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OBIIIASA XAPAKTEPUCTUKA PABOTHI
AKTYaJIbHOCTH TeMbI
Bpoxxaennsrii Oysuiesnsiii snuaepmonns (BB3) — rpynmna 3a6oneBanuii, XapakTepu3yOmuxcs
MOBBIIIEHHOW XPYMKOCTBIO KOXKHM, OOIIEW 4YepTOM KOTOPBIX SBISETCS OOpa3oBaHHE My3bIpell B
pe3yJIbTaTe MUHUMAIBHOM MEXAHWYECKOM TpaBMbl C HApyLIEHHEM LIEIOCTHOCTH JIEPMO-
snuaepmanbHoro coeauaerns (Has C. et al., 2020).

BB3 mpencraBnen 4 OCHOBHBIMH (pOpMaMu: MPOCTOM, MOTPAHUYHOM, AUCTPOPUUECKON H
curgpomom Kunanep (Bardhan A. et al., 2020; Has C. et al., 2020). Kaxxaprit nontun BB Bo3HuKaeT
B pe3ylpTare MyTaluid B TeHAX, KOAMPYIOIIMX HECKOIbKO pa3IMYHBIX OETKOB, KOTOPHIC
HETMOCPEJCTBEHHO YYacTBYIOT B MOJICP’KaHUH CTPYKTYPHOM CTaOMIIBHOCTH KEPATHHOIIMTOB MM MX
aaresuu k moexarieit nepme (Fine J.D., 2010).

Tsoxectp TeueHuss BED MoxkeT BapbHpOBaTh OT JIETKOM 10 KpalHE TshKenou. J[Jis HEKOTOPBIX
(bopm 3a0051€BaHUS XapaKTEPHO CIIOHTAHHOE TOSIBIICHHUE ITy3bIPE, TOPaKEHUE CIAM3UCTHIX 000JI0UYEK
MOJIOCTH PTa C PAa3BUTUEM MHUKPOCTOMHM U aHKUJIOTJIOCCHH, MATOJOTHS 3yOOUYETIOCTHON CHUCTEMBI,
KEITyTOYHO-KUIIEYHOTO TpakTa ¢ (OPMUPOBAHUEM CTPUKTYpP TMHUIIEBOJA, MOYEIONIOBOW CHUCTEMBI,
pa3BuTHE JedopMalnii KOHEUHOCTEH B BUI€ KOHTPAKTYP U IICEBIOCUHAAKTIINHI. Bee aTu mposBrneHus
B COBOKYITHOCTH C TSKECTBIO KOXKHOTO MPOLIECCa MPUBOJAT K HEAOCTATOYHOCTH MTUTAHMSI PA3TUYHON
creniean BeipakeHHocTH (Bardhan A. et al., 2020; Mariath L.M. et al., 2020; Murat-Susi¢ S. et al.,
2011).

Hapymenue nutaHus 1 HEAOCTATOK B OCHOBHBIX NMUTATENBHBIX BEIIECTBAX M HSHEPIHUM IMPSMO
MPOMOPUMOHANIbHEI cTeneHn Tsokecth BBD. CToUT OTMETHUTH, YTO HEAOCTATOYHOCTh HUTAHMS
HanboJiee XapaKkTepHa Ui MOTPAaHUYHON U AUCTpoduuecKkoir Gopmbl 3a001eBaHusl U 00yCIOBICHA
OOIIMPHBIM MOPa)KEHHUEM KOXKHOTO TIOKPOBA U BOBJICYCHHUEM CIIM3UCTBIX 00onouek. Ilpu mpoctom
BB3 u cungpome Kunanep HyTpuTHBHAs HeOOCTaTOYHOCTh MeHee BbipaxkeHna (Fine J.D., 2010;
Zidorio A.P. et al., 2015). CBoeBpeMeHHasi AUArHOCTUKA M KOPPEKIIMs HEJOCTATOUHOCTH MUTAHUS
CHIDKAET BEPOSTHOCTh OCJIOKHEHUN M TSDKENBIX MCXOJ0B OCHOBHOTO 3a0oneBanus (Salera S. et al.,
2020; Makaposa C.I'. ¢ coaBt., 2019; Mypamxkun H.H.c coast., 2018).

B Hacrosimiee BpeMs 3HAUWMTENbHOE BHHUMAHUE YAEISETCS HCHOIb30BAHUIO TEXHOJOTHMA
VMHTEIUIEKTYaJIbHOTO  aHAIM3a JAaHHBIX JUIs JUArHOCTUKH W MPOTHO3UPOBAHUS  PA3IMYHBIX
3a0oJeBaHUi. DTH MOAXO/IbI HAMIPABIICHBI HA TIOBBIIIEHUE Ka4eCTBA MEIUIIMHCKOM MOMOIIIM 32 CYET
0oyiee TOYHOTO M CBOEBPEMEHHOTO BBISIBICHHS PA3UYHBIX COCTOSHUN M WX HCXOMOB, a TaKKe
ONITUMM3AINH JIedeOHO-Tuarnoctudecknx mepompustuit (['omyokos A.B., 2021; I'yces A.B., 2017).
OmHUM U3 KITIOUEBBIX HAMIPABICHUN SIBIISICTCSI IPUMEHEHNE METOIOB MAIIMHHOTO 00yUeHUs, BKITIOYast
uckyccrBeHnble HelipoHHble cetu (MHC), xoTopeie Bce Yallle MCHOMB3YIOTCA JJISl PEIICHUs 3a1a4
MPOTHO3UpPOBaHMUA 3a0ojeBaHuid W aHamm3a ux ocobenHocre. MHC mpencraBmsitor coboi
MaTeMaTHYECKUE MOJIENH, a TaKK€ HMX NPOrpaMMHBIE WIHM anlapaTHble peau3alud, KOTOpbIE
UMUTHPYIOT TPUHIUIBI OpPraHu3alid ¥ (PYHKIMOHUPOBAHUS OMOIOTMYECKUX HEHPOHHBIX CeTel
(Cunen . c coant. 2018; Liu Y., 2020).

Hcnonb3oBaHue TOYHBIX MPOTHO3HBIX MOJIENEH HA OCHOBE aJTOPUTMOB MAIIUHHOTO OOYUYEHHS
OTKPBIBAET HOBBIE BO3MOXHOCTH JIJISl IMArHOCTUKH OCJIOkHEHMH BB, B TOM uncie BOZHHUKHOBEHHUS
HEJOCTaTOYHOCTU IUTaHUS C ULENbI0 CBOEBPEMEHHOI'O OKAa3aHWs HYTPUTUBHON NOIIEPKKH H
TUTAHUPOBAHUSI JIEYEOHBIX MEpPOMPUSATHIA, HAMPABICHHBIX HAa KOPPEKLMIO HYTPUTHBHOIO CTaTyca.
Pa3paboTka eAMHBIX aNTOPUTMOB MO AUATHOCTHKE, KOPPEKIIMH U MOHUTOPUHTY HEAOCTATOYHOCTHU
nutanus y nereit ¢ BbD ¢ ucnons3oBannem MHC onpenenstoT maHHYIO JUCCEPTAIMOHHYIO paboTy
KaK aKTyaJIbHOE, HAYYHO M MPAKTUYECKH 3HAYNMOE UCCIIEJOBAHUE.



CreneHb pa3pado0TaAHHOCTH TeMbI

B Hacrosiee BpeMsi He CyHIECTBYeT mHaToreHerudeckoro JsiedeHus BBD, a umerommecs
TEpANEBTUUECKUE MEPONPHUITHS HOCAT CUMIITOMAaTUYECKUI U, 3a4aCTy10, MAJJIMATUBHBIN XapaKTep
(Murat-Susi¢ S. et al., 2011; Bardhan A. et al., 2020). B cBsi3u ¢ 3TM npoaokaeTcs pa3padoTka
HOBBIX MOAXOJOB K JICYCHHIO, OILICHKE W Koppekiuu ocnoxHeHuit mpu BBD (Baardman R. et al.,
2022).

Psan uccienoBaHuii AEMOHCTPUPYET BBICOKYHO YacTOTY HYTPUTHBHOM HEAOCTATOYHOCTH Y
neteit ¢ nuctpoduueckum BBED u 6oree Hu3Ky1o - y AeTeit ¢ mpocToi popMoit 3a060aeBaHus, OJHAKO
pacIpoCTPaHEHHOCTh HEIOCTATOYHOCTH MUTAHUA Y ACTEH ¢ peaKoil morpanndnoit popmoit BB ne
uzydeHa. Taxke, OTCYTCTBYIOT 3(h(PeKTUBHBIE HHCTPYMEHTHI MPOTHO3UPOBAHUS HEAOCTATOUHOCTHU
MUTaHUs NP pa3nuuHbiX Gopmax 3ad6oneBanus (Freeman E. et al., 2008; Fine J.D., 2010; Salera S.
et al., 2020).

Henocrarounocts muranust y xaereir ¢ BBD mpeacraBmsier co0oit  akTyaiabHYIO, HO
HEJI0OCTaTOYHO pa3paboTaHHyr0 mpobieMy. [IporHo3upoBanre HYTPUTUBHOM HEIOCTATOUHOCTH Y
JeTeil TaHHBIM 3a00JIEBAaHUEM MMEET BaXXHOE KIIMHUYECKOE 3HaYeHUE M pelIeHUe 3TOH 3a7aun Ha
COBPEMEHHOM JTame HauOoliee ONTHUMAIbHO M S(PPEKTUBHO MOKET OBITH OCYIIECTBICHO C
MCIOJIb30BAaHUEM MHCTPYMEHTOB UCKyCCTBeHHOTO uHTEewekra (UN).
eas ucciaexoBanus

JInst onTUMU3AMK TaKTUKA BEIEHUSA JETEH C BPOXKACHHBIM OYJIJIE3HBIM JMHAECPMOIIU30M
pa3paboTaTh MIKaJIy KOMIUIEKCHOW KOJMYECTBEHHON OIEHKM M TMPOTHO3UPOBAHHUS PHUCKA
HEJI0OCTAaTOYHOCTU MHUTAHUS y JIeTed ¢ pa3nuvyHbIMU (GopMaMH 3a00€BaHUSI C HCIIOIb30BAHUEM
WHCTPYMEHTOB HUCKYCCTBEHHOI'O HHTEJUIEKTA.
3amauum ucciie0BAHNUS:

1. [IpoBecTn TreHETUYECKOE UCCIENOBAaHUE C I1ENbl0 BepUUKAIMU PANMHUHBIX (Popm
BPOKJAEHHOI'0 OYJIJIE3HOTO 3MUAEPMOIIN3A.
2. OneHuTh HAMMYKE U CTETCHb TSHKECTU HEJOCTATOYHOCTU MUTAHUS, a TakKe 0COOCHHOCTH

HYTPUTHUBHOTO cTartyca y naeted ¢ oT 3 mo 18 nmer c¢ pa3nuunbiMu (opmMamMu BPOKIESHHOTO
OyJUIE3HOTO 3MUIEPMOIIN3A.
3. Onpenenuth Hambosee 3HAUMMbIE MOKA3aTeNd HYTPUTUBHOTO CTaTyca U pa3palboTaTh
MOJIeNIb MPOTHO3UPOBAHUS HEJIOCTATOYHOCTH MUTAHUS Yy MAIMEHTOB C Pa3IMYHBIMU (opmMamMu
OyJUIE3HOTO MUIEPMOIIN3a, ONPEICTUTh METPUKU MOJIETIH.
4. B mpomecce o0yueHuss MojAeNnu BBISIBUTH KIIIOUEBBbIE (DAKTOpBI, BIUAIOIMINE Ha €€
YyBCTBHUTEJIBHOCTh K MPOTHO3UPOBAHUIO HEAOCTATOYHOCTH MMUTAHUS Y TAIMEHTOB C BPOKICHHBIM
OyJUIE3HBIM SIUEPMOIU3ZOM.
5. [IpoBecTH OLIEHKY COCTOSITEILHOCTH MOJEIH MPOTHO3UPOBAHUS HEIOCTATOYHOCTH MUTAHUS
Ha MPOCTIEKTUBHBIX JaHHBIX. Ha OCHOBaHMM MOJIyYeHHBIX JaHHBIX pa3pad0TaTh MIKATY IS OLICHKU
pUCKa HEJOCTAaTOYHOCTHM NHUTAHUS Yy NAIUEHTOB C pPa3IU4YHbIMUA (HOpPMAMH BPOKICHHOTO
OyJUIE3HOTO 3MUIEPMOIIN3A U OIICHUTH €€ 3(PPEKTUBHOCTH B PEAbHON KIIMHUYECKOMN MPaKTHKE.
Hay4ynast HoBu3Ha
BnepBbie ObulM  KCIONB30BAaHBI WHCTPYMEHTBI HCKYCCTBEHHOTO MHTEIUICKTA ISt
MTOCTPOCHUS MOJEIIH POrHO3UPOBAHNS HYTPUTUBHOM HEOCTAaTOYHOCTH Yy Jereid ¢ BBD.
BnepBeie npoBeneHa KOMIUIEKCHAsI OLEHKA COCTOSIHMS NMUTAaHUA y AETEH C pa3IuyHbIMU
dbopmamu BB3, Britouas norpannunyto. Biepsrie y nereii ¢ peakoit norpannanoit gopmoii BED
OIpEeJIeJIEHa YaCTOTa HEJOCTATOYHOCTH UTaHus, KoTopas cocrasuia 50%.
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Bnepseie mpoBeneHo ucciaeqoBaHWE OCOOCHHOCTEM MHHEPAIBHOW TIOTHOCTH KOCTHOM
TKaHHU B Tpymmne jaered ¢ paznuunbiMu Gopmamu BB, Bkitouas nereit ¢ morpanudHoi ¢hopmoi
3a00yieBaHusl, KOTOPOE MPOJAEMOHCTPUPOBANIO, YTO JIaHHAs KAaTEeropus MAIlMEHTOB, TAKXKE KaK U
netu ¢ gauctpoduueckoir ¢dopmoit BBD, HaxomuTcs B Tpynme pucka MO HapyHICHHIO
MHHEpAIN3aU1 KOCTHOW TKaHHU.

