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OT3bIB BEAYIIIEA OPTAHU3ALINHU

0 HAY4YHOH HOBH3HE H MPAKTHYECKOH 3HAYHMOCTH JHCCEPTALHOHHON pafoTh
Ilak Jlao3 AnueBHBI Ha TeMy: «MyJbTHAHCUHILIMHADHOE CONPOBONKIECHHE
AeTed ¢ 1eTCKHM LepedpaibHBIM NapATHYOM», PEACTABICHHOI HA COHCKAHHe
Y4€HOH cTeneHn JOKTOpa MeAHIHHCKHX HAYK Mo cnenunaabHocTsav: 14.01.08 —
Heanarpus, 14.01.11 — HepeHuie Gose3Hu

AKTyaJbHOCTb HAYYHOI0 HCC/Ie0BAHHS

HecMoTps Ha ycnexu W AOCTHXXEHHS COBPEMEHHOM MENUIMHBI, ACTCKU
nepebpansHpiii napanuu  (JLIIT) ocraercs camoii 4acTol HEBpPOIOTHUECKOH
NaTOJNOTHEeH, MPUBOAALICH K MHBAIMIHOCTH Y TALIMEHTOB B Bo3pacTe 10 18 jeT.
Pacnpoctpanennocts JALIL B Mupe ocTaeTcd JOCTATOYHO BEICOKOI M COCTABISET 2-
2,5 cay4yas Ha 1000 3xUBOpPOXKACHHBIX AeTeil. ITo 3aboneBaHue ABIAETCA 3HAYUMOM
HaYYHO-ITPAKTHYCCKOH IIPOOIEMOH HE TONIBKO HERPOJIOTOB M OPTOMENOB, HO U
NnpejcTaBHTENed MHOIMX JpYruX [eJHaTpHYecKHWX cleuMaidsHocTed. Psan
OTEYECTBEHHBIX H 3apyOEKHBIX YUEHEIX YKa3bIBAIOT Ha CYIECTBEHHOE HETAaTUBHOE
BIMAHWE CONYTCTBYIOIIEH COMATUYECKON MATONIOTHH, B TOM 4HCJEe, OEIKOBO-
OHEPreTHYECKOH HeJOCTaTOYHOCTH Ha pea0MITMTAHOHHEBIN [TOTEHLHAN U KaY€CTBO
xu3HH Aeteit ¢ LI B To xe BpeMs, B nogaBnAoleM GONBLIHHCTBE KIMHUYCCKHX
HabmoneHH koMopOuaHas naronorus y aeteii ¢ JLIII octaercs HenooLeHEHHOIM H

He BIEYET 3a coDOM CBOCBPCMCHHBIX aJCKBaTHBIX JUAarHOCTHYECKHX H JieyeOHBIX
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mepomnpustiid. Kpome 3T0ro, MHOr00Opa3Me reHETHYECKH NeTePMHHHMPOBAHHBIX
Oone3Hel, WMHTHPYIOIUMX KIMHUKY [JETCKOre lepeGpansHOro mnapajiuya,
HEOOCTATOYHAA OCBCAOMIICHHOCTE CIICHHAJHMCTOB O HacCJICcACTBEHHBIX GOHGBHHX,
OTPaHUYEHHOE TMPUBICYEHUE I'€HETHKOB K conpoBoxacHUi0 OonbHbIX JILITI,
IPUBOJAT K JHArHOCTHUECKUM OLIMOKAM, M, KaK CJIeJCTBHE, K HealeKBaTHBIM
TEpaneBTHYECKHUM NoAxojaM. B 1o Bpemst kak paHHss Bepu(HUKaLIUI T€HETUUECKU
obycnoBieHHbIX Oone3Hell, mackupyrouruxea nox JLII, no3BonaseT YMeHBIIHUTD
YacTOTY DOXJeHUs OONbHBIX JeTell B OTATOLIEHHBIX CEMBSX, COKpalias
3a0011€Ba€MOCTb B pOCCHICKOH NOMYNALMH B 1eNIOM. MyJIbTHIUCIMITITHHAPHOCTE H
KOMILUIEKCHBIH IOAXOJA SBISIFOTCS OCHOBOM COBPEMEHHBLIX IIPEACTABIEHUH O
npobaeme JILII y nereif, noapocTKOB ¥ COBepIIEHHONETHAX MaueHToB. [TosToMy
BCE HOBelHe JOCTHXKCHHUA cospemeHHoﬁ KIIHHHYECKOH MCAULIMHBI H606XOLLHMO
MaKCHMalbHO HCIONB30BaTh B IIOBCEJHEBHOM EeSTEILHOCTH CIIELHAITUCTOB
pasnMyHelX BpadeOHLIX CIlelHaIbHOCTEH TNPH OKA3aHMH IIOMOLIM TAalHEeHTaM,
CTPaJaroNIMM 3TUM HEpEOKHUM BHJ/IOM HEBPOJIOTHYECKOH MIATONOTHM,

