- OT3bIB HA ABTOPE®EPAT
AuccepTanuoHHoil paGorer PegoroBa [AMuUTpPHS AHApeeBHYA HA TeMy
«Cmextp CNV 'y nanmeHdToB € paccTpoicTBaMH HeHpPOICHXHYECKOro
Pa3BUTHS M MX aCCONHALMS ¢ AHOMAIUSIMH 3MOPHOreHe3a», MpeJcTaBJIeHHOMH
HAa COHCKaHHE YYEHOH CTelNeHH KaHAWJAATa MEeJHNHHCKHX HayK II0

crenuanabnocT 1.5.7. I'enernka (MeInnuHCKHE HAYKH)

Huccepranmonnas pabora ®enorosa JIMHTpUsS AHZApeeBHYa HE BBI3BIBAET
COMHEHHMH B CBOEH aKTyaJIbHOCTH, IIOCKOJBKY ITOCBSIIEHA OJHON W3 BaXKHBIX
poOeM COBPEMEHHOH I'€HEeTHKH Ha CTBIKE C aKyIIEpPCTBOM ¥ II€pHHATAIBHOM
MEIWIIMHON, a HMEHHO paclIM(pOBKEe IUIEHOTPOIIHOCTH  I'€HETHYECKH
MPOrpaMMHPOBAaHHON aHOMAIWH IIEPHUHATAIBHOIO HCX0Ja OT SMOpPHOHAIBHOM
MOTEPH [0 PacCTPONCTBA HEMPOICUXUYECKOro pa3BUTHA. V3ydeHue BapHalluii
9¥CIa KOIUA ¢ ITOMOIIBIO CPAaBHUTEIBHON I€HOMHOM THOpMAM3aluy y MaTepeit
JieTeld ¢ HeHpOICHXMATPUYCCKUMH PacCTpOMCTBAMH, HMMEIOWIMX B aHAMHE3e
CaMOIIPOU3BOJILHBIS abopThl,  KpaiiHe aKTyaJIbHO II0  HECKOJBKUM
B3aMMOCBSA3aHHBIM IIpUYUHAM. Bo-IepBBIX, HEOOXOIUMO HAKOIUIEHHE 3HAHHUHM O
KOHKPETHBIX IaToreHHbIX CNV, KOTOpple HMEIOT peliarolnee 3HAYeHue IS
IIOHUMAaHWsI TeHETUYECKOr0 BKIIaZa B 3TH PAcCTpoiicTBa y neteil. Bo-BTOphIX, B
paboTe aHANU3UPYIOTCS. BApUAHTHI FeHETHYECKOTO BKIIa(a He TOJIBKO MaTepH, HO U
OTIla, KaK [IOKa3aHO B  KIWHHUYECKOM IIpUMepe Ciaydas MOHOTEHHOM
MUKDPOZAYIUIMKAUX B peruorHe 2q23.1, conepxarieit ren MBDS5, yHacieT0BaHHOMH
OT 3J0pOBOrO OTIA, YTO IIO3BOJIAET PACCMATPUBATh BO3MOXHYIO acCOLIAAIINIO
JAHHOH MMKPOCTPYKTYPHOM XPOMOCOMHOH aHOMAalIUA HE TOJBKO C POXKICHHEM
OonpHOro peGeHKa B CeMbe, HO U C Hepa3BHUBAIOLIEHCS OEPEMEHHOCTBIO Y €ro
MaTepH.

OmyOnuKoBaHHEIE Ha  CEerOJHSAIIHANA MOMEHT JaHHBIE HCCIIEeNOBaHUI
[IOKa3bIBAIOT, YTO Yy MaTepel, CTPajaroIluX IIPUBBIYHBIM HEBBIHAIIMBAHUEM
OepeMEHHOCTH, TIOBBIIIEH JOJITOCPOYHBIN PUCK POXKAEHUS J€Teld ¢ HapyIIeHUSIMH
PasBUTHS W HEBPOJIOTMYECKUMH pPacCTPOMCTBAMU, BKJIIOYAs DSIHJIEICHIO WU
HeHporcuxuIeckre 3aboneBanus. PUcK pa3BuTHS Takux paccrpoiicts, kak CJIBT,

