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AKTYyaJIbHOCTh

[TpenmecTBeHHUKaMU LUPpO3a MEUYEHH U TeNaTOLEUIIONSAPHON KApIMHOMBI Y B3pPOCIBIX
SBIISIIOTCSL MHOTHE OOJIE3HHM TenaTOOMJIMApHOW CHUCTEMBI Y J€Tei, M JHarHOCTHPOBATb JTH
3a00JeBaHus, ONTHMHM3HPOBATh UX JICYCHHE C LEJIbI0 NPO(PUIAKTHKH IPOrPECCUPOBAHUS
HE00X0AMMO MaKCUMaJbHO paHo. BMmecTe ¢ TeM 3abosieBaHUs renaToOMINapHOM cUCTeMBI Y JeTeil
4acTO HE PaclO3HAKTCS WIKM JAUArHOCTUPYIOTCS MO3AHO. DTO, OTYACTH, OOBACHACTCA CXOIHBIMU
KIMHUYECKUMH TPOSBICHUSAMHU Pa3HBIX (POPM MmaTonoruu nevyeHu. [leyeHouHbIe KIIETKH PearupyoT
Ha pa3IM4yHble TaTOJOTHYECKUE BIHMSHHUS AHAJOTHYHBIMUA OTBETAMH, YaCTO MOHOMOP(HBIMHU
KJIMHUYECKUMH U JJAOOPATOPHBIMU MPU3HAKAMH.

JuddepenumanbHas AMArHOCTHKA XOJeCTaTMUECKMX Oosie3HeH mpeicTaBisier coOoi
Oonplvie TPYAHOCTH B ae0roTe 3a00JieBaHUS y JIeTe paHHEro BO3pacra, KOoraa HEeOoOXOIMMO
OIIPEAEIUTh TAKTUKY OKa3aHUsI MEJULIMHCKON ITOMOLIH.

BonpmMHCTBO  BpOXKIEHHBIX  XOJIECTATUYECKUX  OOJIE3HEH  ABISETCS  I'€HeTHUYECKH
JETePMUHUPOBAHHBIMU  peIKUMHU  ¢opmMamu  marosorud. Tak, 4YacToTa BCTPEYaeMOCTHU
Iporpeccupyrouiero cemeitnoro BHytpurnedeHouHoro xosnectasa (IICBIIX) cocrasnser 1: 100000
(Srivastava A, 2014). PacnpoctpaneHHOCTh cuHApoMa Anaxuiuis cocrasiser or 1:70000 no
1:100000 sxuBopoxaeHHsix neredt (Kamath B.M. et al, 2003; Hartley J.L. et al, 2013);
HacnencTBeHHoW TuposuHemun 1 tuma (HT1) - B pasmuunsix momymnsiusx oT 1:100000 mo
1:120000 noBopoxa€uubix (Goldsmith L.A. et al, 1989). bunmnapnas arpe3usi BcTpedaeTcs ¢
gactoroi 1:10000 (Poddar U. et al, 2009). I'eneTnyecku AeTepMUHUPOBAHHBIC 3a00JEBAHUS TSI
BepU(UKALMU AUATHO3a TPEOYIOT JOPOrOCTOSIINX MOJIEKYJIIPHO-T€HETUUECKUX MCCIIEA0BAHUM.

B ucxone BpoxIEHHBIX XOJecTaTMUECKHX OoJie3HEH y JeTell, Kak MpaBUJIO, Pa3BHBAETCS
LUPPO3, E€AMHCTBEHHBIM pAIUKAIBHBIM METOJOM JIEYEHUS TEPMUHAIBHOW CTaJWU KOTOPOIO
aBigercs TpaHcruiantanus nedeHu (Jacquemin E., 2013). Oanako nmpu paHHEM BBISBIEHUHU 3TUX
3a00/IeBaHU W CBOEBPEMEHHOM Hadyajie CHEeHU(pUYECKOro JEeUeHUss BO MHOTHX CIydasx
LUPpPOTHYECKass TpaHchopMalMs TKaHM TI€YEHH TPOUCXOAUT 3HAYMTEIBHO MEIJICHHEE,
HEOO0XOJAUMOCTh TPAHCIUIAHTALIMM TI€YEHW MOXKET OBITh 3HAUUTENBHO OTCPOYEHA WM JaxKe
uckioueHa (Peter D.T., 2012). [TaiueHTsl MOTyT BecTH OOBIUHBIN 00pa3 *KU3HU U ObITh AKTUBHBIMU
yjieHaMu oOuiecTBa. B ciydasix, Korja npenoTBpaTuTh HUPPOTHUECKYIO TpaHCHOpMAILHIO NEeYeHU
He ynaaércs, W HMMEET MECTO NpPOTrpecCHpOBaHHE IAaTOJIOTHYECKOro Ipolecca, HeoOX0IuMOo
MIPOBOJIUTH TPAHCIUIAHTAIMIO TedyeHn. OHAKO IIUPPO3 NEYEHU NMEET HECKOIBKO CTauii pa3BUTHS,

IMO3TOMY BAXXHO OIIPCACIIMTD, KOrJa IoKa3daHa TPaHCIINIaHTaluA IMEYCHHU, CPOYHBIM HIIM ILJIAHOBBIM



nomkHo ObITh e€ mpoeaenue (MBamkun B.T. m np., 2016). Jlns ompeneneHuss mokazaHUN K
TPAHCIUIAHTAIUY [IEYEHU U CPOKOB €€ MPOBEICHUS UCTIONB3YIOTCs pasnuunbie mkanbl (Cholongitas
E. et al, 2006; Myers R.P. et al, 2013). IIporpecc B o0ysacTu TpaHCIIAaHTAIIMK TEYCHU OTKPBLIT
HOBBIE BO3MOXKHOCTH I OKa3aHUs TOMOIIM NpU TeX OO0JIe3HSIX, KOTOpble paHee CUUTAIHChH
HeusneunMbIMu - 310 U [ICBIIX u cunnpom Anaxumis (CA) ((Kalicinski P.J. et al, 2003), Emerick
K.M. et al, 1999).

Tpynnoctn  auddepeHnnanbHON  TUArHOCTUKH — OOJIe3HEH  TeYeHH MOTYT  OBITh
HUBEJIMPOBAHBl C  [OMOLIbI0  TemaroouIucHuHTUrpaguu, oxaHako  auddepeHaIbHO-
JMarHOCTHYECKUE KpuTepuu He pazpadboransl (JIummanos 10.b., 2004).

Bonbime ycriexu ObUTH JOCTUTHYTH B H3YYEHUHU NAaTOTeHE3a MHOTUX 3a00JIeBaHMIA TTEYCHU.
Ha ocHOBe 3THX OTKpBITUI OBUIH TIPEIIOKEHBI HOBBIE METO/IbI JieueHus. D10 Kacaercs u [ICBIIX,
u HaciencTBeHHoU TuposuneMun 1 tuna (HamazoBa-bapanosa JI.C. u np., 2015; Larochelle J. et al,
2012; Masurel-Paulet A. et al. 2008), u apyrux (dertsapesa A.B., 2008; van der Woerd W.L. et al,
2015; Gunaydin M. et al, 2016). OgHako ycrex KOHCEPBATUBHON Tepalvy BO MHOTOM 33aBHCHT OT
paHHero BBIABJICHHUS ATHX 3a0oieBaHMil, 4TO M OOYCIOBIMBAeT HEOOXOIMMOCTh pa3paboTKu
JITOpUTMa UX TOMAroBoil nuddepeHanbHoi TMarHoCTUKY y A€Tel paHHEeTo BO3pacTa.

Hean

Pazpaborares anroputm mnomaroBoil auddepeHnuanbHON AMATHOCTUKH  BPOXKJIEHHBIX
XOJIecTaTHYeCKUX OO0JIe3HEH y AeTell paHHEro BO3pacTa /il MaKCUMAJIBHO PAHHETO WX BBISBICHUS
U oTpeieNIieHUs] TAKTHUKU OKa3aHUSI MEIUIIMHCKON MTOMOIIIH.

3apaun

1. OnpenenuTs  3HAYUMBIC  KJIMHWYECKHE  CHMITOMBI  JeOOTa  BPOXKIEHHBIX
X0JIECTaTUYECKHUX OOJIe3HEH Yy JeTell paHHEeTo BO3pacTa.

2. YcTaHOBUTH g depeHInaTbHO-THarHOCTHYECKHE KpUTEpUU BPOKIEHHBIX
XOJIECTAaTUUECKUX OO0JIe3HEH Y IeTeH ¢ MOMOIIBIO TemaTOOMITUCITTHTHT PA(HH.

3. BpiaBUTH  U3MEHEHHs  JIaDOpaTOpPHBIX  TOKa3arTeseid, HEOoOXOqUMbIE IS
muddepeHIMaTbHON TUAarHOCTUKUA BPOXKJIEHHBIX XOJIECTaTUYECKUX Oose3Hell y nereit
paHHEro BO3pacTa.

4. OnTUMHU3UpOBaTh  MOKa3aHWsl s TMPOBEACHUS  MOJEKYISPHO-TEHETUYECKOTO
WCCIICIOBAHMS JCTSAM JUIsI TIOJTBEPKICHUS JHarHO3a BPOXKISCHHOTO XOJECTAaTHYECKOTO
3a00JIeBaHUA.

Hayuynas HoBHU3HA
YcraHoBneHo, 4Yro auQQepeHINaTbHO-IMaTHOCTUYECKUMU KPUTEPUAMH  BPOXKIEHHBIX

XOJIECTaTUYECKUX OO0JIe3HEH y JieTell paHHero BO3pacTa CIy)KaT KIMHUYECKUE MPOSBICHUS, CPEan



KOTOPBIX KIMHUYECKH 3HAYMMBIMH SIBJISIFOTCS: 3aTSDKHAs JKENTyXa, THIO- WIM axoyusl CTyja U
rernaTo- WM TeNaTOCIICHOMETalHsi, 0OCOOCHHO y NeTel, POAMBIIMXCS C THIOTPOpHEeNd W/WiIn OT
O0epeMEeHHOCTH, ITPOTEKaBIIEH C yTpO30H NpephIBaHMUS.

PazpaGoran  anroputM  auddepeHuManbHOM — TUArHOCTUKM — PA3IUYHBIX — THUIIOB
BHYTPHUIIEYCHOYHOTO XOJecTa3a (IyKTYJISAPHOTO M CHHYCOHMJAIBHOTO), BBIABICHBI H3MEHEHUS
XPOHOMETPHUECKUX TapaMeTPOB J>KEIUYEBBIACICHHUS C IMOMOIIBIO TeNaTOOMIUCHMHTUTpaduu y
JeTell  BPOXKAEHHBIMU  XOJECTaTHUECKUMH 3a00JE€BaHUAMU U  pa3paboTaH aIropuT™M HUX
mudepeHIaTbHON JUATHOCTHUKH.