BnepBble mpu momomm MOAENHM MANIMHHOTO OOydYeHHs pa3paboTaH MPUKIATHOM
WHCTPYMEHT JIJIs1 KOMIJIEKCHOW KOJTMYECTBEHHOW OLICHKH M TPOTHO3UPOBAHUS pPUCKA HYTPUTUBHOU
HEJIOCTaTOYHOCTH y nieTeit ¢ BED.

Teopernueckasi 1 NPAKTHYECKAs 3HAYMMOCTh

Pe3ynbTaTel McCcnenoBaHUs IMO3BOJIMIIA OLIEHUTh YacCTOTY HEJAOCTATOYHOCTH IUTAHHS Yy
JeTei ¢ MPOCTHIM, MOTPAHUYHBIM U TUCTPOPHUUECKUM OYyIIJIE3HBIM 3MUIEPMOIU30M, YCTAHOBUTD,
YTO CHWXKEHHUE Tokazarensi pocta kK Bospacty (Height-for-Age Z-score, HAZ) y nereit ¢ BBD
XapakTepusyeT Hanbosee Tsxkenbie GOpMbl XPOHUYECKOM HETOCTATOYHOCTH MUTAHUS.

Pe3ynbTaThl MPOBEAEHHOIO UCCAEAO0BAHUS TPOAEMOHCTPUPOBAIIN, YTO JETH C IOTPAHUYHOM
dopmoit BED, Taxke kak u netu ¢ auctpoduueckoit Gpopmoit 3a60aeBaHus, HAXOASTCS B TPyIIe
pHUCKa M0 HAPYUICHUIO MUHEPAIU3allMi KOCTHOM TKaHH.

[To pesynpraTam nuccepTalMOHHOW pPAaOOTHI BBHISBIEH KOMIUIEKC HanbOosee 3Ha4MMbIX
MoKasaresnei JijIsl MPOTHO3UPOBAHUS U UACHTU(DHUKAIIMN CTETIEHH HYTPUTUBHON HEOCTATOYHOCTH
y manueHToB ¢ paznuyHbiMu popmamu BBD. B kauecTBe KiO4eBBIX OMOXUMUYECKUX MapKEPOB
JOJKHBI UCTIONB30BATHCSA YPOBHH allbOyMHHA, JKeJie3a, Kalblius U BUTaMuHa D B KpoBH, KOTOpPbIE
OTpa)aroT HE TOJILKO HyTPUTUBHBIN CTATYC, HO U O0IIEE COCTOSIHUE METa00INYECKOr0 TOME0CcTas3a
MAalKeHTa.

Pa3paGotannass B paMKax UCCIEIOBaHHUS MOJENIb MAaIIMHHOTO OOy4YeHus JJid
MPOTHO3UPOBAHUS HEJOCTATOYHOCTH IHUTAHUS TO3BOJSET BEPHO OMNPEACIUTh OTCYTCTBHE
HEJIOCTATOYHOCTH NUTaHud y nauueHTtoB ¢ BBD B 100% ciyyaeB npu BKIFOYEHUH B MOJEIb
mokasaresst pocta kK Bospacty (kimacc 0, HAZ > 2) u B 83% cny4aeB npu BKIIOYCHUHU & B MOJCIb
MoKa3aressi MHIAEKC Macchl Tena kK Bo3pacty BAZ (xnacc 0, BAZ > -1).

[lo pe3ynbraraM MNPOBEACHHOTO KCCIEAOBAHUS OMNPEACICHBI KIIOUEBbIE (PAKTOPHI,
BIIMAIOLIME HA OLIEHKY COCTOSIHMS NUTaHus naiueHToB ¢ BBD: Bo3pacT mamueHTa, TAKECTb
TeUeHHUsI 3a00JIeBaHUsI, TA0OpPATOPHBIE TTOKa3aTenu (aTp0yMIH, KaJlbIIHi, jkelie30, BuTaMuH B12 u
BUTaMHH D), mokaszaTenn KOCTHOrO oOMeHa (MHUHEpalbHas IJIOTHOCTh KOCTHOM TKaHM U Z-
KPUTEPHUIl OCTEOJACHCUTOMETPHUH), YTO MMEET BAXXKHOE KIMHMYECKOE 3HA4YeHHE IS pa3paboTKu
CTpaTeruil JICUCHHs] U MUTAaHUS JaHHOW KaTErOpUH MalkeHTOB.

Pe3ynbraTel MaHHOTO HCCIAEAOBAHMS TO3BOJMIM pa3paboTaTh MIKaTy OIEHKH pHUCKa
HYTPUTHUBHON HEJAOCTATOYHOCTH Yy nanueHToB ¢ BBED. Ouenka pa3paboTaHHOMN IIKaJIbl B peaibHON
KIIMHUYECKON MPAKTHUKE MOKa3aJla, YTO JAHHBIA MHCTPYMEHT aJ€KBAaTHO OTPaXaeT HYTPUTHUBHBIC
PUCKHU y MAIIMEHTOB ¢ pa3au4HbiMu popmamu BED.

PesynbraTel nuccepTalliOHHONW pabOTHl TMO3BOJWIM ONTUMHU3UPOBATH CYIIECTBYIOIIHNE
MOAXOJAbl K JUArHOCTUKE HEIOCTAaTOYHOCTH MuUTaHusa y jaerei ¢ BBD, a Takxke paspaboraTh
MPAaKTUYECKUE PEKOMEHJAUWA 10 ONPENEICHHI0 HAJIW4YAsg W  pUCKA  HYTPUTUBHOU
HEJIOCTaTOYHOCTH, BO3MOKHBIE TyTH CHUKEHHSI HETaTUBHOT'O BIMSHUSA HEJOCTATOYHOCTH TUTAHUS
HAa OpraHW3M, YTO OKa3bIBA€T 3HAUYMUTENBHBIN TMOJNOXKHUTENbHbIH H((EeKT Ha KauecTBO U
MPOJIOIKUTEIBHOCTD KU3HU NAMEHTOB, & TAK)KE UMEET BBICOKYIO COLMAIBHYIO 3HAUUMOCTb.
BHeapenue pe3yabTaTtoB padoThl B IPAKTHKY

OCHOBHBIE TOJIOXKEHUSI JUCCEPTALMOHHOM padOThl BHEAPEHBI M HCHOJB3YIOTCS B
kimangeckoi npaktuke @I'AY "HMMUL] 3mopoBses nereit" Munsapasa Poccun (T. Mocksa), [AY3
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«PKKB/I» (r. Kazans), I'BY3 «KKB/I» Munucrepctsa 3npaBooxpaneHuss KpacHogapckoro kpas
(r. Kpacnomap), I'BY Pocrosckoit obmactu «OJKb» (r. Pocros-na-/lony) u I'bY3 «HUKU
nerctBa M3 MO» (r. MockBa), a Takke BHEAPECHBI B YYEOHBIM TIporecC Ha Kadeape
nepmaroBeHneposoruu u kocmerosnorun GI'bBY 1O «III'MA» Ynpasnenus aenamu [Ipesuaenta
Poccuiickon @enepannm.
JInyHoe yyacTue aBTOpa B NOJYYEHUN HAYYHBIX Pe3yJIbTATOB

ABTOPOM IPOBEJICH aHATN3 OTEYECTBEHHOU 1 3apyOeKHOM TUTepaTyphl O JAHHOW HAYYHOU
npoOrieme, OnpeAesieHbl 1eib U 33aJa4i Hay4yHOU paOoThl, MOJOXKEHUS, BHIHOCHMbIC Ha 3aIIHTY,
pa3paboTaH nu3aiiH. ABTOpPOM MPOBEICH COOp HEOOXOAMMBIX TAHHBIX, TOATOTOBJICHA 06a3a TaHHBIX
MAIMEHTOB, OCYIIECTBIIEHA €€ 00paboTKa, aHAIN3 U UHTEPIPETALNS MOJIYYCHHBIX PE3yIbTaTOB C
HaMMCaHWEeM MyONUKAIMA U MMOATOTOBKOM JTOKIIA0B IO TEME AUCCEPTAMOHHON PaOOTHI.
MeTon010rusl 1 METOAbI HCCJICA0BAHMUS

B 1aHHOM HEpaHIOMU3UPOBAHHOM KOHTPOJIHUPYEMOM IKCIEPUMEHTATBHOM HCCIEA0BAaHUU
ObUTM MPUMEHEHBI aKTyalbHBIC JI0KA3aTeNIbHbIE KIMHUKO-CTAaTUCTUYECKHE METOJbI, MPOBEACHA
OIIEHKa aHTPOMOMETPUYECKUX TMOKa3zaTeynel Jerel ¢ paznuuHbiMu Tunamu BBD ¢ momoruisio
nporpammbel BO3 ANTHRO plus, onpenenenue ypoBHS 71a00paTOpHBIX MOKa3aTeneld KpOBH,
KOCTHOTO BO3pacTa M JIEHCUTOMETPHUH, ONPEACIICHO BIUSHHE CTEHEHU TSKECTU KIMHHUYECKUX
MPOSIBJIICHUI OCHOBHOTO 3a00JI€BaHUS HAa COCTOSIHUE MTUTAHUS.
OcHOBHbBIE 10JI0OKEHHS, BHBIHOCHMbIE HA 3aILHUTY:
1. V nmereii ¢ pasnuunsiMu ¢opmamu BBD HabnrogaeTcss HapylleHHe HYTPUTUBHOTO CTaTyca,
yTsDKensdmoniee TedueHue 3aboneBaHua. OIllEHKAa aHTPOMOMETPUUECKHX IOKa3aTene s
JUArHOCTUKH HEJOCTATOYHOCTH NUTAHUS JOJDKHA MPOBOJHUTHCS C YYETOM TSKECTH TEUYEHUS
3a00JIeBaHUs U OLIEHKH YPOBHS MaKpO- U MUKPOHYTPHUEHTOB.
2. Jletu ¢ penko BcTpedaromieiicss morpaHu4Hou (He yetanbHoi) popmoit BED umeror Boicokuit
PUCK HEIOCTATOYHOCTH MUTAHUS, COMIOCTABUMBINA C PUCKOM Y JI€Tel ¢ AUCTpOodudecKoil (HhOpMOi.
Takke, JaHHAs KATErOpHsl MALIMEHTOB HAXOAUTCS B IPYIIE PUCKA 10 HAPYIIEHUIO MUHEPAIH3ALUH
KOCTHOM TKaHH.
3. OreHka, CBOEBPEMEHHAsl JUArHOCTHKA W PErYJSIPHBIA MOHUTOPUHI HAJIMYHSI U CTEIEHU
HYTPUTHUBHOW HEJIOCTATOYHOCTH HEOOXOIUMBI ManueHTaM ¢ BBD niis cBoeBpeMeHHO# KOppEeKIIUH
COCTOSIHUS TUTaHUs, NPOQUIAKTUKH OCJIOXKHEHUH U TMPEJOTBPALICHUS MPEKIECBPEMEHHOM
VHBAJIMIN3ALIHH.
4. Pa3paGoTanHplii € HUCIOJB30BAaHUEM BO3MOXKHOCTEM HMCKYCCTBEHHOTO HMHTEIJICKTa
WHCTPYMEHT OIICHKH PUCKA HYTPUTUBHOM HEIOCTATOYHOCTH MO3BOJISET 3P(HEKTUBHO OIIECHUBATDH U
MOHUTOPHUPOBATH CTENEHb HYTPUTUBHBIX PUCKOB U COCTOSIHHE MMHILEBOro cTaTyca y aereid ¢ BED.
CreneHb 10CTOBEPHOCTH Pe3yibTATOB

VYuutsiBas peaxocts BBED, B mccienoBarenbckue rpymibl ObUIO BKIIOYEHO JOCTATOYHOE
KOJIMYECTBO MAIIMEHTOB, YTO 00€CTIEYNBAET UX CTATUCTUYECKYIO COTTIOCTABUMOCTD U MOJATBEPKIaET
HaJIeKHOCTH TIOJTYYCHHBIX Pe3yIbTaToB. B mporiecce paboThl ObLT BEITIOTHEH HEOOXOIUMBINA 00beM
KIIMHUKO-1a00paTOPHBIX, HHCTPYMEHTAIBHBIX U CTATUCTHUYECKUX HCCIEAOBAHUM, YTO MO3BOJISET
CUMTATh BBIBOJBI U IPAKTUUECKUE PEKOMEH AU, CPOPMYIHPOBAHHBIE TIO UTOTAM HCCIICIOBAHUS,
CTaTUCTUYECKHU 3HAYUMBIMH U IOCTOBEPHBIMHU.
Anpodauust padoThl