Taxum o6pa3zomM, aKkTyalbHbIM ABNSETCH pellleHHe MpoGIeMbl ONTHMU3ALHH
OKa3aHHs MEAULIMHCKYI TOMOILIM Ha IHarHOCTHYECKOM K TepaneBTHYECKOM 3Tanax
U peajll3allid B KJIMHHYECKOH MPaKTHKE MYJIbTHAHCUUIUIMHAPDHOIO MOAXOIa K
BCICHHKO MAallHEHTOB ¢ JHAE€TCKHM HepeﬁpaJILHBIM nmapanuioM, MNO3BOIAOUIETO
MOBBICHTL peabunuTanuoHskIH noteHuan getei ¢ JILI u kadecTBO oka3piBacmoil
HM MeIUUMHCKOR TOMOIIIH.

C yd4eroM BBIIIECKAa3aHHOTO AaKTYallbHOCTB TEMBI JMCCEPTALMOHHOIO
MCCTIEOBAHHS HE BhI3bIBAET COMHEHMIi. ABRTOPOM I10CTABJIEHA 11€/Ib, HAIPAB/IEHHAS
Ha JOCTH)KCHHE M IOANEP)KaHUE ONTUMAIBHOrO 00beMa MHACHOCTHYECKHX H
TEPaNeBTUUECKUX MEPOIPUNTHH TIpY JETCKOM LiepebpalkHOM mapaiude, KOTOpO#i
NOAYHHEHB! 337a4H, OTPaXalolUe JIOTHKY M ITOCIEeA0BATENBHOCTE BBITIONHEHHS

paboThI.

Casi3b ¢ N1AHOM COOTBETCTBYIOILMX OTpaciell HAyKn




HuccepTanuonHas paboTa BHIIONHEHA 10 IUIAHY HAYYHO-HCCIeT0BATENBCKIX
paboT  demepanbHOrOo  roCcyJapCTBEHHOTO  ABTOHOMHOTO  YUPEXIEHHS
«HanuoHanbHblli MeIUIIMHCKMM HCCIICAOBATENbCKUM LEHTP 3I0pPOBBS JIETeil»

MunucrteperBa 3apaBooxpanenus Poccuiickoi ®eaepanuu.