Onpeneneno, dYTo 3HAYUMBIMH B Ju(QepeHIHanbHON JTUArHOCTUKE BPOXKAEHHBIX
XOJeCTaTHYeCKNX  Oole3He y  JeTedl  paHHero  Bo3pacta  SIBISIIOTCS  yPOBHHU
raMMariloTaMUITPAHCIENTHAA3bl, aJlaHMHAMUHOTpaHcdepa3bl M obmiero  OwnmpyOMHa C
npeoOiasaHueM MNpsSMOil (pakuuy, MO COBOKYHHOCTH M3MEHEHHUIl KOTOPBIX YCTaHABJIMBAETCS
JIMarHo3.

OnTUMU3UPOBAaHBl TIOKA3aHUS ISl MOJIEKYJISPHO-TEHETUYECKOTO HCCIICIOBAHUS C IIEIIBIO
BepU(UKaALIUU BPOXKICHHOTO X0JIECTaTUUYECKOr0 3a00JI1€BaHHU .

IIpakTH4yeckast 3HAYUMOCTH

YcTaHOBIIEHBI KJIMHUKO-JIa00paTOpHbIE MOKa3aTenu nedroTa XPOHUYECKHX
XOJIECTaTUYECKUX O0sIe3HeH y neTeil (mporpeccupyromuii ceMeiHbli BHYTPUIIEUEHOUHBIN XosecTas
1 u 2 Tuma, cHHAPOM AJNaXWILIs, OMiTHapHas aTpe3usi, HacleICTBEHHAs TUpO3uHeMus | Tuma.

PazpaGoTanbl ~ KpUTEpUH  OMNpeNeNeHUs  TUIOB  BHYTPUIIEUYCHOYHOTO  XOJecTas3a
(CcHHYCOMJIAIBHOTO U AYKTYJSPHOTO) U APYrHX (OPM BPOKIEHHBIX XOJIECTATUYECKUX OOJie3HEH y
JIeTel ¢ TOMOIIIbIO TeNaTOOMIMCIUHTUTpadUH.

Omnpenenena TuarHoCTUYECKass 3HAYMMOCTh KIMHUYECKHX W J1a0OPATOPHBIX MapaMeTPOB B
OIpeJIeJIEHUH NTaTOTeHETHYECKUX (POPM XOJIeCTaTUYeCKHX OoJie3HeH y 1eTeil.

Pa3zpabotan anroput™m nuddepeHaaIbHON AMarHOCTUKH BPOXKAEHHBIX XOJIECTATHYECKUX
Ooyie3HEl, KOTOpPBHIA TO3BOJSET MAaKCHMAJIBHO paHO, B YCIOBUSIX IEPBHYHOTO 3BEHA
3PAaBOOXPAaHEHHS] BBIABIATH XOJIECTATUYECKHE OOJE3HW Yy JIeTeH, ONpeneNsiTh TaKTHKY
MEIUIUHCKONW TOMOIIH, NPEAYNPENUTh HUX MPOrpecCUpOBaHME U WHBAIMIU3AIMIO, MPOBOIUTH
OoTOOp MAIMEHTOB JUIA  MOJEKYJSPHO-TeHETHUYECKUX HCCIEAOBAaHUM, 4YTO CIOCOOCTBYET
YMEHBIICHUIO0 MaTePHAIIbHBIX 3aTPaT MPU AUArHOCTHKE.

Anpodauusi M BHeJApEHHE Pe3yabTaTOB padoThl B IPAKTHKY

Martepuansl paboThl 1os0keHbl U 00cyxkaensl Ha SSIEM Annual Symposium (Innsbruck,
Austria, 2014); XII MexayHapoqHOH Hay4HOM TracTpod’HTEposorndeckoi ceccun HayuHoro

obmectBa ractpo3nteposioroB Poccum (Cankr-IlerepOypr, 2015); 18-m MexayHapoaHoM



meaunuHckoM CrnaBsiHo-bantuiickom HayunoMm Qopyme «Cankt-IlerepOypr — IMactpo-2016»; IV
Konrpecce EBpo-Asuarckoro O6mectsa no nHpekuonusiM 6omne3nsm (Cankt-IlerepOypr, 2016);
JlBamate BTOpPOM  OOBEAMHEHHOM racTposHTeposiormueckoi Hemene (Mocksa, 2016);
Bcepoccuiickom exxeronnom koHrpecce «Hpekronnbsie 00JIe3HN y IeTei: JUarHoCcTuKa, JIe4eHue
u  npodunaktukay  (Canxr-IlerepOypr, 2016); Bcepoccuiickoii — Hay4YHO-IPAKTHUECKOU
KoH(pepeHmu «Papmakorepanus U auetonorus B neauarpun» (Hwkuuii-Hosropoa, 2016); XII
MexayHapoqHOW  HAydyHOM  TracTpOdHTEpOJOTHYecKOoW  ceccur  Haydnoro — oOmiecTa
ractposHTeposoroB Poccuu; VIII Cankr-IleTepOyprckom HaydyHO-MEeTUIIMHCKOM dopyme «Bpau —
[IpoBuzop — Ilamment-2016» (Cankr-IletepOypr, 2016); XXIII Konrpecce nerckux
ractposareposnioroB Poccun u ctpan CHI' («AkTyanbHbIE BOIPOCH a0OMUHAIBLHON MATOJIOTHH Y
nereii») (Mocksa, 2016); 13-it MexayHapoiHOM Hay4HOH racTposHTeponoruueckoit ceccun HOI'P
«Cankr-IlerepOypr-I'actpoceccus-2016»; Poccuiickoil Hay4HO-IPaKTUYECKOH  KOH(eEepeHIus
«AxkryanpHble TpoONeMbl uHGeKkuonHod mnaromoruw» (Cankr-IlerepOypr, 2017); XXIV
Konrpecce nerckux racrposnreponoroB Poccum u crpan CHI' («AxTyanbHble BOIpPOCHI
abnomMuHanbHOM martonoruu y aerei») (Mocksa, 2017); 19-m MexayHapogHOM MEAMIIMHCKOM
Cnassino-bantuiickom HayunoMm dopyme «Cankt-Ilerepoypr — ['actpo-2017».

Pesynbrarel pa®oThl BHEIPEHBI B MPAKTHKY TacTPOIHTEPOJIOTHYECKOTO OTIENIEHUS C
renaToIOTMUEeCKOW TPYIION, OTACNEHUS XUPYPTMHM ¢ pEaHUMAllMH HOBOPOXKIEHHBIX C
OTEpaIMOHHBIM OJIOKOM M KabuHeroM mnepenuBaHus kposu HUU nenmarpum ¢enepanbHOro
rocyaapCTBEHHOTO ABTOHOMHOTO YUpexKACHUS «HaumnonanbHbIN MEIULMHCKHUI
HCCIIEIOBATENILCKUM LIEHTP 340pOBbsA Jerei» MuHucTepcTBa 3apaBooXpaHeHus Poccuiickoin
Oenepanun (PI'AY «HMUILL 3n0poBes nereit» Munszapasa Poccun), KpacHosipckoro kpaeBoro
KJIIMHUYECKOTO IIEHTPa OXpaHbl MATEPUHCTBA U JCTCTBA, MCIOJB3YIOTCS B YUEOHBIX IpOrpamMmax
kadenpsl monukiIMHUYeckod u comumanbHoi memuatpun DAIIO T'BOY BIIO «Poccuiickuit
HAaLIMOHAJIBHBIA  MCCJIEAOBATEIbCKUA MEIUIMHCKUN yHuBepcureT wumMenn H.M. Iluporosa»
MunncrepcTBa 3npaBooxpanenns Poccniickoit denepanun.

yonuxkamun

PesynbTarel uccienoBaHusi OomyOIUKOBaHBI B 23 MEYAaTHBIX paboTax, U3 HUX 8 cTaTei B
KypHajax, BKIIOYEHHBIX B pekoMeH1yeMblii BAK nepedens peneH3npyeMbIX HaydHbIX KYpPHAJIOB,
B KOTOPBIX JOJDKHBI OBITH OIMYOJWKOBAaHBI OCHOBHBIC HAy4YHBIE PE3yJbTAThl AUCCEPTAIMA Ha
COHCKAaHME YUEHBIX CTEIEeHEe! JOKTOpa U KaHIuAaTa HayK.

ITaTenTsI M H300peTeHUsI

[Tatentr Ne 2615358 Poccuiickas @enepamms. 2017 rox. Cnocob muddepeHmansHoMl

JMArHOCTUKU PAa3JIMYHBIX THUIIOB BHYTPHIICUCHOYHOTO XojecTtaza y jaereit // bapanoB A.A.,
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HamazoBa-bapanosa JI.C., Bosbinen I'.B., Hukutun A.B., CmupnoB W.E., ITloramoB A.C.,
Cksopuosa T.A., Komaposa H.JIL.

ITarent Ne 2627615 Poccuiickas denepanus. 2017 rox. Crnocob obcnenoBanust neTed ¢
MOJ03PEHUEM Ha IIPOTPECCUPYIONINN ceMeHbIi BHyTpuIiedeHouHbIH xonectas (IICBX) // bapanor
A.A., HamazoBa-bapanosa JI.C., Bonsinen I'.B., I'eBopksin A.K., [Toranos A.C., CkBopuosa T.A.,
Huxutun A.B., Cmupnos U.E.

[Tarent Ne2627647 Poccuiickas Penepanus. 2017 roa. Cnocod momaroBoil 1uarHOCTHKA
HacjeACTBeHHON Tupo3uHemun | tuma y neredt // Bonsinen I'.B., Konosa C.P., I'eBopksn A.K.,
[ToranoB A.C., Hukutun A.B., CkBopuosa T.A., Unsun A.T'., Kapynuna A.C., XaBkun A.U.

[Tatent Ne2629828 Poccuiickas ®denepanus. 2017 rox. Crnocod obcnenoBaHust AT ¢
mojo3peHreM Ha cuHApoM Anaxwis // bapano A.A., Bonbeaen I'.B., I'eBopksa A.K., IToramnos
A.C., CxBopuona T.A., Hukutun A.B., Cmupnos N.E.

O0beM H CTPYKTYpa AUCCEPTALMU

Huccepranusi u3noxxeHa Ha 172 cTpaHMiiax TeKCTa, BKIIOYACT BBeJeHUE, 4 TJIaBHI,
oOCYyXKJIeHHE pe3yNbTaToOB, BBIBOJBI, IMPAaKTUYECKHE peKoMeHaauuu, 62 pucyHok, 15 Ttabnuil,
CHHUCOK uTepatypsl (15 oreuecTBeHHBIX U 175 3apyOeKHBIX HCTOYHUKOB).

