pOBMS}’aHI/ISaL[I/II/I, pe6eH01<
KOHCY/IbTUPOBAH I'€HETMKOM, PEKOMEHIOBAHO MOJIEKY/IAPHO-T€HETNYECKOE MICCTIENOBaHME (CCKBC-
HNPOBaHNE KIMHNYIECKOTO 3K30Ma).

' —) TIPEJBAPUTEJIbHBIN IMATHO3

Ha ocHoBaHMM KIMHIYECKON KapTUHBI (TeHepann30BaHHAsA JUCTOHMS, perpecc MOTOPHbBIX
HaBbIKOB, TUIIEPKIHE3BI B JINI[EBOI MYCKY/IAaType U A3bIKe, IPOrpeccupylollee TedeHne 3abonesa-
HIA), pe3y/IbTaTaxX HellpoBMU3yanu3auun (CUMMeTPUYHOE MopakeHne O/IeHBIX LIAPOB U YEePHOIl
cyocrannym npu MPT) mn koMmiekcHOro o6cieoBaHNs peOeHKa, 3al0f03peHo 3aboseBaHue
3 IPYIIIIbI HeVIpOoJereHepaliyii ¢ HAKOIJIEHUEeM XKe/le3a B TOIOBHOM MO3Te (B YaCTHOCTY, TAaHTOTe-
HAaTKMHA3HasA HEJOCTATOYHOCTD).

— | NIMHAMUKA U UCXOOBbI

B MexxrocnuTanbHbIil IEPUOJ, CO CJIOB POAMTeENIENl, B COCTOSIHUM pebeHKa OTMedanach OTpu-
naTe/IbHast AMHAMVKA: TIOBBICU/ICS MBILIEYHBIN TOHYC, TOSBUINCH O0Jee BBIpa>keHHbIe TPYLHOCTYI
IIpY IpyeMe MUIIN, OTCYTCTBOBajIa IpybaBKa MacChl Tela, eXKeJTHeBHO HAO/IIONA/IICh 3aII0PbI.

B oxTtsa6pe 2021 1. pe6eHOK MOBTOPHO TOCIUTAIM3MPOBAH B OT/e/IeHE TICIXOHEBPOIOTUN
U IIcUXocoMaTtmyecko naronorun ILlentpa.

Ilomy4eHbl pesynbTaThl MOJIEKY/IAPHO-T€HETUYECKOTO JICCIAEHOBAHNA: BO 2 MHTPOHE TeHa
PANK?2 BbIAB/IEH IIaTOT€HHBII HYKICOTU[HBI BapuaHT ¢.981+3A>G (chr20:3888928A>G;
NM_153638.2; rs1131691472) B roMO3UTOTHOM COCTOSIHUM, HEOINMCAHHBINI B KOHTPOJIIBHON
BpIOOpke gnomAD v2.1.1. JlaHHBII HYKJI€OTH/HBIII BapMaHT Ba/lUAVpPOBAH METOLOM IIPSIMOTO
aBTOMAaTM4eCKoro cekBeHuposanus no Caurepy. [Tpn o6cnenoBannm 060ux popuTeneil BbISIBICHO
reTepPO3UTOTHOE HOCUTEIbCTBO JJAHHOTO HYK/IEOTUJHOTO BapMaHTA.

Takum 06pa3oM, pebeHKY YCTAaHOBJIEH U TOATBEPXK/IEH MOJIEKY/IIPHO-TeHeTUYeCKIMI MeTO-
mamu puarHos: «[IwmmpapHas fereHepanysi ¢ TMHOOETaIUIIONPOTEVMHEMUEN, aKaHTOLUTO30M
u nurMeHTHBIM petrHuToM (HARP cunpmpom)».

[Tpu KoHCYIBTAIVIV OPTAIBMOJIOTrA Ha IJIA3HOM JHe OOHapy>keHa BhIpaKeHHas JVICCOLMAIIVIA
IUTMEHTA, «MeTaJ/UINYecKoe» MOoOIeCKMBaHue CeTYaTKy. [JuarHocTupoBaHa TaleTopeTHHaIbHAS
abuorpodus ceruarku oboux riaas. [IpoBefeHo MccIefoBaHMe 3pUTETbHBIX BbI3BAaHHBIX ITOTEH-
LJAJIOB, KOTOPO€ BBIABMIO 3HAaUYNMTEIbHOE CHIDKEeHME aMIUIMTyAbl mmka P100 ¢ gByx cTOpOH,
6e3 3aMefIeHNA 3puUTenbHON addepeHTauy Ha KOPY TOIOBHOTO MO3Ta.

IIpu mccmenoBaHNy MaKpOCKOIMY Ma3Ka KPOBY BBLAB/IEHbI aKaHTOIMTHL. [10 JaHHBIM OMOXuMu-
YeCKOT0 aHa/I13a KpOBMY BbIAB/IEHO MOBBIIIEHNE INIOIPOTEN 0B HU3KOI IVIOTHOCTH 10 4,03 MMOJIb/ 1.

[TpuHuMas Bo BHMMaHMe IrpyOble HapyLleHus B IuTaHuu pebenka, nposesena JI'JIC: BbLIB-
JIEHbI NPU3HAKM MOBEPXHOCTHOTO AHTPANIBHOTO ractpura. I[lo maHHBIM pEeHTT€HOKOHTPACTHOTO
VICC/IeNOBAHNA Ham4le TacTpoa3odareabHOro pedrrokca He OTMe4anoch. PekoMeH/[0BaHO HAJIO-
JKeHMe racTpocToMbl. OT NpoBeieHNs JAHHON MAaHUITYIALUMA POAUTENIN BHOBb OTKA3a/IUCh.

Pebenky mpoBefieHa OOTYIMHOTEpamysi B CIIa3MMPOBAaHHBIE MBINIIBI cymMMapHO 600 EJI
(30 E[l/xr) nop, xoHTponeM Y3V ¢ monoxutenbHbIM 9P PeKTOM B BUJe CHVDKEHMs MBILIEYHOTO
TOHYCa, CBOOOIHOTO NOAEPKaHVIA TO3BI JIeXKa U IIPU BePTUKATM3ALVN B Kpecie-KOomAcKe C MOfi-
TOJIOBHMKOM, A TAK)Ke yNy4IleHUsA ITIOTaHNA.

B panpHeiimeM Ha pOHe IPOrpecCUPYIOIEro TeYeH)s 3a00/IeBaHNA OTMEYa/I0Ch 3HAUYNTE/Ib-
HOe HapacTaHVe MbIIIEYHOTO TOHYCa U TSDKECTV TMIePKUHETHYeCKOrO CUHIPOMA, 4TO TpeboBaIo

224



IePUOANYECKIX IIOBTOPHBIX KYpCOB OOTYIMHOTepanmu 1 Koppekunu go3bl Kinonasemnama. B casn
C YTpaToll BO3MOXHOCTY CaMOCTOATENbHOTO MUTAHNA, B IIEPBYIO OYepelb, TOTPeOIeHN A SKUIKOI
VIV ¥ OBICTPBIM CHIDKEHMEM MAcChl TeJla, JeBOUYKe OblTa HaJIo>KeHa racTpOCTOMA.

V&% TIPOTHO3

[Tpornos ms >xmusuy npu HARP cungpome HeO/maronpysTHBIIL.

[Tporpeccupyromye HapylueHU ABVKEHNA Y TALMEHTOB IIPUBOJAT K IIOJIHOM IIOTEpEe CaMo-
CTOSITE/IBHOJ IBUTIAaTeIbHON AaKTMBHOCTM, BBIHY)X/ICHHOMY IIOJIO)KEHUIO Tea, 00JIeBOMY CUH[-
pOMY, BBIBMXaM KpPYIIHBIX CYCTaBOB (B IIepBYIO O4epefib, Ta300€IPEHHBIX ¥ T'ONEHOCTOIHBIX).
HeB03MO>XXHOCTb CaMOCTOATE/IPHOTO SHTEPAJIbHOTO INUTAHNUA M3-3a BRIPAKEHHBIX TMIIEPKIHE30B
B JIML[€BOJ MYCKY/IaType U A3bIKE IIPUBOJUT K CHVDKEHMIO MACChI TeJIa U TOAB/IEHNIO XPOHMYECKOTO
aCIMpPALMOHHOTO CMHZIpOMA. [IpIXaTe/bHble HAapYLIeHUA ABJIAIOTCA Haybormee 4acToy NPUYMHON
rubenn MalMeHToB C JaHHBIM 3a00/IeBaHMEM.

OBCYXAEHUE

HARP cunjgpom siBsieTcsi pejKUM Hac/le[CTBEHHBIM 3a00jIeBaHMEM C ITOpPaKeHNEM TOJIOB-
HOTO MO3Ta, OPTaHOB KPOBETBOpeHMs ¥ ceTdaTKu. [nddepeHnunanbHas AMarHocTMKa TaHHOTO
3a007IeBaHMA OC/IOKHACTCA CXOXECTbIO KIMHUYECKUX IPOABICHUN C APYTMMHU 3a00/IeBaHUAMM
U3 OOJIBIION TeHeTUYeCK) TeTePOTeHHON TPYIIIbl HellpoJereHepaTuBHbIX 3a00/IeBaHNIT C HAKO-
IUIeHMeM >Kejie3a B roioBHOM Mosre (NBIA). ViMes cxoxxme KIMHMYeCKIe IPOsIBIEH s, Hanboree
gacto HARP cunzppom muddepeHIUpyOT ¢ TaHTOTEHATKIHA3HOI HETOCTaTOYHOCThIO 1t NBIA,
tun 1. Pasmans o6ycnosnensl HamaueM npu HARP cnuzpome akaHTOIMTOB B Ma3Kax nepude-
PUYECKOI KPOBY U TUIIOOETaTNIIONPOTEVTHEMMUIL.

Heo6xonumocTts nposenenus guddepennyanpHoi auarnoctukun HARP cungpoma ot apy-
rux TinoB NBIA o6ycnoBieHa 6ojee IerkuM TedeHyeM 3a00/IeBaHys, a TAKOoKe Ha/I4ueM COIyT-
CTBYIOII[e/l IIATOJIOTMY B BHUJE Pa3BMBAIOIIETOCS aMaBpO3a ¥ MOPAKEHUs Ie4eHU, TPeOyommx
KOPPEKIVI Tepanuy 1 HabmoaeHs TPO(UIbHBIX CIEINaNCTOB.

[TaTorenetndeckoit tepanuum HARP cuHgpoMa B HacTOAIMII MOMEHT He pa3paboTaHO.
B psfe cTpaH ¢ Lenbl0 KOPPEKLUY IMIIEPKMHETYECKOTO CYHAPOMA pacCMaTPUBAT ITTYOOKYIO
CTUMYy/ANVI0 TojoBHOro Mosra (DBS), ogHako YeTKuX JaHHBIX O ITOJIOKMUTEIBHON [VHAMIUKE
IpM JaHHOM 3a00/eBaHMM He ONyO/nMKOBaHO. JledeHVe HOCUT CUMIITOMATMYECKMiI XapaKTep
U BK/IIOYaeT KOPPEeKIO IUTaHUA U AbIXaHMA, IOCTOSHHBIIN IIpYeM IIPernapaToB U3 IPYIIIbl AaHTU-
CITaCTMKOB 1 O€H30/Ma3eNNHOB, a TakKe OOTYIMHOTepannio M cOOIOfieHNe OPTONeANIecKOro
pexxuma i NpopUIaAKTUKY BTOPUYHBIX OC/IOXKHEHUIL.

BonbmmHCTBO NaneHTOB UMEIOT Ma/I/IMaTUBHBINA CTaTycC.

3AKJTIOUEHUE

HecMoTpss Ha TO, UTO B HacTroslllee BpeMs naroreHerudeckas tepanusa HARP cunppoma
He pa3paboTaHa, HOATBEP)K/ICHHbI AMArHO3 II03BOJIAET JaTh 00Jiee TOYHBIN IPOTHO3 110 TeYSHNIO
3a00JIeBaHIISA, HA/IMYUIO CONY TCTBYIOLIET ITATO/IOTHM, @ TAKXKE BOSMO>KHOCTD IIPOBEJIEHNS MEIMKO-
TeHeTNYeCKOT0 KOHCY/IbTYPOBAHMS CeMbJ IIPY IIOBTOPHOM IUTAHVPOBAHUY OepeMEeHHOCT.
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NOJIMMUKPOTUPUA C UJIN BE3 COCYAUCTOIO TUMNA
CUHAOPOMA 3JIEPCA-OAHNO (OMIM 618343)

O.b. KonpakoBa, K.A. KazakoBa, A.A. Jlanuna, [I.J1. Ipe6enkun, }0.J1. [JlaBbigoBa,
H.B. Tammuwuna, B.JI. Ilnananse, A.A. Ilymxkos, VI.C. )Kanun, K.B. CaBoctbsiHOB, B.B. Jle6eneB

OBOCHOBAHME

[TomuMukporupus ¢ win 6e3 COCyAUcToro Tuima cuuppoma dnepca-lanno (OMIM 618343) —
3TO pPefKoe HAC/IeACTBEHHOe 3abo0jleBaHMe C ayTOCOMHO-pPElleCCMBHBIM TUIIOM HaC/IefOBaHUS,
XapaKTepusylolleecs: coyeTaHMeM BPOXKIEHHOTO ITOPOKa I'OJIOBHOTO MO3ra («Oy/IbDKHIKO-IIOH06-
HOV» MAXUTUPUM VI/VIV TONMVMUKPOTUPUN) ¥ CUMITOMOB IIOPQ>KEHNA COENVHNUTEIbHOV TKaHN.
3aboneBaHne OOYCTIOBIEHO TOMO3UTOTHBIMM WM KOMIIAQYHJ-TeTePO3UTOTHBIMY MYTalVsAMMU
B reHe COL3A 1, pacrono)XeHHOM Ha JUIMHHOM IIede 2 XpOMOCOMEI (2q32.2).

Komnaren III Tuma, BriepBble neHTUPUIVPOBAHHDII 1 OIMCAHHBI B 1971 ropty, AB/IAETCA BaXK-
HBIM CTPYKTYPHBIM 0€/IKOM, KITacCu(ULMPOBAHHBIM, KaK OffYIH 113 OCHOBHBIX (PMOPIIIAPHBIX KOJI/IA-
reHoB. OH cocTaB/sAeT 0Koo 5-20% Bcero cofiepKaHusA Ko/lareHa B opraHu3Me yesnoBeka. Kommaren
III Tnma cuHTEe3MpyeTCA KIeTKaMy B BYJIe€ IPEIPOKOJIIATeHa, KOTOPBIL IIOIBEPraeTCsA MHOXKECTBEH-
HBIM KO- U IOCTTPAHCAINOHHBIM MoayiduKanusaMm. OH UTpaeT CyLIeCTBEHHYIO POJIb B CTPYKTYPHON
IIe/IOCTHOCTY apTepMif, MaTKY 1 KMIIEYHNKA, BIMsIET Ha arperainio TPOMOOIIUTOB, a TaK)Ke IPUHM-
MaeT y4JacTye B KJIeTOYHOI afre3ny, MUTpaLuy, npomdepanym u gudpdepeHpoBke.

Myrtaunn B ogHoM ajene reHa COL3A1 BBI3BIBAIOT COCYAMCTBIN TUII CUHApPOMaA Jjepca-
Hauno (Cunppom Onepca-anmno, tun IV, OMIM 130050) ¢ ayTOCOMHO-ZOMVHAHTHBIM TUIIOM
HacnefoBanus [1]. 3aboneBaHne XapakTepuayeTcs IpefpaclooKeHHOCTbIO K CIIOHTAHHBIM Pa3-
pBIBaM KPYIIHBIX apTepuil, KUIIEYHVKA, TUIepMOOVIBHOCTBIO CYCTaBOB, IMIIEPINTACTIUIHOCTHIO
U 9Ype3MepHOIl pAaHUMOCTBIO KOXKIA.

buannenbubie mytanyy B rene COL3A1 oTBeYalroT 3a BOSHUKHOBEHME CUH/IPOMA ITOJIMMUKPO-
rupun ¢ win 6e3 COCYAUCTOro TUIa cuHapoma nepca-JlaHio, codeTaromero 6y1bKHUKO-Of00-
HYI0 KOPTMKAJIbHYI0 MaTbQOPMAIVIO Y IPU3HAKY NOPAXKEHUA COeAVHUTENbHON TKaHu [3, 4].

[TepBble fiBa cmydas cuHApoMma Inepca-llaHNIo ¢ ABYCTOPOHHEN MOMMMMKPOTMpuei ObIiu
omucanpl B 2000 ropy. Ha npoTskeHnn nmocnenyouyux neT MOABIANNACh eHIYHbIE OINMCAHUA
IALMeHTOB C 9TUM 3abojeBaHueM [3, 4, 7]. B 2017 roxgy XopH ¢ coaBTOpaMu OINCaNu CeMEeITHbII
Cmyu4ait 3a60eBaHNA y IBYX OpaTbeB 1 cecTep C IIPU3HAKaMy CMHApoMa Jnepca-JlaHmo B codeTa-
HUM C TeHepa/IM30BaHHO SIIJIETICUell ¥ IBYCTOPOHHel (GpOHTOIIapyeTa/IbHON MOMMMUKPOTYPY-
eit [3]. B atom >xe rony BengepBope ¢ coaBTOpaMi ONMCAIN YeThIpeX MAIVIeHTOB C aHAIOTVYHON
CUMIITOMATHKOM [7].

Manbdopmainuyu, KOTOpble BOSHUKAIOT B I'OJIOBHOM Mo3re npu MyTaumsax B rene COL3AI,
CXOXXI C TIOPOKaMM PasBUTUA OJIOBHOTO MO3Ta, 0OYCIIOB/IEHHBIMY ITATOT€HHBIMY M3MEHEHVAMM
B reHe GPR56. Buannenbhple Myranuu B GPR56 BBISBIBAIOT «Oy/IBDKHUKO-TIONOOHBIE» TIOPOKU
Pa3BUTHsI KOPBI TOJIOBHOTO MO3Ta, M3MeHeHMsI 0e/Ioro Bell[eCTBa U JUCIUIA3MI0 MO3KeuKa (2, 5, 7].
[To paHHBIM /IUTEPATYpPbI, KO/IAT€HbI AB/IAITCA OFHOM M3 OCHOBHBIX COCTABJIAIOLINX MATKON
MO3TOBOJ 0060/I04KM, KOTOpasi UTPaeT PeIlalollyio POjib B MUTPALMU HEIIPOHOB U 3aK/IafiKe C/I0-
€B KOpbl BO BpeMsA pas3sutuA Mosra. IIpokonnaren III tuma, menyu KoToporo KogupyoTCcs reHOM
COL3A1, siBnsieTcst TUTaHAOM pelnenitopa 56, cesizannoro ¢ G-6enkom (GPR56) [6].
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MNOJIMMUKPOTUPUA C TN BE3 COCYAUCTOIO
TUNA CUHOPOMA 3JIEPCA-AAHJI0
(OMIM 618343)

[na cuHApOMa MOMMMMKPOIMpMK € Mau 6e3 COCYAUCTOro THUIA CHHApoMa Jnepca-Jlanmo
XapaKTepHBI crernyuduyecke miesble fucMopduu, 3aep>kka MOTOPHOTO U IICUXOPEYeBOro pas-
BUTHSA, Cy[JOPOTH, AaHEBPU3MBI U PacC/IOEHUA COCYAOB, TUIIEPINACTIYHAS KOXKa C aTPOPUIeCKIMMI
pyOLiamMy 1 IIOBBILIEHHON KPOBOTOYMBOCTBIO, @ TAK)KEe BAPMKO3HOE paclIypeHye BeH [3].

B MupoBoii mpaKTHKe CMHIPOM BCTPeYaeTCsA KpaliHe PeNKO, IONYyIALMOHHHAA YaCTOTa HEU3-
BECTHA, B HACTOsIIee BpeMs ONucaHo MeHee 10 crydaeB gaHHOro 3aboneBanus. [IpuBogum nepsoe
OIVCaHMe CUHJ[POMaA IOJIMIMMKPOTUPUU ¢ Wiy 6e3 COCYAUCTOro Tuia cuHapomMa Inepca-Ilanno
B POCCUIICKO IOy AL

KJTMHUYECKWUIA NMPUMEP

“' O MALIVIEHTE

JleBouka, HauMHas ¢ Bo3pacTa 1 rofia u 5 MecsleB, HAXOAVIACh HOJ] HAO IIoleHNeM COTPYIHM-
KOB OT/Ie/IEHMA MEIMIVHCKOI TeHeTUKM Ha NpoTsoKeHun 1,5 net. [lpy mocryniennn B KIMHUKY
POZICTBEHHMKM HPEbABIIAIN XKa/I00bl Ha 3a/Iep>KKy MOTOPHOTO (He CTOUT, He XOINUT) U Pe4eBOro
pasButys. [leBouka OT BTOPOI bepeMeHHOCTH, IpOoTeKalleil 6e3 0COOeHHOCTelT, BTOPBIX CPOY-
HBIX CaMOCTOAITENIbHBIX POMIOB, IPU pOXKAeHUN Macca Tena 3600 1, yimHa 55 ¢M, OLjeHKa II0 LIKaje
APGAR 8/9 6annos. bpak HepoOfICTBEHHBIII, POIOC/IOBHAS He OTATOIIeHa HAaC/IeCTBEHHbIMU 3a00-
JIEBAaHVSIMY, HAl[MOHAJIBHOCTD POAUTeNIeil MpobaHia — 4YedeHIbl. B 4 Mecsma peGeHOK HOTy4Ynn
TePMMUYECKIIT 0KOT JIMIA I KOHEYHOCTeIl, OblIa IPOBefieHa TPAHCIIAHTALIMA KOXIL.

IIpu o6cnemoBanum B Bo3pacte 6 MecsAeB Ipyu Y3V roroBHOro Mo3ra 1 OpIOLIHOI HOMTOCTH
BBIABJ/ICHBI IPM3HAKM BHYTpeHHei rupponedanyy u rematociienoMeramu. [pu nposegennn KT
TOJIOBHOTO MO3I'a B BO3pacTe 7 MECALEB BbIABJIEHDI IPU3HAKM TUITOKCMYECKOTO ITOPAXKEHIS IOI0B-
HOTO MO3ra, CMEIIAaHHON YMepeHHOil ruppouedanmnu, aTpoduiecKux M3MEeHeHMII HapeHXVMBbI,
TUTIOIIA3UI Y€PBs MO3KeUKa C KOMIIEHCATOPHBIM JIMKBOPHBIM CKOIUIEHMEM B 3a/IHEN YeperHon
AMKe, MuKponedanmms, nedpopmanus yeperna.

) ®UBUKAJIbPHAS IVIATHOCTUKA

IIpn mepsoit rocnuranmusanum B OI'AY «HMIL 3popoBbs pereit» Mwunsgpasa Poccun
(manee — Llentp) B Bo3pacte 1 roga 5 MecsieB pusndeckoe pa3BUTHE BbILIE CPEHETO, TAPMOHIY-
Hoe. IIpn ocMmoTpe obparmany Ha ce6s BHUMaHUe KeJIOUAHbIe pyOIbl B 00/1acTy /M, BepPXHUX
KOHEYHOCTel1, KICTell, HOT. B ocTanbHOM comarmyecknii craryc 6e3 ocobeHHocTell. B HeBpoorn-
YeCKOM CTaTyce OTMeYaIVCh: Tpybas 3ajjep>kKka MOTOPHOTO pa3BUTHSA (JeBOUKa yIAep>KMBaa roo-
BY B IIOJIO)KE€HUY JIEXKa Ha KMBOTE C OIIOPOII Ha IIPEAIUIeYbs, IPYU TPAKLMM 33 PyKU He TPYIIINPOBa-
J1ach, IIepeBOPAYMBA/IACh Ha KMBOT C IIOMOIIIbIO Bpaya, CUJIe/a, IOCAKEeHHasA, C KUPO30M IPYLHOTO
U TMOSICHUYHOTO OTJe/la TI03BOHOYHIKA, He I10713a/1a, He BCTaBajla Ha YeTBEPEeHbKY, He CaJI/Iach,
He BCTaBajia CaMOCTOSITENbHO, IPU BepTUKAMU3alMu C1abo OmMpanach Ha CTOIIBI), CHIDKEHIE
MBIIIEYHOTO TOHYCa B IPOKCUMA/IbHBIX OT/€/IaX PYK U HOL, IOBBILLIEHVE MBIIIEYHOTO TOHYCA B IVIC-
TaJIbHBIX OTHe/aX BePXHMUX KoHewHocTeil (S>D), cxopsmeecs kocornasue. IKCIpecCUBHAsA pedb
JIeTIeTHasA, 0OpallleHHYI0 peyb IOHMMAJIa, MHCTPYKIIMU He BBIIOTHAIA.

OcobenHocTy eHOTMIIa BK/IIOYAIN YIUIOIEHHBII 3aThUIOK, IMIIOIUIA3MI0 HaTOPOBHBIX YT,
y3KMe IJIa3Hble Ie/y, MOHTOIOUIHBIN pa3pes Ias, AIMHHBIN QUIbTP, TOHKYIO BEPXHIOW TIy0Y,
OVICIIZIACTUYHbIE YIIHbIE PAKOBUHBI.
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[Tpu Y3V opraHoB OprolIHOM MONOCTM B Bo3pacTe 1 rofa 5 MecsIieB BbISBIEHBI NPU3SHAKYU
BTOPMYHBIX 3MEHEHNII TIOKETyJOUHOI >Kefe3bl U renarocrienomeranus. Ilpu 9xoKI: remonn-
HaMMYeCKy He3Ha4MMOe OTKPBITOe OBaJIbHOE OKHO. BhI3BaHHBIE CITyXOBbIe OTEHIIMAIBL: C 06eux
CTOPOH IIPOBEIeHNE IO CIyXOBBIM CTPYKTYpaM CTBOJIAa TOJTOBHOTO MO3Ta 3aMeJIJIEHO.

AnexTposHuedanorpadua: 3aperucTPUPOBAH €NUHUYHBI (POTONAPOKCU3MAIbHBIN OTBET,
waltz1l-crpynnupoBaHHbIe OCTpble BOJIHBI, IIMKM B 3aTbIIOYHBIX OTBefeHusAX. B 93T cHa 3ape-
TUCTPUPOBAHA PETMOHA/IbHASA SMMIENTHNYeCKass aKTMBHOCTb B BUJIe OJVHOYHBIX OCTPBIX BOJH
B JIEBOJI IIeHTPAIbHON 00/IaCTU C HU3KUM MH/IEKCOM IIPefICTaBIeHHOCTH 5%. 3a BpeMsi UCCTIeloBa-
HIA SMIMIENTUYECKUX NPUCTYIIOB U UX DII-IIaTTePHOB HE 3aperUCTPUPOBAHO.

MarnutHO-pe3oHaHcHass Tomorpadus (MPT) ronoBHoro mMosra: aHoManusi pa3BUTUS KOPBI
60pIINX MOMyImapuii — nuccoHnedanysa 2 Tuna ¢ Ipu3HakaMy yTOIeHVs KOpbl (IIaxurupus),
Ha (OHe BBIPKEHHO-PACIIMPEHHBIX NePUBACKYISAPHBIX MPOCTPAHCTB B 00/IACTY 3aTBUIOYHBIX
pPOTOB BU3YaNIM3UPYIOTCS OuIaTepasnbHble MepUBEHTPUKY/ISPHbIE 30HBI TUIIEPUHTEHCUBHOTO
MP-curnana B VIII T2 u FLAIR, BeHTpuKyIOMeranys: pacmypeHye 60KOBBIX >KeTyJOYKOB, pac-
MIVpeHNe MOTIOCTH TPEThero KeMyHnouKa, IUIIOIIa3ysa MocTa (puc 1).

' —) TIPEIBAPUTEJIbHBIN IMATHO3

«CyHgpomanbHas GopMa 3a[ep>KKV IICUXOMOTOPHOTO Pa3BUTUA C BPOXK/IEHHBIM ITOPOKOM
PasBUTHA LIEHTPaTbHOM HEPBHONM CUCTEMBbI».

—| IMHAMMKA U UICXO/IbI

ITpoBesieHO MTOTHO3K30MHOE CEKBEHIPOBaHMeE, B pe3ynbTare KOToporo B reHe COL3A1 BbIAB-
JIEH TIaTOT€HHBI HYK/I€OTUIHbI BapuaHT c.145C>G B TOMO3UTOTHOM COCTOSHMM, TIPUBOJALII
K aMMHOKJC/IOTHOMY BapuaHTy p.P49A. [laHHBII BapuaHT OIMCaH B MeXgyHapopHoi 6aze HGMD
professional, y mannenToB ¢ cobblestone-1ogo6HpIMI KOPTUKATBHBIMYU Ma/TbHOPMALUAMIY, U3Me-
HEeHVAMM 6e/10T0 BeIlecTBa ¥ MO3)KEYKOBBIMY KICTaMu [3, 7]. BbIAB/IEHHBIN BApMAHT MOATBEPK-
leH y TalMeHTa METOJOM IPAMOIO aBTOMAaTMYECKOTO ceKBeHupoBaHusa no CsHrepy. Popurenn
npobaHja 06c/IeoBaHbl Ha Ha/M4le BBIABIEHHOTO BapMaHTa: BBIABICHO I€TEPO3UTOTHOE HOCK-
TEbCTBO HYKJIEOTUIHOTO BapuaHTa ¢.145C>G, p.P49A y o60oux popnTerneri.

ITpy NOBTOPHOJ TOCIUTAIN3ALMN B BO3pAcTe 2 JIET OTMeYanach MOJ0KNUTENbHAA JMHAMIKA
B MOTOPHOM U IICUXOpe4YeBOM pa3BuTuM. JleBodka CTaja jIydlle COXpPaHATb paBHOBeCHE B IIO/IO-
JKEHMM CUJIS, TIBITAACh CaIUThCA CAMOCTOSATENbHO, TOABWU/ICA MOMYIMPOBAHHBIN JIENeT, Havasla
OpaTb UIPYLIKM U TAHYTb MX B POT, IPOSABJIAIA BBICOKUIT MIHTEPeC K OKpy>KaomieMy. B HeBponorn-
94eCKOM CTaTyce OTMeYanach MHTEHLMA U IUCMETPUA IPU IOMBITKE B3ATh UTPYLIKY, TPEMOP T'O/I0-
BBI ¥l KOHEYHOCTel! Ipy OecriokoricTBe. OCTambHasA CMMITOMATHKA CO CTOPOHBI HEPBHOI CUCTEMBI
6e3 M3MeHeHMIL.

[Tpu nposenerny IOI-BUAEOMOHUTOPYHIA: B OOPCTBOBAHUY ¥ BO CHE HAOIIONA/IOCh YCU-
JIeHVe aKTVBHOCTY TeTa-IMaIa30Ha B IOOHO-1IeHTPaIbHO-BYICOYHBIX OTHeNax. Takxke B 60apcTBO-
BaHMY OTMEYaJIoCh ycuyieHye 6eTa-aKTUBHOCTY C IlepeMeHHBIM 30Ha/IbHBIM aKIleHToM. B 6oapct-
BOBAHUM 1 BO CHE PETUCTPUPOBAINCH OCTPble MOTEHIMAIBI, CIAKI, MHOTAA C POPMUpPOBAHMEM
HEYETKMX KOMIUIEKCOB OCTpas BOJTHA — MeJJIEHHAs BOJHA, MK — MeJJIEHHAasA BOJIHA B TEMEHHO-
3aTBUIOYHBIX ¥ JTOOHO-1|eHTPa/bHO-BUCOYHBIX OTBEfIeHNAX. VIHIeKC IpefiCTaBIeHHOCTY TaHHO
aKTUBHOCTH B 607ipcTBOBaHMM MeHee 5%, Bo cHe — 710 10%. 3a BpeMs McCIeOBaHNA SIIeNTH -
YeCKMUX IPUCTYIOB U uX II[-naTTepHOB He 3aperucTPUPOBAHO.
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MNOJIMMUKPOTUPUA C TN BE3 COCYAUCTOIO
TUNA CUHOPOMA 3JIEPCA-AAHJI0
(OMIM 618343)

Puc. 1. MPT ronoBHOro Mo3sra y naumeHTa ¢ NOJIMMUKPOrnpuen ¢ nnu 6e3 cocyamcToro Tuna CMHApoMa
dnepca-aHno. Ha akcranbHbIX, GPOHTANIbLHOM U CaruTTasibHOM T2-B3BeLUEeHHbIX U306paxkeHuax MP
KapTMHa aHOMaJIMK Pa3BUTUS KOPbl 6ONbLUMX NONYLapUin NO TUNY IUCCIHUEeMhaNUuM — Naxurupum
2 TMMa C NpU3HaKaMu YTOJILLEHUS KOpbl 60bLNX nonywapun («6ynbDKHUKO-NOAOGHaA» Naxurnupus),
BbIPaXXEHHOr 0 pacLUMpeHns NepUBaCKYISAPHbIX NPOCTPAHCTB, BEHTPUKYJIOMEranum

IIpy HOBTOpHOI TOCHMTaNM3alMM B BO3pacTe 2 JIeT 5 MecALeB COXPAHAITCA XamoObI
Ha 3a/Iep>)KKy MOTOPHOTO (CaMOCTOSTE/IbHO He XOAWUT) U pedeBoro paspurusa. OTMedaeTcs Mo/Io-
JKNUTE/IbHAA IMHAMMKA B MOTOPHOM DPasBUTHUM: [J€BOYKA CAJUTCA C ONOPOI Ha JIOKOTb, CTOUT
Ha 4YeTBEPEHbKaX KPAaTKOBPEMEHHO, II0/I3aeT Ha CIMHE. JKCIpecCUBHasA pedb IpefCcTaBeHa
KOPOTKMMM BOKa/IM3alMAMY, 3ByKaMy TyTeHU.

[Ipn nposemenuy Y3V opraHoB OpIOLIHOV ITOJIOCTV COXPAHSETCS TelaTOMerayys, BTO-
pUYHbIE M3MEHEHUsA IOMKeNTyJo4YHOl >Kene3bl. IIpoBeneH moBTOpHBIT III-BUEOMOHUTOPUHT:
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ammIenTnOpMHasA aKTUBHOCTD He 3aperUCTPUPOBAHA, IIPU MPOBEAEHNN IPOOLI ¢ PUTMUIECKOI
dboTocTMMYyIALMEN 3apeTUCTPUPOBAH POTOAPOKCU3MAIbHBIN 0TBeT 1o Waltz I1I.

[Tpu moBTOPHON rOCIUTAIN3ALMA B Bo3pacTe 2 neT 10 MecAleB OTMeYaeTCA MO/I0KUTeNbHAA
IVHAMJKAa B MOTODHOM M PEYEBOM PasBUTUI: [J€BOYKA HAY4YM/IACh CTOATH y ONOPHI M TOBOPUTH
0ko710 5 c1oB. O6palljeHHYI0 pedb IOHMMAeT YaCTUYHO, MHCTPYKLUY BBIOTHAET. COMaTIYeCKUIT
¥l HeBPOJIOTMYECKUIT CTAaTyC 0e3 I3MeHEHMIL.

ITpu nmposemenny noBTOpHOrO AII-BUIEOMOHNTOPUHTA 32 BpEMS MCCIEIOBaHNA SNU/IENTH-
YEeCKMX INPUCTYNOB U UX II[-IaTTepHOB He 3apPErUCTPUPOBAHO, 10 CPABHEHMIO C IPEAbIAYIM
VICCTIEIOBAaHNEM — pacIIVpeHMe AMaNa3oHa YacToT POTOMAPOKCU3MATbHOTO OTBETA IIPY PUTMMU-
9eCKO POTOCTUMYIALINN.

Takum o6paszom, mpuHUMasA BO BHUMAaHUe JaHHble KIMHIYECKOI KapTUHBI (Tpy0Oas 3a/iep>Kka
MOTOPHOTO U IICXOPEYeBOT0 Pa3BUTHA, IPyOble KelOMHbIe PyOIIbl Ha KOXKe TYIOBMINA 1 KOHed-
HOCTeIT), IPOBEJIeHHBIX MHCTPYMEHTa/IbHbIX (IpusHaky muccannedanuu II tuma, pacumpenue
IIePUBEHTPUKY/IAPHBIX IPOCTPAHCTB 110 aHHBIM MPT ronoBHoro Mosra, usmenenus 9310 u mabo-
PAaTOPHBIX MCCIeNOBaHMI (BbIABIEHHAsA roMo3urotHas myrauusa B rene COL3AI), pebeHKy ObUT
IOCTaB/IeH AuarHo3: «[lomMmukpornpus ¢ win 6e3 COCyAucToro Tuia CuHapoma Jrepca-lanmo».

\/5» TIPOTHO3

Jleyenne cumnTomarmdeckoe. IIporHo3 masd mauyeHTa IO 3a00TE€BAHUIO MOXKHO OLIEHWUTD
KaK HeOaroNpyATHBINA, MPOJO/DKUTEIPHOCTb JXM3HM CHIDKEHA 3a CYeTa PUCKa COCYAMCTBIX
OCJIOKHEeHMII (aHeBPM3MBI, PAcC/IOeHVsI, paspbIBBI apTepuil). TsSHKeCcTb KIMHUYECKON KapTUHBI
KOPPeMpYeT CO CTeleHbI0 BeipakeHHOCTH ManbdopMaryy ITHC. Yunrteias 3aep>KKy MOTOPHO-
TO U IICUXOPEYeBOr0 PAa3BUTHsA, BO3MOXKHBII IHTE/UIEKTYa/IbHBI He(DUINT, PUCK BO3HUKHOBEHVS
CYIOPOT, II0Ka3aHo HaO/MoIeHIie HeBPOJIOTa, SIVJIENITONIOr, KOHTPo/b III 1 mpoBeieHne CUX0-
JIOrO-I1e[JarOTUYEeCKOI KOPPEKLIUM.

[Tpy OBTOPHOM J€TOPOXK[€HUM B CeMbe PUCK 10 HAC/IECTBEHHON IaTOMOTMU BBICOKUII
U cocTayseT okono 30% ¢ ydeToM OOIIeNONy/IALMOHHOrO pucka. IIpyu panpHeiieM GeTOpOX-
IeHNA B ceMbe BO3MOXKHO IIPUMEHEeHMe BCIIOMOTaTe/IbHBIX PeNpOoayKTUBHBIX TexHosnoruit (BPT),
B YaCTHOCTM, 9KCTpaKopropaabHoro omrogorsoperns (9KO) ¢ mposemeHmeM npeumIUIaHTa-
IIMOHHOTO reHeTndeckoro tectuposanys (III'T-M) win npoBeeHue VMHBa3MBHONM JMArHOCTUKU
LY HaCTYIUIEHUV CAaMOCTOSITE/IbHOI OepeMEeHHOCTI.

OBCYXAEHUE

[IprBeleHHOE HaMM ONMCaHME CHHAPOMA HMOMVMUKPOTUPUM C MIU 6e3 COCYAMCTOTO THIIA
cuHApoMa Inepca-JJaHIo YHMKATbHO TeM, YTO IeMOHCTpUpYeT codeTaHme Manbdopmaruy [THC
C CUMIITOMaMU TIOPaKeHMA COeMHUTEIbHON TKaHMU, KOTOPOe MOXXHO OOBACHNUTD IUIEHIOTPOIHBIM
mevictBueM reHa COL3A1 y namrero nmanyenTa. [laroreHes Manbgopmanmii KOpsl TOTOBHOTO MO3Ta
IIpM 5TOM 3a00/IeBaHNM [0 KOHIIA He ACEH, HO B MOC/IeHNE TOABI ObIIO OKAa3aHO, YTO HApYLICHNA
crpoeHns KomtareHa III Tuma BpI3bIBatoT pacmaj 6as3aabHOI MeMOpaHbBI MATKON MO3TOBON 000-
JI0YKM, CBEPXMUTPALINIO HEJIPOHOB, OTC/IONKY MMM ¥ 06pa3oBaHye reTepOTOMNIT KpaeBOli 30HBI.

IuddepeHnanbHblil AUarHO3 B IpymIe ManyueHToB ¢ Manbdopmauuamu [JHC mo tumy
«OyTBDKHUKO-TIO{00HOI» MAaXUTUPKH, B IIEPBYIO O4epefb, C/IefyeT IIPOBOAUTD C 3a00IeBaHUAMNI
U3 TPYIIIbI AUCTPOIIMKAHONATHUI, B T.4., CMHAPOMOM Yonkepa-Bapbypr (OMIM 236670), cunp-
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MNOJIMMUKPOTUPUA C TN BE3 COCYAUCTOIO
TUNA CUHOPOMA 3JIEPCA-AAHJI0
(OMIM 618343)

poMoM «MblIIIbI-rasa-mosra» (OMIM 613150), BpOXX/IeHHOI MBIIIEYHOI AUCTpOdMeN, THII
Dykyambr (OMIM 253800). Taxoke KIMHMYeCKyI KapTuHy U maHHble MPT romoBHoro mosra
cnepyet nuddepeHIMpoBaTh ¢ APYTVMM TUIIAMY TMCCOHIedanuii, B TOM 4ICIIe, ¢ IMCCIHIeda-
e Tui 5, 06yc710B71eHH017[ MyTanyusaMu B reHe namuHuHa (LAMB, OMIM 615191). YunTtbiBas
CXOZICTBO KJIMHWYECKUX MPOSBIEHNUI 11 OOIIHOCTD aTOT€HETUYEeCKMX MEXaHU3MOB 3a00/IeBaHmIA,
BBI3BaHHBIX fieficTBMeM reHoB COL3AI u GPR56, nuddepeHnManbHblil IUarHo3 caefyeT IpOBO-
AUTH C IONMMMUKPOTrMpHert 6bunaTepanbHoil pponTo-napueranbroit (OMIM 606854).

CregyeT IOJYEpKHYTH, YTO AMATHOCTMKA OO/IBIINHCTBA MOHOTE€HHBIX 3a00/IeBaHMIL, COIpPO-
BOXK/JAIOLIVXCS BpOXK/IeHHbIMU nTopokamu pasButus LTHC, ctanma Bo3aMoxkHOI 6/aromapsi cTpeMu-
TeTBHOMY PasBUTHIO B IOC/IeHEe AeCATUIEeTIe MONeKY/IApHO-TeHeTn9eckux Texnonoruit (NGS)
" METOJIOB HeJpOBM3YaIN3aluyl. YCTAaHOBUTD IIPABU/IbHBIN AMArHO3 B IPYIIIIE MAL[MEHTOB C MaJlb-
dbopmanysimu ITHC, BO3MOXKHO TOZIBKO YYMTBIBAs JaHHbIE KIMHWYeCKOi KapTuHbl, MPT ronos-
HOT'O MO3Ta ITAllVIeHTa U Pe3yIbTaThl IPOBENEHHOIO MONIEKY/IAPHO-T€HETUYECKOTO UCC/IeOBaHNA.

3AKJTIOUEHUE

OnucaHHbI HAMM KIMHUYECKUI CITy4all JEMOHCTPUPYET IIepBOe ONMCaHNe CMHIPOMa IO/ -
MUKPOTYPUM C Wn 63 COCYAUCTOro TUIIA CUHApPOMa Jrepca-JJaHIo B poCCHiiCKON HOMYIALNNA.
[IpuBeneH moppoOHBII aHAMHe3, KIMHMYECKas KapTUHA, IPOBeJEeHHble MHCTPYMEHTAIbHbIE
1 TabOpaTOpPHBIE MICCTIEIOBAHNA Y HAIIETO IAL[VIeHTa.

K coxaneHnnio, HeOCTaTOYHAsA OCBEILIEHHOCTb B OTEYECTBEHHOI TUTEPaType HAC/IeICTBEH-
HBIX 3a00/IeBaHMI, CONPOBOXKAAIOIIMXCS BPOXX/JEHHBIMI HOPOKaMJ TOJIOBHOTO MO3Ta, 3aTPYA-
HsET CBOEBPEMEHHYIO IOCTAHOBKY /IMAarHO3a B 3TOJ I'PyIIIe NMALMEHTOB, YTO He MO3BOJAET aTh
aJleKBaTHBII IIPOTHO3 I10 3a00/IeBaHMIO, IPOBECTI KOPPEKINIO JIEYeHNS ¥ MEAMKO-TeHeTUIeCKoe
KOHCY/JIbTUPOBaHME B OTATOLIEHHbIX CEMbSX.
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PEOKOE COYETAHUE CUHOPOMA AJTAXKUNNA
U BOJIE3HU MOUA-MONA

A.C. Iloranos, O.B. Yconbuesa, E.A. Kyne6una, A.O. Anymenko, I[.b. MoBcucsH,
B.C. IIBeTkoBa, A.Jl. Cunounss, [I.B. Copoxkun

OBOCHOBAHME

CuHpOM ATaXXWIIs — MONMMOPraHHOE Ay TOCOMHO-IOMIHAHTHOE TeHeTu4ecKoe 3aboesa-
HIle, BbI3BAHHOE IeTePO3UTOTHBIMY MY TAL[MSIMY OLHOTO 113 IBYX I'€HOB, ABJIAIOIIXCA QyHIaMeH-
TaJIbHBIMU KOMIIOHeHTaMy curHajabHoro nmyTtu Notch: JAGGEDI (JAGI) u NOTCH2 [1]. YacTtora
BCTpeyaeMOCTH cocTasiAeT 1:70-10 000 Thic. HOBOPOXKAEHHBIX [2]. CUHAPOM ATaXXVIIIS UMeeT
MY/IbTUCHCTEMHBIe TPOSABIEHMS, KOTOpble MOTYT BapbMpOBaTh OT JIETKON JO TSAXKEJOi CTerle-
HU [3]. OcHOBHON Npu3HaK 3a00/eBaHMS — XO/IeCTas, KOTOPBIN KIMHWYECKU TMPOSBISIETCA
CWJIbHBIM KOXKHBIM 3Y/IOM, KCAHTOMaMJ B pe3y/bTaTe HaKOIUIEHUs JIUINOB IIOJ], KOXeil 13-3a
HapYIIEHHOTO OTTOKA >KeT4M M JIMIUJHOTO oOMeHa [4, 5]. Y HOBOPOXX/IeHHBIX JleTeil X0/IecTas
MOYKeT OBITh pe3yIbTaTOM AaHATOMIYECKUX TePeKTOB pa3BUTIA OMIMAPHOTO TPAKTa, KaK CIeCT-
BIe, 3aTPYAHEHM OTTOKA >Kelm4y, 1160 IOC/IefCTBIeM HapyIIeHHOTO 0Opa3oBaHMs IelaToLy-
TaMy >kemyy. Takye HapylleH)s IPUBOAAT K HAKOIUICHNIO YKeTYM U ee MeTab0/MNTOB B OpraHax
¥ TKaQHAX OPraHM3Ma, B IIEPBYIO O4epeib, B redeHn [6]. Ha ¢poHe HapyIIeHHO yTU/IN3aLUu XKeJl-
411, BO3HUKAET IIpsIMast TUIepOMInpyOrHeMysi, KIMHIYECKN MPOSBIIAIONIAsICS 00eCiBeYeHHbIM
KaJIOM, TeMHOJI MOYOil. VIMEHHO 9TV K/IMHMYeCKMe MPU3HAKM CBUAETENIbCTBYIOT O MATOIOTUY
IIeYeH!, KOTOPYI0 HeOOXOAVIMO CBO€BPEMEHHO AMAarHoCcTupoBarh [7]. [loMuMo mposBieHus co
CTOPOHBI YKETUeBBIBOJAIEN CUCTEMBI y feTell ¢ CMHAPOMOM AJIaXW/UIS MOTYT MMETb MeCTO
Kap/[MOBaCKy/IApHbIe ISMEHEeHUsA — TaKye, KaK CTEHO3bI JIETOYHOI apTepuy 1 nepudepriecKix
aprepwmit, Terpaga Pajro. Takxe 0oTMe4aOTCs KOCTHBIE (ledeKT IepeHUX AY>KeK IT03BOHKOB
B Bufe «0ab04YKM») 1 I7asHble aHOMaNNNU (3agHUIT SMOPUOTOKCOH), ITOPaXKeHIe IIeHTPATbHOMI
HepBHOV cucteMbl (LJTHC). ITanyeHTs ¢ CMHAPOMOM ANTXWIISA MMEIOT XapaKTepPHbIE YepPThI
JMIA: MIVPOKMIT 100, IITy6OKO IOCa’keHHbIe ITIa3Hble S0TOKM, YAIVMHEHHBI HOC, YeII0OCTHbIE
aHoMamuu [4, 8, 9]. ¥V 15% maumeHTOB C CUMHAPOMOM AJIaXM/UIS BCTPEYAIOTCSI COCYAMUCTHIE
HapyIIeHNs, Pe3y/IbTaTOM KOTOPBIX ABJIAIOTCSA KPOBOU3IUAHNA, B TOM YKCIIe, BHYTPUYEPEIIHBIE.
Cpeny HUX BbIfieNIA0T 6071e3Hb MoiiA-Moiis, CBA3aHHYIO C ITIOCTEIIEHHON OKK/II03Mell COCYIOB
TOJIOBHOTO MO3Ia, IPEVMYIIEeCTBEHHO BO BHYTPUYEPENHBIX CETMEHTAaX BHYTPEHHUX COHHBIX,
IPOKCUMAJIbHBIX OT/ie/IaX IePeSHNX MO3TOBBIX U CPeHUX MO3TOBBIX aprepumit. Ha ocHoBaHUU
TOJIOBHOTO MO3Ta (OpMUpPYeTCA CeThb KOJUIAaTepalbHBIX COCYZIOB, KOTOpas Ha aHTMOIpaMMax
CO3[iaeT BIIeYaT/IeHye «IerKoil ObIMKu» [10].

Takum 06pasoM, JiIsi CBOEBPEMEHHOI AVAarHOCTUMKM JaHHBIX 3ab60neBaHMiT He0OXOIVIMO
IPOBOANUTb OMOXMMMYECKOe MCCIefoBaHue 00pasl[oB KPOBU C OIpee/ieHNeM YPOBHS ajlaHM-
HaMUHOTpaHcdepasbl, acmapraraMyHOTpaHcdepaspl, raMma-TIIOTaMUITpaHCchpassl, MIeI0Y-
Hoil ocdaraspl; OunmpybuHa u ero Gpakumii, XomecTepyHa, TPUINLEPUIOB, a TaKXKe Ipo-
BOJUTD OLIEHKY (UOPMHONUTUYECKMX CBOVICTB KpOBU. LI OILlEHKU CTPYKTYpBI IapeHXUMBI
OpTraHOB U MX Pa3MepoB, a TaKXKe OIleHKU cTerneHu Ppubposa Heobxomumo mnposenenne Y3U
opraHoB 6prommHoN nonoctu u pubposnacromerpun. OKoHvYaTenbHasA BepubuKays fUarHosa
OCHOBaHa Ha pe3yJIbTaTaX MOJIEKYISIPHO-TeHeTMYeCKOro ucciaenoBanus. IIpyu obOHapy>keHUN
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y OIHOTO 3 WIEHOB ceMbl AedekTa reHa CMHApPOMa Alaxxund, Heobxopyumo nposoautb JHK-
AVATHOCTUKY BCEM YI€HAM CEMbI, B IIEPBYI0 O9€PENDb POOUTEIAM IIPU NOCAENYIOIIEM IIVIAHNPO-
BaHUNM NETOPOXOCHNA.

[TpencraBnsieM cOOCTBEHHOE KIMHMYECKOe HabIoieHe pebeHKa 9 MecsleB C peIKUM code-
TaHUeM CUHApoMa At u 6omesun Moitsi-Moiist. CodeTaHue IBYX JaHHBIX [IATOMIOTHI OBUIO
Bep]/[(i)I/ILU/IpOBaHO HaMU BIIEPBBIE.

KNMUHUYECKUN NMPUMEP
o O

IMTanuent P, 9 Mmec. V3 aHaMHe3a M3BECTHO, YTO HAC/IENCTBEHHOCTb IO 3a007€BaHUAM
XKETyIOYHO-KUIIEYHOTO TPaKTa ¥ CepfieYHO-COCYAVICTOI MAaTONOTUM He oTsArouieHa. Pe6eHok
or 1-it 6epeMeHHOCTY, NTPOTEKaBLIeN Ha (POHE XPOHMYECKON (heTOIIalleHTapHO HeLoCTaTo4-
HOCTY, Bal'MHUTA, HEJOCTATOYHOCTY MAaTOYHO-IIJIal€HTaPHOTO U IIJIOJOBOrO KPOBOTOKA, TPUIIIIA
Ha 8-M Mecsle 6epemeHHOCTH. Poibl Ha cpoke 40 Hefenb, OIepaTHBHbBIE, KIVHUYECKN Y3KMIIl
Ta3, paHHee U3/INTIe OKOIOIIONHbIX BoA. [Ipu poxxpenun macca tena 3800 1, inmHa Tena 56 cM,
oneHka 1o mkane APGAR 8/9 6annos. ®usndeckoe 1 HepBHO-IICUXNYECKOE PA3BUTVIE B COOTBET-
CTBUM C BO3pacToM. B BospacTe 3-x Mec oTMeyascs anmu3op 6eCrioKoCTBa, KpUKa, IO prBaHys
CHauajsia B JIEBOJI pyKe, 3aTeM B JIEBOJI HOTe, B CBA3M C 4eM peOEHOK ObLI TOCIMUTa/NIN3MPOBaH.
ITo maHHBIM MarHUTHO-PE30HAHCHOJ Tepalyuy TOJTOBHOrO Mosra (puc. 1) kapTuHa OoTéKa JjaTe-
PayIbHOI TIOBEPXHOCTY JIOOHOI ¥ TEMEHHOI [OJIell IPaBOro MOIYIIAPHs, YeTKO COOTBETCTBYIO-
el 6acceiiHy CpefiHell MO3TOBOII apTepU U OYaroB OTeKa B TOIOBKE XBOCTATOTO AApa U CKOP-
nyme crpaBa (6acceifH JT€HTUKYIOCTPUAPHBIX
aprepuii). BoicTaBnen auarHos «OcTpoe Hapy-
IIeH)e MO3TOBOTO KPOBOOOpAIIeHN 110 MIie-
MIYECKOMY TUITYy B 6acceiiHe IIpaBol CpefHeit
MO3TOBOII apTepun». B O6moxmmmdeckoMm aHa-
nM3e KpOBM OTMeYasacs CHHAPOM LMTONN3A
ACT 307,3 En/n (nopma <42), AJIT 225 En/n
(HopMma <40), runepOMIMpyOVHEMMA: OO
Ommmpy6un 27,3 mxmons/n (Hopma 3,7-20,5),
npaMoit 6nwmpy6un 20,45 MkMonb/n (HopMa
<5,1). HasHaueHa Tepamms ypcCofe30KCUXOIe-
BOJ KUCJIOTO.