Martepuansl quccepTaniMoOHHON paboTel mpoaemMoHcTpupoBanbl Ha XVII Hayuno-
MPAKTUYECKON KOH(PEPEHIIMH IepMaTOBEHEPOJIOroB U KocMerosoroB «Cankt-IlerepOyprckue
nepmaronorudeckue ureHus» (Cankt-IletepOypr, 2023), 23 BcemupHoil KOH(pEpEeHIUU 10
aepmaroioruu  u  sazepHou tepamuu ([yOaii, 2024), XVII Bcepoccuiickom Cnesne
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Hanumonansaoro Amesinca JlepmaroBeneponmoroB u KocmeronmoroB (MockBa, 2024), V
Bcepoccuiickom konrpecce «SI1  [lerckas wmemunuuay (MockBa, 2024), Bcepoccuiickoi
MynbTUMenuiiHON — koHpepenuuu "Opdaneruxka" (MockBa, 2024), [ Adpuxanckom
MEXAYHapOJHOM KoOHrpecce mo Oymnesnomy snuaepmonusy (Kaup, 2024), II Bcemupnom
KOHrpecce mo penkum 3aboneBaHusM koxu ([Tapwk, 2024), I Bcepoccmiickom ¢opyme c
MEXAYHApOJHBIM Yy4YacTHEM «370pOBbE JETe — HAIMOHAJIbHBIM mnpuoputeT Poccumy.
Hy6aukanuu no reme padoTbl

[Io Teme auccepranuu omyOiaukoBaHo 11 meyaTHbIx pabOT, U3 HUX 7 MyOJUKAIMU B
KypHaiax, BKIIOYEHHBIX B MEPEUYCHb PELECH3UPYEMbIX HU3AaHuM, pekoMeHaoBaHHBIX BAK mpu
MunobOpuayku Poccum anga myOnukamuu pe3yJbTaTOB AMCCEPTAMOHHBIX HMCCIEIOBAHUN Ha
COMCKAHHME YUYEHOM CTEIECHH KaHIUJaTa MEIULIUHCKIX HayK.

CtpykTypa u 00beM AUCCePTALUN:

Juccepranus uznoxeHa Ha 152 cTpaHHUIaX U COCTOUT U3 BBEACHH, 0030pa TUTEPATYPHI,
OTMHMCAHMSI METO/I0B 1 00beMa MPOBEICHHBIX HCCIIEIOBAaHUM, 2 TJIaBbl COOCTBEHHBIX HCCIIEIOBAaHUH,
3aKJIIOYEHHS, OCHOBHBIX BBIBOJIOB MO pabOTe, MNPAKTUYECKUX PEKOMEHJIAlUW U CIIHCKa
JUTEpaTypbl, BKIHOYAKOLIEro 152 ucTOYHMKA, cpeau KOTOpPBIX 58 o0TeuecTBEHHbIX H 94
MHOCTpaHHbIX. PaboTa ummroctpupoBana 6 Tabnunamu u 34 pucyHKaMu.

COJEPXAHUE PABOTHBI
Marepuajbl 1 METObI

Pabora nmpoBoaunacek B mepuon ¢ HosOps 2022 1. mo mait 2024 r. ma 6aze HUU merckoi
aepmaroioruu  (pykoBoauTenbs - A.M.H., Tmpodeccop Mypamkun H.H.) denepansnoro
roCy1apCTBEHHOTO aBTOHOMHOTO YupexIeHus « HannoHanbHbpIM METUIIMHCKAN NCCIIEI0BATEIbCKAN
LEHTpP 370pOBbA neTei» MunucrtepctBa 3apaBooxpanenust Poccuiickoit @eaepanuu (IupexTop —
1.M.H., ipodeccop A.Il. ®ucenko).

B uccnenosanme Brimtouen 101 manmuent ¢ BBD: 25 manmumenToB ¢ mpoctoit Gopmoit, 10 c
nmorpaHudHON (popMoit 1 66 nmereit ¢ quctpodudeckoit popmoii BED.

Ha mnpoBenenue wucciemnoBanus ObUIO MOMY4YeHO paszpenieHrue JIoKaabHOTO ATHYECKOTO
komuteTa ®I'AY «HMMUL] 300poBbs nereir»y Munzapasa Poccun, mpotokon Ne 12 ot 23 mexalOps
2022 ropa.

Kpurepun BKIrOUEHHS B UCCIIEA0OBaHUE: AETH OT 3 110 18 JIeT ¢ MOATBEPKACHHBIM THATHO30M
BbD, mpoxoauBmive yedeHWe B OTAENICHHHM Aepmartosniorun u amiepronorun OI'AY «HMUIL
310poBbs JeTein» Munsapasa Poccun. Kputepun NCKITFOUEHUS: TALIMEHTHI BO3PACTOM MEHEE 3 JIET,
OTCYTCTBUE T€HETUYECKOr0 aHAJIN3a, MAUEHTHI ¢ CUHIpoMoM Kunmmep.

B cooTtBercTBUMU ¢ nu3aiiHOM HcciaeAoBaHMS (PUCYHOK 1) ObIM OMpeneseHbl U OILEHEHBI
KIIMHAYECKUE U METa0ONMYEeCKUEe MOKA3aTeNu, MPOBEeHA JUArHOCTHUKA U OLICHKA HYTPUTUBHOMN
HEJI0OCTaTOYHOCTH, BKJIIOYAsl MCIIOJIb30BAaHUE IIKAJBI OLICHKH HYTPUTUBHBIX pUCKOB Tool to Help
Identify Nutritional Compromise (THINC), npenra3znauennoi 1y aeteit ¢ BbD; onienena tsokectsb
COCTOSIHUSA MAllMEHTOB MocpencTBoM bupmunremckoro nnaekca tsokectu BBD (BEBS); moctpoena
M TPOBEPEHA HA  COCTOATEIBHOCTH MOJEIb NPOTHO3MPOBAHUSA pPHUCKA HYTPUTUBHOU
HEJ0CTaTOYHOCTH. J1Ji MOoJIeu ObLIN OMpeIeIeHbl METPUKH KaueCcTBa U MPOBEICHA anpoodaius Ha
MPOCHEKTUBHBIX JaHHbIX. Ha OCHOBaHMM MOJYYEHHBIX PE3YyJIbTATOB O BIMSHUU KIMHUYECKUX H
1ab0opaTOpPHBIX TOKa3aTelel Ha JUArHOCTUKY HYTPUTHUBHOM HemoctatoyHoctu npu BBD Obuin
pa3paboTaHbl PEKOMEHJAIMU, HAMpaBIECHHbIE HAa KOMIUIEKCHYIO KOJMYECTBEHHYIO OICHKY U
MIPOTHO3UPOBAHUE PUCKA PA3BUTHS HETOCTATOYHOCTH NUTaHuA y Aeteil ¢ BBO.



Pucynok 1. Jluzaiin ucciegoBanus



KinHuveckue MeTOAbI HCCIACA0BAHUS

B pamkax cranuoHapHoro jedeHuss Bcem AeTsM ¢ BBD mpoBoanioch KOMIUIEKCHOE
oOciesoBaHMe, KOTOpPOE 3aKiIo4yanioch B cOope aHaMHe3a OONIe3HH, CEMEHHOTO aHaMHe3a,
BBITIOJIHEHUH J1a0OPaTOPHBIX U MHCTPYMEHTAJIbHBIX uccienoBanuid. Jlnarnos BbD ycranaBnupancs
HAa OCHOBaHMU >Kal00, AHAMHECTHYECKUX [JAHHBIX M KIMHHUYECKOW KapTUHBI 3a00JIeBaHUsS
(JToKaTpHOTO CcTaTyca KOXKHOTO MAaTOJIOTHYECKOTO mpoiiecca). Bepudukamus KIMHUYECKOU (GOpMBI
BbD npoBoaunack MOCPEACTBOM  MOJIEKYJISPHO-TEHETHUYECKOTO  UCCIEAOBaHUA. TSKECTb
KJIMHUYECKUX TposBieHut BBD onenuBanacy npu nomon BUPMHHIEMCKOTO MHIEKCA OLEHKU
TspKecTH Oysuie3Horo srmuaepmonnsa (BEBS).

MeToabl OLleHKH HYTPUTUBHOIO CTAaTyCa

Onpenenenue Maccbl Tella W POCTa MPOBOAWIOCH C HCIOJIB30BAaHUEM CTaHIAPTHBIX
OTKaNnMOpPOBaHHBIX BECOB M pocToMepa. B 3x cirydasix u3-3a BoIpa)XKeHHBIX KOHTPAKTYp pOCT peOeHKa
U3MEPSUIN KaK CYMMY HECKOJIBKHX U3MEPEHUM.

Onenka mokazaTene (QPU3WYECKOro pas3BUTHS JE€Ted MPOBOJAWIACH C  TOMOIIBIO
CHEIUATM3UPOBAHHOTO MaKeTa NMpukiagueix nporpamm BO3 Anthro u Anthro Plus. YuuTeiBanucs
CIeAYIOIINE BETUINHBI Z-score: Macca Tena s Bo3pacta (WAZ), mmHa Tena (pocT) s Bo3pacTta
(HAZ), unnexc maccol Tena aiis Bo3pacta (BAZ). IanmeHTs! ¢ Z-score Macchl Telia B UHTEPBAJIE OT
-1 g0 -2, corllacHO pEeKOMEHJAUHsM, pacCMATPUBAIUCh KaK JI€TH C JIETKOW CTENEHbIO
HEJIOCTAaTOYHOCTU NuTaHusa. BAZ B uHTepBasie OoT -2 710 -3 COOTBETCTBOBAIM HEIOCTATOYHOCTU
MUTAaHUSI YMEPEHHOU CTETEeHH, HIDKE -3 — TshKenon HenoctatouHoctu nuTtanus (Mehta N.M. et al.,
2013). dedummt maccer Tena (WAZ) unu Henoctatounsiii poct (HAZ) pebenka cooTBeTCTBOBAIU
Z-score <-2SD. KommuiekcHast OLleHKa ctaTyca nutanus y aereit ¢ BbD npoBoaunace nocpeacTsom
mkaiasl THINC (Haynes L., 2007; Enumies, 2018).

JlaGopaTopHbie METOABI HCCIACAOBAHUS

B3stue kpoBu i uccneqoBaHus 1a00paTOPHBIX MOKa3aTeIeil OCYIIECTBISUIA B IJIAHOBOM
MOPSAJIKE TPH TOCTYIUICHMH peOeHKa B OTIEICHHE IOCIE OCMOTpa BpaduoM-aepMarosioroM. B
MCCJIEIOBAHUN Y BCEX JIETEH OCYIIECTRISIIUCH OOMICKIMHIUYECKIE aHATTNU3bI KPOBU, OMOXUMHUYECKUI
aHaJIUM3 KPOBH H MOJIEKYJISIPHO-TEHETHUYECKOE HCCIIEIOBAHME METOJOM MOJHO3K30MHOI'O
CEKBEHUPOBAHUS.

Jlns ompeneneHus OMOXMMUYECKHX IOKa3aTened Oblia mMcrosb3oBaHa ammaparypa UniCel
DxC 800 Synchron Clinical Systems (Beckman Coulter, USA). Omnpenenenune mnokasaTenei
Butamun B12, ®onuesas kucnota, CTT, IgE nmpoBoaunocs mocpenctBom Access ® 2 (Beckman
Coulter, USA), onpenenenne Buramuna D npoBoauinock Ha anmapare Liaison XL (DiaSorin, Italy),
¢dbepputuna Ha ammaparte Architect i100SR (Abbott, USA).

MoJiekyasipHO-TeHeTHYeCKasi AUATHOCTHKA

Knunnueckass ¢popma BBD ycranaBiamBanach Ha OCHOBAHMHM MOJIEKYJISIPHO-T€HETHYECKOM
JUArHOCTUKM METOJIOM MAacCOBOTO IMapajuiebHOTO CEKBEHHMpOBaHHUS Ha oOopyaoBanuu lon S5,
npousBojacTBa kommanuu Thermo Fisher Scientific (CILIA) B nabopatopuu MoIEKyIsIpHOU
reHeTUKH U KietouHo Omonoruu O®I'AY «HMMUIL] 3mopoBes nereit» MwunznpaBa Poccum (3aB.
naboparopueit 1.0.H. CaBocthsiHoB K. B.). [lonck HYKICOTHIHBIX TOCIEIOBATCILHOCTEH TEHOB
npoBoauics B OuonHpopmannonnoit 6aze ganusix NCBI (National Center for Biotechnological
Information, USA).