COIEPKAHUE PABOTbI

O0béM 1 MeToabI HCCIeT0BAHUI

UccnenoBanne mnposeaeHo B HUW mnemmarpuun OI'AY «HMUL] 310poBbs AeTeii»
MunszapaBa Poccun (aupextop - akagemuk PAH, a.m.H., mpodeccop A.A. bapanoB) Ha 06a3ze
racTPOIHTEPOJIOTHYECKOTO OTAENEHHUS C TemaToNornueckoil rpymmoii (3aB.— k.M.H. A.H. Cypxkos).
3a nepuog ¢ 2006 r. mo 2015 rr. Haxogmiuck 95 nereit B Bozpacte ot 1 Mec. 1o 16 ner (cpeanuii
Bo3pact 5 yer 2 mec.£6 mec.): 57 manbuukoB (cpemHuit BozpacT 4 romat8 mec.), 38 meBouek
(cpemnmii Bozpact 5 net 2 mec.+10 mec.). U3 Hux 20 nereit (14 Manp4ukoB U 6 1€BOYEK) B BO3pACTE
or 1 mec. 1o 1 roma (cpemuuit Bozpact 6+1,5 mec.) ¢ OunmapHoit arpesueit (BA); 17 nmeteit B
BO3pacte oT 5 mec. 70 12 net (cpenuuii Bo3pact 12 net 3 mec.+6 mec.) - 8§ MATBbUUKOB U 9 IEBOYEK -
¢ HacnenctBeHHoH Tupo3uHemuen 1 tuna (HT1). 3 vux 5 manumentoB ¢ HT 1 tuna A tuma u 12
narueHToB ¢ HT 1 Tuma B; 23 pebenka (17 manpunkoB U 6 qeBOUYEK) B Bo3pacTe oT 1 mec. A0 4 et
9 mec (cpemnmii Bo3pact 13+3,5 Mec.) ¢ IpOrpeccUpYOLUM CEMEHHBIM BHYTPUIIEYEHOYHBIM
xonecrazoM (IICBIIX); 21 pebenok (10 manbunkoB u 11 geBodex) B Bo3pacte oT 1 mec. 10 14 ner
5 mec. (cpennuit Bozpact 5 ner + 1 rox) ¢ cunapomom Anaxuuis (CA); 14 Gonpubix (10
MaJbYMKOB U 4 JI€BOUKH) B Bo3pacTe oT 9 mecsues 110 16 net 4 mecsues (cpeanuit Bozpact 10 jet 5
MecsLeB + 9 Mecs1eB) ¢ NepBUYHBIM cKilepo3upyromuM XonanrutoM (IICX), kotopsim poBeeHa

renatoounuctuaturpadus (I'bCI).



B uccnenosanne Bonuiu netu B Bozpacte oT 0 1o 17 et 11 mecaues 29 nnel ¢ xonectazom
YCTAQHOBJIICHHOM  OTHOJIOTMM, KOTOPBIM  JUAarHOCTHPOBAJICA IO  U3MEHEHUSAIM  ypOBHEH
rammarmoTamuwitpancnentiaasel  (ITTID), memounorr  docdarazer  (ILD), OuaupyoOuHa,
XoJjectepuHa. B uccienoBaHue He BOILUIM JETH, STHOJIOTHIO XOJIECTa3a Y KOTOPBIX YCTAHOBUTH HE
ynainock. Bcem nersM  mpoBOgWIICS KIMHMYECKHMH ¥ OWOXMMHYECKHII aHajan3 KpPOBU B
HEHTPAIM30BaHHOMN KIIMHUKO-IHAarHOCTHYECKON Taboparopu (3aB. - 1.M.H. E.JI. Cemukuna)

Bcem nersM mpoBoauioch yiabTpasBykoBoe uccienoBanue (Y3U) opraHoB OpromrHoOH
MOJIOCTH B OTJEJICHUM YJIbTPAa3BYKOBOM JuarHocTuku (3aB.— K.M.H. [.B. PeByHeHkoB) ¢
WCIIOJIb30BaHUEM YIIBTPA3BYKOBOM CHCTEMBI 3KcmepTtHoro kiacca Logiq-9 (GE HC, CHIA) ¢
matyrukamu 5-14 MI'm.

Bcem nersm mnpoBoaunack (uOposnacromerpus Ha 0a3e TracTpOIHTEPOIOTHUYECKOTO
OTJENEeHUA C TemaroJornueckoi rpymnmoid Ha ammapare Fibroscan (Echosens, France) c¢
ucrnosb3oBanneM aaryuka Small2. [lomydeHHBIE MaHHBIC OIEHUBAIKMCH MO InKaie Metavir B
KHJIOTIACKAIAX C OIPE/ICIICHUEM CTETICHH BhIpaXeHHOCTH Grbposa ot Fy (orcyrcrBHe Gpubdpo3a) 10
F4 (muppo3a neuenn).

[Tpu ananmuze teueHus 3a0olieBaHUSA Yy JeTeil MpoBOAWICA cOOp aHaMHEe3a, B KOTOPOM
aHAJIM3UPOBAINCH JaHHbIE TEUEHUS OEPEMEHHOCTH y MaTepeill MalleHTOB, aHTPOIIOMETPUYECKUE
JaHHbIE TIPU POXKIACHUM JAETeH, KIMHUYECKUE MposABIEHUs Je0roTa 3a00JIeBaHUNH M CPOKH HX
BO3HUKHOBeHHUA. [lox BHYTpuyTpoOHOW runotrpoduei MmoHUMacd HHU3KMHM BEC NpPU POXKICHUU
(menee 2500 r.) mpu HOPMAIBHOM CPOKE T'€CTalHH.

JUist oleHKH (PYHKIIMM JKeTYeBbIAeCHHUs Y 76 OOIbHBIX OBIJIO BHIMOJIHEHO PaJHOHYKIHIHOE
uccnenoanue — renatooumnucuuaturpadus (I'bCIY) ¢ ucnonpzoBaHreM JBYXI€TEKTOPHON ramma-
kamepel Millenium MG (GE, CHIA) pans npoBeneHuss OAHO(GOTOHHOM AMUCCHOHHOM
kommnbioTepHoi ToMorpadguu (ODIKT) u npumenenuem B kauecTBe paguodapmipenapara (POIT)

%™Tc Bpomesnaa B OTIAENCHHH KOMITBIOTEPHOH TOMOrpadum ¢ GIOKOM pagdOHYKITHIHBIX
uccaeaoBanuii  (3aB. - K.M.H. A.B. AmnukunH). Ilpy »>TOM OLIEHMBaIUCh CIEAYIONINE
XPOHOMETPUUYECKHE NTapaMeTPhl: BpeMsl MakcuMaibHOro HakoruieHus (Tmakc) POII B renaronurax,
Bpems mnonysbiBeneHus (T'2) P®II n3 mapeHXMMbl NEYEHHM U BpEMs IOCTYIUIEHMS JKEIUU B
kumeyHuk (Tkum). J{ns cpaBHeHusi pesynpTaToB ['BCIT mpu BpOXIEHHBIX XOJIECTaTHYECKHX
00Je3HSAX TMEYeHH Yy JieTell ¢ NPUOOpPETEHHBIMU XOJIECTATHUECKUMU OOJIE3HSIMU MEYEHH U
BBISIBIICHUSI Pa3NUuuil  ObLT TPOBEeNEH PETPOCHEKTHBHBIN aHalU3 pe3ysibTaTOB JAaHHOTO
uccienoanus y 14 6onpHbIX (10 ManpunkoB u 4 1eBOYKK) B Bo3pacte oT 9 mec. 10 16 ner 4 mec.

(cpemnutii Bo3pact 10 net 5 mecsmes+9 mec.) ¢ [ICX, paHee mOCTYyNUBIINX B OT/ICTICHUE.



MouteKyIsIpHO-TEHETHYECKHIE HCCIeI0BaHUsl ObLTH BBIMOMHEHBI 29 aersM (12 GONbHBIX C
[ICBIIX u 17 nauuentoB ¢ HT1) B maGoparopun MOJEKYyISIpHON T€HETUKU U KIETOUYHOW OMOIOrUn
(3aB. - k.0.H. K.B. CaBOCTBSIHOB).

Huarnossl BA, IICBIIX, HT1 u CA ycTraHaBiIuBaJMCh Ha OCHOBAHWHM JAHHBIX KIMHHKO-
JMArHOCTUYECKUX UCCJIEIOBAHUM M TPU HEOOXOJMMOCTH TMOJATBEPKAAIUCH PE3yJbTaTaMu
MOJIEKYJIIPHO-TE€HETUUECKOTO UCCIIEIOBAHUS.

[IpoTokonbl wHcciaenoBaHus ObUIM  OJOOpPEHBI HE3aBHUCHUMbBIM JIOKAJIbHBIM ATHUYECKUM
KomMuTeToOM M ydeHbIM coBeToM PI'AY «HMMUIL] 3popoBesi nereit» MunsapaBa Poccuu.
[IpeacraBuTensiMu MalMEHTOB, a TaK)X€ CaMUMH TAIlMEHTaMU B BO3pacTe crapiie 14 jer ObLIo
MOANMCaHO NH()OPMHUPOBAHHOE COTIacKe Ha 00pabOTKy NEPCOHABHBIX JaHHBIX.

