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BpoxxaenHslii  Oysuie3Hplid SMHIEPMOJNIU3 SIBISETCS PEAKUM T'€HETUYECKH
NETEePMHHUPOBAHHBIM 3a00JieBaHHEM, TPU KOTOPOM Yy IALMEHTOB OTMEYaeTCs
TIOBBILICHHAS XPYIIKOCTh KOXHBIX ITOKPOBOB U CIIM3UCTHIX 000J104€EK, IPUBOISALIAS
K 00pa3oBaHMIO Iy3bIpel YK€ MHHHMMAalIbHOM MeXaHH4YecKoM BozaeicTBuu. Ha
CETrOHSIIHUI JIeHb YCTAHOBIICHO, YTO MyTalllu B Goiiee uem 20 pa3inuyHbIX I'eHax
MOTYT BbI3BIBaTh YETHIPE OCHOBHBIE (OPMBI BpPOXKAEHHOrO OyJII€3HOIO
SMHUAEPMOIIHM3A: MPOCTYIO, MOTPaHUYHYIO, AUCTPOPHYECKYIO, a TaKKe CHHIPOM
Kunnnep.

BhIpa’)keHHOCTh  KJIMHMYECKUX TPOSBIEHHH BPOXIECHHOTO OYJIIIE3HOTO
SMUAEPMOIIH3a KosieOIeTcss OT OTHOCHTENIBHO JIETKOM 10 KpaiiHe Tshkelon. Y psja
MaLMEHTOB OTMEYaeTCs CIIOHTaHHOe (OPMHUpPOBaHME My3bIpel, a TakKe
MIOPAKEHHE CIU3UCTHIX 000JOYEK IIOJIOCTH pTa, INPUBOASIIEE K PAa3BUTHIO
MHKPOCTOMMHM UM  aHKWJIOTJIOCCHH, BOBJICUYEHHE 3yOOYENIOCTHOW CHCTEMBI,
TMaTOJIOTHS JKEJyI0YHO-KMIIEYHOrO TpakTa (BKIIOYAsi CTPUKTYPhI MHINEBOA),
MOYEIIOJIOBbIX IyTeH, a TaKkkKe Ae(OpMalMu KOHEYHOCTEH B BHIE KOHTPAKTyp H
nceppocuuaakTuiani.  Codyeranne STHX (aKTOPOB Ha (OHE BBIPAKEHHOTO
KOJKHOTO TIpoliecca 0OYCJIOBIMBAeT pPa3BUTHE HYTPUTHBHON HEIOCTATOYHOCTU
pa3IUYHON CTENEeHH BbIPAXKEHHOCTH.

B IpeJICTaBIEHHOM UCCIIeIOBAHUH MPUMEHEHBI METOIbI
MHTEJIIEKTyalbHOTO aHalu3a NaHHBIX, YTO JaéT BO3MOXKHOCTH OONee TOUHOIL
JIMArHOCTHKH, — NPOTHO3MPOBAHMsS ~ TeYeHHsl 3a00NeBaHMS M pa3paboTKu
ONTUMAJIBHBIX TEpPaNeBTUYECKHX cTparerdd. TakoW moaAXox 3HAUMUTEIBHO
paciuMpsAeT IpPaHMUbl  TPAJULHOHHBIH  MCCIEOBAHUM, OTPAHUYHBAIOLIUXCS

UCKIIIOYUTEJIbHO HOBBIMH  TTOKA3aTCJIMH - M UX  TIOPOTOBBIMM  3HAUCHUSIMU,
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1a00paTOpHBIMM MPU3HAKAMH, a TaKKe IPOrHO3UPOBATH PHUCK OCIOKHEHHUI,
BKITIOYast HEIOCTATOUYHOCTb MTUTAHHUS.