B Bo3pacTe 5 MmecsleB y pebeHKa OTMe-
YaJIcsl IOBTOPHBII 31130/, 0€CIIOKOICTBA, KpH-
Ka, MMOK/IOH!M IIPaBOJl HVDKHEN KOHEYHOCTI,
HOfiepruBaHye I'y0, aHM30KOPUA M OTBeleHNe
a3 BieBo. 1o manabiM MPT roj1oBHOrO MO3-

Puc. 1. MPT n3o6paxeHust COCyf0B roJIOBHOrro ra: MPT—KapTI/IHa IIMTOTOKCUYECKOrO OTEKa
Mo3ra. [Ipu3Haku CUMMEeTPUUYHOrO CY)>XeHUS JI0OHOI, TEMEHHOI, BUCOYHOI M 3aTBUIOYHOIL
Y UCTOHYEHUS BHYTPEHHUX COHHbIX apTepui, IO71ell JIEBOTO NOTYIIAPWs, YETKO COOTBETCTBY-
HEKOTOpble CEerMeHTbl apTepuin BUNNn3neBa folasgs GacceilHy cpefHeil MO3TOBOJ apTepuu

Kpyra AOCTOBEPHO He onpeaensioTcs M 3a/{Hell MO3TOBOI apTepuy (MIIeMIYecKui
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VHCY/IBT). ATpodMs IIpaBoii T0OHOI, BUCOYHO

U TeMeHHON ponent (puc. 2). [lanueHT ocMOT-

pe€H HEBPOJIOIOM, Ha3HadyeHa Tepamus Bajlb-

IIPOEBOII KUCIOTOM C IONOXUTEIbHON JUHA-

MMKOJI B BUJI€ TIOSABJIEHUA OBVDKEHUI B IIPaBOI

HIDKHel KOHe4yHOCTH. PebeHOK B CO3HaHMW,

CTa/ HEMHOTO 33aBOANTD I7la3a BIIPaBO. bblma

IIPOBEJleHA TaKXXe KOCTHO-IIZIACTUYeCKas Tpe-

NaHals, yAaJeHue XPOHNYeCcKoll CyOmypab-

HOJl TeMaTOMbI ¥ MMO3HIIe(}ATOfypPOCHHAH-

r1o3a creBa.

[To pesymbrataM oOCIeZOBaHNSA, IPOBe-
JICHHOTO 110 MECTY >KUTE/IbCTBA, ObUIN IOJTy4e-
HBI C/IEYIOI/i€ PE3YIbTAThI:

1. MccnegoBaHme OpraHMYECKUX KUCIOT
MOYM METOAOM Ta30BOMl XpoMaTorpa-
¢bun — 6e3 maToIornm.

2. TMC: noBblieHNe KOHIIEHTPALIY METUO-
HIJHA, YTO OBUIO PaclieHeHO, KaK pe3y/IbTaT
HapyIlIeHUs PYHKLINY TTeYeH.

3. CexBeHMpOBaHME MUTOXOHAPUATBHOTO
reHoOMa — MYTallWii He BbIABIIEHO.

4.  JusumopmarHoctuka 6onesHeit: Kpab66e, ITommne, ®abpu, Tome, Humanna-ITuka-A/B,
MIIC-1 — nmaTonoruy He BbIABIIEHO.

5. Tlomck Hambonmee 4YacTBIX HAaTOreHHbIX BapuaHToB reHa ATP7B (boneswp Buiabcona-
KoHoBanoBa) — MaTOTeHHBIX BAPMAHTOB He BBIABICHO.

YunreiBasg MeIecs HapyLIeHVs TeMOCTa3a, pe0eHKy HeOJHOKPATHO IPOBOAVIIOCH IIepe-
JIMBaHNE CBEXE3aMOPOXXEHHOI! I/Ia3MBbl.

Puc. 2. MPT n3o6pa)xeHue BeLLeCcTBa roJIOBHOro
Mmoz3ra. Mogo6onoyeyHas remaTtoma cneBa
n aTpochns MO3roBoro BeLlecTBa ¢ AByX CTOPOH

OU3NKAJIbBHAA JMATHOCTVIKA

B cBA3M ¢ coXpaHAIONIIMICA >XaobaMy Ha IEPCUCTUPYIOUIYIO IUTOMUTUYECKYI0 AaKTVB-
HOCTb, CPBITMBaHMUs, PeOEHOK OBII TOCIMUTANM3MPOBAH B TacTPOIHTEPOIOTMYECKOE OTHENIeHIEe
¢ rematonorndeckont rpymmoit ®TAY «HMMUI] 3popoBbs peteii» MuHnsnpasa Poccun (mamee —
LlenTp), B Bo3pacte 9 Mec. IIpu ocmorpe: Macca Tena 9 Kr, poct 74 cMm. Pusndeckoe pasBuTIe
cpenHee, rapMoHnyHoe (SDS pocra — -1,01, Beca — -0,76). OKpyXHOCTb TO/MOBbI — 47 CM.
Ko>xHble TIOKpOBBI OJIefiHBIE, CyXUe, C 97IeMEHTaMyl a/UIepriuueckoil cpiny. PebeHka 6Gecriokomn
3yn. ITo maHHBIM NepKyCCUM, HVDKHSA TPaHuUIA IIeYeHU He BBICTYIA/lA U3-IOf Kpas pebepHOI
OYTY, MAJbIHATOPHO — KOHCUCTEHLMSA MATKO-3/acTUYecKas, IOBEPXHOCTDb ITIafiKasi, Cele3eHKa
He ITaJIbIIMPOBA/IaCh.

Oco6oe BHMMaHue obpamany Ha ce6s IMPCYTU3M, HElPaBWIbHBIA POCT BOJIOC, IIMPOKOE,
3almaslilee IepeHOChe, AUCIUIACTUYHbIE YIIHbIe PAKOBMHBL. HOC C OTKPBITBIMM BIIepe[, HO3APAMM.
OTMeuanoch yMepeHHOe CHIDKEHNE MBIIIEYHOTO TOHYCa B PyKax, B HOraX pe6@HOK accCuMeTpu-
4eH (S>D) npu nmaccuBHOM crubanym. CyXoxxwibHble pedieKchl ¢ pyk ¥ HOT D<S, oXXuBIIeHbI,
KJIOHOUJIOB HeT.
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OU3NKAJIBHOE I MHCTPYMEHTAJIBHOE
OBCJ/IEJOBAHMUE

IIpoBefieHO KOMIIEKCHOE /TabOpaTOpHOE M MHCTPYMEHTa/IbHOE 00C/IefoBaHMe MHalleHTa

(Tabm. 1).
Ta6mmua 1. lanHbIe 1Ta00paTOPHOro 06C/IeNOBAHNA NAIVIEHTA PU HOCTYIUICHUI
IloxasaTenu PesynbraT lomKHbIe 3HAYeHNA

TemornobuH, r/n 103 110-135
Apurpountsl, X102/ 3,44 3,8-4,6

AJIT, En/n 474,3 <40

ACT, En/n 418,5 <42

ITT, En/n 68,8 3-30

JIAOTL, En/n 394 91-225

KOK, En/n 285 25-194
ModeBas KuCI0Ta, MKMO/b/ I 305 140-219

IITB, cex 18,2 12,3-14,9
1T, % 61 70-120

MHO 1,31 0,86-1,22
LlepynonnasMus, Mr/an 12,5 17-54

Kak BUHO U3 NpeACTaBIeHHbIX JAHHBIX, Y peOeHKa OTMedanach aHeMIsl, CUHAPOMBI LIUTO-
/33, XO/IeCTasa, MOBbIIIEHNE YPOBHsI MOYEBOJ KIMC/IOTHI, HApPyLIEHNsI FeMOCTa3a, OTPUIaTeIbHbIE
crienmpyuecKye NedeHOYHbIe Ay TOAHTUTEIA.

AHTHTeNa K KapAMONUIIMHY 1 OeTa-2-IIMKOIpPOTenHy kiaacca G, M TakKe OTpUIJaTe/IbHBL.
JIByKpaTHO ¢ MHTepBalIOM B 2 JHs 3a(pMKCUPOBAH PE3KO MONTOXKWUTEIbHbI TeCT Ha rellapyH-UH/Y-
IIPOBAaHHYI0 TpoMbornyTonennio. IIpu 3ToM OTMeYanoch He3HAYUTeIbHOE CHIDKEHME YPOBHA
TpOMOOIIUTOB B mepudepndeckoit Kposu Ha 20%.

Y3/ opraHOB OpIONIHOJ MOMTOCTY: TI€4eHb CPEJHUX pasMepoB, jeBas Boasd — 38 MM, mpa-
Basi — 74 MM, KOHTYp POBHBbII, IapeHXNMa TUIIEPIXOreHHas, OZHOpOAHas1. BopoTHas BeHa
4 MM, TleYeHOYHbIe BeHbI He M3MeHeHbI. JKelTdHbIl My3bIpb, MOIKETyHOYHAs JKele3a, Ce/le3eH-
ka — 6e3 maronorun. Ilo pesynbraram forteporpaduyu AaHHBIX O IOPTAJbHON TMIEPTEH3UN
He TIOTyYeHO.

dubposnacTorpadus medeHu: MefuaHa IIOTHOCTH 9,4 Kma, 4TO MOXeT COOTBETCTBOBATDH
¢u6bposy nevenn (F2 mo mkane METAVIR).

PenTreHorpadus BepXHUX OTHENOB >KETYJOYHO-KMIIEYHOTO TPAKTa C KOHTPACTOM: TacTpo-
a30¢areaybHbIN peIIIOKC 3-11 CTENeHN.

KT romosHoro mosra (puc. 3): B mpaBoil JI0OHO-TeMeHHOV oOnmacTy CyOpypaabHas rema-
TOMa JI0 7 MM IUIOTHOCTBIO 710 +41 en.X. B neBoit remucdepe — cybpypanpHas rurpoma IjioT-
HOCTBIO +14 en.X, pasmepom 21 mm. O6beM BelecTBa FOJIOBHOTO MO3Ta YMEHbIIIEH, C/IeBa OOJIbIIIE.
II0THOCTD BeljecTBa HEPAaBHOMEPHO CHIDKEHA B 3aTBIIOYHOI 1 TEMEHHOI IONAX C/IeBa, 110 Kope
U CyOKOPTMKA/JbHO B BMCOYHON M TeMeHHOI pmome ciupaBa. O6beM 3Tmx ob6macTeil yMeHBbIIeEH,
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IO KOpe OIpefensAlTCs MeNKNe KaybllVHa-
TBl. [lepUBEHTPUKYIAPHO B 00/MacTU 3aHETO
¥ BICOYHOTO POTrOB GOKOBOTO JKeNy[0uKa C/ieBa
OIIpeNieNATCA VHEeNHble IUIOTHbIE BKTIOYEHVIA.
CybapaxHouanbHble MIPOCTPAHCTBA pacIIMpe-
HbL. JKenynoukoBas cucteMa: GOKOBBIE >KeTyL04-
K aCMMEeTPUYHBI, PaCIIVPEeHbl, 60/bIle CIpa-
Ba. [laHHbIe M3MeHeHM ABJIANCH Pe3yIbTaToOM
IIepeHEeCeHHBIX paHee 3MM30[0B OCTPOTO Hapy-
IIeHVsT MO3TOBOTO KPOBOOOpAIIleH .

I[Io pgamapiM OxoKI maromorum He

BBIABJIEHO. Puc. 3. KT ronoBHoro mo3sra. KT-kapTuHa
[TockonbKy B muTepaType ONMCAH CIydau cy6aypanbHoi reMaToMbl (B NOAOCTPOM
coueranusi 6onesnu Moiis-Movis ¢ cuHAPO- cTanum) Npaeow IOGHO-TeMeHHO! o6nacTh
MOM ANaXXnuisi, pe6eHOK IPOKOHCY/IBTUPOBAH W CYGAYpPanbHOM FUrPOMbI CIEBa; YMeHbLIEHUS
reHEeTMKOM, Ha3HaYe€HO MOJIEKYISAPHO-TEHETH- o6beMa BellecTBa roJloBHOro Mo3ra
yeckoe 00c/menoBaHue: MONUCK KPYIHbBIX [Ie/le- (BEPOATHO, KNCTO3HO-T/INO3HbIE U3MEHEHUS);

it B rere JAGI. pacLIMPEHUs IMKBOPHbIX MPOCTPAHCTB

\—
IIPEIBAPUTEIBHBIN NMATHO3

Cungpom Anaxunns. bonesus Moiia-Moiis.

IVNOOEPEHIIMANTBHAA NTVIATHOCTUKA

YuutbiBas XapakTep TedeHNs 3ab0eBaHNA, IPOBOAMIACH AnpdepeHInaabHas AMarHOCTIKA
MexJy anbda-1-aHTUTPUIICKHOBOI HEOCTaTOYHOCTDIO, ayTOMMMMYHHBIM TelaTtutoM 1, 2 Tuia,
6orne3Hbio Bumbcona-KoHoBanoBa, 60/e3HsAMYU HAKOIJIEHVsI I/IMKOTeHA, HapylleHnsMu B-okuc-
JIEHUA XUPHBIX KUCIOT, AMMHOALMIONATUAMY ¥ aMUHOALMTYPUAMU.

ITony4eHbl pe3y/nbTaTbl: ypOBEHDb aibda-1-aHTUTPUIICHHA B IIpefenax pedepeHCHbIX 3Have-
Huit 90,4 mr/mi (Hopma 90-120), me4eHOUHbIe Ay TOAHTUTENa — OTPUILIATE/IBHO, YPOBEHD LIepy/IO-
rasmuHa 12,5 Mr/mn (Hopma 17-54). Ilo MecTy )UTe/IbCTBa IPOBOAVIIOCH CeKBEHVPOBaHMEe TeHa
ATP7B, MyTaumii He BBIABIEHO — YPOBEHb LIePY/IOI/Ia3MIHA 00YCTIOBIEH CHYDKEHVEM 0elKOBO-
CUHTETUYEeCKOI (PYHKLNY TTeYeHN.

[Tory4yeHbI pe3y/nbTaThl MONEKY/IIPHO-TeHETUYECKOTO MICCIeNOBAaHMA (ITOMCKA KPYIIHBIX Jere-
uuit B reHe JAGI) BbIsIBlIeHA Jelieliyisi 9K30HOB 1-2 B reTepO3UTOTHOM COCTOsIHUM B reHe JAGI.
Takum 06pa3om, Ha OCHOBAaHMM COBOKYITHOCTM JJAHHBIX aHaMHe3a, Ha/M4usA IPU3HAKOB XPOHM-
4eCKOTr0 X0JIeCTas3a, 0COOEHHOCTel YepelHO-TNIIEBOroO CKeleTa (IIMpOoKoe, 3amaBllee IepeHOChe,
AUCIUTACTUYHBIE YIIHbIe PAKOBMHBI, HOC C OTKPBITBIMI BIIepesi HO3APAMI) ¥ JaHHBIX MOJIEKYIIAp-
HO-TeHEeTNIeCKOro 06cmeoBanmsl, pebeHKy ycTaHOB/IeH fuarHo3 « CuHAPOM ATaXXuyuisi».

OIVNHAMMKA Y ICXOTIbI

[l71s1 yMeHblIeHNs CpbITMBaHMiT pebeHKy Oblla Ha3HaYeHa MIPOKMHETHYeCKasl Tepanus JJOM-
HepUTOHOM.
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C aHTH(UOPOTUYECKON M TeNaTONPOTEKTOPHOI 1e/Ibl0 Ha3HAYeHBI IperapaThl YPCOHe30K-
CUXOJIEBOVI KUCITOTHI.

YunTeiBasg ZaHHbIE aHAMHe3a (3 aMM30/ja OCTPOro HapyIleHMsI MO3TOBOIO KpPOBOOOpaIeHNA
10 VIIeMUYeCKOMY TUITY), AIUTEIbHOCTh TePaluyl HU3KOMOIEKY/ISIPHBIMYU TellapyHAMM JaHHBIE
Iperaparsl ObUI OTMEHEHBI C IePEeXOI0M Ha IIepOpa/IbHbII aHTUKOATY/IAHT (BapdapuH) C TUTPO-
BaHMeM flo3bl. CTapToBasd f103a mpemnapaTta coctaBuna 0,2 MI/KI/CyT ¢ OCTVDKEHUEM II€TIeBOTO
3HaueHMA MeXIYHapOSHOTo HopManusoBaHHoro oTHoumeHua (MHO) 2,0, a moppepxaHne 3sHave-
Hna MHO u3 pacuera npenapara 0,1 Mr/kr/cyT ¢ coxpanenuem nenesoro sHadenusa MHO 2,0-2,5.

Baxubim sBysics koHTponb MHO, yposus aututpom6buHa I1I m nporenna C B nepByo Hepe-
JIIO TepaINM, a TAKXXe HACTOPOXXEHHOCTD 10 MOBOJY «KYMapMHOBBIX HEKPO30B KOXKI» — PEeJKOro,
HO TsDKE/IOTO OC/IOKHEHNA, IPY KOTOPOM BO3HMKAET HEKPO3 KOXKM U ITOJKOKHOI KJIeTYaTKy M3-3a
npuobpereHHoro aepunura mporenna C Hoc/e edeHNsi aHTUKOATY/ITHTAMI, HIMOMPYIOILMM
cunHTe3 BuTammHa K.

Ha ¢one npoBopumoit Tepanmu y pe6eHKa Obl/Ia OTMe4eHa OTOKUTeIbHASA IMHAMIKA B BUJIE
YMeHbIIIeHNA CMHAPOMOB IIUTOIN3A U Xo/ecTasa (Tab/. 2), KynuposaHus 3yna. Hacrora n o6bem
CPBITMBAHUIT YMEHbIIMINCD.

Tabmuua 2. [luHaMuKka Hanbosmee 3HAYMMBIX OMOXMMUYECKIX
Y KOAry/IsIMIOHHBIX II0Ka3aTeneil KpOBY Ha ()OHe Tepanmm

Doz oamem | 7anems | bnmens | swewemen
AJIT, Bn/n 4743 102,3 141,8 <40
ACT, En/n 4185 113,8 101,2 <42
ITT, Ex/n 68,8 478 46,3 3-30
JUI, En/n 394 289 250 91-225
KOK, En/n 285 259 107 25-194
TITB, cex 18,2 16,1 15,6 12,3-14,9
TITH, % 61 74 79 70-120
MHO 1,31 1,17 1,13 0,86-1,22

\/&» TIPOTHO3

CunzipoM ANaXxmuIsi — MY/IbTUCUCTEMHOe 3abo/eBaHue, Tpebyloljee KOMIIEKCHOTO
IIOAXOfla KaK CO CTOPOHBI JMAarHOCTUKM, TaK M CO CTOPOHBI nedeHus. [lanuenrtam ¢ cuHppo-
MOM AJTa>KUIIIS H€O6XO,HI/IMO Ha3HaY€HME CIIENMA/IN3NPOBAHHOTIO IIMTAaHMA C IIOBBIIIEHHBIM
COoZIEp>KaHMEM CpENHELEIIOYEIHDIX TPUTTNLEPUOB. B cBs3M ¢ TOBBIIIIEHHBIM PUICKOM pa3BUTUA
¢ubposa/unupposa medeHn, ¢ remaTonpoOTeKTOPHON U aHTUPUOPOTNYECKOIT 1Ie/IbI0 TeTU HYXK-
JAI0TCA B IMOCTOSHHOM IIpMeMe YPCOfle30KCUXO0/eBol KucnoTel. C nopmepKuBaloleil 11ebio
PEKOMEH/IyeTCs MPUEM XMPOPACTBOPUMBIX BUTAMIHOB, MUKPO3/1eMeHTOB. [Ipy Hanmmunm aHa-
TOMMYECKUX JedeKTOB OVINapHOro JepeBa ¢ BO3SMOXKHOCTBIO VX XMPYPIMUECKOl KOPPEeKLINI,
PEKOMEHJIOBAaHO IPOBe[eHNe KOppeKTupympomen onepaunu. [Ipu cuibHOM 3yme, MOpTaabHON
TUIIEPTEH3NN, HAPYLIEHNN POCTa, II€pEeIoMax KOCTe TManeHTaM II0OKa3daHa TpaHCIVIAaHTalluA
nevyenu. Ilo maHHBIM nmMTEpaTyphl, NpUMepHO 21-31% ManMeHTOB ¢ CMHAPOMOM AJaXKUIA
HY>XXJaeTcA B Ilepecajke rmedeHn, a 70% namnyueHToB TpeboBagach mepecagka IMeyeHy B JeTCKOM
Bo3pacre [11].
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[ToTeHIaIbHBIN JOHOP, a)XKe IIPU OTCYTCTBUY SIBHOTO 3a00JIEBaHNsA CO CTOPOHBI IEYeHI,
IO/DKEH MPOVITY reHeTudecKoe obcmenoBanye Ha mouck myranyy JAGI. I1py BeIABIeHNM MyTa-
LUV TIepecajKa IeyeHy OT JaHHOTO JOHOpa HEeBO3MOXKHa [1].

PebeHOK HO/KEH pery/IsapHO HaOMIORAThCS ClIeNaIICTaMy — JEeTCKUMIY FacTPOIHTEPOJIora-
MM, COCYIUCTBIMY XMPypraMii, HEBPOIOTaMI.

OBCYXAEHUE

Kimmanygecknit mpuMep SeMOHCTPUPYeT pefKoe codeTaHye CUMHApPOoMa AT ¢ 60/Ie3HbI0
Moiisi-Moiisi. TlepBble mpusHaky 3ab6omeBaHmUst ObUIM TOCTATOYHO KIACCUYECKUMMU IS JAaHHBIX
IIaTO/IOTMIA, @ IMEHHO: B TaOOPaTOPHBIX MCCIENOBAHNAX OTMEYaNINCh CUHPOMBI IIUTONN3A U XOJIe-
CTa3a, HapylleHusA cBepTbhiBaeMocTy, Ha MPT omnpependanach xapakTepHas ceTb KOJ/UIaTepalbHbIX
cocyznoB. B mocegyroiiem ayuarHo3 OblT IOATBEP>K/EH ITyTeM IMPOBeNEHMsI MOIEKY/IAPHO-TeHe TN -
YeCKOro MCCeJOBaHNsA MoMCKa MyTauuii B TeHe JAGI.

IIpencraBneHHbII KIMHMYECKUIT IpUMep NOAYEepKMBAET BAKHOCTb MYIbTUAVCLMIIIMHAP-
HOTO TIO/IXOfla B paHHell BepuuKayy uarHosa s Hayajaa crenuuyeckoi Tepannm, KoTopas
CMOXXeT IIOMOYb B JIeYeHU OC/IOKHEHMII, BOSHUKIINX B pe3y/nbraTe XonecTasa. [lanmentam Tpe-
OyeTcs CrelyanM3MpoOBaHHOE MNUTAHME C MOBBILIEHHBIM COIEPXKaHUEM CPeJHElelIOYeYHbIX TPU-
ruuepuos [10].

OcHoOBoOII Te4eHNsA CUHAPOMA AJTXKWIA ABJAETCS CHEeMaT3MPOBAHHOE UTAHNE C ITOBBI-
IIEHHBIM COfIep)KaHMEeM CpeSHeIeTIOYeYHBIX TPUIINIEPUIOB, NPeIapaThl YPCOe30KCUXONIeBON
KUCTIOTBL. B crmyyae ¢opMupoBaHma nypposa, MpM3HAKOB IMOPTA/TbHON TUIIEPTEH3UU PeKo-
MEH/IOBAaHO IIPOBEJeHMe TPAHCIUIAHTAlUM IedeHN. [IpefcTaBlIeHHBbII KIMHWYECKUI IIpUMep
IEeMOHCTPYPYeT XOpOLINII OTBET Ha AUETMYEeCKYI0 M JIeKapCTBEHHYIO Tepammio. PasHoobOpasue
KIVHWYECKUX IPOABJICHUI U OCTIOKHEHMI, TOAYepKIBaeT BaXKHOCTD PETy/LAPHOTO MEAVIITHCKOTO
HaO/IIoIeHNs NalieHTOB.

3AKJTIOUEHUE

OHI/ICaHI/Ie KJIIMHNYECKOTro cnyqaﬂ IICMOHCTpI/IpyeT Ba)KHOCTb KOMIUJIEKCHOM OLI€EHKN COCTO-
SHUA JieTeil ¢ CMHApoMoM Anaxmuia n 6onesun Moiis-Moiia. Crengyer obpamaTrb oco6oe BHM-
MaHIe Ha TO, YTO He BCErJja BO3MOXKHA YeTKasl KapTUHA 3a00/eBaHs, 3a9aCTyI0 Y fleTeil MOTyT
OTCYTCTBOBaTI) CHeLU/I(i)I/[‘IeCKI/[e II€YC€HOYHDbIC HOPa)KeHI/IF[. y‘II/ITbIBaH XaPaKTeP 3a6OHeBaHMF[,
HeoOXoMa paHHss BepuduKanys uarHosa C ie/iblo CBOeBPeMEHHOTO Ha3HaYeHsI CIIel[ a3 -
pOBaHHOﬁ[ OVETDHI N CHeIH/I(bI/I‘IeCKOiI TepaHI/II/I, qTo YJIYLIIHaeT HpOFHOS BbDKNVBA€MOCTH IIALIVIEHTOB
n CYH_ICCTBCHHO ITIOBBIIIIACT KAa4Y€CTBO JXM3HN.

MHOOPMUPOBAHHOE COIMACUE

Ot poauTeert HalMeHTKY MOTy4YeHO MICbMEHHOE 00pOBOIbHOE NHPOPMUPOBAHHOE COITIA-
Cye Ha IIyO/IMKaIMIO ONMCAaHMs KIMHIYeCKoro cayydas (mara mopmucanus: 03.02.2020 r.).
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CEMEWHbIA CNNYYAN CUHOPOMA OEDULIUTA
AOEHO3UHOE3AMUHA3DI 2

E.J. AnexceeBa, A.B. MamyTtoBa, T.M. [IBopakosckas:a, K.B. CaBocTbsHOB,
A.A. Ilymkos, I1.C. JKanun

OBOCHOBAHME

Cunpgpom peduunra ageHosmHpesammHasbl 2 (deficiency of adenosine deaminase 2 —
DADA2) — MOHOreHHOe ayTOBOCIIa/lNTe/NIbHOe 3abojeBaHNe, OOYC/IOBIEHHOE IaTOT€HHBIMM
BapraHTamMu B reHe ADA2 (amprepHaryBHOe HasBaHue CECRI) ¢ ayTOCOMHO-pel[eCCBHBIM
MexaHU3MoM HacnegoBaHyA. [na DADA2 xapakTepHO MHOroob6bpasme KIMHUYECKMX CHMIITO-
MOB, CpPefil KOTOPBIX Yallle BCEIO BCTPEYAIOTCA BACKY/IONATUM, MIMMYHOLePUIIMTHBIE COCTOSHUA
M KOCTHOMO3IOBas HEJOCTATOYHOCTb. PasBuTme reMopparm4eckux ¥ MHIEMUYECKUX MHCY/IBTOB
B paHHEM BO3pacTe — IpO3HOe XKU3Heyrpoxamouee nposasaenne DADA2 [1-3]. [JaHHbIT CMHAPOM
B MIPOBOIL TUTepaType BIepBble omycaH B 2014 rogy AByMA He3aBUCHMBIMU Tpynmamu [3, 4].
Ha nauano 2022 roga B Mupe onycano oxorno 400 caydaes DADA2 [1].

B ®I'AY «HMIL] 3popoBbs peteit» Munsapasa Poccun ¢ 2014 no 2022 1. B peBMaTO/NIOTNYe-
CKOM OT/Ie/IEHVY IIpOJIeYeHO 8 MalMIeHTOB C FeHeTUYeCKU ITOATBEP>XKIeHHBIM AuarsosoM DADA2.
MbI IpefcTaBUM CeMENHBII CTy4ail CMHApOMa HeduIuTa afleHO3MH/[e3aMIHa3bl 2 C OIVICAaHVEM
HOBOT'O, paHee He ONMCaHHOTO IIATOTEHHOTO BapuaHTa B reHe ADA2.

KJTMHUYECKWUN NMPUMEP
® O

IBe cectper A. u P. 2016 u 2013 r.p., apmsiaku. bpak He 6muskopopcTBenHbiit. OTer u Math
KJIMHUYECKN 3I0POBBI.

Y marepu 6bu10 Tpu 6epemenHoctn. Ot 1-11 6epemeHHOCTM — gmoub 2013 rp. (crapimas
cectpa P.), Bec npu poxxgennn 3750 1, givna 57 cm. Poppr B cpok. Poca u pasBuBanach B COOT-
BETCTBUM C BO3PACTOM.

2-1 GepeMEeHHOCTb OKOHYMIACh CaMOIPOM3BOIBHBIM a0OpTOM Ha 3-4 Hefielle recTaluy
B 2015 . Bo Bpems 6epeMeHHOCTM MaTh IlepeHecIa TalIMOPUT, IOTydYana aHTMOAKTepuaabHOe
7iedeHye, HEOTHOKPATHO BBINOTIHAMNCH PEHTI€HOIOTUYECKIE VCCIEfOBaAHMA.

Ot 3-it 6epemennocT — foub 2016 r.p. (Mmammas cectpa A.). BepemeHHOCTh mpoTeKana
C yrpo3oii ipepbIBaHuA Ha 3—4 Hefene, Ha GOHE OCTPOIL pecrypaTopHoit MH(pekunn Ha 3-4 Mecs-
1e, 6aKTepMaJIbHOTO BarMHO3a Ha 6-7 MecAllaX ¢ IpMMEHeHNMeM aHTMOAaKTepuaabHON Tepammnu.
Ha npotspkeHun Bceit 6epeMeHHOCTY OTMedanach >kele3ofeduiuTHas aHemus. Poxbl BTopble,
B 39 Hepenb. [leBouka popmack ¢ Maccoit 3900 1, mymmHoIt 52 cM. [Jo 6 MecA1eB pocia 1 pa3BuBa-
7Iach B COOTBETCTBUM C BO3PACTOM.
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CEMEWHbIV CNTYYAN CUHOPOMA OEDULIMTA
AOEHO3WHAE3AMUHA3DI 2

VICTOPU MJIAJIIEN CECTPBI A.

B mae 2017 r. B Bo3pacTe 6 MecAleB 3abonena Miaafmasn cectpa A. bonesnp xapakrepu-
30Ba/Iach PelVUBUPYIOMMY 3nM3ogaMy (GeOpMIbHON MMXOpaIKY, TeIaToCITIeHOMeTanel,
nuMdageHonaTell MefHbIX U 3aTbUIOYHBIX TMMdoy310B. O6cIeoBaHa 110 MECTY )KUTEIbCTBA.
BbIsiB/IeHBI M3MEHEHN B aHA/IM3aX KPOBU B Buje aHeMun o 68 r/in (Hopma 110 140 r/m), neii-
Kouurosa 26,8x10/1° (Hopma 6-15x10°/1), moBbimieHuss ypoBust ¢eppurnHa o 1455 Hr/min
(HopMa 15-80 HI/MII), IOBBIIIEHNA OCTPOBOCIIAIUTETIbHBIX MapKepoB KpoBY — C-peaKTUBHBI
6emok 10 219 mr/n (Hopma o 5 mr/m), COD (CKOpPOCTb OCeaHUsI SPUTPOLUTOB) 0 62 MM/U
(HopMa o 20 Mm/4). Kypchbl aHTHOaKTep1aabHOl Tepalyy, BHYTPUBEHHOTO UMMYHOIIOOYIN-
Ha MOJIOKNUTeNbHOTO 3¢ dekTa He manu. JJaHHBIX 00 MHEKIMOHHBIX 3a00/IeBaHMsAX He OOHa-
pyxeHo. VIck/lo4eHbl BOCIAanuTENbHbIe 3a00/MeBaHMA KMIIeyHuKa. [IpoBefeHBI IMyHKIUA
KOCTHOT'O MO3Ta U MarHUTHO-pe3oHaHCHas Tomorpadusa (MPT) 6prourHoit monocTu, Manoro
Ta3a, 3a0pPIOIIMHHOTO MPOCTPAHCTBA — MCKIIIOYEHBbI TeM00/1acTo3, 00'beMHble 00pa3oOBaHNA.
Pebenky 6bl1 ycTaHOBIeH uarHo3: «OHOLIeCKMiT apTPUT C CUCTEMHBIM Ha4a/IOM» U Ha3Hade-
Ha TepanusA NMPeJHU30/IOHOM B J103€ 4 MI/KI/CYyT ¢ BPEMEHHBIM IIOJIOXUTENbHBIM 3 PeKToM,
OIHAKO B ITOCTIEAYIOIIeM TMXO0pasika BO30OHOBIIACH, COXPAHAINCDH Ta00paTOpHbIe N3MEHEeHN ,
nuM@ageHoNnaTysA, TelaToCIIeHoMeTanus. BBuny HeapPpeKTMBHOCTY ITTIOKOKOPTUKOWBI OBbLIN
IOCTENIEHHO OTMEHEHBDI.

— | JIVMHAMMKA U MICXOJbI BOJIE3HU CECTPHI A.

C menpio mopbopa Tepamuu feBouka nocrymmia B OIAY «HMMUIL 3poposbs peteii»
Mumnsppasa Poccun B centsope 2019 r. Pe6eHKY OBTOPHO JBaXX/bl IPOBEfIeHbI MYHKI[MU KOCT-
Horo mosra, MPT Bcero tema — ObutM McKIt0YeHbI MuM@orponudepaTuBHble 3a00/IeBaHN.
VccnenoBanye nMMyHOQeHOTUIA TMMQOLNTOB JaHHBIX 33 MMMYHOLeQUIUT He OOHApPYXMIIO.
B 2017 romy mpoBefieHO MONEKYNAPHO-TEHETUYECKOE MCCIENOBAHME HA ayTOBOCIIANINUTEND-
Hble 3a0ormeBaHMs. MeTOOM MacCOBOIO IIapa//IeIbHOTO CeKBeHMpoBaHMs (next generation
sequencing — NGS) 6putn mccregoBanbl TapretHole obnmactu reHoB NLRP3, NLRC4, ILIRN,
TRNTI1, TMEM173, PSMB8, TNFRSF1A, MVK, LACC1, MEFV, NOD2, LPIN2, NLRP12, ADA2
(manenbp IRN_06266282001). ITo pesynbTaTaM MCCIeOBaHUA B 9K30He 7 reHa ADA2 BbIABIIEH
MATOT€HHBINI HYK/ICOTUHBIN BapuaHT ¢.1078A>G B reTepO3UTOTHOM COCTOSIHUM, NPUBOAALINIT
K aMMHOKMC/IOTHOMY BapuaHTy p.T360A. HykneoTuHBI I BapMaHT ONMCAaH B MEXJYHapOMHOI
6asze ganubix HGMD professional [5]. B 6ase ganupix OMIM (Online Mendelian Inheritance in
Man) MyTanuyu B 9TOM TeHe OIVCAHBI Y OONbHBIX Y3€/IKOBBIM ITOJIMAPTPUTOM C BAaCKY/IOIATVEN
(OMIM 615688), HacmenyeMbIM IO ayTOCOMHO-peLleCCUBHOMY Tuiy. B sk3one 6 resa NLRC4
BbIAB/IEH HYKJICOTUAHBIN BapuaHT ¢.2357G>T B reTepO3UrOTHOM COCTOAHUY, HPUBOMAAMINIL
K aMMHOKNUCIOTHMY Bapuasty p.G786V. Ilo maHHBIM KoMmIbloTepHOro aHaimm3a (Alamut Visual,
Bepcus 2.8.1), HaTOT€HHOCTD BBISIBJIEHHOTO BapyMaHTa HeM3BeCTHA.

Y4unTeIBas MOTyYeHHbIE pe3y/IbTaThl MCCIeNOBAHNI, KIMHIYIEeCKNe U TabopaTOpHble M3MeHe-
HVS Y OTCYTCTBUE JPYTUX BBIAB/ICHHBIX ITATOT€HHBIX BapMAHTOB, PeOCHKY YCTaHOBJICH [JVIaTHO3:
«lOHOMmeCKNiT apTPUT C CHCTEMHBIM HadajoM. CHHAPOM aKTUBALy MaKpogaros».

YunuTeIBas ayTOAarpeccHMBHBIN XapakTep 3a0ojieBaHMsA, €ro pelMAMBMpYIOlLlee TedeHMUe,
HeaPPeKTUBHOCTD Tepanuy INIIOKOKOPTUKOUAAMM, B OKTs16pe 2017 roga geBOYKe VHUIIVIPO-
BaHa Tepamys 67I0KaTOpPOM MHTep/IefiKMHA-6 Tom3yMaboM B fo3e 12 Mr/kr/BBefenne 1 pas
B 2 Heplenu. Ha Qone mevenns rounmmsymaboM nmxopajika, renaToCIyIeHOMeranusa u mumda-
JeHOIaTsA KYNMpPOBajCh, HOPMa/lIN30BaMNCh ITOKa3aTenu (eppuTuHa, YpoBHU (HOPMEHHBIX
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3JIEMEHTOB M OCTPOBOCIIA/IUTE/IbHBIX MapKe-
poB kpoBu. Cnycta 1 rop Tepammm, y4MUTbI-
Bas OTCYTCTBME PELUJUBOB, UHTEPBA/Ibl MEX-
Iy BBeNEHMAMM TOLMIM3YMaba yBeIUYeHBI
1o Tpéx Henenb. COCTOsAHME COXPAHANIOCH CTa-
OmnbHBIM J0 AHBapA 2019 roga, Korza y geBou-
KJ Ha KOJXKe IepUOANYeCcK) CTA/0 OTMeYaTbCsA
HesipKoe ceTyaroe nuBeno (puc. 1).

VI3BeCcTHO, 4TO B 3TO XK€ BpeMs y CTapIIen
CecTphbl NMOSABUINCH CeTYaToe NMBENO Ha KOXKe
(puc. 2, 3) m apTpanrum, B aHaaM3axX KPOBU
OOHapy>KeHO TOBBILIEHNE OCTPOBOCIIATNTEND-
HBIX MapKepOB KpOBU. Y CTapIleli TaK)Ke BbIsAB-
JIeHbl HYK/JIeOTHU[Hble BapuaHThl c.1078A>G
B TeTepO3UTOTHOM COCTOAHUM B reHe ADA2
u ¢.2357G>T B rene NLRCA4.

YdauTbIBas ceMeHBbIil XapakTep 3abojeBa-
HIIAA, HOBbIE IPOSABJIEHNA B BU/JIE TMBEJO-BACKY-
JINTA, @ TAaKXKe Ha/m4uue y obenx cectep HyKIe-
OTUJIHOTO BapuaHTa c.1078A>G B rene ADA2,
COCTOsAHME PACIleHEHO KaK TeYeHNe CYCTEMHOTO
BacKy/IMTa B paMKax CMHZApoMa Aeduinra aje-
HO3UMHJIe3aMIHAa3bI 2.

B mapre 2019 roga BO BpeMs rocmnmra-
muzauy B OITAY «HMIUL spopospsa peTein»
Mmunsgpasa Poccun poseieHa Mmynbc-Tepanns
METUINIPEJHN30/I0HOM B Jo3e 10 Mmr/kr/BBe-
meHue No 3, mpoBefileH KypC BHYTPUBEHHOIO
VIMMYHOITIOOY/IMIHA HOPMaJIbHOTO 4e/I0BEYeCKO-
ro B Jj03€e 2 I/KI/Kypc — C KpaTKOBPE€MEHHBIM
HOJIOXKUTENbHBIM 9 ()eKTOM B BUJE MCYE3HO-
BeHuA nuBefo. OfHaKo, CIyCTA 3 HA Ha KOXKe
BHOBb OBI/IO OTMEUYEHO BBIPAKEHHOE JIMBEO,
B CBA3Y C 4YeM MHUIMMPOBAHA TePaNNs IpeSHM-
307I0HOM B Jl03€ 1 MI/KI/CyT, IMK/IOCIIOPMHOM
B Jj03€ 4 MI/KI/CyT M COKpallleHbl MHTEpPBaIbl
MeX/y BBeleHUAMM Toummmaymaba fo 1 pasa
B 2 HeflemM — C HOJOXUTENbHBIM 3 deKTOoM,
KOXKHble NPOsABAeHMA Kynupoamucb. Ha toT
MOMEHT, YYUTbIBasA IONTOXXUTEIbHYI0 AVHAMMU-
Ky, IPMHATO pellleHNe BO3Jiep>KaThbCsl OT CMEHBI
TeHHO-VH)KEHEPHOTO OMOJIOTMYeCKOro IIpera-
parta. Iloce BBIMMCKM IO MeCTY >KUTEIbCTBA
JeBOYKa IMKIOCIOPMH He Tonydana. Takke
odepenHass MHQY3usA TouMIM3ymMaba He ObLIa
IIpOBefieHa B IeKpeTUPOBaHHbIE CPOKM, IIpena-
par ObIT BBefIeH IO3)Ke Ha 2 Hefle/.

Puc. 1. CeTuatoe nMBeno y MnagLuen cectpbl A.

Puc. 2. CeTyatoe nMBeAoO Ha pyke
y cTapLuen cectpbl P.

Puc. 3. CeTyatoe nuBeno Ha Horax
y cTapluemn cectpbl P.




CEMEWHbIV CNTYYAN CUHOPOMA OEDULIMTA
AOEHO3WHAE3AMUHA3DI 2

Co cmoB Mamsbl, 20 mMas 2019 1. y pebeH-
Ka MOSIBUIVCH BSJIOCTD, CHVDKEHVE MBILIETHOI
CHUJIBI B JIEBOJ PYKe, aCMMeTpPM JINIIA, B CBA3N
C 4eM JieBOYKa Obl/Ia SKCTPEHHO TOCHUTAIN3MN-
poBaHa B OO/IACTHYIO HETCKYH KIMHUYECKYIO
OonbHMUILlY. BbIAB/IEH /1€BOCTOPOHHUII TeMMU-
nape3. KT romoBHoro mosra ¢ anrmorpadm-
el TOoKasaja OCTpOe HapylIeHMe MO3TOBOTO
KpOBOOOpaleHNs 110 FeMOPPAarn4ecKoOMY TUITY
¢ QopMupoBaHMEM BHYTPIKETYLOUYKOBOI
reMaToOMBI CIIpaBa B OacceilHe CpefHeil MO3To-
BOJI apTepun.. B cBA3M CO CHVMIKEHHBIM YPOBHA
¢ubprHOreHa NMpOBOAVINCH MHQY3UM CBEXe-
3aMOpOKEHHOI! IJTa3Mbl B fjo3e 10 Mr/kr/BBe-
nenne. Ilepesenena B ®IAY «HMIL] 3popo-
BbA peTell» MunsgpaBa Poccun. Ilpoenena
KOPpeKIMs Tepanuy: TOLMIN3yMad OTMEHEH,
Ha3HaueH sTaHepuenTt B po3e 0,8 MI/Kr/BBe-
meHye 1 pas B Hefemo, B Tepamuio fobaBieHa
MMKO(EHOMOBast KUCIOTA B fo3e 900 Mr/m?/cyT,
IPOJIOJDKEHO JIedeHNe IPefHU30/IOHOM IIepo-
panmbHO B fo3e 15 Mr B cyTkm (1 Mmr/kr/cyr).
[IpoBeneHbl peaOMINTALMOHHBIE MepOIpU-
™A — nedebHasas ¢uskynbrypa. MPT romos-
HOro Mosra: MP kapTuHa KMUCTO3HO-ITIMO3HBIX M3MEHEHUII IOAKOPKOBBIX CTPYKTYp CIIpaBa,
KaK ITOC/IEfICTBIIE OCTPOTrO MO3TOBOTO HAPYIIEHNsI KpOBOOOpalleHys B 6acceliHe CpefHeil MO3ro-
BOI1 apTepun (puc. 4).

B TedeHme monyropa y meBOYKM IIOTHOCTBIO KYIVPOBAIVCH IPOSBIEHNA JIEBOCTOPOHHETO
remunapesa. CocTosiHIe peOeHKa COXPaHANOCh CTaOM/IbHBIM, IPOSBICHNUA NTUBENO OTMEYalnch
KpPaTKOBPeMEHHO Ha ()OHe SMOIVOHA/IbHBIX PeaKUMil MIM HpY CMEHe TeMIIepaTypbl OKpYyska-
IOIIell Cpefibl. YUMTbIBAasA CTaOMIbHOE COCTOSIHME, H03a IPEJHM30/I0HA IIOCTEIIEHHO CHIDKEHa
1o 7,5 mr/cyt (0,4 MI/Kr/CyT), Tepamms 3TaHepLeNITOM ¥ MUKO(EHOTOBO KIICIOTOM IIPOJOIIKe-
Ha B NIPeXHMX J103aX. []0 HACTOAILEro BpeMeH! COCTOsIHNE peOeHKa COXPaHAETCS CTaOMIbHBIM,
0060CTpeHnit 0CHOBHOTO 3ab0/ieBaHMs He OBLIO.

Puc. 4. MP KapTuUHa KUCTO3HO-T/IMO3HbIX
M3MeHEeHW’ NOAKOPKOBBIX CTPYKTYP Cnpaea,
KaK nocniefcTeme oCTporo MO3roBoro
HapyLLeHus KpoBoo6paLleHus B 6acceiHe
cpepHen MO3roBomn apTepumn

VICTOPMS CTAPIIEN CECTPHI P.

Co cmoB MaMbl, y cTapiueil cecTpbl B Hadase 2019 I. Ha KoXKe CTajlio OTMeYaTbCsA CeTyaToe
nuBeno. VI3 aHaMHe3a CTajl U3BECTHO, YTO € BecHbI 2018 I. mepuopnIecKu 0TMedaniuch 60 1 0TeK
B IIPAaBOM JIy4e3aIsiCTHOM cycTaBse. [leBouka Obuta o6cnenoBana B . Cankt-IletepOypre. B ana-
n13ax KpoBU BblsiBjieHa aHeMust 97 v/ (Hopma 115-140 r/1), CO3D 50 mm/u (Hopma o 20 Mm/4),
C-peaktuBHbIT 6emox 54,8 mr/n (Hopma mo 5 wmr/m). bruoncusa xoxu or 06 ¢espansa 2019 .
Mopdonornyeckass KapTiHA COOTBETCTBYET JIUBeHO-aHIMUTY. B mMapre 2019 r. rocnmranusupo-
BaHbl B peBMmaronorundeckoe oraeneHne Or'AY «HMIUL sgoposbsa geteit» Munsgpasa Poccun
COBMECTHO C MJIAfiIIENl CECTPOI. YYUTBHIBAA CEMEVHbIN XapaKTep M KIMHWYECKNE NPOABICHUA
3aboseBaHMsI, HalMM4Me MATOreHHOro BapuaHTa ¢.1078A>G B reTepO3UTOTHOM COCTOSIHUU B TeHE
ADA2, cocToAHME PaCLieHEHO KaK TeYeHMe CUCTEMHOro BacKynmmuTa B pamkax DADA2. JIuarnos:
«CyHApoM feduiyTa ajleHO3MH/[e3aMIHA3HI 2».

244



IVMHAMWKA U MCXOJbl bOTE3HU CECTPBI P.

[TanmenTKe 6bIIa Ha3HaYeHA MY/IbC-TePANVsAd METW/IIPEHI30/I0OHOM B Jjo3e 10 Mr/kr/BBeqe-
Hue Ne 3 ¢ moc/efyouyM IepexoioM Ha IpyueM IpegHu3onoHa B fose 0,5 MI/Kr/cyT nepopanb-
HO, IPOBEJeH KypC BHYTPMBEHHOTO MMMYHOITIOOY/IVMHA HOPMAaIbHOTO YeJIOBEYECKOTO B J03€
2 T/Kr/Kypc, a TakKe MHUIMMPOBAHA Tepanus MHIMONTOpoM ¢akTopa HeKposa omyxonn anbga
(OPHOaq) ataneprientoM B no3e 0,8 Mr/Kr/BBefieHre MTOAKOXHO 1 pa3 B Hegento. [lox KoHTpOIeM
B ITHaMJKe HOPMa/IM30Ba/INCh YPOBHM OCTPOBOCIIA/INTEIbHBIX MapKePOB KPOBU 11 TeMOITIOONHA,
Ky POBAJIVICh IIPOSIB/ICHN A TMBE0-BaCKY/INTA, apTpaIrnii 6ojiee He 0OTMedanock. [lo HacTosAIIero
BpPEMEHI COCTOSIHUE IEBOYKIU COXPAHAETCs CTaOMIbHBIM Ha (OHE TOT0OpaHHOI Tepanui.

\—
OKOHYATE/JIBHBIN TVUATHO3

B mae 2021 ropa y 00enx cecTep NMOATBEP>KEHO CHVDKEHME aKTMBHOCTHU aJieHO3MH/Ie3aMU-
Has3bl-2 B CYXUX IIAATHAaX IUIa3Mbl KpoBu npu uccnegoBanum B Duke University Medical Center.
Y crapueit cectpst P. — 8,8 MEn/r 6enka, y mmapueit cectpst A. — 5.0 MEp/r 6en1ka, mpu usBecr-
HBIX JJAaHHBIX, 4TO y ManyeHToB ¢ DADA2 aKTMBHOCTD aZleHO3MH/Ie3aMMHa3bl-2 B CYXMX IIATHAX
IUTa3Mbl KPOBU cocTaBysieT 4,7+4,8 MEn/r 6enka.

B despane 2022 roga 6bU1 Ipou3BeieH MOBTOPHBIN OMOMH(DOPMATUIECKNIT aHAIU3 JAaHHBIX
CEKBEHMPOBAHMS C UCIOIb30BAHMEM JOMOTHUTE/IbHBIX IIPOTPAMMHBIX MOJY/IEl, KOTOPbIil IO3BO-
TN BBIAABUTD BTOPOIL, paHee He ONVICAHHBIN HYKJIeOTUIHBIN BapuaHT c.543-10delT B rene ADA2
Y PacleHNUTDb €ro, KaK BEPOSTHO IAaTOTeHHbI. DTOT HYK/ICOTUIHBII BapuaHT ObUI OOHapyXeH
y o6enx neBoyek. CeMeilHBIN CerperalyiOHHBII aHa/IN3 TO3BO/INI yCTAHOBUTD, YTO HYK/ICOTU/HBII
BapuaHT ¢.543-10delT 6bU1 yHaC/IE[OBAaH OT OTLA, TOTAA KaK BapuaHt ¢.1078A>G ObUI BBIAB/ICH
y MaTepu.

[TonydeHHble pe3ynbTaThl MCCIEOBAaHNUA IO3BOMMIN YCTAaHOBUTb CeCTpaM OKOHYATellb-
HblT rarnos3: «CuHgpoM feduiura ajjeHO3MAe3aMIHas3bl 2 (IIaroreHHble BapuaHThl ¢.1078A>G
U ¢.543-10delT B KOMITayH[|-TeTEPO3UTOTHOM COCTOSHMM TeHe ADA2)».

W

ITPOT'HO3

Ha nacrosiuit MomeHT Tepanus narrnb6uropamu @HO sBIsieTcst ONTUMANIbHOI /IS TI0feN
¢ DADA2 u no/mkHa ObITh ITOXXM3HEHHOI, TaK KaK 9TO JIe4eHe [03BOJIACT IPeOTBPATUTD Pas-
BUTVE VHCYJIBTOB y TaKUX HAIMEHTOB [6]. YUuThIBasA MONTOKUTETbHBIN 3PPEeKT IPOBOAUMOIN
Tepanuy 3TaHepIeNTOM Y MAIMeHTOK, IIPOTHO3 sABJsIeTCst 6maronpuatHeiM. CylecTBYIOT PUCKK
pasBUTHA BTOPUYIHON HeappekTBHOCTY BbIOpaHHOTo nHrnburopa ®HO«, 4To MoxeT notpebo-
BaTbh [IePeK/TI0YEHVIS Ha IPYToil IperapaT 13 9Toi ke rpymmsl [1]. IIpu mannposanum 6epemen-
HOCTY 00euM IalMeHTKaM B OyZiyliieM peKOMeH/J0OBaHa KOHCY/IbTAIs FeHEeTUKA C ONpefieieHieM
myTauit B rene ADA2 y naprtHepa [7].

OBCYXAEHUE

JI3HayasmpHO y cecTep OOHapy>keH TO/NbKO OIVH ITATOT€HHBIN BapuaHT c.1078A>G, B reHe
ADA2, XOoTOpBIil HEOJHOKPATHO OBLI OMMCAH y MAalMeHToB ¢ BacKymurtamy npu DADA?2 [8, 9].
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UYaiie Bcero aTOT BapMaHT BCTpedasics y NalMIeHTOB C UTAJIbAHCKNM NIPOMCXOXeHueM. VsBecTHo,
4TO BCe O/IVDKaiile pOoICTBEHHUKY B OIIMICAHHOI HaMu ceMbe apMsiHe [10].

BaxHO oT™MeTnTD, uTO ciMnTOMBI DADA2 0TMevanmich y He6O0/MbIIOro Y1C/Ia MAlYeHTOB Cpe-
IV HOCUTeJIell TeTepO3UTOTHBIX MyTauuil B reHe ADA2 ¢ aKTMBHOCTBIO aJleHO3MH/Ie3aMIHa3bl-2
B I/Ia3Me KpOBU B inanasoHe 55.3+22 («quanasoH Hocutenei») [7, 10]. B HacToAmIMIiT MOMEHT HeT
YeTKMX OOBSCHEHMIT TOMY, [I0YeMy y HeKOTOPBIX HocuTenell reHa ADA2 ecTb IposiBlIeHUs 3a00-
JIeBaHMs WIN [OYEMY y CHOIMHTOB C OfIHAKOBBIMI MYTALMsAMY, KaK B IIPEJICTAaBICHHOM CIIy4ae,
pasHble peHOTUIIBI 3a060/TeBaHMs. Bo3M0OXXHO, urpaet ponb 3¢ deKT J03bI TeHa, KOrjga 9KCIPeccust
6eJiKa 3aBUCUT OT yumcira Kommit [11].

Teuenne 6onmesHu Majuest cecTpsl ObUIO TsDKenee, YeM y cTapiueit. Xop 6omesHn Myajeit
CecTpbl MO>KHO Pa3fe/UTh Ha JBa mepuofa. 3aboena o4eHb paHO — B 6 Mecs1eB. B mepsoM nepuo-
Jie OCHOBHBIMM IIPOSIBNIEHMsAMY OO/e3HM ObUIM NUXOpajKa, TermaToCIUIeHOMeramus, amMdaeHo-
HaTyus, MOBbIIIEHNe OCTPOBOCHANINTENbHBIX MAapPKEPOB KPOBY, aHEMMs, pa3BUTUE CUHAPOMA aKTU-
Banyy Makpodaros. Teparmusa Toumnmmsymabom 6bita adpdexTBHa B TeyeHue 1 roma u 3 Mecsues.
[lanee HacTymwI BTOpPOIT Iepuoy, 00Ne3HM C HOBBIMMU IIPOSB/ICHVAMU: CETYAaTOE IUBENO, NHCYIIBT.
VismeHeHust mposiBeHnit 60/1e3HM OTpeOOBaV I3MEHeHN JIeYeHNA: Ha3HAYEeHVISI TIIOKOKOP VKON -
JI0B, MUKO(EHOIOBOJ KUCIOTHI, BHYTPUBEHHOIO MIMMYHOITIOOY/INHA 4eJI0BEYECKOTO 1 STaHePLeNTa.

Crapmras cectpa P. 3abonena B Bospacrte 5,5 71eT, 1 ee BapuaHT 3a00/1eBaHUA BK/IIOYAT CET-
JaToe JIMBeJO, apTPaITUy ¥ MOBBIIIEH)e OCTPOBOCHAINTEIbHBIX MapKepoB KPOBY, 4TO 6Osblire
cxoxxe ¢ (eHOTUIIOM BTOPOTo Iepuoya 3aboneBanns y Miazireit cectpbl A. HasnadeHnHas tepanust
IJIIOKOKOPTUKOVAMY, BHYTPUBEHHBIM VIMMYHOITIOOY/IMHBIM HOPMa/bHBIM 4elTOBEYeCK)M, 3Ta-
HepLEeNTOM KyIMpOoBasa BCe CMMIITOMBI.