CraTucrtuyeckasi 00padoTKa JaHHBIX ObUIAa TIPOBEACHA B onepanuoHHoi cpeae Windows
XP ¢ wucnonb3oBaHHEM KOMIBIOTEpHBIX TmporpamMMm Microsoft Excel 2010 wu mnakera
craructudeckoro ananmsa nanHeix SPSS Statistic (version 20) u StatSoft Statistica (Bepcus 6,0).
KonuyecTBeHHbIE TIEpEMEHHBIE ONKMCHIBAIUCH YWCIOM TanueHToB (n). VMcmonb3oBanuch
HenmapaMeTpHUuecKue METONbl CTATUCTHKHU. JlaHHbIe OBUIM MpeACTaBlIeHbl B BUJE MEAHAHBI U
WHTEPKBApPTUILHOTO pa3maxa. [lpu aHanm3e BHIOOPOK, HE MOAUUHSAIOMIMXCS 3aKOHY HOPMAaJIbHOTO
pacupeneneHrs, UCIoIb30Baly HenapaMeTpudecKuil kputepuid MaHHa-YutHu. Pasznuums mexny
BEJIMYMHAMU CYUTAIM CTAaTUCTHUECKH 3HaYyuMbIMU Tipu p <0,05. AHanu3 IUarHOCTHYECKOU
3HAYMMOCTU KJIMHUKO-Ta00paTOpPHBIX ToOKa3zarejaed B JeOroTe 3a00JieBaHHUS B 3aBHCUMOCTH OT
BO3pacTa MpU ONTUMAIbHOM COYETAHWU YYBCTBUTEIHHOCTH U CHEIM(PUUHOCTH OCYIIECTBISUIA C
MOMOIIBI0  MHOTO(AKTOPHOTO  CTAaTUCTUYECKOro aHamu3a ©  nocTpoeHuss ROC-kpuBbIX.
KonnuectBennas untepnperauns ROC-ananusa onenuBanach mno nokaszarento AUC (area under
curve) - YUCIEHHOE 3HaYeHNEe KIIMHMYECKOM 3HAYMMOCTH IMarHOCTHYECKOro TecTa. [lo skcnepTHOM
mkane i 3HaueHut AUC nokazarens B npegenax 0,5-0,6 CBUIETENBCTBYET O
HEY/IOBJIETBOPUTEIBHOM KayeCTBE IMATHOCTUYECKOro TecTa, B npenenax 0,6—0,7 — o cpeanem ero
KadecTBe, B npenenax 0,7-0,8 — o xopouiem kavectse, B npenenax 0,8—0,9 — ouenb xopomewm, 0,9—
1,0 — OTIMYHOM Ka4eCcTBE JMArHOCTUYECKOTO TecTa. MHDOpMaTHBHOCTH TIOKa3aTesns OleHWBAIACh
0 BEJIMYMHE IUIONIAIN MO KPUBOM U cunTanack goctoBepHoil mpu AUC>0,6.

PesyabTarsl ucciie10BaHUM

VYcranosneno, uro I[ICBIIX B 17 (73,9%) cnyyasx JuarHocTupoBalics y JeTeH,
POIMBIINXCS OT OEPEMEHHOCTH, MpoTeKaBIie ¢ yrpo3oi npepreiBanus (AUC 0,944) u B 3 (13%)
Cllydasix — y JeTeH, pOJAMBIIUXCS C BHYTPHYTPOOHOU rumorpodueil. 3HAYUMBIMU KIMHHYECKUMHU
MIPOSIBIICHUSIMHU Y JIETeH ObLTH: 3aTsHKHAS KENTyXa B HEOHATATbHOM MIEPUOE, COXPAHSIONIASACS U B

ctapuiem Bo3pacte (AUC 0,971), yBenuyenue rneyeHu u cene3eHku B 16 (69,6%) ciydasx B nepBbie
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Tpu Mmecsa xu3nu (AUC 0,853) u y Bcex aereit crapiero Bozpacta (AUC 1,000), axonus ctyna -
B 18 (78,2%) cnyuasx B Bo3pacre nepBbix Tpéx mecsies xku3Hu (AUC 0,969) u y Bcex OOIbHBIX B
Oosee crapiieM Bo3pacTe. BpIpakeHHBINH KOXHBIA 3y JIOCTOBEPHO OIpenessuics B BO3pacTe
cTapie TpEX MeCAIIeB Y BceX HaOI0IaBIIUXCs 1eTeld. YpoBeHb alanHnHaMuHOTpaHchepassl (AJIT)
B KPOBH JIeTE€ll B BO3pacTe MEPBBIX TPEX MecsieB ku3Hu coctasistt [148,0 319,5 890,7] Ex/n no
meanane (AUC 0,733; gysctButensHocth 80,0%; cnermududrocts 77,7%), 94T0 B OONBIIMHCTBE
cllydaeB MpeBbliano 7 BepxHux rpanul] Hopmel (BI'H). I'unepOunupybunemus B Bo3pacte MepBbIX
Tp€X MecsueB ku3Hu cocrabisuia [75,6 130,5 180,6] MxMons/n mo mMeawaHe ¢ npeodiagaHueM
npsIMOi (ppakium, Mo YpOBHIO HaxosImeics B quamazone [45,0 82,9 113,3] Mkmounb/1 Mo Menuane,
gro nipessimanio 7 BIH (AUC 0,733; ayBctButenbsHOCTh 75,0%; cientuduarocts 80,0%). YpoBeHb
ITTII numb y merell mepBbIX TPEX MeECSEB KM3HU ObUT HE3HAYUTENIBHO MOBBINIEH — 110 1,5
BEPXHUX TPaHUI] HOPMBI, a Y JeTeil cTapiie TpEX MecsIeB HaXOAuics B Mpeneiax pedepeHCHbIX
sHauenuit (AUC 0,767; ayBctButensHocTh 93,0%; cneuuduunocts 80,0%). [To manaemm I'BCT
Twmakc cocraBmio 21,4+3,9 munyTsl, a T1/2 1 TKUII — OTCYTCTBYIOT, YTO yKa3bIBaJO Ha OTCYTCTBUE
BBIBEICHUSI MEUEHOI KeITYl U3 CHHYCOUJIOB T€MaTOIUTOB B TyKTYJbl, KPYIHBIC KEITYHBIE MPOTOKH
U KHUIICYHUK, U CBHUJAETEIHCTBOBAIO O HAIWYUU BHYTPUKIETOYHOTO XOJecTa3a, MpU KOTOPOM
HapyIlIeH TPAHCTIOPT KOMITOHEHTOB KEJIUU B JKEITYHbIE KAaHAJIBIIBI.

Cungmpom Anaxumist B 15 (71,4%) cinydasix BbIABISUICS Yy JETE€W, POJUBLIMXCA OT
OepeMeHHOCTH, NpoTeKkaBiiel ¢ yrposoi npepsiBanus (AUC 0,969) u B 16 (76,2%) ciayuasx —
ponuBmuxcs ¢ BHyTpuyTpoOHoi rumnotpodueit (AUC 0,868). 3Haunmmble KIWHUYECKHE
MPOSIBJICHUS - 3TO 3aTsDKHAS JKeNTyxa B HeoHaTtaiabHOM nepuoje (AUC 0,941), coxpanstomiasics 1 B
Oosee crapiieM Bo3pacTe. YBEIMUYEHUE NEYEeHHM Y JEeTe paHHero BO3pacTe BCTpedasloch B &
(38,1%) cayuasx (AUC 0,629), kotopoe coxpansiioch u B 6onee ctapieM Bo3pacte (AUC 0,808).
[Tocme 3-x MecsleB XuU3HU omperensercs KoxHbi 3yn B 15 (71,4%) cnywasx (AUC 0,875).
Yposenb AJIT B KpoBU B BO3pacTe MEPBBIX TPEX MecsieB xu3Hu coctabisn [43,0 50,0 57,0] En/n
no meauane u He mpesbimiasl 3 BI'H (AUC 0,921; uyBctBUTenbHOCTE 84,2%; crienuuyHOCTH
100,0%). T'unepbunupyOuHemMusi B BO3pacTe MEPBBIX TPEX MECIEB XW3HU cocTaBisuia [158,2
195,8 233,4] mxmonw/n o menuane u [14,0 17,0 42,3] MKkMoOIb/T IO MEIMaHE B BO3pacTe CTapIle
Tp€x MecsueB ¢ mnpeobsaganueM npsmor ¢pakuun (AUC 0,816; uyBcTBUTENBHOCTH 78,0%);
cneruduanocts 100,0%), mo ypoBHIO HaxonsmeMcs B nuama3one [122,2 124,5 126,8] MKMOmb/1
o MeauaHe B Bo3pacTe mepBbiXx TpEX mecsies xku3Hu (AUC 0,813; ayBctBuTensHOCTh 60,0%);
cneuupuynocts 68,0%) u [2,9 7,5 22,1] MKMoONB/1 IO MeUaHE B BO3pacTe cTapiie TpEX MeCSAIEeB
(AUC 0,900; ayBcTBUTENBHOCTE 75,0%); cnierupuarocts 80,0%), 1 COOTBETCTBOBAI IHUAINA30HY OT

3 mo 7 BI'H. Yposens I'T'TII cocraBnsn [46,0 165,5 285,0] En/n mo Menuane B BO3pacTe MEPBbIX
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Tpéx Mecstes xku3nau u [58,0 127,0 178,0] En/n mo menuane B Bo3pacTe crapiie TpEX MECsIeB, 4To
Haxoauioch B auanazone ot 3 go 7 BI'H. Ilpu npoeaenun I'BCIT Tmakc cocraBuno 15,6+2,8
munyt, T1/2 - 55,6+4,3 munyr, u Tkum — 17,6+£3,8 MUHYT, 4TO yKa3bIBaJIO Ha 3aMeJJICHUE
BBIBEICHUSI MEUEHOM KeTYl U3 CUHYCOUJIOB T€MaTOLMTOB B AYKTYJIbI, KPYITHbIE )KETYHBIE TPOTOKU
Y KUILIEYHUK U CBUJETEIBCTBOBAJIO O HAJIMUUU BHYTPUKIIETOYHOIO XOJIECTA3a.

B 9 (45,0%) cnyuasx BA numarHocTHpoBaiiach y JAeTEH, POIUBIIMXCS OT OEPEeMEHHOCTH,
nporekasiieit ¢ yrpo3oit npepsiBanusa (AUC=0,703) u B 8 (40,0%) ciydasx - ¢ BHyTpUyTpOOHOIA
runotpodueri (AUC=0,703). 3HaunMbIMU KIMHUYECKHUMHU TPOSBICHUSIMH BA sSBHIMCH 3aTsDKHAS
xentyxa B HeoHatanbHOM repuojae (AUC=0,962), koropas nabmoganace B 19 (95,0%) cinygasx,
COXpaHSIONIascs U B 0ojee crapiieM Bo3pacrte, remaromerainus B 16 (80,0%) cnydasx B Bo3pacre
nepBbix 3-x MecsueB ku3HH(AUC=0,923) u y Bcex OonpHBIX B 0Oojee cTapiieM Bo3pacTte
(AUC=1,000). Cnnenomeranus B 12 (60,0%) ciydasix ompenensiuiack B IepBble 3 Mecsla KU3HU
(AUC=0,808), B Bo3pacte crapiie 3-x mecsueB - y Bcex nered (AUC=1,000). Axonus cryna B
BO3pacTe NEPBbIX 3-X MecALEB XKM3HU oTMedanach B 15 (75,0%) cnywasx (AUC=0,885), u B 17
(85,0%) cnyuasx (AUC=0,929) - B 6onee crapiiem Bo3pacte. Yposerb AJIT cocrasmsut [82,0 142,0
186,0] En/n mo meauaHe B Bo3pacTe mepBhIX TpEX Mecsues xu3Hu U [150,2 203,0 338,0] Ea/n mo
MeMaHe B BO3pacTe cTaplie TPEX MECSIEB, YTO Haxoawilock B auana3one ot 3 no 7 BI'H (AUC
0,750; uysctBUTenbHOCTH 50,0%; cnemuduyunocts 61,0%). ['unepOummpyOrMHEMUs cOCTaBIIsIIa
[154,6 187,2 202,9] MxkMoJIB/JT TIO MEAMAHE B BO3pACTE MEPBBIX TPEX MecsIeB xu3nu u [36,4 159,8
257,7] MKMOINB/1 1O MeJMaHe B BO3pacTe crapiie TpEX MecAleB C MpeodsiaaHueM MpsMon
¢pakuun (AUC 0,731; ugyBctBUTENnbHOCTh 46,0%; cneundpuunocts 100,0%), 1o ypoBHIO
Haxojsmelca B auanasone [87,3 103,3 120,6] MKMOJb/1 1O MenWaHe B BO3pacTe MEPBBIX TPEX
MecsieB ku3Hu U [12,7 62,3 199,3] MxMoinb/1 o MenuaHe B BO3pacTe crapiie TpEX MecALEB, U
npessimana 7 BI'H (AUC 0,731; ayBctBUTENnbHOCTh 46,0%; cnenuduunocts 100,0%). YpoBeHb
I'TTII cocrasmsin [147,0 329,0 577,5] En/n o menuane B BO3pacTe MEPBBIX TPEX MECALIEB KU3HU U
[25,5 100,5 555,0] En/n mo menuane B Bo3pacTe crapiie TpEx Mecsies, uyTo mpesbimano 7 BI'H
(AUC 0,747; ayBctBUTEnHHOCTH 69,2%; crnietmduanocts 85,7%). [lpu I'BCI" Tmakc cocrapisiio
23,4+2,0 muH, T'2 u Tkul He ONpeNEINCh, YTO YKa3blBaJIO HA OTCYTCTBUE NOCTyIuieHus POII B
KPYIIHBIE KeTYHbIE MPOTOKU U KUIIIECYHUK.

