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na apropedepar aucceprauun Penoropa [IMurpusi AHApeeBHYA HA TeMY
«Cnextp CNV y Nau{eHToB ¢ paccTpoiicTBAMH HEHPONICHXHIECKOr0 PA3BHTHA H HX
ACCOLMALHS ¢ AHOMAJIHAMH IMOPHOreHe3a», NPeACTABIeHHOI HA CONCKAHHE YYeHOI

cTelend KAHIHAATA MeJHIIHHCKAX HAYK 1o cnenuaabHocth 1.5.7 — Nenernxa

Bapuammu uucna kommit ywactko JIHK (CNV) sBisroTcs npeaMeroM OOIIMPHEIX
HCCIIEIOBAHMIL B MOC/IEIHEee AecaTuieTHe. Byayun o6muMy 0COOEHHOCTAMH I¢HOMA YelIOBEKa,
OHH WIpailoT BaXKHYIO pOJb B JBONIOLMH, CIOCOOCTBYIOT MOMYIAIMOHHOMY pasHO0OpasHio,
BIMSIIOT HAa B3aUMOJEHCTBHE MHKpOOHOMAa C OPraHM3MOM XO3fHHA, HO TaKkXe H NPHBOMAT K
Pa3sBUTHIO HEKOTOPBIX 3aboieBanuii. C IMOCTOSHHBIM HAKOIUICHHEM JaHHBIX O POJIH CNV B
9THOJIOTHHM HACJIEACTBEHHBIX 3a00/eBaHMi, WX [OJHBIA IOTEHIHAlT TOJBKO Ha4YdHACT
pacKpbIBaThCA.

CTpyKTypHBIE XPOMOCOMHbIE BapuaHThl, mpejacTaBienHsie CNV, moryT o0ycnaBiuBaTh
Takhe 3a60JIeBaHES KaK paccTpoiicTsa Heiiponcuxuyeckoro pasputus (PHITP). Hecmotps Ha
OGIIMpHBIE 3HAHMA O CHEKTPE JAHHOrO THIIA XPOMOCOMHOro aucbananca, OonbInas YacTh
BapHaHToB Kiaccuuuupyercs kak CNV ¢ HeONpe/eseHHOH KIMHUYECKOH 3HAYMMOCTBIO.
MMerotest OTAeNbHbBIE COOOIEHHS O CYIECTBOBAHHH B3aHMOCBSI3H MEXK/y POXKIECHHEM JETeH C
PHIIP u cnyuasmu criontanisix aboptos (CA) y omHHEX U Tex xe xeHmuH. [Ipeanonaraercsa, 4ro
CNV MOryT BBICTYNATh NMOTEHIMAIBHBIME (PAKTOPAMH, KOTOPBIE MOTYT OOBSACHHTE POXKICHHE
nereii ¢ PHIIP u cmyuan CA B oxHolf u Toii xe cembe. HecMoTps Ha JOBOJBHO XOPOUIYIO
u3ydenHocTs cnektpa CNV kak cpeau nampentoB ¢ PHIIP, tak u cpexu CA, B MHpPOBO#
JIMTEpaType OTCYTCTBYIOT MCC/e/oBanus, anamusupyrolme cnektp CNV B ceMbsX, HMEIOHX
onnospemenno pederka ¢ PHIIP u ciysan CA y matepu.

Takum o6pazom, jauccepTanuonHoe HccnenoBanne @Penorosa JIMuUTpHS AHIpeeBHYA,
IOCBSIIIEHHOE BBIABJICHHUIO M H3yueHuto criektpa CNV y marmentos ¢ PHIIP, a takxke noucky ux
accolMali ¢ aHOMaJ]ﬁHMH sMOpHOrenesa SIBISIETCS  aKTyallbHBIM, COBPEMEHHBIM H
BOCTpeOOBAHHBIM.