OTHenbHBIM JIOCTOMHCTBOM paboThl ABJIAETCS AKIEHT Ha MCIIOJIB30BaHUM
COBPEMEHHBIX METOJIOB MCKYCCTBEHHOIO MHTE/UIEKTa JUJIsi TPOTrHO3UPOBAHUA
OCIIO)XHEHHH, CBSI3aHHBIX C HEJOCTATOYHBIM IUTAHHUEM. ABTOPOM BBISBIEH M
[IPOAHAIM3UPOBAH Ps/l MOKa3aTenel (MHIEKC TSHKECTH BPOXKIEHHOIo OYIIe3HOro
snuaepmonusa no bupmunremckoii mkane - BEBS, Bospacr, nokasarenu 6ekoBo-
OHEPreTHYECKOro U BUTAMHHHO-MUHEPAJILHOTO CTaTyca, IoKa3arejad MeTaboau3ma
KOCTHOM TKaHH M Jp.), HEOOXOAMMBIX JUI aJEeKBATHON OIEHKH COCTOSHHUSA
NHUTaHWs JeTeil ¢ BPOXKIEHHBIM OyJUIe3HBIM amnuaepMonu3oM. KpoMe Toro, B xoze
WCCIICIOBAaHUSl YCTAHOBJIEHA CTATHCTUYECKH 3HAYMMasi acCOLMalUs MEXKIY
HU3KUM TIIOKasaTeneM pocra K Bospacty (HAZ) u tsokénsiMmu  dhopmamu
HYTpUTHBHOrO nedpuumta. Taroke, BrHepBble aBTOPOM MPOAHATM3UPOBAHEI
TII0Ka3aTeJIM MUHEPaJIbHOW IUIOTHOCTH KOCTHOMW TKaHM y NeTeil ¢ MOrpaHudYHON
(opmoii BpoxneHHOro OyJIE3HOTO SIHUAEPMOJIN3a, MOMYEPKUBAIONIMN TO, 9TO
JlaHHas KaTeropus MalUeHTOB HAXOMWTCS B TPyIIE PUCKA [0 MHHEPAIU3alMU
KOCTHOH TKaHH.

Ha ocHOBaHMHM BBISBJICHHBIX KJIMHHKO-Ta0OPaTOPHBIX KOPpeNsnuil U
TECTUPOBaHMs MOJENIM MallMHHOro oOydeHust Obuta paspaboTaHa IIKana o
OLICHKE  HYTPUTHBHOM  HEIOCTaTOYHOCTH,  KOTOpas  JoKasajga  CBOIO
COCTOSATEJbHOCTh B peajbHOM KIMHHYECKOW NpakTuke. B ycnoBHsX oTcyTcTBHS
€IMHBIX alIrOPUTMOB II0 OLEHKE HEIOCTATOYHOCTH MHUTAaHHWS Yy JeTel ¢
BPOMICHHBIM OyJUIE3HBIM SMUIEPMOJIM30M JaHHBIH MHCTPYMEHT IIPENCTABISETCS
KaK ynoOHbpIH ¥ 5(QQEKTHBHBIA METON MU IMATHOCTHKH H IMPOTHO3MPOBAHHS
HYTPUTUBHBIX PUCKOB U MOXET CIIyXKUTh JUIS pa3pabOTKH CTPATerHii Hy TPHTHBHOI
MOMJIEP)KKA W MOHUTOpUHra  3(G(PEKTUBHOCTH  MPOBOJUMBIX  JleueOHBIX
MEepONpUATHH.

Ocobyro LEHHOCTh JUCCepPTAlMOHHOI PabOoThl MOAUEPKUBACT TIATENbLHAS
CTpPYKTypa H3JlaraéMoro marepuajia, 4YTO OTpaXaeTrcs B COJCPXKAHWUM TIJIaB

aBrope(epara.



B raase 1 («O630p JINTEPATYPbI») TpeACTaBieH JeTalbHbI aHAIN3
OTCUCCTBCHHBIX M 3apyOeKHBIX HCTOYHHKOB [0 BONPOCAM OTHONOIHH M
TaTOreHesa BpOXKAEHHOTro OyJUIE3HOTO SMUAEPMOIN3a, IPHHINIAM [HATHOCTHKH,

d TAIOKE BOXXHOCTH CBOEBPEMEHHOMN KOPPEKIMH HyTPUTHBHOH HEI0CTATOUHOCTH ¥
JAHHOH KaTerOpuH NAlMEHTOB. 3HAYMTEHHOE BHHMAHHE YJeIeHO ONMHMCAHMIO
BO3MOXXHOCTEH TIPUMEHEHHs] HMHCTPYMEHTOB HCKYCCTBEHHOrO WHTE/UIEKTA B
MEIMLHMHE BOOOIle M, B YaCTHOCTH, IPH MOCTPOGHHH MPOTHO3HBIX MOJeeil
HC/IOCTATOYHOCTH  MHUTAHHS.  ABTOPOM  HPOAHAIM3MPOBAHO  JOCTATOUHOE
KOJIMYECTBO COBPEMEHHBIX IyONMKalMi, 4YTO MpUAAéT 0630py BCECTOPOHHMIA
Xapakxrep.