Xonecraz y nereit ¢ HT1 BeusBisnes B 4 (23,5%) caywasx B JebroTe 3aboseBaHUS
(AUC=0,664). B 7 (41,2%) cnydasx neOroT 3a00eBaHUs OTMEUAJICS B BO3pPACTe IMEPBBIX TPEX
MmecsieB xu3Hu. B 4 (23,5%) cnydasx 3aboneBanue ne00THpOBaioO B Bo3pacTe 4-6 mecsues, B 4
(23,5%) cnyuasx - B mepuox ot 7 mecses 10 1 roxa. ['emaromeranus B gedrore HT1 otmeuanacs B

9 (52,9%) cnyuasx, B 5 (29,4%) cinydasx - remnarocrieHoMmeranus. B Bo3pacte ot 7 mecsues 10 2



12

netr B 7 (41,2%) cnyuasx B nebrote HT1 Obut BBISBICHBI BHIPAKEHHBIC KIMHHYECKUE MPU3HAKH
paxuta (AUC=0,757), xapakTepu3yrouecss HE TOJIbKO PAXUTUYECKUMH  «UETKAMU»,
«OpacieTkaMuy», HO U 3HaYUTEIBHOU JedopmMaliieii koctel yepena (J0O0HBIX OyrpoB), X-00pa3Hoii
nedopmarueil Hor, BaIbI'yCHON YCTaHOBKOM CTOII, KOTOPbIE HE HUBEIUPOBAIUCH NMPHU ITUTEILHOM
MCTOJIb30BAaHUU MTPOTUBOPAXUTHUECKUX cpeacTB. Koxknoro 3yna y nereit ¢ HT1 ne HaGmonanocs.
VYposensr AJIT B kpoBu cocrasisin [14,7 27,5 35,0] En/n no menuane y aereil B BO3pacTe MepBHIX
Tp€Xx MecsneB xu3nu u [14,5 24,0 40,5] En/n nmo Menuane y AeTedl B BO3pacTe cTapiie TpEx
MecAIleB, U Haxomwics B mpenenax pedepeHcHbix 3HaueHni (AUC 0,490; 9yBCTBUTEIBHOCTH
75,0%; cnemuduunocts 53,8%). YpoBenb OunupyObmna B KpoBu coctaBisin [15,5 30,1 53,0]
MKMOJIB/T TI0 MEIWaHe y JeTeld B BO3pacTe MEpBBIX TpEX MecsmeB xu3Hu u [9,1 13,0 18,9]
MKMOJIB/JI IO MeiuaHe y jeteil B Bozpacte crapiie Tpéx mecsaueB (AUC 0,779; 4yBCTBUTEIHLHOCTh
75,0%; cneunduunocts 76,9%), mpu 3TOM ypoBEHb HpSIMOro OmiMpyouHa cocrasisui [2,8 10,7
24,5] MKMOJIB/J TI0 MEIUaHe y JAeTeil mepBbIX TpEX Mecsues xu3nu U [1,9 3,3 4,7] Mxmons/m no
MeauaHe y JeTeil 0ojiee cTapliero Bo3pacTa, M HaXOAWJICS B MpezesaXx peepeHCHBbIX 3HAYEHHH
(AUC 0,808; uyBcTBUTENBHOCTH 75,0%); cnerududnocts 76,9%). Yposens ['TTII cocraBmnsin [25,2
89,0 167,0] En/n mo menuane B Bo3pacTe MEPBBIX TPEX mecses xku3au u [24,0 47,0 99,5]Ex/n no
Me[raHe B Bo3pacTe crapiie Tpéx MecdaueB, 4ro He npessimiasio 2 BI'H (AUC 0,654;
qyBCTBUTEIBHOCTH 75,0%; cneruduyunocts 61,5%). Ilpu 'bCT" Tmakc cocrasmsuio 11,9+0,8 muH,
TY2 cocraBnsimo 30,5+2,8 muH, Tkum cocraBmsuio 15,0£2,1 MUH, 9TO yKa3bIBaJIO Ha HOPMAJIbHYIO
HAKOMUTENIbHO-BBIIEIUTENbHYI0 (DYHKIHIO TeMaTOIUTOB, COXPAHEHHBIN MaccaX MO MEIKHM U
KPYIHBIM BHYTPUIICUEHOUHBIM >KETUYHBIM MPOTOKAM.

Pesynbrarel ['BCIT nereit ¢ nepBuuHbIM ckiepo3upytoumm xojganrurom (I1CX) nokazanu
cnenytomee: Tmakc 16,1+£2,2 mun, TV - 51,6+6,4 mun, Tkum - 25.4+2.5 MuH, 4TO yKa3bIBajlo HA
3amemsieHHoe HakorieHne P®II nmapeHXxuMmoil neuyeHu; YUIMHEHHOE BPEMs IMOJIYBBIBEJICHUS MpPU
HATMYUU TIOCTYIUICEHUST MEUYEHOW JKENYU B KHUIICYHUK, OOYCIOBICHHOE IMOPAXKEHUEM MEIKHX
KEITYHBIX MTPOTOKOB; BpeMs MOCTYIICHUSI MEUEHOM JKeMUM B KMILIEYHHUK TaK)Ke 3aMe/IJICHO, OJHAKO
JIOCTOBEPHO OIPEAETUTH MOPaKEHUE KPYITHBIX KETYHBIX IPOTOKOB 0Ka3aJ10Ch HEBO3MOXKHO.

CpaBHUTENbHBIA aHAIW3 PE3YyJIbTATOB MCCIEIOBAHUS IMOKAa3all, 4TO 3aTsHKHAs JKEITyXa B
HEOHATaJbHOM IIEPUOJE, KOTOpas COMPOBOXKIAETCS IenaTo- WU IenaToCIUIEHOMETaIuel, TUIo-
WIM axojiuell cTyna, 0COOCHHO Y JeTel, pOAMBIIUXCS C BHYTPUYTPOOHOH TUMOTpodueil Uiau oT
OEpEeMEHHOCTH, TIPOTEKABIIECH C yrpo30¥ MpephIBaHMS, a TaK)Ke HaJWYHe KOXKHOTO 3yAa Y JeTel
cTapiie 3-X MeCAIeB )KU3HU, SABJISIIOTCS 3HAUUMbBIMU B TMATHOCTHKE BPOKIEHHBIX XOJIECTATHUECKUX

OoJie3HEl U pacCMaTPUBAIOTCS KaK MEPBBIH 1Iar B anroputMme ux auddepeHnnantbHoNl JUarHOCTHKH

(pucynox 1-7).



13

Anamu3 gansbix ['BCI nokasai, uro Tmaxc PDII yciioBHO MOXHO pa3aenuTs Ha <12,8 MuH,
koTopoe xapakrepHo st CA u HT1, u >12,8 munyt, xapakrepnoe g bA u IICBIIX 1 u 2 tuna.
T1/2 P®II u3 renarorutoB otcyrcTByeT mpu bA u IICBIIX 1 u 2 Tuma, B TO BpeMsl Py KakK Mpu
CA u HTI1 ono onpenensercs, XoTs W 3Ha4YUTENbHO 3amemieHo npu CA, kak u 1pu
npuobperénnom xonecrase, Beneactsue [ICX. Tkum POIT orcyrcrByer npu IICBIIX 1 u 2 Tuna u
npu BA, B To Bpems kak npu CA n HT1 nocrymiienne POII B kumeuyHuk mpociekuBaeTcss Xopoulo,
Ho npu I[ICX onHo Oomee 3amemneno. Ilokaszarens T1/2 MoxkeT OBITH HUCIOJB30BAaH IS
muddepennmpoBanus CA, mpu KOTOPOM OH COCTaBIsIeT Oojiee 42,1 MHH, OT X0JIecTa3a BCIICICTBUE
HT1, npu xoropom oH coctasisier meHee 42,1 mun. Takum obpazom, nposeaenue ['BCI sBnsercs
BTOPBIM IIarOM B AJITOPUTME MOMIAroBoW Iu(QepeHnnanbHOil TUAarHOCTUKNA XOJIECTAaTHUECKUX
Oorne3Heil y Jnerell paHHEro BO3pacTa, C IOMOIIBIO KOTOPOH MOXKHO OIpEnessTh THUIIbI
BHYTPHUIIEYCHOYHOT'O XO0JIECTa3a — BHYTPUKIECTOYHOTO CUHYCOMIAIBLHOTO U TYKTYJSPHOTO, a TaKXKe
npoBoauTh auddepenuuporanne [ICBIIX u BA or CA u xonecrasza Bcneactsue HT1 (tabim. 1).
Opnnako nposenenue ['BCI HerenecooOpa3Ho pu BEICOKOM ypOBHE OMIHpyOHHa.