HoBH3Ha Hece/le0BAHMSA H NOJYYEHHBIX pe3ybTaToB

HoBuzHa HacToOfAlEro AUCCEPTALMOHHOIO HCCIEAOBAaHWS HE BBI3BIBAET
COMHEHUH. ABTOPOM BIEPBBbIE MPOAHATU3UPOBAHBI CTPYKTypa, KIUHUYECKUE U
HHCTPYMEHTAJBHBIE XapaKTEPUCTHKH JETCKOro Iepe0pallbHOre Mapaiuya H
reHeTudeckux OosesHeil. [IposeneH cpaBHUTENBHBIN aHATIH3 NIOIYYEHHBIX JAHHBIX,
Ha OCHOBAaHHMHM KOTOPBIX BBIABIIEHBI NPEAHKTOPBI BEPOATHOIO HACIECACTBEHHOTO
3aboneranus. B gucceprauMoHHOM uccienoBaHud [lak JLA., ¢ moMombw
[IPHMEHEHUA BbICOKOTEXHOJIOTUYHBIX METOAOB HMCCNEOOBAHHA, B TOM YHCIIE
reHeTUYECKHX (XPOMOCOMHBIN MUKPOMATPHUYHBIH aHATIU3, MACCOBOE TIApaIUIEIEHOE
cexkBeHupoBanue (NGS) nans ananuza TapreTHeIX oOnmacTedl  reHoma,
CEeKBEHUpOBaHUe MeroaoMm CoHrepa, W3MepeHUe AKTHUBHOCTH JIM30COMAJIBHBIX
(GEepMEHTOB, a TakKe OnpelesieHHe CeKTpa AMUHOKUCIIOT W allIIKAPHUTUHOB IS
BLISBJIEHHS OpraHMYecKUX auMaypud ¥ anujcaMHHONATHH W 1p.) ObLIO
BepubHUUHpoBaHO 44  reHeTHMYECKH  JeTEPMHHHMpPOBAHHBLIX  3aboneBaHHs,
umutupytomnx  JIUII.  AsTtopoM  BhnepBele  paspabotaH K BHEIpeEH
I depeHUNATEHO-AUArHOCTHUECKHE — aNrOpHT™M  JeTCKoro  uepebpanbHOro
napanuy¥a C HacNeICTBCHHBIMU OOJIE3HAMHU, [IO3BOJISIOIINMNA CBOEBPEMEHHO
BEpHQHUIMPOBATL FEeHETHYECKU AeTepMUHUPOBaHHbIe 3a001eBaHNs, HHULHUPOBATE
aJIEKBATHYIO TEPallHI0 M TEM CaMbIM HE TOJBKO IOBBICHTH Ka4deCTBO KH3IHM
ITALMEHTOB, HO H B pPAJE ClIy4yaeB, 00eCIEYUTH e ITPOJICHHE.

BrniepBrie aBTOpOM NOKa3aHo, YTO OOTYNHHOTEPANN HE SBISETCS METOIO0M
BEIOOpa B peabunuTalMOHHBIX Meponpustusx npu JIUI, HecMoTps Ha
HMEIOLYIOCH JO0KasaTelbHylo 0a3ly, M Ha3sHayaercs HEpeaKo IMalHeHTaM yxe
NOJIyYaOIIMM Ha IPOTSKEHHH JITHTENHHOIO BPEMEHH MeAMKaMEHTO3HYIO TEPAIHIO
AHTUCTIACTUYCCKIMM NpenaparaMd 0e3 N0oCTaTOYHOTO KIMHMYecKoro s@dekra.
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Be3ycnoBHO, 1aHHOE 0OCTOATENHLCTBO HEMaTHBHO CKa3bIBaeTCs HA 3G deKTHBHOCTH
BOCCTAHOBUTEIIBHOIO JIEUEHUs OOJIBHBIX JAETCKUM LepedpalbHBIM NapaTHyOM.

BeceMa  LUeHHBIMM  ABISIOTCA  Pe3yNbTAaTBl  UCCIEAOBAHUA  CHEKTpa
KoMopOuaHoH mnaronorud, ycyrybnseorieit Ttewenue JILII u ocraroueiics
HeJAOOLEHEHHOH IpH BEJCHUM MAllKeHTOB ¢ ACTCKUM LepeOpanbHBIM NapanvioM.
PaccTaBiicHHBIC aBTOPOM aKLEHTH B JAHHOM KOHTEKCTE BHOCAT HOBBIC 3HAHHA B
[OHMMAaHHEe acleKTOB 3HAUYWMOCTH CBOEBPEMEHHOH KOPPEKLUHH COMYTCTBYHOLLCH
TIATOJIOTYUH AJIA YBEJIMUEHHs peabMiINTallHOHHOTO oTeHnuansl aereit ¢ JIIIIL