HNucTpymMeHTAIbHBIE METOABI HCCIE0BAHUS

OnpeneneHue MUHEPATBHOW TUIOTHOCTH KOCTHOM Tkanu (MIIK) ocymecTBisiim MeTomaoM
JIBYX?HEPTeTUUECKON PEHTTEHOBCKON abCOpOIIMOMETPUH MOSICHUYHOTO OT/IeNIa Mo3BoHOoUYHHKa LI-
LIV (ocreonencuromerpusi) Ha LunarDPX-MD (GE Medical Systems, USA, 07-2012) na 6a3e
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otaenenus tydeoil guarnoctuku HUU nequatpun ®I'AY «HMUL] 3n10poBbs aetein»y Mun3apasa
Poccuu (3aBenyrommii otaenenuem, k.M. H. A.B. Auukun). Camxenne MIIK nuarnoctupoBanu npu
3HaueHuu Z-score He Oonee -2 SD. OxoHuaTenbHBIA pe3yibTaT Z-score aHaJu3upOBAIM TPHU
nepecuere Ha KOCTHBIM Bo3pacT pebOeHka. OleHka KOCTHOTO BO3pacTa AETe MpOBOJAMIACH IO
JaHHBIM PEHTTeHOrpaduu KHUCTEW ¢ 3aXBAaTOM JIy4e3aIsICTHBIX CYCTaBOB B MPSIMOM MPOEKIHUU.
AHanu3 peHTreHOrpaMM MPOBOAWICS MPU HKCIONb30BaHUU Mporpamm «Auxology» 20 bone u
PEHTT€HOBCKOM TaOJIUIBI KOCTHOTO BO3pACTa JJIsl 3I0POBBIX JE€TEH U MOJAPOCTKOB CPEIHEN MOIOCHI
P® (Kyxosckuiit M.A., 1995).
CraTucTnyecKue MeToAbl UCCIeI0BAHNS

BBon, HakoruieHue, XpaHeHHWE M TEpPBUYHAS COPTHUPOBKA JAHHBIX OCYIIECTBISIUIUCH C
ucrons3oBanueM [IK wu TIIIIT Excel. Marematuko-cratuctudeckas o0paboTka JaHHBIX
MCCJIeI0BaHUs TPOBOMIACH B oniepaninoHHoi cucteme Windows 7 [Ipodeccuonansuas (Microsoft,
CIIA) u ocymiecTBieHa MPU MOMOIIM MHOTOYPOBHEBOTO si3bIKa mporpammupoBaHus Python u
BCTpoeHHBIX OubOnuorexk Pandas (mns omepamuit ¢ yucnoBbiMu Tabnumamu), NumPy (mns
MaTEMaTUYECKUX BBIYUCICHHM), SCIpy (A7 BBIMOJHEHUS CTATUCTUYECKHUX pacuyeToB), matplotlib,
seaborn (06e OMOIMOTEKN UCTIONB3YIOTCA I BUu3yanusanuu ganubix) (I'yces A.B. ¢ coast., 2022;
Kapeimes M.1O., 2018; Bruce P.C., 2017). B xoxme craTucTHUecKOTO aHajin3a MpeaBapUTEIbHO
MPOBEPSIIACH HOPMAIBHOCTh PacOpeaeIieHus MmoKas3arenen ¢ nomouipro tecra Hlanupo-Yunka. s
OTIPEJICIICHNS] CTATUCTUYECKH 3HAYMMOW Pa3HMIIBI MOKa3aTeNeid MeXAy TPYIIaMU HUCIIONIb30BAICs
kpurepuil Kpyckana-VYomteca. MI3yuenue cBsizu MexAy NpHU3HAKaMU OCYIIECTBISIIOCH ¢ ITOMOUIBIO
napameTpuydeckux koddduimenton koppemnsiuu r [lupcona u Cnupmena (bynanos H.M. ¢ coasr.,
2021).
ITocTpoenne maTeMaTH4YeCKOM MO/1eJIU MPOTHO3UPOBAHUS

[TocTpoenne maTeMaTHYECKOW MOJENM MPOTHO3WPOBAHUS OCYIIECTBISLIOCH MOCPEACTBOM
MCIIOJIb30BAaHUS MHOTOYPOBHEBOTO fA3bIKa MporpammupoBanus Python u BCTpoeHHBIX OMOIHMOTEK
MamuHHOrO o00yueHus Scikit-learn s MOCTpOEHUS TPATUIMOHHBIX MOJEIEH MAaIIUHHOTO
ob0yuenus (Liu Y., 2020). st mocTpoeHus: MOJIETU MPOTHO3UPOBAHNS Obljia BHIIIOJIHEHA 00paboTKa
nanubeix (I'yce A.B. ¢ coaBt., 2022), xoTopas BKIouUana MnpeoOpa3oBaHME KaTEropuabHBIX
MEepPeMEHHBIX B YUCIOBOM (opmar, BeiOop mokazareneit WAZ, HAZ u BAZ B xauecTBe 1e1€BBIX
MEPEMEHHBIX JIJISl MPOTHO3UPOBAHUS HEJOCTATOUHOCTH MUTAHUSA, & TAKXKE pa3ziesieHrne 0a3bl JaHHBIX
Ha 00y4aroIIyIo ¥ TECTOBYIO BRIOOPKH JIJIsl MPOBEPKHU 3PHEKTUBHOCTUA MOJIETTU HA JAHHBIX, KOTOPbHIE
HE HCIOJNB30BAINCH B MpoIlecce OOydeHHs, a Takke OaJaHCHUPOBKY KJIACCOB JUIsl ypaBHUBAHUS
KOJM4YeCcTBa HAOIOJEHUN MEXAy KiaccaMu IeleBoi mnepeMeHHoil. [[ns pa3paboTku monpenu
MPOTHO3UPOBAHUS  ObUIM  BBIOpAaHBI  TakKWe  aAJITOPUTMBl  MAIIMHHOTO  OOyYeHHs, Kak
GradientBoostingClassifier, LogisticRegression u RandomForestClassifier (Kapsimes M.1O., 2018;
Liu Y., 2020). /lanubpie anropuTMbl MO3BOJIUIM BBIIBUTH HauOoyiee 3HAUYMMbIE MPU3HAKHU IS
MIPOTHO3UPOBAHMS HETOCTATOYHOCTH MUTAHUS U MMOBBICUTH TOYHOCTH MPEANKTUBHON MOJIETH.
MeToabl OLIEHKH Ka4ecTBa MO/Ae/IH IPOrHO3MPOBAHUA

JIst OLIEHKM KadecTBa MOJENEH W CpPaBHEHUS Pa3IUYHBIX QJITOPUTMOB HCIOJIb30BAIHCH
cnenytouue metpuku (I'yceB A.B. ¢ coaBt., 2022; Liu Y., 2020): accuracy (TOYHOCTB), sensitivity
(4yBCTBUTENBHOCTH), specificity (cnerupuyHoCcTh), precision (TOYHOCTH B Ipeenax kiacca), recall
(momHota), F-mepa. Bee monoskeHus: v BHIBOABI B JaHHOW pabOTe OCHOBBIBAIOTCS HA PUMEHEHHUH
aKTyaJbHBIX MaTeMaTHuKO-cTaThucTuueckux wMetomoB (['omatae P.I'. ¢ coast.,, 2022). B
WCCJIEIOBAHUM AKTUBHO HCIOJIb30BAIMCH COBPEMEHHBIE BBIYMCIUTEIbHBIE TEXHOJIOTUUA U
COOTBETCTBYIOIIEE TPOrPaMMHOE 0OecTieueHue.
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AHKeTHPOBaHHE MEAUIUHCKHUX CIIENHATHCTOB

Jlis oneHkn yAoOCTBa WCIIOJIB30BAHUS HMEIOIIETOCS HMHCTPYMEHTAa OLEHKH HYTPUTHBHBIX
puckoB THINC u ero cpaBHEHUS ¢ pa3paOOTaHHOM MIKAJIOW OTICHKH Hy TPUTHBHOMN HEIOCTATOYHOCTH
OBLJIO TPOBENCHO AaHKETUPOBAHHE MEIUIMUHCKUX CIEHIUATUCTOB IOCPEICTBOM JIIEKTPOHHOM
pPacChUIKM OMPOCHUKA BpadaM-JAepMaroyioraMm, SBISIIOIIMMHUCS uieHamMu OOImiecTBa JETCKUX
nepmaronoroB. Heo6xoaumo ObLIO OTBETUTH Ha CIEAYIONINE BOIPOCHI:
1. Onenute ynoOctBo 3amonHeHus omnpocHuka THINC u mkamel OLEHKHM HYTPUTHBHOM
HEJI0CTaTOYHOCTH 10 5-0arbHOM 1IKane, rae 5 6amioB-oueHb ynooHas, 1 6ann-oueHs He ya1oOHas
2. Ouennre IIUTENBHOCTH 3anonHeHus onpocHuka THINC u mkanbl OLEHKH HYTPUTHBHON
HEJI0OCTaTOYHOCTH O 5-0aNIbHOM mIKane, rae 5 6amioB-oueHb J0Jr0, | 0ami-oueHb ObICTPO
3. Ouennre, HackoJbko Borpockl onpocHuka THINC w mkansl OLEHKH HYTPUTHBHON
HEJI0OCTaTOYHOCTH OBLIM TOHATHBIMU JUisi Bac, rme 5 0annoB-coBceM HEMOHATHbIE, | Oam-
JOCTAaTOYHO MOHSATHBIE
4. Onenute, HacKOIbKO Bbl OblTM OBl TOTOBBI PEKOMEHIOBATH JIaHHBIE HHCTPYMEHTHI IS
OIICHKH HEJOCTAaTOYHOCTH THUTaHWA y TanueHtoB ¢ BbBD cBomm kommeram, rme 5 Oamios-c
YAOBOJBCTBUE PEKOMEHIYIO, 1 Oai-KaTeropuuecku He PEKOMEHIYIO
5. Kakne HHCTpYMEHTBI JIJIs1 OUEHKH HEJOCTATOYHOCTU MUTAHUS BbI HCMOB3yeTe y MALIMEHTOB
¢ BBD?
A) s HE OIIEHMBAIO COCTOSHHUE MUTAHUS ManueHToB ¢ BBD
b) paccunThIBar0 MHAEKC MACCHI TEa
B) ucnone3yto nporpammy BO3 Anthro wiu Anthro +
I') mpoBOXKy ompoc 1Mo pakTUYECKOMY MUTAHHUIO
J1) Ha3zHauaro J1aOOpaTOpPHBIE HCCIEAOBAHUS, KOTOPBIE BKJIIOYAIOT OINPEACIICHHEe MaKpo- U
MHKPO3JIEMEHTOB, BATAMHUHOB.

PE3YJIbTATbI COBCTBEHHBIX UCCJEJOBAHUM
KimHnyeckasi XapaKTepuCTHKA MALHEHTOB € BPOKIACHHBIM 0y 1JIE3HBIM 3UAECPMOTU30OM,
BKJ/IIOYEHHBIX B HCCIe0BaHHe

B nacrosimee uccrnenoBanue Obu1 BkItoueH 101 pebeHOK, HaXOMUBIINKCA Ha 00CIEI0OBaHUH
u nedeHuu B otaeneHun aepmaronorun ®I'AY «HMMUL] 3nopoBes nerein» Munsgpasa Poccun ¢
2022 mo 2024 rox ¢ mMarHO30M BPOXKIEHHBIN Oye3Hbli srmaepmoinns (BbD) B Bospacrte ot 3 et
no 17 ner 10 mecsiues, cpeanuii Bo3zpact 9,64 + 3,98 ner.

Cpenun marmentoB O0bu10 58 (57,4%) nmeBouek, cpeanuid Bo3pact 9,55 + 3,98 wu 43 (42,5%)
Majb4MKa, cpeanuii Bo3pact 9,77 £4,03. 'pynna nanuenTtoB ¢ npoctbiM BB coctaBumna 25 (24,7%)
yenoBek: 16 neBouek (64%), cpenuuit Bo3pact 9,38 + 3,96 ner u 9 manbuukoB (36%), cpennuit
Bo3pact 9,56 £ 4,16 ner. ['pynma nanuenToB ¢ morpanndHoi ¢opmoit BED cocrasmma 10 (9,9%)
gyenoBek: 6 meBouek (60%), cpemaruit Bo3pacT 8 = 3,9 net u 4 manpumnka (40%), cpeaHuii Bo3pact
10,75 £ 4,72. I'pynna nanueHToB ¢ auctpoduueckorr ¢opmoit BBD Brmouana 66 (65,34%)
nanueHToB: 36 (54,5%) neBouek, cpeanuii Bo3pact 9,89 + 4,05 u 30 (45,5 %) MambuUuKOB, CPETHHAM
BO3pact 9,7 + 4,04.

Oc/10:KHEeHH S €O CTOPOHBI OPTraHOB KeJTYA0YHO-KHIIEYHOT0 TPAKTA

B rpynne nanuenTtos ¢ nmpoctoit popmoit BB Tonbko B 1 marnuenT (4% ) npeabsaBIis Kanoobl
Ha HaJU4Me 3aM0pOB, OCTAIbHBIC MAIMEHTHl HE OTMEYANU MOPAKEHUS CIU3UCTBHIX 000JI0YEK WU
HaJIM4YKUe MATOJOTUU CO CTOPOHBI JKEITyI0YHO-KUIIEYHOTo TpakTa. B rpymnmne ¢ nmorpannunsiMm BB3
HaJIMYKE TPELIUH MPSMOU KUIIKU BCIIECTBUE 3aIIOPOB OTMEUAIOCh y 2 nmarueHToB (20%), npu aTom
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OCIIO’)KHEHHUH B BUJIE MUKPOCTOMHH, aHKUIJIOTJIOCCHH U CTEHO30B MUIIEBOJIa HE OBbLJI0O OTMEeueHo. B
rpynie manueHToB ¢ aucrpoduueckum BBD mukpocromus Habmonanaces y 48 mauuentos (72%),
aakwioroccust y 55 marueHToB (83,3%), creno3 numeBona y 39 manueHTtoB (59%), TpemmHbI
MPSIMOM KUIIKH U 3anopbl y 16 (24,2%) u 44 (66,6%) nanmeHTOB COOTBETCTBEHHO.