YunrteiBasg Hammuue y o0eyx cecTep NMBENO VM PasBUTHeE MHCYIbTA Y MJIAJIIEN, M3HAYa/lb-
HO IAlIMEHTK! PacCMaTPUBAINCh KaK pefiKye MALMEHThI, Y KOTOPhIX OTMEYAIOTCA KIMHUYECKMe
NpOsIBJIeHUs 3a00/IeBaHMsI IPU HAIMYUYM OJHOJ TIeTepO3UTOTHOV MyTanuu. [Ipyu mosBieHun
BO3MOKHOCTM CECTpaM IIPOBENEHO MCCIENOBaHNe aKTUBHOCTY a[JeHO3MH/Ie3aMIHa3bl-2 B CyXUX
IIITHAX IUTa3Mbl KPOBY, U y 00€UX cecTep pe3y/lbTaTbl COOTBETCTBOBA/IM pe3y/IbTaTaM HMallMeHTOB
¢ DADA2, a He HaXOAMIUCD B «[yalla30HE HOCUTeNeN». B CBA3YM ¢ 3TUM IPOROIKEHBI MOJIEKY/IAP-
HO-TeHeTNYeCKIe UCCIeOBAHNA, U B IIEPBYI0 OYepenib ObUI IPOBEJEH MONUCK AeNMeLuil U TYIJIN-
KaIlMil y9aCTKOB XpPOMOCOM B IIpefenax rena ADA2. [lenennit v ByIVIMKAIuil BBIABIEHO He OBIIO.
Crycrs 5 et mocie mpoBefieHns uccnenoBanus MetogoM NGS, maHHble OBUIM IEPeCMOTPEHBI
C MICIIO/Ib30BaHVeM HOBOTO 0MOMHGOPMATNIECKOTO a/ITOPUTMa, KOTOPBIiI TO3BOJIVII BBISIBUTH BTO-
POt IpUYMHHBLI BapuaHT ¢.543-10delT B rene ADA2, KOTOPBII BIIEpBBIE ONICAH B JAHHOII CTaThe.

B nacroAmmii MOMEHT Ha OCHOBE ONMCAHHBIX C/Iy4YaeB 10 BCEMY MUPY CO3/IaHO JIEPEBO IIPH-
HATUA PelleHNii 0 reHeTndecKol auarsoctuke DADA2: npu Hanmumm y nmanyeHTa ITMXOpajiKu
38°C u 6onee, nosbiienns C-peakTuBHOro 6enka 50 Mr/m u 6oree, KOKHBIX IPOSIB/ICHNIT B BU/JE
JIMBENO-BAaCKY/IUTA, Y3€IKOBOTO NepUapTPUTEPUNTA, Y3/I0BATON 3PUTEMBI, HEKPO30B KOHEYHOCTEIL,
a IIpY BOBJIEYEHUY LIeHTPAIbHOI U epudepuaecKoil HEPBHOM CUCTEMBI, HAIMYUY Iapanndeil, BO3-
HUKHOBEHU IeMOpPparndeckKyx ¥ UIIeMUYecKuX MOpaKeHUI HepBHO CUCTEMbI PeKOMEHJ0BaHO
IPOBeJleHe MOIEKY/IAPHO-TEHeTUYECKOTO MCC/Ief0BAHMA C LIe/IbI0 IT0VICKA ITATOT€HHbIX BAPUAHTOB
B reHe ADA2. B ciy4ae BbIsAB/IeHVS O1Ma/UIe/IbHBIX IATOT€HHBIX BaPUAHTOB YCTAHAB/INBAETCSA AMa-
rHo3 DADA2 u pekoMeHzayeTcs 00CIeoBaHme pOAICTBEHHUKOB ePBOII IMHUY POACTBA. B cirydae
BBIAABJIEHNSI TOJIBKO OJJHOTO BapMaHTa B T€TE€PO3UTOTHOM COCTOSIHUM, T€TE€PO3UTOTHON MyTaluyn
VUIVL OTCYTCTBUM TAQKOBBIX, PEKOMEH/IOBAaHO MCC/IefloBaHNe pepMEHTATUBHOI aKTUBHOCTY afIeHO-
3MH/Ie3aMIHA3bI-2 ¥ TTOVICK Je/IelVil ¥ AyIUIMKauuii B reHe ADA2 [7, 12].

VccnenoBanne (QyHKIMOHA/NIBHON aKTMBHOCTU aJeHO3MH/I€3aMMHA3bl-2 JIONONMHAET TeHe-
TUYeCKOoe MCCIeJOBaHMEe U BaKHO IPU HEBO3MOXKHOCTY IIPOBECTM Te€HeTUYeCKOe VMCCIeNOBaHNe
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VIV TIPY HECOOTBETCTBMM Pe3y/IbTAaTOB MOJIEKY/IAPHO-T€HETNYECKOTO MCC/IeOBAHNS M KIMHU-
YeCKUX JIAHHBIX. YPOBEHb aKTVBHOCTM aJleHO3VHJe3aMIHA3bl-2 MOXKeT OBITh CBSI3aH C BapuaH-
TOM IIpOsIB/IeHNA 3a00jIeBaHMs: OOHAPY)XEHO, YTO NPM YPOBHAX O/MMKe K IMOTHOMY OTCYTCTBUIO
y MalMeHTOB Yallle BCEro OOHApPY>KMBAIOTCSA VMMYHOREeUIIUT ¥ KOCTHOMO3TOBask HEOCTATOY-
HOCTbD, yBe/IMYeHe aKTUBHOCTY KOPPEeIMPYeT C IPOsIBIeHNAMY 3a00/IeBaHNsA B BUIe BaCKY/IOIa-
TUIL ¥ MyZIbTUBOCIIaeHus [13].

Ba>kHO OTMeTNTH, YTO 06€ MAIMEHTKM B IPEICTaBIEHHOM CIydYae TaKXe MMEIOT B CBOEM
reHOMe HYK/I€OTUIHBIN BapuaHT ¢.2357G>T B reTepo3nroTHoM coctosiHun B reie NLRC4. B coor-
BETCTBMM C POCCUIICKMM «PyKOBOJICTBOM IO MHTepIpeTalui JaHHbIX ocnegosaTenbHoctu JTHK
Ye/I0BeKa», BBIAB/ICHHBINI HYKICOTU/HBI BapyaHT ClIeAyeT paclleHMBaTh, KaK BapMaHT C HEOI-
pemeeHHO KIMHIYEeCKO) 3HauMMOCTBIO, KOTOPBIN, TeM He MeHee, MOXKET MMeTb OTHOILIEHVe
K (eHOTUITy MaIyieHTa B C/Iy4yae IOMyYeHNUA JONOTHUTE/IbHBIX IOATBeP)K/JAIOINX NaHHBIX [14].
B nuteparype ommcaH OfVH CIy4ail MalMeHTa ¢ CMHAPOMOM IIPEeAIOoIaraeMoro rucToImasMo3a
r1a3 ¢ BapuaHToM ¢.2357G>T B rene NLRC4 [15]. B mpencraBieHHOM HaMlU CeMETHOM ClTydae
He BBIABJICHO MOpakeHMA Ia3. OJHAKO Hemb3A IMOMTHOCTDIO MCKII0YATh, YTO COYeTaHVe HyKIeo-
TUJIHBIX Bap/MAHTOB B PAa3HBIX FeHaX MOIJIO ITOB/IMATD HA KIMHUYECKYe CYMIITOMBI y cecTep.

AnleHO3VHIe3aMMHa3a-2 ABJAETCA KIIOYEBBIM (PepMEHTOM IYPUMHOBOTO OOMeHa, KOTOPBIN
KOHBEPTUPYeT afleHO3UH B MHO3MH. [Ipy Hapymenun GyHKumM ajjeHO3MH/e3aMIHa3bl-2 ¥ HAKOII-
JIeHUM B OpraHU3Me a/eHO3VHA 3aIIyCKaeTCs IMPOLiecC HeTo3a, KOIfa HeNTPOoIIb BO BpeMs CBOeil
ri6ey BLICBOOOX/IAI0T BHEK/IETOUHbIE JIOBYIIKY I ITaToreHoB. HeTo3 akTuBuUsupyeT Makpodarn,
KOTOpBbIe HAYMHAIOT aKTVBHO CYHTEe3MpPOBaTh (PaKTOp HeKpo3a OIyXonmy anbda U MHTEpIeKNH-6
[16, 17]. B mpyrux mcciefmoBaHMAX IOKAa3aHO, YTO IPU HAKOIUIEHMM BHEK/IETOYHOTO a/ieHO3VHA
aKTMBHO npopynupyercsa nHTepdepor 1 tnma [18]. Taxoke ADA2 aBnserca pakTOpOM pocTa SHIO-
TeMATbHBIX KJIETOK U JIeVIKonuToB [19]. ADA2 MomynupyeT MOApU3ALINI0 MAKpO(aros, i Ipy ero
peduiure MOHOLUTHI AM(pdEpeHLUpPYOTCA B IPOBOCHAINTENbHbIe Makpodaru MI-¢enorura,
a IPOTUBOCIANNTEIbHBIX MakpodaroB M2-peHoTuna craHoBUTCs Menble [1, 11]. B HacTosmmii
MOMEHT IIaToreHe3 3ab0JieBaHMsA 1O KOHIA He m3ydeH. VI3BecTHO, uTo fledurutr ADA2 samyckaeT
HEKOHTPO/IMPYEMBIII CUHTE3 IPOBOCIIAJINTEIBHBIX IMTOKIMHOB, YTO OOBACHAET VICIONb30BaHINE
B Tepalyy PasHbIX I'€HHO-MH>KEHEPHBIX OMONOIMYeCKMX IperapaToB JJIA JiedeHVs IalVieHTOB
¢ DADA2: ndnukcumab, stanepieT, afanumymad, rommmyma0, Tonnmmsymad, puTykcumab, aHa-
KMHpa, KaHakyHy6aM [20]. [TIOKOKOPTUKOU/IBI 1 TaKle UMMYHOJEIPECCaHTBI, KaK LuKnodocda-
MIJ, [UK/IOCIOPYH, a3aTUONPUH, MUKO(QEHOIOBaA KIC/IOTA, KOIXUIIVH, TAKPOINMYC, METOTPEKCaT
AKTVBHO IPUMEHAITCA [is jledeHus nauyeHTos ¢ DADA2, ogHako ux meiicTBue KPaTKOCPOYHO
mwin HegoctatodHo [11]. C KaXbIM TofoM MOsB/seTCs BCE OOJblle NaHHBIX O XKM3HECHacaw-
meM 3¢ ¢exre narnb6uropos PHO« y manuentos ¢ DADA2 — mpenynpex/eHny NieMndecKnx
Yl TeMOPparn4ecKux MOpa>KeHni1 leHTPaTbHOI HEPBHO CUCTEMBI [6].

Ha MoMeHT BbIOOpa reHHO-MH>KEeHEPHOT0 IIpenapara y HallMieHTOK B IPeJICTaBJIEeHHOM ClTydae
elfe He ObIIa HACTONIBKO OYEBMIHA CBA3b MeXXAy Tepamest nHruo6uropamy PHOan ux npeseH-
TUBHBIM 3()(eKTOM B OTHOILIEHUY HCYILTOB. V, y4nThIBas CTabMIbHOE COCTOSHME HA (POHE Tepa-
oy ToIyIM3yMaboM 1 pas B 2 Hemenu, MIafias cecTpa A. pojo/Kaia MOlIydaTb ero 1o pas-
BUTVS MHCY/IBTA, TIOCTIe YeTo IPOBEAEeHO IepeK/ToueHNe Ha Ipenapar ¢ APYTUMM MeXaHM3MOM
IeVICTBMs — 9TaHeplent. Toummmsymad paHee MCHONb30Bacs y manueHtos ¢ DADA2, ogHako
C HaKOIUIEHJeM OIIBITa CTAJIO ACHO, YTO OH obecreunBaeT KOHTPOJIb HaJl BOCIIAIUTEIbHBIM IIPO-
IIECCOM, OJTHAKO He IpeloTBpalllaeT pa3sBUTIE MHCY/IbTOB [20-22].

[TanmeHTHI ¢ BackymmuToM B paMkax DADA2 xopomio oTBe4aloT Ha Tepanmio MHIMOUTOpa-
mu @HOaq. OfHako 3T¥ MHIMOUTOPHI IPAKTUYECKN He BIMSIOT Ha TaKue MPOsIBIeHUs 00Ie3HI,
KaK MMMYHOZeUINT ¥ KOCTHOMO3rOBasi HeZOCTaTOYHOCTD [6, 13, 20]. B Takux cmy4asx papu-
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KaJIbHOJI Tepaluell, O3B0/l TOTHOCThIO BbIIEUNUTD MaljieHTa, AB/IAeTCA TPaHCIUIAHTALINA
reMOIIO3TUYECKIX CTBOJIOBBIX K/IeTOK. Takoil BapuaHT jiedyeHnsi 000CHOBaH TeM, 4To ADA2 BbIpa-
6aThIBaeTCsl MOHOILMTaMM U Makpodaramu [23, 24].

B HacTOAmMII MOMEHT aKTMBHO BeRyTCS PabOThHI IO M3Yy4eHMIO reHHON Tepamuy DADA2,
KOI'7Ia HEIIOCPEICTBEHHO BOCCTAHAB/MBAETCS paboTa «IIOBPEXJEHHOrO» TeHa [25], a Takxe Mcce-
IYIOTCS BapMaHThI epMeHT-3aMelalollell Tepannu Il BOCIIOTHEHNA afleHO3MHIe3aMIHa3bl-2
” eé aKTUBHOCTHU [26].

3AKJTIOUEHUE

Hamu BriepBbIe onmcaH cemeitHbll cydait DADA2, 06ycioBIeHHbI HYKIeOTHIHBIMI Bapu-
aHtamn B reHe ADA2, ofuH U3 KOTOPBIX, ¢.543-10delT, He Obln onucan paHee. [IpoBeneHHBDII
B HallleM C/Iy4Yae JMAaTHOCTUYECKMIl MOKCK C NPUMEHEHMEM Pa3/IMYHbIX METO[OB MOJIEKY/IAPHO-
TeHeTMYEeCKOTO aHajM3a MOKa3bIBaeT BAKHOCTb YITyOJIIEHHOTO M3Y4YEHWS CIOXKHBIX M HEeCTaH-
HDApTHBIX KIMHUYECKNX cIydaeB. 3a 8 neT ¢ nepsoro omucanusa DADA2 npousomien Komoccanib-
HBIII IIpOrpecc B MOHVMAaHMUM NaTopuanonoruy 60/e3HM, OFHAKO OCTAETCSA MHOTO BOIIPOCOB.
JlanpbHeliee n3ydyeHne maToreHesa 60ne3HN, ONVCaHME HOBBIX MYTAaIMil I BapMAHTOB TeYEHMUA
3abormeBaHNA obecreyar aydIlye BO3SMOXXHOCTH B JiedeHny nanueHTos ¢ DADA2.
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CEMEWHbIV CNTYYAW CUHOPOMA NEPBUYHOWN
LUINAPHON OUCKUHE3UU

CEMEWHbIU CNTYYAN CUHOPOMA NEPBUYHON
UMNUAPHOWU OUCKUHE3UU

O.11. CumoHoBa, 10.B. TopnnoBa

OBOCHOBAHME

[TepBuunas nynmapHas puckuuesus (ITLI]]) — penkoe reHeTMdecky JeTepMUHUPOBAHHOE
3abojieBaHIe, IPU KOTOPOM HOPAXKAIOTCS IOJBVDKHBIE CTPYKTYPBI KJIETOK (PECHUYKM Y XKIYTU-
ku). Hanbonee yacto nposB/sAeTcs peluiMBUPYIOLIVMY U XPOHNYECKUMY MH(EKIMAMY BepPXHIX
Y HYDKHUX JIbIXaTeNbHbIX Iy Tel, B 40-50% cirydaeB COIPOBOXKAAETCA 3€PKaJIbHBIM PACIIONIOXKEHN -
€M BHYTPEHHIX OPraHOB WV reTepoTakcueit [1].

Cunonumsr: cunppom Kaprarenepa (Kartagener syndrome; Siewert syndrome; 3mBepra-
Kaprarenepa), cuHApoM HemofBIDKHBIX pecHudYek (immotile cilia syndrome), pBurarenpHas
mwmonatus (the motile ciliopathy) [2]. 3a6oneBanne oTnnyaeTcst reHeTUYECKOI IreTEPOreHHO-
cThio. TN Hac/mefoBaHNUA: yallle ayTOCOMHO-PELleCCUBHBIN, OJHAKO, ONMUCAHBI 1 Oo/lee peakue
X-cuenenHble popmbl 3aboneBanus [1-3].

Hawnb6onee yacto 3aboneBanue 06ycnIoBIeHO OTCYTCTBYEM W AedeKTaMy CTpOeHUsT BHYT-
PEHHUX U HApPY)XHBIX JUHEMHOBBIX Py4eK B CTPYKType peCHMYEK M XKTYTUMKOB. MoryT ob6Hapy-
KUBATbCA NeeKThl pafyabHBIX CINMI, ¥ MUKPOTPybOdYeK (B TOM dYNC/Ie, UX TPAHCIO3ULINA),
a TaKXKe eCTb C/Iy4ay OTHOTO OTCYTCTBYSA PeCHUYEK. Y HEKOTOPBIX OOIbHBIX MMEIOTCS COYeTaHUA
HeCKO/MbKuX AedekTos [1, 3]. [TosToMy KIMHMYeCKVe IPOABIEHNS CUHAPOMa MHOTOOOpa3HBbI.

B oprannsme 4enoBeka peCHUYKY Y XKTYTUKI IPUCYTCTBYIOT BO MHOTYX OpPTaHax M CUCTEeMax.
9TO 1 MepLATe/IbHBII SIMUTEINIT peCIMPaTOPHOTo TPaKTa, U KieTky KopTueBa opraHa yxa, U Xry-
TUKV CIIEPMATO30MJIOB, VI PECHUTYATBIE KJIETKV SMEH/VIMbI JKeTy[0YKOB TOTTOBHOTO MO3ra, POTO-
PeLeNITOPhbI CeTYATKN I7I1a3a, K/IeTKY, BBICTHU/IAIOIIME YKeTIeBbIBOAALINE Ty TH, KIeTKM ITOYeUHBIX
KaHaJIblIeB, KJIETKY, BBICTM/IAIOIYE (a/UIONNEBDI TPYObIL.

I[TorHast HEOABYKHOCTD VI HeafleKBaTHast aKTVBHOCTDb PeCHIYEK MePLaTeIbHOTO SIIUTENVS
PecnupaTOPHOro TpaKTa IIPUBOAUT K HAPYIIECHNIO HOPMaIbHON O4YMIIaoIell PYHKIVY IbIXaTe/b-
HOJI CYICTeMBI, MOKPOTa/CeKpeT 3acTanBaeTcs, a 3aTeM MHUIMPYeTCs PasINnIHON MUKPODIOpPOIL.
DopMupyTCA peUNAMBIUPYIONIVE PeCIPATOPHbIe MH(EKINI, a BIOCIEACTBUN — XPOHNYECKUI
OpPOHXUT, XPOHMYECKMII PUHOCHHYCUT, Ha3a/IbHBIN IIOANUIO03. V3-3a IOCTOAHHOrO BOCIA/NEHNUsA
CITyXOBOJI TPYObI — HepeIKO M XPOHUYECKIIT CPEHUII OTUT CO CHIDKeHMeM cyxa [1, 2].

Yactora BcTpeyaemoctu IIIIJT or 1 Ha 2265 mo 1 Ha 40000 Hacenenus [2]. Cpenu manm-
eHTOB ¢ OpoHxoakTaszamy — 13%, cpeu OONBHBIX ¢ OOPATHBIM PACIIONIOKEHVEM BHYTPEHHUX
opranoB — 25% [2].

[Tpy4nHOI MIMAPHOI AUCKMHE3UN ABIAITCA MyTaluu B 12-Tu pasnuyHbIx reHax (DNAII,
DNAH5, NMES, DNAH11, DNAI2, DNAAF2, RSPH4A, RSPH9, DNAAFI, CCDC39, CCDC40
u DNALI).

o Hambonee vacto cunppom Kapraremepa BbI3bIBaeTcs MyTanusAMM B reHax DNAII
(2-9%) m DNAH5 (15-20%). Ten DNAIl — Z#WHEMHIIPOMEXYTOYHON memmu 1
(Dyneinintermediatechainl) — pacnonoxxen Ha xpomocome 9 B permone 9pl3.3.
Copepxut 20 5k30HOB [3].

«  Anamms ogHoro rena DNAII faet MeHee 10% 11aHCOB Ha TO, YTO MOXXHO BBIABUTD MYTalIO.

JlaHHOe K/IMHMYeCcKOoe HaO/MoieHNe YHUKAIBHO TeM, 4To B ofHou cembe ITII]I nuarnoctupo-
BaHa Cpasy y Bcex 4 cubOcoB.
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KJTMHUYECKWIA NMPUMEP 1
o O

HeBouka, 2004 roga poxxaeHns (poaynach B pecnme/IKe Wurymerns, r. Haspanb).

Brepsble noctynmia Ha o6cnefoBaHye B IylnbMoHonorndeckoe orfenenne ®IAY «HMMUIL
30OpoBbA feTeil» MuHsnpasa Poccun (nanee — Ilentp) B 2007 ropy B Bo3pacTe 3 JeT.

OcHOBHBIE >XaI00BI IIPY TOCTYIUICHNN OBUIN Ha JINTE/IbHbI B/IQXKHBII Kallle/lb, IOBTOPHBIE
ITHEBMOHMIU, 3a/I05KEHHOCTh HOCA, YaCTble OTUTBHI.

AHamHe3 60/1e3HI: C POXXJEHUA OTMeYaeTCsl OJbIIIKA B TIOKOE, 3aTPYAHEHHOEe HOCOBOE JIbIXa-
HIe, 0OM/IbHOE BA3KOE OT/ie/IIeMOe 13 Hoca U poTornoTku. Ha 4 cyTku mocie pox/jeHus Juarto-
CTMpPOBaHA ITHEBMOHA (CTaIlIOHAPHOE JIeYeHNe II0 MEeCTY >KUTEeIbCTBA).

B 1 rop >xn3HU — JIeBOCTOPOHHSSI THEBMOHUS. 3aTeM OTMEYajIiCh YacTble OPOHXUTBHI, Tpe-
Oyromye 00:A3aTeNbHOTO NPYMEHeHNA aHTHOaKTepuaabHOil Tepanuu. I1o cOBOKyITHOCTM Xano6
¥ K/IVHIYEeCKOII KapTUHBI 00/1e3HM ObUI 3a1I0/{03peH MYKOBCILI03, ITAl[eHTKa Obl/Ia HallpaBjIeHa
B LleHTp /151 anbHeliIIero 06CIeIoBaHu.

AHaMHe3 XM3HI: OT EPBOIT bepeMeHHOCTH, 6e3 0COOeHHOCTENL, POJIbI B CPOK, CAMOCTOSITE/IbHBIE.

Macca npu poxjgenun 3560 1, miHa 54 cm. [IpuBMBKM 110 MHAMBUYaJIbHOMY KaJIeH/IAPIO.
Ty6epkynesHblit ¥ ajyleproaHaMHe3 He OTATOIEHBbI.

OU3NKAJIbDHAA IMATHOCTUKA
(ITPU ITIOCTYIUVIEHUM B OTOETEHME B 2007 1.)

®usuyeckoe pasBUTHE CHIDKEHO, IUCTAaPMOHMYHO. 3aTPyJHEHHOE HOCOBOE [bIXaHMeE.
OpplllKa B IOKOe, yeumuBaeTcs mpu ¢pusmdeckoit Harpyske. SatO, — 98%. B yerkux BpicymmBa-
JINCh MHO>KeCTBEHHbIE PasHOKa/InbOepHble BIaKHble XpUIIbI (puc. 1, 2).

B otmeneHum mpoemeHO 06CTeOBaHNUe, VCKIIOYMBIIEE MYKOBMCIV/IO3: HMOTOBBIN TECT
Ha ammapate «HaHopmakT» — 23 MMO/IB/N (OTpMLIATeIbHBIN pe3ybraT, HopMa <30 MMOJIB/I).

Puc. 1. KT opraHoB rpyaoHON KNeTKMu.

dubpoaTteneKkras cpefHen 0oNN NPaBoro Puc. 2. KT npuaaTtouHbIX nasyx Hoca.
JIerkoro ¢ 6pOHX03KTa3aMM, JIOKaIbHbIN XpOoHMUYeCKnU 0BYCTOPOHHUN
nHeBMon6p0o3 C-7 npaBoro Nerkoro BEPXHEYEsIIOCTHON PUHOCUHYCUT
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CEMEWHbIV CNTYYAW CUHOPOMA NMEPBUYHOWN
LUINAPHON OUCKUHE3UU

[Io HmaHHBIM MMMYHOJIOTMYECKOTO 00C/IefoBaHMA ObIIO MCKIIOYEHO VMMYHOAe(PUINUTHOE
COCTOsIHIE.

Tpaxeo6poHXOCKONNSA: IBYCTOPOHHNII THOMHBII 9HA06ponxuT. [Ipn 6moncun snurenus cnm-
3MICTOM IBVDKEHNA LIVIJINIA He 3aperucTPUPOBAHO.

[ToceB MPOMBIBHBIX BOJ OpPOHXOB Ha (PIOPY BBIABM/I POCT LITAMMOB IeMOW/IbHOI MaTOYKN
(H. Influenzae).

\—
IIPEJIBAPUTEIBHBIV IVIATHO3

C y4eTOM HaHHBIX OOC/IeZOBaHMA OBLT
BBICTAaBJIEH [IMAarHO3: «BpOX[eHHbII IOPOK pas-
BUTKsI OPOHXOB: CHMHJPOM II€PBUYHOI LIVIN-
apHOV IVCKMHe3UM. XPOHUYECKMIT OPOHXUT.
Xpoundeckuit puHOCHHycHuT. OubpoaTenexras
CpefiHel TOV IPaBOro JIETKOTO ¢ OPOHX03KTa-
3aMu, IOKaJIbHBIN THeBMO(16po3 C-7 mpasoro
nerkoro. XpOHMYECKUI [BYCTOPOHHMII Cpel-
HUI OTUT».

OIVUHAMUKA
U ICXOTTBI

PebeHOK e)XerofHO HabIIOfAeTCsA B IY/b-
MOHOJIOTMYECKOM OTje/ieHnn. B 12 neT BuIsBIe-
Ha JIeBOCTOPOHHAA KOHJYKTUBHAs TYTOyXOCThb
I ctrenenn. C yyeToM >kano6 Ha IOBTOPHBIE SKC-
CyHaTVMBHBIE OTUTHI BBIIIOIHEHO OMHAypalTbHOE
IIYHTMPOBaHMe (B Bo3pacre 8 yier).

B nHacrosmee Bpemsa manueHTke 17,5 jerT.
dusnyeckoe pasBuUTHE HU3KOE, NVICTAPMOHUY-
Hoe. Poct cros 152 cm (3-10 mepueHTUNIb).
Bec 45 kr (Hmke 3 nepuentwia). Groymerpus:
ODB;, — 76%, ©KEJI — 77% (upu HOpM™me
nokasaresieit 80% 1 BbIIIIE).

[TpepcTaBieHbl Ty4eBble METOABI 00CIENO-
BaHuA (Bpau Kycrosa O.B.) (puc. 3, 4).

BonesHp xapakrepmsyercsi 4acTbIMU (IO
10 smm3opoB 3a rof) oboCcTpeHUsAMU OPOHXO-
neroyHoro mpouecca. C MOMeHTa IOCTAHOB-
K IMarHO3a MIOCTOSHHO TIO/Ty4aeT MHT AL
3%-HbIM TUNIEPTOHNYECKIM PACTBOPOM B Jl03€
2 MJI 2 pasa B CyTKU, MHOITA C nobasieHuEM
VHTIANNIA JOpHa3el anbda 2,5 MI B CYT-

Puc. 3. KT npuaaTtoyHbIX nasyx Hoca.
BepxHeuesnocTHble Nasyxu Cy6ToTasbHO
3anoJIHeHbl HEOAHOPOAHbIM
MArKOTKaHHbIM Cyb6CcTpaToM

Puc. 4. KT opraHoB rpyaHo# KneTku. Kn depe3 HeOymaisep (1 ammyna). Kypcamn
[1ByCTOPOHHNE BPOHXO03KTa3bl. JIOKaNbHble MPOBOAUTCS aHTUOAaKTepuaabHasA Tepamus
(U6pPO3HbIE M3MEHEHWS NTErOYHOWN TKaHU IIVPOKOTO CHEeKTpa AeiicTBMsA (aMOKCULIVIJUIVH

B S7 npaBoro nerkoro u S4,8 neBoro snerkoro 90 Mr/Kr Beca).
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C 10 et B moceBax MOKPOTBI ONpEAENANCA POCT MTaMMOB Ps. aeruginosa, B cBA3U C yeM
MPOBOAVIINCH KYPChI MHTAIALMII paCTBOPOM KO/MMCTUMETaTa HaTpyA B o3e 1 MIH 2 pa3a B CyT-
K1 4depes3 HeOynmaisep. Tepamus jana MOMOXUTEIbHBI 3G QeKT, B HACTOsIee BpeMs B ITOCEBax
MOKPOTBI POCTa IITAMMOB CYHETHOJHOI IIaJIOUKV HE BbLABJ/IAETCA.

[JanueHTKa IpuBepK€HA Ha3HAYE€HHOM Tepanuu. PeryrapHo mpoBopuTcsa KMHe3UTEpAmusd,
AbIXaTe/lbHasl TMMHACTVKA, KypCaMyl — MacCaXk IPyAHOI KieTKu. Poxnrennu BegyT fHEBHUK 60r1es-
HM C YKa3aHVeM 3MM30/[0B 000CTpeHNs U KOppeKIMell Tepanuy B CIy4ae yXyAUIeHA COCTOSHIYA.

\—
OKOHYATEJIbHBIN TUATHO3

JluarHo3 BpICTaB/IeH B Bo3pacTe 3 jieT: «BpoyX/ieHHbII HOPOK pasBUTHS OPOHXOB: CUHAPOM
NEepPBUYHON LVMIVNAPHON AMCKMHE3WM. XPOHMYECKUI OpOHXMT. [IByCTOpOHHME OPOHXOIKTa3bl.
JlokanpHble GDUOPO3HBIE M3MEHEHNS IETOYHON TKaHU B S7 MPABOTo JIETKOTro 1 S4,8 71eBOro JIerKoro.
XpOHMYECKMI PUHOCUHYCUT. XPOHUYECKNI JBYCTOPOHHMIA CPEJHUIL OTUT».

Tenemuueckoe 06cnedosarue. bpuin nccienoBaHbl TapreTHbIE 00/IACTI 9K30Ma YeToBeKa (ITaHeb
IRN 06266380001). B ax3one 69 rena HYDIN (OMIM 610812) BbisiBnieHa MyTawus c.11712del B rete-
PO3UTOTHOM COCTOSHMNM, NIPUBOAAILAA K aMUHOKIVCIOTHON 3aMeHe p. Q3905Rfs*5. MyTranusa panee
He orucaHa. B ax3one 16 rena HYDIN (OMIM 610812) BbIABIeHa HyKIeoTHAHas 3aMeHa ¢.2170A>G
B T€TEPO3UTOTHOM COCTOSIHUY, IPUBOJAIIAA K aMVHOKIUCIOTHON 3ameHe p.N724D. B sk3one 40 rena
HYDIN (OMIM 610812) BbIAB/IeHA HYK/IeOTHHAA 3aMeHa ¢.6259C>T B reTepo3UroTHOM COCTOSI-
HVM, IPUBOJASAIIAs K aMIHOKIIC/IOTHOT 3aMeHe p.R2087C. B sx3one 44 rena HYDIN (OMIM 610812)
BbIsIBJIEHAa MyTalmsA €.6892C>G B reTepO3UrOTHOM COCTOSAHUY, NPUBOAALASA K aMMHOKVCIOTHON
3ameHe p.R2298G. B sk3one 71 rena HYDIN (OMIM 610812) BblAB/IeHa HYKJICOTHAHASA 3aMeHa
c.12013A>G B reTepO3UrOTHOM COCTOSIHUM, NPUBOAAILNASA K aMUHOKMUCIOTHON 3aMeHe p.T4005A.
ITo manHBIM KOMITBIOTEpHOTO aHa/m3a (Alamut Visual, Bepcusa 2.10) maHHBIE HYK/IEOTUAHBII 3aMEHBI
MOTYT ABJIATbCA HmaroreHHbIMU. CormacHo 6ase janHbIX OMIM, myTanuu B rene HYDIN omycaHbl
y manyrenTos ¢ [TI1]] (OMIM 608647), Hac/emyeMoii 110 ay TOCOMHO-PeLieCCUBHOMY THITY.

KJIMHUYECKUN NPUMEP 2
o O

Mpnapmas cectpa, 2006 roga poxenns (popmnach B pecyonke Vurymerns, r. Haspanb).

BrepBble moctymnuia Ha 06CeoBaHe B Iy/IbMOHOJIOTMYecKoe oTaeneHye Ientpa 8 2007 rogy
B Bo3pacre 1 ropa.

OCHOBHBI€ >Ka/I00bI TPV NOCTYIVIEHNY Ha JINTE/TbHBIN BIaXKHBII Kallle/lb, HIOBTOPHbIE ITHEB-
MOHNM, 3/I0KeHHOCTb HOCA, YaCThIe OTUTBHI.

AHaMHe3 0O/Ie3HN: C POXJIeHMsA OTMEYaeTCs OfbIIIKa B IIOKOE, 3aTPYJHEHHOe HOCOBOE
IbIXaHNe, OOMIbHOE BA3KOE OTfe/nAeMOe U3 pOTOrNMOTKN. [1o JaHHBIM 0030pHOV PEHTTeHOTpaM-
MBI — JIBYCTOPOHH:AA THEBMOHMA. 3alI0f03peH MYKOBMCINA03. ITo MecTy )WTe/TbCTBa BBIIOTHEH
HOTOBBIN TecT (1o MeTony [Mb6cona-Kyka): 40 Mmonb/n (Hopma — 1o 30 MMOJIB/JI, IOTPaHIYHbIE
3HayeHMA 30-59 MMOJIB/I, TIOTIO>KUTENbHBIN pe3yabTaT — 60 MMOJIb/JI 1 BBIIIE).

AHaMHe3 XU3HI: OT BTOPOJi GepeMeHHOCTY Ha (OHe YTPO3bl IPepPbIBaHMsL; OT BTOPBIX POLOB
Ha cpoke 40 Hefennb; Macca Ipu poxxgeHnu 3680 1, anmnHa 54 cm; Ty6epKy;1e3HbH71 aHaMHe3 He OT-
rolieH: peakysa MaHTy oTpullaTenbHasA; BaKIMHALMA IO KaleH/IapIo.
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CEMEWHbIV CNTYYAW CUHOPOMA NMEPBUYHOWN
LUINAPHON OUCKUHE3UU

OU3NKAJIBHAA TMATHOCTUKA

(ITPY1 TEPBOM ITOCTYIUIEHUW B OTJE/TEHVE)

Dusuyeckoe pasBUTHE CpefiHEE, FAPMOHMYHOE. 3aTPyJHEHHOE JIbIXaHMe HOcoBoe. ONbIIKI
B 1okoe HeT. SatO, — 99%.B nerkux gpixaHme ¢ >X€CTKUMM KOMIIOHEHTOM, BBICTYIIMBAIOTCS €jy-
HIYHbIE BJIa)KHbIE XPUIIbL.

B ortpmenenun mposeneHo oOcenoBaHMe,
VICKTIOYVBILIEe MYKOBMCIVJIO3: IIOTOBBINl TeCT
Ha ammapare «HaHomakt» 28 Mmonb/n (oTpuiia-
Te/IbHO, HopMa <30 MMo7Ib/11). TakoKe 10 JaHHBIM
VIMMYHOJIOT'Y€CKOTO 00C/IeOBaHNsI MCKITIOYEHO
MMMYHORe(UINTHOEe COCTOSHNE.

ITpoBesieHa TOMOTrpaMMa OpraHOB IPYAHO
KeTku (puc. 5).

Buoncusa cnmusucroit Hoca: Ipyu BU3yann3a-
LUV TIONAMIAIOTCS eAMHUYHbIe SINTeNNaNTbHbIe
KJIeTKM C BOPCUHKaMM B OCHOBHOM 0e3 MIBM-
KEHUA ¥ eUHNYHBbIE KJIeTKM C BOPCUHKaAMMU
C HU3KOJ1 MHTEHCUBHOCTDBIO Y aMIUINTY/OV IBU-
JKEHUS.

[ToceB acmmpaTa BEepXHUX [bIXaTETbHBIX
myTeit — HopMasibHasA ¢ropa.

\—
IIPEIBAPUTEIBHBIN TVIATHO3

C yueToM JJaHHBIX 00C/Ie[OBaHV OBbUI BBICTAB/IEH AMATrHO3: « BpOX/IeHHBII TOPOK pasBUTHA
OponxoB. CMHAPOM IIepBUYHON LVINAPHON AUCKMHe3uM. XpoHudeckuit 6ponxutr. ®ubpos S7
HIDKHET JTO/IM IIPaBOro IETKOT0. AeHOUUT. AfleHOUbI 2 CT.»

Puc. 5. KT opraHoB rpyaHOM KNeTKMW.
DunbpPO3HbIE U3MEHEHUS JIEFTOYHOW TKaHU
B NPOEKUUMN 7-ro cerMeHTa HMXXHeN Jou

NpaBoro JIerkoro

OUHAMUIKA U ICXOIIBI

JlviarHo3 BhICTaBJIeH B Bo3pacTe 1 rox 3 MecAla. Pe6eHOK exxerofHO HabMogaeTcs B My/IbMO-
HOJIOTMYECKOM OTZE/NeHNN. DIN304bl 000CTPEeHNs, II0 CPABHEHNUIO CO CTapIIell CeCTpO, PUKCH-
PYIOTCA pexe.

ITocrossHHO mony4aeT MHranAuuu 3% TIUINEPTOHNMYECKMM PacTBOPOM B J03€ 2 MJI 2 pasa
B CYTKJ, MYKOJIMTUKM, MHOT/IA aHTMOMOTUKM IIMPOKOTO CIIeKTpa AeiicTBUA (aMOKCHUIIVIINH/K/Ia-
By/UIaHaT B jo3e 90 Mr Ha KT Beca peOeHKa).

B moceBax MOKpOTBI MHOIZIA OmpepensaeTcs BoiceB H. inluenzae, B 0CHOBHOM, Ipeobajjaer
St. aureus.

Ceruac pebenky 16 net. Pusnmyeckoe pa3BuTHe CpefHee, rapMoHNYHOe. ProymMeTpus: IoKa-
satemn OPB, n ®XKEJI — 6omee 80%, 4TO COOTBETCTBYET HOpPME.

C y4eToM NOBTOPHBIX 9KCCYAATMBHBIX OTUTOB BBIIIOJTHEHO OMHAypa/ibHOE LIYHTHMPOBAHMUE
B Bospacre 10 ser.

ITo maHHBIM ayAMOrPaMMBI, BBIABIIEHO CHIDKEHME CIyXa ceBa (AaHBapb 2022 I.).

KT opraHoB rpyfHOI KJIeTK) ¥ IPUJATOYHBIX ITa3yX HOCA IIPefiCTaB/IeHbl Ha puc. 6 u 7 (Bpad
Kycrosa O.B.).
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bonesHb xapakrepusyerca pegkumu (Jo
2-3 3mm30710B 3a Tof1) 060CTpeHNsAMU OPOHXO-
neroyHoro mpouecca. C MOMEHTa IOCTaHOB-
KJ [IaTHO3a IIOCTOAHHO IIO/Ty4YaeT MHTaIALNN
3%-HbIM TUIIEPTOHNYECKUM PacTBOPOM B J103€
2 M1 2 pasa B CcyTKu. Kypcammu npoBopmrcA
aHTMOaKTepyaIbHasl Tepamys MUPOKOTO CIIeK-
Tpa geiicTBuA (aMoKcuIUIINH 90 MI/KT Beca).

[TanyeHT mpuBep>KeH Ha3HAYEHHON Tepa-
nuu. PerynapHO BBINONHAET KMHE3UTEPAINIO
Y MacCCaX IPyJHON KIeTKu Kypcamu. Popurenn
BeJIyT [JHEBHUK 60JIe3HM C YKa3aHUeM 3MU30/0B
000CTpeHNs ¥ KOppeKIVeil Tepanmnu B Caydae
YXYZALIEHUs COCTOSHUA.

\
OKOHYATEJIBHBIN

IVATHO3

OKOHuaTe/NbHBIN KIMHUYECKUIT [MaTHO3
ObII BBICTAaBJIEH B Bo3pacTe 1 roma 2 Mecs-
1eB: «BpoX/ieHHbIT TOPOK pa3BUTHsI OPOHXOB.
CHHpOM NEePBUYHON UUIMAPHON JUCKUHE3UN.
Xpoundeckuit 6ponxut. JlokampHsiit ¢Hubpos
S7 HuKHeN fonu cnpaBa. XpOHNYECKNII PUHO-
CUHYCUT. JIeBOCTOPOHHAA KOHJYKTUBHAA TYTO-
yxocth I cremeHm, crnpaBa — HOpMa ciayxa
C KOHJYKTVBHBIM KOMIIOHEHTOM>».

KITMHUYECKWWA NMPUMEP 3
o O

Munapmnit 6part, 2011 ropa po>xaeHus.

BriepBble mocTymmn Ha oO6cnmefoBaHue
B IIYIbMOHOJIOTMYECKOE oOTheneHue lleHTpa
B Bo3pacrTe 2 rofia 7 MecA1eB. OCHOBHBIE JKaJIo-
ObI TPV ITOCTYIJICHNY Ha PEAKNIT MaJIONIPOAYK-
TUBHBIN Kallle/b, 3a/10)KEHHOCTh HOCA.

Puc. 6. KT npugaTouHbiX na3syx Hoca. lpaBas
BepXHeYesloCTHas nasyxa cyoTotanbHoO
3anoJjiIHeHa HeOAHOPOAHBIM MAFKOTKaHHbIM
cybcTpaTtoM. B neBon BepxHeYentoCTHOM
nasyxe oTMeyvyaeTcsl NPUCTEHOYHOE YTOJILLEeHNe
C/IN3UCTON 0BOSIOUKM

Puc. 7. KT opraHoB rpyaHoun Knetku. lNpusHaku
XPOHMWYECKOro 6poHxuTa. JIoKasnbHble
U6pPO3HbIE U3MEHEHWS NNErOYHOW TKAHU
Ha YpOBHe S7 HMXXHEW JoNM crnpasa

AHamHe3 00/1e3HM: HaCTIeICTBEHHOCTDb OTATOIeHa (y ABYX CTapLIMX CecTep IOfTBep)K/eHa
nepBUYHAs IVIMapHas UCKHe3us1). YacTeie OpOHXUTHI 6eCIIOKOAT pebeHka ¢ 1 MecsIa.
AnaMHe3 XU3HM: OT TpeTbeil OepeMeHHOCTU 6e3 0COOEHHOCTell, TPeThUX POLOB B CPOK.

Macca npu poxpennn 3750 1, inuHa 56 cm.

Ty6epKynesHblil aHaMHe3 He OTATOLIEH: peakius MaHTy oTpunarenpHas. BakumHanus

I10 KaJIeHaapio.
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CEMEWHbIV CNTYYAW CUHOPOMA NMEPBUYHOWN
LUINAPHON OUCKUHE3UU

Pusuyeckoe pasBUTHE CpPelHEE, TapMoO-
HUYHOEe. 3aTpyJHEHHOE HOCOBOE [bIXaHME.
Oppiiky B nokoe HeT. SatO, — 99%.

B nerkmx ppixaHue ¢ KeCTKMM KOMIIOHEH-
TOM, BBICTYIIMBAKOTCA €NVHUYHbIE BJIa’KHbIE
XPUIIBL

BbInomHeH NOTOBBI TecT 0 MeToxy [M6CcoH-
Kyka — 22 mmonb/n (Hopma — 1o 30 MMOTIB/TI,
norpaHnyYHele 3Ha4eHusa 30-59 Mmosnb/i, nosno-
JKUTEJIbHBIN pe3yabraT — 60 MMOJIb/JI 1 BBILIE).
Taxoke 1o JTaHHBIM MMMYHOJIOTYECKOTO 06cIe-
JIOBaHNMA MCKIOYEHO MMMYHoOAepUUNUTHOE
COCTOSAHME.

BoimonHeHa peHTreHorpamMma OpraHoB
TPYIHOII KJI€TKY, BBLABUBINASA OPOHXUTIYECKIE
usMeHeHus (puc. 8).

Beinonsena 6uoncys suutenusa (Hoc): 2/3 BOpcHOK 6e3 IBVDKeHui, y 1/3 BOpCMHOK Bsnmoe
IBVDKEHNE.

\—
IIPEJBAPUTE/ILHBIN MTUATHO3

«Bpox/ieHHBIIT TOpOK pasBUTHA OpOHXOB: CHHAPOM IEePBUYHOI LV/IMAPHOI JYICKUHE3NN.
Xponndeckuit 6poHXnT. XpOHNYECKIUIT PUHOCUHYCHUT».

Puc. 8. PeHTreHorpamma opraHos
rPYAHON KNETKU

OIUHAMUKA U ICXOTIbI

JlMarHO3 BBICTABJIEH B BO3pacTe 2 rofa 7 MecslleB. B fanpHelneM ocjie IoCTaHOBKHY JUAarHO-
3a He0OXOIMMOCTY B CTAIlMIOHAPHOM JIedeHuu He O6b110. O60CcTpeHns 60/e3HN pefikue, He Tpeby-
IOIIVe TOCTINTAMN3AnNN. DIM30/1bI 000CTPeHNA OPOHXOIETOYHOTO Ipolecca PUKCUPYIOTCA pexe
10 CPAaBHEHMIO CO CTAPIINMM CECTPaMI.

ITocToAHHO MOTyYaeT MHTAMAUY 3%-HbIM TUIIEPTOHNYECKIM PACTBOPOM B Jlo3e 2 MJI 2 pasa
B CYTKU, IIpM 00OCTPEHMM aHTMOMOTMKM MIMPOKOTO CHEeKTpa AeicTBuA (aMOKCHMIMIIMH 90 Mr
Ha KT Beca).

OTmeyaeTcs yHOBIETBOPUTENbHASA MPUBEP)KEHHOCTh HA3HAYEHHOI Tepammu. 3aHMMAeTcs
KIHe3WTepanyell ¥ CIIOPTUBHBIMMI YIPXHEeHMAMNI. Pogytenn BegyT fHEBHUK 60/Ie3HM C YKa3aHM-
€M SIM300B 000CTPEHN M KOPPEKIVell Tepalli B CIy4ae YXyALIeHN COCTOSHMA.

\—
OKOHYATEJIbHBIV IVIATHO3

«BpoxxeHHbIT TOPOK pa3BuTUA OpoHXOB. CMHPOM NEpBUYHON LVIMAPHON JVICKMHE3VN.
XpoHnueckuit 6poHXUT. XpOHNIECKUIT PUHOCUHYCUT».
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KJIMHUYECKUN NPUMEP 4
® O

Mnapmas cectpa, 2014 roga poxnenu.

Briepsble mocTynmia Ha 06CIejoBaHIe B IIyJIbMOHOIOIMYecKoe oTaeneHne LleHTpa B Bo3pac-
Te 1 Mecsaa. OCHOBHBIE 5KaI0OBI TPV IMOCTYIUICHNN HAa IIYMHOE «XpallAllee» HOCOBOE IbIXaHIe.

AHaMHe3 60/1e3HM: HAaCIeICTBEHHOCTD OTATOlIeHa (Y IBYX CTapIINX cecTep U cTapluero bpara
IO/ TBEPK/IeHa TIePBUYHAA IMIMAPHAsA OMCKMHe3uA). B poagome [uarHOCTMpOBaHa TPAHCIIO3M-
L/l BHYTPEHHMX OPraHOB.

AHnaMHes X13HMI: OT 4-11 6epeMeHHOCTH, Macca 3580 1, mnnHa 54 cM. Ty6epKyesHblit aHaMHe3
He OTATOLIEeH: peakuua MaHTy oTpuiaTenbHad. Baknuuanmsa 1o KajieHmapro

OU3NKAJIBHAA JMATHOCTVIKA

dusndeckoe pasBUTHUA CpefHEe, TapMoO-
HuyHoe. Macca 3600 1, mmmHa 54 cm. HocoBoe
ObIXaHMe 3aTPyJHEHO, HOYbIO «XPaIlNT», CO
C7I0B MaMbl. AYCKY/IbTaTUBHO JIbIXaHMe C XKeCT-
K/M OTTEHKOM, XPUIIbI He BBIC/TYLIMBAIOTCA.
Kamenp penxnit, cyxoii. OfibIIIKM B IIOKOE HET.
SatO, — 99%.

ITIo pganHbIM o6cienoBanma: IOxoKI —
neBoCcHOPMUPOBAHHOE TMPABOPACIIONOKEHHOE
cepaue. JlapMHroTpaxeanbHBIl acIMpaT BBIA-
BII POCT IITAMMOB 30/I0TUCTOTO CTahUIOKOK-
Ka (S. aureus).

Ilo KT OI'K otmevaetcs situs inversus
C HOHBIM OOpPAaTHBIM PacIONIOXKEHMEM Tpaxe-
OOpOHXMAJIBHOTO JiepeBa. BpOHXM YTOJIIeHBI,
IpU3HAKM MyKocTasa (puc. 9).

)

I R

IIPEJIBAPUTEJIbHBIN
IUATHO3

«BpokfIeHHbIIT MOPOK pa3BUTUA OPOHXOB:
cunapom Kaprarenepa, OpOHXNUT, pUHOCHHYCUT».

Puc. 9. PeHTreHorpamMma opraHoB
rPyOoHON KNeTKu

OVMHAMUKA N MCXO/1bl

JlMarHO3 BBICTaBJIEH B BO3pacTe 1 mMecAL,.

B pmanbHeiimeM IIOCTe IIOCTAHOBKM [MarHosa CTAl[MOHApHOE Jie4eHNe He IOoJIydalla.
O6ocTpenus 60e3HN peKme, He TpeOyIolIye TOCIITaTN3aIVN.

B 2 ropa 3 MmecsIia 1o JaHHBIM JTy4YeBBIX METOJOB 00C/IeJOBAaHNS IIpaBasi BEPXHEUETIOCTHAS
Iasyxa TOTaJIbHO 3aIlOJTHeHa MATKOTKAHHBIM CyOCTpaTOM. AJIeHOUAIBI 3 CTEIeHN.
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CEMEWHbIV CNTYYAW CUHOPOMA NMEPBUYHOWN
LUINAPHON OUCKUHE3UU

B 3 ropa BoIAAB/IEHA IPAaBOCTOPOHHAA KOHYKTUBHAA TYTOYXOCTD, IIPOBENEHO UIYHTPOBAHME.

Snu3o7pl 060cTpeHNs GUKCUPYIOTCA peke [0 CPaBHEHMIO CO CTAPIINMU CeCTPaMM.

IIocTtosaHHO mony4aeT MHranAuuu 3%-HbIM TMIIEPTOHMYECKMM pPacTBOPOM B [o03e 2 MII
2 pasa B CyTKU, Ipy 000CTPeHNN — aHTUOMOTHKY IIMPOKOTO CIIeKTpa AecTBYA (aMOKCULIVUIVH
90 mr/kr Beca). OTMedaeTcsA YHOBIETBOPUTETbHAA IPMBEP>KEHHOCTb HA3HAYEHHOJ Tepalm.
Popureny BenyT mHeBHUK 06O/NIe3HNU ¢ yKa3aHMEM 3MM300B 00OCTPEHNs M KOppeKIyeil Tepanuu
B C/Iy4ae yXyJIIeHNA COCTOAHMA.

\—
OKOHYATE/JIbHBIN TMIATHO3

«BpoxxieHHBIIT TOpOK pas3Butus 6ponxos: Cunzppom Kaprarenepa. XpoHudeckuit OpOHXUT.
XpoHNYeCcKuii pUHOCUHYCUT. [IByCTOPOHHAA TYTOYyXOCTb.
Ha pnc. 10 npencTaBneHo ceMellHOE TeHeajloTN4ecKoe Jepeso.

Orer Marbp
47 net 45 net
310poBa 310poBa

17,5 net 16 et 11 et 8 et
Cunpgpom Cungpom Cunpgpom Cungpom
IIepBNYHON IIepBUYHON HEPBUYHON 3uBepTa-
LVJIVIAPHON L VIMAPHOI LVIMAPHON KapTtarenepa
OVCKMHE3UMW | OUCKMHE3UU | DUCKUHE3UU
Taxenoe Taxenoe Teuenne Jlerkoe
TedeHue TeyeHue cpenHent TedeHue

TSDKECTU
Puc. 10 CeMeitHOe reHeanornyeckoe gepeso
W
ITPOTHO3

OmnpepenstomyMy GakToOpaMy SB/ISAIOTCS CBOEBpeMEHHOE YCTAaHOBJIEHVE AMArHo3a M afiek-
BaTHas Tepamnus. [IporHos 3aBUCUT OT 00beMa U XapaKTepa IMOpaXKeHNs JIETKMUX 1, KaK IIPaBuUIo,
IpY HPaBIIBHOM CUCTEMAaTMYEeCKOM JIEYEHUV VI PETY/IAPHOM INPOBEIECHNUN peabMINTaIlIOHHBIX
MepOTPUSATIUI OTHOCUTETBHO O/IarONPUSTHBIIL.