ABTOpOM BIIEpPBBIE TIPOBENEHO YINyOlleHHOE W3yUYeHHE HYTPUTHBHOIO
cTaryca AeTeit ¢ IeTCKUM LiepeOpasibHbIM MapaiuiyoM U COMYTCTBYIOLLEH OenKoBo-
SHEPreTHYECKOM HEAOCTATOYHOCTBIO, ¢ MPUMEHEHHEM HE TONBKO OLIEHKH
AHTPONOMETPUHECKUX MTOKa3aTenel, HO U aHanu3a XMMHYECKOIo cOCTaBa palioHa
OUTAHUA W €r'0 COIOCTABJICHHUS € pe3yNbTaraMd OHOXMMUYECKHX aHaJTH30B.
IlpomenanHas aBTopoM Oonblias padora no3BonwIa paspaboTaTh aIrOPpUTM
JHarHOCTHUKH M KOPPEKLMH HYTPHUTHBHBIX Hapywenudi y aereit ¢ JILIT wu
CONMYTCTBYIOILEH OelKOBO-3HEPreTHYecKOl HEJOCTATOYHOCTBIO, YTO HMEET
OrpOMHOE 3Ha4eHHE I 00eCreUeHHs MOBBIIEHUS 3G hEKTHBHOCTH MPOBOIUMBIX
peabUIUTAHOHHEIX MEPOTIPUATHH,

H3yyuB anaMHecTHYeCKUe NaHHble Oonbinoi BeIOopKknM neteii ¢ LI, aBTop
YCTaHOBMJIA, 4YTO NpodHIaKTHYecKas BaKUHHALMA He mnpoBoaurcs y 62,6%
GOJNIEHBIX B CBA3H ¢ HEODOCHOBAHHBIMU METUIIMHCKAMU OTBOJAMH 110 OCHOBHOMY
3ab0JIEBaHMIO, YTO CO3/@ET BHICOKHME PUCKH HE TOJBLKO Ui nauueHTtos ¢ JLII, no
MOJKET HETaTHBHO BIIMATH Ha SMHACMHOIOTHYECKylo o0cTaHOBKY B Poccuiickoi
Ddeeparnuy B LETOM.

ABTOpOM BIIEPBBIE Hay4HO 0oboCcHOBaHa HEOOX0AUMOCTh
MYJIBTHIUCUMIUIMHAPHOro comnpoBoxkaeHus Jered ¢ LIl B  KoHTekcTe
CONOCTABJICHHA [TOIYyYeHHBIX B XOI¢ BBIIIONHEHUS pabOThl pe3yJIbTaTOB H aHAIN3a
HOPMAaTHBHBIX JOKYMEHTOB, PErJIaMEHTUPYIOIIMX OKa3aHHe METHIIMHCKOM OMOIIH
aetsM ¢ JIIIT kak na 3tane AMArHOCTHKH, TAaK M HA 3Tamne JeueHus. PesynnTarhl

NPOBENCHHOIO HUCCIENOBAHUA IIO3BOIIMIH aBTOPY JIaThb PpEeKOMEHAalluu 110
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BHECEHHIO JIOTONHEeHUH B JeficTylomme B Poccuiickoit Menepannn crannaprer
OKa3aHWs MeJUUMHCKOH nomowH fetaM ¢ JLIT u knnHuueckre pekoMeHAAIMH 10
JALTI, nanpasnennblie Ha obecrieyeHe MyJIbTHIMCLMILTMHAPHOIO COIPOBOXAEHHUS
JleTedl C NETCKUM LepebpanbHbIM NapaniiyoM, YTO SBIISETCS BEChMA aKTYAlbHBIM

JUISL IeUAaTPHYECKOH U HEBPOJIOTHYECKO# IPaKTHKH.

3HAYUMOCTL NOJY4€HHBIX Pe3y/ILTATOB AJIS1 PA3BHTHA OTPACTH

Ha ocHOBaHUM TONy4eHHBIX B WCCIEIOBAHHH [AaHHBIX pazpaboTaH
AU depeHIMANBHO-IMaTHOCTHYECKUIl  ANrOPMTM  JIETCKOro  LiepebpansHOro
llapanu4a C HacleNCTBEHHHIMU OonesHsMH. JlaHHBIA a&JIrOPHTM MO3BOMNSAET
00ecrneYHTh PAHHIOK BEPUQUKALIIO FeHETHUECKH AETEPMUHHPOBAHHBIX GoNesHeil,
HUMUTUPYIOUIMX AETCKUN UepeOpansHEIH Mapanud, YTo, B CBOKO ouepe/lb, BeAeT K
CBOCBPEMCHHOH WHHIMALMK afeKBAaTHOH TepamuH, ONTHMH3MpPYS oOKa3aHue
MEIHLMHCKOH MOMOIIH K YIYYIUCHHSA KA4eCTBA HU3HU ITalUEHTOB.