O1eHKa TAXKeCTH Te4eHHUs BPOKIEHHOr0 0y/1/1€3HOr0 3MUAEePMOJIn3a

Mennana BEBS y nereéi ¢ mpocrtoit ¢opmoii cocraBmia 7,01 GammoB [2,5; 8,75], uto
COOTBETCTBYET JIETKOU cTerneHu Tsokectd BBD. 'V nereit ¢ morpanuunoi gpopmoit BB Menuana
nHaekca BEBS coorBercTBoBama 12,02 [10,38; 13,5], uro 6ombmre, yem ipu mpoctoM BBD, ogHako
TaKX€ COOTBETCTBYET JIEFKOMY TEUYEHHIO. YBenuueHue meauanbl uHaekca BEBS cBsizano c
MOPAKEHUEM CIU3HUCTHIX 000JIOUEK W HAMYUEM HEJ0CTaTOYHOCTH nuTanud. [Ipu obcrnenoBanuun
MaIMeHToB ¢ AucTpodudeckoit hopmoiit BBD mennana unaexca BEBS cocrasuna 32,416amna [25,5;
38,88] (pucyHnok 2). Ilpu atom cymmapusie 6amisl BEBS 0-20 nabmonanuce y 9 narmenTos (8,9%),
21-45 6annoB y 49 nanuentoB (48,5%) u 6onee 46 6amioB y 8 marueHToB (7,9%). 1o pesynapTatam
MPOBEICHHON OIEHKH TSKECTH COCTOSHHMS B TpyHmax JAeTe C MpPOCTbIM, MOTPAHUYHBIM U
auctpopuyeckum BBD BbIsBIEHBI JOCTOBEPHO 3HAYMMbIE pa3nuyusi bupMuHreMckoro mMHaeKca
skectu BBD (p = 0,001).
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Pucynok 2. Pacnipenenenne nokazarenst BEBS B uccienyembix rpynmax maiueHToB

Ouenka J1adopaTOpPHBIX MOKa3aTeael

VYV mnanMeHToB OLIEHHWBAIWCH YPOBHHU CJEAYIOIIMX TOKa3aTeleid B CBHIBOPOTKE KpPOBH:
anbOyMUH, KalblUi, MarHuy, xenes3o, Gpepputu, C-peakTuBHbIN 0eloK, BUTaMUH D 1 BUTaMUH
B12. Hccnenyempie nabopaTopHbIC MOKA3aTeNd B TPYIIE MAIMEHTOB ¢ mpoctoi (popmoit BBD
HaXOJWJINCh B HOPMAJbHBIX Mpe/eaxX, 3a UCKIIOUEHUEM YPOBHS JKelie3a, yPOBEHb KOTOPOTo ObLI
cHIKEH y 6 (24%) nmanmenToB (14,26 [10,5; 22,68]). Y nanuenToB ¢ norpannyHoit popmoit BB
BBISIBIICHO CHIDKeHHE ypoBHS BuTammuHa D (24,9 [17,4; 35,8]). Hemgocrarounocts u aedunut
Butamuna D BeisiBieH y 3 (30%) u 2 (20%) nanueHToB COOTBETCTBEHHO. MeinaHa ypoBHS BUTAMUHA
B12 cocraBuna 521,4 [492,25; 607,5], nHenoctatounocTs BeisiBieHa y 1 (1%) mamuenTa, gedunut
uaHko0onaMuHa BoisiBlieH y 2 (2%) manuenTtoB. B rpynne manueHToB ¢ guctpodudeckoi popmoit
BBD oTmeuanuch SBHBIE OTKIOHEHHS OT HOPMBI CICIYIOMHUA MapkepoB: anpoymwmHa (Me 37,6
[32,36; 40,48]), xxene3a (Me 6,27 [3,31; 13,11]), C-peaktuBHoro Oenka (Me 9,09 [1,85; 33,55]),
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ButamuHa B12 (Me 519,8 [388,57; 638,8]]) m Butammua D (Me 32,07 [20,05; 38,12]).
['unoansOymunemust Bctpeuanach y 22 (33,3%) namuentoB ¢ auctpoduueckum BBD, nedunut
xenesa y 38 (57,5%) mammenTtos, nmoseimienne C-peaktuBHOTO Oenka y 39 (59,09%) nmanueHTos,
HeZ0cTaTOYHOCTh BuTaMuHa B12 BeisiBnena y 11 (16,6%) manuentos, nedpunut Butamuna B12 y 4
(6,06%) manmentoB, y 9 (13,6%) oTmedanach HEIOCTaTOYHOCTh BHUTamuHa D, aedummr y 22
(33,3%), rmy6okuit gepunut Butramuna D ormeuen y 6 (9,09%) namuenTos. [lpu uccnegoBanuu
YPOBHSI KajlbliUsl B CHIBOPOTKE KPOBUM MeauaHa coctaBuia 2,38 [2,29; 2,44], rumoxaiblieMus
ormMeueHa y 15 (22,7%) nauuentoB. Menuana ypoBHsi marnusi coctaswia 0,85 [0,81; 0,91],
CHI)KEHHE ypOBHS Maruus BbIsBIEHO Y 4 (6,06%) maumentoB ¢ guctpoduueckoir popmoit BB
(Tabmuma 1).

Tabmmma 1. Jlannbie mabopaTOpHBIX MOKa3aTeNnel (mpeacTaBieHsl B Buae meauanbl, Q1, Q3):

b2 Ilorb2 ABD p-value
n=25 n=10 n=66
AJbOyMHH 42,64 [41,4; 44,69] | 42,85[39,73;43,89] | 37,6 [32,36; 40,48] 0,001
Kanbumii 2,46 [2,39; 2,53] 2,44 [2,37; 2,48] 2,38 [2,29; 2,44] 0,001
Maruuii 0,84 [0,81; 0,86] 0,89 [0,84; 0,95] 0,8510,81; 0,91] 0,016
Keaeso 14,26 [10,5; 22,68] | 10,54 [10,22; 12,19] 6,27 [3,31; 13,11] 0,001
®epputuH 30,9 [22,15; 45] 29,65 [20,65;31,67] | 21,37[16,75;32.4] 0,206
C- 110,4; 12,3] 1,37 [1,25; 2,1] 9,09 [1,85; 33,55] 0,001
PeaKTHUBHBIN
0es10K
Buramun B12 | 558,7 [508,6; 730] 521,4 [492,25; 519,8 [388,57; 638,8] | 0,167
607,5]
Butamuu D 38,1[31,2; 38,9] 24,9 [17.4; 35,8] 32,07 [20,05; 38,12] 0,013

HccnenoBanmne coOCTOAHUSA MUTAHUA NALMEHTOB ¢ BPOKAEHHBIM 0YyJLJ1€3HBIM 3MHIEPMOJIN30M
[Ipu ananu3e aHTPONMOMETPUYECKUX IMOKa3aTened (Tabmuma 2) B TpyMNe MalMEHTOB C
npocteiM BB3 oxupenue Obuto BeisiBneHo y 11 (44%) mamumentoB (WAZ > 2, BAZ >2),
HU3KOPOCJIOCTh Ha (hOHE XPOHHYECKOU OeaKoBO-3HepreTuueckas Heaoctatounoctu (HAZ < -2)
auarHoctupoBana 1 (4%) mamueHTy, jJerkasi CTeNeHb HEeJIOCTATOYHOCTH NMHUTAHUS BBISBICHA y 5
(20%) manuentoB. Y nereit ¢ morpannunoi gopmoit BB nenocratounocts nutanus (WAZ < -2)
orMmedanach y 3 (30%) marmeHToB, HU3KOPOCIOCTh Ha (DOHE XPOHUYIECKOU OEITKOBO-IHEPTETHIECKON
Hepoctatounoctn (HAZ <-2) y 2 (20%) marueHToB.
Tabnuna 2. Pacnipenenenrue aHTPONIOMETPHUECKHUX MTOKA3aTeNeH:

ABD IlorbJ b2 p-value
n =66 n=10 n=25
Mean =+ std Mean =+ std Mean =+ std
WAZ -1,49 £ 1,38 -0,96 £1,18 0,38 +1,04 0,001
BAZ -2,04+1,71 -0,75 +1,15 0,18 +£1,58 0,001
Me (Q1:;Q3) Me (Q1;Q3) Me (Q1:;Q3)
HAZ -0,9 [-2,25; -0,13] -0,53 [-1,55;-0,15] | 0,5[0,08; 1,13] 0,001

VY manuentoB ¢ aguctpodudeckum BbD Tsokenas creneHp HemocTaTrodHOCTH nuTaHus (BAZ
<-3) BeisiBiena y 20 (30,3%) genoBek, cpenausisa crenenb (BAZ > -3 <-2) y 12 (18,18%) uenosek u
HEJI0OCTaTOYHOCTh MUTaHusl Jerkou creneHu (BAZ > -2 <-1) y 15 (22,7 %) uenoBek. Crout
OTMETUTb, YTO HU3KOPOCIOCTh Ha (hOHE XPOHUUECKON OETKOBO-IHEPTreTHIECKON HETOCTATOUHOCTH
(HAZ < -2) 6buta quarnoctuponana 21 (31,8%) nanuenty.
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YacTtoTa HEIOCTATOYHOCTH MUTAaHUA y JeTell ¢ auctpopuyueckum BBD coctaBuma 71%, y
neteit ¢ mpocroit ¢opmoii - 36%. BmepBoie y geteit ¢ peakoit morpanuuHoi (opmoit BBD
onpeiesIeHa YacTOTa HEJJOCTATOYHOCTU MTUTaHusl, KoTopas coctaBuia 50%.

MuHepaJibHas IVIOTHOCTh KOCTHOM TKAHM Y NAUMEHTOB ¢ BPOKIACHHBIM 0YyJ1JIe3HbIM
MUAEPMOJIU30M
UccnenoBanne munepanbHoi uiotHocT KocTHOM Tkauu (MIIK) mposeneno 86 manuenTtam ¢
MPOCTBIM, TOTpaHUYHBIM U guctpoduueckum BB3, u3 mux 46 (53,4%) nesouex u 40 (46,5%)
MaibunkoB. Cpeanuil Bo3pact mnamueHtoB 12,67 + 3,7 ner. Pacnpenenenue nokazatens MIIK
MPEJICTABICHO HA PUCYHKE 3.
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Pucynok 3. Pactipenenenue nokasareneit MUHEPaIbHOM MIIOTHOCTU KOCTHOU Tkauu (BMD) y nereit
¢ pasznuuHbiMHu Gpopmamu BBD

I'pynna manuentoB ¢ mpoctoit popmoit BBD coctosina u3z 20 venosek, uz Hux 12 (60%)
neBouek u 8 (40%) manbumukoB, cpeaHuit Bo3pact 12,9 + 4,46 ner. Ilo nanHbIM peHTreHOTrpaduu
KHCTEH JJI OLIEHKU KOCTHOTO Bo3pacTa y 13 (65%) manneHToB KOCTHBIA BO3pPAcT COOTBETCTBOBAI
KasieHmapaoMy, v 7 (35%) KoCTHBIN BO3pacT omepekas KaleHmapHbiid. [lo pe3ynapTaTaM OICHKH
MIIK mnocpeAacTBOM OCTEOAEHCUTOMETPUU Yy BCEX MNAUMEHTOB C HpocTbiM BBD Z-kpurtepnii
Haxoauics B quanaszone ot 0 1o +2,5, a cpennuii nokaszatens MITK (BMD, r/cM?) coOoTBETCTBOBAI
HOpMabHOMY M coctaBuia 0,882 + 0,292,

B uccnenoBanuu npuanManu ydactue 8 uenoBek ¢ norpannuHeiM BB3, 4 neBouku (50%) u
4 mampuuka (50%), cpenuuii Bo3pact 12,8 £ 2,9 mer. B mannoi#t rpymme y 3 (37,5%) manueHToB
KOCTHBIN BO3pacT COOTBETCTBOBaJ] KajeHIapHOMY, Y 5 (62,5%) KOCTHBIA BO3pacT OTCTaBajl OT
kanengapuoro. [Ipu uccnenosanuu MIIK Z-kpurepuit octeonencuromerpun y 4 mauuentos (50%)
HaXOJMIICA B Auana3oHe oT -2,3 1o 0,1, mpu sTom cpeanuii nokaszarens MITK (BMD, r/cm?) Gbin
CcHIXKEH u coorBeTcTBOBan 0,750 + 0,211.

['pynima marmuenToB ¢ quctpoduyueckum BBD cocrosmna uz 58 genosek, 33 (56,89%) neBouku
u 25 (43,1%) manpuukoB, cpeauuii Bo3pacT 11,8 £ 4,39 ner. /lanapie peHTreHOTpad iy KUCTEH TIpH
OLICHKE KOCTHOTO BO3pacTa CBUACTEIbCTBOBAIM 00 OTCTaBaHMM KOCTHOTO BO3pacta oOT
kasieaaapaoro y 39 gemosek (45,3%). YV 40 genoek (46,5%) KOCTHBIH BO3pacT COOTBETCTBOBAI
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KaJIeHIapHoMy, vy 7 manueHToB (8,13%) KOCTHBIM BO3pacT orepexan KaieHmaapHbiid. [lo maHHBIM
ocrteogeHcutometpuu y 12 mamuentos (20,6%) ¢ auctpodudeckum BBD Z-kpurepuii Haxoauics B
nuana3one ot -4,9 no -2,5, y octanbubix 46 uenosek (79,3%) ot -2,5 no 0, cpeqnuit mokaszarenb
MIIK (BMD, r/cm?) coctaBuin 0,621 £ 0,132, 4To COOTBETCTBYET HU3KOM MUHEPAIN3ALUK KOCTHOM
TKaHHU.