Hns  muddepenuupoBanus OwnmapHod arpesun u  [ICBIIX  nenecooOpa3zHbiM
MIpeJICTaBIseTCs MPOBEACHINE OMOXUMHUECKOTO HCCIIEI0BaHUS KPOBU, KOTOPOE SIBJSETCS TPETbUM

maroM B aJirOpUTME IIOIIaroBoi JUarHoOCTHUKH BpO)K}léHHI)IX X0JIECTAaTUYSCKUX OOJIE3HEH IeUeHU y

)
JIETEN. y -
IIporpeccupytommuii ceMeitHbIit
Cunapom Anaxuiuis Bunnapnas atpesust BHVTDHUIICUCHOYHBIN X0JIeCcTa3
=
=)
8 =
= A =
£ g g
o )
= z o)
= 2 =
2 5 5
=
2 = 2
= & 5
2 AUC 0,703 a
2 ,
AUC 0,868 o > YyscrBuTenbHOCTS 71,4% DE“
YyscreuTensnocts 100,0% l=pl Criewndmamocts 69,0% AUC 0,544
Creunduanocts 73,6% ’ UyscTBuTenbHOCTS 23,0%
Criemagmarocts 73,6%
CrieruuaHOCTh CrieruuaHOC T CrenubuaHOCTH

Pucynoxk 1. JluarHoctuyeckass 3HAYMMOCTb BHYTPUYTPOOHOH TuUMOTpoduu mpu

BPOXACHHBIX XOJIECTATUICCKUX 0one3HaAX
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IIporpeccupyromuii ceMeinblit

BHyTpPIHe‘IeHO‘IHLIﬁ xoJsecra3

Bununapnas arpesus Cunapom Anaxusus

YyBCTBUTENBHOCTD
UyBCTBUTENILHOCTD
UyBCTBUTEIBHOCTh

AUC 0,941

Yymen AUC 0‘9%_3 $4.6% YyBcTBUTEIBHOCTH 88,2% AUC 0,629
YBCTBUTEIILHOCTH 84, § o Crewuduanocts 100,0% YyscreurenbrocTs 100,0%

Cnemnduanocts 100,0% Creunpuunocts 38.4%

CreunduaHocTb Cneunduynocts Creuuduynocts

PI/ICYHOK 2. I[I/Ial"HOCTI/I‘leCKaH 3HAYUMOCTB IerraToMeraiuu y I[eTeﬁ IICPBLIX TpéX MCCALCB

JKU3HU ITPU BPOKACHHBIX XOJICCTATUICCKUX 0oe3HAX

Iporpeccupyromuit cemenHblit

BHYTPHIIEUCHOUHBIH X0JIecTa3 Cunapom Anaxuuis Bununapnas arpesust
a A 8
= = =)

13}

g g g
o} A 3
= 5 =
5} 5} 5]
= = =
= = =
=) =) =
5 AUC 1,000 5 5 AUC 1,000
§ Yyscrsurenshocts 100,0% i i YyscreurensHocts 100,0%
l=pl Cretmdpmanocts 100,0% ol AUC 0,808 = Cremuduanocts 100,0%

YyscrBuTenbHOCTD 61,5%
Creunduunocts 100,0%

CrneuuuIHOCT Creuu(puIHOCTH CrienuuaHOCTH
PI/IcyHOK 3 I[I/IarHOCTI/IquKaH 3HAYUMOCTH I'€liaToOMCErajiInun y I[eTeﬁ CTapLHe TpéX MECALICB

JKU3HU TIPU BPOXKICHHBIX XOJIECTATUYECKHUX OOJIC3HIX

IIporpeccupyroniuii ceMeHbIi BHYTPUIIEYEHOYHBIH X0NIecTas BunuanHas aTpesus CHHADOM ANQXXWILIS

=) )

15 5 a

=] o =

= = Q

) £ =}

= = =

o (5] =

= = 5

= = 51

2 5 =

Q Q AUC 0,808 @

a AUCOS853 g Uyscraurensiocts 61,5% 5 AUC 0,600

o YyscrsurensHocts 70,5% =l Crietmdwariocts 100,0% §\ YyscrsurensrocTh 20,0%
Creundnanocts 100,0% =2 Criemwcpmarocts 100,0%

CrieurhHaHOCTD CrieurhuuHOCTD CrieurpuuHOCTH

PI/IcyHOK 4, I[HaFHOCTI/I‘{CCKaH 3HAYMMOCTH CILJICHOMCTAJIUU Y JeTen MEPBLIX TpéX MCECALICB

KHU3HU ITPU BPOKACHHBIX XOJICCTATHICCKUX 0oe3HAX
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IIporpeccupytommuii cemeinblit
CunzipoM ANaxuiuis

BHyTpl/Il'le'-ieHO'-iHblﬁ XxoJiecras BI/IJ'II/IaDHaﬂ aTpe3usid
2 2
2 g 2
T = b
o) = ]
3 5 £
= = 5
) /M =}
=} = =
2 AUC 0912 2 2
> YyscTauTenbHoCTh 82,3% > AUC 0,786 2 AUC 0,900
= Crietmduunocts 100,0% = Uyperanrenshocts 57.1% > Yyscrsurensiocts 100,0%
Crenndpmunocts 100,0% = Creunduanocts 80,0%
Creuuu4HOCTH CreuuhuaHOCTH CrenuuaHOCTD

Pucynok 5. Jluarnoctuueckas 3HAaYUMOCTb CIUICHOMETalluu y JeTel cTapuie TpEX MecsleB

JKU3HU ITPU BPOKACHHBIX XOJICCTATUICCKUX 0oe3HAX

IIporpeccupyromuii ceMeiHbIi

CunzpoM AJaxuiuist bunuapnas atpesus BHYTDUIIEYEHOUHBIN XOJIECTA3
a
g = 5
Q Q
S s} 2
] -] z
-_ =
=4 =4 5
5} o &
= =
= = =
Q @ =
a = o
Q Q =)
B BN > AUC 0,969
= AUC 0,725 e AUC 0,885 = . o
o UyscrButensHocTs 93,7%
YyBcTBHTENBHOCTD 45,0% YyBcTBHTENBHOCT 76,9% Criel arocts 100,0%
Crewnduunocts 100,0% Crieunduatocrs 100,0% newnduarocts 100,0%
CrieruuaHOCTh CreruudHOCTD CreuuduunocTs

PI/ICYHOK 6. I[I/IaI‘HOCTI/I‘-ICCKaH 3HaAYUMOCTD axXOJINH CTyla TIIpH BPOXKIACHHBIX

XOJIECTATHUECKHUX OOJIE3HAX

IMnorneccunvionuii ceMeWHbIH BHVTDUTIEUEHOYHRINH X0IecTas Cunapom Anaxusis

) 3

I =

Q 13}

S =}

z =1

<] o]

=] =

o o

=) =

= =

=) /M

S 5

g2 AUC 1,000 a AUC 0,875

= . o > yscraurenbocts 75,0%

=pl YyscraurensHocTs 100,0% = YBC CIBHOC 0%
Criermdranocts 100,0% Creumduanocts 100,0%

CrieruuaHOC T Crenuduanocts

Pucynok 7. JlmarHoctudeckas 3HAYMMOCTh KOXKHOTO 3yJa Yy JETeH crapiie TPEX MeCsLEB

JKU3HU IIPU BPOKACHHBIX XOJICCTATHICCKUX 00JIe3HIX

VYpoeuu AJIT B kpoBu Obuin MakcuMmanbHO yBenudensl npu [ICBIIX u nHaumenee
m3meHensl Tpu HT1. OpgHako MOCTOBEPHO pa3NMUUTh OWJIMAPHYIO aTpPe3Wi0 OT CHHApPOMA

Anaxwunis o ypoBHio AJIT He npeacraBisercss BO3SMOXHBIM (Tab. 2).
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Tab6muna 1.

CpaBHI/ITeHBHHﬁ AHAJIN3 XPOHOMETPHUYCCKHUX IMaApaMCTPOB KCTYCBBIACICHUA Y z[eTeﬁ C
BPOXKACHHBIMHU XOJICCTATUICCKUMU 3a00JIeBaHUSIMU

Bpemst makcuMaibHoro Hakomienus POII (Tmakc)

dopma naToJOTUA
CHuHIpOM AJaXKUIIISA
CuHIpOM ANaXKuIIs
CuHAPOM ANaXuIuIst
bunuapnas atpe3ust
bununapnas atpes3us
Tupo3uHemus
ICX
IICX
ICX
ICX

dopma naToJIOrUHU
CuHIpOM ANaXKuIIs
CuHIpOM ANaXKuIIs
CuHIpOM ANaXKuIIIs
Bunmapnas atpesns
Bunmapnas atpesns
Tupo3uHemus

[CcX

[CX

[CX

[CX

p
0,003
0,330
0,205
0,356
0,000
0,047
0,973
0,001
0,358
0,120

dopma naToJOTUH
bunuapnas atpesust
[ICBIIX
Tupo3uHemus
I[ICBIIX
Tupo3unemus
[ICBIIX
CusapoM Anaxuiis
bunuapnas atpesus
[ICBIIX
Tuposunemus

Bpewms noayBbiBegenust POII (T1/2)

Bpewms noctynienus MeueHoH skenyy B kuieyHuK (Tkumr)

®Dopma MaToNoruu p
CunapoM Anaxusis 0,002
CunzapoM Anaxusis 0,005
CuaapoM AnaXuiuis 0,532
bunuapnas atpes3us -
bunnapnas atpesns 0,000
Tuposunemus 0,000
I1CX 0,325
[1CX 0,000
[1CX 0,000
[1ICX 0,010
P ®opma naToJIoruu

0,552 | bunuaphas aTpesus
- [ICBIIX
0,587 | TuposzuHemus
- [ICBIIX
0,662 | Tupo3uHemus
- [ICBIIX
0,104 | Cungpom Anaxusuis
0,184 | bunuapnas atpe3us
0,246 | TICBIIX
0,002 | Tupo3uHEMHS

dopma naToJIOTuu

bunuapnas atpesus
[ICBIIX

Tuposunemus
[ICBIIX
Tupo3unemus
[ICBIIX
CuHapoM Anaxuiis
bunuapnas atpesus
TICBIIX
Tuposunemus

Tabmnura 2

CpaBHuTENbHBIN aHaIU3 ypoBHEH anannHamMuHOoTpaHchepasbl (AJIT) u
acriaparuHamuHoTpaHcdepassl (ACT) B KpoBU NPH BPOKAEHHBIX XOJIECTATUYECKUX OOJIE3HAX Y
Jeren

Yposenb AJIT (En/n)

dopma NaToJI0Tuu
CunzipoM AU
CunzipoM ANaXKIILISA
Cunapom Anaxusuis
bunuapnas atpesns
bununapnas atpesns
TuposnHemus

p
0,106

0,012
0,000
0,028
0,000
0,001

dopma MaToJI0ruu
bunnapnas atpesus
[ICBIIX
Tuposunemus
IICBIIX
Tuposunemus
IICBIIX