Pa3paboTaHHBI anropuTM JHATHOCTHKM ¥ KODPEKUHH HyTPUTHBHBIX
HapyIIeHUH y neTed ¢ JeTCKMM LiepeOpaibHBIM MapandyoM H COITYTCTBYIOILIEH
GenKoBO-3HEPreTHYECKOi HeJOCTATOYHOCTBIO, CIIOCOBCTRYET PaHHEMY BBISIBJIEHHIO
H [POBEACHHIO ANCKBATHON HYTPUTHBHOH KOPpPEKUHH Yy JAHHOIO KOHTHHIEHTA
IeTeH, 4To 0OeCeyuBaET yBeNMIEHUE IHEPTETHIECKHX H ILTACTHYECKUX PECYPCOB
AnA obecreyeHus ABUTaTeNbHON aKTHBHOCTH [allMeHTOB, d, CICOBATE/ILHO, H MX
peabuUTaIIMOHHEIH OTEHIIHAIL.

PexoMeHNOBaHHbIE aBTOPOM [ONOIHEHHA K [EPEYHIO HPODHIBHBIX
CNeHHATUCTOB B HOPMATHBHBIX MOKYMEHTaX, PETIAMEHTHPYIOIUMX OKa3aHHe
MeHUHHCKOH nomouw AeTsaM ¢ LT, oGecrneunBaoT ONTHMH3AUHIO JHATHOCTHKH
u geuends JIII, dYro CyuecTBEHHO NOBBILIACT KAYECTRO  OKA3aHMSA
CHeLHATH3UPOBAHHON MEAUIIMHCKOM ITOMOIIN 3TUM GOJIbHBIM.

B nenom, pesynbraThl IpoBEAEHHOTO HCCIEJOBAHUS MO3BOJIAIOT TOBOPUTH O
chOpMUPOBaHHOH M Hay4HO-060CHOBAHHOM aBTOpPOM KOHUENTYalbHOH MOJENH

MYTbTHAHCUMINIMHAPHOIO CONPOBOXKJECHHA OONBHBIX AETCKMM  HepefpalbHBIM
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nmapajin4oM, npennonaralomeﬁ YCOBCPLICHCTBOBAHHUE OKa3bIBaeMOH HM

MEeILIMHCKOH TOMOIIH B peajlbHOl KIHHHYECKO# MPAKTHKE 31PaBOOXPaHEHHS.

Crenenp 060CHOBAHHOCTH HAYYHBIX NOJI0KEHHI, BLIBOAOB
H peKOMeHIallHi, cPOPMYTHPOBAHHBIX B AMCCEPTALIHH

O60CcHOBaHHOCTE M JOCTOBEPHOCTE Pe3yIbTaTOB HACTOSIIET0 HCCIEA0BAHMUS
onpezensercs crnenyoiidMu Qakramu. ITak JLA. TiateasHO BeICTpoeH au3aiin
paboThl, MNpeanoNaraloiluil MOCNEeJ0BATENbHOE, JIOTHYECKH BHITEKAIOLIEE M3
NMPEAUIECTBYIOIIErO BLHIIOJIHEHUE NOCTAaBNeHHBIX 3ada4. OOuas M Io3TanHas
BLIOOpDOYHAs COBOKYNHOCTh OGCIIELyeMBIX OTBE4aeT 3aKOHAM dopmupoBanus
HCCIIelyeMOi BBIOOPKH, UTO XapaKTepU3yeT ee Penpe3eHTATMBHOCTh H 03Ha4aeT
BO3MOXHOCTb 3KCTPAIOIMPOBAHUS MOJIyYEHHBIX DE3yJbTATOB HA TeHEPANBHYIO
NOMYNAUHAOCHHYIO COBOKYITHOCTE.