Pe3yabTaThl MOJIEKYISIPHO-T€HETHYECKOI0 MCCIEA0BAHUA
Jns Bepudukanuu auarHosa u ¢Gopmbl BBD manmentaMm MpoBOIMIOCH MOJEKYISIPHO-
TEHETUYECKOE HcciiefoBaHne. Pacpeenenne reHoB ¢ BBISIBICHHBIMU MYTAlMAMU IIPEACTABIEHO HA
pucyHke 4.
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PucyHok 4. ['eHbI ¢ BBISIBAEHHBIMU MyTallUsAMH Y ManieHToB ¢ BBO.

Haunbonwsmyro rpynmy, 66 (65,34%) denoBek, COCTaBUIN MAIMEHTH C BapHaHTAMHU B TCHE
COL7AI1, otBeuaromem 3a pa3Butue nauctpoduueckoro BBD ayTocoMHO-AOMMHAHTHOTO W
ayTOCOMHO-PELECCUBHOIO THIMA HacleloBaHus. PacnpenereHne 0Ka3aaoch CIEIYIOMUM: C
ayTOCOMHO-PEIIECCUBHBIM TUTIOM HaclieJOBaHus BbIABIECHO — 59 (89,39%) manneHToB, ¢ ayTOCOMHO-
JOMHHAHTHBIM AucTpopuyeckum BBD — 7 (10,6%) manueHrt.

Bropas rpynmna - 25 (24,75%) nanueHToB, ¢ BApMaHTaMH B T€HAX, OTBEUAIOIINX 33 PA3BUTHE
npoctoit hopmbl BB ayToCOMHO-OMUHAHTHOTO M @y TOCOMHO-PEIIECCUBHOTO THIIA HACIICIOBAHMS.
B naHHO# rpyIine NaueHToB BBISIBJICHO 3 TEHETUYECKUX BAPUAHTA, U3 HUX BCE 25 B TETEPO3UTOTHOM
COCTOSIHMM B 3 reHax, OTBEYAIOLIMX 32 ayTOCOMHO-IOMUHAHTHBIN npocToil BBI: 13 BapuanToB B
KRTS3, 10 BapuantoB B KRT14, 2 —8 PLEC.

Tperbst rpynma Brmrodana 10 (9,9%) manmentoB c¢ Bapuantamu B rene COL17AI,
OTBETCTBEHHOM 3a pa3BuTue mnorpanndHoi ¢opmsel BBD ayTtocomHo-peneccuBHOrO THMA
HacnenoBanus. Bee Bapuantsl MyTanuii B rene COL17A1 onvcanbl Kak NaTOT€HHBIE.

IHocTpoeHnue Moae/ i MPOrHO3MPOBAHUS HA OCHOBAHMU noka3artesss HAZ
(MHIeKca pocrTa AJisl BO3pacTa)

VYuuteiBag TO, 4yTO mnNauuMeHThl ¢ BBD mpeMMymecTBEHHO CTpajarT OT XPOHUYECKOU
HYTPUTHUBHON HEJIOCTATOYHOCTH, 1IEJIEBOM MEPEMEHHOM IS TOCTPOCHHS TPOTHO3HOM MO OBbLIT
BBIOpaH mokaszatenb HAZ (mmuHa Tenma/pocT aig Bo3pacTa). 3HAYSHUS JTaHHOTO MOKa3aTelss ObLIH
pasnenensl Ha 2 kiacca: kinacc 0 — orcyrerBue HenoctatouyHoctu nutanus (HAZ > 2), kmace 1 —
Hannuue HenoctatouHoctu nutanus (HAZ < -2). Ilpu mocTpoeHHH MOAENU MPOTHO3UPOBAHUS
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HamOoJee TydInne pe3ynbTaTsl mokaszana mojaens RandomForestClassifier.

Jns mpeackazaHus HaIU4Msl WM OTCYTCTBUSL HYTPUTHBHOM HEIOCTATOYHOCTU ObLia
MCIIOJIb30BaHa TECTOBAsI BHIOOpKA ManeHToB (n=14) ¢ HanMYueM MPOCTIEeKTUBHBIX JaHHBIX. B xo1e
MOCTPOEHUSI TPOTHO3HOW MOJENH JJisl JaHHOW BBIOOPKH MAIIMEHTOB Yy § MAIlMEHTOB HYTPUTHBHAS
HEJIOCTATOYHOCTHh OTCyTcTBOBana (50%, kmacc 0) m y 6 manmweHTOB Oblla JTMArHOCTUPOBAHA
HYTPUTHBHASI HEIOCTATOYHOCTH (42,8%, knacc 1). [y1st 1ONOMTHUTEIBHOM OLEHKH COCTOSITEIbHOCTU
MOJIENIM TMPOTHO3UPOBAHMUS OblJla MCIOJb30BaHA MaTpUlla OMIMOOK TECTOBOM BHIOOpKU (n=14),
KOTOpas TOKa3blBajia, KaK TOYHO MOJENb CIMOCOOHA KIacCH(UIMPOBATH CIy4yau HYTPUTHUBHOMN
HEJIOCTAaTOYHOCTH (PUCYHOK 5).

Class 0

DaKTUYeCckKne MeTKn

Class 1

|
Class 0 Class 1
MNpeackasaHHble MEeTKK

Pucynok 5. Marpuria omm6ok aiis mokasarens HAZ (maaekca pocTa it BO3pacTa).

Pa3paboTtanHas Ha OCHOBaHUU MPOBEJACHHOIO aHAIW3a MOJENb MAIIMHHOTO OOy4YeHUs st
MPOTHO3UPOBAHMS HEIOCTATOYHOCTH THUTAHUS TIO3BOJISIET BEPHO OMNPEAEITUTh OTCYTCTBUE
HEJIOCTaTOYHOCTH NUTaHus y nauueHToB ¢ BBD B 100% ciyyaeB nmpu BKIOYEHUM B MOJEIb
MmoKaszaTesst pocta K Bo3pacty (kimace 0, HAZ > 2).

ITocTpoenue Moe1u MPOrHO3MPOBAHUS HA OCHOBAHUM NoKa3aTeiss BAZ
(MHaEKca Macchl TeJia J1J1sl BO3pacTa)

[Tokazatens BAZ saBnsercs Hanbosee BaXXHBIM JIs ONPEACTCHUs HATUYUS U/UITU OTCYTCTBUS
HEJI0OCTaTOYHOCTH NMUTaHus. B nccneqoBanny 3HaUeHHsI JTAHHOTO MOKa3aTes ObUIN pa3fiesieHbl Ha 3
knacca: knacc 0 — HopmanbHOe coctosiHue nutanus (BAZ > -1), kmacc 1 — rpynma pucka 1o
Pa3BUTHIO HYTPUTUBHOUW HemoCcTaTOUHOCTH (BAZ < -1 > -2) u knacc 2 — HaIM4Kue HeIOCTaTOYHOCTH
nutanus (BAZ < -2).

[Ipu mocTpoeHnn Mo MPOrHO3UPOBAHUS HAanOoJIee JIyUIline pe3yIbTaThl MOKa3ana MOICIb
GradientBoostingClassifier.

Jlnst onpenenenusi HANUYWs, PUCKA WA OTCYTCTBUSI HYTPUTUBHOW HEIOCTATOYHOCTH ObLIa
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MCIIOJIb30BaHa TECTOBAsI BHIOOpKA ManeHToB (n=31) ¢ HaIM4YueM MPOCTIEKTUBHBIX JaHHBIX. B xo1e
MOCTPOEHUSI TPOTHO3HOW MOJIENH JJisi JaHHOW BBIOOPKH MAIIMEHTOB Y 6 MAIlMEHTOB HYTPUTHBHAS
HEJI0CTaTOYHOCTh oTcyTcTBoBana (19,35%, xmacc 0), y 10 manueHTOB ObUT OMpeneieH PHUCK
pasBuTHs HegocTatoyHoCTU nutanus (32,2%, knacc 1) u y 15 nanueHToB Obula AMATHOCTHUPOBAHA
HYTPUTHBHASI HEIOCTATOYHOCTH (48,3%, Kiacc 2).

JIist  MOMOJIHUTENBHOM OLIEHKH COCTOSATEIBbHOCTH MOJIEIM MPOTHO3UPOBAHMS — ObLia
WCIIOJIb30BaHA MaTpulla OMIMOOK TecTOBOM BBIOOPKM (n=31), KOTOpas MOKa3bIBajia, KaK TOYHO
MOJIeJb CIIOCOOHA KIacCU(UIIMPOBATh CIy4al HyTPUTUBHOM HEJOCTATOYHOCTHU (PUCYHOK 6).

WNCTUHHbIE 3HaYeHuns
Knacc 1 Knacc 0

Knacc 2

'
Knacc 1 Knacc 2
MNpeackasaHHble 3Ha4YeHns

Knacc O

Pucynok 6. Martpuria ommOok a1 mokasarens BAZ (nHaekca Macchl Tena i Bo3pacTa).

Hcxons w3 pacCYMTaHHBIX METPHUK, MOJEIb MAIIMHHOTO OOYy4YEHHS [JIsi MPOTHO3UPOBAHUS
HEJI0CTaTOYHOCTU MUTAHUS ITO3BOJISIET BEPHO OMPEAEIUTh OTCYTCTBUE HEJJOCTATOYHOCTU MUTAHUS Y
nauueHToB ¢ BED B 83% ciydaeB mpu BKJIIOYEHHHM B MOJIEb IMOKAa3aTesil MHAEKC MAacChl Teaa K
Bo3pacty BAZ (xmacc 0, BAZ > -1).

AHaJIN3 Ba’KHOCTH NMPU3HAKOB

[Tocne moctpoenust Moaenu ObUT MPOBEACH KOMIUIEKCHBIM aHAIW3 Ba)KHOCTU TMPHU3HAKOB,
KOTOpBIE BIUSAIOT HAa YYBCTBUTEIHHOCTH MOJIEIM MPOTHO3UPOBAHMS, a TAKXKE KOPPEISIIUOHHBIN
aHaJNM3 C UCTOJIb30BaHueM KoddduimenTa koppensiun CnupmeHa (pucyHok 7).

Ha ocHoBanuu npoBeeHHBIX HCCIIEOBAaHUI Oblila BRISIBJICHA 00paTHAs KOPPENSIHS MEXKIY
nokaszareneM HAZ u unaexcom BEBS (r=-0,59, p=0,000), ypoBuem Butammna B12 (r=-0,32,
p=0,000), mexay mokazatenem BAZ u unnekcom BEBS (r=-0,63, p=0,000), mexay uHIEKCOM
BEBS, ans6ymunom (r=-0,73, p=0,001) u xampmmem (r=-0,51, p=0,000) u >xeme3om (r=-0,6,
p=0,000). AuTponiomerpudeckuit uniekc WAZ umen o6paTHyro Koppensanuio ¢ mokazareiem BEBS
(r=-0,59, p=0,000). Ilpsmass xoppemnsumsi HabIOAaTach MEXAy Moka3arenreM HAZ wm ypoBHeM
anpoymuHa (r=0,41, p=0,001), xamemus (1=0,45, p=0,003), mokazarenem MIIK (r=0,58, p=0,000) u
z-score ocrteoaeHcutomerpuu (r=-0,67, p=0,001) Ilokazarenrs HAZ mnpsmo koppenupoBan ¢
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MoKa3aTejJeM MHUHEpaJTbHOW TIOTHOCTH KocTtHOM Tkanu  (r=0,58, p=0,000), z-score
octeonercutomeTpun (1=0,67, p=0,000), kanprueM u ansoymunom (r=0,45, p=0,003 u r=0,41,
p=0,001, coorBercTBeHHO). HAEKC Macchl Tena AN BO3pacTa MMEN NPSIMYIO KOPPESIUIO C
anbOymunom (r=0,53, p=0,000), mokazatenem MIIK u z-score ocreonencutomerpuu (r=0,47,
p=0,002 u r=0,65, p=0,000, COOTBETCTBEHHO).