[lpy HMCMONB30BAaHHH COBPEMEHHBIX MOJICKYJIAPHO-I[HTOrCHETHYCCKUX, MOJICKYJIAPHO-
reHeTHUECKHX METOJIOB HCCIIEIOBAHHS B COUETaHHH ¢ BepH(HKAIMEH MOIyYeHHBIX pe3yIbTaToB
¥ TIHIATCNBHBIM OHOMH(OPMATHUYECKHM AaHATH30M B 3HAYHTENHHOH IO pasMepy KOropre
narento ¢ PHIIP (n=1417) Geuia nonydeHa penpe3eHTaTHBHAA BbIOOpKA U1 1I0Ka3aTesbeTha
HOBATOPCKOIi THIOTE3b1 0 TOM, uto feth ¢ PHITP, matepu kotopbix nmetor CA B aHaMHese, Jaine
apistorest HocutensiMu CNV o cpasnenuio ¢ gerbMu ¢ PHIIP u3 cemeii Oe3 ciyuaes

smOpuonansHoil ruOenn. Brepsbie nokasano, yro CNV cTaTHCTH4ECKH JIOCTOBCPHO Halie



BCTpeuaroTest B rpyre ceMeii ¢ CA B cpaBHEHHH C rpynmoif Ges cydaes sMOpHOHAIBHOI rHOEH.
Y CTaHOBJIEHBI JOCTOBEPHO 3HauUMMBIe pasnuuns B criekrpe CNV B rpynmax ¢ nanuduem CA u Ge3
clryqaeB SMOpHOHANBHON ruGenu, MOKasaHa NOTEHIHWANbHas ponb reHos MBD5 u AUIS2,
accoruupopannbix ¢ PHIIP, u3MeHeHHEe KONMHHHOCTH KOTOPBIX MOXET OBITh KPHTHYHO I
pa3HBIX 3TAlOB OHTOIEHE3A.

3acay)KMBaeT BBICOKOH OIEHKH NPHMEHEHHBIH aBTOPOM IMOIXO/ K MOHCKY XPOMOCOMHBIX
BAPHAHTOB, ACCOLMHPOBAHHBIX C HAPYIIEHMAMH [PEHATAIBHOTO M IOCTHATAILHOTO MEPHOIOB
pa3BUTHs, YTO TO3BOJIMIIO BIIEPBHIE ONUCATH YHACIEIOBaHHBIE MHKPOAyIMKauu 2q23.1, 3929,
16p11.2, xoTopsie Moriu 661 00BsicHTE IpuunHy Hanuuus PHITP u CA B oiHHX H TEX e CeMbiX.

ABTOpY yZanoch MPOJEMOHCTPHPOBATh BAXKHOCTh MOJIEKYJISIPHO-IIATOT€HETHYECKOMU
muarnoctuku npuynH PHITP u CA, uto o0ycnaBiuBaeT HECOMHEHHYIO IPAKTHYECKYIO LIEHHOCTD
NOJIyYEHHbIX Pe3yJIbTATOB H MO3BOJIAET 00ECNeYHTh MEIUKO-TEHETHIECKOE KOHCYIbTHPOBAHHE
cemeii Ha Oosiee BHICOKOM ypoBHe. PaspaboTaHHble 0NpH BBIIOJHEHHH HCCICIOBaHHS
MeIHIINHCKHE TeXHOIOTHH T10 MOJIEKY/ISPHO-IIHTOreHETHYECKOM JIHAarHOCTHKE MOHOreHHbIX CNV
M CTPYKTYPHBIX XPOMOCOMHBEIX a0eppaiuii Ha XpomocoMe X y TalHEHTOB ¢
HeqddepeHMpoBaHHEIMA  (JOPMaMH® YMCTBEHHOM OTCTAOCTH BHEAPEHBI B  JieyeOHO-
JMarHocTHyeckuii mpouece Meauko-renetudeckoro nentpa (I'enermdeckoil kmuuku) HUU
MeauIHCcKoi redeTrkr Tomckoro HUMILLL

ABropedepar JHMcCepTAllHH  OTpakaeT 00BEM MPOBEACHHBIX JMarHOCTHYECKHX H
HKCIEPUMEHTAIBHBIX HCCie10BaHUH. BBIBOIbI M OCHOBHBIE MOJI0XKEHHS, BRIHOCHMBIC Ha 3aIHTY,
TpeacTaBsAioTes 000CHOBaHHBIMA. Pe3ysnpTaThl paboThl OMyOJIMKOBAHBI B PELEH3UPYEMBIX
HAy4HBIX XKypHanax nepeuns BAK P®, YBC, unnexcupyemsix B 6azax nannbix Web of Science,
Scopus, a Tak)ke HEOHOKPATHO 00CYKIEHbI Ha KOH(PEPEHIUAX POCCHIHCKOr0 U MEXTYHAPOJHOTO
YPOBHSI.