[l B3pOC/IBIX MALMEHTOB MY)KCKOTO IIOJIa XapaKTepHa CHIVDKEHHas (PepTUIbHOCTb BCIIEf-
CTBME HEOCTATOYHOCTY (OTCYTCTBM) MOABIDKHOCTU criepMaTo3ousioB. JKeHiuHbI MoryT 0671a-
[aTb HOPMAJIbHOI PePTUIBHOCTBIO, OFTHAKO B HEKOTOPBIX C/TYYasiX CIIOCOOHOCTD K e TOPOXK/IEHNUIO
CHVDKEHA, TPV 9TOM BEPOATHOCTD Pa3BUTVIS BHEMAaTOYHOI OepeMeHHOCTH, IO CPABHEHWIO CO Cpefi-
HYIMM 3HAQUeHVSIMM B TIONY/IALMY, 60/Iee BBICOKA.
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OBCYXAEHUE

[TII]] OTHOCAT K TpyIIle NVIMONaTuil — 3a00/IeBaHMil, B OCHOBE KOTOPBIX JI)KUT IeHeTnde-
CKM JIeTepPMMHUPOBAHHBII TeeKT CTpOeHMs aKCOHEMBI pecHIYeK 1/vmm XTyTukos [1]. Kinetku,
VIMEIOIIVIe PEeCHUYKY WM aHAJOTMYHble CTPYKTYPBI, OOHApPY)XMBAIOTCS BO MHOTMX CHCTeMax
OpraHM3Ma: peCHMYKM y4acCTBYIOT B MyKOLVM/IMAPHOM KIIMPEHCE, IBVOKEHUM TraMeT, IepeMeleHIn
CIIMHHOMOSTOBOW JKMIKOCTY, CEHCOPHOI peLenuny, QYHKIVOHMPOBAHUM ITOYEYHOTO SIUTe-
s [4]. TIL]] cBsA3aHa ¢ aHOMaMVMAMM IIOJIOKEHNS BHYTPEHHMX OPTaHOB IPYHON ¥ OPIOIIHON
II0JIOCTY, RHOMA/IbHOI ITOABVDKHOCTBIO CIIEpPMAaTO30M/I0B U aHOMAJIbHOIL CTPYKTYPOIL 1 PyHKIIMe
PeCHMYEK MEPLIATEIbHOTO SMUTENNA PECIMPATOPHOTO TPAKTA, KOTOPbIe IPUBOLAT K HapYLICHIIO
MYKOLIVIMAPHOTO K/IMPEHCA, CIIOCOOCTBYIONIET0 Pa3MHOXEHIIO OGaKTepuil B IbIXaTe/IbHbIX MY TAX,
YTO BBI3bIBAET XPOHMYECKOE BOCIIAJIEHIIE HAa IPOTXKEHNY BCETO PECIIMPATOPHOrO TPAKTA, a TAKKE
HopaKeHMe omocTel cpegHero yxa. Y ymui ¢ 111 HabnrogaeTcs pecniupaTOpHBIN AUCTPeCcC B MIa-
JEeHYEeCTBE, Kallle/Ib M BbIfleTIeH) e MOKPOTBI ¢ peAVBUAPYIOLIIMY ITHEBMOHMAMNI, KOTOPbIE MOTYT
IporpeccupoBarh 10 GOpMUPOBAHMS OPOHXOIKTA30B.
[T — penkoe 3aboneBanme (ORPHA 244; 98861). Ero wacrora cocrasiaser ot 1:10000
mo 1:40000 popmBimxcs >xuBbiMu [2]. Illnpokas BapnaGebHOCTD YaCTOTHI B PA3/IMYHbIX MCCTIe-
[OBAaHMAX OOYC/IOB/IEHA KaK Pa3IMIMsAMU B KPUTEPUSX AMATHOCTUKM, TAK ¥ IOMY/ISALMOHHBIMM
ocobeHHOCTAMN (reorpaduyeckoii oKanM3alyeil pasINIHbIX BUIOB MYTalLMii, YaCTOTON KpPOB-
HOPOZCTBEHHBIX OpakoB u T.Ji.). Cpemyu CTpaH eBpOIIEVICKOTO pervioHa camas BBICOKas pacHpo-
cTpaneHHOCTh Ha Kumpe 1:9000, a camas Huskas — B dctoHun u bonrapum, 1:60000 pereit [2].
Bmecte ¢ Tem, cremyeT NPUMHATD BO BHMMaHUe, 4TO guarHocTuka IIII/] Hepenko cyliecTBEHHO
3anasgpiBaeT. Cpeny fieTell ¢ peKyPPEeHTHBIMM BOCIIAIATENbHBIMY 3a00/IeBaHUAMY OpPOHXOIIE-
TOYHON cKcTeMBbl 5,6% coctapysioT 6onbHble ¢ [TII]T [5]; cpeny manyeHTOB ¢ OPOHXO9KTa3aMu
[T BeraBnsiercs y 13%. Ha ocHoBanym o6cnenoBanms HaceneHus CIIA ¢ menbio BBIABIEHNSA
00OpPaTHOTO PACIIONIO>KEHN A BHYTPEHHUX OPTaHOB U OPOHX09KTAa30B, IPEIIOIaraeTcs, 4To YacToTa
ITIJT cocrasnser 1 Ha 10000-20 000 poxeHHbIX meteit [6]. B 40-50% cnydaes I111]] Habmopaet-
cs1 06paTHOe pacIojoXKeHNe BHYTPEHHUX OPTaHOB (situs viscerum inversus) VI U30NMMPOBaHHAS
IeKCTpaKapays, B COYETAaHUM C IOpaKeH)eM OpPOHXOJIETOYHOI CUCTEMBI, KOTOpas IMOIy4niIa
HasBaHue cuHapoM Kaprarenepa (CK). Ero pacipoctpanenHocts coctasiser 1:30000-1:60 000.
B mpencTaBieHHOM KIMHMYECKOM Clydae [aHO OINJCaHMe JUATHOCTUYECKOTO U J1e4eOHOro
noznxopa K BefeHuto 4 mereii ¢ I111]] B ogHoit cembe (puc. 10).
B Hacrosmiee BpeMs HeT eIMHOTO MeTOfa — «30JI0TOTO» CTaHpapTa auarHoctuky IIIII.
JIMarHO3 yCTaHABIMBAETCA HAa OCHOBAHUM XapaKTEPHOI KIMHMYECKON KapTUHBI B COYETAaHNUU
C pe3yJbTaTaMy CIelMa/JbHBIX VccIenoBanuii [7]. ONTUMaIbHbIA alTOPUTM AUATHOCTYKY OCTa-
eTCsl IPEeIMETOM JVICKyccui [8].
ITpu ycTaHOBNIEHNM JMaTHO3a YYUTHIBAIOTCA:
o XapaKTepHble IaHHbIe aHAMHe3a U KIVHIYeCcKas KapTuHa (CM. BBILIE);
o pe3yabTaThl CKPMHUHTA — JCCIefoBaHMe YpoBHA okcupaa aszora (NO) B BbIpIXxaeMOM
HasaJbHOM Bo3jyxe (y 6onpinHcTBa manyenTos ¢ ITI]] oH cHyKeH);

¢ QHAJIM3 YaCTOTHI M IIATTEPHA OMEHNUs peCHMYEK B OMONTaTe U3 TOJIOCTY Hoca MIu OpoHxa
C IIOMOIBIO CBETOBOV MUKPOCKOIIN;

o 9JIEKTPOHHAs MUKpocKomusA (0OHapy>keHMe aHOMa/Inil CTPOEHMs PeCHIYeK B 6uomnrare
C/TU3KCTOI 000/TOUKM HOCa WK OpOHXA);

o pe3ynbTaThl MeJVMKO-TeHeTMYeCKOro obOcieoBaHusA (aHaaU3 pPOJOCTIOBHOMN, HaHHbBIE
MOJIEKY/ISIPHO-T€HETUYeCKOTO MCCTIeJOBaHNs T€HOB, CBsA3aHHBIX ¢ pasputueM I1I1]T).
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CEMEWHbIV CNTYYAW CUHOPOMA NEPBUYHOWN
LUINAPHON OUCKUHE3UU

B npepicTaB/IeHHOM K/IMHMYECKOM CTy4ae OKOHYATe/IbHBII JYarHo3 OblT BBICTaB/IeH Ha OCHO-
BaHIM aHAMHe3a, )Kano0, KIMHNYECKO KapTUHBI 00/Ie3HN 1 aHa/lM3a 4acTOThI U MaTTepHa Oue-
HUSI peCHMYEK B OMornTaTe U3 IMOIOCTY HOCA WM OpOHXa C IMOMOIIBI0 CBETOBOI MUKPOCKOIIVIA.
ViccnenoBanue ypoBHsa okcupa azora (NO) B BpIAbIXaeMOM Ha3aJbHOM BO3JIyXe, a TaKXKe 9/IeK-
TPOHHYI0O MUKPOCKOIIMIO BBIIIOJTHUTb He YAAJ0Ch IO TeXHMYECKUM NpuyMHaM. AHanau3 More-
KY/ISIPHO-TEHETMYEeCKOTO JCCIIeJOBaHNsI T€HOB, CBsI3aHHBbIX C pasButyeM [III]I, 6bUT BBIITOTHEH
cTapuieMy pe6eHKY U IIOTHOCTBIO IOATBEPAVII AVAarHO3.

Bcem manuenrtam ¢ ITII]T (3a mckmoyeHMeM MMeEMOIMX MEOVMIIMHCKNE ITPOTUBOIOKA3aHNA)
PEKOMEeH/I0OBaHO IPOBeJleHNe aKTUBHOM MYKOIUTIYECKON Tepanuy C 1e/1bl0 YMeHbIIeHNA BA3KO-
CTM MOKPOTHI U O0erdeHus ee 9Bakyauun [9]. B k1mHu4eckoit mpakTuke i MyKOTUTUYECKO
Tepaluy MUCIONb3YITCA 3-7%-Hblil TMIEPTOHNYECKNUII pacTBOpP HATpus X/IOpKUJa B KadecTBe
MoHoTepanvy u/umm ¢ 0,1% HaTpueM I'MaaypoOHaTOM VMHIAJIALVOHHO Yepe3 HeOyrmaiizep Mo 5 M1
2 pasa B ieHb. JTO y/Iy4lIaeT KIMPEHC AbIXaTebHbIX IyTeil 1 sAB/IsgeTCs 0a3MCHOM MYKOIUTHYe-
CKOJI Tepammer ¢ ObICTPBIM MYKOMUTINYECKUM 3 PeKToM. 2-3%-HbIN TUIIePTOHNYECKUIT PacTBOP
HaTpUA XJIOPMJA TAKXKe MOXKET IPUMEHATbCS, 0COOEHHO y JleTell MIa/jIero BO3pacTa, MallyieHTOB
CTaplIIero MOKOIEHN U IJI Ha3a/lbHOTOo Ayma [9].

B T0 Xe BpeMs MMEIOTCs OT/e/IbHbIe PAOOThI, B KOTOPBIX TTOKa3aHa 9(pPeKTUBHOCTD VHTAIA-
TOPHOTO IpUMeHeHVs fopHasbl anbda [10]. [Jo3upoBKM aHATOTMYHBI Ha3HAYaeMbIM HalMieHTaM
C KNUCTO3HBIM (uOpo3oM (MYKOBUCLMZO30M). [IINTENbHOCTDb Tepaluy OIpeRenseTcs WHU-
BUJYa/IbHO.

[Ipn obocTpeHNMy XpOHMYIECKOTO OPOHXOJIETOYHOIO IIpoljecca PeKOMEHyeTCsl Ha3HaueHle
aHTUOAKTEepPMa/TbHBIX IIPENapaToB B COOTBETCTBUYU C YYBCTBUTETBHOCTHIO BBIIEIEHHON MMKPO-
¢moper [11]. ITokazano, yro npu IIIIJ Hambomee XxapakTepHbIMM BO3OYAUTENAMM MHDEKIVIOH-
Horo mporecca AT Haemophilus influenzae n Streptococcus pneumoniae, pexxe Moraxella
catarrhalis, Staphylococcus aureus. Pseudomonas aeruginosa y pfereil BbICeBaeTCA PelKO, OTHAKO
C BO3PAacTOM 3HaYeHMe 3TOro naroreHa y 6onpHbIx ¢ I1I1]] mocTeneHHo Bo3pacTaet, 4TO ¥ OBIIIO
II0Ka3aHO y OIHOTO pebeHKa B TaHHOIT ceMbe [3].

[IpenapaTbl B COOTBETCTBMUU C YYBCTBUTEIBHOCTBIO BBIIE/ICHHOV MUKPOQIOpH Ha3Haya-
I0T B MaKCMMAa/IbHO JOMYCTUMBIX (I JAHHOTO BO3PACTa) J03aX ¥ MCIIONb3YIOT MapeHTepaTbHO
VIV BHYTPD (B 3aBUCMMOCTY OT COCTOSIHVISA MAL[MIeHTa), TAK)Ke VCIIOIb3YeTC sl CTYIIeHYAThI MeTO
BBefieHMA. [IIMTeIbHOCTD Kypca nedenusa oT 2 fo 3 Hefienb. IIpu BoiceBe P. aeruginosa tepanus
IPOBOJUTCS AHAIOTMYHO IPOTOKOJIAM JIeYeHVS OOTBbHBIX MYKOBYCIIVIIO30M.

ViccnemoBaHuil MCIIONb30BAHMS MHTASIIMOHHBIX aHTHOMOTUKOB 11pu [11]]] He mpoBOAMIOCH.
OpHako, skcTpanonupys onblT MB 1o uckopenenuio P. aeruginosa, Ipy IepBbIX NPU3HAKAX ee
pocTa crefyeT pacCMOTPeTh BO3MOXKHOCTD IPYIMEHEHNS MHT/IAIMOHHOr0 TobpammnyHa (300 mr
Jepe3 Hebyraiidep /iBa pasa B JleHb) B TedeHMe 28 nHeit [12].

B 1es1oM peTpocnekTMBHOE VICCTIeiOBaHNe SpaauKaLuy P, aeruginosa y manueHToB ¢ OpoHXO-
aKTazamy 6e3 MB, BK/IOYas OIeHKY HECKOIbKMX METO[IOB 3PaAMKALMOHHOI Tepamuu (B/B Ipo-
TUBOMUKPOOHBIE IIpenapaTsl, B/B IUIIOC IepOpanbHble IPOTUBOMUKPOOHBIE Mperaparsl U Hepo-
pasibHBIe IUTIOC HeOyIM3MpOBaHHbIE MPOTMBOMUKPOOHBIE IperapaTsl) IPOJEMOHCTPUPOBATIO
YCIEIIHYIO TepBOHAYA/IbHYIO0 9paguKanyio y 80% IaIeHToB, ¢ IOBTOPHBIM MH(UIMPOBAaHIEM —
y 11 u3 24 nanueHToB (B TeyeHMe B CpefiHeM 6 Mecsles) [13].

JMarHocTUYecKMit ¥ TepaneBTUYECKMII IOAXO/bl K BeNEeHNUIO IAllVIeHTOB, IpefCTaB/IeHHbIe
B IAHHOM CJ/Iy4ae, COOTBETCTBYIOT U3JIOKEHHOMY B KIMHMYECKIX PEKOMEHJAIMAX M0 NePBUYHOI
LUIMAPHON [UCKMHe3un [14].
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3AKJIIOUEHUE

Takyum 06pa3oM, ZaHHBI KIMHUYECKNIT CITydail AMAarHOCTUKIA TIePBUYHON LVIMApHOI Jyic-
KIHe3UN y 4 IeTell B OBHOI CeMbe ABIAETCA PENKNM, paHee He IIPENCTABIEHHBIM B OT€Y€CTBEHHO
mureparype. [TokasaHo, YTO OCHOBHOJ NPUYMHON OONE3HM SABJIAETCSA IOpPaXKeHUe INOABJDKHBIX
CTPYKTYpP K/IETOK (PeCHMYKM M XXTYTUKM). 3a00eBaHMe OTINYAeTCA Te€HeTUYeCKON IeTepOreH-
HocThio. Hambornee yacto 3aboneBaHyue 0OYCIOBIEHO OTCYTCTBUMEM WM AedeKTaMyu CTpOeHMs
BHYTPEHHIUX U HAPY>KHBIX [IUHEMHOBBIX Py4YeK B CTPYKType PeCHUYEK U )KTYTUKOB. [IMarHocTuka
JaHHOTO 3a00J/IeBaHNA HOCTATOYHO CIOKHA 1 TpebyeT mposefeHMs audQepeHIanbHOI auar-
HOCTVIKYM C BPOXKI€HHBIMM HOPOKAaMU pa3BUTUA OPOHXOIETOYHON CUCTeMbI, MyKOBUCLIMTO30M,
VMMMYHO[IepMIIMTHBIM COCTOSIHMEM B IIepBYIO o4epenb. TepameBTmdyeckue IOAXOABI UMEIOT DAL
OorpaHMYeHuit (B YaCTHOCTM, B IIPUMEHEHUN MIOPHAa3bI-aNb(bl, MHIAMALVOHHBIX AHTUCHHE-
THOVHBIX IIPeIapaToB, YTO TpebyeT IepecMoTpa TeKyIlell Bepcuy KIMHUYECKUX PeKOMEHAAIN
10 JJaHHOMY 3a00JIeBaHUIO Y JieTell).
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CWUHOPOM AJIbCTPEMA

CUHOPOM ANNIbCTPEMA

E.H. bacapruna, O.II. JKaposa, JI.A. IangaeBa, O.b. KongakoBa

OBOCHOBAHME

Cunpgpom Anbcrpéma (OMIM 203800) — penkoe MOHOTeHHOe 3abojieBaHMe W3 TPYIIIBI
LVIMOIATUIA, BBI3BIBAETCA MyTauuMAMM B reHe ALMSI n XxapaKTepusyeTcs ayTOCOMHO-PeLeCCUB-
HBIM XapakTepoM HacjemoBaHus [1]. bomesHp, kak mpasuio, MaHnudecTupyeT B MIaJeHIeCKOM
BO3pacTe ¥ XapaKTepu3yeTcs IIOPaKeHMeM MHOIMX OPraHOB, BK/IIOYas PAHHIOW JUCTPODUIO
CeTYaTKM U C/IeTIOTY, HOTEPI0 C/IyXa, CaXapHblil AuabeT 2 THUIA, OKMPEHUe, TOPaKeHNe Cephlla,
noyek ¥ IedeHu. TouHass pacIpOCTPAaHEHHOCTb CHMHApoMa AJbCTpéMa HeM3BecTHa (IIpMMeEpPHO
1-2 Ha | MWUIMOH 4Ye/IOBeK), OKMaeMas IIPOO/DKUTENIbHOCTD JKM3HU PelKo IpeBbiiaeT 50 et
[2, 3]. VI3-3a WIMPOKOTrO CIeKTpa CMMIITOMOB ¥ Pa3/IMYHOI MX BBIPAKEHHOCTV YacTO CUHAPOM
AnbcTpéMa IMAarHOCTUPYETCS NMILD B IO3/JHEM IETCKOM BO3pacTe, KOIZla KIMHIYeCKMe IPOsBIIe-
HVS CTAaHOBATCA 60jIee OueBUAHBIMU [4]. B oTeyecTBEHHOI MMTepaType ONMCAHBI INIIb 3 CTydas
JaHHOTO 3a00JIeBaHVIA Y JieTell, AMarHOCTYPOBaHHbIe B Bo3pacTe oT 8,5 o 17 net [5, 6]. B ®TAY
«HMMUII 3nopoBbs meteit» Munsgpasa Poccun (manee — IlenTp) 3a mepuop ¢ 2016 no 2021 rog
CHHAPOM AJBCTpEMaA OMArHOCTUPOBAH y 5 meteit [7]. OnucbiBaeMblil KIMHIYECKNIT CITyqail YHU-
KaJIeH paHHell Bepudukayeir I1uar1osa.

KJTMHUYECKWUIA NMPUMEP

“' OIIALIMEHTE

JleBouka, 3 MecsIla, BIIepBble TOCINUTAMM3MPOBaHA B KapAuonornyeckoe otaenenne Ilenrpa
24.03.2020 r. PebeHok mpokuBaeT B YIbAHOBCKOI 06macTy, pycckas. IIpm moctymieHny Matb
IpebsAB/IAa XKa/IoObl Ha ONBILIKY, IIMaHO3 HOCOTYOHOTO TPEYrOJbHMKA, MasSTHUKOOOpasHbIe
IBYDKEHUS I71a3.

Pe6enok ot 3-11 6epemenHocty (1-1 — pmeBouka 2014 r.p., anexrpokapanorpadusa u IxoKI'
6e3 maTonmornu, 2-s1 — MeAVIVHCKUI abopT). bepeMeHHOCTH mpoTeKkana Ha (oHe yrpossl Ipe-
pbIBaHNA B 1-M TpuMecTpe, 2-X CaMOCTOATENbHBIX PONOB Ha cpoke 39 Hefenb. Bec mpu poxpe-
Hum 3300 1, poct 53 cm. Ornenka o mkane APGAR 8/9 6annos. VI3 poguibHOro oMa BbIIIMCaHa
Ha 5-€ CYyTKMU.

B Bo3pacre 3-Xx Hefenb >XM3HM MaMma oOpaTiIa BHMMAHME HA OJBIIIKY, )KEITU3HY KOXHBIX
IIOKPOBOB y [IeBOYKY, B CBSI3M C 4YeM MAIVIEHTKA ObUIa 9KCTPEHHO TOCIMTA/NIM3VMPOBAHA B CTa-
IVIOHAp 10 MECTY KUTE/IbCTBA. YUUThIBAsA TSHKECTb COCTOSHUA, IlepeBefieHa B OTHe/IeHMe pea-
HUMALUM ¥ MHTEHCMBHOI TepamluMu, IFie B TedeHMe 2-X CYTOK HaXOAMIACh Ha MCKYCCTBEHHOI
BEHTWIALUY JIeTKuX. Boimonnena pentreHorpadusa OI'K, pmarHoctmpoBaHa IpaBOCTOPOHHSAA
nHeBMOHMA. [lo mannbpiM Ox0KI' BM3yanusupoBaHa yMepeHHas AWIaTalusA JIEBOTO JKETy[JouKa,
obpaijana Ha ce0s1 BHMMaHME €ToO IOBBIIIEHHAs TPabeKy/IsIPHOCTD, pe3Koe CHYDKEHMEe COKPATH-
TETBHOI CIIOCOOHOCTM Muokappa ¢ ¢ppakuueit Boiopoca (PB) 36-38% (Hopma ot 65%), He6ONDb-
IIO€ pacIIMpeHne JIeBOTO IpelcepAnsd, TOTajlbHAasA HENOCTaTOYHOCTb MUTPANbHOTO K/allaHa,
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HEeJOCTaTOYHOCTb TPUKYCIMJA/NIbHOTO KJIalaHa 1-2 cTemeHN, BbICOKAs JIeTOYHAsA TUIIEPTEH3NUA.
B ananmsax kpoBu obpainana Ha cebs1 BHMMaHMe runeponnnpyounemns o 248 MKMOJIB/TT 3a CUeT
Hernpsimoit ppakiuu. [TonmnmepasHas nennas peakuys (ITIIP) kpoBu Ha KapAMOTPOIIHbIE BUPYCHIL:
BUpYyC DnuiteitHa-bapp, UTOMeraoBupyc 1 BUPYC IMPOCTOrO repreca 6 THIa He OOHApPY>KEHBL.
JIuarHocTypoBaH AMIaTalMOHHBIN PeHoTHI Kapauomyuonaruy. Hadara Tepanus: KapauoToHMYe-
CKasl TOfJep>KKa ONMAaMIHOM B TeueHue 3-X CyTOK; aHTMOaKTepyajbHas, MeTabomdeckas tepa-
nus: CrimpoHonakToH, Kanronpun; mpodmnaktuka TpoM600OpasoBaHus aleTUICATULVIIOBON
KICJIOTO; CHMITTOMaTndecKas Tepanusda. Ha aToMm ¢oHe cocToAHMEe KIVMHNYECKN C TTOJIOKIUTE/b-
HOI IMHAMMKOI, OJHAKO, IO JaHHBIM OXOKI, KOHEeUHO-IMacTONMYEeCKNIT pa3Mep JIEBOTO XKey-
moyka ysemmumica 1o 30 MM, coxpaHaAnoch cHikenue OB no 45%, HapacTana HeJOCTaTOYHOCTD
aTPUOBEHTPUKY/IAPHBIX K/IAMIAHOB 3-11 cTeneHu. [/ MCK/IIoueHs BPOXIeHHbIX IOPOKOB CepAla
meBouka rocnuranusuposana B PI'BY «DepmepanbHblil LEHTP CEpAEYHO-COCYAUCTON XUPYPIUM»
Mumnsppasa Poccun B Ilense. [Tpn ob6cnenoBanyy 3adpuKcMpOBaHO HOBBILIEHNE YPOBHS TPOIIO-
HuHa T 0 478 Hr/n (Hopma mo 14 ur/n), kpearnndocpokunaza MB (KOK-MB) 43,1 En/n (Hopma
1o 24 En/n), npu HopManpHOM ypoBHe o01ert KpeatnHochokuHassl. Pe3koe moOBbIIeHE Map-
Kepa ceppieqHolt HegocTaTrouHOCT N TproBNP cBbimie 35000 rir/mn (Hopma mo 200 rir/mi) cBupe-
TEeNIbCTBOBAJIO O BBIPAKEHHOI! IIeperpyske Muokappaa. BeimonHena anrnokapayorpagus, Kotopas
MO3BO/IM/IA VICK/IIOUUTh aHOMAaJIbHOE OTXOXKJEeHMe JIeBOil KOPOHApHOi apTepuy ¥ IATONOTHUIO
aopThl. [IpoBefieHa KOppeKLMs Tepammy CepedHOil HeOCTATOYHOCTY: JOOaB/IeHbI CepieuHbIi
IJIMKO3UJ, JUTOKCUH, JUYpeTuk ¢ypocemus, BBeleH Oera-6710KaTOp KapBeAWION, IPORO/DKEH
IIpYEM KaITONPU/A ¥ CIMPOHONAKTOHA. [I1 pelleHnsa BOIpoca O Ja/bHEeNIIeN TaKTUKe BeJeHNUA
PeKOMeHJ0BaHa rocnuTanusauus B Kappuonornueckoe otrgeneHue OIAY «HMMUIL 3poposbsa
nereli» Munspapasa Poccuum.

) ®UBUKAJIBHAS OIVIATHOCTUKA

I[Tpu ocmoTpe obparano Ha cebss BHUMaHIe NTOBBIIIEHHOE COCTOSIHME IUTAHMA: BeC AeBOYKN
7,6 K1, pocT 63 cm. IIpu onenke no mporpamme « WHO AnthroPlus» SDS Bec/Bospact coctaBun
+1,9, SDS poct/Bospact +0,53, SDS Bec/pocT +1,45, 0TMe4eHO U3OBITOYHOE Pa3BUTIE MTOIKOXK-
HO-)XXVPOBOJI KeT4aTku. IIpy 6ecriokoiicTBe — yMepeHHas OAbIIIKA C YacTOTOI JbIXaTe/IbHBIX
ABIDKeHUI 1o 50 B MMHYTY, yMEepPEHHBIil II1aHO3 HOCOrybHOro TpeyronpHmka. O6macTb cepama
BI3Yya/IbHO HE MI3MEHEHA, IPAHMIIbI OTHOCUTEIBHONM TYIIOCTY CEPALIA PACIIMPEHBI BIEBO, ayCKY/Ib-
TaTMBHO OTMEYa/IMCh HEOO/IbIIIOE IPUITYIIeH) e IIEPBOTO TOHA Y HEMHTEHCUBHBIN CUCTOTMYECKIIA
myM. Y IeBOYKM 3aUKCHPOBAH IIOCTOAHHBIN MaATHMKOOOPA3HBIN HUCTATM, UTO JIETTIAJIO 3aTPYH-
HUTEIbHOI OLIeHKY 3peHVs. DeHOTUIINYEeCK) MMeIN MeCTO TeHeHIIVA K MUKpoledanuy, rmyboko
IIOCayKEHHbIE I71a3a, MOHTOJIOVHbIN paspes I71as.

- —) TIPEJIBAPUTEJIbHBIN TUATHO3

BricraBren pguarnos «Kappmommonarys, gunaTauyoHHbIN ¢peHoTni. HekoMmakTHBIN MyO-
KapJ 7IeBOTo >Kenmyfouka. Hapyiienne putMa cepaua 1 MpOBOAVIMOCTI: MapLMa/lIbHbI (eHOMEeH
IpeiBO30YKIeHMs XKeNTyLoYKoB. XpOHUYeCcKass cepfieyHast HeJOCTAaTOYHOCTh 2A CT, YHKIVO-
HanbHOro Kacca II mo Ross». YunTbeiBasg HEBpOIOTMYECKYIO CUMIITOMATHUKY, 3alI0J03PEH CUHPO-
MaJIbHBIII XapaKTep MaTonoruy, B audQepeHnanbHbli AMAaTHO3 BKIIOYMIN CUHAPOM AIBCTpéMa
1 MuKpogpenenuu 1p36, a TakKe gpyrue pefKyue XpoOMOCOMHbIE HapyIIEeHUA U HeMPOJereHepaTuB-
HbIe 3a00/IeBaHuS.
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CWUHOPOM AJIbCTPEMA

OIVUHAMUKA Y ICXOTIbI

I[Tpu mepBoii rocnTanu3anyy 1abopaTopHO obpalrano Ha ce6s BHUMaHNe yMepeHHOe TIOBbI-
IIeHVe MO3TOBOTO HaTpuityperndeckoro ropmona NTproBNP o 704 nr/mn (Hopma go 200 ir/mi),
110 gaHHBIM OX0KI — yMepeHHOe CHIDKeHMe COKPAaTUTENbHON ciocobHocTH Muokapaa ¢ OB 50%,
BBIpO)KEHHOE YCHJIeHNe TPAOeKy/IIPHOCTU CPEIHMX Y allVIKa/IbHBIX CETMEHTOB JIEBOTO XKeTyJ04Ka.
Ha 9KIT 3aduxcupoBaHo HapylleHUe BHYTPYDKETyIOYKOBOTO IIPOBECHN, Ie/IbTa-BO/THA B OTBE-
menusix 11, aVE V4-V6, nenpeccusi cermenta ST mo 0,5 MM B oTBeneHusix V4-V6. Pebenok 6bu1
OCMOTPEH BpauoOM-T€HeTIKOM, PeKOMEeH/I0BaHO NpoBefeHNe epBbIM sTanoM TMC criekTpa auni-
KapHUTUHOB U aMUHOKUC/IOT B CYXMX IATHAaX KpOBM (IIATO/IOTMY He BBIABIICHO) U MCCIEIOBAHNE
Hanbosee YacThIX MUKPOJIETIELVIT I MUKPOAYIUIMKALVIL XPOMOCOM. BTOpBIM aTarnoM — cekBeHU-
pOBaHMe KIMHNYECKOro 3k30Ma. C y4eTOM Ha/lmn4usA HeBPOTOIMYECKOV CUMIITOMATUKN KOHCY/Ib-
TUPOBaHa BPayOM-HEBPOJIOTOM. PeKOMeHJOBaHO NpOBefieHe MaTHUTHO-Pe30HaHCHOI Todorpa-
¢y TOMOBHOTO MO3Ta [Tl ICK/TIOUeHNs 3a00/IeBaHMIl [IeHTPAIbHOI HEPBHO CHUCTEMBI: JaHHBIX
O TUIIOMMENIVMHU3ALMY, @ TaKKe 04aroBoM/00BbEMHOM NOpaKeHMM) BellecTBA IOJIOBHOTO MO3Ta
He noy4eHo. [leBouke O6blIa mogoOpaHa KOMOMHMPOBAaHHAS MEAVIKAMEHTO3HAs Tepanus XpOHU-
4eCKOI1 cep/ieYHOl HelOCTATOYHOCTM, BK/IIOYAIOI[Asl MHIMOMTOPBI aHIMOTEH3MHIIPEeBPALIAIOIIero
(depmeHTa, 6eTa-6110KaTOP, AHTATOHNCT aJIbJO-
CTepOHA, JUYPETUK, IPORO/DKeHa IpoduIak-
THKa TpoMmboobOpasoBanms. [Taumentka 6buta
BBINVICAHA JIOMOJ /I IPOJO/DKeHMs aMOyra-
TOPHOTO HAaOJTIOEeHN.

B MexxrocnuTanbHBI mepuoy ObUT MOTY-
YeH OTPULIATE/IbHBIN pe3y/lIbTaT MUCCIeOBAaHUA
Ha HaubojIee YacTble MUKPORETICLIN Y MUKPOJY-
IUIMKAIIMY XPOMOCOM, B CBSI3M C 4eM ObL/IO IIPOBe-
IeHO MCCIeOBaHNe METOLOM CeKBEHIPOBaHNA
HOBOTO ITOKOJIEHNS1 — CEKBEHMPOBaHNe K/INHU-
YeCKOT0 9K30Ma, 10 pe3y/IbTaTaM KOTOPOro OB
BBISIBJIEH HYKJICOTVJHBI BapuaHt c.4150dup
(chr2:73677807dup; ~ ENST00000264448.6;
rs1307458231) B reHe ALMSI, npuBOpsImit
K CIBUTY paMKu cumtbiBaHmA p.T1384Nfs*15,
B TOMO3UTOTHOM COCTOSIHMM. TakuM o6pasom,
B BO3pacTe OJHOTO IOfia Y IeBOYKM OBUI IOA-
TBEPXXIEH CUHPOM AJIbCTpEMa.

B nunamuke o ganubiM IxoKI' k BospacTy
OfiMH rof 3auKCUpOBaHa MOTHAs HOpMan3a-
LA pPa3MepoB IOIOCTEN CepALIA I COKPATUTENb-
HOJ CIIOCOOHOCTM MMOKappa, 4TO II03BOJIUIIO
OTMEHNUTb MOYETOHHBII TIpenapar 1 mpoguiak-

Puc. 1. BHewWHWiA BUA NALMEHTKN C CUHAPOMOM TUKY TpoM60o0o6pasoBannus. [leBouka Habmoxma-

AnbcTtpéma. Ob6pawtatoT Ha ceb6a BHUMaHue eTcsa Bpa‘{OM-O(l)TaTIbMO)'IOI‘OM I10 TIOBOAIY MMO-

¢$0oT06043Hb M U3OLITOUHOE Pa3BUTUE MY BBICOKOII cTenteHu (puc. 1), poropncdopun
MOAKOXHO-)KMPOBOM K/ieYaTKu (cBeTObOOSI3HM).
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/&Y TIPOTHO3

ITpornos pna 3mOpoBbA M KM3HM IALMEHTa C CMHAPOMOM AJIbCTpEMaA JOCTATOYHO CJIO-
KEH, YYUTbIBasg BapnabenbHOCTh CYMIITOMOB ¥ BO3MOXKHBIX OCTIO>KHeHuIl. [lopaskeHne opranos
YYBCTB, KaK IIPaBUJIO, HOCUT HEIIPEPBIBHO NPOTPECCUPYIOIINIL XapaKTep, U K JOCTVKEHIO B3POC-
JIOr0 BO3pacTa 4acTO Pa3BUBAIOTCA MOHASA IIOTEPs 3peHMsA U CIyXa. PeMonenupoBanue Muokapsa
0 IV/IATAllIOHHOMY (DeHOTHITY Yy fieTell C CMHAPOMOM AJ/IBCTPEMaA, HAIIPOTHUB, HEPENKO MMeeT
IPaKTUYeCKY ITOJTHOE 0OpaTHOe pasBUTME IPU Ha3HAYEHUM afIeKBaTHON MeIMKaMEeHTO3HOII Tepa-
NIV CEPHeYHOl HEOCTATOYHOCTH, OJHAKO BO3MOXKEH PELVIMB KapAMOMMONATUN BO B3POC/IOM
Bo3pacTe. ITO TpebyeT HAOMIOfIeHNA BPauOM-KapAMOIOrOM B TeUeHNe BCeil KU3HM, [IUTeTbHO-
ro mpuema 0a3MCHOI MeIVMKAMEHTO3HOI Tepalyy XPOHUYECKOIl CepfiedyHOl HefO0CTaTOYHOCTIL.
B maHHOM crTy4ae, yYUTBIBas PAaHHIOI IOCTAHOBKY AMArHO3a, MOXKHO OXIAATDb 60JIee IINTe/IbHO
IPOJO/DKUTEIBHOCTY SKU3HU IPU COOMIONEHMM MAalMeHTOM pPEeKOMEeHJALUI, CBOeBPEeMEHHOM
KOHTpo/ie (PYHKIIOHVPOBAHNA SHTOKPUHHON CHCTEMBI, ITIOYEK M ITIeYeHM, paHHeM Ha3Ha4eHNM
Me[IVKaMEHTO3HOV TepaNuy IPY BbIABICHNUN V3MEHEHMIA.

OBCYXAEHUE

CunpgpoM AnbcTpéMa C/IOXKEH I AMATHOCTUKM BBUJY VICKTIOUUTE/IBHONM PEIKOCTH, HIMPO-
KOTO CIEKTpa CUMIITOMOB U BapuabenbHOCTU TedeHMs 3aboneBaHus. B JaHHOM KIMHUYECKOM
caydae y pebeHKa MIMeIO MeCTO peMOJeNpOBaHye MMUOKapjia IO AWIATAlIOHHOMY (eHOoTuIry
B BO3pacTe HECKOJIbKNUX HeMleIb XXVU3HM, C MOC/eAYIoeil OBICTPOIl AMHAMMKO BOCCTAHOB/ICHMS
MOp($ODYHKIMOHATBHBIX ITapaMeTPOB cepala. be3sycnoBHO, cTONMb OBICTpOe yydllleHNe COKpa-
TUTENbHOI QYHKLIMY MUOKapAa MOIJIO OBITh paclieHeHO KaK TeYeHle BPOXKJeHHOIO MIOKapANTA.
[TosiBuBIIAsicsA y peOeHKa HEeBPOIOrMYecKas CUMIITOMATHKA B BUJIEe TIOCTOSTHHOTO MasTHMKOOO-
Pa3HOrO HMCTarma, T€HAEHLMA K IIOBBILIEHHON Macce Te/la, HECMOTPS Ha IaTONOTMIO CepAla
M CONYTCTBYIOUIYIO €l CepleYHYI0 HeOCTaTOYHOCTb, IOCAY>XWU/IM OCHOBAaHMEM 3aIlOf03PUTH
CUHJPOMa/IbHBI XapaKTep MAaTONOIUM M IMPOBECTH MOJIEKY/IAPHO-T€HETUYECKOE VCCIEeNOBaHNe,
KOTOpOe BepnuuuupoBano y pebeHka cMHAPOM AnbcTpéMa. PaHH:A AMarHoCTMKa 3ab0meBaHms
II03BOJIVJIA Y>Ke CO 2-TO TOfIa XM3HM HadaTb pery/spHOe HaOIIofieHe SHIOKPYHOJIOTOM, CYPJIO/I0-
TOM, IIPOBOAUTD KOHTPO/Ib QYHKIMY IedeHu u rodek. Ha ¢poHe afekBaTHOI Tepamym cepaedHoi
HEJI0OCTaTOYHOCTH y)Ke CIIyCTs 4 Mecslja Habmonenus B [lenTpe Habmoganoch obpatHoe pa3BuTye
peMozenMpoBaHusA MUOKapya C ITOJTHBIM BOCCTAHOB/ICHNMEM €r0 COKPATUTETbHON CIIOCOOHOCTI.
OpHako IO JAaHHBIM 3apYOEXHBIX KOJUIET, KapAMOMMOINATIA HpU CUHApOMe A/bCTpéMa MMeeT
PEeLMAVBUPYIOLINIT XapaKTep, 9YTO TpeOyeT perysipHOro NPOBENeHNs] CKPUHUHTOBBIX MCCTIENO-
BaHui [8]. TakuMm 06pa3oM, My/IbTUCUCTEMHOCTD NIPOSIBIICHNII Y pebeHKa ¢ IIOpaKeHMeM cepyla,
a 0COOEHHO IOpa)kKeHIeM OpraHa 3peHMsI, HapYIIeHNEM CTyXa, OKMPEHUEM, TPeOYIOT UCK/TIOUeHU A
cuHfipoMa ANbCTpEMa IyTeM CeKBeHupoBaHusa rena ALMSI.

3AKJTIOUYEHUE

CunapoM AjbcTpéMa — yIbTpapenKoe, ayTOCOMHO-PELeCCHBHOE, MY/IBTUCUCTEMHOE 3300-
NeBaHue, IpUBOJsIlee K IMPOrpecCUpYIoNieMy YXYAIIeHNI0 3peHNA U CyXa, OXKMPEHMIo, Topa-
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CWUHOPOM AJIbCTPEMA

JKEHUIO CepAlia, IOYeK, IIeYeHN U JPYTUX OPTaHOB, IPM 3TOM 13-32 BBIPAKEHHON KIMHUYECKON
BapuabeNbHOCTY CMMITOMOB M Pa3/IMYHOTO BpPeMeHU MX [ie0I0Ta HepelKo MMeeT MeCTO OTCPO-
JeHHas AMarHoctuka 6omesnu. Kapayommonarus yacto AB/seTCA MePBbIM CUMITOMOM CHHIPOMa
AnbcTpéMa, IPOSBIAACH KIVHUKOI Cep/ievyHOl HEIOCTaTOYHOCTH ellle 10 MOsIB/IeHNs 0(TanbMo-
JIOTMYeCKOl cuMnToMaruky. HacTopoxkeHHOCTh Bpaya-TieuaTpa B OTHOIIEHNH JOIIOTHUTE/TbHbIX
CYMIITOMOB Y JieTell ¢ KapAMoMMoIaTyeli, MHGOPMIPOBAaHHOCTh O TAKOM PeIKOM 3a00JIeBaHUNU
MO>XET IO3BOJIUTb CBOEBPEMEHHO IIOCTABUTDb JJUATHO3, CIOCOOCTBYS paHHEMY Hadasly Habimoze-
HVSL Y3KMMM CHELMaICTaMy, IPaBUIBHOMY OIIpefie/IeHNI0 TIPOTHO3a 0O0JIe3HM 1 IPOBEJIEHNUIO
aleKBaTHOTO Me[IMKO-T€HeTUYECKOTO KOHCYIbTUPOBAHNS CEMbBI.
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CUHOPOM BAPTA

E.H. bacapruna, H.A. Cagsurosa, O.I1. 7Kaposa, JI.A. Iangaesa, K.B. CaBocTbs1HOB

OBOCHOBAHME

Cunppom bapra — penkoe X-crernnennoe 3abojeBanue, 00yCIOBIEeHHOE MYTAlUsIMU B TeHe
TAZ. Jle6broT 3a607eBaHMsI IPOUCXOAUT OOBIYHO B BO3pacTe [0 1 rofa ¢ pa3BUTHEM AMIaTALN-
OHHOTO (eHOTMIIAa KAP[VIOMIOIIATUY C HEKOMIIAKTHBIM MMOKAapioM. XapaKTepHas KIMHUYeCKas
CUMIITOMaTMKa BKJIIOYaeT B cebs Kapauommonaruio (96%), Heitrporenuto (72-84%), MUOIaTuio
(72%), orcTaBaHMe B IICUXOMOTOpPHOM pasButuu (69,3%) u nuuesoit aucMopdusm. VctunHas
PacpoCTpaHEHHOCTb CUMHApoMa bapra B MMpPOBOJ MONYIALNM OCTA€TCA HEM3BECTHON M OpU-
eHTMPOBOYHO cocTap/sAeT 1 cayvait Ha 1,4-1,5 MIH My»cKoro Hacenenns [1]. BepoarHo, nmeer
MECTO I'MIOAVAaTrHOCTYKA CHIPOMA Y MTALIMEHTOB C HETUNMYHON KIMHNYECKOJ KapTUHOI, a TAaK>Ke
B C/Iy4YasAx JIETaJIbHOTO MCXOJA [0 ITOCTAHOBKM JIMAarHO3a B BUJY OTCYTCTBUA HACTOPOXKEHHOCTU
CIIeIVIAIVICTOB HeNPOQIIbHBIX YUPEX/eHMII B OTHOLIEHNY faHHOTO cuHAgpoma. B ®IAY «HMMUI]
3M0pOBbs fieTeil» MuHsnpasa Poccun (nanee — IlenTp) 3a mocnenuue 5 et mponedexo 10 maru-
€HTOB ¢ cuHApoMoM bapra. 1o HammM HabIIOAEHNAM, KOMIUICKCHBIV VI MY/IBTVAVICIVIUIVHAPHBII
IIOJXOJ, TIO3BOJIAOT 3HAYMMO Y/IyYUIUTD IIPOTHO3 IS JAHHOM KOTOPTHI ITALIVIEHTOB.

KIIMHWUYECKWUW NMPUMEP

“' OTIALIMEHTE

Manpunk III., 2016 roga poxxaeHNs, BIIepBble ObUI TOCIUTAIM3UPOBAH B KapAMOIOTYECKOe
orpenene LleHTpa B 9 Mec ¢ xamob6aMy Ha yTOM/ISIEMOCTb, CHVDKEHHBII allleTUT, IJIOXYIO TIPK-
0aBKy B Bece, 3aIepXKKy MOTOPHOTO pa3BUTHA (He CUUT, He 1o/3aeT). I1o JaHHBIM MeAMIIMHCKO
HOKyMeHTaIum: pebeHoK ot 3-71 6epeMeHHOCTH (1-51 — MeIUIMHCKUIT a6OPT, 2-1 — POABL, 310-
poBas [leBOYKa), IpoTeKaBlIell Ha ¢oHe yrposnl npepbiBanna, OPBIL B 2 Tpumectpe, anemnn,
OT 2-X CaMOCTOSITe/IbHBIX POfioB B cpoK. Bec nmpu poxgenun 2800 r, poct — 50 cm. C poxpeHus
BBICTIYIIAH IIYM B O0/IaCTH CepAla, IO HaHHBIM 3IEKTPOKapAUOrpaduiecKoro UCCIefoBaHmN —
OpaguapuTMys C SKTOIMYECKUM IPeCepAHBIM PUTMOM, C YAaCTOTON Cep/ieYHbIX COKpallleHNiT
(UCC) 72-133 muH. B 2 Hepmenn xusHu mepeHec ocTpbiil puHut. IxoKI' BIepBble BBIONTHEHA
B 1,5 Mecsla, BU3ya/M3upoBaHa AyjaTanys jnesoro xenymouka (JIDK), koHe4yHbIT gyacTommde-
ckmit pazmep 30 MM 1Ipyu HOpMe 23-24 MM U CHVDKEHUe COKPATUTEIbHOI CIIOCOOHOCTU MUOKapAa
(dpaxumsa Boibpoca (PB) 3% npu HOpMe oT 65%). [ocnmMTanu3MpoBaH MO MECTY >KUTENbCTBA,
IIpY OCMOTPE — YMEPEHHOE TaXMITHO3 C YaCTOTO IBUraTe/IbHBIX ABVDKEHNUIT 66-70/MIUH ¢ BTsKe-
HIJEM YCTYITYMBBIX MECT, )KECTKOE JbIXaHNe C HEIIOCTOAHHOM KpenuTalyeil B Iy IIpaBoii /IomaT-
k. ITo gannpiM OKI: cynpaBenTpukynapHasa taxukapaua ¢ YCC 187-222 B MUH, s7eKTpUYecKasd
OChb cepjlja TOPM3OHTa/lbHasA, MOBbIIeHNe aKTUBHOCTY /UK, BbIpa’keHHble HapyLIEeHN PeIos-
pusanuu B 60koBoit crenke JIK, sanusop Tpeneranus mpepfcepanit. PeHTreHomorn4ecke faHHbIe:
KapayoMmerammsa ¢ KapauoropakanbHbIM yHAekcoM (KTU 65%), mpaBOCTOpOHHSA odarosast
IIHEBMOHMA. B Tepanuu: KopMmieHue us 6yTbmquI/I (mo 100 mnm kaxjple 3 yaca), MHOTPOII-
Has nopjepxka — JloOyramuH, aHTMOakTepmanpHas Tepamya (Ammuwuve, Ledrasupum),
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CUHOPOM BAPTA

Hurokcun 10 mkr/kr/cytkn, @ypocemus 10 mr/cyTky, CnMpoHONTAKTOH 6,25 Mr/cyTku. Beimncan
C peKOMeHIauMAMI IPOJO/DKUTD NpuéM JJurokcruna, CMpoHOTaKTOHA.

ITpu xonTpone OxoKI B 5 mecsanes: B — 52%, runoxkuHes nepegHe-IeperopojoyHOro cer-
MEHTa, YTOJIIeHNe MIOKapaa (MeXOKeTyTouKoBas IeperopofKa 0 7 MM, 3afiHAA CTEHKA JIEBOTO
XeNmyfiouKka 1o 5 MM). B 6 MecsneB nepeHec 0OCTPYKTUBHBI OPOHXUT, HAXOMWICS Ha CTAIVO-
HAapHOM JI€YeHNN, TPOBOAMIACh aHTMOAKTepyaIbHasA Tepanys. B mpefcTaBIeHHbIX KIMHNYIECKIX
aHa/IM3aX KPOBM 10 MECTY JKMUTENbCTBA OTMedeHa Heirrporenus (0,4-0,6x10%/11), ogHaKO aHAMN3BI
BBIIIO/IHA/INCHh Ha (DOHE TeYeHMsS MHTEePKYPPEHTHBIX MHPEKINIT U UMeIoLIyecs U3MeHeH Obln
paciieHeHbl KaK TPaH3UTOPHBIE.

B 7 Mecs1eB Ha ¢poHe IpueMa CepfieYHbIX INIMKO3UIOB 1 AuypeTudeckoit tepanuy (Pypocemus,
CIMpoHO/IAKTOH) OTMeYeHa IOJIOKWUTENbHASA AMHAMMKA — YIy4LIeH)e CHCTOMMIECKON (YHKIVN
(®B — 53%) ¢ coxpanenuem ymepenHoit gutaranyy JUK. ITo garHbpIM cyTouHOoro Mmorntopusra 9KI,
He/Ib3A UCKIII0YATh 3MM307, CylpaBeHTpuKynApHoi Taxukapauyu ¢ YCC 210/mun. B cBasu ¢ coxpa-
HeHVeM Xaj100 Ha clmabocTh, yTOM/IAEMOCTbD, IIOBTOPHO TOCINMTAIVI3VPOBAH B CTAIVIOHAD, 110 DX0KT
BYI3Ya/IM3M[POBaH HEKOMIIAKTHBI MIOKAPJL JIEBOTO >Ke/Ty/J0UKa, B OCTA/IBHOM — 03 IMHAMUKIL.

CeMeifHBIII aHAMHe3 10 CepPAEeYHO-COCYAMUCTBIM 3a00/IeBaHIAM OTATOIIEH: CO C/IOB MaTepl,
110 MAaTE€PUHCKOV IVMHUY IMEN MECTO CIy4ay CMEPTU JJeTell MY>KCKOTO I10J1a B paHHEM BO3pacTe.

OU3NKAJIbBHAA JMUATHOCTVKA

[Ipy mepBMYHOI TrOCHMTAAM3ALUM B Kapamonormdeckoe otaeneHme lleHtpa obparmaer
Ha ce0s BHMMaHUE OYeHb HM3KOe U AUCTapMOHUYHOe (usnmdyeckoe pasBuTHe u3-3a geduiu-
Ta Beca (20%). KoxxHble MOKpOBHI 0/1€IHO-PO30BBIE, C I[MAHO30M HOCOTYOHOTO TPeyrobHMKA.
OTMedaeTcsi 3a/jep>kka MOTOPHOTO PasBUTHs (He CUNT, He MO/I3aeT) C YMEPEeHHO! MbIIIeYHON
TUIIOTOHMEN. AYCKYIbTaTMBHO TOHBI CepAlla IPUITYIIEHbI, CUCTOTMYECKUII HIYM Ha BEpXYIIKe,
TOHBI APUTMUYHBIE 33 CYET NMPOOEXKM CYNPaBEeHTPUKYIAPHON Taxukapauu, cpegnas YCC —
130/mun. IIpu manpmanyu XMBOTa — remaToMeranus fo 2,5 cM U3-IO0f Kpasi IMpaBoil pebepHOit
nyru. GeHOTUNNMYEeCKN — HMIMPOKOe MepeHOChe, NeTKNI SMMKAHT, KPYIoe IULO.

\—
IIPEJBAPUTE/ILHBIN MTVATHO3

Kapanommonarus. aumaTalilMOHHbI (EeHOTHII, HEKOMIIAKTHBIN MMOKAp, JIEBOTO JKey04Ka.
[TapunanpHbI (PeHOMEH IPeXAeBPEMEHHOTO BO30Y>KIeHNA XKelTyIOYKOB, CYIIpaBeHTPUKY/IAPHAA
TaxuKapaus, GpeHoMeH yimHeHHoro nHTepsana QTc, XxpoHndeckas ceppiedHas HeOCTATOYHOCTD
(XCH) 2A cr., II pynxumonanbHoro kmacca mo Ross.

I[To COBOKYNHOCTM KIMHWYECKMUX JaHHBIX (BbIpa)KeHHas HEMTPOIIEHMs, MbIIIeYHas TUIIOTO-
HIISI, HEKOMITAKTHAsA KapAMOMMOIATHA C AW/IATAlMIOHHBIM (PEHOTUIIOM PeMOJe/IVIPOBAHNSA, OTATO-
I[eHHasA HaCTeICTBEHHOCTD 10 MAaTePUHCKOI TMHNUM JIeTaIbHBIMI MCXOJaMI B paHHEM BO3pacTe,
deHOTUIIIYECKIIE 0COOEHHOCTH) OB 3a1I0f03peH X-CIleI/IeH bl cHApoM bapTa.

IVMHAMMWMKA U NCXOJIbI

ITo pesynpraTam 00CIeOBaHNA B KapAMONIOrndeckoM otaenennu LleHTpa y pebeHka B Kiu-
HIYECKOM aHaM3e KpoBM BblsAB/IeHa abcomoTHas (0,54x10%/m mpu HOpMme ot 1x10%/1m) m oTHO-
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curenbHas (6,6% npu HOpMe oT 30%) Heit-
TponteHusi, 1o IxoKI — pumaranus nesoro
JKey/louKa ¢ Z-score KOHeYHO-IMACTONNYECKO-
ro pasmepa (KIIP) 2,5 (Hopma 1o 2) u cCHMKeHue
COKPaTUTENbHOIT crioco6HOCTN Muokapaa ¢ OB
48% mo Teiixonpl (HopMa oT 65%) C COOTHO-
IIeHVeM HEKOMIAKTHOTO C/105l K KOMIAKTHOMY
6onee 2. ITo OKI' — mapumanbHbIl peHOMEH
NpeaBO30YX/IeHNA >KeNTyJO4YKOB, V[/IMHEHUe
QTc go 500 Mc, 3KTONMYECKO aKTMBHOCTU
He 3apeTUCTPUPOBAHO.

[TogobpaHa MemMKaMeHTO3HAs Teparus
(IurokcmH co cHKeHneM o3kl — 1m0 0,03 Mr
1 p/n, Kanronpun — 1,4 mr/kr/cyrku, Topa-
cemuy — 0,625 wmr/cyTtkm, bucomponon —
0,1 Mr/Kr/cyTKu, ameTmacaIuLMIOBasg KUCIO-
Ta — 1,3 MI/KI/CyTKU, Kaausa M MarHKA acrapa-
ruHar). Pe6eHOK ObII BBINVICAH OMOJI J/IsI IPO-

y -~ 5
I[HH reHeTU4eCcKou BepI/ICI)I/IKaLU/II/I auar- \ ‘

AO/DKEHMA TEYCHNA 110 MECTY JKUTENDbCTBA.

HO3a METOAOM IIpAMOIO aBTOMATUY€CKO- Puc. 1. BHewHuu BUA pe6eHKa; LWnpokKoe
r0 CeKBEHMPOBAHVsS ObUIM MCCIETOBaHbl BCe nepeHocbe, KPYrioe JINLLo, rmnepTenopusm,
Kogupyromye 5K30HbI, a TAaKXKe IIpUJIETarome CMeLlleHMne YLHbIX PaKOBUH HUXXE YPOBHS
UHTpOHHbIe obmactu rena TAZ. B untpoune 03 rNa3HoM Lenun, NerkKum anuKaHT*.
BBIAIBJIECH paHEe HEONMCAaHHDBII MaTOTE€HHBIN *[TouMeyaHme. 3aKOHHbIN NpeacTaBUTENb
HYK/IE€OTUHbI BapuaHT ¢.338+1G>A B remnu- pebeHKa fan corfiacue Ha pasMelleHune
3UTOTHOM COCTOSHIMN, IPUBOAAINI K HapylLIe- cdoTorpachmm B cOOpHUKe

HIIO KAHOHMYECKOTO CaliTa CIUIAVICHHIA.