Hcnonp3oBanHbeli B paboTe MIMPOKHH KOMILIEKC METOOB HCCIENOBAHMS
(1a0OpaTOPHBIX, MHCTPYMEHTANBHBIX, T[EHETHYECKHX H Jp.) COOTBETCTBYET
TpeGOBaHMAM KIMHUYECKHX PEKOMEHIALMH M OTPaXaeT COBPeMEHHEIE MHpOBbIE
TEHJEHINH B 00J1aCTH AMATHOCTHKH JETCKOTO LiepefpaibHOro naparya.

HoctoBepHOCTH pe3ynbTaToOR JHACCEPTALMOHHOTO VCClleI0BaHUs
IIOATBEPXKIAAETCA [OCTATOYHBIM KOJNHYECTBOM HAOMIOZEHUH, COBPEMEHHBIMH
METOLaMH HCCIIEI0BaHHUsA, KOTOPbie COOTBETCTBYIOT MOCTAB/IEHHBIM B paboTe Heiu
H 3a7a4aM. Hay4Hble 0n0xenns, BEIBOIBI U PEKOMEHAALUH, CHOPMYITHPOBAHHEIE
B AnCCepTaLMM, MOIKPEIUIeHbl YOEeIWTENbHBIMA (AKTUUYECKMMU JaHHBIMHY,
HarsGHO NpeNCTaBIeHHbBIMU B MPUBEACHHEIX Tabauuax u pucyHkax. [Toarotoeka,
aHaJIW3 ¥ HHTEPIIPETALMS OYYEHHBIX Pe3yJIbTATOB MPOBEASHBI C HCIIONb30BAHHEM
COBPEMEHHEBIX METOJA0B 00paboTki HHGOPMALMY M CTATUCTHYECKOTO aHAIU3A.

[Tony4eHHBIE aBTOPOM JaHHbIE CONOCTABIEHBI ¢ COBpPEMEHHBIMH
3apyOE€XXHBIMH UCCITENOBAHUAMH, ITO MOJHOCTHIO MOATBEPKAAET BEICOKYIO CTENEHD
aKTyalbHOCTH H3Y4YEHHUS NJaHHOH NPOOIEMEL,

Takum oOpaszom, 1esb, [OCTABIEHHAs aBTOPOM, JOCTUMIHYTa, 3aJa4H
BBIIOJNHEHBl.. ~ OObEM  BBINONHEHHBIX  MCCIIEIO0BAHMUIA, Pa3HOCTOpOHHEE
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HHArHOCTUYECKOE COINPOBOXKIEHUE, HCIOJNL30BAHHEIE METOJBI CTATHCTHYESCKOTO
b

AHaATH3a TIO3BOIAKOT CUHTATH HAay4YHYI0 HOBH3HY, BBIIBHTAacMEBIC I[IOJ0KEHUS

BEIBOJBI  pabOThl, MNpaKTHIECKHE PEKOMEHAALMH  apryMeHTHPOBAHHBIMH,

000CHOBaHHBIMH H JOCTOBEPHEIMH.

PexomMeHAauHH 110 HCNOMIL30BAHHIO PE3YILTATOB H BLIBOXOB PAGOTHI

ITonyuennsie Ilax JLA. pe3synbTaThl, cQOPMYyIHpOBaHHBIE IIOJOMKEHMUS,
BEIBOABI M MpaKTHYECKHE pEKOMEHAAllMM, pa3paboTaHHbie B XOJie BLIMOIHEHHM
AUCCEPTALIMOHHOTO HCCIICAOBAHHUS AlIOPUTMBl MOTYT OBbITh PEKOMEHAOBAHBI A
MCTIONb30BAaHUA B paboTe  CNeLUANW3UPOBAHHBIX  NEAMATPHYECKHX M
HEBPOJIOTMIECKHX OTACNEHHM, OKa3bIBAOLIMX MEIHI[UHCKYIO TIOMOLIb NaLUEeHTaM
C NETCKUM LiepeOpalbHBIM NMapajiyoM, a Takke B 00pa3soBaTellbHBIX porpaMmax
YUPEKICHHHN BbIcIIErc obpasoBaHusl.