I'naBa 2 («MaTepHaibl H METOAB! HCCIEI0BAHMSI») CONEPKUT OIMUCAHHE
KPUTEPUEB BKIIOYEHHs / HE BKJIIOUEHHS IALMEHTOB M3 TPYNN HaGIIONCHHUS,
(bopmupyet nuzaitn nccinenoBanus. B aToM pasziene moapoGHO H3I0KEH KOMILIEKS
METOJ0B 00C/IeI0BaHHs, HEOOXOAMMBIX JUIS IOCTAHOBKM JHATHO3a, OLIEHKU
TSDKECTH 3a00JIEBaHHUS U BBIABIEHHS COITYTCTBYIOIIMX OCI0XKHeHUH. Kpome Toro, B
JIAHHOM TJIaBe Ipe/ICTaBIeHbl 0COOEHHOCTH Pa3paboTKH W BepuBHUKALMU MOJIEIN
IIPOrHO3MPOBAHUS C IPUMEHEHHUEM UCKYCCTBEHHOTO HHTEJLIEKTA.

OTnenbHO pacCMOTPEH BONPOC AHKETUPOBAHMS MEIMIMHCKUX CIEIMAIHCTOB,
HAlpaBJIeHHOI0 Ha OIpe/eNeHne ynoocTBa U dP(PEeKTUBHOCTH pa3paboTaHHOTO
MHCTPYMEHTA JUISl BBISBIEHHS PUCKAa HYTPHTHBHOM HEIOCTATOYHOCTH. Y JeJIeHO
BHUMAaHHE CTATHCTHYECKHM METOZaM 00paboTKH IOJIyYeHHBIX Pe3yIbTaTOB.
I'taBa 3 IOJHOCTBIO IOCBAIIEHA pe3yJbTaTaM COOCTBEHHBIX HaOJIONCHUI:
IIpOaHAJIN3UPOBAHBI KIMHHYECKHE JIaHHbIE U J1a00paTOpHbIe MOKA3aTeNH y fetelf ¢
pa3nudHBIMHE (POpMaMH BPOXKAEHHOro Oyiute3Horo smujaepmonusa. [pencrasiena

XapaKTepUCTHKA OCJIOKHEHHH CO CTOPOHBI JKEJIYJ0YHO-KHIIEYHOTO TpPAKTa,

BEIABJIEHHBIX B HCCJICAYEMBIX TIpylax, JdaHa OlCHKa TKECTH TCUCHHS

3a6oeBaHus M cocTosAHMsA nutaHus. OcoObIi aKUEHT cleNaH Ha M3yYeHHH

MHHEpAILHOH IUIOTHOCTH KOCTel y NALMEHTOB ¥ POIM  MOJEKYJSPHO-

reHeTHYeCKHX  MCCIe[OoBaHHH B MOATBepXKAeHWH  JuarHosa.  [loxpoOuo



06cy>1<11310Tc51 KOppesuun MEXny Ha60paTOprIMH ITOKa3aTe/IsIMA U TAKECTHIO

ITaTOJIOTHYECKOT0 rporuecca.

Fnasa 4 «Ouenka NPOrHO3HMPOBAHHE  pHCKA  HYTPHTHBHOI
HEA0CTATOUHOCTHY. B 9TOM KIOUeBOM pasnesne Hece0BaHuUs aKIEHT Cean Ha
MPUHILIMIAX  MOCTPOCHHUS MONENell MPOTHO3UPOBAHHA C  HMCHOJB30BAHUEM
ToKasaTenel pocra Juisi Bo3pacTa (HAZ) u unpexkca maccel Tena Juis BO3pacTa
(BAZ). TlpuBenens! pesyinbraTsl oneHKH METpHUK MojelneH, NeTanbHO pa3zobpaH
BKJIal  OTHCNBHBIX MNPU3HAKOB B  (opMHpoBaHue mporHosa. ComepikHTCs
YIOMHHAHHE O TOM, 4TO HCIOJIb30BaHUE Pa3pabOTaHHOIO arOPUTMa IT03BOJIAET C
BBICOKOH TOYHOCTRIO (1o 100% mpu yuére HAZ u 83% npu yuére BAZ)
TIpEACKa3bIBATE OTCYTCTBME HYTPUTHBHON HeJocTaTouHOCTH. Takke paspaGorana
Y anpoOHpoBaHa WIKaJa 10 ONpeeNeH IO PHCKA HYTPHUTHBHON HEI0CTATOYHOCTH,
IPENMYIIECTBA KOTOPOi OBUINM IPOIEMOHCTPHPOBAHBI Ha KITMHUUECKHX [PHMEpaX.
B pasgene «3akiiouenne» OTpakeHbl OCHOBHbBIE Pe3y/bTAaThl HCCIETOBAHHS.
BBIBO/IBI COOTBETCTBYIOT LieNsM M 3amauaM, 3asBIEHHBIM Bo «BBemenum». B
AMcCepTalMy NpHUBeJeHO 6 Tabnmun M 34 pHCYHKa, KOTOpbHIE BBIIOIHEHbI
KOPPEKTHO U INPOUJUIIOCTPUPOBAHBI MOKA3aTENAMH CTATHCTHUYECKOM 3HAYUMOCTH
pasuYui MEeXIy HCCelyeMbIMH IPYIIIaMH.