B xope myuHamuyeckoro HaOmiofieHus B TedeHue 1 roa Ha ¢OHe BBIIIEYKA3aHHON Tepamui,
HaIlpaB/IeHHOJ Ha KymupoBaHue cumnromMoB XCH, orMeyeHO obpaTHOe peMomenpoBaHye ¢ HOp-
Maj3alyeil pa3MepoB IIOJIOCTel JIeBBIX OTHenoB cepana (Z-score KIP JIXK 0,38) n coxparutens-
Hol1 criocobHocTy Myokapaa (PB no Teitxonb 68%, no Cummcony 60%). OTMeuanach 3afepxka
MOTOPHOTO pasBUTHsA pebeHKa Ha 3-6 MecsleB C COXpAaHEHVEM MBILIIeYHOI TMIIOTOHMY, IOCTIe
rofia IMPUCOEAVHIIINCH CIOXKHOCTH ¢ KOpMIeHMeM (TPYSHOCTH C >KeBaHMEeM M ITIOTaHUeM TBepfoi
VIV, YaCTble CPBITMBAHMS, TOTPEOHOCTh B NUTAHMN MIOPVPOBAHHOI efoi). TsKecTh COCTOSHMSA
cTaza 00yC/IaBIMBaThCS IPENMYIIECTBEHHO He CepeYHON HeOCTaTOYHOCTBIO (OTMEYeH XOPOILINI
OTBeT MaIYIeHTa Ha TePAIINIO), @ YaCThIM U TSDKE/IbIM TeYeHVeM MHTepKYPPEHTHBIX MHpeKumit (exe-
MeCSYHO), TpeOyomuxX HasHaYeHNs aHTMOAKTepUaIbHON Tepamuu. B CBSA3M ¢ MOATBEPXK/IeHHBIM
cuHgpoMoM bapTa 1 IepBUYHBIM MMMYHORE(PUIIUTOM, SAB/IAIOIVIMCA CYUMIITOMOM CHUHJPOMOKOM-
TIeKca, peGeHOK ObIT KOHCYIBTMPOBAH IeMaToI0OrOM-MMMYHOJIOTOM, ITO00paHa Tepanyis ¢ UCIIONb-
30BaHNeM IIperapaToB IPaHYIOLMTAPHO-MAaKpOoQaraabHOTO KOTOHMECTUMYIMpYIoliero (akropa
(@unrpactum). Ha done cTumynsumm neiikornossa HeTPOIEHNsI CKOPPEKTUPOBaHa, KOMNYECTBO
VHTEPKYPPEHTHBIX MH(EKINIT yMeHbIINTIOCh 10 3—4 B rof. C y4eToM MMMYHHOTO CTaTyca pebeHOK
BaKIMHVPOBAH 10 VMHAVMBUYaIbBHOMY I'paduKy OT ITHEBMOKOKKOBOJ, TeMO(MVIBHOI ¥ MEHVHIO-
KOKKOBOJ MH(peKym. Ha MOMeHT mpeficTaB/IeHns KIMHNYECKOro CTydast CMITOMbI XPOHIYECKON
CepyieYHOIl HeOCTATOYHOCTY y pebeHKa KyIMPOBaHbI, KaUeCTBO XKM3HU NPUOTIDKEHO K KayecTBY
JKVI3HM 3[J0POBBIX CBEPCTHMKOB (puc. 1).
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CUHOPOM BAPTA

W

ITPOTHO3

Panee cumranoce, 4To cMHApPOM bapTa sBisiercs 3aboneBaHMeM MCKIIOYNUTENBHO JETCKOTO
BO3pacTa C BBICOKOII JIETA/IbHOCTBIO B IIePBbIe 4 TOfla >KM3HY MALVIEHTA, HO HOBbIE JaHHbIE OIIPO-
BepralT 9Tu mnpepnonoxenusa [2]. IIporHos3 ocTaeTcss HEOJHO3HAUYHBIM M IIPEVIMYIECTBEHHO
OIIpe/ieNIsIeTC TAXKECTHI0 XPOHWYECKON CEePAEYHON HEeTOCTATOYHOCTHM, 0OYC/IOB/ICHHON Kapamo-
MMOIIaTIell ¢ HEKOMIIAKTHBIM MUOKApAOM, 1 NepBUYHBIM UMMYyHOAedunuroM. [Tpu mynbrucu-
CTeMHOM IIOAXOfle K BENEHUIO MallJIeHTOB CO CBOEBPEMEHHON U IOJHOM KOpPpeKLyell XpOoHude-
CKOJ1 CepleYHONM HEeJOCTaTOYHOCTH, COITYTCTBYIOIINX HaPYILIEHUI PUTMa, M3MEHEHUIT TeMOII093a
BO3MOYXHO 3HAYUTEIbHOE IOBBILIEHNE IPOJNO/DKUTENIbHOCTY XXU3HU U YIyYLIEHUA ee KayecTBa
y JlAHHOJ KOrOpTHI 00NMBHBIX [3].

OBCYXAEHUE

Kimanyeckne nposiBneHns cuHApoMa bapra MOTyT OBITh «K/IaCCHYeCKMIMM», BKTIOYAIOIVIMI
Kapauomuonaruio (96%), Heitponennio (72-84%), muonaruio (72%), OTCTaBaHye B IICUXOMOTOP-
HOM pasButnu (69,3%) u miesoit aucMopduam. OFHAKO OTCYTCTBUE HENTPOIIEHUN Y MUOIIATYUN
He VICK/IIOYAIOT BO3MOKHOCTM JJAHHOJ HO30/I0TMY Y MA/IbUMKOB C Kap/IMOMMOIIaTHell U BKTIOUEeHMe
reHa TAZ B TIaHe/V TE€HOB, JICIIO/Ib3yeMbIX JUIS TeHeTMYeCKON BepuUKaIM JUarHo3a, ABIAeTCsa
1eriecoobpasHeIM [3].

Xopommit OTBET Ha KOHCEPBATVBHYIO TEPANNIO CEPRAEYHOM HEJOCTATOYHOCTY Y IMALMEHTOB
¢ cuHApoMoM bapra BcTpeyaeTcs JOBOBHO YacTO, OFHAKO OTMEYEHBI I TsKeTble, pepaKTepHbIe
K jedeHnio popmel [3]. Ocoboe MecTO 3aHMMAIOT MOTEHIVA/IbHbIE )KM3HEYTPOKAIOIIye Hapyllle-
HUA PUTMa, B TOM 4icie Ha oHe ymmHenns untepsana QTc [4]. [loMumo cumnToMaTiryeckoro
nedeHns (KOppeKIys HeliTponenun, Kynuposanue cumnromo XCH, peabunutaimoHHbie Mepo-
IpUATHA) B HACTOSAIEe BPeMs MCCIEAYIOTCA BOSMOXXHOCTY NIPYMeHeHNA JJIaMUIIPeT A Y Maly-
eHToB ¢ 12 ner u besapubpara c 6 net [5].

3AKJIIOYEHUE

Cunppom bapra He0OXOAMMO MCKTIOYATh Y MaJIbYMKOB CO CAEAYIOIIell TPUafoil KIMHIYe-
CKUIX ITPOSIBJIEHNI: HEMTPOIeHus (MO>XKeT HOCUTD, B TOM YMCJIe, TPAH3UTOPHBIN XapaKTep), HEKOM-
MIaKTHas KapAMOMMONATVA U JUCTA/IbHAA MbIIIEYHasA TUIIOTOHMA. He MCK/II0YeHo, 4TO NCTYHHASA
PacIpOCTpaHEHHOCTb CHMHAIpOMa bapra ropasmo Bollle, 4eM NpeACTaB/AETCA B HACTOALLEE BpeM,
IPeNMYILeCTBEHHO 13-3a CTePTHIX U HeTUIINYHBIX (opM. BarkHa 0CBeJOM/IEHHOCTD CIIEL[Ma/INCTOB
Y HACTOPOXKEHHOCTDb B OTHOLIEHMY JIAHHOJM HO30JIOTUH, IIOCKO/IbKY CBO€BpEMEHHAs AMarHOCTUKA
U MEIMKaMEHTO3HasA KOPPeKUVs KIMHNYECKUX IIPOSABIEHNI MO3BOJIAET 3HAYUTEbHO YIYYIINTD
IIPOTHO3.
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CUHOPOM BAPTTEPA

CUHOPOM BAPTTEPA

T.B. Bammypuna, A.M. Munosanosa, O.J1. 3po6oxk, I1.B. Amanbun, A.H. IIpirun

OBOCHOBAHME

CungpoMm baprrepa sBnsieTcst KpaiiHe pefiKoil CONbTepsoleil TyOyIonaruei, ;i1 KOTOpoi
XapaKTepPHO Pa3BUTNE TMIIOKAIVEMIYECKOTO I'MIIOX/IOPEeMIYeCKOr0 MeTabOoNINYecKOro ajkanosa
U BTOPMYHOTO HOPMOTEH3VBHOTO TUIIEPPEHNHEMIYECKOTO IMIIEPaIblOCTEPOHN3MA.

Pacnipocrpanennocts cunipoma baprrepa cpeu eTckoro HaceneHns B TOY4HOCTY HEU3BECT-
Ha, I09TOMY Ji/Is1 60/IBIIMHCTBA HePOIOTOB ITOCTAHOBKA [IIarHO3a IIPefCTaB/IsAeT O0/bIe TPYH-
HocTu. TeM He MeHee, B ClTy4ae HECBOEBPEMEHHOI TIOCTAHOBKM INAarHO3a TsOKenasd AeTuapaTanus,
TUIIOKAIMEeMISI CTAaHOBATCSA OCHOBHBIMU IPUYMHAMM OBICTPOrO PasBUTUA KU3HEYTPOXKAIOIIUX
COCTOSAHMIA.

Knuanveckn cunpgpom bBaprrepa) kmaccmuuupyerca Ha aHTEHATa IbHBIV/HEOHATa/IbHBIN
U Kaaccumdecknit. IIoMnmo o6Imux KIMHUYECKMX CUMIITOMOB, IPUCYLIMX cMHApoMy Baprtrepa,
TaKUX, KaK MOMNYpWs, IONIUAUIICUSA, 3a/iep>KKa (PU3MIeCcKOro pa3BUTHUsA, MbILIEYHAs TUIIOTOHNS,
11 QaHTEHaTa/JIbHOTO/HEOHATaJIbHOTO TUIIA XapaKTePHbI MHOTOBOAVE (IOMUIUIPAaMHIOH), HEIO-
HOIIIEHHOCTD (IIpeXKIAeBpeMeHHbIe POJbI), IMIIePKATbINy Py, HepOKa/IbI[MHO3, TOIA KaK KJac-
CUYECKUII 1eOITHPYeT MOCTHATATIBHO C BBILIEONVCAHHBIX OOLIEK/IMHIYECKNX CUMIITOMOB, PEIKO
BBISIB/ISIS TUIIEPKAIBLMYPUIO U HeppOoKaabLnHO3 [1-3].

B OTAY «HMMUII 3popoBbst meteit» MuHuctepcTBa 3mpaBooxpanenuss Poccun (manee —
LlenTpe) 3a mocnenuue 13 et mposedeHo 9 feTeil ¢ MOJOOHBIM CHHAPOMOM. [IpencTaBIeHHbIN
CJIy4all YHMKaJIEH KaK B OTHOIIEHNMM CBOEBPEMEHHOV [MATHOCTUKMU PENKON IPUYMHBI TAXKETION
JKU3HEYTPOXKAIOIell TUIIOKAIMeMIy, BO3HUKIIE) Y peOeHKa paHHero BO3pacTa, TaK M B OTHO-
IIEHNY HOC/IeAYIONIell Tepanuy, CIoCoOCTBOBABILEl He TOMBKO KOMIIEHCAIMU BOJHO-3/IEKTPO-
JINTHBIX HApYIIEHMII ¥ KJMCIOTHO-IIENOYHOro OajaHca, HO M MeJIEHHOMY IPOrpecCypOBaHNIO
6onesHn ¢ mmTenvHbIM (6omee 10 yeT) momgep)KaHMeM (YHKIVIOHAJTbHO KOMIEHCHPOBAHHOI
CTafiNy XPOHMYECKOII 60/Ie3HN MTOYEK U IOJTHOMY BOCCTAHOB/ICHMIO (PM3NYECKOTO I IICUXOMOTOP-
HOTO Pa3BUTHUs peOeHKa.

KJIMHWYECKWUW NMPUMEP

“' O MAIIMEHTE

Pe6eHok oT 3-if GepeMeHHOCTH, NPOTEKABIIEN C YIPO30J IpephIBaHNUA, MHOTOBOAVEM
Ha 31-11 Hepene. Poyipl mpexxieBpeMeHHbIe, B 32 Hefenu (KecapeBo ceyeHne). [Ipu poxieHnn Macca
Tena 2000 1, mamHa Tena 44 cm.

[Tocne poxxeHnA geBoYKa IMepeHecsIa AMHAMIYECKYI0 KUIIEYHYI0 HEIPOXOAMMOCTb. B Teve-
HIIe NIepBOTO MeCALA XU3HM IIPOBOAN/IACH MHTEHCHBHAs Tepalys, HallpaBjeHHasA Ha KOPPEKLNIO
TSDKE/IBIX HEeBPOJIOTMYECKUX HapyIIeHMil (BBIpaKEHHOe YTHeTeHMe, OTCYTCTBME COCATETbHOTO
pedrnekca). [lanee pocia 1 pasBUBaIach B COOTBETCTBUY C BO3PACTOM.
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C 5-ro Mecsla >KU3HU IepecTaja MpuOaBIATb B Bece, MOSABWINCh U CTIN IIPOTPeccupo-
BaTb BAJIOCTb, COH/IMBOCTb, MBbIIIEYHAs IMIIOTOHMA, TAKXXe OTMEYaloCh HECKONBKO 3MM30[I0B
HeOoObACHUMOII IUIIepTePMUM ¢ 6CIIOKOICTBOM 1 )KaJHBIMU COCaHMeM pebeHKa.

B Bospacre 9 mecanes (05.02.09 I.) B TAKeIOM COCTOSHIY MOCTYIN/IA B CTALIMOHAP 110 MECTY
xurtenbcTBa. [Ipn obcnenoBanny — peduunuT Macchl Tenma 18%; BBLABIEHDI: TsDKeNask TUIIOKaIN-
emus 1,45-2,73 mmonb/n, nporennypus 0,3-0,6 r/n. OcyiecTBAANOCH €4eHNE, HAIIPABIEHHOE
Ha KOPPEKLMIO BOJHO-3TeKTPOINTHBIX HapyIIeHUi (BHYTpUBEHHbIe MHQY3MM pacTBOpa Kajysa
xnopuga 7,5%, pactBopa HaTpus xnopuza 0,9%, pactBopa rmoko3s! 10%). [TonoxxurenbHo [uHa-
MIKJ He OTMeYanoch, COXpPaHAIACh TsKeNas TMIOKaneMns 2,62 MMOJIb/ L.

B cBsi3u ¢ HeaddekTMBHOCTBIO TpoBOMMOI Tepanuu, B MapTe 2009 r., B Bo3pacTte 10 mecs-
1eB, OblIa IepeBefeHa B Hepponornyeckoe otaenenve LlenTpa, rae HabmogaeTCs O HACTOALIETO

BpEMEHIN.

OU3NKAJIBHAA JMATHOCTVIKA

[Ipu mocrymnenuy obpamjano Ha cebs
BHUMaHJe pe3Koe OTCTaBaHMe pebeHKa B pusn-
4eCKOM ¥ IICUXOMOTOPHOM Pa3BUTHM, COOTBET-
CTBylOlLllee BO3pacTy 3-4 MecsAleB (Bec 5 Kr,
pocT 62 cM), MbIlleyHasi TUIIOTOHMs, pebe-
HOK MOT' IIepeBOpPauMBaTbCA JIMIIb CO CIU-
HBl Ha >XMBOT. ApTepuanbHas TUIEPTEH3NUs
He peructpupoBanach. CepieuHslil pUTM ObII
IpaBWIbHBIM (puc. 1).

[auHble 1abOpaTOPHOrO 00CTENOBAHUS
HOATBEPANIN HANMYMe TSDKETON TUITOKaIN-
emmy (2,3 MMONB/T) B COYETAHMM C THIIO- Puc. 1. leBouka Hacts A. npu noctynnexuu
HaTtpuemueit (120 MMoOb/), TMIOX/TIOpeMIeN (10 Mec)

(67 Mmonb/ ).

\—
IIPEJBAPUTE/ILHBIN MTUATHO3

VIMeHHO CTOVIKas TSXKemas IMIIOKAIMEMI U ABUIACh 00 beMHSAIONIEN OCHOBOI Ja/IbHENIIEro
AMATHOCTMYECKOTO TIOVCKA. VIHTepIpeTHpys IpUYMHBI TUIIOKATNEeMIN, CIeRyeT oO0paTuTh ocoboe
BHJIMaHI€ Ha YPOBEHb apTePUATbHOTO AAB/ICHMA U IOMYYNTh Tab0OpaTOPHbIe TaHHbIE, KaCAIOIN-
eCsI KMCTIOTHO-OCHOBHOTO COCTOSIHMSI, 97IEKTPOINTOB. Y Halllell MalMieHTKM HaO/TI0a/ICsl TsKeTIbIi
MeTabommyecknit ankanos (pH 7,612, HCO; 47,2 MMO7Ib/7T) ¢ TUIIOHATpUEMIEN U TUIOX/IOPEMUe,
YTO IIPY HOPMa/IbHOM YPOBHE apTepuabHOTO JJaBleHNs, T03BOIN/IO UCKIIOUNTD cuHipoM KonHna,
HaCJIeICTBEHHBIN IICEBIOIUIEPAIbAOCTEPOHN3M, CUHAPOM JIujnma M psAn OPYTUX COCTOSHMIAL
B aTux cnyyasx runoxaaeMus acCOLMMPYETCs C MOBBILICHHOI peabcopOiyeit HaTpus U XI0pK-
OB, IIPUBOJAIIEN K CTOVIKOI M BBICOKOJI 00'beM3aBICHMOI apTepHaIbHO IUIIePTEH3WMN.

Han6onee BeposATHbIMM 3a00/IeBaHVAMM B PACCMAaTPUBAEMOM C/Iydae C/IEfOBAJIO NPYU3HATD
mm6o cunpgpom baprrepa mbo cunpgpom Inrenbmana. OTCyTCTBME CBefieHUII O IpueMe Auype-
TUKOB, a TaK)K€ OTCYTCTBME [IMapey ¥ PBOTHI MICK/IIOYWIO Ha/lIN4yue CMHAPOMa IiceBho-baprrepa.
OTcyTcTBME IMIIOMAarHMeMuy ¥ TUIIOKaIbIMYPUY, Haubojee OTIMYNTEIbHBIX IPU3HAKOB CUH]-
poMma IuTenbmaHa, OTBEpI/IO HAHHYIO TYOY/IONATMIO ¥ IIO3BOJIVIO AVArHOCTUPOBATH CUH[IPOM
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CUHOPOM BAPTTEPA

Baprrepa. OTcyTcTBUE MOBBILIEHNA IKCKPELUN Kalablyad ¢ MOYON CTAaBWIN IIOf, COMHEHIUE €ro
HeOHaTa/IbHble BapMaHTBHI.

boin BbICTaBNIEH NIpefBapUTENIbHBIN KIMHNYeCKUI auarios: «Cungpom baprrepa, kimaccude-
CKMI TUTI».

— ) NIMUHAMJKA U UICXOObI

BriocnencTBuM 10 pe3yibTaTaM MOJIEKY/LIPHO-TeHEe TUYEeCKOro MCCIeoBaHms (3abop obpasia
ot 29.03.13 1, cekBeHupoBanue 1o CaHrepy), Obi1a BbLIB/ICHA IIATOTeHHAs 3aMeHa B TOMO3UTOTHOM
cocrostunu ¢.1769T>C B rene CLCNKB. Hanbornee yacto peannsyeMslii KIMHUIECKN KaK K/IACCH-
qecKuii, cuHApoM bapTrepa, Tun 3, acconumpyetcs ¢ fedekToM 6a3onaTepasbHOrO XIOPUAHOTO
kaHama CLCkb, xoropsiit onocpenyiot 6omee 80 myranuii rena CLCNKB [4].

B cooTBeTCTBUY C TONTy4eHHBIMY JAHHBIMM, ObUI BepuUIPOBaH OKOHYATe/IbHBIN KIIMHIYe-
ckuit uarHo3 «CuHzapoM bapTTepa, K/accu4eckuit BapyaHT, TUI 3» (IaTOreHHas 3aMeHa B TOMO-
3urotHoM coctossuum c.1769T>C B rene CLCNKB).

CoracHo CyllecTBYIOIIMM peKoMeHaauyAM [5], ¢ mapra 2009 T., B TedeHue 13 nert, nposo-
IOVUTCA TepalMs, HallpaBJIeHHas Ha KOMIIEHCALVIO IOTePh Ka/lNs, HaTPY, XJIOPUJIOB, BOJbI C MOYOI
M MeTabo/MN4ecKoro ajkanosa. beul HasHaueH VIHZOMeTalMH B Hadya/nbHON fo3e 3,6 MI/KI/CYT.
C MOC/IEAYIOM IIOCTENIEHHBIM CHIDKeHMeM 103bl 0,25 mr/Kr/cyT ¢ miong 2019 roga u oTMeHO
npenapara ¢ mapra 2021 r. Bocnonnenne HemocTaTKa Kanusd, HaTpus, XJIOPULOB IPOBOAUIOCH
Ha Hauya/IbHOM JTaIle ITyTeM MHQY3Mil N30TOHNYECKOTO pacTBOpa X/IOPU/A HaTPUs, PacTBOPa X/I0-
puza kanus 1% c fanpHeNINM IepeBo/JOM Ha IIOCTOAHHBII ITepOpaIbHBIIN NpUeM Kanusa XI0puja
4%, B HacTosmee BpeMs — 100-120 mn/cyT (2,0-1,0 MMO/IB/KT/CYT) ¥ BOABI, B HACTOALIEee BpeMs
He MeHee 3,0 71/CyT, ¢ IOTpebieHneM COM He MeHee 6 I/CYT C y4eTOM MepeHOCUMOCTH, BOLHO-
9NEeKTPONIUTHOTO OajaHca, CKOPOCTM KIyOO4YKOBOW (uabTpanyy. B ycmoBMAX IpoBOAMMOrO
JIe4eHVs JOCTUTHYTA KOMITEH AL MeTab0/I4eCcKoro askaao3a, HopMaansanus BOJHO-9TIeKTPO-
nmTHOTO 6anaHca (YpoBHeN HaTpMs, Kalus, XJIOpPUA0B B KpoBnu) (Tabm. 1).

Ta6mmma 1. Hacta A. 13 et 9 Mmec. [IMHaMMKa KIMHUKO-Ta00paTOPHBIX IOKa3aTerei

IlokxasaTenu o neyenns (10 mec) Ha ¢one nevenns (13 net 9 mec)

Pocr (cm) 62 161,5
Bec (k1) 5.0 68.45
pHx 7,612 (N 7,35-7,45) 7,473
HCO; (mmol/l) 47,2 29,7
K (mmol/l) 2,3 (N 3,3-5,5) 3,8

Na (mmol/l) 119 (N 135-145) 138,5
Cl (mmol/l) 67 (N 96-110) 99

B Tevenne 13 et y pebenka HabmoaeTcsa Mel/IeHHOe IPOrpeccupoBanue 601e3HN, Ha ¢es-
panpb 2022 . — pCK® 66 mn/mun/1,73m? (kpeaTrHuH CBIB. 89,6 MKMOJIb/JI), 9YTO COOTBETCTBYET
XPOHIYECKON 60/Ie3HN MoYeK 2 CTaguy. Y3-IpU3HAKY MeRY/UIAPHOro HeppOKaIbITHO3a OTCYT-
CTBYIOT B T€UEeHJI€ BCETO Iepyofia HaOTIOleH .

[IcuxoMoTOpHOE U Pr3NMIECKOe Pa3BUTHE COOTBETCTBYET BO3PACTY.
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B Bospacre 11 neT (uroHb 2019 I.) pOCT ZEBOYKYM COCTABIAT
146 cMm (66 mepuenTunp, +0,43 SDS), macca tena 50 kr. ViHgekc
maccel Tena (MIMT) 23,46 xr/m? (BMI SDS +1,88) (puc. 2).

B Bo3spacre 13 et 9 mec (dpeBpanp 2022 1.) pOCT JeBOYKA
coctaBun 161,5 cm (66 mepuentmns, BMI SDS +0,42), macca
tena 68,4 kr. IMT 26,24 xr/m? (BMI SDS +1,98).

OBCYXAEHUE

Hapsany ¢ xnnHMdYeckoi Knaccudukalyei, Iofpasieniio-
mieil cuHApoM bapTTepa Ha KlIaccu4eckmil ¥ aHTeHATa/IbHbII/
HEOHATA/IbHBIII BAapMAHTBI, B HACTOALIEE BPeMs BBIIEAIOT
5 reHeTMYeCKMX TUIIOB OOJIe3HM, HAC/TeyeMbIX ayTOCOMHO-
perjeccuBHO (Tun 1-4), mu60 X-CIeIIEeHHBIM peljeCCHBHBIM
nyreM (tum 5), B OCHOBe (OPMMPOBAHVA KOTOPBIX JIeXAT
MYTallMMI T€HOB, 3KCIPECCUPYIOLUXCA B TOJNCTOM BOCXOHA-
meM KojieHe neTau [eHne M AMCTanbHBIX M3BUTBHIX KaHajblaxX
(2, 3, 6-8] (Tabmn. 2).

Puc. 2. leBouka Hacta A.,
11 net

Ta6numa 2. Tunsl cuappoma baprrepa (Besouw M. et al. jr Pediatr Nephrol, 2019)

Tun Ten HacnemoBanue Kmianyeckie BapuaHThI
bBaptrep I AHTeHaTa/IbHBIN/
(nedpext NKCC2 — naTpmit-Kanmit SLCI2A1 AR TTOJIUTUAPOAMHIIOH,
x10puHOro Korpancrnoprepa TnBIII) HepoKa/IbIMHO3
Baprrep II AHTeHaTanbHbII1/
(zedext ROMK — anmkanbHOTO KCNJ1 AR [IOTIVITVAP OAMHITOH,
Kamesoro Katana TrBIIT) TPaH3UTOPHAs TUIIEPKaTNEMNs,

HepOKanbIMHO3

baptrep I11
(zedext CLC-Kb — moyeyHoro CLCNKB AR Kraccuyecknit/BapuabenbHbIit
xnopupgHoro Kanana TnBIID)
baprrep IVa AHTeHaTa/IbHbII
(nedex Genka Barrtin — sccenupanmHoi BSND AR C HEIIPOCEHCOPHOI TYTOYXOCTbIO/
CYObeIMHUIIBI TOYEYHBIX XJIOPUIHBIX OMUITDOAMHIOH
kananoB CLC-Ka, CLC-KDb) AP
Baprrep IVb CLCNKA AHTeHaTa/IbHBIN
(medext CLC-Ka, CLC-Kb — mo4euHbIX AR C HEIPOCEHCOPHOI TYTOYXOCThIO/

CLCNKB P PHOTTyTOY
xnopuaHbIX KananoB TiBIIT) MIONMUTU/IPOAMHIOH
baprrep V
(TpaH3UTOPHOE CHIDKEHNE MAGED?2 XR HeonartanbHblit
akcmpeccun NKCC2)

IIpu 3 Tnme cuHApoMa baprTepa, yaie BCEro COOTBETCTBYIOIEM K/IACCUYECKOMY BapUAHTY,
HapyaeTcss QyHKIusA 6asonarepanbHoro xiaopugHoro Kanama CLCkb. Yruerenme aktmBHOCTH
Na-K-2Cl (NKCC2) n anukanproro kanueBoro kanama (ROMK, ren KCNJI) BefieT K pa3BUTHIO
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CUHOPOM BAPTTEPA

HeoHaTa/lbHOTO cuHAIpoMa baprrepa 1 1 2 Tuna ¢ runepkaapLyypueit 1 HeppoKanbLMHO30M, 4 THUII
C HeVIPOCEHCOPHOII ITTyXOTOl1, 00yCIoB/IeH b0 AucyHKIMeil 6a3omaTepasbHOIO XITOPULHOTO
kaHama (CLCkb) BcnepcTBue MyTanun crenyduyHoro 6enka baprTus, m160 KOMOMHIPOBaHHON!
mycyHKmelt AByx xmopuaHbix KaHanos (CLCKA n CLCKB). 9To mprBOAUT K TSAXKe/IbIM HapyIle-
HVSIM peabcopOLuy HaTpysl ¥ XJIOPUZIOB B TOICTOM BOCXOJSIEM KojleHe IeTnu [eHre, cokpaiie-
HMI0 00'beMa BHEK/IETOYHO KUIKOCTY, CTUMY/IALIUYU OCU PEHVH-aHTMOTEH3VH-a/IbI0CTEPOHOBOII
CHMCTEMBI VI Pa3BUTHUIO TUIIOKATNEMIYECKOTO MeTabOMMIecKOro ajkano3a. BakHelmM 3BeHOM
naTroreHesa SIBJIETCSA TO, YTO TI'MITOKAIMEMNUs, XPOHMYECKOe COKpallleHVe BHYTPUCOCYAUCTOrO
o6beMa ¥ BBICOKVE IUIa3MEeHHbIe KOHIIEHTPAlMJ aHTVOTEH3VHA, KaJ/UIMKPENHOB, CTUMYIUPYET
NOYeYHYIO IPOAYyKLMIo TpocTarnanayHa E2. IlobleHHbIT ypoBeHb IpocTarianauHa E2, B cBoo
oYepefib, OTATOLIACT IIOCTIECTBIUA IEPBUYHOTO AeeKTa, CTUMYIMPYET aKTVBHOCTb PEHMH-aHIMO-
TEH3UH-a/IbOCTEPOHOBOI CUCTeMBbl. Bce 3TO mpuBORUT K (POPMUPOBAHUIO IMOPOYHOTO KPyTa,
KOTOPBIVT ObII YCIENIHO NTPEOjOIeH B IPUBELEHHOM KIMHIYECKOM CITydae.

3AKJTIOUEHUE

B mocnegHee BpeMs CTajo OYEBUAHBIM, 4TO KIMHMYECKasd KaaccuuKanyusa CUHApPOMaA
Baprrepa He Bcerga cOOTBETCTBYET CHMMIITOMAM, CBSA3aHHBIM C €rO TeHCIenVM(pUIecKuM THUIIOM.
Tak, HanboMee pacIpoCTpaHEeHHBIN 3 TeHETUIEeCKUII TUI BBIAB/sIET GEeHOTUIITIECKOe Pa3HOOOpa-
3Me C KIMHUYECKUM TeYEHMEM He TOJIbKO KIaCCUYECKOTO, HO M aHTeHAaTa/IbHOr0/HeOHATaIbHOTO
cuHApoMa Baprrepa mnm cunapoma Inrtenbmana [4]. Ha MOMEHT MOCTaHOBKM AMArHosa, B BO3-
pacte 10 mecs1eB, pe6eHOK MMeIT PEHOTHUII aHTEHATaIbHOTO/ HEOHATaIbHOTO CMHApoMa baprrepa
(B aHaMHe3e OC/IO)KHEHHasl MHOTOBOJYIeM 6epeMeHHOCTD, IpeXAeBpeMeHHbIe pOIbl Ha 32 Heflere)
¢ febr0TOM O07Ie3HM ¢ pOKAeHMA. TeM He MeHee, OTCYTCTBYE TMIIEPKAIbIIYpuH, Y3-IIPU3HAKOB
HepOKa/IbI[HO3a II03BO/IM/IN IIPENIONOKNATh €r0 KIacCHYeCKUil BapMaHT, YTO BIIOC/IENCTBUN
IO/ TBEPANIO OOHAPY>KeHNe NTaTOT€HHOI 3aMeHbl B TOMO3UTOTHOM cocTosiHuM €.1769T>C B reHe
CLCNKB, cooTBeTCTByIOLIEN 3 TUITY.
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CUHOPOM FANJIOHEAOCTATOYHOCTU A20
(BEXYETA-NOAOBHbIU CEMEWHDbIN
AYTOBOCNANUTEJIbHbIA CUHOPOM)

H.E. llluronera, A.C. Ilonakosa, P.VI. A6aiixanos

OBOCHOBAHME

Cunppom ramnonefocrarogHocty A20 (bexdyeTa-1mogoOHbIN CeMeIHBIN ayTOBOCIIAIUTENb-
HBIIl CUHJPOM) — pefKoe MOHOTeHHOe 3aboseBaHMe, BIepBble omyucaHHoe B 2016 romy. [1].
Ha ceropgusimnmuit geHb, MUMEIOTCA JaHHbIE 0 89 IMalyeHTax ¢ JaHHBIM 3aboneBaHueM. B orede-
CTBEHHOII yuTeparype B 2021 rogy OmmcaH efVHCTBEHHBIN IOJOOHBIN crydail [2]. YuurbiBas
HM3KYIO 4acTOTy 3a00/IeBaHMsA, Pa3HOOOpasyue KIMHIYECKVX IPOSBICHUI, KaXX/Iblil KIMHNYeCKII
ClTy4ail IpefCcTaB/IsAeT MHTepeC I KIMHULICTA.

KJTIMHUYECKWUN NMPUMEP
o O

[Tanment [I., Manpumk 7,5 71eT, BiepBble 00paTMICsA K TaCTPOSHTEPOJIOTY KOHCY/IbTaTVBHO-
muarHoctudeckuit nentp OTAY «<HMUII 3nopoBbs meteit» Munsnpasa Poccun (anee — LlenTp)
B mioHe 2021 r. ¢ >xajo6amMy Ha pelufuBUpYIOLINe apThl MOOCTU PTa, HEPUOANIECKYIO OOMIb
B JKMBOTE, HETIOCTOSHHYIO NIPVMECH NPOXIIOK TEMHOI KPOBU B CTYIIE.

/13 anaMHe3a M3BeCTHO, YTO peOEHOK OT HEPOJCTBEHHOT0 OpaKa, epBoii HOpMaIbHO IPOTe-
KaBIeli 6epeMeHHOCTH, CPOYHBIX OIlEPATUBHBIX POIOB Ha 39 Heferne. Macca Tenma Ipu poXKIeHUN
3350 1, ;yimHa 53 oM, oneHka no mikane APGAR 8/8 6amnos. Pannee pasButne 6e3 0co6eHHOCTeIL.

HacrnencTBeHHOCTD OTATOlIEHA: Y OTILIA CaXapHblit AuabeT 1-ro Tuma.

C 1,5 et y pebeHKa IOABMINCD XKa/moObI HA PelVAVBIPYIOINI aQTO3HbI CTOMATUT C BBIPa-
JKEHHOI1 00/Ie3HEHHOCTDbIO aT, 1O 2-X /IeT — Ha HEeMOTUBUPOBAHHBIE IOAbEMbI TeMIIePaTypPhl.
C 4 o 6 neT OTMeYAINCh PeLVAVBUPYIOIIMe TpeuHbl anyca. C paHHero Bo3pacra Takxe Oec-
HOKOW/IV KpaTKOBPEeMeHHbIe 6011 B )KMBOTe 6e3 4eTKOJI JIOKaIM3aly, KOTOpble KYIIMPOBAINCh
CaMOCTOATENbHO. B uHaMuKe HapacTaHus 00/IEBOTO CHHApPOMa He OTMeYanoch. Pegko mmenn
MeCTO 3MM30AbI KAIINIleoOpasHOro CTyIa KO 2-3 pa3 B CYTKM IPOJO/DKUTEIBHOCTBIO He Ooree
2-X JIHeJ ¥ TepUOJbl OTCYTCTBMA CTY/Ia MAaKCUManbHO 710 3-X gHeil. C 6 neT Ha ¢dboHe MIOTHBIX
KaJIOBBIX MacC peKO OTMedanach MMHMMa/bHasA NpUMech KpoBu B cTyne. B 6 ymer 10 mecanes
npoBoaunoch obcmenoBanue: IgA, IgG K mmaguHy M TKaHEBOJ TPAaHCIIyTaMUHas3e pe3y/IbTaT
OTPUIIATENbHBIIT, KOHIIEHTpaLus HeKanbHOTO KanbIIPOTEKTIHA B IIpefieiaX HOpMbL. VIMeno MecTo
HebonbIoe nossitieHne CPb (22,7 r/n nmpu HOpMe 710 5 1/71). 3a iepnop, HabIoieHNsT HEOHOKPAT-
HO NIPOBOAVIACH MJIEOKOJIOHOCKOIMNA, 9PO3UBHO-A3BEHHOIO MOPAKEHNA KMILIEYHMKA BBIABIEHO
He OBIO, OJHAKO OIpefieiANnach BbIpaskeHHaA MMMQPOPOMKYIApHas TUIepIUIasua TepMUHaIb-
HOTO OTHe/Ia IMOAB3MOLIHON M TONCTOM Kumky. Ilo pesympraTam 930¢aroracTpomyofeHOCKOnn
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CUHOPOM FAMNJIOHEQOCTATOYHOCTU A20
(BEXYETA-NOOOBHbIA CEMENHbIN
AYTOBOCMAJIMTEJIbHbI CUHOPOM)

TaKOKe AMarHOCTUPOBATACh MMM(POPOINKY/IApHAsA IUIepIUIasusa MMIIeBOfia M ABeHAALATUIePCT-
HOJI KuKN. IIpy rucTomornyeckoM MccieoBaHNM — MpU3HAKM aKTMBHOTO XPOHIYECKOTO BOC-
IIaJIeHVS:: yMepeHHas ¥ BBIpaKeHHasA MHQWIbTpALMA COOCTBEHHOI IUIACTMHKY MMMQOLUTAMI,
IJIa3MOLIMTaMH, HeTpoduiaMu, 303MHOGIIaMN, 04aroBast MHPUIbTPAIVIA SIUTENNA HeTpodu-
JTaMM, TUIIePIIasyst TMMQOUIHON TKaHY CIM3UCTON 000I0UKM TOHKOIL ¥ TOICTO KMIIKH.

B 7 ner B TedeHne 2-x MecAleB noaydan Mecanasyus, Ha poHe KOTOPOTO COXPAHAIACh HEIo-
CTOSIHHAsI IPMMeCh KPOBMU B CTyJIe, 060CTpeHNs adTO3HO-5I3BEHHOI'O CTOMATHTA.

B 7 ner 8 MecsAnes o6cnefoBaH ¢ mojo3peHueM Ha 6one3Hb bexdera. B maboparopHbIx
aHaymm3ax: yckopenye COJ (21-26 mm/4), CPB 0,76-69-25 r/n (nosbimenne CPB ormevanoch
Ha (OHe MM30/1a IMXOPAKIL), CBIBOPOTOYHbIE MMMYHOIIOOY/MHEL IgA, IgM B mpepenax HOpMBI,
IgG 14,6 r/n (HOpMa [0 12,6 T/71), aHTMHYK/IEAPHBIl ¥ PeBMATOUAHBIN (PaKTOPHI He ITOBBILICHBI,
(eKa/nbHBI KanbIIpoTeKTVH 486 MKr/T, aHam3 kposyu Ha HLA B27:02, B38:01 oTpumaTenbHBbIIL.
DHJ0CKOIMYecKoe 00CTIefoBaHye He TPOBOANMIOCh. Ha 0CHOBaHMM NMEIOIIMXCS TaHHbIX OblIa ina-
rHocTpoBaHa 6one3Hb KpoHa. PekoMeHioBaHa MIMMYHOCYTIpeccyBHasA Tepamus [IpenHusonoHom
B COYETAHUM C A3aTHOIPMHOM, OT IIPOBEJECHNUSA KOTOPOIl POJUTENN OTKAa3alIuCh U 0OpaTuInCh
3a KOHCY/IbTallMell B KOHCYIbTaTUBHO-AarnocTudecknii nentp @AY «HMMUII spopoBbs merteit»
Munsgpasa Poccun.

OU3NKAJIbBHAA JMUATHOCTVKA

ITpu ocmotpe: poct 131 cMm, Bec 24,6 Kr. Pusudeckoe pasBUTHE CpefHEe, TAPMOHUYHOE.
Ha cnusucroit 060/mouke BHyTpeHHeN IOBEPXHOCTH IpaBoit mekn s13Ba 0,8x0,8 ¢cM, ZHO MOKpPHI-
to GubpuHoM, manbnanus 6omesHeHHa. JKuUBOT 00b19HOI (HOPMBI, MATKUIL, 6e3001€3HEeHHbI,
HeYeHb Y Kpas pebepHOIT JyTy, 91acTU4Has, celie3eHKa He manbnupyercsa. CTyn opopMIIeHHBII,
1 pa3 B cyTKku, 6e3 maronorndeckux mpumeceii. IlepuananpHast 06/1acTh He M3MEHEHA.

\—
IIPEJIBAPUTE/ILHBIV OIVIATHO3

«bonesnp Kpona ToHKoI Kumkn. PenyayBupyonmii ahTO3HO-A3BEHHBII CTOMATHUT».

YdunrbiBas paHHee Havyajlo 3a00/eBaHMsA, HEMOTVBVMPOBAHHBIE IIOJbEMBl TEMIEpPaTypHI;
peLuAuBIUpPYIOLIVe aHa/IbHbIe TPEI[MHbI B aHAMHe3e, paspenraBumecsa 6e3 cnenudnaeckoin Tepa-
IVUM; pelyVBYpYIollee 9PO3UBHO-A3BEHHOE IOpaXKeHMe CIM3UCTON OOOTOYKM IONOCTH PTa,
a TaroKe 3aUKCUpPOBAHHBIE B IIEPUOJ HAXOX/IEHNUA B CTAI[IOHape ToBbIeHne yposasa CPb, CO9
Ha (hOHe HEMOTVMBUPOBAHHOTO IIOJ’beMa TeMIIePaTyPhl C IOC/IeAyIollell HopMalu3anueil IoKasa-
Tentelt 6e3 crienunyecKoil Tepanyi, ObIIO 3aII0J03PEHO MOHOTEHHOE BOCIIA/IUTE/IbHOE 3a00/IeBa-
Hue. PekoMeHJ0BaHO NpOBENEHME T€HETUYECKOTO MCCIeIOBaHNA: IIaHeNb «VIMMyHOMorn4ecKkas»,
METOIOM BbICOKOIIPOM3BOJAUTENbHOTO CEKBEHMPOBAHNsA, BK/II0YaoIell 514 reHoB, acCOLMMPOBaH-
HBIX C IEPBUYHBIMY UMMYHOREDUIINTaAMNA.

OTUHAMUKA U ICXOIIbI

B pesynbrare mpoBepeHHoro obcmenosanma B nmaboparopunm OI'BY «HMUILL OTOU um
Ovurpus PorageBa» ot ceHTs10ps 2021 r. y mauyenTta B reHe TNFAIP3 6bl1a BbIsAB/IEHA TeTepo-
3UrOTHasA 3aMeHa ofgHoro Hykiaeorupa c.811C>T, mpuBopsmas Kk 00pasoOBaHMIO CTOI-KOZOHA
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p.(Arg271Ter). Takoii reHeTMYECKMIT BapUAHT, 110 TAHHBIM JIUTEPaTypHI [1], AB/IAETCA MATOr€HHBIM
M acCOIMMPOBAH C pasBuTueM bexueTa-mofo6HOrO ceMefHOTO ayTOBOCIAINTETbHOIO CUH/IPOMA
(cMHIpOMa TarIoHeN0CTaTOYHOCTY A20).

\/&» TIPOTHO3

IIporHos namyeHTa c CMHAPOMOM I'aIJ/IOHE0CTaTOYHOCTY A20 3aBUCUT OT KO/IMYECTBA OpTra-
HOB, BOBJIEUEHHBIX B ITaTOJIOTMYECKUII IIPOLIECC M OTBETA Ha MMMYHOCYIIPECCUBHYIO TEPAINIO.
[TpoToKOIOB NevYeHNst 3a00/IeBaHNsI HA CETOHSAIIHMIT leHb HeT. HeoOxonmMo manbHeriiee ncce-
IOBaHMe JaHHOJ aTOIOrNy st 60jiee ITyOOKOTo IIOHVMAaHA [TaTOTeHe3a Y BO3SMOYKHBIX METOZOB
JledeH .

OBCYXOEHUE

PerpupuBupyromye adpTO3HbIe CTOMATUTBI, HOCSAIIIVE M30/IMPOBAHHBIN XapaKTep U He acCOL-
VIPOBAHHBIE C IPY3HAKaMJ CUCTEMHOTO BOCIIa/leHysl (IMXopasika, Ha/l4dye MapKepoB BOCIIAIEHVS
B Ta0OpaTOPHBIX aHA/IN3aX), JOCTATOYHO YaCTO BCTPEYAIOTCA Y JleTell U MMEIOT OIaronpusATHBIN
nporao3. OJHaKO TsDKe/Ible CTOMATUTBI € JUIUTEIbHO MePCUCTUPYIOIMMY 00/Ie3HEHHBIMY S3BaMM
MOTYT OBITb CMITOMOM BOCHA/IUTEIbHBIX 3ab60nmeBanuit kuureynnka (B3K), k koTopeiM oTHOCAT
A3BEHHDIVI KOMT 1 60ne3np KpoHa, peBMaTiyeckux 3abomeBaHmii, a Takke 3aboneBanmit, o0yc-
JIOBJICHHBIX MYTallVsIMJ B T€HaX, PEryIMPYIOMNX pabOTy UMMYHHON CHCTEMbl — MOHOTEHHBIMU
B3K-mogo6HbIMU 3260/1€BaHUAML.

KnuHuyeckass kapTuHa BOCHAIUTE/IbHBIX 3a00/IeBaHMiI KUIIeYHVKa ¥ MOHOreHHbIX B3K-
107100HBIX 3a00/IeBaHNIT IPAKTUYECKU UCHTUYHA: XPOHNYECKIe 60N B XUBOTE, PELUIUBUPYIO-
I[Mie CTOMATHUThI, HAPYIIEHM CTY/IA, KPOBb B CTY/Ie, HEMOTVBYPOBaHHbIE IIO/beMbl TeMIIePaTypbI,
HOpaKeHMe IepraHaIbHOI 00/1acTH, CycTaBoB, miMdoaeHonaTys. Hepenko puddepennyanpHas
AVMATHOCTYKA 9TUX HO30JIOTMII MOXKET 3aHMMATh HECKOJIbKO JIeT.

Cunppom ramnonefocratounoct A20 (CTA20) — HemaBHO omMcaHHOe MOHOTEHHOe 3a60-
JIeBaHMe, XapaKTepusylolleecs MMPOKUM CIIEKTPOM KIMHUYECKUX IIPOSBICHMII, BOZHMKAIOLIIee
B pesy/bTaTe reTepo3uroTHsix Myraumit B rene TNFAIP3, xortopslit Kopupyet 6emox A20 [1, 3].
Benok A20 sBnseTcsa mHrnburTopoM curnanbHoro myty NF-KB, nrparomiero BasxHyio ponib B paboTte
KaK IMMYHHOTO OTBeTa, TaK ¥ MEXaHI3MOB MMMYHHOJ ToepaHTHOCTH [4]. A20 mopasinseT Boc-
HaJINTENbHBII IPOLecC, KOTOPBIIT 3amycKaeTcs: BemenctBue aktupanuy nyti NF-KB nubexyon-
HBIMU areHTaMu ¥ nposocnaautenbHbiMu nurokrHamu (PHO-a, VIJI-1 u ap.). HemocraTrouHocTh
A20 mpuBOANT K Pa3BUTIIO HEKOHTPO/IVPYEMOTO BOCIIAJIUTE/IbHOTO IIPOIlecca pasIndHoOl TOKaIN-
sanuu. V3BecTHO, 4To A20 TaK)XXe Y4aCTBYeT B PeTy/IALMM IPOIECCOB aIloNTo3a, GOPMUPOBAHIY
MMQONHBIX OPTAHOB U MeXaHM3Max IpuobpeTeHHOro nMmmMyHurera [5]. IlockonbpKy cmmsucTole
000/I0YKM YKeTyTOYHO-KNIIEYHOTO TPAKTA HAXOAATCSA B IOCTOSTHHOM KOHTAaKTe C MUKPOOMOTOIL,
aJieKBaTHOe (PYHKI[MOHMPOBaHNe NHIMOUTOPHBIX CHCTEM HEOOXOUMO /LA MOJ/Iep>KaHNA TOMeO-
crasa. [TocnegHme mccefoBanus 1MoKa3ay, 4YTo sKcIpeccus 6enka A20 cpasy Hmocie poXXAeHMA
HI3KasA Y HapacTaeT I10 Mepe KOJIOHM3AIUy KMIIeYHNKa 6aKTepuAMU HOPMaTbHOM MUKPOQIOPEL.
[Tommmopdusmsl rena TNFAIP3 accouympoBansl ¢ pasputueM B3K, kak 6bUIO ITOKa3aHO reHeTH-
YeCKMMM UCCIENOBAHUAMI MOCENHUX NeT [5].
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CUHOPOM FAMNJIOHEQOCTATOYHOCTU A20
(BEXYETA-NOOOBHbIA CEMENHbIN
AYTOBOCMAJIMTEJIbHbI CUHOPOM)

[Tpepnomnaraercsi, uro CIA20 mMMeeT ayTOCOMHO-ZOMMHAHTHBIN XapaKTep Hac/lIefOBaHN,
a pa3HooOpasue KIMHNYECKNX [TPOSIBIEHUI 00BSACHAETCS CTeneHblo akcpeccun A20 [6]. B nure-
paType ommcaHbl cry4dan, Korja nanyeHTsl ¢ CIA20 umeny KIMHNYECKYI0 KapTUHY, aHAJIOTUYHYI0
B3K [7], 6one3un Bexuera [3], cucTeMHOII KpacHOI BOTYaHKY, MAVONATNYECKOTO I0BEHM/IBHOTO
aptputa u zp. [8].

Ilna CTA20 xapakTepHO paHHee Hadajlo 3aboyeBaHMs, IpeuMylecTBeHHO fo 10 et [9].
Haub6onee gacTeiMy CMMIITOMaMM SBJISIOTCS: PeUMAUBUPYIOLiee 9pPO3UBHO-I3BEHHOE IOpaXKe-
Hue ToocTy pra (70%), peuanBupyommas muxopagka (42%), 9po3uBHOE IOPAXKEHME KeTy0Y-
HO-KMIIeYHOro TpakTa (40%), koxxu (38%), sp0o3anBHO-s3BEHHOE IOPAXKEHUE CIU3NUCTBIX 000-
JI0YeK MOJIOBBIX opraHoB (36%) [8]. CI'A20 Ttaxke accolumupoBaHa C pasBUTMEM OC/IOXKHEHMUIA,
K KOTOPBIM OTHOCATCSA IgA-accoumpoBaHHBIN BaCKYIUT, XPOHNYECKUII TeIaTuT, HegpoTude-
CKUII CUHIPOM.

Jleuenne CI'A20 HanrpaB/IeHO Ha ITO/JaB/IeH}ie UMMYHHOT'O BOCII/IEHISI M BK/TIOYAeT KaK CUCTeM-
HbIe [IIOKOKOPTVMKOCTEPOUABL, TaK ¥ TapreTHywo Tepamio — uHrno6uToper ®HO-a (VIHpmkcnmMab,
Apanumyma6, JraHeplent), B page cnydaeB — uHruburopsr VJI-6 (Tounnmsyma6). Ilpu Head-
¢dextuBHOCTN MHTMOUTOpOB OHO-0 onucano npumenenne antaronucros JJI-1 (Kanakunymao,
AnaknHpa, Punonauent) u narnéuropos fAnyc-knnas (Todanntnan6, bapunytian6). B murepa-
Type TaKoKe IpefiCTaB/IeHbI C/Ty4ay IPOBeeHNs a/UVIOTeHHOI TPaHCIUIAHTAIMM TeMOIIOITIYECKIX
CTBOJIOBBIX K/IETOK B pe(ppaKTepHBIX cTydasax [3].

3AKJTIOUEHUE

JlaHHBI Cy4ait eMOHCTPUPYET HeOOXOAMMOCTD ITTyOOKOTO aHamu3a KIMHUYECKOI KapTu-
HBI, COIIOCTAB/ICHME €€ C TaHHBIM) aHaMHe3a U pe3y/IbTaTaMi 1ab0paTOPHO-MHCTPYMEHTAIbHBIX
uccnegopanuit. IlpaBunibHas AMarHocTuyecKas IrMIoTes3a ABAAETCA KIHYOM K CBOEBPEMEHHOMY
BBIAABJIEHMIO CIIOXKHBIX C/IydaeB. B 4acTHOCTW, JaHHBI KIMHMYECKUII CIydail JIeMOHCTPUPYET,
YTO NPY HECTAHJAPTHOM KAMHUYECKON KapTHHE KAMHULMUCT JO/DKEH MMETb HAaCTOPOXXEHHOCTD
B OTHOILIEHNY MOHOTEHHBIX 3a00J/IeBaHNIT IMMYHHOII CHCTEMBbI, KOTOPBIE YCIIELTHO AMAaTHOCTUPY-
I0TCS C TIOMOLbIO COBPEMEHHDBIX '€HETUYECKUX TECTOB — IIaHe/lel BbICOKOIPOM3BOAUTENBHOTO
CEKBEHMPOBaHMA. JJaHHBIN METON, MCCIEJOBAHMA TI03BOJIAET COKPATUTh CPOK IIOCTAHOBKM [Jyar-
HO3a I TOf00PaTh afIeKBaTHYIO TEPATINIO.
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CUHOPOM 3ALOEPXKWU PA3BUTUSA

C BAPUABEJIbHbIMU UHTEJIJIEKTYAJIbHbIMU
HAPYLLEHUAMU U AHOMAJIUAMU MOBEAEHUA
(OMIM 618430)

CUHOPOM 3AAEP)XXKU PASBUTUA
C BAPUABEJIbHbIMU UHTENJNEKTYAJIbHbIMU
HAPYLWWEHUAMU U AHOMAJTUAMU NOBEAEHUSA
(OMIM 618430)

O.b. KonpakoBa, A.B. JlTamkoga, [I.1. Ipe6enknun, O.H. I'ygununa, A.A. Ilymxkos,
A.A. JIannua, }0.U1. [TaBeigoBa, K.B. CaBoCThsIHOB

OBOCHOBAHME

CuHJIpOMBI ¢ onepexxeHneM GU3NIEeCKOr0 — 3TO FeHeTNYeCK! reTepOreHHas TPyIIna Hacey -
CTBEHHBIX 3a00/IeBaHMIl, KOTOPble eXeIHEBHO BCTPEYAIOTCS B IPAKTMKE HEBPO/IOra, IEAyaTpa,
9H/JOKPMHOJIOTA, OHKOJIOTa M JIPYTUX CIlelamucToB. [IpuMepamu Takux 3ab0meBaHuUil SBIAIOTCS
cuHppoMbl beksura-Bupemana, Cotoca, Busepa, Mamana, Cumncona-lTomabu-bemens. BypHoe
pa3BUTHE MOJEKY/ISAPHOI FeHeTUKN B MOCe[Hee AecATUIeTHe TI03BO/IN/IO BBISABUTb MHOXXECTBO
T€HOB, MYTallM} KOTOPBIX fABIAKOTCA NPUYMHON HOBBIX HACTENCTBEHHBIX CUHIPOMOB U3 3TONM
rpynnbl. Kpome Toro, 6pi1i HOMTy4YeHbl aKTyanbHble JaHHbIe 00 3TMONIOTNM, ITATOTeHe3e, KINHU-
YeCKO KapTMHe, OMArHOCTUKE U MpO(MIAKTMKe HACTeNCTBEHHBIX CHH/[POMOB C OIlepeXeHUeM
¢dusnyeckoro passutus. HekoTopble 13 9TUX CMHPOMOB BCTPEYAIOTCS KpaliHe PefiKO U ABJISIOTCS
MajIOM3y4eHHBIMIL.