Pa3zpaborannyio ¥ Hay4HO OGOCHOBAHHYIO KOHIEMUMIO [0 ONTHMH3ALMH
NOJXONOB K OKAa3aHHIO MEIULMHCKOW MOMOLUM JETAM C ASTCKUM LepeOpanibHbIM
napanuyoM peKOMeHAYeTCs ONyOIMKOBATE B KaYeCTBe METOAMYECKUX PYKOBOJICTB,
PasIMYHOTO pOZia PEKOMEHAaLUK M MOCOOME AN BHEJPEeHHS B KJIMHHYECKYIO

NPaKTUKY.

/LOCTOHHCTBA H HEXOCTATKH COAEpKAHHS H 0POPMIICHHS THCCEPTALHH

HeoGxonumo otMeTuTh GombIoii 0GbeM BEITIOJIHEHHOM aBTOpoM paboTsl. B
HEJIOM, THCCCPTaLMOHHAs paboTa HanucaHa rPaMOTHO, HAYYHBIM S3bIKOM, HUMEET
NPaBUNBHYIO CTPYKTYpY. PaboTa JgeMOHCTpUpYeT YHHKaJIbHBIE JaHHBIE O
HAC/IeICTBEHHBIX OONE3HSAX, IMHTHPYIOIINX NeTCKUA LiepebpanbHblii napanud, a
TaKXe 3aTParuBacT MATOM3YYEHHBIE aCNEeKThl KOMOPOHAHOM MAaTONOrHHM, B TOM
yucne OENKOBO-2HEPreTHYECKOH HENOCTATOYHOCTH y MALMEHTOB C AU, uTo
TMpPEACTaBACT SHAYUTENBHEIH HHTEpeC /IS CIEMATNCTOB, 3aHUMAOLIMXCA PEKO
NaTOJOrKEH, NEAHATPOB, HEBPOJNOIOB, AMETONOIOB MW TEeHETHKOB. B mporecce

aHanu3a u ofGCyxJeHus AuccepTauUoHHOi paboTel Mak JLA. NPHHIHMHATBHBIX




3aMevaHui He Bo3uukno. OnHako, B nopsiike THCKYCCHM, BO3MOMHbBIM SBJAETCS
3a7aTh CIEAYIOLIHE BOIPOCHI:

1. Kakue reHeTWuYecKH HeTepMHHHPOBaHHbIE 3360JEBAHMS BBI3bIBAIOT
HauOoNblINe TPYAHOCTH Npu muddepeHIMaNbHOM THATHOCTHKE JETCKAM
LepeOpallbHBIM NIapaldioM 1 ¢ KaKoi ero popMoi?

2. llenecoobpa3Ho /1 HCMOb30BAHHE FEHETHYECKH 0GOCHOBAHHOTO JIeYeHHS
(EHOTHIIHYECKH CXOAHBIX (OPM  JETCKOro nepedpalbHOro mapanuya u
IEHCTUICCKUX CHHIPOMOR MpH OTCYTCTBMM HX YeTKoH Au(depeHUmanbHOMN
AMArHOCTMKH (Hanpumep, JAMCTOHMYecKo# dopmer JLIII w HapylleHHeM

nodamuHOBOTO 0OMeHa)?