yBeauurBaercs Ha 9% y neTell Marepel, mepeHeCITUX XOTS Obl OAMH BBIKAIBIIIL



MHorouncnesHple UCCIEJOBAaHUS BBISBUIIM KOPPENAIUIO MEXIY HalddueM
CIIOHTaHHBIX a0OpPTOB B aHaMHe3¢ MU IIOBBILICHHBIM PHUCKOM HapyIIeHU
HEMPOPa3sBUTUA Yy IIOTOMCTBA. XPOMOCOMHBEIE aHoMmanuy, BKmodas CNV,
ABIIAIOTCS OCHOBHOH IIPUYMHOM CIOHTaHHBIX abopToB. B  ocHOBY paboTsl
IIOJIO’KEHA TMIIoTe3a, 4To BheIABIeHUEe CNV y Marepeit, mepeHecInx CIIOHTaHHbIE
abOpThI, MOXKET BBIIBUTH IIATOT€HHBIE BapHaHTHI, CIIOCOOCTBYIOIINE KaK IIOTEpE
OepeMEeHHOCTH, TaK ¥ HEHPOIICUXUIECKUM PUCKAM ¥ )KUBOPOIKIEHHBIX JIETEH.

Co3maHve JuarHocTHdeckod maHenn Ha ocHoBe CNV, OINUCaHHBEIX B
aBTOpedepaTe,  IO3BOJUT  HM3MEHUTh  YPOBEHb  MEIMKO—TEHETHYECKOTO
KOHCYJIbTUPOBaHMs IIap C O3HAYEHHBIMU B paboTe mpobdiieMaMu, OpTraHH30BaTh
ne4eOHO-IPOUIAKTHUECKAE  MEPONPUATHS B IEPHONA  INpeArpaBUAApHOM
IIOArOTOBKM M T€M CaMbIM YIy4IIWTh IepUHATaTbHBIC HUCXOIBI, YTO BEI3LIBAET
OO0NBIION HAYYHBIH U IPaKTUYECKUN UHTEPEC.

He BhI3bIBaET COMHEHMI Hay4Hasi HOBU3HA MCCIIeIOBaHUs. B X0/ie MoyueHHbIX
pPe3yIbTAaTOB HCCIAENOBaHMA OLIEHEHa YacTtoTa ceMeid ¢ pebGenkom c¢ PHIIP,
obycnoBneHHbIMU CNV ¢ pasnuuHON KIMHHUYECKOH 3HauumocThio, ¥ CA B
aKyIIepCKO-THHEKOJIOTMYECKOM aHaMHe3e MaTepH. LIeHHBIM sBIsieTCs pasjeneHue
110 HalPaBJIEHUIO U3MEHEHUS KOIMHAHOCTH, pa3Mepy, IPOUCXOXKACHHUIO U TEHHOMY
cocraBy. HeManoBaXXHBIM pe3yNbTaTOM SBISETCS OIMCAHUE CeMeM, B KOTOPBIX
pebenokx ¢ PHIIP, mate xotoporo umeer CA B aHaMmHe3e, SBISETCA HOCUTENIEM
YHaClIeJJOBaHHOM IIaTOT€HHOW MM BeposTHO mnaTtoreHHo CNV B permonax
2q923.1, 3929, 16p11.2.

IlocTaBneHHbIE JMCCEPTaHTOM 3aJaudl B IIONTHOM OOBeMe OTpaXkeHbl B
aBTOpedepare 61aromaps obcnenopanuio 1417 nanueHTos, u3 KoTopbIX 403 3aTem
BOIIUIM B OCHOBHBIE I'PYIIIBI U IPyIITy CpaBHeHUs. JlaHHOE KOJMYECTBO SBIISETCS
AOCTATOYHBIM [T TOJIy4€HHs 3HaYMMBIX Pe3ylbTaToB. BEIBOMBI U MpakTUYecKue
PEKOMEHIAIIMK  JIOTMYECKM BBITEKAIOT U3 pe3yJbTaTOB MCCIENOBAHUSI W
COOTBETCTBYIOT IIOCTABJICHHBIM 32/1a4aM.