Pucynox 7. Temnoas kapta ko3 urmentoB koppemsiiuu CrnupmeHa

Pa3padoTka mkajabl 10 onpeaeeHNI0 pUCKA HYyTPUTUBHON HET0CTATOYHOCTH

Ha ocHOBanmm aHaim3a Ba)XHOCTH IPU3HAKOB, HCMOJB3YEMBIX B MOJEIH MAITWHHOTO
0o0y4eHHUs 1 TPOBEACHHOTO KOPPEISIIIMOHHOTO aHaIM3a ObLT pa3padoTaH MHCTPYMEHT JIJISl OIICHKH
HYTPUTUBHON HEJIOCTATOYHOCTH y TaniueHToB B BBD (pucyHoxk 8).
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(017 [6] NeUb
Bo3pacr
AunarHos [ata 3anonHeHunA

OueHka

1-10% (2 6anna) 31-49% (8 6annos)

Mnowapab NoparkeHUA KOXn

11-30% (5 6annos)

>50% (11 6annos)

MopaxkeHuna Koxu

3po3un C rTHOMHbIM

Spo3unn My3bipun
XapaKrtep nopaxeHusa OTCYTCTBYIOT (1 6ann) (1 6ann) oTaenaembim
(0 6annos) (2 6anna)
Fonosa
Lea

MNepeaHAs NOBEPXHOCTb TYN0BULLA

]

3a4HAA NOBEPXHOCTb TY/1I0BULLA

BerHMe KOHEYHOCTH

HuyKHuUe KoHeyHoCTH

Aropuubl

OueHKa XPOHUYECKUX PaH,
cywectBylowmx 6onee 6 mecaues
(% nosepxHocTu Tena, 1% = pasmep
NapoHu)

meHee 1% (1 6ann)

5-10% (4 6anna)

1-2% (2 6anna)

6onee 10% (5 6annos)

2-5% (3 6anna)

Hanunume mukpocromumn HeT (0 6annos) Aa (2 6anna)

Hanuumne aHkunornoccun HeT (0 6annos) na (2 6anna)

Hanuume creHo3a nuwesoga HeT (0 6annos) Ana (2 6anna)
anusoanyeckan gucoarusa (1 6ann)

Hannuue TpewmH NPAMON KMLIKN HeT (0 6annos) aa (2 6anna)

OueHKa COCTOAHUA KUCTeNn

He nsmeHeHsbl (0 6annos)

Grade 3b (4 6anna)

Grade 1 (1 6ann)

Grade 4a (5 6annos)

Grade 2 (2 6anna)

Grade 4b (5 6annos)

Grade 3a (3 6anna)

KoHueHTpauus anbbymuna (r/n)

35 n 6onee (0 6annos)

meHee 25 (3 6anna)

oT 26 Ao 35 (2 6anna)

KoHueHTpauua Kanbuma (Mmonb/n)

2,3 n 6onee (0 6annos)

meHee 2,2 (2 6anna)

KoHueHTpauusa enesa (MKmonb/n)

13 n 6onee (0 6annos)

meHee 9,3 (3 6anna)

o071 9,4 no 13 (2 6anna)

KoHueHTpauus eutamunHa B12 (nr/mn)

350 1 6onee (0 6annos)

meHee 196 (3 6anna)

oT 196 no 349 (2 6anna)

KoHueHTpauus eutamuna D (Hr/mn)

6onee 30 (0 6annos)

ot 10 ao 19 (3 6anna)

oT 20 Ao 29 (2 6anna)

meHee 10 (4 6anna)

Mokasarenb Z-score
0CTe0AeHCUTOMETPUM

6onee -2,0 SD (0 6annos)

meHee -3 SD (5 6annos)

OO e e O

ot-2,180-2,9SD (3 6anna)

MeHee 15 631108 — HOPMa/ibHOE COCTOAHNE MUTAHUA

Ot 16 0 35 6an10B — PUCK Pa3BUTUA HEAOCTAaTOYHOCTU NUTAHMA

Bbonee 36 6annos — Hannume HeOOCTaTOYHOCTU NUTAHUA

Cymma 6annos

Pucynok 8. [lIkana olleHKH HyTPUTUBHOM HETOCTATOYHOCTH
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CornacHo pacueTram HIKaJbl 1O OMNPEICICHUI0 HYTPUTUBHOM HEJOCTATOYHOCTH, MeHee 15
0aJJTOB COOTBETCTBYET HOPMAJIBHOMY COCTOSHUIO MHTaHUsA, 16-35 0a/mioB yka3plBaeT Ha PHCK
HEJIOCTATOYHOCTH THTaHUsA, W Oosiee 36 Oa/utoB yKa3blBaeT HA HAIWYAEC HYTPUTHBHOU
HEIOCTATOYHOCTH. MaKkcuMalbHbIH Oas 77.

OueHka coCTOATETbHOCTH HIKAJIbI HyTPUTHBHOM HEI0CTATOYHOCTH
JIst OTIEHKHM COCTOSITEIPHOCTH M HAJEKHOCTH Pa3paOOTaHHOMN IIKAJIBI PUCKA HYTPUTHBHOM
HEJI0OCTaTOYHOCTH OBLIO MPEANPUHATO HCCIEAOBAHME, BKIIOYAIOIIEE KOPPENIALMOHHBIN aHaIHU3
MEXKy JAaHHOM IIKaJOM W yCTAHOBJEHHBIM IOKa3aresieM HyTpuTUBHBIX puckoB THINC, a Takxke
bupmunremckoro unzaekca Tsokecth BBD BEBS. CunbHble npsiMble KOPPETALIMOHHBIE CBSI3H
BBISIBIICHBI MEX/TY IIKAJION OIEHKU HYTPUTUBHOM HeocTaToYHOCTH 1 TokazareneM BEBS (1=0,925,
p<0,000), a Taxxke mkamorr THINC (r=0,911, p<0,000) (pucynok 9).

KoppenauuMoHHas maTpuua

BEBS THINC LLIOHH
BEBS MUpCoH r —
df (cteneHeun ceobopapbl) —
p-3Ha4yeHune -
THINC MUPCOH r 0.930 *** —
df (cteneHen cesobopapbl) 99 —
p-3Ha4YeHue <.001 -
LUOHH MUPCOH r 0.928*** 0.912*** —
df (cteneHen csobopabl) 48 48 o
p-3HayeHue <.001 <.001 -

lMpumeyarne. * p < .05, ** p < .01, *** p <.001

Pucynok 9. ITokazarenu KOppessLiUM Kbl OLICHKA HYTPUTUBHOW HETOCTATOUYHOCTH C MHIEKCOM
BEBS u THINC

CpaBHHTEJIbHASI XapAKTEPUCTUKA Y100CTBA HCIOJIb30BAHUS HIKAJIbI OLeHKH HYyTPUTHBHOM
HexoctarouyHocTH U mKkaJabl THINC

[Ipu mpoBeaeHHH CpPABHUTEIBHOW XapaKTEPUCTHUKW IIKAIbl OICHKA HYTPUTHBHOM
HegoctarouHocty U mkansl THINC mocpenctBoM ankeTupoBanus 42 Bpadei-1epMaToaoroB ObLTN
MOATBEPKACHBI UMEIOIIHNECS TPYTHOCTH C UCMOJIb30BAaHUEM IIKaIbl HyTpUTUBHBIX puckoB THINC.
[IpakTukyromue CnenuanucTbl OTMETUIIA JUIUTENBHOCTHIO 3anojHeHusi onpocHuka THINC u
MMEIOIIHECS B HEM TOKAa3aTeNd, KOTOPHIE 3a4acTyIO CI0KHO BBIUYMCIUTH WM aJanTHPOBATH MO
KOHKPETHOTO TMAallMeHTa, TOTJa KakK IIKajla ONEHKH HYTPUTHUBHOM HEJOCTAaTOYHOCTH MPOCTa K
MOHUMAaHUIO U HE TpeOyeT JIUTEIbHOr0 BpEMEHHU Ha ee 3amojineHue (Tadbmuna 3).

CornacHo JaHHBIM AHKETUPOBAHMSI, IIKAJIy OICHKA HYTPUTHUBHOM HEIOCTATOYHOCTH
MpU3HATIN yIOOHOU ISl 3amoJIHEHUs OONBIIMHCTBO pecnoHaeHToB - 40,4% (17 uenosek). [Ipu
OLICHKE JUIUTEeNbHOCTH 3anonHeHus 50% (21 denoBek) OTMETHIIM IIKATy OLEHKU HYTPUTHUBHOM
HEJIOCTAaTOYHOCTU KaK OBICTPBIA JUIsl 3amoJIHEHUsT MHCTpyMeHT. 28,5% (12 uenoBek) oueHWIN
dhopmymmpoBky mapametrpoB B onpocHuke THINC kak coBceM HemoHsATHBIE, TorAa Kak 61,9% (26
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YeJIOBEK) OTMETIJIM TMapameTphbl MIKAJIbl OLEHKH HYTPUTHBHOM HEJOCTATOYHOCTHU JOCTATOYHO
NOHATHBIMHU. bBonbImMHCTBO pecnoHAeHTOB -61,9% (26 yenoBek) HE TOTOBBI PEKOMEHOBATh
ucnonb3oBaTh onpocHUK THINC B KIIMHMYECKO# PAKTHKE.

Tabnuna 3. Pe3ynbraTel aHKETUPOBAHUS Bpayeii-1epMaTOIOTOB.

Yao6crBo AnntenbHocTb MoHumaHue FOTOBHOCTDb K
3ano/iHeHuA 3ano/HeHuA BOMpPOCOB pekomeHaaumm
THINC LLIOHH THINC LLOHH THINC LLOHH THINC LLIOHH

1 6ann 4 2 2 21 6 26 26 0
2 6anna 19 1 15 12 9 10 12 1
3 6anna 10 4 14 5 7 4 2 4
4 6anna 6 16 6 2 8 8
5 6annos 3 17 5 2 12 0 0 29

Takoke, pe3yabTaThl OITpoca 10 ONPEIEIEHUI0 HYTPUTUBHOTO cTatyca pu BbD nmokaseiBaror,
YTO OOJIBIIMHCTBO CIIELUATUCTOB HE OIICHUBAIOT COCTOSHUE MUTAHUS Yy JaHHOM KaTeropuu
MAlMEHTOB, YTO TMOJYEPKUBAECT NPOOJIEMATHKY OIIEHKM ¥ CBOEBPEMEHHOW JHAarHOCTHKHU
HEJIOCTATOYHOCTH MUTAHUS y marueHToB ¢ BED (tabnuia 4).

Tabnuna 4. OrieHKa OTBETOB PECHOH/IEHTOB MO MCIOIB30BAHUIO0 MHCTPYMEHTOB ISl TUATHOCTUKH
HYTPUTHUBHOM HEIOCTATOYHOCTH ¥ AeTeil ¢ BBD

BapuaHnTsl oTBETa KosnuectBo
sl HE OLIEHUBAIO COCTOSIHME MUTaHuA ImamueHTos ¢ BED 26
PACCUMTHIBAIO MHAEKC MACCHI TEJa

ucnousb3yro nporpammy BO3 Anthro miu Anthro +

MIPOBOXKY OMPOC MO (GaKTUUECKOMY MUTAHHUIO

Ha3Haualo J1abopaTOPHBIE UCCIIEIOBAHNUS, KOTOPHIE BKIIIOYAIOT ONpEACIICHNE
MaKpO- U MUKPO3JIEMEHTOB, BATAMUHOB

AW | =D

Anpodanus MKaJabl OLEHKH HeJ0CTATOYHOCTH NMTAHUA B KIMHUYECKON NMPAKTUKE

Ornenka pa3paboTaHHOMW MIKAIBI B PE€aTbHON KIMHUYECKON MPAKTHUKE TTOKa3aia, YTO JTaHHBIA
WHCTPYMEHT aJIeKBaTHO OTpakaeT HYTPUTHUBHBIE PUCKH y TMAIMEHTOB C Pa3IHYHBIMU (popmamu
BPOXKJIEHHOTO  OyJIJIE3HOTO  JmuaepMonn3a. AmpoOainus IKadbl OHEHKH  HYTPUTHUBHOU
HEJIOCTaTOYHOCTH MOATBEPAWIA BO3MOKHOCTh €€ HCIIOJIb30BaHUS B KA4ECTBE HAJCKHOIO H
MPOCTOT0 HMHCTPYMEHTA JUIsl pPAHHEHd JUArHOCTUKA HYTPUTUBHBIX PHUCKOB, YTO IO3BOJISET
CBOEBPEMEHHO Ha4aTh KOPPEKIUIO MTUTAHUS U IPEJOTBPATUTH BO3MOXKHBIE OCIIOKHEHHS, CBSI3aHHbBIE
C HEJJOCTATOYHOCTHIO TUTAHUS.

[Ipu cymmapHOW OlleHKE MoKa3zaTejel MIKajabl HYTPUTHUBHOM HEAOCTATOYHOCTH Ooiee 36
0amIoB  HEOOXOJUMO PACCMOTPEHHE BO3MOXKHOCTH HAJIOXKEHHMSI TacTPOCTOMBI B LIETAX
OCYILECTBJIICHUS HYTPUTHBHON MOJIEPKKA C UCIOJB30BAHUEM MUTATEIbHBIX CMECEell s
SHTEPATBHOTO MUTAHUS U PETPOTPATHON OATTIOHHON AUIATAIlMU MTUIIEBO/IA.

BbIBO/IbI
1. [Io pesynapTaTam MOJEKYJISIPHO-TEHETUYECKOTO UCCIIeNOBaHud auctpoduueckas Qopma
BPOXKJIEHHOTO OYyJIJIE3HOTO 3MHUAEPMOJIN3a, OOYCIOBIICHHAs MATOT€HHBIMU BapUaHTaMHU B TEHE
COL7A1 Bepudunmpoana y 65,34% manuentoB (n3 HUX 89,39% - ¢ ayTOCOMHO-PEIIECCUBHBIM,
10,6% - ¢ ayTOCOMHO-IOMHMHAHTHBIM THUIIOM HacienoBanus). [Ipocras ¢dopma 3aboneBanus
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auarHoctupoBana y 24,75% manueHToB (BbIABICHO 3 reHeTHUecknX BapuanTta B reHax KRTS (52%),
KRT14 (40%) u PLEC (8%), oTBeuarommx 3a ayTOCOMHO-AOMHHAHTHBINA THI HACJICIOBAHUS, B
reTepo3UroTHOM coctosinuu). [lorpanuunas Qopma BpOXACHHOTO OyJJIE3HOTO SMUACPMOIH3A
noaTeepxkacHa y 9,9% nanueHToB ¢ naroreHHbIMU BapuanTtamu B reHe COL17A1, oTBeTCTBEHHOM
3a pa3BUTHE MOTPAHUYHON (HEJIETAIBHON) (POPMBI ayTOCOMHO-PEIIECCUBHOTO THIIA HACIEIOBAHMUS.