Jluccepranus ®enorosa Jmutpus Auapeesuya Ha Temy «Cnexkrtp CNV y nauueHtos ¢
paccTpoifcTBAMH ~ HEHpPONCHXMYECKOr0 pa3sBHTHA M HX  accouuauus ¢ aHOMAIMAMH
sMOpHOrenes3ay, Npe/iCTaBIcHHAs! Ha COMCKaHHe yJEeHOM CTENEHH KaH [H/1aTa MeANIIHHCKHUX HayK
no crnemmanpHoctd 1.5.7 TeHernka sBIseTCS 3aBEPIICHHONW Hay4YHO-KBaIH(HKAIMOHHOH
paboToii, B KOTOPOil HA OCHOBAHHH BLINOIHEHHBIX aBTOPOM HCCIICIOBAHU CONCPKUTCS PEIICHHE
aKTyaIbHOM HAy4HOM 3a1a4H 110 H3ydeHHIo 3 (EeKTOB BapHalkil YkCiIa KOIUH y9acTKOB JIHK na
Pa3HBIX 3TaNax OHTOIEHE3a, i BHISIBIICHHIO MPHYHH BO3MOYKHO CBS3AHHBIX COLMATIbHO 3HAYHMBIX
MEMIHHCKHX NpO6JIeM, a HMEHHO, PACCTPOICTBA HEHPOIICHXHYECKOTO PasBUTHS y peOeHKa U
aGOpPTHBHOIO MCX0Ja OEpPEeMEHHOCTH y €ro MarepH, YTO PacliMpseT 3HAHMA OTHOCHTEJBHO
nposisienns CNV kak oaHOM u3 (OpM CTPYKTYpHOH TeHOMHOH BapuabenbHOCTH H HMEET

CYIIECTBEHHOE 3HAYCHHE JUIA pa3BHUTHA IFE€HETHKH H MCI[HIIHHCKOﬁ HAayKH B II€JIOM.



Tuccepranuonnas pabora ®enoroa JIMutpus AmnipeeBdva IO CBOCH aKTYyalbHOCTH,
HAy4YHOH HOBHM3HE, CTEreHH OOOCHOBAHHOCTH C(OPMYIHPOBAHHBIX B JHUCCEPTALMH HAyqHBIX
TOJIOKEHH M BBIBOJIOB, IIPAKTHYECKOH 3HAYMMOCTH, JOCTOBEPHOCTH NOTYUCHHBIX PE3yJIbTAaTOB,
MOJHOTE HM3JIOKEHHs ¥ OGOCHOBAHHOCTH BHIBOJIOB COOTBETCTBYeT TpeOoBaHusaM  1.9-14
[looKkeHHs © TNpPHUCYXKICHHM yYeHbIX cTemeHed, yrteepxaeHHoro IlocraHoBneHHEM
[IpaBurensctia PO ot 24.09.2013 N 842 (pen. ot 16.10.2024), npeabsBIsieMbIM K KaHIHIATCKHM
JIICCEPTALIMAM, & €¢ aBTOP 3aCTY)KHBAET IPUCYIKIEHUE YICHOH CTENICHH KaH/I1/1aTa MEMLIMHCKHX

HayK 1o crnenuansoctu 1.5.7 [eHerrnka (MeIMIIMHCKHE HAYKH).

51, unosa Hanexia BrnagumupoBHa, a0 corjiacHe Ha BKIIFOYEHHE CBOUX NMEPCOHAIBHBIX
J@HHBIX B JOKYMEHTHI, CBS3aHHEIE ¢ paboToii aucceprannonHoro cosera 24.1.215.03 Ha 6ase
delepanibHOTO  TOCY/IAPCTBEHHOrO  OIO/DKETHOTO  HAyyHoro — ydpexzienns — «ToMckuit
HAIHOHAJILHBIH MCCIIeA0BATeILCKUI MEIUIMHCKHH LeHTp PoccHiCKOM akageMuH Hayk», H HX

nanbHeiyo 06paboTky.
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