Yposeub ACT (Ea/m)

dopma MaToJI0ruu
Cunnpom Anaxuiuis
Cuaapom ATaxuiuis
Cunapom Anaxuiis
bunmmapHas atpesus
bunmmaphas atpesus
Tuposunemus

p
0,007
0,010
0,004
0,115
0,000
0,000

dopma NaToJI0Tun
buwimapnas atpesus
[ICBIIX
Tuposnnemus
[ICBIIX
Tuposunemus
[ICBIIX

Ilo pe3yjibTaTaM HCCICAOBAHUA YCTAHOBJICHO, 4YTO HauOoJIee BBICOKHUI YPOBCHb OGLI.ICFO

ounupybuHa ¢ mpeobiananueM npsmoi gpakuuu ormevancs npu I[ICBIIX u npu BA (tabn. 3),

ymepeHHo mnoBbimancs npu CA wm HesHauutenbHO mnosbimancs npu HTI1, uyro mozBomser

muddepenmmponats [ICBIIX u BA or CA u HT1, no e nuddepenuupyer BA ot TICBIIX, a CA

ot HT1.
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Tabmuma 3

CpaBHHUTENBHBIN aHATIM3 COACPKAHKS OMINPYOHHA B KPOBH IIPH BPOXKIEHHBIX
XOJIECTAaTHYECKHX OOJIE3HSAX Y JIeTel

YpoBeHs o0mero OumupyOnHa (MKMOIb/T)

YpoBeHb npsiMoro 6uupyorHa (MKMOJIB/JT)

®dopma naToJ0Tuu p ®dopma naToa0ruu ®dopma naTog0ruu p dopma maToJaorun
Cungpom 0.001 | bmapnas atpesus | Cuanpom Amaxwms | 0.000 | bunmmapHas atpesust
ATaxuns
CunzpoM 0.005 | TICBIIX Cunanpom Anmaxwmurs | 0.000 | [ICBIIX
Anaxuis
Cunapom 0.103 | Tupo3unemus Cungpom Anaxumnst | 0.052 | Tupo3unemus
Anaxuiis
bunnapnas atpesust | 0.437 | IICBIIX Bunuapnas atpes3us 0.773 | IICBIIX
bunmmapnas atpesus | 0.000 | Tuposunemus bunuapHas atpesns 0.000 | TuposuHeMus
TuposnHemus 0.000 | IICBIIX Tuposunemust 0.000 | IICBIIX

VYposenb I'TTII B kpoBu (Tabn.4), Haxonsamuiica B npeaenax peepeHCHbIX 3HAUYE€HUH U

JUIIb HEe3HAYUTENbHO (70 1,5 BEepXHUX TIpaHUI] HOPMbI) MOBBIMIAIOUIUIICS Y JeTel MepBhIX TPEX

MCCALICB

JKU3HU,

IIO3BOJISAACT

muddepeHpoBaTh

IICBIIX

oT

Ipyrux

BPOXKAEHHBIX

xojnecraruyeckux Ooise3neld. Kpome Toro, mamenenus yposHeid I'T'TII mMoxxHO HcCHonb30BaTh B

Qg QepeHIranbHON TUAarHOCTUKE IPYTUX BPOKAEHHBIX XOJIECTATUIECKUX 3a00JICBaHM .

Tabnuma 4

CpaBHuTenbHbIN aHanu3 ypoBHs ramMaritoramunTpancnentuaassl (I'T'TII) B kpoBu npu
BPOX/IEHHBIX XOJIECTaTHUECKUX OOJE3HSX Y 1eTeil

Yposens [TT (Ex/m) YpoBensb menounoit dpocdarassl (En/i)
@opMBbI IATOIOTUU p ®opmsbl natonoruu | opmel NATOIOTUH p DopMBbI IATOIOT MU
Cunnpom 0.014 bunuapnas atpesus | Cuagpom 0.084 | buimapnas atpesus
Anaxuuis Anaxuiuis
Curnpom 0.000 [ICBIIX Curgpom 0.205 | TICBIIX
Anaxxumis Anaxnis
Cungpom 0.002 Tuposnnemus Curgpom 0.128 | Tupo3unemus
Anaxuis Anaxuiuis
bunnapnas atpe3us | 0.000 [ICBIIX bunuapnas atpesus | 0.417 | TICBIIX
bunumapnas atpezusa | 0.000 Tuposnnemus bununapnas atpesus | 0.752 | Tupo3unemus
TuposzuHemust 0.016 [ICBIIX Tuposnnemus 0.510 | IICBIIX
JleTsiM, OTBEYAIOIIMM BBINICYKA3aHHBIM KPUTEPHUSM, BEpUPHUIIMPOBATH BPOKIAEHHOE
XOJIeCTaTUYecKoe 3a00JieBaHME TMO3BOJISIET YETBEPTHIM IIar B QJITOPUTME  IOIIArOBOM
muddepeHIaTbHOM  AMArHOCTUKM -  MOJIEKYJISIpHO-T€HeTHYecKoe  uccienoBanue.  [ns

Bepu(HUKaMU HACIEICTBEHHOW THUPO3MHEMHUH | THIa HEOOXOAUMO MPOBOAWTH MOUCK MYyTAaIluid B
rene FAH. /Ins onpenenenuss nporpecCUpyroniero CEMEHHOT0 BHYTPUIIEUEHOYHOT0 XoJiecTaza 1 u
2 tuna HeoOXOaUMO TPOBEACHHE MOJEKYISIPHO-TEHETHUYECKUX HMCCIeIOBAaHUMN, HAMPABICHHBIX HA
nouck mytaruii B reHax ABCB11 u APT8B1. O6napyxxenune mytaruu B renax JAG1 u NOTCH?2

MTO3BOJISIIOT BEPUPHUITUPOBATH CHHAPOM ATKHILIS (PUCYHOK 8).
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BbIBO/IbI
Bpoxnénusie xonecraruyeckre OOJE3HU NPEACTABISIIOT cO00il TspKenble (OpPMBI MAaTONOTUU
[IEYEHU C HCXOJO0M B LIUPPO3, COINPOBOMNKAAIOTCH CXOAHBIMM KIMHUYECKHMHU IPOSBICHUSAMH,
TPYAHOCTSAMHU B U epeHInanbHON qUarHoCTUKE, HEOOXO0AUMOM Uil UX PAHHErO BbIABJIECHUS
U OIpeesICHNs] TAKTUKU BEICHUS MallUCHTOB.
B neGrote BpOXIAEHHBIX XOJIECTAaTUYECKUX OOJIE3HEH y JeTel paHHEero Bo3pacTta Hamboiee
3HaYMMbIMM KIMHUYECKUMH IPOSBICHUSAMH SBIAIOTCSA 3aTSDKHAS OKENITyXa B HEOHATaIbHOM
NepUo/ie, TUIIOXOIMS WM axoJus CTyJa, TenaToMerainus Wik renaTocIyieHOMerainus y Aerel,
POIMBIIMXCS C BHYTPHYTPOOHOH runmorpoduei, or OEpeMEeHHOCTH, MPOTEKABIIEH C Yrpo30i
npepbiBaHus. CUHIPOMBI TUCIICTICHH, JIMXOPAAKH W PAXHUT XapaKTEepHBI JJIsI XOJiecTas3a
BCJIEJICTBHME HACJIEICTBEHHON TUPO3UHEMUH | TunA.
OcHOBHBIMU TG hepeHaIbHO-IMarHOCTUYECKUMU KPUTEPHSIMU BPOXKJIEHHBIX
XOJECTaTHYECKUX  OOJe3HeW y  JeTe  SBISIOTCS ~ XPOHOMETPHUYECKHE  ITapaMeTphl
renaToOMIMCIMHTUTPAGUH: BpeMs MaKCHMAaJIbHOTO HAKOIUICHHS paguodapMIipenapara,
IIOJTyBBIBE/IEHUS pajnodapMIpenapaTa U IOCTYIUICHUS MEUCHOH JKeTUU B KUILIEYHUK.
IIpu nmporpeccupyromeM ceMeiiHOM BHYTPUIIEUEHOYHOM XOJIeCTa3e U OWJIMApHOW aTpe3uu
BpeMs MaKCHMaJIbHOTO HAKOIUICHUS 3aMeUIEHO, a BpeMs IIONYBBIBEJCHHUS W BpEMS
MOCTYIUICHNSI MEUEHON KeTYM B KHUIIEYHUK OTCYTCTBYIOT. IIpm cuHIpoMe ANaxwiuis Bpems
MaKCHUMAaJIbHOTO HAKOIUIEHUS COCTaBisieT 12,8 MHHYT, BpeMs IMOJyBBIBEACHUS 3aMEUICHO U
cocTapisieT Oonee 42,1 MUHYT, U PUKCUPYETCS BpeMs MOCTYIUICHUS KeJIYM B KUIIeyHUK. [Ipu
XoJecTa3e BCJEJICTBHE HACIEACTBEHHOM THUPO3WHEMMHM 1 Tuma BpeMs MaKCHMalbHOTO
HAKOIUICHUS M BPEMS MOCTYIUICHHS JKE€TYM B KUIICYHHK CXOJHBI C CHHIPOMOM AJaKWILISA, a
BpeMs MOTYBBIBEICHHS COCTaBIIsIeT MeHee 42,1 MUHYT.
JUist IpoTrpeccupyoIiero CeMeHOro BHYTPUIIEUEHOYHOI'O X0JIeCTa3a XapaKTepHO MOBHIIIEHUE
ypOBHEH anaHMHaMHMHOTpaHc(depassl W oOmiero OwnMpyOuHa ¢ mpeoOnagaHHeM MpsIMOM
bpakun CBBIIIIE 7 BEPXHHUX TpaHUII HOPMBI, npu ITOM YPOBEHB
raMMariloTaMHITPAHCIICTITHAa3bl HE TPEBBINIAET 2 BEPXHHUX I'paHUI HOPMBI. J[ist OnnmapHOi
aTpe3uy XapaKTepHO 3HAYCHHE YPOBHs alaHMHAMUHOTpaHc(depas3bl B quana3oHe 3-7 BEepXHUX
TpaHuIl HOPMBI M YpPOBHM o0OIIero OwiupyOumHa ¢ mpeobiasaHueM NpsMOW (Qpakuuu U
raMMariloTaMHITPAHCIICTITHAA3bl, TPEBBIIIAIOIINE 7 BEPXHUX TpaHHIl HOpMBL. [y cuHApoMa
ANaxuuisi XapakTepeH YpOBEHb alaHWHAMHHOTpaHc(]epasbl, HE MPEBHIIAIONINN 3 BEPXHHUX
TpaHMIl HOPMBI, a TAKXKE coziepkaHue oomiero OmmpyOnHa ¢ mpeodaaiaHueM npsiMoi ppakiuu
U YpOBEHb TaMMarillOTaMWITPAHCIIENTHIA3bl, HAXOIAIIMECS B JUana3oHe OT 2 10 7 BEPXHHUX