3akmouenne

TakuM 00paszoM, aKTyalnbHOCTh, IOCTOBEPHOCTH M  OGOCHOBAHHOCTE
TIONIOXKEHHH H BBIBOJOB JUCCEPTALMOHHOIO HccenoBanns [lak JI.A. He BBI3LIBAET
COMHEHHH, a AACCepTaLMOHHasA paborta «MynpTHIRCHUIIIMHAPHOE
COMNPOBOXAEHHUE NETEH C NETCKUM LEepeOpalbHBIM MapajinyoM», MPeLCTaBIeHHAs
Ha COUCKAHHE YYCHOH CTENEHH JOKTOPA MEJHUHHCKAX HAayK M0 ClIeMHaNbHOCTIM:
14.01.08 — Ilenuvarpus, 14.01.11 — HepsHbie Gonesnu, sBigeTcs 3aKOHUYEHHOLI
HayYHO-KBaIM(QUKAHOHHOW paboToii, B KOTOPOH CONEPIKHTCA HOBOE pEILCHHE
HAYYHOH [IPOOIEMBI — ONTHMH3ALKS TOJX0/I0B K AHArHOCTHKE M JIEUSHUIO JIeTCKOTO

uepebpabHOTO Napanu4a, obIafaiollee BaKHBIM IIPAKTHYECKUM H LEHHBIM

Hay4YHBIM 3HaUYCHHEM JUIA TISIHATPHH M HEBPOJIOTHH.

ITo akTyansHOCTH TeMBI, OpPraHH3alHOHHO-METOAMYECKOMY  YPOBHIO,
HaydHOH HOBHM3HE, NPAKTHYECKOH 3HAYMMOCTH, 00BbEMYy  TIPOBENEHHOIrO
HCCICN0BAHNA M OCTOBEPHOCTHU MONYYEHHBIX Pe3YJILTATOB, HOMHOTE HM3IOKEHHS
MAaTepuaioB AMCCepTalMi B paboTe W HAay4YHBIX NyOIHKALMAX AUCCEPTALHOHHAS
pabora mHonHOCTEIO coOTBeTCTBYeT TpeGoBanmaM 1.9  «[IONOKEHHS 0
NPUCYXKNIEHUM  YYUEHBIX  CTCHEHEH»,  YTBEPXNKAECHHOTO  MOCTAHOBICHHEM
Ilpasutenscta PO ot 24.09.2013 r. Ne 842, npeabsBiIseMbiM MunncTepcTBOM

Hayku 1 Bhiculero obpasomanus Poccuiickoit @enepaumn k AUCCEPTAMOHHBIM
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paboTam Ha couckanue YUYEHOH CTeleHH IOKTOpa Hayk, a ee astop Jlams AnuesHa
Ilak 3aciTyxuBaeT NPUCYXJEHHS YISHON CTeleH AOKTOpa MEIUIMHCKHUX HAYK 1O
cnenmansrocTaM: 14.01.08 — IMeamatpus, 14.01.11 — Hepeasie 6onesnu,

Orseie Ha muccepranmio [Tax Jlan> AJMeBHEI «MynbTuaMCHMILIHHAPHO
CONPOBOMCHHE NETCH € JETCKHM lepeGpanbHEIM Mapamuiiomy obCyxIeH H
ofo0peH Ha COBMECTHOM 3aceqaHHM COTPYIHUKOB Katdelphl NponeneBTHKH
ACTCKHX OonesHell ¢ KypcoM oBLIero yxoza 3a JAeThMu H xadepsl HEBpOJIOTHH,
HEHPOXHPYPIUM H MEAUUMHCKON renetuxu GIEOY BO CIT6T TIMY Munsapasa
Poccuu, mpotokon Ne 15 ot 26.06.2019 r.

HOKTOp MenuIuHCKIX HayK, npodeccop,

3aBefylomias Kadenpoi nponeaeBTUKHA NeTCKHUX /7
OonesHeii ¢ kypcom oBwero yXxona 3a IeTbMH / ) bynarosa E.M.

o2

v

3acnyxeHHsIi nesTens Hayku PO,
I naBHbIA BHEIITATHEIH AeTCKHUI ceMAAMCT No HeBpoJIoruu PO,

AOKTOp MEAMIMHCKHX HaykK, Tpodeccop,

3aBellyromas Kadenpoii HeBponoriy, HEHPOXHPYpPrUun

H MEUITHHCKOH IreHETHKH,

3acnyxeHHbli fesitens Hayku PO,

I'naBHEBIH BHEIITaTHEIH KeTCKuit

CIENHATUCT IO HeBpoJoruu PO I'yzeBa B.U.

E.Z /7/”5,9&% Z.
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