IIpencraBnsgemM ommcaHMe KIMHMYECKOTO Cydas PEKOro HAcle[CTBEHHOTO CUHJPOMaA
C 3aJIep)KKOJl pasBUTHA C BapuabebHBIMU MHTE/UIEKTYaIbHBIMU HAPYLUIEHWSMM ¥ aHOMAJIVsIMU
HoBefleHMs, 00yc/oBIeHHoro My tanysamu rea TCF20.

Ten TCF20, pacnonOXeHHBII Ha JJIMHHOM Iutede 20 XpOMOCOMBI, KOAMPYET KOPeryaaTop
rpaHckpunuuu TCF20 (SPRE-cBasbiBaromuit 6e10k), KOTOPBII y4acTBYeT B aKTUBALMU CTPO-
Memm3nHa-1 (MaTpukcHoOi MeTaytonpoTtenHassl 3) [1-3]. fApepupiit dpakrop TCF20, BeposATHO,
IeICTBYeT, KaK KOAKTMBATOP Pa3/IMYHBIX CTPYKTYPHO U (PYyHKI[MOHAIbHO Pa3pO3HEHHBIX TPaHC-
KpUIIVMOHHBIX (pakTopoB. Takke nsBectHOo, 4To TCF20-K0oaVpyeMblii 6€I0K CTUMYINPYeT aKTUB-
HOCTb Pa3/IMYHBbIX aKTMBATOPOB TPAaHCKpUNIMM, TakuxX, Kak JUN, SP1. MyTauum 3TUX I€HOB
CBSI3aHBI C pery/IAlyel K/IETOYHOTO IIMK/IA U allONTO3a K/IeTOK [4]. VI3BeCTHO, YTO MyTal[uy B TeHe
TCF20 cBsi3aHBbI € 3a1ep>KKOJi HEPBHO-IICMXMYECKOTO Pa3BUTHA U pacCTPOIICTBAMU ay TUCTUYECKO-
ro crekrpa [5-8].

KnmHndeckas KapTHa PV 9TOM CUHZIPOMe C OIHOJ CTOPOHBI IIpeficTaB/IeHa 3a/IePXKKOii IICUXO0-
MOTOPHOTO PasBUTNA, YMCTBEHHOJI OTCTAIOCTBIO, IVLIEBBIMIA AV3MOPQVSIMY, MBIIIICYHOI TYUIIOTOH-
eil 1 HeBposorndeckuMu Hapyuenusamu. C pyroii CTOPOHBI, 1A CMHAPOMA C 3a/Iep>KKOIl pa3BUTHA
¢ BapuabeNbHBIMJ MHTE/UIEKTYa/IbHBIMY HApYLICHMAMY ¥ aHOMAIMAMY IIOBEIeHUSA XapaKTepHBI
CUMIITOMBI, BCTPeYAIOIyecs: Iy 3a00/IeBaHMSIX C OnepeXxeHreM Gpu3n4ecKoro pa3BUTHs: BBICOKMIT
pocT, 6onbIoi Bec 1 Makpoledama. Tum HacnenoBaHNsA — ayTOCOMHO-IOMIHAHTHBIIL.

[TonynAnyoHHasA 4acToTa CMHPOMa HEM3BECTHA, HA HACTOALIMII MOMEHT B MUpE OIMCAHO
6oree 30 TALMEHTOB C 9TUM CUHAPOMOM. JTO IIepBOE OIVICAHVIE CUHPOMA C 3a/JeP>KKOI PasBUTIS
¢ Bapuabe/IbHBIMM VIHTE/IEKTya/IbHBIMM HapyLIEHVSIMM i aHOMa/IVAMMY TIOBEEHMsI B POCCUIICKOIT
HMOMYJLALUN.
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KJTMHUYECKWUA NMPUMEP
o O

/13 aHaMHe3a M3BECTHO, YTO Ma/Ib4UK POXKIEH OT 6-11 CaMOIIPOM3BOIBHON OepeMeHHOCTI,
ot marepu 43 net. bepeMeHHOCTD IIpOTEKaIa ¢ TOKCMKO30M, aHeMuell, Heppormarueit  3aep>KKoi
BHYTPUYTPOOHOTO pasBuTuA. B CBA3M C HMOBBIIIEHHBIM PUCKOM XPOMOCOMHOJ NATONOTMN IUIOAA
13-3a BO3pacTa MaTepy, Ha 25 Hefle/le IPOBEZeH KOPAOLIeHTe3, BBIABMBIINI KApMOTHUII 107 46, XY,
21pstk (HOpMabHBIN MYXCKOJ KapMOTHII, yBe/IMYEHNe [JINHBI CITyTHUYHOTO pailoHa KOPOTKOTO
mreya 21 XpoMOCOMBI — BapMaHT HOPMBI). POfibI 2-€, onlepaTyBHBIE, B ATOANYHOM IIPEIeKaHUM,
Ha cpoke 34-35 "epnenp. ITpu poxxpennn macca Tena 1640 1, gnmHa 42 cM. Ouenka no mkane APGAR
8/8 6amnoB. OT™Meuamich feeKT MeXOKETYL0UYKOBOIL IIEPEeTOPOAKI U OTKPBITOE OBA/IbHOE OKHO.

Ha nmepBoM 1 BTopoM ropy >ku3Hyu pe6eHOK IJI0X0 Habypas Bec 1 oTcTaBal B pocre. C 1epBo-
IO rofja >KM3HU OTMeYasach rpybas 3ajiep)kKKa TeMIIOB MOTOPHOTO M IICUXOPEYEBOTO PasBUTUA
(Ma/IbYMK aKTVBHO [TepeBOPAYNMBAJICS CO CIIMHBI Ha KMBOT ¥ 00paTHO ¢ 1 ropa 1 MecsIa, caMoCTo-
ATeNIbHO caguics ¢ 1 rofa 6 MecALeB, XOAWI C 2 JIeT 2 MecsAleB, (pa3oBas peub IHOABUIACH TOCTIE
2 net 6 mecsnes). C Bo3pacta 1 roga 4 MecsleB peOeHOK HAOMIOA/NICS B HEBPOJIOTMYECKOM CTa-
L[MIOHape B CBA3M C 3a/lep>KKOJ MOTOPHOTO U IICUXOP€4YeBOro PasBUTHA. 3a BpeMs JVMHAMIUYECKOTO
HaOTIOfieHNA TIpY IpOBefieHnu anekTposHuedanorpaduu (33T) snmmrentudopMHOIT aKTUBHOCTH,
AMMJIENITUYECKNX IIPUCTYIOB, X III-MaTTepHOB 3aperncTpupoBaHo He 6bU10. 1o JaHHBIM Mar-
HUTHO-PE30HAaHCHOI ToMOrpaduy roJIOBHOTO MO3Ta OTMEYa/IiCh HEIpyOble MOCTTUIIOKCUYECKIe
u3MeHeHVs. JJpyrux M3MeHeHWI O CTOPOHBI BHYTPEHHNX OPraHoB, IO JaHHbIM Y3V, mabopa-
TOPHBIX JMCC/IEJOBAaHMII KPOBM ¥ MOYM, BBIABIIEHO He OblT0. B cBA3M ¢ 3apepkkoit ¢pusndeckoro,
MOTOPHOTO U IICUXOPEYEeBOrO pa3sBUTUA B Bo3pacTe 1 rofja 4 MecAleB KOHCY/IbTUPOBAH T€HETH-
KOM, IIPOBEJIEH PAJL MCCIIENOBAHMIA [/ VCK/IIOYEHNA XPOMOCOMHOV TATOIOT M.

OU3NKAJIbBHAA IMATHOCTVIKA

Pe6eHOK BIepBble KOHCY/IBTMPOBAH COTPYAHUKAMY OT/[E/ICHUS MEIVIIVIHCKOJ T'eHeTUKU
B Bo3pacre 3 yeT 2 MecseB. Ha mpoTspkeHuu 4 et HaOMIONEHNIT POCTO-BECOBbBIE MTOKA3aTeNN
U OKPY>KHOCTD TOJIOBBI TIpEBbIIIany 97-11 1IeHTU/b.

Ha mMoMeHT mocnegHero ocMoTpa, B Bo3pacTe 6 jeT 9 MecAleB B HEBPOJIIOTMYECKOM CTaTy-
ce OTMedasach jierKas 3aJiep>KKa IICUXMYECKOro pasBUTUA. Peub fnusapTpuuHa 1 IpefcTaBlIeHa
PasBepHYTBIMM IIPeIJIOKEHNMAMM, IPyobIl TeMOp ronoca. Bepyumymy B KIMHMYECKON KapTuHe
ABIANNCH HapylleHMA nosefieHnAa. OTMedanuch BbIpaKeHHasA IMIIEPAKTUBHOCTD, ayTUCTUYECKNE
YepTBhl, IIOBeJleHYeCKye CTePEOTUIINY, U30MPATEIbHOCTD B €fie.

OcobenHocTy heHOTHITA BKIIIOYAIN:

«  Makporedanuio;

°  BBICTYHAKOLIVII METONNYECKNI 1IIOB;

e MOHTOJIOMJHBIN pa3pes IJIa3HBIX Ie/Ieil;

°  ACUMMETPUIO IVIA3HBIX IIlesIel;

+  IIyOOKO IOCaXKeHHBIE I71a3a;

e HIMPOKOE BBICOKOE IIEPEHOCHE;

e IIMPOKMI KOHYMK HOCa;

°  MaKpOCTOMMUIO;

e KpyIHbBIe 3y0bl;
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CUHOPOM 3ALOEPXKWU PA3BUTUSA
C BAPUABEJIbHbIMU UHTEJIJIEKTYAJIbHbIMU
HAPYLLEHUAMU U AHOMAJIUAMU MOBEAEHUA

(OMIM 618430)

MaKpOOTHIO;
HM3KO PACIIONIOKEeHHbIE, YIIHbIe PAKOBMHBI C KPYITHBIMI MOYKaMU;

KIIEBUIHYIO JeopMalnio BepXHell TPEeTH I BOPOHKOOOpasHYI0 leopMaIiio HVDKHEN
TPeTH IPYAHOI KIeTKU;

KIUPOTNIECKYIO OCAHKY;

JIEBOCTOPOHHMI CKOJINO3;

rpy6oe HapyleHVe 1epMaTOIMNKIA C IBYXCTOPOHHEI ITOIepPEeYHON 1aJOHHON CKIIaKOIT;
KIMHOJAKTIINIO V IajiblieB KUCTelt;

OpaxyaKTUINIO;

OTKPBITOE OBA/IbHOE OKHO.

B ocranpHOM comarmyecknmit craryc 6e3 ocobeHHocTell (puc. 1).

Puc. 1. ®eHOTMN NauMeHTa C CUHAPOMOM 3a4ePXKKU Pa3BUTUS C BapuabeNlbHbIMU UHTENNIEKTYalIbHbIMU

284

HapyLeHnaMn u aHomMmaanaMun noseaeHus



—) TIPEJIBAPUTEbHBIN TVUATHO3

YunTeiBas faHHBIE aHaMHe3a (BO3PACTHON PMCK XPOMOCOMHOJ IATONIOTMM TUIOAA, 3alepiK-
K/ BHYTPUYTPOOHOTO pasBUTMNsA), KIVMHUYIECKO KapTUMHBI (3afep)kKa (puandeckoro pasBuTus,
rpybasi 3ajiep)kKka MOTOPHOTO ¥ IICMXOPEYeBOTO pPasBUTUs, CTUTMBI AM33MOpuoreHesa), nud-
(depeHIVaIbHBIN AMAarHO3 MPOBOAVIICS MEXAY XPOMOCOMHBIMU OOJIe3HSAMM ¥ MOHOT€HHBIMU
dbopmaMy 3afiep>KKU IICUXOMOTOPHOTO PasBUTMA C HapylleHUeM IoBefeHMsA. [ yTO4HeHMs
AMarHo3a ObUI IPOBEleH XPOMOCOMHBII MMKPOMAaTPUYHbI aHA/IN3, MOJIEKY/IAPHBIN KapUOTUII
arr (1-22)x2,(XY)x1. XpoMocoMHasl TaTONOI Vsl TOJTHOCTBIO MICK/TI0YEHa.

—| IMHAMMKA VI UICXOJIbI

B Bospacre 6,5 net pebeHOK OB 06CIEOBAH CUXOIOTOM U ncuxuarpom. Konrakr ¢op-
MaJIbHBII, JIETKO BO30YAMM, MHOTOpPEYUB, IABUTATEIbHO PACTOPMOXKEH, MMITYIbCHBEH, CHMU-
JK€HO YYBCTBO IVICTAHIVV. DMOIVIOHAJIbHbIe peaKluy jJabuabHble, He3peble. 3aTpyqHAETCS
nuddepeHIIPOBAaTh IMOIMOHATbHbBIE IPOSBIEHNA M300paKeHHBIX IepcoHaxell. [leilcTByeT
6e3 yuera cutyanyy. CKIOHEH K IeICTBUIO 110 OIIpefie/IecHHOMY anroputmy. O6palleHHyIo pedb
BOCIIPMHMMAeT, CaMOCTOsITe/IbHAasA pedb (pasoBast, CKaHAMPOBAHHAA, B YCKOPEHHOM TeMIIe,
9acTo B BJJje MOHOJIOTA C VICIIO/Ib30BaHMEM pedyeBBIX MTaMIoB. [IpuBieys BHUMaHMe pebeHKa
Ha NPOJO/DKUTEIbHOE BpeMsA 3aTPYAHUTEIBHO, OH OBICTPO MCTOIIAETCA, OTMEYaeTCsA Ype3Mep-
Has OTBJIEKAa€MOCTb, BHMMaHMe IOBEPXHOCTHOE. MblllIZIeHre KOHKpeTHOro Tuma. Vickmouenne
U 06001IeHNe TPOBOAUT Yallle [0 BTOPOCTEINIEHHOMY INpU3HaKy. IIpuMYMHHO-C/IeCTBEHHbIE
CBA3M YCTaHAB/IMBaeT C OIIOPOII Ha MO/ICKAa3Ky. AHAJIOTMM YCTaHAIMBaeT IPaBUIbHO, IIPU BU3Y-
aJIbHOM HOJKpeIIeHNN. 3anac 3HaHUIA, IPEACTaBAEHNI I MHTE/NEKTyalbHOE Pa3BUTIE HIKE
BO3PaCcTHOJ HOpPMbI. MOTOPHO HeNOBOK, AMCIUTACTUYEH, MeIKasA U KPyIHasd MOTOpUKa cop-
MMUpPOBaHbl HeJOCTaTOYHO. KOHTPOIb M INPOrHO3 COOCTBEHHBIX [eiicTBMIT CHPOpMUPOBAH
HemocTarouHo. [lanuenTy ObU1 mpoBeieH TecT Bekcnepa: BepOa/ibHbIN OKa3aTe/lb MHTE/IEK-
Ta — 75, HeBepOaJIbHBIN [TOKa3aTenb MHTeIeKTa — 60, 00IIuil TOKa3aTeb NHTeIeKTa — 64,
9YTO COOTBETCTBYET JIETKOJ CTEIeHM YMCTBEHHOI oTcTamoctu. Cpenyu ocobeHHOCTel npoduis
VIHTE/IZIEKTYa/IbHOTO Pa3BUTUA MOXXHO OTMETUTb BBICOKYIO OCBEIOM/IEHHOCTb, YTO MOXET
TOBOPUTH O XOPOIIeil CTyXOpe4eBoll NaMATH, HO IIPY 3TOM 3aJaHMNsA, TpeOyIoliye Torn4ecKo-
IO MBILIIEHVS Y MaTeMaTHYeCKUX OIlepalyil, JAI0TCs peOeHKY ¢ TPY/IOM, TaKXKe OTMEeYaloTCs
HapylLIeHNs NPOCTPAHCTBEHHOrO aHanmn3a u cuHTe3a. OCTpoii ICUXOTUYECKON CMMIITOMATUKN
He BBIABJIEHO.

[IpyHUMas BO BHMMaHNe Ha/mudye Makporedaniy, BBICOKIIT POCT U IPeBbIIIeHNe BECOBBIX
II0OKa3aTesiell Haji BO3PAcTHBIMM HOpPMAaTVBaMy, OBUIO 3aIllOfl03peHO 3abo/ieBaHue 13 TPYIIIBI
CUHJIPOMOB C OIllepeXKeHneM (Ppu3n4ecKoro pasBuTysA. MeTOLoOM IPSAMOro aBTOMAaTMYECKOIO CEK-
BeHMPOBaHMsI ObUT nccienoBan red GPC3, cs3anubiil ¢ cuappomoM CumricoHa-lomabu-bemerns,
IaTOT€HHbIX BApMAHTOB He BblABIeHO. [IpoBeneHo ompeseneHyie aHOMaIbHOTO METUIMPOBAHNUSA
reHa FMRI, ucknodeH cuHgpoM Maptuna-benr.

ITpn nposefieHNN MONEKYNAPHO-TEHETUYECKON AMArHOCTUKY METOLOM BBICOKOIIPOM3BO-
IUTEIbHOTO CEKBEHMPOBAHNA Ha IIaHENM IeHOB, IIaTOTE€HHbIE BapMAHThl KOTOPBHIX OIMCAHbI
y MalMeHTOB C CUHJPOMAbHBIMU ¥ HECMHAPOManbHBIMU (opMaMy olepexeHus ¢usmde-
CKOTO Pa3BUTUA, BBIABJIEH paHee HEONMCAHHbI TeTE€PO3UTOTHBIN HYK/I€OTUHBI BapUaHT
¢.737_739dup, p.S246dup B sx3o0He 02 rena TCF20. BapuaHT BanugupoBaH y pebeHKa METO[OM
IPsIMOTO aBTOMAaTMYECKOTO CeKBeHMpoBaHuA 1o CaHrepy. [Insa yToOuHeHMA HMPOMCXOXKJEHUA
HYKJIEOTMJHOTO BapMaHTa IIPOBeleHO OOC/IefloBaHMEe MaTepy, HYKICOTMJHOTO BapMaHTa
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CUHOPOM 3ALOEPXKWU PA3BUTUSA

C BAPUABEJIbHbIMU UHTEJIJIEKTYAJIbHbIMU
HAPYLLEHUAMU U AHOMAJIUAMU MOBEAEHUA
(OMIM 618430)

c.737_739dup B rene TCF20 ne BblsiBneHo. IIpoBeseHne o6cmefoBaHus OTIIa HEBO3MOXXHO.
ITo mpemocTaBlIeHHON CO C/IOB MaTepy KIMHMYECKO MHGOpMAalMM, y OTIIa He OTMEeYanoch
aHaJIOTMYHOI CUMIITOMATUKIHA.

Ha ocHOBaHMM ZaHHBIX KIMHIYECKOI KapTVHBI (4epeITHO-IMLIeBble AU3MOPUIM, YMCTBEHHAS
OTCTa/IOCTD, HapyIIeHNA MOBeIeHNsA, OllepekeHne (MU3MIeCKOro pasBUTIA) M pesyabTaTax IIpo-
BeJICHHOTO MOJIEKY/IAPHO-T€HeTIIeCKOTO VICCTIeIOBaHNA (HYKIeOTUHBI BapuaHT c.737_739dup,
p.S246dup B rene TCF20 B reTepO3UTOTHOM COCTOSHVIM), HALMEHTY ObII IOCTAaBJIEH [JUArHO3:
«CUHIPOM C 3aIep)KKOJT pasBUTHA C BapuabelbHbIMU HTE/IEKTyaIbHBIMI HAPYLIEHUAMMY 1 aHO-
Manusamu roBeferns (OMIM 618430)».

B Hacrosmee BpeMs pebeHKy 8 jieT 9 MecsAlleB, BeAYLIMMM CUMIITOMaMI B KIMHIYECKON
KapTVHe OCTAIOTCA MHTE/UIEKTya/lIbHble HAPYLIEHNA B COYETAaHMU C OCOOEHHOCTAMM IIOBEJCHMS,
Makpotuedanus, onepexxeHne Gr3NIeCKOro pa3BUTHUS.

\/&» TIPOTHO3

I[IprimeHeHVIe COBPEMEHHBIX MOJIEKY/LIPHO-TEHETUYECKIX METOJOB JMATHOCTUKY [TO3BOJIATIO
IIOCTaBUTh IPABWIbHBIN JUATHO3 U PACCUNTATD IIOBTOPHBIN PUCK POKIEHMsT 60IBHOrO pebeHka
B CEMbe.

CuMnromMaridyecKkoe jieueHne CUHAPOMA 3a[ePXKKI PAa3BUTHS ¢ BapuabeTbHbIMIU MHTeENIEK-
TYaJIbHBIMI HAPYLIEHNAMM ¥ aHOMa/IMSIMI TIOBEEHsI BKIIOYAET B ce0s1 Hab/I0/ieHIie HEBPOIIOTa,
IICUXMATPA, IICUXOJIOTa, JIOTOoIefa, fedekronora. [TaToreHeTMYeCKOTo TeUeHNs CMHPOMA 3a/IepiK-
KV PasBUTHSA C BapuaOe/IbHbIMY MHTE/UIEKTYa/IbHBIMY HAPYIIEHVSIMU i aHOMA/TVSIMI [IOBEeHNUS
He CYIeCTBYET.

YdauThIBasi, YTO y HALIETO MAIM€HTa BBISBIEH HYK/ICOTVUIHBII BapUAHT B TeTEPO3UTOTHOM
cocrostuuy reHa TCF20, puck poxxaeHust 60/1pHOTO pebeHka y npobanza cocrasisaeT 50%.

[Ipu pmanpHeilleM [ETOPOX/JEHUNM B CeMbe BO3MOXKHO IIPMMEHEHNE BCIIOMOTATeNTbHBIX
PENPOAYKTUBHBIX TEXHOMOTUII — SKCTPAKOPIIOPATbHOE OIUIOOTBOPEHME C IPOBEJEHNEM MIpe-
VIMIUIQHTALMOHHOTO TeHeTndeckoro rtectuposanust (III'T-M) wiu MHBa3MBHOM AMArHOCTUKIA
I[PV HACTYIUIEHNU CAMOCTOSTENbHON GepeMEHHOCTI.

OBCYXAEHUE

Knuandecknit mpuMep npefcTaB/isAeT HECOMHEHHBIV HAyYHbII MHTEPEC, TAK KaK Ha CErofi-
HAIIHNI JIeHb B INTepaType ONMCaHbI eUHIYHBIE CIyYau CUHPOMa 3alePXKKI Pa3BUTHUS C Bapu-
a0eNbHBIMY MHTE/UIEKTYaIbHBIMY HAapYIIEHUAMM ¥ aHOMalIusMU IoBefeHusA. IIpy sToM mmib
YacTh OIVCAHHBIX C/Iy4aeB CONPOBOXKIAMICH OIepexeHueM ¢usudeckoro paspurusa [4]. Hamu
HOZPOOHO OMVICAHBI IICUXOJIOTMYECKIe 0COOEHHOCTY M IICUXMIECKUI CTaTyC y pebeHKa C JaHHBIM
3aboneBanyeM. [Togpo6HO mpefcTaBIeHbl 0COOEHHOCTY (PeHOTHUIIA NallMeHTa, KOTOpPble COOTBET-
CTBYIOT ONVCAHHBIM IIPV CHAPOME 3a/Iep>KKV Pa3BUTHUA C BapyabelbHbIMYU MHTEJUIEKTYaIbHBIMU
HapyIIeHVSMY ¥ aHOManusAMu nosefenus (4, 8]. leduuut pocra u Beca B IepBbIe TOABI KU3HU
BepOsITHee BCEro 00YC/IOB/IEH TPYAHOCTAMY BCKapM/IMBaHNsA, KOTOpble BCTpedaroTcs B 13% ciy-
4yaeB mpu 3ToM 3aboneBannn [8].
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3AKJTIOUEHUE

B paHHOM K/IMHNYECKOM IIpMMepPe PacCMOTPEHBI 3TUOJIOTNS, ITaTOTe€He3, K/IMHNYecKasa Kap-
TUHA ¥ PEHOTUINYECKIIe 0COOEHHOCTY CYH/POMA 3a/IePXKKI PasBUTH C BapuabOeTbHBIMY UHTEI-
JIEKTya/IbHbBIMY HapyLIEeHNAMN M aHOMa/INAMUI NoBefeHns. I11oxas ocBeleHHOCTb B OT€4eCTBEH-
HOJI JIUTepaType Hac/leACTBEHHBIX CMH/IPOMOB C OllepekeHneM (U3NYeCKOrO pasBUTHUS CO3JAeT
TPYAHOCTY B AMATHOCTUKE JAHHOII IPYIIIbI 3a60eBanmil. OmycaHme 9TOr0 PEJKOro Hac/IeACTBEH-
HOTO CMHJIPOMa aKTYyaJ/IbHO JI/I1 Bpadell MHOTMX CIIeLMa/IbHOCTEN, IIOCKO/IbKY IT03BOJIAET He TOJIb-
KO 00ecCIeunTh PAHHIOI AMAarHOCTUKY ¥ ee ITOITAITHOCTD, @ TAK)Ke MOBBICUTH HACTOPOXKEHHOCTh
B OTHOILLIEHUY APYTUX KOHKYPEHTHBIX COCTOSHMIL. [IpefcTaBieHbl pucKy U NPYHLINIIB TPOIIIaK-
TYIKV TIOBTOPHOTO 3a00/IeBaHMsI B CeMbe NP a/IbHEIIeM JIeTOPOXK/IeHNN.

| CIIUCOK JINTEPATYPbI

1. Babbs C, Lloyd D, Pagnamenta AT, Twigg SRE Green J, McGowan SJ. De novoand rare inherited mutations
implicate the transcriptional coregulator TCF20/SPBP in autism spectrum disorder. Journal of Medical
Genetics. 2014;51(11):737-747. doi: 10.1136/jmedgenet-2014-102582

2. TortiE,KerenB, Palmer EE, Zhu Z, Afenjar A, AndersonIJ, BerrySA. Variants in TCF20 in neurodevelopmental
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3. Feng C, Zhao ], Ji E, Su L, Chen Y, & Jiao J. TCF20 dysfunction leads to cortical neurogenesis defects and
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unrecognized 22q13.2 microdeletion syndrome that encompasses TCF20 and TNFRSF13C. Am ] Med
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8.  Vetrini E McKee S, Rosenfeld, JA., Suri M, Lewis AM., Holder S.. De novo and inherited TCF20
pathogenic variants are associated with intellectual disability, dysmorphic features, hypotonia, and
neurological impairments with similarities to Smith-Magenis syndrome. Genome Medicine. 2019; 11(1). doi:
10.1186/s13073-019-0623-0
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CUHOPOM HETEPTOHA MO JINHUAM BJIALLKO

CUHOAPOM HETEPTOHA MO JINHUAM BJIALLKO

H.H. Mypamkus, P.B. Ennmies, A.JI. Marepuxus, /I.A. Onparus, P.A. IBanos,
A.A. Casenosa, P.10. HexxBegumnoBa

OBOCHOBAHME

B nureparype o penkoit popme BpoxxaeHHoro Cuxzpoma HeTeproHa ¢ MO3an4HBIMY MyTa-
LUAMUI. BCTPEYAETCA BCETO HECKONIBKO CTaTell, B KOTOPBIX OMMCAHbBI C/Iydyal ¢ MyTallMeil B TeHe
ABCA12 [1]. Cnenuduyeckoro jgedeHns He cyujecTByeT. CUMITOMATHYECKOE JIeUeHMe CBOANTCA
K ©Ke[JHEBHOMY IIPYMEHEHUIO 3MOJIEHTOB ¥ KYyNMPOBAHNIO JPYTUX COMYTCTBYIOLUIMX CMMITOMOB.

KJTMHUYECKWUA NMPUMEP

“' O MALIVIEHTE

HeBouka C. 25.04.2018 r.p. JKasmo6bl Ha pacpocTpaHEeHHbIE BBICHIITAHIA, BBIPAXXCHHBDII 3YI.

AHaMHe3 )XU3HI: POJIMIACh C TUIIOKCKeEN, olleHKa 1o mkane APGAR 7/8 6annos.

PonoBas TpaBMa: nepeOpanbHasd MIIEMMs, CUHAPOM TOHYCHBIX PAacCTPOVICTB, AbIXaTelTbHasd
HeJJOCTaTOYHOCTD | cTereH, 3afiep>kka BHYTPUYTPOOHOTO PasBUTH 1O TUIIOTPOGIYECKOMY THILY,
BHYTpuUyTpoOHbIe nHpeKknyn. Bpoxaennas untomeranoupychas nndexuys (?). Ilocne poxxnennsa
HaXOM/Iach B PeaHMMALMIOHHOM oTfenieHnn 1 Hememno. Pusmonorndeckas KenTyxa: B pojoMe.

[Tepenecennsie 3ab6onesanys: OPBV 1-2 pasa B rop,.

BakuHainisa He OTHOCTBIO.

Anyepronornyecknii aHaMHe3: MHOXKeCTBEHHasI MulleBas anneprus. Peakuus Ha aHTHOMO-
TYUKV: aMIIMLVJUIVH, aMOKCHK/IaB U e(pOTAKCUM — KPacHOTa, 3yA. CeMellHbIlI aHaMHe3 He OTATO-
mieH. TpaBMbl 1 onepanuy oTpuIiaer.

Cocront Ha y4deTe y 3HIOKpMHOJIOra ¢ guarHo3oM: «HajmodedyHnKoBas HeOCTAaTOYHOCTDbY,
HOJTy4aeT TU/IPOKOPTU30H (KopTed).

JleBouka 60/MbHA C POXKAEHNSA, POAVIIACH C PACIPOCTPAHEHHBIMY BBICHIIAHVAMM, MeCTaMI
cuBamIyecs, 6e3 IposBIeHNU «KO/UIOUIHOTO IIOHa»

C 25.04.2018 1o 10.05.2018 r. mpoxonuia 06ciefoBaHNue U JiedeHne B IeANATPUIECKOM OTIe-
JIEHUM JIeTCKOJ KIMHUYECKO OONbHMIBI ¢ AuarHo3oM: «Bpoxpennsiit guddysHbil gepMaTnr,
apuTeMaTo-ckBaMo3Has ¢opma. IIpoBeneHO /edeHMe: BHYTPUBEHHO (B/B) IVIIOKOHAT KasbLMs,
Hatpus Tmocynbdar, IIpeguusonon, lledaTokcum; BHyTpumbiieyHo [Iunonbden, Cympactus;
JTunexc, IMonucop6, Jloparapun, bupunymbakrepun. Ha ¢poHe npoBefeHHOTO je4eHns OTMeda-
JIach He3HAYUTe/IbHAs MOJIOKNUTENbHAA AMHAMMKA.

10.05.2018 1. pebeHOK IiepeBefieH B OT/eIeHne aTOJIOTMM HOBOPOXKJIEHHBIX ¥ HEOHOIIEHHBIX
meTelt, mpoxopyI obcnenoBanye u medenvie ¢ 10.05. 2018 mo 23.05.2018 r. KoHcynbranym gepmaroora:
TOKCUKOJIePMISI pacripocTpaHeHHas (?), BpOXK/IeHHbIIT MXTHO3 (?), SHTeponaTnieckuit aepMarnr (?).

ITpoBeneHo e4eHMe: BHICOKOKAIOPUITHAA CMeCh, BHYTPUBEHHO KaJ/IbLIMA IJIIOKOHAT, HATPUA
tnocynbdar, IIpennusonon, lleparokcum; BHyTpuMbImeyHo IInnonbgen, Cynpactus; JInHekc,
[Tomucop6, Jloparaguu, buupymbakTeppuH; MarHUTOTepamnys TPaHCKPaHMATIbHO; KyIlaHVe
C 9MOJIEHTaMI; MECTHO — aHTUCENTUKH, [Jexcrantenon. Ha ¢oHe mpoBefieHHOro Ie4eHNs OTMe-
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H.H. MypalukuH, P.B. Enuwes, A.1. MatepukuH, J1.A. OnpaTtuH, P.A. UBaHOB,
A.A. CaBenoBa, P.I0. HexxBeaunoBa

Puc. 1. ®oTorpacdum naumeHTKN Npyu NOCTYNIEHUN
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CUHOPOM HETEPTOHA MO JINHUAM BJIALLKO

YaeTcs MOJOXKUTeNbHAA guHaMuKa. [Ipogomkunn npuemM IIpenHnsonona 5 Mr 2 Heflenu ¢ mocre-
IIeHHOI OTMEHOI.

Pe6enox Hampasren B ®TAY «HMMUIL] 3mopoBbs pereit» MunsapaBa Poccun (manee —
LleHTp) U1 AMATHOCTUKM U TORO0pa Tepanmu.

OU3NKAJIBHAA JMATHOCTVIKA

JlaHHBIE OCMOTpA IpY NOCTYIIEHNI: TeMIleparypa 36,6°C, monoxeHne akTuBHoe (puc. 1).

KoxHblit maTonormdyecknit mporecc AudQysHbIil, 0CTPOBOCHATNTENbHbII, TOKATU3yeTCH
Ha KO)Ke BOJIOCMCTON YacTy TOJIOBBI, TY/IOBMIA ¥ KOHEYHOCTEI, IIPeCTAB/IeH IMHENHbIMU Y VI3BU-
JIACTBIMM OJIAIIKOBYHBIMY BBICBHIIAHMAMM C YeTKMMM TPAaHMIAMU M IUIOTHBIMM YeIlyiKaMu,
KOpPKaMM ¥ IIelyllleHueM Ha nmobepxHocTu. Ha Koke BOMOCKCTON 4YacTy TO/IOBBI BOJOCHI Pas-
PeXXeHbl, MHOTO CEPO3HBIX KOPOYEK, pacdecoB. Ha Koxke Ty/moBMIIla MMEIOTCA TaKXKe eIMHUYHbIe
TaITy/Ie3Hble BHICBIIAHNUA Ha 3pUTeMaTo3HOM (oHe, TpelyHbl. CyObeKTBHO: BRIPaKEHHBIN 3.

OVMHAMUKA N NCXO/IbI

Jla6opamopnvie dantvie

OO61mmmit aHaMM3 KPOBYU: MUKPOLMTapHAst aHeMIsI, 903MHOPVIIVIA.

O6uuit anam3 Mmoun 1 6uoxmummdeckuit anamus kposu (IgE >5000 Ex/min) 6e3 naronorun.

AHTUTEeNTa K IIMaAMHY ¥ TPAHCIJIyTaMuHase OTpUIlaTe/IbHble. BakTepuanbHble IIOCEBBI
6e3 ocobeHHocTeN

Uncmpymenmanvtoe o6cnedosanue

Y3/ 6prourHoit OIOCTI: IPU3HAKY YMEPEHHOI CIIeHOMeTrann. MeTteopusm.
Y3V no4ek 1 MOYEBOTO Iy3bIpsA: IPU3HAKOB HAPYIIEHNII HET.
PenrreHorpadus Kucreit — KOCTHbIN BO3PACT COOTBETCTBYET Ka/lleHIapHOMY.
ITpu penrrenorpadun OT'K n KoHeYHOCTEI ITATONIOTUY He BBIABJICHO.

Pesynvmamuvt MonexynapHo-zeHemu4ecKo2o uccie006aHUA: BbISABIEH aTOTCHHBIN HYK/IeO-
TUJHBI BapuaHT chr5:147470774C>T B romo-
3UTOTHOM cocTossHUM B TeHe SPINKS.
[ucTomaronornyeckoe uccnefgoBanme 61o-
ITaTa KOXXV 0TOOpaXkeHO Ha puc. 2.
Mopdonornueckoe ucciefopanme 6mo-
nTaTa KoXKu: pparMeHThl KOXKI € YIaCTKOM IIOf -
KOXKHOI J>KMPOBOJ KJI€TYATKU. BbIpa>keHHBIN
aKaHTO3 3MNAEPMICA C IOTPY>KEHMEM HepaB-
HOMEPHO  YJIMHEHHBIX  3NNAePMalbHbBIX
OTPOCTKOB B JepMy. O4aroBbplil IIapakeparos.
3epHucThiil cnoit puddepeHNpPOBaH, Hepas-
HOMepHON TommuHbl. Crabblii MeXK/IeTo4-
HBI/l OTE€K B IIMIIOBATOM C/I0€ C HeOONMbIIMMU
Puc. 2. Tnctonornyeckas KapTuHa oyaramy CIOHIMO3a. BOKpyr cocynos mosepx-
6uonTarta KoXu HOCTHOIO CIUIETEHMS YMEpPEHHas TUCTUONNM-
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Puc. 3. ®otorpacunmn nauneHTKu npu BbINUCKe

¢doruTapHas MHGUIBTpALMS € IPUMECHIO 303MHO(UIBHBIX TPAHY/IOLNUTOB, B IIPOCBETAX COCY/IOB
JIeIKOIIMTapHble CTa3bl. B ceT4aToM c10e JiepMbl MPUCYTCTBYIOT (GpParMeHTHI IIOTOBBIX >KeTle3
VI BOJIOCSTHBIX (POJIIVIKY/IOB OOBIYHOTO I'MICTONOTMYECKOTO CTPOEHUA.

1
3AKJIIOYEHUE

[Taronormyeckne n3MeHEHNA HOCAT XapaKTep XpOHMYECKOI 9K3eMaTO3HOI peakunu (puc. 3),
HaOJTI0AI0TCA IIpY 3a00/IeBAHNAX U3 TPYIIIBI T.H. 3YAAIINX A€PMATO30B, B TOM YMC/Ie IPU aTOIN-
4eCcKOM JiepMaTuTe. [IporHo3 COMHUTENbHBIN. DTO IepBbIii ¥ eAMHCTBEHHDIN c1y4aii B Poccuiickoit
Depepanyn. B 3apybexxHoit muTepaType OMMCaH OAMH CIydai TaKoro 3abojeBaHms, HO C APYroit
MyTalyen.

1Z]]
CIIMCOK JIUTEPATYPHI

1.  van Leersum FS, Seyger MMB, Theunissen TE], Bongers EMHE Steijlen PM, van Geel M. Recessive
mosaicism in ABCA12 causes blaschkoid congenital ichthyosiform erythroderma. Br J Dermatol. 2020. doi:
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CUMHOPOM HYHAH CO MHOXXECTBEHHbIMU
JIEHTUTO (CUHAPOM LEOPARD)

CUHAPOM HYHAH CO MHOXXECTBEHHbIMU JIEHTUIO
(CUHOPOM LEOPARD)*

E.H. bacapruna, JI.A. l'anpmaesa, O.b. Konpakosa, O.I1. JKaposa, B.I. KaBepuna

OBOCHOBAHME

Crunpgpom HyHaH co MHO>XeCTBEHHBIMU JIEHTUTO, TAK)Ke U3BECTHBIN, Kak cuHgpoM LEOPARD
oTHOCcUTCA K rpymnme RAS-maruii, oObeguHARIMNX (EHOTUINYECKN CXOXIE TeHeTHYecKye
CHHAPOMBI, BBI3BAHHbIE MyTalMAMM TEHOB, KOTOpble KOAVPYIOT KOMIIOHEHTHI U PeryaaiTOphI
RAS/MAPK-cUTHaIBHOTO Iy TH, OTBETCTBEHHOTO 3a Npoymidepanio, 1uddepeHnpoBKy, cTape-
HIIE U allONTO3 KIeToK. YacToTa BcTpedaemocTu cuHApoMa HyHaH HemsBecTHa, Tak KaK OH AB/IA-
eTcst pefkuM (opdaHHbIM) 3ab60/meBanmeM [1].

A66pesnarypa LEOPARD mpemmoxxena R.J. Gorlin u coaBt. B 1969 T. [2] 1 oTpaXkaeT OCHOBHBIE
IPOSB/IEHNA CUHAIpOMA: Lentigines — eHTUTO-IIMTMEHTHBIE IATHA (pacrpocTpaHeHHOCTh 1o 80%), ECG
abnormalities — n3MeHeHus Ha aneKTpoKapanorpamme, Pulmonaly stenosis — cTE€HO3 JIETOYHOI apTepun,
Abnormalities of genitalia — anomamu renuranuit, Dedfniess — HeitpOCEeHCOPHas TYTOYXocTb (2%).

Y 85% nanuenTos ¢ cugpomoM LEOPARD myTanun cBasansl ¢ reHoM PTPN11, ocTanbHbIe
crydar — ¢ Myranusamu reHoB RAFI u BRAF. BaxxHyto ponb B IIpOTrHO3e 3a00/IeBaHUA UTPaeT
XapakTep HOpaKeHMs ceppia: okono 80% ciydaeB cocTaBiAeT runeprpodusa Mmokapaa, 50% —
K/IallaHHble TOPOKN, 15% — pnedeKTsl pasBUTHUA KOPOHApHBIX aprepmit [3-5]. OmmcpiBaeMblit
KIMHUYECKMII C/Tydall IeMOHCTPUPYeT BapUaHT TSDKEJIOTO TeUeHMs KapfMOMMONATUN y pebeHKa
IIePBbIX MeCALeB KM3HY, IPY KOTOPOM IIOTPeO6OBaIOCh He TOIBKO MEAMKAMEHTO3HOE, HO U XUPYP-
TY9ecKoe JledeHre B obbeMe cenTanpbHOU Muoskromuu. B OTAY «HMMUI] 3popoBbs pmereit»
Munsznpasa Poccun (manee — IleHTp) B HacTosIee BpeMsA HaOTIOAAIOTCA 5 MAIVIEHTOB.

KJTMHUYECKWUIA NMPUMEP

“' O IAIVIEHTE

ITaumeHT B Bo3pacTe 4-x Mec 02.03.2017 r. BiepBble TOCIUTANIN3NPOBAH B KApAMOIOTMYECKOE
otpenenue lentpa. Manbunk npoxxnusaeT B MOCKBe, pycCKUIA.

[Ipy mocTymieHNMyu Marth MPeRbsB/sIA XKaIoObl Ha 6/IEHOCTh KOXKHBIX ITOKPOBOB, IEpu-
OpaJIbHbIII ¥ IIepMOPOUTAIbHBIN IMaHO3. PebeHOK OT 3-it 6epemeHHOCTM (2 cTapumx Opata
npo6aHaa 300POBbI — TeHOTUII ¥ (HDEHOTUI OTPULIATENIbHBI), MPOTEeKaBIIeil (HU3NOTOTUIECK,
3-X caMOCTOATeNbHBIX ponoB Ha 38 Henene. Macca Tena npu poxgenun 3390 r, jiauHa — 53 cm.
Onenka no mwkane APGAR 8/9 6annoB, K Tpyay IPUIOXKEH B POJVIIBHOM 3asle.

JsmMeHeHUA co CTOpPOHBI cepila (rumeprpodusa MMUOKappa), Ho4eK (ABYCTOPOHHAS IMeTIO-
9KTa3uA), BBLABIEHBl BHYTpUyTpoOHO, Ha 32 Hepmerne. Ilo manubIM Ox0KI, mpoBeseHHOI B IIep-
BbIe CYTKV JXVI3HV, BBISIB/ICHBL: YTOJMIIEHNE MeXOKemyfnoukoBoi neperopoaku (MXKII) mo 14 mm

* Matepnan omy6nmkoBaH B >XypHane «Poccuiickmit megmaTpuyeckuit >XypHam». 2022; 25(2):96-105.
https://doi.org/10.46563/1560-9561-2022-25-2-96-105
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C IpU3HAaKaMy OOCTPYKIUY BBIBOJHOTO OTZEA JIEBOTO JKey/J04Ka, YTO/NIIeHIe K/IAallaHOB CepALla,
HEJJOCTAaTOYHOCTD K/IallaHa JIETOYHOM apTepuy, MUTpaabHasA M TPUKYCINUJANIbHASA PErypruTalusa
(HemOCTaTOYHOCTD TPUKYCIVAIBHOTO KJIallaHa), OTKPBITOE OBAJIbHOE OKHO 2 MM CO cOPOCOM crte-
Ba HanpaBo. Y3V moyek: MpU3HaKM CJIOMCTOCTU CTEHOK JIOXaHOK 00eyX I0YeK, HepUCTaNbTUPY-
Iolllee paclIypeHe IOXaHOK 00eNX M0YeK, O03peHIie Ha ITy3bIpHO-MOYe TOYHMKOBBIN pedriokc.
Heitpoconorpadus: apaxHouganbHas KUCTa 3aJHell YePerHON MK, MeJIK/e KVICTBI COCYAMCTBIX
cretennit. Hasnauen 6eta-6mokarop Ilponpanonor.

B Bospacre 1 Mecsna rocnmutanu3upoBan At obcnenoBanus mo M/ k. [Ipn ocMorpe: nkre-
PUYHOCTD KOXKHBIX IIOKPOBOB C MPaMOPHOCTBIO, LIIaHO3 HOCOI'yOHOTO TPEyro/lbHUKA, 4acTOTa
AbIXaTe/NTbHBIX ABYDKeHMI 1o 50/MuH, BTsbxeHMe Mexxpebepuit, YCC 150/M1H, Ie4eHb BBICTYIIAeT
U3-TI0f] Kpas IpaBoil pebepHoit fyru Ha 2 cM. [To JaHHBIM 97€KTPOKAPAMOrPaMMBbl: CUHYCOBas
aputMus ¢ YCC 164-188/muH, npusHaky OMBeHTPUKY/IApHOU runeprpoduy; IxoKI' — rumep-
TopdusA MMOKappaa eBoro xemypouka, MJKII 16,3 MM, 3ajHAA CTeHKa JIEBOTO >KeTyA0YKa 7 MM,
MIKCOMAaTO3HO€ M3MEHEHME CTBOPOK MUTPATbHOIO KJAllaHA C HEJOCTATOYHOCTDBIO 2 CTENEHN,
Cy>KeHJe BBIHOCAIIETO OTAENa JIEBOTO XKeMyLodKa ¢ rpagueHToM 80 MM PT.CT. ¥ YMEPEHHBIN KIIa-
[IAaHHBII CTEHO3 NETOYHON apTepun, 18-20 MM PT.CT.

Jnsa pemenusa Bompoca O JajbHENIIEN TAKTUKE BeleHNA PEKOMEH/IOBaHa IOCHUTAIN3ALNA
B Kapauonorndeckoe orgenenne LeHtpa.

) OU3UKAJIBHAS OUATHOCTUKA

Bec 5,5 kr. Poct 63 cM. ITnomans nosepxnoctu tena — 0,31. OKpy>KHOCTb TO/IOBbI — 41 cMm,
rpyou — 41 cm, xuBora — 40 cm. Pusnmdeckoe paspuTue cpepHee, feUIUT Beca OTHOCUTE/b-
HO pocTa -2,6 Z-score (pu onenke o nporpamme « WHO AnthroPlus» [6]). KoxxHble mokpoBbI
O71eHble, TIePUOPATIbHBI 1 NepUMOPOUTAIBHBIN 1[MAHO3 B IIOKOE, YCUIMBAIOIIMIICA TIPY IUIade.
[Togko>kHas KieT4aTKa pasBUTAa HESOCTATOYHO, pacIpefe/ieHa paBHOMEPHO. YMepeHHas OfibIll-
Ka C BTSDKEHNEM MeXpeOepHBIX IPOMEXYTKOB B IIOKOe (YacTOTa JbIXaTeJbHBIX JIBVIKEHMUI
42-48 B MuH). JleBasi MONOBMHA TPYHON KJIETKM YMEPEHHO BBIOYXaeT, IePKYTOPHbIE IPAaHMUIIBI
OTHOCUTE/IbHOM TYIOCTU CepALa pacllXPeHbI B/IEBO, ayCKYIbTAaTUBHO — TOHBI CEpALia PUITyLIe-
HbI, PUTMMYHBbIE, CUCTOIMYECKNII LIYM AYIOLIETO XapaKTepa, MPOBOAAINIICA SKCTPaKapAMaIbHO
(B 06e nmopMmbIieyHble 0b6macTy, Ha ciyny), YCC 124 B MuH. ApTepuanbHoe JaBjeHNe Ha PyKax
88/48 MM pr.cT., Ha HOrax — 92/50 MM pr.cT. [Ipy manbnauyuy XMBoTa — remnaromeranns +3 cM
OT Kpas mpaBoii pebepHoit gyru. Obpamran Ha cebs BHUMaHMe (GEHOTUI MabYMKa — BBICOKUIT
BBICTYTIAIOLINII 7100, BBICOKAs IPaHMI]Aa POCTA BOJIOC Ha JIOY, CBET/IbIE BOIOCHI, aHTYIMOHTOJIOV/THbII
paspes Iya3, 3alaBllee IePeHOChe, NIVHHBI QVIBTP, JUCIUIACTIYHBIC, POTUPOBAHHBIE, HU3KO
PacIoyIo)KeHHbIe YUIHbIE PaKOBVHBDI.

- —) TIPEJIBAPUTEJIbHBIN TUATHO3

BrictaBnen guarnos: «Kapguommonarus, BepoATHO, BTOPUYHAS, ITUIEPTPOPIIecKIil GpeHo-
i, o6crpykTuBHas ¢popma. XCH 25 cragun, III ¢pyHKimonanbHbIn Kaacc o Ross». YuntsiBas
deHOTUN NTMITA U XapaKTep PeMOJeNNpPOBaHMA CepJlia, 3aIll0fj03peH CHHAPOMAIbHbI XapaKTep
IaTonorny, B AudQepeHIaabHblil IMarHo3 BKIYeHb! crHApoMbl HyHan n HyHaH ¢ MHOXeCT-
BeHHbIMM TeHTHTO (cuHgpoM LEOPARD).
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CUMHOPOM HYHAH CO MHOXXECTBEHHbIMU
JIEHTUTO (CUHAPOM LEOPARD)

— | IMHAMMKA Y UICXO/IbI

[Ipy mepBoil rocnmranusanyy IO pe3yabTaTaM TabOpaTOPHOTO OOC/IENOBAaHNA BBLABICHO
BbIcOKOe 3HaueHye NT-proBNP (62498 nir/mn nipu HopMme fo 62 rir/m). ITo ganubiM OX0KI, KOH-
CTAaHTMPOBaHa BBIpaKeHHas runeprpodusa Mmokappa oboux xenygpoukos. MJKII mMakcumanbHO
runeprpoduposana B 6a3anbHOM U 6a3albHO-MeAMaTbHOM CerMeHTax 1o 21 MM (Z-score 12,56);
3CJDXK 6,5 MM (Z-score 5), 06CTPYKIIMs BBIXOJHBIX TPAKTOB 000X XKEMTY0YKOB (IPafifieHT B BBIBO-
JIHOM OTJIeJIe JIEBOTO XKeTyouKa 135 MM pT.CT., IPaBOTO >KeMyA04Ka — 35 MM PT.CT.), HELOCTATOY-
HOCTb Ha MUTPAJIbHOM K/IallaHe 2 cTeneHy, nesas arpuomeramusa (JIII 23*24 mm, Z-score 2,97).
[Tpu onenke pentrenorpammbl OT'K oTMedeHa Kapayomeranusi ¢ KapAKOTOPaKaabHBIM NHIEKCOM
71%. Ilpn anamuse SKI' n xonrepoBckoro moHutopuposanusa IKI' (XM-9KI') — HenonHas 6110-
Kafla IIpaBoOJl HOXKY ITy4yKa [¥ica, BbIpaskeHHbIe HAapYIIeHMs pernonapusanyiy (IofbéM cerMeHTa
ST B orBemenusix I, I, aVR, aVL, V3-V6), equHudHbIe XeTyLOYKOBbIEe 9KCTPACUCTONBI. PebeHOK
TaK>ke ObI/I OCMOTPEH BpauOM-TeHEeTUKOM, PEKOMEHJOBaHO MccrnenoBanne rena PTPN11.

Pebenky Obra mopobOpana pgo3a OeTa-
onokatopa (IIpompanonon). B manmpHeliem
OH ObII HampaBeH Ha XUPYyprudeckoe Jede-
Hue. B BospacTe 7 Mec eMy IIpOBeJeHO Mccede-
Hue runeprpodupoBanHoro mmokapga MIKII
B YC/IOBMAX MCKYCCTBEHHOTO KPOBOOOpaIeHNA
(HUN xappuonorum, r. Tomck). ITocmeomnepa-
L[MIOHHBIII TIEPMOJ, IPOTEKAT T/IA/IKO.

[To wHMLMaTUBE pOAUTENEl MOJIEKYIAP-
HO-TeHeTN4ecKkoe 00CIefoBaHNe BBIIOTHE-
HO B Jcmaum (MOJIEKYIPHO-TeHeTUYeCKUI
nentp «Health in Code»). BoiaBnen maroren-
HBI/l BapMaHT B TeTEPOSUTOTHOM COCTOSIHVIM:
HYKJI€OTUIHbII BapuaHT c836A>C (HykIeo-
TUIHBIN KOJI: NM_002834.3:¢.836A>C,

Puc. 1. 9xokapanorpamMmma B Bo3pacTte

4-x net (yepes 3,5 roga nocne onepaunn):
MoaucULMpPOoBaHHaa anuKanbHas No3uums,
B-pexxuM. dxokappuorpacduyeckme npusHaku
AaCUMMEeTPUYHON runepTpodruyeckomn
KapanoMmonaTum ¢ npenMyLLecTBeHHOM
runepTpocuen MexKenyanouKkoBom
neperopopku, NoNOCTb JIEBOIroO XKenyaouka
peMopenuMpoBaHa, B 6a3albHOM CerMeHTe
BU3yaNu3npyeTcs peayunpoBaHHbIA YHaCTOK
MUOKapAa B NPOeKUUN MUOSKTOMUKN. TpapueHT
B BbIXOQHOM OTAEeNe NIeBOro Xesyaouka —

23 MM PT CT, FPaAUeHT BHYTPUXKENTYAO0UYKOBbIA —

11 MM pT cT. HeQoCTaTOYHOCTb MUTPAJIBHOIO
KnanaHa |l cteneHu. HapyLueHue nokanbHomn
COKPaTMMOCTU JIEBOrO XKenyaoukKa 3a cyer
OUCKUHE3US MeXOKesNTyA04KOBOW neperoponku.
HapyLueHue pguacTtonmyeckon hyHKLUU
NIeBOro Xenyaouka
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NC_000012.11:g.112910827A>C; aMUHOKNC-
NOTHBIN Kofi: NP_002825.3:p.Tyr279Ser. dbSNP
ID: rs121918456) B sx30He 7 reHa. Y popure-
neyt mpobaHfa JaHHBI HYK/ICOTUJHBIN Bapu-
aHT He BbIAB/IeH. TakuM 00pasoM, MaIVIeHTY
B Bo3pacTe 8 Mec ObUI MOATBEP>KIEH CUHAPOM
HyHaH ¢ MHO>XeCTBEHHBIMU JIEHTUTO (CUHIPOM
LEOPARD). C Bo3pacTa 2-X /1eT Ha KoxKe pebOeH-
Ka CTa/M HOAB/ATbCA XapaKTepHblE [ CUH/[-
pOMa IrMIepnUrMeHTYpOBaHHbIE YYaCTKM I1BeTa
Kode ¢ MOTOKOM.