rpaHull HopMbl. [l71st XonecTa3a BeiaeICTBUE HACIEICTBEHHOM TUPO3UHEMHH | THIa XapaKTepHbI
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YPOBHU allaHMHaAMHUHOTpaHc(depassl M o0mero OwimpyOuHa ¢ MpeodiajaHueM MpsIMOi
¢bpakuuy, He  IpeBBINAONIME  TPEX  BEPXHMX  TIPaHUIl  HOPMBI, MW  YpPOBEHb
raMMariIroTaMWITPAHCIIEITHAA3b], HE IIPEBBIIAIOIINN JBYX BEPXHUX IPAHUL] HOPMBI.
B 3aBuCHMOCTH OT YCTaHOBJIEHHBIX KJIMHHUKO-aHaMHECTUYECKMX HpPOSBIECHUI 3a0oseBaHus,
JaHHBIX OWOXMMHMYECKOTO aHajh3a KpPOBH M pE3yJbTaTOB TIeMaTOOMIMCHUHTUTpADUH,
XapakTepHBIX JUIA OTACIBHBIX (OPM BPOKIACHHBIX XOJIECTATUYECKUX OOJEe3HEH, s
BepU(UKALMU JMAarHo3a MOKA3aHO MPOBEJEHHUE MOJIEKYJSPHO-TEHETUYECKOIO HCCIIEOBAHUS:
TaHJEMHOU MaccC-CIIEKTPOMETPUN aMUHOKHCIIOT, OIIpE/ICTICHUE KOHLEHTpaluu
CYKLIIMHWJIALIETOHA B KPOBH M Moue M oOHapyxkeHue myrauuii B rene FAH Bepudummpyror
HACJIEICTBEHHYI0  THUPO3MHEMHMIO | THUma; MpOBEIEHUE  MOJEKYJISIPHO-T€HETHUECKUX
WCCIEAOBaHUM, HampaBleHHbIX Ha mnouck wmyrauuid B reHax ABCBl11 u APTS8BI,
BEpUDULIUPYIOT MPOrpecCUPYIOMUil ceMelHbI BHYTpUIIEYEHOUHBIH XosecTa3 1 u 2 Tuna; B
reHax JAG1 u NOTCH2 — cunapom Anakuiiis.
INPAKTUYECKHUE PEKOMEH/JIALIUHN
JleTsiM ¢ 3aTsSKHOU JKENTYXOW B HEOHATAJILHOM IIEPUOJIE, TUIIOXOJIMEN WM axoJIMed CTyla,
rernaToMerajieil WM renarocijieHoMeraiueil, KOTOpbleé pPOAMINCH C BHYTPUYTPOOHOMH
runorpodueir or OepeMeHHOCTH, NPOTEKaBIIEH ¢ Yrpo3oil mNpepbIBaHUs, HEOOXOAMMO
IIPOBECTH OMOXMMHUYECKOE UCCIIE0BaHNE KPOBU C OIpEEICHHEM YPOBHS OOIIETro U MPsSMOTo
OwinpyOuHa, alaHMHAMUHOTpaHc(epasbl, T'aMMarIIOTAMUITPAHCIENTUAA3bl, H3MEHEHUN
KOaryJorpaMmbl, a TakKe MPOBECTH KIMHUYECKMH aHalIu3 KPOBU, B KOTOPOM OOHapyKeHHE
aHeMHUHU M TPOMOOIMTONEHUH HapsAy C Koaryjonatueil o0ycloBIHMBaeT HEOOXOIMMOCTb
UCCJIEJOBAaHUM KPOBHM M MOYHM Ha CYKUMHWIALIETOH C LIEJbI0 MCKIIOYEHMs] HACIIEICTBEHHOMN
tupo3uHeMun | Ttuna u guddepeHunpoBaHus €€ ¢ cuHApoMoM Anaxuiuid. JletaMm ¢
MOJI03PEHUEM Ha HACJIEICTBEHHYIO THUPO3MHEMMIO | THUHa MPOBOJUTCS HCCIEJOBAaHHME Ha
ofpeieieHne KOHIIEHTpaluil (heHuIalaHuHa 1 THPO3HHA B KPOBU METOOM TaHJIEMHOM Macc-
CHEKTPOMETPUM, a TMpPU UX TOBBIIIEHUH TPOBOJUTCS OINpeAeNieHHe KOHIICHTpaluu
CYKIIMHWJIALIETOHA B KPOBU U MOYE.
JletaM ¢ TOJO3peHHMEM Ha XOJIeCTaTW4YecKue 3a0oJieBaHUS IOKAa3aHO IPOBEJCHHE
renaToOMINCHUMHTUTPAUN  C  OINpEJeIEHHEM BPEMEHH MAaKCHUMaJIbHOIO  HAKOIUICHMS
panuodapmnpenapara B eUe€HU, BpEMEHU MOJIYBbIBEACHUs paanodapmipenapara U3 nedeHu
¥ BpEMEHU IMOCTYIUIeHUs paanodapmmnpenapara B KuiedyHUK. C MOMOIIBIO 3TUX MOKa3aTesen
npoBoguTcs AudQepeHnnanbHas AMarHOCTHKA THUMA BHYTPHUIIEYEHOYHOTO XoOJjecraza —
BHYTPUKJIETOYHOTO CUHYCOUJAIIBHOTO OT AYKTYJIsIpHOrO. [lJI Mporpeccupyromero ceMeinHoro

BHYTPUIICYCHOYHOT'O XOJIeCTa3a M OWJIMApHOM aTpe3uH XapaKTepHO OTCYTCTBHE BPEMEHH
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NOJyBBIBEIEHUS paguodapMIipenapara u3 MeYeHn 1 BpeMEHHU MOCTYIUICHUS €r0 B KUIICYHHUK,
a BpeMs MaKCHMaJbHOTO HAaKOIUIEHHUs paauodapmrpenapara B Ie4eHH MpeBbimaer 12,8
MuHyT. Ilpn cuHapome Anaxwuwuiss W HACIEICTBEHHOM TUpo3uHeMuHn 1 TuUma Bpems
MaKCHUMaJIbHOI'O HAaKOIJIEHUs paauodapmipenapara B nedyeHu MmeHee 12,8 MHHYT, umeercs
NOCTYIUICHHWE €r0 B KHUIIEYHUK M BpeMs MOJYBBIBEIEHUS panuodapmipenapara U3 MEUCHH,
KOTOpO€ INpU HACIEACTBEHHOW THpo3uHemMuM | Tumna meHee 42,1 MHMHYT, a IpU CHUHApPOME
Anaxwumisg — 6onee 42,1 MUHYT.

JuddepenuupoBars xojecraTUUecKue OONE€3HM Yy JeTel MO3BOJSET COBOKYIHOCTb
WU3MEHEHHUI TaKuX OMOXUMHUYECKUX noKaszaresei KpOBH, KaK YPOBEHB
aTaHMHAMUHOTpaHcepas3pl, 00mero OwmpyOuHa ¢ TpeodiagaHueM TpsSIMON  (pakiuwy,
raMMarjroTaMUITpaHCIeNnTuAa3bl. s nIporpeccupyromero ceMeMHoro BHyTpUIIE4€HOUYHOTO
XoJecTa3a XapaKTepHO IIOBBIIEHHE YpPOBHS ajllaHMHAMUHOTpaHC(epa3bl M 0OLIero
OunmupyOuHa C mpeoOiagaHueM NpsMOM (Qpakiuy BhIIIE 7 BEPXHUX TPaHHUI] HOPMBI U
HaXOAUIMICA B TpeAenax pedepeHCHBIX 3HAUCHWH WM HE TPEBBINIAIONINN JIBYX BEPXHHX
IpaHUIl HOPMBl YpPOBEHb TraMMarjiloTaMuiITpaHcnentuaassl. Jinst OwimapHoil arpe3un
XapakTepeH HaxoJAAUMiics B Juamna3oHe OT 3 10 7 BEpXHUX TPaHUL HOPMBI YpPOBEHb
aJaHMHAMUHOTpaHcdepasbl, a ypoBEeHb oO0IIero OunupyOMHa ¢ TpeodiaaHveM MPsSMOi
dpakuuyu ¥ TaMMariJrOTaMUITPAHCIICNTHIA3bl, TMPEBBIIIAOIMNE 7 BEPXHUX TPAaHHUI HOPMBI.
s cunapomMa AnaKuiuis XapakTepeH He MPEeBbIaonni 3 BEpXHUX IPaHULl HOPMbI YPOBEHb
aJlaHUHaAMUHOTpaHc(epas3bl, ypoBeHb o0Iiero OunupyOMHa ¢ mpeodiaafaHueM MpsIMON
dpakuuy, HaxoAslMiics B aAMana3oHe 3-7 BEPXHUX TIpPaHHUIl HOPMBI, U YPOBEHb
raMMarifoTaMIJITPAHCTICTITUAA3bl, HAXOMAIIMICSA B JAMANa3oHe 2-7 BEPXHHUX T'PAaHUI] HOPMBI.
Jlns xonectaza BCIIEICTBUE HACIIEACTBEHHOW THPO3MHEMHH | THIIa XapakTepeH YpOBEHb
aJlaHUHaMUHOTpaHc(depassl U obuero ounMpyorHa ¢ npeobinagaHueM MpsMol (paxiuu, He
IpEeBbIIAIOIINE TPEX BEPXHUX I'PAHUI] HOPMBI, U YPOBEHb raMMariIfOTaMUITPAHCIICNTH A3k,
HE MPEBBIMIAIONINA TBYX BEPXHUX TPAHUI] HOPMBI.

[TatmeHTHI, OTBEYArOIIME BHIMICYKA3aHHBIM KPUTEPUSM, HYXKIAIOTCS B TOATBEPKICHUN
JIMarHo3a MyTeM MpOBEIEeHUS MOJIEKYISIPHO-TEHETUYECKUX UCCIIEOBaHUM: Ul BepU(UKAIIIH
HaCJIe/ICTBEHHON THUpo3uHeMuu | Tuma HeoOXoauM mouck myrauuit B reHe FAH; cunapoma
Anaxwumia - nmouck mytanuii B reHax JAG1 u NOTCH2; mporpeccupytomero cemeitHoro

BHYTPUIIEYEHOYHOT'0 X0JecTasa - mouck myTanuii B renax ABCB11 u ATP8BI1 (puc.8).
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Pucynoxk 8. AnroputMm mnomaroBod nuddepeHranbHOil JAMAarHOCTUKH  BPOXKIEHHBIX

XO0JIECTaTUYECKUX OOJIE3HEH Yy IeTeH paHHETo Bo3pacTa
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