Takum  00OpasoMm, mpeACTaBIEHHOE  MCCIENOBAHHE  JIE€MOHCTPHpYET
3HAYHMMBIH BKJIAJl B COBEPLIEHCTBOBAHHE METOOB JHArHOCTHKH, MOHUTOPUHIA
KOPPEKLMH HYTPUTHBHBIX PHCKOB y JeTeH ¢  BPOXKIASHHBIM OYJIe3HBIM
snuepMonn3oM. Ilpe/uioxeHHble BBIBOJABI 00JaNalOT BBIPAKEHHOW HAy4HO-
NPaKTUYECKOH  LEHHOCTbIO, yOequTeNbHO OOOCHOBaHBI W CIEAYIOT W3
NpeJCTaBICHHBIX JaHHBIX, 4YTO IIOJYEPKHBACT HTOTOBYIO LEJOCTHOCTH U
3HAYUMOCTh pabOThl JUIA COBPEMEHHOW MEAMATPHU U AEPMATOBEHEPOJIOIHH.
Pe3ynpTaThl HCCIEAOBAaHHA MOTYT OBITh HEMOCPEJCTBEHHO MPHMEHEHBI B
KJIMHUYECKOH IIPaKTHKE, CHOCOﬁCTB}’H ONITHMHU3AIHMH JIEYCHHUSI U TIOBBILLICHUIO
Ka4yecTBa )KM3HHU JIAHHOM KaTeropuu NalyeHToB.

Ha ocHOBaHMM MNpPOBEAEHHOIO aHaJM3a IPEJICTAaBIEHHOro apropedepara

Opaogoii O.C. MOXHO 3aKJIIOYUTL, YTO JHccepTanuonHas pabdora «Ouenka u



MIPOTHO3UPOBAHUE PHUCKA HENOCTATOUHOCTH MUTAHHUA Y J€T€H C BPOKIEHHBIM
OyJIe3HBIM  DMIHUAEPMONM3OM»  TpesCTaBIseT  Ccoboit 3aBeplIEHHOE HAyYHO-
KBANM(HUKAUMOHHOE HCCIeI0BaHHE, B KOTOPOH YCIEIIHO pelleHa aKTyaibHas
3aj1a4a B 007aCTH MeMATPUH M JIEPMATOBEHEPOJIOTHH, UMEIOIasl CYIEeCTBEHHOe
3HAYCHHE JUIs COBPEMEHHON MEIUILMHCKON HAYKH.

PaGora Opnosoii Ombru CepreeBHBI COOTBETCTBYET TpeGOBaHMAM 11.9
«ITonoxeHHst O  NpPHUCY)KAEHMM  Y4eHBIX  CTeleHei»,  yTBEP/KIAEHHOrO
nocranosnenreM IlpasurensctBa P® ot 24.09.2013 r. Ne®42, npembapiseMbiM
MunncTepcTBOM Haykd W Belcuiero obpasoBaHus Poccuiickoii Qenepauyu K
KBaIH(DUKALMOHHBIM HAay4YHBIM HCCIEHAOBAHMSM HAa COMCKAHHE YUEHOH CTeleHH
KaHIuaaTta Hayk, a ee aBtop, OpnoBa Ombra CepreeBHa, 3aciyKHUBaeT
NPUCY)XICHUS. ~ y4EHOW  CTEeNEeHM KaHIu#aTa MeOWIMHCKMX  HayK [0

cnenyansHocTsM 3.1.21. Tleamarpust u 3.1.23. JlepMatoBeHepOIOrys.

JIOKTOp MEIULIMHCKUX HayK,

npocdeccop kadenps! neguaTpuu

uM. M. Crynenukuna KM
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denepanbHOE rocy1apCTBEHHOE aBTOHOMHOE 00pa3oBaTeIbHOe

y4pexKJeHue BBICIIEr0  00pa3oBaHus «Poccuiicknii HaIHOHAJIbHBIH
ucclel0BaTeIbCKUi ~ MEIMIMHCKMHA ~ YHMBEPCHUTET  HM. H.W.ITuporosa
Munncrepcersa 3apaBooxpanenus Poceuniickoit Meneparuu,

117513, r. Mocksa, yi1. OCTpOBUTAHOBA, JIOM. 1., cTp.6; +7 (495) 434-03-41
rsmu@rsmu.ru