[Ipy puHAMMYECKOM HaOTIONEHNMM IIOCIe
XMPYPIrU4YeCKOTO eYeHN A OTMEYEHO:
«  KynupoBaHue cumnromos XCH;
¢ HOpMa/nbHOe  (Quanyeckoe

pebeHka;
o cHmwkeHne ypoBHA NT-proBNP (uepes
4 roga — 451 /vt py HopMe 710 62 1ir/Mn);

passuTue



Puc. 2. PeHTreHorpamMma opraHoB rpyaHON KJeTKU B NpsaAMon npoeKkuun. CneBa — yepes 1 Mecsy,
nocne onepauuun, KapanotopakanbHbi Haekc 70%. CnpaBa — uepe3s 3,5 roga nocne onepawuu,
KappMoTopaKabHbI UHAEKC 57%

!
i
|
:

¢ HODMalM3alus pasMepPOB IPABOTO  EREn 1) me gr GEESEEED.
TIpeJICEepPaNs M yMEHbIIEHNE BbIPaXKeH- o B a3 BT
HOCTM JIEBOJi aTpUOMeraauu 10 JaH- G RS Bis A 5 ‘
ubiM IxoKT (puc. 1); TIINE R "‘"[[“" ‘I"_‘T‘ ] I_““J e [ty \“”l«f‘
¢ OTCYTCTBME OOCTPYKIMN B BBIBOJJHOM L /_;_/_,_'- A “”’L;w/w“"‘“w L~
OTJIETIE JKeMyI0IKOB; 4 /-"w A ,-';:/?-uﬁ /'\__.\_/uhu B §E o

e yMeHbllIeHMe KapAMOTOpPaKaTbHOTO ol \
uHpekca Ha peHrtreHorpadum OI'K il i e ‘ﬁ/ BNy "“-” ‘”“f/ ‘—”-( W( ”‘/ /

B nipsAMoit ipoekuyn (puc. 2), Ha KT L_,J"L_J ‘;4 ,..J L ALt (L HA /L '._
(puc. 3). I| uﬂ v.]‘ Lw i W L~
Puc. 3. dnekTpokapanorpaMma naumeHTa
W IIPOCHO3 B Bo3pacTe 4-x net (yepes 3,5 roga
nocJie onepauum): puTM CUHYCOBBIN,

Ho 90% mnanuenTtos ¢ cuHgpomoM Hynan NPU3HaKN runepTpoctun MMokKapaa
MMEIOT 3a00/IeBaHNUsA CepHeYHO-COCYAUCTON NEBOTO »XeJly[A0o4Ka, HapyLLEHUs
CUCTEeMBbl B BUJle BPOXK/IEHHBIX IIOPOKOB CepAlia penonsipysaumm Ha oHe
U/VIM KapiIMOMUOIIATUIA, TPEUMYLeCTBEHHO BHYTPWXENIYA,0UYKOBOMN GNOKaabl

runeprpodudeckoro ¢enorumna (20-30%) [7].

Yacrora mMaHmdecrauyy runeprpodudeckoro

¢denoTuna KapayoMuonatuy npu cuHApome HyHaH Ha mepBOM TOAY SKM3HU COCTABIISET OKOJIO
57%, 6oree 4eM y IOJIOBMHBI U3 HUX — Jj0 6 MecsueB >xu3Hn [8]. PasBurtue xappuommonarnn
3HAYMTEIBHO BIIVsIET Ha IIPOTHO3 MALMEHTOB C CMHAPOoMOM HyHaH B CBA3K ¢ pasBUTIEM KIMHUKI
XCH BpIcOKOTO PYHKIMOHAMIBHOTO Kacca (24%) [9]. IlanyenTs! ¢ cunpomom Hynan 6es rumep-
Tpoduyeckoro GpeHOTUIa KapAMOMUONIATUY VIMEIOT HOPMAIbHYI0 HPOJO/DKUTETBHOCTD JKMU3HI,
COOTBETCTBYIOLIYIO 001I[eil oMY/ IsuNN. [IByX/IeTHsIsI BBDKMBAEMOCTb HOBOPOXX/JEHHBIX C CUHJPO-
moM Hynan n cumnromamu XCH, pasBUBIIMMUCS B IIepBble 6 MeCALEB KU3HY, COCTAB/ISAET OKOJIO
30%, nebrTNpOoBaBIINX Ha IIepBOM rofy kusHu 6e3 XCH — oxorno 75%, crapiue roga u 6e3 cumii-
tomoB XCH — 95% [10, 11].
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CUMHOPOM HYHAH CO MHOXXECTBEHHbIMU
JIEHTUTO (CUHAPOM LEOPARD)

Pannssa Bep]/[(l)I/IKaLU/IF[ AVarHo3a II03BO/IMIAa HA3HAYUTDb aAC€KBATHYI0 MEOUKAMEHTO3HYIO
TepanMlo 1 IMPOBECTN CBOEBPEMEHHOE XMPYPINMYIECKOE JI€UCHME. B AJaHHOM C/Iy4dae MOXKHO OXMU-
AaTb HOPMa/IbHYIO IIPOAO/DKUTE/IbHOCTD JKM3HU.

OBCYXAEHUE

C MOMeHTa [IepBOTO ONMCAHMS CMHAPOMa K HACTOALIEMY BpeMeHY 10 JaHHBIM MHOCTPaHHBIX
Y POCCUIICKUX VICTOYHUKOB M3BeCTHO He Ooree 300 cnyuyaeB. Hambomee TsenbIM CHMITOMOM
3a0ojieBaHMs SAB/IAETCA Kapauomuonarys. Y manueHToB ¢ cuHppomoM LEOPARD mpu axokap-
nuorpadudeckoM uccienoBanuy 6oee BoIpakeHa TUIEPTPOIsT MUOKAPAa >KeyL0YKOB, B 60/Ib-
el CTereHy M3MeHeHa Auacromnmdeckas QyHKUIMS MMUOKapya, dalle HabIomaeTcsa 00CTpyKIsa
BBIXO[JHOTO TpPaKTa O0OMX >KeTy[OYKOB, HEPeJKO B COYETAHMM C [AMIaTalyell KOPOHapHBIX
apTepmit ¥ U3MEHEeHVAMM K/IAIlaHHOro ammaparta [12]. B mpepcTaBieHHOM KIMHMYECKOM CIydae
y MajIb4MKa 4-X MecsIeB XXI3HI PasBIIaCh BbIPA)KEHHAsS CepfiedHasi HelOCTaTOYHOCTDb, 00YC/IOB-
JIeHHas1 OVBEHTPUKY/LAPHON 0OCTPYKTUBHOI TUIIEPTPOPIYECcKOVl KapAMOMIOIIATIEl B CTPYKTYpe
Hac/IeiCTBEHHOTO MOHOTE@HHOTO CYHJPOMa, HeJOCTATOYHOCTh MUTPA/IBHOTO KJIallaHa I AVIaTalvis
oboux npencepanit. [ToMrMo MeyIKaMeHTO3HOTO JIe4eHNI s, HeCMOTPsI Ha MaJIblil BO3pacT pebeHKa,
OBbLJIO IPUHSATO pellieHNe O IPOBEeHNN CENTaTbHON MUOSKTOMMH C L[e/IbI0 CHVDKEHMs TpajiueHTa
IaBJIeHNUA B BBIBOZHOM OTHE/Ie JIEBOTO >KenyAodKa. CTOUT OTMETUTD, YTO K IPeMMYIIeCcTBaM Cell-
Ta/IbHO MMOSKTOMMM OTHOCAT OBICTpOE M CTOVKOE B OTHOIIEHMI JJONTOCPOYHOI IIePCIeKTUBBI
y/IydllleHVie KIVHUYeCKOTO COCTOSHMSA, U, KaK CIefICTBYe, KaueCTBa KVM3HIL.

3AKJTIOUEHUE

JJaHHbIE MHCTPYMEHTA/IbHBIX MCCIAENOBAHNUI M KIMHNYECKME CUMIITOMbI MALMIEHTOB C CUH-
npomoM HyHaH ykasbIBaloT Ha 6oriee TsDKelnoe TedeHue IMIepTpopUyYecKoil KapAMOMUOIATUN
y 910l Kateropuu 60mbpHbIX [13]. B cBs3u ¢ passurueM BoipaxxeHHo XCH Ha done o6cTpyKIym
BBIBOJIHBIX OT/I€JIOB OJJHOTO MM 00OUX >KeNy/JOYKOB, MAIVIEHTHI ¢ cuHgpoMoM HyHaH ¢ MHOXe-
crBeHHbIMY TeHTUT0 (LEOPARD) 3a4acTyo Hy)X/Ial0TCA B IpOBefieHny Oojiee MTHTEHCUBHOI Tepa-
MY, BKIIOYAKOLIEN IOMIUMO MENVKAMEHTO3HOIO M XUpPyprudeckoe jnedeHue. JlaHHasa KaTeropus
MALJEHTOB HY>X/IA€TCA B aKTVBHOM MOHMTOPMHIE JEeTCKUMMI Kap[MO/IOTaMy, a TaKKe B Me[IUKO-
TeHeTNYEeCKOM KOHCY/IbTUPOBAHUN CEMbIL.
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CMHOPOM NMUPCOHA

CUHAPOM NUPCOHA

A.M. MunosaHnosa, T.B. Bammypuna, I1.B. Anansun, A.I. Araponsan, A.H. Ilpirna

OBOCHOBAHME

Cunppom IlupcoHa — TreHeTMYeCKM JeTePMUHVPOBAHHBI HePpPOTMYECKUI CUHJPOM,
COIPOBOXKAAIOMINIICA 0(TaTbMOIOTNYECKVIMM ¥ HEBPOIOIMYecKMMY HapymeHusaMu. Haubonee
XapaKTepHBIM 3KCTPApPEHA/IbHBIM IIPOSAB/IEHNEM, ONMCHIBAEMbIM IIPU JAHHOM CUHJPOME, ABJIA-
eTCsl MUKPOKOPMsA, OOYC/IOB/IeHHasA alyla3yell iy aTpodueil MBILIIBI, PACIIMPAIONIEN 3pavyok.
Brnepsble maHHOe 3abormeBanue omucano B 1963 ropy Ilmpconom M. [1], coobmmBiieM o ABYX
cecTpax ¢ BPOXKAEHHBIM HeppOTUYECKMM CUHJPOMOM U MUKpokopueir. Obe cecTpbl morm6im
B TedeHNe IepBbIX ABYX Hefelb >KM3HM. [Ipy maToMopdonorndyeckom MCCaefoBaHNM BbISBICHO
KOMIUIEKCHOE He[JOpasBUTIE I/Ia3a C aHOMA/IVAMY XPYCTaIMKa, arpoduert LMIMapHO MBIIIIIb,
V3MEHEHUAMY POTOBUIIBI I CETYATKIN.

CungpoMm IIupcona obycnosnen medexkrom benka 6era-2 Iemy JTaMMHUHA, KOTOPBIN yda-
CTByeT B KJIETOYHON aare3uu, npomudepannu, gudpdepeniyanny 1 Murpanyn. JaHHbI 6e10K
IIpefiCTaB/IeH B ITIOMEPY/IAPHOI 6asanpHON MeMOpaHe, paslIMYHBIX CTPYKTypax I7Ia3a, HEPBHO-
MBIILIEYHOJ CUCTEMe, YTO 1 00yC/IaBIMBaeT NposiBIeHns cuaapoma [Tupcona [2].

[To pmaHHBIM MexayHapopgHoro peructpa Podonet.org [3], wacrora cuHmpoma ITumpcona
KpalilHe HU3Ka M COCTaBIAeT 2,5% OT fieTeil ¢ TeHeTUYeCK) JeTepPMUHUPOBAaHHBIM HedpoTnde-
CKMM CHHJIPOMOM, B CBOIO O4epelb, MUMEIM JacToTy 1-2 cay4dasa Ha 100000 meteir. B Poccun
Ha CETOHAIIHNII IeHb OIVICAH JMIIb OAVH caydait cuagpoma ITupcona [4]. ITo pesynbTaTtam mpo-
Be[IEeHHOTO HaMJ MCCIeOBAaHNUA [5], cpey pOCCUIICKNX JieTell C BPOXKIEHHBIM ¥ MH(AHTVIbHBIM
HeppoTIMIecKuM CMHAPOMOM cuH/poM IIupcoHa fuarHocTypoBaH b y 2% (4TO MOXKeT OBITh
00BACHEHO HU3KOJ OCBEJOM/ICHHOCTBIO Bpadell U TsDKE/IbIM TedeHueM 3a00/IeBaHus, BeAYIM
K IepuHartanbHoil cMepTHOCTH). B DTAY « HMUII 3nopoBss mereit» Munspgpasa Poccun (manee —
Llentp) 3a mocnegume 20 et cuHApoM [InpcoHa MoATBep>KAeH INIIb Y ABOUX CHOCOB, O KOTOPBIX
MBI U IJIAHMPYEM PaccKa3aTh.

KJIMHWUYECKWUW NMPUMEP

“' OTIALIMEHTE

B otzenenye Hepomorny mocTynunm cOCh TAIKIKCKOI HAILIVIOHATTBHOCTY, IIPO>KMBAIOLIIe
Ha Teppuropun YensOuHckoit obmactu: 6par 4 roga 3 mMecsina u cectpa 2 roga 10 mecsnes. [letu
POXJIeHBI OT 6IM3KOPOICTBEHHOTO Opaka (POANUTENV — JJBOIOPOAHBIE AAMS U IVIEMIHHNLIA).

Y manpumka M. ¢ Bo3pacTa 6 MecsIeB OTMeYaeTcs MepCUCTUpYIolas npotennypus ot 0,3
10 3,3 I/J11 c yMepeHHOI TIoaIbOyMyHeMuell (T0Ka3aTe/ln HeM3BeCTHDI); TePUOANYEeCKY — I1acTO3-
HOCTb TOJICHEIT, CTOII; B eAMHUYHBIX aHA/IM3aX — IIIOKO3ypUs; reMaTypus o 15 B moe 3peHus.
B BospacTe 3,5 y1eT mpoBefieHa TaH/jeMHasi MacC-CIIEKTPOMETPYSI KPOBY: aKTUBHOCTD JIM30COMaIb-
HBIX (epMEHTOB B Ipefiellax HOpMbl. PebeHok HabmogaeTcss 0(TasmbMONIOTOM II0 TIOBOAY BPOXK-
JeHHOJ KaTapaKThl ¥ IMIAayKOMBbl. C 6-TU MeCAYHOTO BO3PACTa IMPOBOANUTCS CTEPOUIHAS Tepanus
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Kypcamu 6e3 apdekra. Takxe pebeHOK ONTyIaeT aHTUTUIIEPTEH3UBHYIO M HEPPOIPOTEKTUBHYIO
Tepanyio MHIMONTOPOM aHIMOTeH3MHIIpeBpamaoero pepmerta JHamanpuaom 0,11 Mr/kr.

Y mesouxu C., co cnoB poputeneii, nporennypus ot 0,3 o 1,3 r/1, rematypus o 20 B mone
3peHNA OTMeYEHBI C BO3pacTa 3-X MeCAIeB, B eAMHIYHBIX aHA/IN3aX ITOK03ypus. Pe6eHok Habmo-
maeTcA 0(TaJTbMOTIOTOM IO TIOBOAY BPOXK/IEHHOJ KaTapakTbl ¥ IMayKoMbl. C 10-Tv MecsS4HOTO
BO3pacTa TaK)Ke HasHA4a/laCh CTEPOMIHASA TepamysA KypcaMM C IepUOAUYEecKOil OTMEHOM (Ipo-
IO/DKUTEIBHOCTD KYPCOB U JI03a He 3apVIKCUPOBAHBI B MEAUIIVTHCKOI JOKyMeHTany). B Tepanun
Takke DHananpun 0,17 Mr/Kr/cyr.

OU3NKAJIbBHAA IMATHOCTVKA

ITpu ocmoTpe Manmbumka M.: pusndeckoe
pasBUTHE OYeHb HU3Koe (HIDKe 3 IepIieHTH-
ns). KoxxHble TOKPOBBI CMYIJIble, YCUTEHHBIN
COCY[UCTBINI PUCYHOK Ha rpyau. [Juddysnas
MBblIlIIeYHass TUNOTOHMA. IlogKoXXKHO-XKMpoBas
KJIeTYaTKa paclpefefieHa IO «KYUIVHTON]-
HoMy» Tumy. Ilepudepnyecknx OTEKOB HeT.
AprepnanpHoe [aBjieHMe Ha IIPaBOil pyKe
125/90 MM pT.CT., Ha neBoit — 130/90 MM pT.CT.,
YCC — 96 ymapos B MUHyTY. Y pebeHKa OTMe-
YAIOTCS MHOXECTBEHHBbIE CTUIMbI AM33MOpM-
oreHesa: KpyIJloe JMIO, IUIOCKOE IepeHOCHe,
OMCIIACTUYHbIE, HM3KO IIOCa)KEHHBbIE YIIHBbIE

i

T 'I}FIT_

PaKOBUHBI, HEIrpyboe M3MeHeHVe HepMaTOIIN-
¢uKY, HU3Kas TpaHUIIA POCTa BOJOC Ha IOy,
roy6oBaTble CK/Iephl, TUIIEPMOOVIbHBIN CUH/-
pom (puc. 1).

JIabopaTopHO BbIsB/IEHA CIefOBasi IPOTeN-
Hypust 0,3 /71, TUTIONIPOTEMHEMUN ¥ TUIIOATIbOY-
MVHEMNH HeT, OTMeYaeTCs CHIDKeHMe QYHKIVN
IOYeK II0 KAyOOYKOBOJ (IMIbTpalMM: ChIBO-
poTouHBIT KpeaTHUH 51 Mkmonb/n, pCKO
no ¢opmyne IBapua 60,8 mu/mun/1,73 m?,
9TO COOTBETCTBYeT XPOHMYECKOil 6o0re3Hn
mouex 2-1 ctagun. JIakrat 3,4 MMOJB/JI.

I[Ipu ocMoTpe odTanbpMonoromM obHapysxe-
HbI JIBYCTOPOHHME TUIIOIUIA3Vs Paffy»HOIl 0060-
JIOYKM, MUKpOKopusA (puc. 2), BpOX/eHHasA KaTa-
PaKTa, [TTAyKOMa, CXOZALIeecs COPY>KeCTBEHHOe
KOCOI/Ia3le, TOPM30HTA/IbHBII HUCTAarM.

[IpoBefeHO MOJIEKYIAPHO-TE€HETUIECKOEe
o0crefioBaHMe: CEKBEHMPOBaHME KIMHUYECKO-
r0 9K30Ma, BBISB/ICH IIATOT€HHBIN HYKICOTV/]-
HbIl BapuaHT c.1890G>A, p.Q630Q B romosu-
rOTHOM NONM0KeHun B reHe LAMB2. Puc. 1. Manbumk M. npu noctynneHum
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Puc. 2. Mukpokopus y Manbumka
C cuHppomom lMupcoHa

Puc. 3. IeBouka C. npu NOoCTyM/eHUn

Y nesouknu C. pusnyeckoe pasBUTHE TAKKe
O4yeHb HM3Koe (Huke 3 mepueHTnA). KoxxHble
IIOKPOBbI CMYIJIbIE, YCUJIEHHBI COCYAVICTBIN
PUCYHOK Ha rpypu, runeprpuxos. Indoysnas
MBIIIeYHAsA TUHNOTOHMA. [IOAKOXKHO-KMpOBasd
KJIeTYaTKa paclpefeneHa IO KYLIIVHTOUTHO-
My tuny. Ilepudepndecknx orexoB HeT. A]]
Ha obenx pykax 140/90 mm pr.ct., YCC 100 yza-
POB B MUHYTY.

[Ipn ocmorpe obpamjaror Ha cebs1 BHU-
MaHUe MHOXXECTBEHHBbIe CTUIMBI AM33IMOpUO-
reHes3a: AMCIUIACTMYHbIE, HM3KO ITOCA)KEHHBIE
yUIHBIe pPAKOBMHBI, HM3Kas TpaHMIIA POCTa
BOJIOC Ha 10y, romyboBaTble CKIEpbl, TUIep-
MOOV/IBHBINI CHHAPOM, TOHKasi BEPXHAA Tyo0a,
MIMpOKas IpyfgHas K1eTka (puc. 3).

JIabopaTOpHO TOATBEPXK/IEHbI NPOTEUHY-
pus 1 r/n (1 r/cyT), DIIOKO3ypus, TMIOIpPO-
TenHeMus 47 T/1, TUIOAIbOYMMHEMMM HET,
runepxojectepuHemMus 6,78 MMOJb/JI, OTMeYa-
eTcs CHIDKeHMe (QYHKIVM TMOYeK II0 KIybod-
KOBOJI (uIbTpanyy (CbIBOPOTOYHBIN KpeaTu-
HuH 40 Mxmonb/n, pCK® no ¢popmyrne IlIBapia
63,9 mn/mun/1,73 M2, 9TO COOTBETCTBYET XpO-
HUYEeCKOM 0O0ne3HM IMoveK 2-1 cTajui), Mode-
BMHA 8,44 MMOJbB//, MTaKTaT 3,2 MMOJIb/IL.

[Tpu ocMoTpe o¢TamTbMONIOroM BepuguIy-
POBaHBI IBYCTOPOHHNE IUITOIIA3M PATYKHOI
000/104KI, MUKPOKOpWS, BPOXKIEHHas KaTa-
pakTa, IVIayKOMa, CXOfsIleecs COLPY>KeCTBEH-
HOe KOCOI/Ia3ne, aMO/IVONsI BBICOKOI CTEIIeHM,
TOPM3OHTAJIBHBIN HUCTArM (puc. 4).

[Ipn mpoBemeHUV MOJIEKYISPHO-TEHETH-
4eCKOT0 MCCIefoBaHysA (OAMH aMIUIMKOH MeTO-
JIOM IIPSIMOTO aBTOMATMYECKOT'O CEKBEHUPOBa-
HUS) HalileH TOT >Ke HYK/ICOTU/IHBI/I BapMaHT,
4To 1 y Opata. Y popuTesneli HOATBEPKIEH 9TOT
JKe BapMaHT B IeTePO3UTOTHOM IIO/IOKEHNN.

Puc. 4. Mukpokopusa y gesouku C.



- —) TIPEJIBAPUTEJIbHBIN TUATHO3

C y4eTOM KIMHMYECKOI KapTUHBI (IIPOTEMHYPUsI OT C/IEHOBBIX O HeppOTHUECKUX 3HAUe-
HUiT 6e3 BBIPOKEHHON TUIIONPOTEMHEMUN, TUIIOATbOYMUHEMNUY, OTEKOB, TeMATypusi, Ha/InM4due
9KCTpapeHa/IbHBIX IPOSIBICHNUI, BKIIOYAIOIINX [IATOTIOTMIO 3PEHNS, B T.4. MUKPOKOPHIO, a TakKe
MBIIIEYHYI0 TUIOTOHMIO U 3aJePXKKy IICUXOPEYeBOTO PasBUTHs), HACTENCTBEHHOTO aHaMHe3a
(6MM3KOpPOICTBEHHBI OpaK, cUOCHI), Pe3y/IbTaTOB MOJIEKY/IIPHO-TEHETUYECKOrO 00C/IeoBaHs,
y JeTeil MMeeT MeCTO Hac/leACTBeHHas Hedponarus, cuaapoM [Inpcona. B saBucumocty ot Bbipa-
YKEHHOCTH IPOTEeVHYPUM U, KaK C/IEICTBIE, PA3BUTVSI TUIIONPOTENHEMIUN U TUIIOA/IBOYMIHEMNIN,
K/IMHUYECKNIT IMAarHO3 MOXKET BapbUPOBAThCs (M30/MPOBAHHAS MPOTEMHYPUs WU HedpoTude-
CKUI CUHJPOM).

— |  JIVHAMUKA U NICXOJbI

B nnHaMuke y 060MX feTell BBIAB/ICHBI HapacTaHNe MpoTenHypun (y Manpumka go 2,17 1/,
1,302 r/cyT, y neBouku — 3,53 1/m1, 2,648 1/cyT), remarypun (y Manbumuka — 1o 38 B IOJIe 3peHus,
y JBEeBOYKM — [0 72), OTMEYAIOTCs He3HAuuTe/lIbHble TMIONPOTEVHEMMs, IMII0aNTbOyMIHeMNs
u runepxonectepuHemus. [lepudepudecknx OTeKOB HeT.

Y Manpunka 3a BpeMs HaOJIOfleHNs He OTMEUYEHO IIPOTPecCHpOBaHNs XPOHUYECKOI 6oes-
HU T04eK (B Bo3pacTe 6 jieT 2 MecsIlia CBIBOPOTOYHBIN KpeaTuHUH — 57,9 Mkmonb/n, pCKO
no ¢opmyre llIBapia 68 Ma/MuH, MOYeBMHA 7,3 MMOJIB/). Y HEBOYKY IPY CHYDKEHUU QYHKINN
I0YeK 110 KIyOO4YKOBOI GUIBTpaLuy O Idp, COOTBETCTBYIOIINX XPOHNIECKO 60/Ie3HN OYeK
4-it craguu (B Bo3dpacte 4 ropia 10 MecsitieB CbIBOPOTOYHBIN kKpeaTuHuH — 130,5 mxmonb/1, pCK®
25 mi/MyH, MO4YeBMHA 12,2 MMOJIB/JT), TOSIBUIUCH OCTIOKHEHVIS: aHEMUSI, TUIIePIIapaTUPEONN3M,
OCTEOIIEHM, aLU/I03.

Takum o6pasoM, 1o 3aBepleHN HAOMIONEHVA B HAlleM OTHeTeHNM) ManbuuK M. BBIINCAH
¢ mmarHozoM: «HacnencrBeHHas HedpomaTtusa, cuHpapom IImpcoHa (HYK/IEOTMAHBI BapuaHT
c.1890G>A, p.Q630Q B romMo3urotHoM IonoXeHuy B reHe LAMB2): crepouipe3NCTEeHTHBIN
HepOTMIECKUIT CMHPOM C TeMaTypueil, akTUBHAs CTajusA. ApTepuaabHas TUIepTeH3ns 2-11 cTe-
neHy. XpoHndeckass 00/lIe3Hb IOYeK 2-i1 cTaguu. [umomrasus pajyXHoi 060/1049KM, MUKPOKO-
puisi, BpOXKIEHHAs KaTapaKTa, KOCOIIasye CXO/sIeecs: COAPYKeCTBeHHOe, I/IayKoMa, aMO/IONys
BBICOKOJI CTeTleHy, Topu3oHTanbHblil HUcTarMm OU (000mx r71a3)».

Hesouka C. BbimucaHna ¢ guarHosom: «HacnencrBennas Hedponarus, cungpom [Tupcona
(HykmeoTupHBIM BapuadT c¢.1890G>A, p.Q630Q B TOMO3SUIOTHOM IIOJIOKEHNMM B TeHe
LAMB?2): cTeponape3VCTeHTHBII HepPOTUYECKUII CUHIPOM C TeMaTypueil, aKTUBHAsA CTaius.
AprepuanbHas rumnepTeH3us (ILjelieBble YPOBHM apTepUanbHOTO JJaBJIEHNs B YCIIOBMSIX aHTHU-
TUIIEePTEeH3UBHOI Tepanuy). XpoHudeckas 00j1e3Hb Io4eK 4-it cTaguy. [umonasus pagysxKHoit
000/109KY, MMKPOKOpU:A, BpOXK/IeHHasl KaTapaKTa, CXOfsAlleecs CORPY>KeCTBEHHOE KOCOIJIa-
3ue, I7TayKoMa, aMO/IMONMSA BBICOKON CTelleHM, ropu3oHTanbubll HuctarMm OU (obomx rmas).
HopmornurapHas HOpMOXpOMHasi aHEMUS JIETKOJ CTelleHN. XpoHMYeckas: 6e/IKOBO-9HepreTy-
YecKas HelOCTaTOYHOCTb».

O6oum feTsiM peKOMeHIOBaHa HeQpPONPOTEeKTMBHAs ¥ AHTUTMIIEPTEH3VBHAs Tepamms
OHananpuioM, MeTabommdeckas Tepamusa PubodmaBunom, Tnammuom, Kosusumom Q c menbio
KOPPeKLMI HEBPOIOTMYECKNX HAPYLIEHMI], a TaKKe MOCUHPOMHAs Tepanus OCIOKHEHNI XpOo-
HIYeCKOI 60/Ie3HN TT0YeK U MTOATOTOBKA K 3aMeCTUTE/IbHOI II0YeYHOI TepaIvi.
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/&Y TIPOTHO3

C yd4eToM HAC/IEe[CTBEHHOTO TeHe3a 3a00JIeBaHNA, BBIPKEHHON IIPOTEMHYPMM, a TAKOKe
JIOKIM3aLVM IOBPEX EeHHOTO Oenka (IioMepyisipHas 6asanpHas MeMOpaHa), IpOrpeccrpoBaHye
XPOHMYECKOI1 60/Ie3HM MmoveK mpu cuHapoMe IInpcoHa ABIAETCA BOIPOCOM BPeMEHN. Y JIeBOUKI
B CBsI3U C 60/lee paHHUM [1e6I0TOM 3a60/IeBaHMsl CHIDKeHMe QYHKIINYU TOYeK OTMedYanoch ObICTpee,
¥ K BO3PacCTy 4,5 1eT CKOpOCTb KITyO0UKOBOI pymbTpanuy focturia mudp, xapakrepHsix aasa XbII
4-11 cragyn. [Tocre aToro pe6eHOK BBIIIeN U3-1I0/, Hab/moieHns (BeposiTHee BCETO, BCTIEACTBIE IIepe-
XO0fIa IOJ, Hab/MoieH e TPAHCIVIAHTOIOTOB, KOTOPble KOHCY/ILTUPOBA/IN fIeTell 3a0/1arOBPEeMEHHO).

Ilns pmeteit ¢ HacmencTBeHHbIMM JiepeKTaMu O€NKOB ITIOMepY/LIPHON 6asanbHOV MeMOpaHbI
11e/1eCO00pa3HO MPUMEHEHATb He(pPONPOTEKTUBHYIO TEPAINIO C LIE/IbI0 3aMeIIeHN CHIVDKEHMA
GYHKIY TTOYeK Mapa/lIeNIbHO ¢ IOTOTOBKOM K 3aMeCTUTENbHO TOYeYHOT Tepanuy (BaKIMHAIVIA
pebeHKa, o6ceoBaHNe MOTEHIMANIbHBIX POJICTBEHHBIX JOHOPOB, HAOJIOfleHNe CHeIVaTiCTaMy
IMAIM3HBIX IIEHTPOB [0 MECTY )KMTEbCTBA, IICYX0MIOrNYecKast MOANepKKa IeTell 1 VX POJUTENIeit).

OBCYXAEHUE

Hedpotnyeckuit cuHAPOM C 9KCTpapeHaabHBIMU NMPOsiBIeHNAMN (0(TaTbMOTOTMYECKIMIA,
HEBPOJIOTMYECKVIMM, YPOIOTMYECKIMY, KapANOIOTMYECKVIMM U Jip.) VIV I30/IVIPOBaHHAs IIPOTEN-
HYpUA BCIEACTBYE MOl OCBEIOM/IEHHOCTY PerVOHA/IbHBIX IIeiUaTPOB ¥ HepOIOroB 3a4acTyIo
paclieHMBaeTCcsl KaK MAVOMATUYECKUIT HePpPOTUYECKUII CUHPOM U IOJBEPraeTcsi CTePOUTHON
Tepamnuy, 4TO He MPUBOAUT K OXXIJAEMON PEMUCCUM TIPYU TeHeTHYeckux gopmax Heppomaruii.
B 10 e BpeMs cBOeBpeMeHHasi KOHCY/IbTAallVisl TeHETUKOM C Y4eTOM HedpOIorndeckKux ocobeH-
HOCTell HallMeHTa CIocOoOCTBYeT Oojiee paHHeN AMAarHOCTMKe. DTO IIO3BOJIAET BO3JEPXKAThCA
oT 3aBefoMO Hed()PeKTMBHON, HO IOTEHIVAJbHO OIIACHON VMMYHOCYIIPECCUBHOI Tepammyu
Yl HaIlpaBUTb BEKTOP HAOJIOeHNs B CTOPOHY HeppOIPOTEKTUBHOI ¥ MOCUHAPOMHOIN Tepanmi.
Taxoxe cBoeBpeMeHHOEe IeHeTNYeCKOe KOHCY/IbTMPOBaHNe TI03BOIUT COKPATUTDb YMC/IO CEMEHbIX
CTy4aeB U yBEIMYUT IIAHCHI IAPbI HA POXK/IEHME 3[I0POBOT0 peOeHKa Iy Ha/IMINU OTATOLEHHOTO
HaCJIeICTBEHHOTO aHaMHe3a.

[Tpy HanmM4My XapaKTePHBIX SKCTPAapeHa/NbHBIX MPOABIeHNN (KaK, HallpuMep, MUKPOKOPUSA
npu cuHpgpoMe [InpcoHa) MOXXHO He IPOCTO 3aIOJO3PUTh HAC/IEACTBEHHBIN TeHe3 3a00/eBaHs,
HO U CY3UTb KPYT AMArHOCTMYECKOTO MOUCKA 0 1-2 3abomeBaHMIl, YTO fie/laeT BO3MOXHOI Tap-
TeTHYIO MOJIEKY/IAPHO-T€HETUYECKYIO JUATHOCTUKY.

[Ipu renetmyeckoMm fedexTe OeIKOB ITOMEPY/SIPHO 0a3anbHON MeMOpaHbI WM Iijefe-
BOJI AvadpparMpl (PYyHKIVOHMPOBAHME ITOOLUTAPHOTO QVIbTPA HEMOTHOLIEHHO, YTO IIPUBOLUT
K PasBUTUIO HEKYNUPYeMOil NMPOTEMHYPUU Y CIOCOOCTBYET CHVDKEHUIO NOYEYHBIX (PYHKILIMIL.
CreponpgHas, MMMYHOCYIpecCHBHas, MeTabonnyeckass Tepanmyusa B OTHOLIEHUY Hedpomatuu
B JaHHOM criy4ae HeapdeKTUBHa.

3AKJTIOUYEHUE

BeposATHOCTD HACTIEACTBEHHOII ATOJIOTMY Y CYOCOB C aHAJIOTMYHOI CMIITOMATHKOI, YKasa-
HUAMM Ha O/1M3KOPOJCTBEHHBI OpaK KpaliHe BBICOKA U TpebyeT IpUIIeIbHOIO OCMOTpa K/IMHU-
YeCKOTO I'eHeTMKa C IIe/IbI0 OIIeHKM (PEeHOTUIIMYECKUX «MAapPKePOB» CUH/IPOMA/IbHBIX COCTOSHUIL.
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IIpu BbIABIEHUM MOJOOHBIX XapaKTEPHBIX NPOABIEHMIT (MUKPOKOPHUA, ITTAYKOMa, BPOXKIAECHHAA
KaTapaKTa, MBbIIIeYHas TMIIOTOHNA, 3a/jep>KKa IICMXOMOTOPHOTO Pa3BUTH) C/IEAYeT IPOBOJAVUTD
AMArHOCTUKY C y4eToM (eHOTMIIMYECKNX 0cobeHHOCTelt. CTeponHas ¥ MMMYHOCYIIPeCCUBHAs
TepanusA HeadeKTUBHBI IpU paHHeM fieOroTe 60/1e3HM (Ha 1-M rOfy >KU3HM), a IIPY IOJ03PEeHNUMN
Ha HaCJIeICTBEHHYIO IIAaTONOTMIO HasHaueHMe He(POIPOTEKTMBHOI Tepamlym sIBIAETCS eJVHCT-
BEHHOJI MOTEHI[MATbHOI TepaleBTUYEeCKON OImIyeil. Ba)kHO OTMeTUTh HeOOXOIMMOCTD IpeHa-
TaJIbHOTO TeHeTNYEeCKOTO KOHCY/IbTUPOBAHNA U IPOCBETUTEIBCKOI PAOOTHI B CEMbSAX C OOIbHBIM
pebeHKoM.

1Z])
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CNYYAA OUATHOCTUKW N NEYEHUSA
CUMHOPOMA XEPJINHA-BEPHEPA-BYHIEPJINXA
Y PEBEHKA 1TOAA

CNYYAN OUATHOCTUKWU U NEYEHUSA
CUHAPOMA XEPJINHA-BEPHEPA-BYHOEPJIUXA
Y PEBEHKA 1TOA

J1.H. XBopocToB, A.A. PycakoB

OBOCHOBAHME

Cunppom OHVIRA (obstructed hemivagina and ipsilateral renal anomaly) mwm cuazpom
XepmHa-Beprepa-Bynpgepmixa (CI'BB), oTHOcKTCA K odeHb penkomy, III Tumy BpoXK/ieHHBIX aHO-
Maymit pa3BUTUA MIO/IEpOBBIX U Me30He(PaIbHBIX IPOTOKOB, KOTOPBII BKTIOYAET YIBOCHUE MATKN
(O7THOE WM HETIONTHOE), OFHOCTOPOHHIOK AIIA3VI0 HIDKHUX JBYX TPeTell yIBOGHHOTO B/Iara/INiIa,
areHesyIo VIV AIUIasVIO ITOYKV HA VIICM/IATEPATbHON CTOPOHE OOCTPYKTMBHOJ TIeMuBaruHul [1].
Tounad yacToTa CMHApPOMa He M3BECTHA, HO COYETAHNE areHe3uy, TMIION/IA3MM, MYIbTUKICTO3HOMN
pucttasyy (M]]) mim 9KTOmMu MOYKM C YABOEHVEM MATKM ¥ OOCTPYKTMBHBIM ITOpPaXKEHNEM TeMI-
BaruHbl MOXKET JOCTUIATh 3% OT 0OIIero 4mcia BbIABIEHHbIX M0YeYHbIX anoMaunii [2]. ITo maHHbIM
TMHEKOJIOT0B, TIOPOK BcTpedaercsa y 0,16-10% >keHIUMH ¢ MOPOKaMu pasBUTHA ITOJIOBOJ CUCTEMBI.
O6bryHO nepBbie KmHNYecke npospiaerns OHVIRA coBIaaoT ¢ mepyofioM Iol1oBoro co3peBaHmus,
T.e., K BO3pacTy 10-12 JIeT, ¥ CONpsKEHBI C BHICOKVMM PUCKOM OeCIUIONNsA, BCIeACTBYE SHAOMETPHO3a,
MHOUIVPOBAHISI TEMOMETPOKO/IBIIOCA B OOCTPYKTMBHOI TeMMUBaruHe U MPUCOENMHEHNN ceTcnca [3].
Huarnoctuka OHVIRA y HOBOpOXX/JJeHHbIX CTIO’KHA, ITPeX/ie BCETO, B CUTY HU3KOI OCBEJOMIEHHOCTH
[IeTCKUX XVPYPIOB U YPOJIOrOB-aHAPOIOTOB 00 accOIMAIuy MOPOKa IOTIOBBIX I MOYEBBIX OPraHOB,
YTO NPUBOAUT K HEOOOCHOBAHHBIM VI HEIIPABIIbHBIM XVMPYPIIYeCKIM BMEIIaTeTbCTBAM.

KJTMHUYECKWUN NMPUMEP
o O

Y nnopa 6epemenHoit A. 25 et Ha cpoke 32-33 Hefern 110 faHHBIM Y 3V1 BBIAB/IEH IUApoHed-
P03 3 CT. c7IeBa, )KMAKOCTHOE 00pa3oBaHue B OPIOIIHOI TO/I0CTY pasMepoM 7,0x8,0x8,0 cm, (ipen-
HIOJIOKUTETBHO METALVICTIIC), areHe3yst IpaBoyi nouky. Ha nmepsom u BropoM ckpuanHroBoM Y3/
naronorny obHapy>xeHo He 6bpi10. Ha cpoke GepemenHoCTH 39 Hefie/nb NMPOU3OLIIN CAMOIIPON3-
BOJIbHBIE POZIbI HOBOPOXKE€HHO fieBo4YKoi BecoM 3280 1, poctoM 53 cM. [Ipu nepBryHOM 0CcMOTpe
B [1a/IaTe HOBOPOXX/ICHHBIX B OPIOLIHOI IIOJIOCTU Y pebeHKa OIpefeNsoch OKpyIIoe o6pa3oBaHue
IJIOTHO3/IACTUYHOM KOHCUCTEHIINMY, PACIIOIOKEHHOE 110 CPeIHEN IMHUY, HECMEL[aeMO€, pa3MePOM
8,0x10,0x8,0 cM, c BepxHell I'paHuLell Ha 3 CM BbIlIe JIOHHBIX KocTell. [Ipn Bu3yabHOM ocMoOTpe
TeHMUTAINI BUVIMOJI TTaTO/IOTMY He oOHapy»eHo. Hapy>kHble 10/10BbIe OpraHbl chopMUpOBaHLI
110 >keHckoMy Tuny. Ha 2-e cyTku >KusHu BbillonHeHO Y3V opraHoB OpIONIHOI MOJIOCTY U 3a0pio-
IIMHHOTO IpocTpaHcTBa («Sono Scape 6000» ¢ 1MCHONb30BaHMEM MYIBTUYACTOTHBIX JATIMKOB
2,5-5,0 MI n 7,5-10,0 MIt). BusyanusnupoBana pacummpeHHass coOupaTenbHas CUCTeMa JIEBOI
II0YKM, 0ObeMHOe 0Opa3oBaHyue B OPIOIIHOM MONOCTY (IIPENIONTOXUTEIbHO, KUCTA SMYHMKA),
TMIOIUIA3Ns IIPaBoii MOYKN. bonbHas 6bUIa OTHpaBieHa Ha aMOy/TaTOpHOe HAOMIOfeHNe JeTCKUM
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Puc. 1. KomnbloTepHas ToMorpadua pebeHka ¢ cuHapoMoM MepunuHa-BepHepa-BaHaepnuxa.
A — T2 B3BeLleHHble U300paXKeHUs, akCuanbHaa npoekuus: 1 — npaBasi NONOBUHA YABOEHHOIO
BarasivLLa, 3anoJIHeHHAs XXUOKOCTbIO, 2 — NleBas NOJIOBMHA YABOEHHOMO BRarajmLua,

3 — ruapoHedpo3 3 CT. IeBOM NOYKU, 4 — rMnNonaasnpoBaHHas NpaBas NoyvkKa;

b — T2 B3BeleHHble U300paXKEeHUS, carnuTTasbHas Npoekums: 1 — paclumpeHHas npaBas NOJIOBUHA
reMuMBaruHbl, 2 — NpPsiMas KMWKa, 3 — MOYeBOW Ny3bIpb

xupyprom. Ha 3-it Hefierne )XM3HM COCTOsIHME pebeHKa YXY/AIUINIOCh: TIOSBUIOCh IEPUOANIecKoe
0eCIIOKOJICTBO, CPBITMBAHA, KUIKIIL CTYJI, TOBBILIEHVE TEMIIEPATYPbI 10 CyOpeOpMIbHBIX HUPP.
JI/1s1 yTOUHeH)sI aHaTOMMYeCKOro BapuaHTa mopoka 6puta BeionHeHa KT ¢ koHTpacTupoBaHm-
eM. O6Hapy>XeHO yABOeHNMe MaTKV C OOCTPYKIfMel [IPaBoii IOMIOBMHBI YABOSHHON I'eMIBaruHbl,
ruziponedpos 3 CT. cleBa, IUIIOIIIa3us MpaBoil oYKy (puc. 1), 4To 6bBUIO paclieHeHO KaK IPOsiB-
nenus cunappoma OHVIRA.

Y3/ nmovek u MOYEBOrO ITy3bIpA: JIeBas IIOYKa pasMepoM 82x36, paclonoKeHa B TUIIMYHOM
MecTe, I0XaHKa 6 MM, CMEIIAaHHOTO THUIIa, BCe TPYIIIDI YalleyeK pacpensl 1o 5-7 MM. KpoBoTok
B JIEBOJI IIOYKe P [IBETHOM JomnIUiepoBckoM Kapruposauuu (LIJIK) mpocnexxuBaeTcs o Karcy-
7bl. MO4Y€TOYHMK B BEPXHEN U CpENHEN TPeTAX [0 4-5 MM, B HVDKHEN TPETU JOCTOBEPHO HE BU3Y-
amsupyertcs. [IpaBas mouka pasmepom 31x15 mm. [JuddepeHnnpoBKa MapeHXMMbI CIIaKEHa,
9XOTe€HHOCTb HOBbINIeHA. MoyeTouHUK He JuddepeHpyeTcs.

Ins onpenenenys o6bemMa (QYHKIMOHUpYIOIE) MapeHXVMbI U OIpefe/ieHNsA II0Ka3aHUN
K HepOypeTepIKTOMIM TIPaBOIl SKTONMPOBAHHOI MTOYKY peOeHKY IpOBefieHa PaflioN30TOIIHAS
peHocuuuTUrpadusa. OOHapyXeHO pe3Koe CHIDKeHMe 3axBara pammocdapmipenapatom (POII)
IIPaBOJl SKTONVMPOBAHHOI IIOYKOI1, He IpeBbliatoniee 6%, BUKapHas rumeprpodus mpasoii moy-
k1 — 3axBar POII cocraBnsaer 93%.

OVISMKAJIBHAS IMUATHOCTUKA

[Ipy mepBMYHOM OCMOTpe B I1ajlaTe HOBOPOXKJEHHBIX B OPIOIIHOI ITOJIOCTU Y pebeHKa ompe-
[e/ANIOCh OKPYIIoe 06pa3oBaHue IIOTHOMACTUYHON KOHCUCTEHINY, PAcIONIOKEeHHOe TI0 Cpef-
Hell TMHUY, HecMenraeMoe, pasmepoMm 8,0x10,0x8,0 cm, ¢ BepxHeil TpaHuLeN Ha 3 CM BbIIIIE JIOH-
HBIX KocTeil. [Ipy BU3yabHOM OCMOTpe reHUTaINil BUJVIMOI NTATONIOT MM He 0OHAPYKeHO.
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IIPEIBAPUTEJIbHBIV IVIATHO3

«BpoxxaeHHbliT Topok pasButus. Cungpom XépmmHa-BepHepa-Bynagepnnxa» (puc. 2).

OVHAMUKA N1 NCXO/1bI

Puc. 2. BarnHockonusa 60/1bHOW C CUHOPOMOM
FepunuHa-BepHepa-BaHaepnuxa. Cnusucras
BNlarasvwa He usMeHeHa. 1 — BXxop B JIeBYIO
NONOBUHY YABOEHHOW reMUBaruHbl.
2 — BblbyXxaloLLaa CTeHKa Neperopoaku npaBomn
NOJIOBMHbI YABOEHHOW FreMUBAruHbl

Puc. 3. Y3U pebeHKa ¢ CMHOPOMOM
FepnuHa-BepHepa-BaHgepnuxa nocne
onepauuu. 1 — neBasi NONOBUHA YABOEHHOM
MaTKu; 2 — npaBas NoJIOBUHA YOBOEHHOM
MaTKK; 3 — MO4YeBOM Ny3blpb
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B BospacTe 2-x MecsileB ObUia BBIIIOTHE-
Ha IepBas 3TallHasA OIepanysd, LeJIbI0 KOTOpOu
SIBUIIOCH paccedeHye IIOMHOI NPOJOIbHOI Iepe-
TOPOJKM U CO3JaHNe afleKBaTHOTO OTTOKa MOYU
13 TIPABOJ ITOJIOBMHBI YIBO€HHOI I€MMBarHbI.

Onucanue onepayuu. Ileperopogka TON-
IVHOM [O 1 MM paccedeHa Ha NPOTHKEHUU
1,5 cM B npogonbHOM HamnpasieHun. Ilo xpasam
Pacce4eHHOl MEPErOpOnKN Ha/IOXKEHBI y3/I0BbIE
mBbl. [locse BCKpBITHA aTpe3aMpOBaHHON IeMu-
BaruMHbl BbIieANA0Ch 230 M KUIKOCTU 3e/eHO-
IO IIBeTa. YBOEHHOe BJjarajuile JpeHNPOBAHO
katerepoM Qones Ne 8. AHanmus copep>KMMOro:
KpeaTMHMH — 2154 MKMOJIb/JI, MOYEBMHA —
11,48 MMonb/n, O6enox — 7,2 T/7, 4TO COOTBET-
CTBYeT TabOPAaTOPHBIM KPUTEPUAM MOYM U KOC-
BEHHO IIOATBEPXKJAET CBA3b MOYEBON CUCTEMBI
C OOCTPYKTMBHOI TreMuBarumHoi. KieTouHsii
COCTaB COMIEP)KMMOTO: HeTPOdUIbHbIE JIEIKO-
uuThl 70 20 B 1 MKJI, SpUTPpOLUTHL — 4—6 B 1 MKIIL.

baxrepnonorndeckoe nccnegoBanue comep-
JKMMOTO: TTaTOMOIMYeCKOoil (IOpPBI He BBICESHO.
B mocneonepanlOHHOM IepuoOfie IO [PEHaXY
U3 IIOJIOCTM aTPe3VpPOBAHHON IIOJIOBUHBI BJIa-
rajuiga OTXomuaa Moda B o6beme 1o 20-40 mn
B CyTKu. [IpeHmpylomas Tpybka ypmanzeHa
yepe3 14 pHeit mocne omnepanyy. OTmevaercs
IIEPMOANYECKOE BBIZETIEHVE MOYN M3 BJIarajanina
110 ¢hOpMMPOBAHHOMY CBUIL[EBOMY XO[y B CTeH-
ke remusaruHbl. Ilo pganHbIM Y3V, pasmepsl
COOMpaTenbHO CUCTEMbI JIEBOI MOYKM YMEHb-
HIM/IUCh, TIONIOCTY YABOEHHO MaTKM U BJIaraju-
IJa COMKHYTBI, COTEPXKIMOro HeT (puc. 3).

[Ipn mocrymneHunm pebeHKa B BO3pac-
Te 1 roga ¢ y4eToM HAHHBIX PafUOM30TOIHON
peHorpaduy BBIIIONIHEHa BTOpas olepanus —
JarapocKonyuyeckas HepPIKTOMMS CIIpaBa.
Ilepern omepanuen ¢ Lenblo ONpefe/IeHNs MecTa
BIIaJIeHVA SKTONMPOBAHHOIO IIPaBOr0 MOYETOY-
HMKa IPOBEfleHa IIUCTOCKOMMA ¥ BaTTHOCKOTINA.



Iucmockonus. Hapy>kHble 1o/IoBbIe OpraHbl ¢OpMUPOBAHBI IO )XEHCKOMY Tuiy. B mosmo-
JKeHUM OOJIBHOTO B NUTOTOMMYECKON MO3MIMY IOC/e AHTYUCENTHYECKOil 0OpabOTKM HapyxX-
HBIX IIOJIOBBIX OPraHOB 4epe3 MHTPOMHYC BO BJarajauiie IpOBefeH AEeTCKUI LUCTOCKOIm Ne 7.
IIpu ocMoTpe OOHapy’>keHO, YTO BIATa/luile pasfelieHO BePTUKATbHON IIEPErOPOAKOl Ha [Be
nonoByHbl. ChayMsucTas /IeBOJ IOMOBVHBI Barajauiia OnegHas, cKlagdaras. B mpaByroo moso-
BUHY BJIaTa/IMIIa 4epe3 paHee BBIIIONHEHHBIN pa3pe3 Ha OOKOBOJ CTEHKe BBEJEH IVICTOCKOIL
OO6Hapy>keHO, YTO Ha BEPXHEM CBOJie BJIarajyiia OTKPBIBAETCSl YCThe MOYETOYHMKA JVICTOINPO-
BAHHOJ IIPaBOJi MOYKU. B ycTbe 3KTONMPOBAaHHOTO MOYETOYHMKA 10 CTPYHE IIPOBOJHNKY 3aBe/leH
karerep Hematon Ne 6. YcTbe 71€BOro MOYeTOYHMKA PACIONIOKEHO B TUIMYHOM MecTe. Crpasa
ycTbe MOUETOYHMKA He HalifleHo. TpeyronbHuk JIbeTo He BopakeH. LlucTockon yzaneH.

Omxpomas nanapockonus. Ilocme o6pabOTKM OIEPAaLIMOHHOIO IOJIA 4Yepe3 CyIpayM-
OM/IMKA/IBHBIN JOCTYI B OPIOIIHYIO HOMOCTh BBENEH TPOAKap 5 MM [JI ONTUYECKOTO IOpTa.
[Ton BU3yabHBIM KOHTPOJIEM JOIIOIHUTEIbHO YCTAHOBJIEHBI IBA 5 MM TpOaKapa B JIeBOIi ¥ IIPaBoOIl
HO/IB3IOLIHBIX obmacTsax. [Ipy peBm3um OpPIOIIHOM MOOCTM OOHAPY>KEHO, YTO IpaBas IOYKa
pacnosaraeTcsi B IIpaBoii MOAB3/OLIHON 00/1acTy HaJ| MOAB3OMHbIMU cocygamu. Oba sudHMKa
pacnonokenbl TunudHO. Matka /1o 3 cM. Pacceyena OprommHa Haj IpaBoOIl MOYKOIL, Jajee pas-
pe3 IPOMO/DKEH II0 X0y MOYETOYHMKA 10 MECTA €ro BIAJEHNs B IIPABYIO IIOJIOBMHY YABOEHHOTO
Braraiuia. [Ipasas nmouka pasmepom 3x1,5 cM, MO4eTOUHMUK JuaMeTpoM o 3 MM. C IIOMOIIbIO
3/IEKTPOKOATY/IALMM COCYAbl IOYKM JUTMPOBAHbI, MOYETOUHMK OTCEYEH Cpa3y HaJ MECTOM €ro
BIIaJieHVs Bo Biaranuie. [eMocTas o xony onepanun. [legekrt B MecTe yianeHHOI IIOUKM 6e3 Ipu-
3HaKOB KpOBOTe4YeHN:A. B IIO/IOCTh Manoro Tasa crpaBa 4epes IIPOKOJI OT paHee YCTaHOBJIEHHOTO
TpoaKapa IpoBefieH JjpeHax 1o Ienepanosy. [Touka usBiedeHa yepes paclIMpEeHHbI TyTIOYHbBIN
paspes. Tpoakapsl yia/ieHbl, paHbl IIOCTOMHO YIIUTHI. ACENTUYeCKNe TOBA3KY HAa/IOXKEHBI.

Pe6eHOK BbINMCcaH Ha aMOy/IaTOpHOe JledeHNe 1 HabmofeHe HepoIoroM U IeTCKUM XUpPyp-
TOM II0 MECTY JKUTE/IbCTBA.