Huccepraionnass pabora @emoroBa J.A. umeer 6Gonblioe Hay4HO-
IIpaKTUYECKOe 3HAYE€HME, IOCKOJBKY IIONy4deHHbIe pe3ylbTaThl IeHEeTHIECKOTO
MCCTISIOBAaHMS Iap C OIM30[aMH paHHeHd IOTepH OEepeMEHHOCTH M POXIECHUS

pebenka c¢ mnocnenyromuM passutieM PAC, CIBI u OpyruMu  BHIaMu



0COOEHHOCTEH HEMPOICHXUYECKOr0 Pa3BUTHSA ITO3BOJSIOT IIPEIJIOKUTH HOBBIE
Bapuantel CNV, onpezmeileHHe  KOTOPHIX  MO3BOJUT  ONTUMH3HPOBATEH
PEenpoayKTUBHEBIE TEXHOJIOTHUH, B YaCTHOCTHU pu MIPOBEICHUH
IpeaUMINIAaHTAlMOHHON TUarHOCTUKHY B mporpammax DKO.

OcHOBHBIE TIOJIOXKEHUSI JUCCEPTAllU H3JIOXKEHBI B 23 HAYYHBIX TPYyJax, U3 HUX
11 omy6GnukoBaHO B XypHanax, pekomeHnoBaHHbIXx BAK P®. JlocToBepHOCTE 1
OOBEKTHUBHOCTb PE3yJIbTaTOB IIPOBEJAECHHOIO MCCIIEAOBAHMS ITO3BOJSIOT BEICOKO
OLIEHUTH JUCCEPTAlMOHHYIO pabory DemoroBa J.A., NpPUHIUIMAIBHEIX
3aMedYaHuil K aBTopedepary Her.

HucceprannonHas pabora ®enoroBa [IMuTpus AHApeeBHYa IO CBOEH
aKTyaJlbHOCTH, HAyYHOH HOBH3HE, CTENIEHH 0OOCHOBAaHHOCTH CHOPMYIIHPOBAHHBIX
B JTUCCEPTAllMH HAYyYHBIX IIOJOKEHUW U BBIBOJOB, IPAKTHYECKOW 3HAYHMMOCTH,
MOCTOBEPHOCTH  IOJIYYEHHBIX  pPE3yNbTaTOB,  IOJHOTE  HBJIOKEHUI U
00OCHOBAaHHOCTH BBIBOJIOB COOTBETCTBYeT TpeboBammsaMm 1. 9-14 Tlomoxenus o
NPUCY)KISHUM  Y4YEHBIX  CTelneHed,  yTBepxaeHHoro  [locraHoBieHHEM
IpaBurenscrea PO ot 24.09.2013 N 842 (pex. ot 16.10.2024), npenbsBiseMbIM K
KaHJIUIaTCKUM [IUCCEPTAlMsAM, a €€ aBTOP 3aciy’XKHBaeT MPHUCYKICHHE YUEHOM
CTCIICHW KaHJIu[aTa MEIUIMHCKAX HayK Mo crnenuanbHOcTH 1.5.7 I'eHernka

(MeIUIMHCKYE HAYKH).

A, IOpeeB Cepreit IOppeBud, pmar0 corjacwe Ha BKIIOYEHHE CBOUX
MIEPCOHANILHEIX JAaHHBIX B JTOKYMEHTEHI, CBSI3aHHbBIE ¢ pabOTOM AUCCEPTAIIMOHHOIO
copera 24.1.215.03 na 6ase denepanbHOr0 roCyIapCTBEHHOIO OFOKETHOTO
Hay4YHOro  y4pexnaeHus  «TOMCKHM  HaIMOHAJBHBEIA  HCCJIENO0BATEILCKUAN
MEIWIMHCKAN LeHTp Poccuiickol akageMuum HayKk», U WX JaJTbHEUIIYIO

00paboTKy.

ITpodeccop xadenpsr akyepcTBa U F’HHEKOIOTHH
(penepanbHOro rocyIapCTBEHHOTO

OI0PKETHOTO 00pa30BaTeIbHOTO YUPEKISHUS
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