2. YactoTa HEAOCTATOYHOCTHM THUTAaHUS y JeTed ¢  guctpoduueckuMm  OyJuie3HbIM
amuaepMoNn30M coctaBuia 71%, ¢ mpoctoit popmoit - 36%. CHmKeHHE ToKaszaTens pocTa K
Bo3pacty (Height-for-Age Z-score, HAZ) y aeteil ¢ BpOXJIE€HHBIM OYJUIE3HBIM 3MUIAECPMOIUZOM
BbIsIBIEHO B 23,7% ciyyaeB M XapakTepu3yeT HauOoyiee TsOKelble (QOpPMbI XPOHUYECKOMH
HEJI0OCTaTOYHOCTU MuTaHusA. BmepBwle y geTeil ¢ penkol morpaHuyHOM ¢opmoit 3a0oseBaHUs
OMpEJIeICHa 4YacTOTa HEJOCTAaTOYHOCTH TMHUTaHusA, KoTopas coctaBuia 50%, W TpoOBeIEHO
MCCJIeI0BaHNE MUHEPAIbHOM IIIOTHOCTY KOCTHOW TKAHU, HA OCHOBAHHUH Y€T0 JOKA3aHO, YTO JaHHAs
KaTeropus MalyeHTOB, TAK)Ke KaK U JIeTU ¢ quctpoduueckor hopmoit 3a00eBaHmsI, HAXOIUTCS B
rpyIIe pucka no HapyIeHNUI0 MUHEPATN3allii KOCTHOM TKaHU.

3. BoisiBnen kommiekc HauOosiee 3HAUYMMBIX TIOKa3aTeledl i MPOTHO3WPOBAHUS U
UICHTU(PUKAIIMK CTENEHU HEIOCTATOYHOCTH MUTAaHUS Yy MAIMEHTOB C Pa3IMYHBIMU (popmamu
BPOXKJIEHHOTO OYJUIE3HOTO 3MHUAECPMOIIN3a, BKIIIOUas KIIIOUEBbIe Ja0OpAaTOPHBIE MapKephl: YPOBHU
anbOyMUHa, JKeJe3a, KalubIusa 1 BUTaMrHa D B KpOBH, KOTOpPBIE OTPAXKAIOT HE TOJIBKO HY TPUTHBHBIH
CTaTyc, HO M OOIlee COCTOSTHUE METa0OJIMYEeCKOro roMeocTa3a mamnueHta. PaspaboTaHHas Ha
OCHOBAaHMH IIPOBEJICHHOTO aHAIM3a MO/IENb MAIIMHHOTO OOYyYEHHUS JJIS OLICHKU W TPOTHO3UPOBAHMUS
HEJOCTAaTOYHOCTH THTAHMUSI TO3BOJSET BEPHO OMNPENEIUTh €€ OTCYTCTBHE Y TMAIMEHTOB C
BPOXKJICHHBIM OyJuie3HbIM dnuaepMoian3oM B 100% cimyyaeB mpu BKIIOYEHUU B MOJIETb TTOKA3aTENs
pocta K Bo3pacty (kmacc 0, Z-score HAZ > 2) u B 83% cny4aeB TIpu BKIIOYCHUH a B MOJCIb
MOKa3arels HHIEKC Macchl Tena K Bo3pacty BAZ (xmacc 0, Z-score BAZ > -1).

4. B mpouecce oOydenus Moaenu MOCPEACTBOM pacdeTa BaXXHOCTH MPHU3HAKOB, OMPECICHBI
KJI0UeBbI€ (DaKTOPBI, BIUSIONINE HA OLIEHKY COCTOSIHUS MUTAHUS A€TEH C BPOKICHHBIM OYIIC3HBIM
SMUAECPMOJIM30M: BO3pACT, TSKECTh TeueHus 3a0oneBaHus (omeHeHHas 1o mkane BEBS),
nabopaTopHbIe TOKa3arenu (aap0yMHH, KaJabIui, xkene30, BuTaMuH B12 u Buramun D), mokaszarenu
KOCTHOTO OOMeHa (MUHEpaIbHAS MIIOTHOCTh KOCTHOM TKaHU U Z-KPUTEPHUI OCTEOCHCUTOMETPHH).
5. B mpomecce TectupoBaHus pa3pabOTaHHON MOJAENM MAIIMHHOTO OOYYEHUS BBISABIICHBI
OCHOBHBIE TTAPAMETPHI, OMPEACIAIONINE PUCK HEJOCTATOYHOCTH MUTAHUS y JIeTel C BPOKIECHHBIM
OyJUIe3HBIM DSIUJAEPMOIU30M M CO3/1aHa [IKaja KOJWYECTBEHHON OLEHKH HYTPUTHBHOM
HEJI0CTaTOYHOCTH, BKIItouaromas 20 nmapamMeTpoB: OLEHKY COCTOSIHUS KOKHOTO MOKPOBa (IJI01ab
MOPKEHUsI KOXXKH, HAIMYME M IJIONIAJh XPOHUYECKHX paH, XapakTep MOPAKEHUS KOXKH U €ro
JIOKAIHM3aIMI0), TOJIOCTU PTa (MUKPOCTOMUS, AaHKUIIOTIIOCCHS), OPTaHOB KEIYJOUYHO-KUIIIEYHOTO
TpakTa (CTEHO3 MUIIEBOJA, TPEIIMHBI MPSIMOW KHUIIKH), KUCTEH, JabOpaTOpHbIE W MOKa3aTelu
(anpOyMuH, KanbIIHii, kene30, BUTaMuH B12 u Butamun D), Z-kputepuit 0cT€0€HCUTOMETPHUH.

6. OreHka pa3paO0OTaHHOHN MIKAJIBl B PEATbHOW KIIMHUYECKOHN MPAKTHKE IMOKa3alia, 4To JaHHBIN
WHCTPYMEHT aJIeKBaTHO OTpakaeT HYTPUTHUBHBIE PUCKH y MAIMEHTOB C Pa3IHYHBIMU (popmamu
BPOXKJIEHHOTO OyJIJIE3HOTO snuaepmonu3a. M3ydenne yno0cTBa NpUMEHEHHS IIKAIbl HA IIeJIEBOU
Tpynmne Bpadeu-IepMaTojIoroB MOATBEPIWIO BO3MOXHOCTh €€ HCIOJIb30BaHUS B KayeCTBE
HAJIe)KHOTO ¥ MMPOCTOT'0 MHCTPYMEHTA JIJIsl TUAarHOCTUKH U TPOTHO3UPOBAHUS HYTPUTUBHBIX PUCKOB,
a TaxKe Juisi pa3pabOTKH CTpaTeruii HyTPUTUBHON MOJACPKKH U MOHUTOPUHTA 3((HEKTUBHOCTH
MIPOBOIUMBIX MEPOIPUSATUH, YTO TO3BOJISIET MPEAOTBPATUTH BO3MOKHBIE OCIIOKHEHUS, CBSI3aHHbBIE
C HEIOCTaTOYHOCTHIO MTUTAHUSI.
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MNPAKTUYECKHUE PEKOMEH/JIAIIUU
1. JlnarHoCTMKAa  HEJOCTATOYHOCTH  MUTAaHUS € Y4eToM  JTaDOpaTOpHBIX U
AHTPOMOMETPUUYECKUX TMOKa3aTesIel JOJDKHA MPOBOAUTHCS y BCEX MAIMEHTOB C BPOXKJICHHBIM
OyJUIe3HBIM MHUIEPMOIIU30M, BHE 3aBUCUMOCTH OT (popMbI 3a0oneBanus. Hecmotps Ha TO, 4TO
HYTPUTHBHBIC HAPYIICHHS Yalle BCTPEUYAIOTCS MPU AUCTPOPUIECKON U MOTpaHUYHON (hopmax
BPOXKJIEHHOTO OYyJIJIE3HOTO JMHUAEPMOIIN3a, OHU TAaKKe C BBICOKOM YacTOTON HaOMIOAAIOTCS Y
MAIMEHTOB C MPOCTOH (HopMOiil 3a00IeBaHNUS.
2. B KkauyecTBe KIIOUEBBIX OMOXMMUYECKUX MapPKEPOB PEKOMEHAYETCA HCIOIb30BaTh
MOKa3aTeNn ypOBHS allbOyMUHA, jKelle3a, KalbIis U BUTaMUHA D B KpOBHU, KOTOPHIE OTPAXKAIOT
HE TOJBKO HYTPUTUBHBIN CTAaTyC, HO M OOIIEe COCTOSIHHE METa0OJIMYeCKOro TOMeocTasa
MaIMeHTa.
3. [TanmeHTsI ¢ MOTpaHuYHOM (OPMOI BPOXKASHHOTO OYIIE3HOTO SMHUIEPMOJIN3a HAXOATCS
B TpyHIe pHUCKAa MO HAPYLICHUI0O MUHEpaIU3alMi KOCTHOM TkaHu. [lns mpoduiakTuKu
PEKOMEHYeTCS TMPOBEACHHE TaKUX MNPOPUIAKTUYECKUX MEPONPHUITHI KaK peryJspHBIiA
MOHUTOPUHT M KOPPEKIus OOECleYeHHOCTH BHUTAaMMHOM D, €XeroaHoM mpOBEIECHUU
OCTE€OJCHCUTOMETPHUH, ONITUMU3AINHN TUTAHUS U IBUTATEIHHOM aKTUBHOCTH.
4. Mopenu MammHHOTO OOyYe€HHMsT MOTYT OBITh HCIOJIB30BaHbl [IJISI OLCHKH U
MPOTHO3UPOBAHMS HYTPUTUBHOW HEAOCTATOYHOCTH HAa OCHOBE JAHHBIX MMAlMEHTA, BKIOYas
dbopMy BpOXKAECHHOTO OYJIE3HOTO SMHUAECPMOIIN3a, HATMUNE OCIOKHEHUN CO CTOPOHBI OPraHOB
KEIyJOUYHO-KUIIEUHOTO TpakTa M ToKasareneill jJabopaTopHbIX ucciefoBaHuil. OOHOBIEHUE
MoOJieJiell Ha OCHOBE HOBBIX KIMHUYECKUX MapaMeTpOB M HAONIOJACHHM PEKOMEHJIOBAHO IS
MTOBBITIIEHUS UX TOYHOCTH U d(PPEKTUBHOCTH.
5. Crpaterun 7ne4eHHs W TMHUTAHUS JIOJDKHBI pa3palaThIBaThCS C YUYETOM KITFOYEBBIX
(akTopoB, BIMSIONIMX HA COCTOSHUE MUTAHUS MAIMEHTOB C BPOXIACHHBIM OyIIE3HBIM
AMUACPMOITH30M. ITU (PAKTOPHI BKIIIOUAIOT BO3PACT MAIMEHTA, TSHKECTh TEUEHHUS 3a00JIE€BaHuUA,
nabopaTopHbIe MoKaszatenu (aaTbOyMHUH, KaublWi, Xeje30, BuTamMuH B12 um Butamun D) u
MUHEPAJIbHYIO MIIOTHOCTh KOCTHOM TKaHHU.
6. JUis OLEHKH pucKa HYTPUTUBHON HEAOCTATOYHOCTH Yy MAIMEHTOB C BPOXKIACHHBIM
OyJUIe3HBIM  ASIUACPMOIH30M PEKOMEHIYETCS HCIOJIb30BaTh pa3pa0OTaHHYIO —IIKay,
BKIIOUaronIyto 20 napameTpoB. [Ipu 3HaU€HUSX IKATBI OLIEHKH Hy TPUTUBHON HEJJOCTATOYHOCTH
6onee 36 OannoB HEOOXOIMMO pPAacCMATPUBATH BOIMPOC O MOCTAHOBKE TacTPOCTOMHUYECKOU
TpyOku. IlIkana oneHku prcka HyTPUTUBHON HEAOCTATOYHOCTH MOKET OBITh PEKOMEHI0OBaHa K
BKJIIOUCHHIO B KIMHUYECKHE PEKOMEHAAIMHM 10 BEACHUIO MAIMEHTOB C BPOXKICHHBIM
OyJUIE3HBIM SIUECPMOIU30M IIPH UX OUYEPETHON aKTyaTH3aIUu.
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CIIMCOK COKPAIIIEHU
BBD — BpoxkaeHHBIN OyII€3HBIN MHIEPMOIIN3
KKT - kellyJOYHO-KHUILIEYHbIA TPAKT
NN — ucKycCTBEHHBIN MHTEILIEKT
BEBS — Birmingham Epidermolysis Bullosa Severity score
BAZ - z-score BMI for age (z-score UMT/Bo3pacT)
HAZ - z-score height for age (z-score poct (mymmHa Tena) s BO3pacTa)
WAZ - z-score weight for age (z-score Macca Tena Jijist BO3pacTta)