\/&» TIPOTHO3

PanHee BbIsABIEHME BPOXX/IEHHBIX IIOPOKOB Pa3BUTHUA IIOJIOBOI CUCTEMBI, CBOEBPEMEH-
HOe aJleKBaTHOe JIedeHVe M MefMLMHCKas peabuauTaunys RO/DKHBI CHOCOOCTBOBAThH YIyd-
IIEHNIO PENPOAYKTUBHOTO 3[0POBbs >KeHIIMHBL. OJHAKO 4YacTOTa OLIMOOYHBIX AMAarHO30B
HIOPOKOB Pa3BUTH PEIPOAYKTVBHONM CUCTEMBI OT POXKAEHMS 0 MyOepTaTHOTO Ieproja COCTaB-
nsiet 24-34%, 4TO MPUBOAUT K HENPABUIBHOI TaKTUKe JieYeHNUs, HEOOOCHOBAaHHBIM OIlepalisiM
U, B UTOT€, K TSKE/IBIM OCIefcTBUAM. Ilocie moaTBep X ieHN A AMaTHO3a /IeYeHMeM NTepBOI TMHUN
SABJISIETCS Pe3eKLVA BJIArajMIIHON Ieperopofikyl, MO3BOJAIIAS IPEHNPOBATh €€ COIepXKIMoe
BO BJIarajuuie, Aad IPefoTBpallleHNsA INpefoTBpallaioliee BO3MOXKXHBIX OCIOXHEHU, TaKUX,
KaK reMaToMeTpa WU MMOMETPa, FeMaTOCaTbIIMHKC VU NMMOCANBIINHKC, SHIOMETPKO3, OecIio-
pue. [lucronupoBaHHasA TUIIOIIA3MPOBAHHAA MTOYKA MOJIeXAT YAA/IEHUIO, €C/IM MIMEETCS BUKap-
Hasi rUnepTpodusi KOHTpaTaTepaJbHOTO OpraHa.

OBCYXAEHUE

Cungpom OHVIRA, nmin CI'BB, oTHOCHTCA K CTIOKHBIM IOPOKaM pa3BUTUA MIONIepoBbIX
IIPOTOKOB, BK/IIOYAIOLIETO Y/IBOCHME MAaTKM, aTPE3NIO OJJHON U3 IIOJIOBVH BJIarajuila M areHe3nio
HIOYKY C UIICH/IaTePaIbHON CTOPOHBI, Yallle cripasa [4, 5]. [lo 2018 rofa B MHOCTpaHHOI IUTEPATY-
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pe omucaHo 11, a B oTe4ecTBEHHOI — TONBKO 3 ciaydas nedeHuss CI'BB y HoBopoxeHHbIX [6-8].
[TpmuyHa aHOManuy cBsA3aHa C fedeKToM POpMUPOBAHMSA KayHaabHOTO KoHIa Bonbdosa mpo-
TOKa, YTO MPUBOAUT K HEOPa3BUTHIO MIO/ITIEPOBBIX IPOTOKOB, AeeKTaM UX CIUAHUSA WU HEJO-
CTaTOYHOI pe30pOIVY MaTOYHOI Ieperoponku. IIockombKy BepxHie JiBe TPeTy BIarajaniia pas-
BUBaIOTCA 13 MI0/IepOBBIX IIPOTOKOB, a HVDKHAA TPETh U3 yporeHuTanbHoro cunyca, CI'BB pegko
coYeTaeTcs ¢ MopoKamy Braranuiia [9]. YYuTeiBas CIOXKHBIN SMOpYOTreHe3 IOPOKa, BO3MOYKHBI
pas/IMYHbIe BapMaHThI, He ONMJMCAHHbIE B CTAaHAAPTHBIX Kmaccudukamyax [10]. Hanpumep, nepe-
ropojKa BJaraauina MOXKeT UMeTb (eHeCTpalyuIo U, TaKUM 00pa3oM, OOCTPYKIUs MOXKET OBITh
YaCTUYHOI W/ TIOTTHOI, YTO ONpefie/isAeT KIMHNYECKYI0 KApTUHY U CPOKM Pa3BUTHA OCTIOKHEHUI
B Iy0epTaTHOM Iepuofie. B cydasx, Korja neperopojika Bjaarajaniila O4eHb TOHKasl, BO3MOXXKHO ee
BBINAfIeHVIe Yepe3 MHTPOVHYC B BUfIe KCTO3HOTO 00pa3oBaHyis, 110 BUY HAIOMUHAIOIIETO KICTY
TapTHepoOBa IPOTOKA, YTO 3HAUMTENIBPHO 00/IerdaeT [UArHOCTUKY U IedeHNe, 0COOEHHO B IIepyofie
HOBOpOXKAeHHOCTH [11, 12]. Onucansl pefKie BapyaHThl aHOMA/IBHOTO BIIaJleHNsI MOYETOYHMKA
OVICIIZIACTMYHON MOYKY B IOJIOCTh aTPE3MPOBAHHON BarMHbI VIIM MAaTKM, XOTA 4Yalle MOYeTOYHMK
3aKaH4MBaeTcsa cieno [13-15].

OCHOBHBIM MeTOROM aHTeHaTanbHOM auarHocTukym CI'BB cumraercs Y3V. BriaBienue
00 eMHOT0 00pa3oBaHs B OPIOIIHOI OMTOCTY Y IOpaXkeHVe OYKM B Busie M]I aKTOnMpoBaHHOI
MOYKY WIN ee areHe3uy nosposseT s3anofgo3putb CI'BB. Opnako, oTmmunth skTonmyeckywo M]]
OT TUIIOIIA3VPOBAHHON NOYKM B aHTEHETA/IbHOM Ilepuofie ObIBaeT JOBOIBHO CIOXHO. Kpome
9TOro, AMCIUIACTHYECKash MOYKa K MOMEHTY POXKIeHUs MoxkeT arpodupoBarbcs. PacmmpenHas
IIO/IOBVHA YABOEHHOJ MaTKJ IIpY aHTeHeTaTbHOM Y 3V MO>KeT OBITh IPMHATA 32 MOYEBOII ITy3bIph
WIN KUCTY AMYHUKA, KaK B HallleM Cy4ae, BC/IE[CTBME MCKaKEHMs YIbTPa3ByKOBON KapTUHBI,
BbI3BAHHOI CMEI€HMEM Ta30BbIX CTPYKTYP PACIIMPEHHOI IreMUBarnHoii. BosaMoxxna KoMmmnpeccus
MOYETOYHMKA KOHTpa/JaTepaJbHONM IOYKM, 4TO INPOABIAETCA KAPTUHONM aHTEHATaJIbHOTO ype-
teporuaponedposa. TouHoe ompefesieHNe aHATOMWYECKOIO BapMaHTa aHOMAJIUM C LIe/IbI0 IIIa-
HIPOBaHVA 06beMa OIepaTVBHOIO JIeYeHNsI BO3MOXKHO TO/NMbKO 1o maHHbIM KT wmnm mMarautHO-
pe3oHaHCHOIT ToMorpadun, KOTopasi MO3BOJIAET C TOYHOCTHIO 10 100% ompeennTh 0COOEHHOCTI
B3a/IMOOTHOIIeHNsT MIomnepoBckux U BomboBBIX CTPYKTYp, Ha/lu4dye OYaroB SHAOMETPHO3a,
PacIooKeHye 9KTONMPOBAHHOTO MOYETOYHNKA, OLIEHUTD CTEIIeHb pacIIMpeHNs cOOMpaTe/IbHO
CUCTEMBI ITOYEK.

Y HOBOPOXJIEHHBIX, YYUTbIBAsA CIOXXHOCTb 1 rereporeHHocTb CI'BB, pekomenpyerca arar-
HOe Xupyprumdeckoe jedeHue. Ha mepBoM sTame 06OCHOBaHHBIM BMEIIATETbCTBOM CUMTAETCS
BCKPBbITHE IIEPETOPOJIKY T€MMBATHbI Ype3BJIara/IMIIHbIM JOCTYIIOM O], BM3ya/IbHBIM KOHTPO/IEM
UMM C UCIOJb30BaHMEM BarmHockonmu. [loHoe ynajseHue BIaralauiHONM IEPErOpOJKM MMeeT
Ba)XHOE 3Ha4YeHJe, 0COOEHHO B IIyOepTaTHOM IIepUOJe, TaK KaK HEMOMHAs Pe3eKIVsa MOXXeT IIpu-
BECTH K CT€HO3y BJIara/yia M He0OX0AMMOCTY HOTIOTHATENbHBIX OIePALNil, XOTs TaKas TaKTUKa
y HOBOPOXXJIEHHBIX IpMMeHseTcsi penko [16]. Omepaiuio y HOBOPOXX/JEHHBIX B OO/IBIINHCTBE
C7Iy4aeB He PeKOMEHJYIOT BBIIIOJHATh B SKCTPEHHOM HOPSZIKe, ITOCKONIbKY yBeIudeHyne oobema
COMIEP)KMMOTO OOCTPYKTMBHOI TeMUBArvHbI MOXKET OBITb CBSI3aHO C JEMICTBMEM MAaTEePUHCKUX
9CTPOTr€HOB HA 3HAOMETPUII MaTKV HOBOpOXXAeHHOI. Hanmpumep, onmcanpl c1y4ay CIIOHTaHHON!
perpeccuy pacuIMpeHHOI ONTOBMHBI IeMUBATrMHbL, ITOC/Ie IpeKpalleHns AeiiCTBYA MaTepPUHCKUX
acTporeHoB [17]. B HameM ciry4ae ¥Men MECTO PeKMil BapMaHT NTOPOKA, IIOCKOIbKY IIPOJO/IbHAs
Ieperopofika reMyBAryMHbl He NpOTabyupoBaia yepe3 MHTPOMHYC, YTO HOTPeOOBAIO CIIOXKHOM
AVMAaTHOCTUKM ¥ OIEPATUBHOTO IOCOOMS B IepuoOe HOBOPOXKIEHHOCTU. 3HAUUTENbHbI 00beM
TUIPOMETPOKO/IBIIOCA ObII CBSI3aH C HAKOIIEHVEM MOYY V3 IIPAaBOJ TUIIOIIA3MPOBAHHON MOYKY
C AaHOMaJIbHBIM BIIaJIeHJ€M SKTONMPOBAHHOIO MOYETOYHMKA B IIO/IOCTb aTPe31POBAHHOI BaruHbl,
YTO OIpefe/IO HeOOXOAVMOCTb XMPYPIUYecKOro je4eHys 10 CPOYHBIM IIOKa3aHMAM. B aroit
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CBsI3U 00s13aTE/IbHBIM SIBJISIETCS OMOXMMUYECKIIT aHaIU3 SKUIAKOCTY, TIOyYeHHON TI0CTIe JIPEeHN-
POBaHUs TUIPOMETPOKOJIBIIOCA C OIPe/e/ieHneM KOHIIEHTPAIL[MU MOYEeBIHBI, KpEeaTUHIHA, 0011[ero
OesKa ¥ KJIeTOYHOTO cocTaBa. L[eHHOCTD anapoCKOINM 3aK/II0YaeTCsl B BOSMOXKHOCT JIeUeHMsI
COIIYTCTBYIOIETO SHIOMETPIO3a, HO JyIs MOATBep>kaeHus anarHo3a CI'BB oObrdHO He mcmonb-
3yercs [18]. B manbHelieM nedeHye OCYIIeCTBIIACTCS MYTbTUVCIATUIVHAPHOI IPYIIION CIIeln-
a/INCTOB (IeTCKMIT YPOJIOTL, HeTCKUII TMHeKosIor, Hedposor). Kak mpaswio, runomnanasupoBaHHas
VI MY/IBTUKIICTO3HAS TTOYKA TOJIEXUT YAAICHNIO.

3AKJTIOUEHUE

Ob6Hapy>keHMe coueTaHVsI OTHOCTOPOHHeN areHesuy i M]I moukn ¢ o6beMHBIM 06pa3o-
BaHJEM B OpIOLIHOI IIOJIOCTY Y HOBOPOXAEHHBIX Tpebyet uckmodenus CI'BB. locTroBepHbIMU
MeTOIaMM NMOATBepKAeHNA JuarHo3a CI'BB y HOBOpOXX/IEHHBIX MOXKET CYMTAThCA BarMHOCKOINA,
Y3U, MPT nnu KT. Xupypruueckoe nedeHne npeycMaTpuBaeT MCCeYeHNE IEPErOPOIKY YIBOEH-
HOTO BJIarajIviia iis CO3JaHMs OTTOKA KMIAKOCTY ¥ OFHOMOMEHTHYIO MU OTCPOYEeHHYI0 Heppak-
TOMMIO Ta30BOJ JUCTONMPOBAHHON IIOYK) Ha UIICU/IATePaIbHON CTOpOHe. PekoMeHyeTCs aHammn3
COZIEP>KMMOTO TU/IPOKOJIBIIOCA C OIPeeNleHeM KOHLIEHTpaLyi KPeaTVHIMHA, MOYEBUHBI, K/II€TOY-
HOTO COCTaBa Ji/I MOATBEPKI€HNA CBA3M YABOEHHO MaTKM C 9KTONVPOBAHHBIM MOYE€TOUHNMKOM.
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TPYAHOCTU AUDDEPEHUNAJIBHON
AUWATHOCTUKU MYKOBUCLUUOO3A
U CUHOPOMA LUBAXMAHA-OAUMOHOA

O.1. CumoHoBa, A.A. KpaciokoBa, E.A. PociaBuesa, O.B. Kycrosa, 10.B. IJopunosa

OBOCHOBAHME

Cunppowm lIBaxmana-Jlarimonpa (CIIJ; Shwachman-Diamond syndrome, OMIM 260400) —
penKoe ayTOCOMHO-pellecCHBHOe 3a0ojeBaHye, XapaKTepusyoleecsi HeOCTaTOYHOCTBIO 9K30-
KPVMHHON (PYHKIIMY IOKETyOYHOI JKe/e3bl, AUCYHKIIE KOCTHOro Mo3ra (Heitrponenns 98%,
aHemus 42%, tpombonuronenusa 31%, maHnuroneHus 19%), 3afep)KKoil pocTa U CKeJIeTHBIMU
anomaymusamu (1, 2]. B Hos6pe 1964 1. meguku [lIBaxman n JJaiiMoHJ| BIiepBble OIyO/IMKOBaIu
MHPOPMALINIO O CUHIPOME, I7ie 9K30KPUHHAs HEJOCTAaTOYHOCTD IOPKETYIOYHOI >Kee3bl coueTa-
eTcsl ¢ AUCYHKIVeT KOCTHOTO MO3Ta.

B 2001 roxy B ToponTo upentuduimposamu ren SBDS Ha xpomocome 7 (7ql1), oH cocTont
13 5 9K30HOB, Kopypytomux 6enok n3 250 ammuokucnot [3]. CII B 90% cny4aes BbI3BaH I1aTO-
reHHbIMM BapuaHtamu rena SBDS (OMIM 607444) [3]. Hanbonee yacTpiMy aTOT€HHBIMY Bapu-
a"Tamu re"a SBDS (o 80% Bcex cryyaes CIIJ]) apmatorcsa ¢.183_184delTAinsCT u ¢.258+2T>C
[4-6]. B 10% cmy4yaeB OOHapy>XMBAIOTCA MMICCEHC- ¥ HOHCEHC BapMAHTHI, KPYIIHbIE Je/lelny,
KOTOpBIe MOTYT PacIloIaraTbcsl B TI060M 13 9k30HOB reHa SBDS [6, 7]. Y 10% 60nbHBIX U3MeHe-
HIA B HYKICOTUIHOI ITOC/IEOBAaTeNbHOCTY TeHa SBDS He MIEeHTU(PNUUMPYIOTCS, YTO YKa3bIBaeT
Ha [AaTOTeHeTMYeCKyl poib Apyrux reHos [8]. Bemox SBDS nmokanusyeTcs B spBIIIKaX, Ipe-
MIMYILIECTBEHHO B y4acTKe 61mocuHTe3a pnbocoM. OH ABJAETCS TeIOCOMCBA3BIBAIONIINM OelTKOM
B KJIETOYHOM IVIK/Ie, KOTOPBII BO BpeMs S-¢dasbl MMUTO3a NPUHMMAET y4dacTue B YAJIMHEHUU
TEJIOMep XPOMOCOM 32 CYeT PeryInpoBanusa GpyHKuuu tenoMepassl [9-11]. VsBecTHO, 4TO HU3KaA
aKTMBHOCTD TenoMepaspl y manyentos ¢ ClIIJI cmoco6cTByeT ykopodeHuio Tenomep Ha 20-50%
II0 CPAaBHEHUIO CO 3[JOPOBBIMIU JIIOAbMU, IIPEX/IeBPEMEHHOMY CTapEHNIO ¥ TMOeNM K/IeTOK [12-14].
Hna CIIJ] xapakTepHa 3K30KpMHHas HENOCTATOYHOCTb IIOJPKETY[JOYHONM J>Kele3bl C POXEHUA
C TIOCTIEAYIOIIMM ITOSIB/ICHVEM KIVHWYEeCKUX NPU3HAKOB AeduimTa )XMpOpPacTBOPYMBIX BUTAMU-
HOoB A, D, E n K, 6e}1KOBo—3HepreTI/IquK017I HEeJIOCTATOYHOCTY Pas3HOM CTeleHu TsokecTu [9, 12].
Y 6ONBIIMHCTBA IAIVIEHTOB OIpeesieTcs CHIDKeHMe YPOBHA ITaHKPeaTVYeCcKON aMUIa3bl
¥ IMIassl B KpoBH [9, 12, 15], y 50-75% — moBbIIIeHNe aKTUBHOCTY TPaHCAMIHA3 NedeHn [9, 12].
B 88-100% crmy4aeB 06Hapy>KMBAIOTCA TeMaTONOIMYeCKye HapyIlleH)sA, B YaCTHOCTHU, HEeNTpoIie-
HIIS1, KOTOPYIO MO>KHO JIMarHOCTYPOBATh yKe B HeOHaTa/IbHOM Iiepuoge [9, 16, 17]. Y 80% nmanyen-
TOB HaO/MIOfaeTCsA aHeMM A, HeCKOJIbKO pexxe (y 24-88%) — TpomboruTonenns (9, 18]. ITanmeHTs
¢ CIIIT oTHOCATCA K TPYIIIIE BBICOKOTO PUCKA Pa3BUTHA UUTOT€HETUYECKIMX aHOMAJIUI U B TIOCTIe-
AyloleM MuenopuciiactTudeckoro cuagpoma (MJC) m ocTporo Mmeno61acTHOTO Jieiikosa
[19-21]. M3 KOCTHOI TaTONOTMM PACIPOCTPAHEHbI HU3KMIT POCT, OTCTaBaHVe KOCTHOTO BO3PacTa,
aHOMaJIUV PasBUTVS IPYLHOI KJI€TKY, TUIIOIUIas3us GaslaHr, KIVMHOJAKTIINA, MeTadu3apHast XOH-
APOANCIUIA3Ns, Ba/JIbTyCHAs WIN BapycHas fiepopmanus croi [8, 13]. [IpubnmsnurensHo y monosu-
HBI petelt (45%) ¢ CIIJL o6HapyXuBaeTcs CHIDKEHNE MWHEPATbHON IVIOTHOCTU KOCTHOM TKaHU
[8, 13]. CymecTBenHoit mpobnemort s nanyentos ¢ CII sBnsoTcs 3aboneBaHusA HONOCTA PTa
U 3y06OB: pelMAMBUPYIOLI/E€ CTOMATUTHI, NIEPUOJOHTUTHI, HapylleH)e MMUHepanusalyuy Majn
3y00B, YTO BefleT K IIPOrpeccupyolleMy MHOXXeCTBeHHOMY Kapuecy [1, 2, 21].
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TPYQHOCTU ANDDEPEHLUANIBHOM
OWATHOCTUKU MYKOBUCLIUOO3A
N CUHOPOMA LLUBAXMAHA-OAAMOHAOA

OtMmeuaeTtcs rengepHoe BausiHue Ha CHIJI: manbunkm 60meroT vaie.

MsBectna yvacrora CHIJ] B EBpome: 1 Ha 77000. Pacnpocrpanennocts CIIJ] B Poccun
HeusBecTHa. He nsyyanuce B Poccun u renernyeckne ocob6ennoctu CII]. ITo HallleMy MHEHMUIO,
puarno3 CIIJ] yacTo ocTaeTcs HEYCTAaHOBJICHHBIM WJIM YCTAHABIMBAETCA CIMIIKOM IO3JHO,
4TO yXyJIIaeT IPOTHO3 Jyisg faHHOU rpymmel manueHToB. detu ¢ CIIJ moryt HabmromaTbes
y Bpaya C TaKUMMM AMarHO3aMM, KaK CUHJPOM MajababcopOuyy, nuieBas aueprus (ractpo-
MHTEeCTUHANIbHAsA popMa), MYKOBUCIVI03, HeliTporieHusA (MnageHdeckas gopma), IepBUIHBIN
VUMMYHOJ e PUIINT.

KJIMHWUYECKWUWU NMPUMEP

“' O MAIIMEHTE

Bnepsbie B mynbmoHonornyeckoe orpenenne OPr'Ay «HMMUL spopoBbsa fereri» MuH3sgpasa
Poccun (manee — LlenTp) mocTymmt Manpumk 11 j1eT 8 MecsAIeB, ¢ HAIPaB/IAIIINM AVAaTHO30M:
«Kucrosnbnit ¢ubpos (MykoBucumpmos), cmemannas ¢opma. lenorun He usBecteH». JKamoObr
IpY TOCTYIUIEHNN: HEOCTATOYHAs IpubaBKa B Bece, IepuofndecKye 60 1 B3LyTHe XUBOTA.

/13 aHaMHe3a )XM3HI: peOEeHOK OT BTOPOIT OepeMeHHOCTH, IPOTEeKaBIIeil 6e3 0COOeHHOCTel.
Poppl B cpok camocToATenpHble. Macca nipu poxpeHnu 3500 r, gpimHa Tema 52 cm. [IpuBuBKK
10 MH/MBY/1ya/IbHOMY KaJIeH/IapIo.

KoHTakT ¢ Ty6epKynesHbIMU OOIBHBIMY OTpULIAET, peakiysa MaHTy oTpunaTenbHas. [lepeHec
ckapiatuny B 9 net. Yacto 6oneer OPYI, HeoHOKpAaTHO OTMeYasINCh SIM30/bI THEBMOHMIL.

Ob6pamjator Ha cebs1 BHMMaHUsA HEOJHOKpATHbIe OIepaTMBHblE BMeIIAaTe/lbCTBA
II0 TIOBOJY T’HOTHOTO MM(aeHNTa TOAYETIOCTHBIX TMMQPAaTUIeCKUX Y3/I0B ITOC/Ie ITepeHeCeHHON
CKapJIaTVHBI.

CeMeliHBIII aHaMHe3: 110 JIMHUY MaTepy Y 6aOyLIKY NOCTOSHHAsA aHeMUs, He KOPPeKTUPYo-
1jasics mperapaTaMi >kerie3a, He 00cIejoBaHa.

/I3 aHamHe3a 3a0oyeBaHuUsA: CO CJIOB MaTepy, HEOHATaJbHBI/l CKPVMHMHI He ObUI IpOBe-
meH. C pox/ieHNA y Ma/lb4ylKa HAOTIONA/ICA KUPHBIN, 3I0BOHHBI CTYII, IIOXO CMBIBAIOIUIICSA
¢ neneHoK. [T1oxas npub6aBKa B Bece IIpU XOPOILIEeM anmeTuTe. B 1 ro )KMU3HM BeCHsI BCETO OKOTIO
6 KI. BiepBble TOCINTANMN3UPOBAH B CTALIMOHAP IO MECTY XKUTENbCTBA B Hay4HbIll 1IeHTp negu-
aTpum u geTckoi xupypruu (r. Anmatsl, Kasaxcran). BoicTaBieH fuarHos: «MyKOBUCIIO3»
Ha OCHOBAHMY TPEXKPAaTHBIX MOTOBBIX P06 1o Merony [mbcona-Kyka. OgHako MBI OTMETUIN,
YTO B BBINNCKE YKa3aHbl OYEeHb BBICOKME IM(PBI MOTOBBIX Mpob: 297 MMOnb/1, 150 MMOIb/1
u 282 MMOJB//1. BRIsICHEHO, YTO IOTOBBIE IPOOBI OBV TPOBEIEHbI 63 IOATOTOBKY, YTO BbI3Ba-
JI0 COMHEHMA B UX pesynbraTe. [Ipy MOneKynapHO-reHeTMYeCKOM aHaIM3€e Ha 4acTble MyTalun
B IeHe MYKOBUCLMJO3a MyTallUM He HaiifleHbl. PeOeHKy Oblla HasHaueHa 0as3yCHas Tepamus:
Kpeon, wnramsanum c¢ [lopHasoii-anbda, Ypcopme3okcuxosneBass KHUCIOTA € IOTOXUTETbHBIM
a¢pdexToM. Manbuuk cran npubaBIATh B Bece, YIYUIINICA XapaKTep CTyIa (1cyesya BUAMMAs
crearopes). Jasmee pe6EHOK €XErofHO IIAHOBO TOCINUTANIN3MPOBAICA IO MECTY >KUTETbCTBA.
[Tpn ovepenHON IUTAHOBOJ TOCHMTAIM3ALMU B 4 TOfla XXU3HM IO MECTY JKUTEIbCTBAa OblIa
IIOBTOPHO IIPOBEJeHA II0TOBasA Ipoba Ha anmapare HaHOZAKT ¢ COMHNUTEIbHBIM Pe3y/IbTaToOM =
50 MMonb/n. B KIMHMYECKUX aHa/MM3aX KPOBYU BCETfa OTMeYanach LUMKINYECKass HENTPOIeHN,
neiikonenus, anemus nerkoi crernenn. [To KT OTK 6e3 maromornyeckux nsMeHeHMUI, XapakTep-
HBIX /11 MyKOBMCII[O34.
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OU3NKAJIbBHAA JMATHOCTVIKA

[Tpu ocmoTpe obpaian Ha cebs BHMMaHNe MATeHbKUI POCT, HM3KOe PU3NIeCKOe pa3BUTIE
(126 cm, Hmke 10 meprieHTUIb), AUCTApMOHMYHOE (Bec 25 KT HIDKe 3 IeplieHTnb). VIHeKe Macchl
tena (MIMT) = 15,7. Z-scores (WHO AnthroPlus): poct/Bospact = -3,07. MMT/Bospact = -0,94
(mopma or -1 o +1) (puc. 1). Cyrynocts. KoxxHble mokpoBs! 61enHble. [TlepropOuranbHblil iya-
HO3. B mo6oponodHoit 06/1acTy MocIeonepanuoHHble PyOLIbL.

3y6Hast aMajIb UCTOHYEHA, Kapyuec MOJIpoB (puc. 2). OTCyTCTBMEe CUMIITOMOB «bapabaHHbIe
Ha/IOYKV» ¥ «4acoBble cTek/ma». CIIOMCTOCTb M MCYepYeHHOCTb HOTTEBBIX ITACTMHOK. HocoBoe
AbIxaHue cBobogHOoe. OnbIIIKy B ITOKoe HeT. Kamenb npu ocMoTpe He 6eCIIOKONT. AyCKY/IbTaTUBHO
IbIXaHMJe IPOBOANTCSA BO BCE OTHE/BI, XPUIIbI He BBICTYIINBaTcA. Sat0,=99%. JKuBoT Bu3yanbHO
yBeIn4eH B oO'beMe, PacCXOXK/IeHe MBIIII] 110 «Oe/Ioii» TMHNUM )KMBOTA.

ITeuens (pasmepsl mo KypnoBy) +4 cM +2 cM +2 cM, Kpail IIe4eH) IpY Ma/IbIalN IJIOTHBIIL,
IJIaJIKUI, pOBHBI, Oe360/mesHeHHbI. CeneseHka He majbmnupyercsa. CTyn, co CJIOB Marepy, cO
CKJIOHHOCTBIO K 3allopaM, HO B K/IVHMKe HaOMIofancs KalyieoOpasHbil, ¢ IpU3HAKaMU JKMpa,
HellepeBapeHHBbIMI KYCOUKaMU MNIIN.

[Ipu obcnenoBanuy 1a6OPaTOPHO: B KIMHNYIECKOM aHA/IM3€e KPOBM Jierkass HOPMOXPOMHa,
HopmouuTapHas anemust (Hb 106 r/n, spurpountst 3.5x1012/1), nevikonenns (3,99x10°/1), Heii-
ponenns (0,650x10%/).

Puc. 1. NMauueHT (chac, npocunnb)
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TPYQHOCTU ANDDEPEHLUANIBHOM
OWATHOCTUKU MYKOBUCLIUOO3A
N CUHOPOMA LLUBAXMAHA-OAAMOHAOA

B 6moxuMm4yeckoM aHaau3e CHYDKEH OOLuil
xonectepuH fio 3,17 (pu HopMme 3,3-6,5 MMOJIB/ 1),
ButamuH D 1o 16 (Hopma 30-100 Hr/mi).

B komporpamme creatopes, 00b-
1moe KOJIMYEeCTBO HeMTpPaJbHBIX >KUPOB.
ITankpeaTndeckas snacrasa Kaja <50 MKr 9/t
KaJla, YTO YKa3blBaeT Ha TsDKENIYI0 ITAaHKpeaTH-
YeCKYI0 HeJJOCTaTOYHOCTb.

[To paHHBIM coupoMeTpuy QYHKIUA
BHEIIIHETO IbIXaHNA He HapyllleHa.

ITo KT OTK ¢ 3axBaToM opraHoB OpIONIHOI
IIOJIOCTI — B JIETOYHON TKaHMU 6e3 M3MeHeH T,
HO oOpalaeT Ha ce0s1 BHMMaHNe, YTO TKaHb IOf -
YKeNTyJI0YHOI >KeJie3bl HerOMOT€HHa BCefcTBIe Gprbpo3a v )KMPOBOIL iereHepaLii, YTO He XapaK-
TEPHO /IS TeYeHNUs MYKOBUCI03a. BeisAB/eH cnabbiit pubpos nevenu mo ¢pubdposnacrorpapum

KocTHbIiT BO3pacT OTCTaeT OT 6MOMOTMYECKOro MpUMepHO Ha 1 rof 2 Mecsia Mo PeHTreHo-
rpaMme Kucreil. JleHcuToMeTpus B HOpMe.

Hann4ane XpoHMYECKOI JIEKOIIEHUY, HEMTPOIIEHNY, aHEMMIMY, TUIIOMATO3a MO KENTyO9HON
KeJe3Bbl, YacThle pelMANBUPYIOIIYe YIIOPHbIe 6aKTepyuaabHble MHPEKINY, 3aBbIILIEHHbIE Y COMHU-
TeJIbHbIE PE3y/IbTaThl IOTOBOTO TECTA, IPOBENEHHOTO 110 MECTY JKUTE/IbCTBA, OTCYTCTBUE YaCThIX
MyTaluil B FeHe MYKOBJMCLM/03a 3aCTaB/IM HAC YCOMHUTBCA B JUArHO3eE.

B otmeneHuu TpyoK/ipl OB IPOBEieH TOTOBBIN TECT.

1. Ha anmapare HaHOmakT — pesynbTaT OTpUIATENbHBI (3/IEKTPOMNTHI = 31 MMOB/TI).
IIBaxapl o MeTony Imbcona-Kyka — o6a pesynbrara okasananch OTpULIATE/IbHBIMI (XI0pH-
bl = 41 MMOJIB/T Ipy TIpMBecKe 172 Mr 1 xopupsl = 27,6 MMOJIB/JI I TIpUBecKe 511 mr).
C y4eTOM reMaTO/IOIM4YeCKUX ITOKa3arTeseil, CcyMMIUpys SaHHbIe (HU3KWI II0Ka3aTe/lb TaHKpea-

TUYECKOII 97acTasbl-1 Kaa, cTeaTopes, OTCYTCTBUE XapaKTePHbIX [/ MyKOBUCLIM03a MISMEHEH NI

no KT OI'K u npruaaTo4HbIX nasdyx HOCA) BbICTaB/IeH AnarHo3: «CunppoM IlIBaxmana-/laitMmoHza»,

KOTOPBIII BIIOC/IEACTBUM ObII TOATBEP)KEH MOJIEKY/ISPHO-TeHETNYECKMM aHA/IN30M. BbIsAB/ICHDI

nBe naroreHHsle MyTanuy ¢.183_184delinsCT u ¢.258+2T>C) B rene SBDS.

C y4eTOM HOBOTO JI1arHO3a OBITIO CKOPPEKTUPOBAHO JIeYeHe: YBeMNIeHbI H03bl [laHkpeatn-
Ha ¥ YPCOJEe30KCUXOIEBOI KUC/IOTHI, fo0aB/eHa MPOrpaMMa BUTAMMHOTEPAIMU M OT/ETbHO
Ha3HaueH LUTpaT Kanblus. PeOeHOK BBIMICAH JOMOI C peKOMEeH/IALMsMMI TI0f; Hab/IoieHne ciie-
I[Va/INCTOB 110 MECTY >KUTENIbCTBA.

Puc. 2. NcToHYeHHasa 3y6Haa 3Manb

W

ITPOTHO3

IIporuos ma"Horo 3a60/1eBaHNA VHVBUYAEH U 3aBUCUT OT CBOEBPEMEHHOI paHHEN Juar-
HocTVKY. HeoOxomuMo MUHMMM3MPOBATh PUCK OCIOKHeHMiT. KadecTBO >KM3HY IaleHTa 3aBU-
CUT TaK>Xe OT KOMIIJIEKCHOM TEepalnmn. OcobpiM TPpEBOXXHbIM 006CTOATENNBCTBOM SABJIAETCA (baKT
BBICOKOTO pycKa 1o pa3putuio MJIC 1 ocTporo Mueno61acTHOrO /1efiko3a y HalyieHTOB ¢ CUH/PO-
moM IlIBaxmaHa-/laiiMoHIa.

Ocobennocmu 0aHH020 KIUHUUECKOZ0 cyuas

Inarnos «Cungpom IlIBaxmana-/laiiMoH/ja» OBUI HOCTaB/eH peOEHKY HOBOIBHO IIO3Ji-
HO — TIOYTHU B BO3pacTe 12-TU JIeT, XOTsI TeMaTONIOTUIeCKe CTOVIKMe M3MeHeHsI (HeNTPOIeH )
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OTMEYAINCDh ITPAKTUYECKN C paHHETO BO3pacTa, YTO HE XapaKTEPHO /1A MYKOBUCIIJO3A. Ocoboe
BHMMAaHME CJIEAYET YKa3aTb Ha OIINOKM B IIpOBEACHNN IIOTOBOI'O T€CTa I1I0 METOLY rI/I6COHa-Ky1(a,
KOTOPI)IIU/I SABIACTCA «30/I0OThIM CTAaHAAPTOM» B AMAarHOCTUIKE.

OBCYXAEHUE

Cunppowm llIBaxmana-JlaitMoHIIa — pefikoe reHeTHYecKoe 3aboneBanme. [JMarHocTmyecKuMm
KPUTEPUAMU Ha CETONHA ABJIAIOTCA:

¢ B KIMHNYECKOM aHa/N3e KPOBM — aHeMMs, HeMTPOIeHNsI, TPOMOOIMTOIEHNST;

°  XpOHMYeCKas BHELIHeCeKpeTOpHas MaHKpeaTuyecKas HeJOCTATOYHOCTb: CHVDKeHa ITaH-
KpeaTudeckas s/acTasa-1 Kajia, creaTopes;

e CHIDKEHMeE YPOBeHA XUPOPACTBOPUMBIX BUTAMUHOB B KPOBM U XOJIECTEPUHA;

¢ IIPU3HAKM IMIIOMATO3a MOIKETyHO4HOI >kene3bl 1o faHHbIM Y3V, KT 1 MarauTHO-pe3o-
HAaHCHON Tepaluu;

e  TIATOJIOTUS KOCTEIL;

e TeHeTHYecKoe MOATBepKJeHue Auarnosa. Ho cienyer IOMHNUTD, YTO Ha IPAaKTNKE BO3HU-
KaIOT CUTYaluy, KOT/ja TPy HaIM4MM KIMHNYECKUX CUMITOMOB MOJIEKY/IAPHBIN I1arHo3
HE nopreepxpaercs, T.K. B 0Kono 10% ciay4aeB MyTalUy He BbIABIIAIOTCA.

IuddepeHnyanpHbIil fYIarHO3 HEOOXOAVIMO IPOBOUTH CO CTIEAYIOIMMY 3a00IeBaHUAMU:

e MYKOBMCLUIO3;

«  cunppom Voxancona-Brmssappa, cuaapomom Illensiona-Pes, pexe ¢ cungpomom ITup-
COHa, MyKo/mnuzgo3som tuma II;

o puddepeHnyanbHasa [UATHOCTUKA I'€MATONOTNYECKMX HAPYIIEHUIT IPOBOAUTCA C IIPU-
00peTeHHbIMI HeNTPONeHNsIMY, TeMobacTo3aMu (OCTpbIil TMMQPOOIACTHBIN WU MMe-
no6mactHbI neitko3, MJIC), TsoKenolt BpO>KAeHHON HeNTpOIleHnell, BTOPUYHBIMYU Hell-
TPOIIEHMAMM, BPOXKJEHHBIMU CUHPOMAJIbHBIMM COCTOSHUSAMU, BOXXHBIM CUMIITOMOM
KOTOPBIX ABJNIAETCA HeUTponeHus: cuHapoMm Yenmaka-Xwuracu, rnuxoreHos, WHIM-
CUHZIpOM, CMHApOM baprt, ammactudeckumy a"HeMmmsaMmu, aHemmeit PaHKOHU, aHeMuelt
Haiimonpa-brekdana.

CII]I, meiicTBUTeIBHO O4YeHb CIOXKHO auddepeHnmpoBars ¢ MykopucnygosoM. Oba 3abo-
JIeBaHMA VMIMEIT ayTOCOMHO-PEL|eCCMBHBI TUII Hac/lefoBaHMA. VI Jake TOYKM IPUIOKEHMSA
MYTaHTHOTO TeHa HaXO#ATCS OMM3KO — Ha JUIMHHOM IUlede 7-if XpoMOCOMBIL. [loaTtomy MHorue
KIMHNYECKVe CUMIITOMBI CXOX.

Opnako CIIJI — 3To HapylleHue SK30KPUMHHON (QYHKIUM IOMKETYyLOYHON >KeNlesHl,
KaK ¥ IIpM MYKOBUCLMZAO3€. [JTaBHBIMM CHMMITOMaMM, OTIMYAKIIMMM €0 OT MYKOBUCLUIO-
3a, ABJIAIOTCA: BCErfla CHIDKEHHbIe ITOKa3aTelnM INaHKpeaTM4ecKOl 3/macTasbl-1 Kama, Bcerga Te
VIV VIHbIE T€MATOIOTMYeCKIe HapylIeHN (IIpex/ie BCero HeMTPOIeH s, CTOMKasA aHeMI I TPOM-
OonyToneHNs), BCerda KOCTHble HapymleHusA. IloToBble mpoObl oTpumarenbHble. OTCYTCTBIE
u3MeHeHnit o JaHHbIM KT B /1erkux u B IpuaaTOYHBIX Ma3dyxax Hoca.

[Tpn MykoBUCIU/I03€ BCET/IAa IIOTOBbIE IPOODI JO/DKHBI OBITH ITOBBIIIEHHBIMM, ITAHKpeaTnye-
CKas 97macTasa-1 Kaja MOXKeT ObITh B IIpefie/laX HOPMa/TbHBIX 3HAYEHMIT VTN CHYDKEHA, TIPU3HAKYU
XPOHIYECKOTO OPOHXUTA VI TAHCUHYCUTA.

Oco60it crierduaeckoit Tepanyy JAHHON aTOMOIMM Ha CETORHALIHNMI IeHb He CYLeCTBYeT.
JledeHMe MeeT KOMIIJIEKCHBIN ITOAXO:
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TPYQHOCTU ANDDEPEHLUANIBHOM
OWATHOCTUKU MYKOBUCLIUOO3A
N CUHOPOMA LLUBAXMAHA-OAAMOHAOA

+  3aMecTuTenbHaA pepMeHTOTEpanus (HauarbHaA fo3a maHkpearnHa oT 2000 ME o nmmma-
3e /kr/cyT). [Ipu aTOM y meTeii cTapiiero Bo3pacta BOSMOXHO yIydlleHye QyHKINMI IT0f-
JKEJTy>KOYHOI JKeJe3bl;

e KOpPpeKIVA TeMaTONOIM4YecKUX HapyLIeHW (IpaHy/IOLUTapHBIN KOJTOHNECTUMY/IPYIO-
wuit pakrop (I-KCD);

o KmpopacTBopuMble Butamuusl (A, E, K, D);

«  TpoduIaKTHKA U JIe4eHNe KOCTHBIX AedopMainii;

e BBICOKOKAa/IOpUITHOE JOIO/NHUTENbHOE NUTaHMe (IIPU CHIDKEHUN Beca);

¢ JIONONHUTENbHBIN npueM Kanbiys (ot 500 go 1200 mr/cyT);

+  aHTHOaKTepuanbHas Tepanus Ipyu NHPEKINOHHBIX OCTIOKHEHNAX;

«  ypcopesokcuxoneBas Kucnora (u3 pacdera 10-30 mr/kr/cyT).

Pe6eHOK ¢ JaHHOII ITATOIOTMeEl JO/DKEH HAOMI0AaThCs y IeuaTpa 1 FeMaTojIora, FacCTPOJHTe-

posora, CTOMaToJIOra, OPTOIeia, XMPYpra.
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XUPYPITMYECKOE JIEYEHUE NMPUOBPETEHHOIO
PEKTOMPOMEXHOCTHOIO CBULLA NMPU PAHEE
HE AMATHOCTUPOBAHHOW AHOPEKTAJIbHOM
MAJIb®OPMALIUM...

XUPYPITMYECKOE JIEYEHUE NMPUOBPETEHHOIO
PEKTONMPOMEXHOCTHOIO CBULLIA INMPU PAHEE
HE AUATHOCTUPOBAHHOW AHOPEKTAJIbHOM
MAJIbOOPMALUN Y NAUMEHTKU B BO3PACTE 16 JIET

E.A. Oxynos, A.B. [Jouenko, I1.B. XBopocTos, A.A. I'yces, C.II. Adnpix

OBOCHOBAHME

AHopeKTa/IbHbIe TOPOKM Pa3BUTHA (HapyLIeHUA pa3BUTUA 3afHETO IIPOXO/a ¥ IPAMOIL KIIII-
KJ1) COCTABJIAIOT OJHY 13 Harbojiee MHOTOYMC/IEHHBIX TPYIIIT BPOXK/JeHHOJT IIaTOIOTUY IIIeBapu-
TenbHON TpyOKu. OHU UMEIOT pasHOOOpas3Hble AaHATOMIYECKIe BapUAHTBHI, He BCETZla M3BECTHBIE
BpayaM-TMHEKOJIOTaM, OT TaK Ha3bIBaeMOJ «IIPOCTBIX» (OPM aHOPEKTAIbHBIX Manab(OopMalnit
IO CIIOXKHEWMIINMX aHOMauii, TpeOYIIMX TATHOTO XMPYPIUYECKOro JIeUeHNs B CIIeIaInu3npo-
BAHHBIX L[EHTPAX JETCKOJ KOJIONPOKTONOI M.

BonbmmHCTBO BPOXXIEHHBIX IATONOTMII AaHOPEKTA/IbHOM 30HBI B HAaCTOAIEe BpeMdA [Ma-
THOCTUPYIOT Cpa3y IOC/Ie POKJEHNS, OHAKO OT/ie/IbHbIe BapMAHTbI (HAaIpyMMep, SKTOINYIeCKII
3aJHMII TIPOXOJ])) MHOIZNA IPOXOAAT He3aMeYEeHHBIMU ¥ BBIABIAIOTCA Y)XKe B IIOLPOCTKOBOM
VIV 3PE/IOM BO3PAcCTe, YeMY U TIOCBAIIEH JAHHbIV KIVMHUYECKUIL IIPUMED.

KJTMHUYECKWUA NMPUMEP
o O

[TanmenTka O., 16 n1eT, pocia 1 pasBuUBaIach N0 Bo3pacTy. B 15 et npousonia BHeNIaHOBas
6epemeHHOCTD. 04.02.2022 B XOfje €CTECTBEHHOTO POJjOpa3pelIeHNs 110 MeCTy >KUTeIbCTBA OblIa
BBIIIO/IHEHA CPEVMHHO JIaTepajbHas sanmanoromus. Uepes 6 gHel OABUINCH 60U B 06/1aCTV IIPO-
MEXHOCTH, IIPY OCMOTPE IMATHOCTUPOBAHO PACXOXK/IEHNE IIBOB.

Ha cnepyrommii fenp yepes Biaaraauile CTaan IIOCTYNATh KaJIoBOE OT/E/IAEMOE U Ia3bl.

Tonpko 4epes /1Ba THs OBUI BBIIIONHEH OCMOTP IPOMEXHOCTH 110f;, Hapko3oM. O6Hapy>keHO
HOBpEX/JeHNe TIepeHell CTEHKN IPSAMOI KMIIKM ¥ Hapy>XHOTO CPUMHKTepa, IOC/Ie 4ero MO 9KC-
TPEHHBIM IIOKa3aHVAM OblIa Ha/lIOKeHa IeT/IeBas CUIMOCTOMA. TedeHue ITOCIeONepaliOHHOrO
nepuona — 6e3 0co6eHHOCTeIL.

Yepes 12 Heil MoCIe IepBUYHOI TPAaBMBI 1TOJ, 001MM 00e360/1MBaHMeM IIPOBeieHa SIeKTPO-
MMOCTUMYJIALVA aHYCA, AMAaTHOCTMPOBAHO OTCYTCTBUE COKPATUTENbHON QYHKIVN IO HepeHeit
HIOJTYOKPY>KHOCTY HapY>KHOTO COUHKTEpA.

B nyranoBOM nopszke dyepes 3 MecsAla MOC/e TPaBMbI IIOC/IE CTUXaHMA aKTUBHOTO BOCIIAJIN-
TEIbHOTO ITpOIiecca MalyieHTKa TOCIUTAMN3MPOBaHa B IIEHTP JIeTCKOI KOJIOIMPOKTOJIOrMY Ha 6ase
OTJEeNIeHNA HEOT/IIOKHOI U 1maHoBoil xupyprun OIAY «HMMUII spoposba fereii» Munsgpasa
Poccumn.
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ITpy mocrymieHun: caMoO4YyBCTBUE Y[OB-
JIETBOPUTEBbHOE, KOIOCTOMA (PYHKLMOHUPYeET
(puc. 1).

St. localis: TpOMEXHOCTb IO >XEHCKO-

My Tumy. AHyc cMmemieH Knepeau. Cralika
IPOMEXHOCTU pyb10BO HedopMmpoBaHa,
ykopodeHa. Ilpu manplieBoM peKTalbHOM
VICC/IENOBAHUM TIO IepefHell CTeHKe OIpe-
Ie/sieTCsl TOYEYHBII PeKTOPOBeCTHOYIAPHBIN
cBuL 6e3 oTX0X/jeHMs1 THos1. Criajika IpoMeXx- h. : O J
HOCTY IIPaKTUYECKM HE COLEP>KUT MBIIIEYHBIX ) S )
371EMEHTOB, BJarajaMIHO-IPAMOKMIIEYHAS
CTeHKa VICTOHYEHa.

\—
IIPEIBAPUTEIBHBIN TVIATHO3

Hepmocrarounocts ananpHOro cuukrepa II-1II ctenenn. OxTomms aHyca, HOCTTpaBMaTnde-
CKMI1 PEKTOIIPOMEKHOCTHBIN CBUIL, HOCUTE/Ib KOIOCTOMBI

Puc. 1. TIpoMeXXHOCTb NaLUEHTKH
npw NoCTynJeHun

OIVUHAMUKA Y ICXOTIbI

BrinonHeHO MHCTpyMeHTanbHOe foobcnenoBanme (puc. 2 a, 6).

PerporpajjHoe 3amo/nHeHMe KOHTPACTOM HYDKHMX OT/EJIOB TOJICTOM KMIIKV: 3aIlO/THEHe
CUT'MOCTOMBI (pacnoio)keHa OOBIYHO, 0e3 NPU3HAKOB CTE€HO30B). [aycTpaums TONCTON KWMIIKU
coxpaHHa. CUTMOBMJHAs KUIIKA BBbINIpsAM/IEHA, He (opMupyeT IeTenb. 3aTeKy KOHTPACTHOTO
BeIl[eCTBA He BBISBJICHBIL.

DyHKIVOHAIBHOE MCCIeJOBaHe 3aIPATe/IbHOTO allllapara MPsIMOJ KUIIKY: IIPU KOMIIEKC-
HOM CVHKTEPOMETPUIECKOM UCC/IeJOBAaHNY TOHYC aHa/IbHOTO C(pUHKTepa U CyMMapHas COKpaTH-
Te/IbHasl CHOCOOHOCTD CHYDKEHBI. PediekTopHast peakiiyst Ha Ipo6Oy ¢ MOBBIIIEHNEM BHY TPUOPIOLI-
HOTO JIaBJICHNS CHIDKEHA. Y TOM/ISIEMOCTDb MBbIIII HAPY)KHOTO C(UHKTepa HECKOIbKO ITOBBILICHA.
[Tpu HaTy)XMBaHMUU KOCBEHHBIE IIPU3HAKM JUCCUHEPIUIECKOI fedeKayy OTCYTCTBYIOT.

Takym 06pa3oM, 110 JaHHBIM IIPOBEEHHOTO MCC/IeNOBaHNA Y pebeHKa 3apuKCIPOBaHbI KOCBEH-
Hble TIPY3HAKM He[OCTATOYHOCTY aHAIbHOTO chuHKTepa II cTenmenn. AKT fedekaluy He HapyIIeH.

Y4nTbIBas BHICOKYIO BEPOSATHOCTb HECOCTOATEIBHOCTY PAaHBbI, CBSA3aHHOI C TMIIEPIPOAYKIIN-
ejf TOpPMOHOB, IPOBe/ieHa 3a09Hasi KOHCY/IBTAIVA C JeTCKUM IMHEKOIOTOM, 3aCTy>KEHHBIM BpadoM
Poccun T.M. Inpi6bunoit. C 1jenbl0 BpeMEHHOTO IIpeKpalleHNs JTaKTalMy MalyieHTKe HasHaYeH
npenapat Kabepromn (aronuct D2-godamMmnHOBBIX perienTopos) KypcoM 1o 0,25 Mr 2 pasa B IeHb
B TeUEHNE IBYyX CYTOK IIepef ollepariye.

16.05.2022 BBIIIOTHEHO ONEPATUBHOE JIEYEHNE — YCTPAHEHME PEKTOIIPOMEXHOCTHOIO CBUIIIA
C CMY/IBTQHHOJ aHOC(UHKTEPOIIaCTYKOI.

JIHTpaomnepanyioHHO STeKTPOMUOCTUMYJIALNEN ITOATBEPKAEHO OTCYTCTBUE MBIIIEYHBIX
COKpAIlleHMiI IO IepefHeil MONTYyOKPY>)XHOCTM aHyca. [IOATBep)X[eHBI TakKe SKTONNS aHyca
KIIepen OT O/DKEHCTBYIONEro MecTa Ha 10 MM 1 TOIMKA PeKTOPOMEXHOCTHOTO CBUIIA ITyTeM
ero 3oHAMpoBaHus (puc. 3).
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Puc. 2. PetporpagHoe peHTreHOKOHTPACTHOe UCCNiefoBaHNe TOJICTON KULLKK C BOOAOPACTBOPUMbIM
KOHTPACTOM (peHTreHorpamma), A — npsiMas npoekuusl, b — 6okoBast npoekuuns

Puc. 3. NHTpaonepaumMoHHOe 30HAUPOBAHNE

nMmerLerocss peKTonpomMeXXHOCTHOro Cemila.

30HA, NpoBefEH Yepes CBULLIEBOW XOp,

PeKTONpOME>XHOCTHBIN CBULL OTHAENEH
OT CIIAVIKM NPOMEXHOCTU [JO CTEHKM KUIIKMH,
9BarMHMPOBAH, IPOLINT, OTCe4eH (puc. 4).

Hanee nMerommiica paspes IpOJIeH IOMy-
JIYHHO J1aTepajibHO B IIpefie/laX KOXXM C OKaliM-
JIeHVeM HIVDKHEN MOTyOKPY>KHOCTHU BJIarajInia.
3a/iHAA CTeHKa MOC/IeJHETO BbIJe/IeHa Ha IIpo-
TSDKEHMU 10 2 CM, TaKVM 0OpasoM BBINIOTTHEHA
MOOMIM3ALMS MBIIIEYHOTO KOMIUIEKCA, JOCTa-
TOYHOTO /i (POPMUPOBAHMS IepefHeil Mop-
LIVIJ QHAJIBHOTO CUHKTepa.

Ilayee MBIIIEYHBII MacCUB COIOCTaBJIEH
HOC/IONHO y3/10BbIMU 1Bamy Buxpun 3/0, chop-
MMpOBaHa HepefHssa nopuus chunkrepa (puc. 5).

[TocneonepannoHHbIl Iepuop IpoTe-
Kan riagko. IlanmeHTka BepTUKaIu3MpOBaHA
Ha 3-U CYTKM, BbIIIMICaHAa Ha 8-€ CyTKM IIOCIIe
onepauuu. 3a)KMBJIEHNE MPOU3OLIIO MEPBUY-
HBIM HaTs>KEHUEM.



Puc. 4. 3BarmHauusi u oKoH4aTeNlbHOe Puc. 5. OKOHUaTeNbHbIM BUA MPOMEXHOCTU
OTCeYeHMne TKaHewn nocne onepauun. YaamHeHa cnavka
PEKTONPOMEXXHOCTHOrO CBULLLA NPOMEXXHOCTH, CONMMKEHBI KPasi BOJIOKOH
Hapy>XHOro cuHKTepa

[+ |
W

ITPOT'HO3

HpOI‘HOS 1A IIAOMEHTKU 6JIaI‘OHpI/[HTHbII7L SaKprTI/Ie KO/JIOCTOMBI IIO IUIAaHY NPOUCXOOUT
qgepes 4 MecAla 1ocie onepannn.

1
OBCYXAEHUE

JlaHHbBII C/TyYail MIMIOCTPUPYET PefKMii HOPOK PasBUTHA JKEHCKOI IPOMEKXHOCTH, KOTOPBIIt
MOXXET OBbITb IIPUHAT 32 BAPUAHT HOPMBIL.

PyTtunHas npouenypa, KakoBoii AB/IAETCA SMU3NOTOMUA, B KOHKPETHOM CIy4ae He TOTbKO
He y0eperya IpOMeXHOCTDb OT Pa3pbIBOB, HO 1 CIIPOBOLMPOBAJIa OC/IOKHEHHOE TeYeHe TI0CTIepo-
IOBOTO IepUOJia C STAMHBIM XMPYPIUYeCKUM TedeHreM

B KOHKpeTHOM c/ly4ae HaM yHaJ0Ch He TONbKO YCTPAaHUTb MMEIOIINIICA PEKTOIPOMEKHOCT-
HBIII CBUILI, HO ¥ BOCCTAHOBUTD LI€/IOCTHOCTD KOJIbIIa aHAJIbHOTO COUHKTEPa MECTHBIMM TKaHAMI,
YTO UCK/TIOUM/IO MHBANIMU3AINIO MAIIIEHTKN B JajIbHENIIeM.

1
3AKJIIOYEHUE

Takum o6pa30M, 3HaHUE Bap]/[aHTHOf;I QHATOMUU >KEHCKOM IIPOMEXHOCTU IIpM BPOXKIEHHDBIX
IIOpPOKax pa3BUTUA aHOpeKTa)IbHOﬁ 30HDbI I paHHAA JUATHOCTMKA IIPENCTAB/IACTCA Ba)KHON 1A OeT-
CKMX IT'MTHEKOJIOTOB, HEOHATOJ/IOTOB, NE€TCKMX aM6YHaTOPHI)IX XVIPpYPpros, JETCKNX I'aCTPOIHTEPOIOrOB.
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