OT35bIB
oQHIMaBEHOTO ONMOHEeHTa Ha nuccepranuio Penorosa JMutpus AHnpeesnda Ha
temy: «Cnektp CNV y manmeHTOoB € paccTpoicTBaMu HEHPOIICUXHUYECKOTO
Pa3BUTHS U WX ACCOIHUAIUA C AHOMATIUAMHU dMOpUOTreHe3ay, IPEACTaBIeHHO! Ha
COMCKaHUE YUEHOM CTeNeHN KaHIuAaTa MeIMHHCKIX HayK 110 CIIeHUalbHOCTH

1.5.7 I'eneTtuka (MEIUIIUHCKUE HAYKH)

AKTYyaJIbHOCTb TeMbl HCCJIC[I0BAHUS

AKTyallbHOCTh ~MccliefloBaHus, nposomumoro @enoroBeiM Jmutprem
AnppeeBryeM, 00yCIOBICHa HEOOXOAMMOCTBIO PEHISHHS MpoOiIeM COBpEMEHHOU
KIIMHAYECKON IeHEeTUKH M PENpONYyKTHBHOW MENUIMHBI — MOWCKA FeHeTHYEeCKUX
NpUYHH, acCOUMMPOBAHHBIX KaK C PpOXAEGHUEM JeTell C paccTpoiCTBaMu
MHTEJUIEKTYalbHOIO Pa3BUTHUS, TaK M C HapyIIEHUSIMH 3MOPHOHAIBEHOTO PA3BUTHSL.
PenponykruBHble T1OTepH, cocrtaBisromue 10-15% oT BcexX KIMHUYECKH
JNHArHOCTHPOBAHHBIX  OepeMeHHOCTed, OCTaloTCs  Cephe3Hoil  mpobiemoii
aKyIIepCKO-THHEKOIOTHYECKOM NMPaKTHKH, OKa3bIBAIOIIEeH 3HAYWTEIBHOE BIUSHUE
Ha JiemMorpaduyeckHe IOKa3aTelH H IICHXOIOTHYECKOE COCTOSHHE CYTPYXECKHX
nap. Ilo nauubM maTeparypsr 10,8% jKeHIMH UMEIOT KaK MHHUMYM OIUH CITydail
CHOHTaHHOTo abopTa, a nBa U Gonee ciyuas peructpupyrorcst y 1-2%. Cesime
90% penpomyKTHBHBIX IIOTEph IIPOMCXOISAT B IEPBOM TpHUMecTpe. M3BecTHSI
PasnMYHBIC NPUYUHBI OCTAHOBKH 3MOPHOHAIBHOTO pAasBUTHS — AHATOMHYECKHE
HebeKTsl MaTKM, OSHIOKDUHHBIE HAPyIIEHHS, HH(MEKIHOHHble 3a6oeBanHus,
UMMYHHBIC  pacCTpoicTBa. BakHOe 3THONOTHYECKOE 3HAYEHUE  HMMEOT
XPOMOCOMHBIC aHOMAJIHM, KOTOphIE BCTpedaroTcs Gonee yeM y 50% 3MGpuoHOB,
NOrubIKX B IEPBOM TPUMECTPE HEPEMEHHOCTH.

Ocobyro 3HAaIMMOCTh WCCIENOBAaHMIO TpUIAET HaKOILleHHe pabor o
CYLUECTBOBAHMH CTATUCTUYECKH 3HAYMMOM accONManvy MEXIy CIOHTaHHBIMU
abopraMm B aHaMHe3e MaTepy W DOXIEHHEM y Hee HeTell ¢ YMCTBEHHOM
OTCTanocTero.  HapymieHums — nCHXOMOTODHOIG ~— pasBHTHS  3aTparuBaroT

3HAYMTENBHYIO YacTh NETCKOro HaceneHds (6Gonee 3%). Hamuume npaHHOrO
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COCTOAHUA ¥ peGeHKa OKa3bIBRACT BIIMAHKE Ha BCIO €0 XH3HB, CIIOCOGHOCTE K
DGyIiCHHI'O W HE3aBHCHMOCTH, COLHANBHYHI aJanTaliWio. Kak u B ciry4dae ¢
PEOpOAYKTHBHBIMH IMOTEPAMH, K 3aJCPKKC HHTCIUICKTYaJIBHOI'O Pa3BUTHA TaxXKE
MOTYT IPUBOOAUTE MHOMXECTBO QJaKTOpOB, B TOM YHCJIE, © TCHCTHYCCKHUCE.

OHHP&HCB Ha CTAaTHCTHYECKH 3HAaYMMYH0 aCCOIHAalWHI0 MEXIY Hallu4dHeM B
CEMBAX CINOHTaHHbIX aﬁopToB U JeTed ¢ BHTHGP}KKOI‘;I pa3BUTHA, 4 TAKOKE HA JAHHBIC
0 TOM, 9TO MHKPOAECIEIHH U MUKPOAOYIINIMKAIHH, ABJISAIOIMIACCH OJIHOM M3 4acCThIX
OpUuYrH paCCTPOf’iC’[‘B NMICUXOMOTOPHOT'O pa3BUTHUi, TakiKE€ BLBIABIAKOTCA B
Marcpuane CIOHTaHHBIX aﬁome, B CBOEH ﬂHCCGpT&HHOHHOﬁ pa60Te ®enoTos
J_-[A BbICKa3bIBACT THIIOTE3Y O TOM, YTO OHHH H TE€ XK€ MHKPOACICHHM H
MUAKPOAYIIJIIUKAITUH, BEPOATHO, MOT'YyT 06YCJTOBJTHBaTB HapyHmeHHA KakK

IIPpEHAaTaJIbHOI'O, TaK U MOCTHATAJIBHOTO Pa3BHTHA.

Crenenb 060CHOBaHHOCTH HRYYHbIX MOJIOKEHHH U BHIBOIOB

Pabora BbIIONHEHa Ha OOLIMPHOM KIMHWYECKOM Marepuane — 1417
MallMEHTOB JIETCKOIO BO3pacTa C HapylleHHeM WHTEIUIEKTYalbHOIO pa3BUTHS,
KOTOpbIe 00CJIENOBaHEl C IOMOIIBIO MHKPOMATPUYHOIO aHAIW3a; OIS YacTH
npobannoB Oblla TpoBefeHa BepU(UWKamus OOHAPYKEHHBIX T'€HETHUYECKHUX
BapHaHTOB MeTONOM KoruecTBeHHolH [I1P B pesxume peanbHOro BpeMeHH.

Pesynbrathl quccepTalmOHHOM paboThl MOAPOGHO HANMCAHE! H OGCYKICHEL
TEKCT COMPOBOXKIAETCS GONBIIAM KOIMYESCTBOM WILTFOCTPATHBHOIO MaTepraa, 9To
o0JieryaeT BOCIPHUATHE W NMOHMMAaHHME OCHOBHBIX TIOJIOKEHHN AHCCEPTAMOHHOMN
paboter ®enoroBa [I.A. DOPMYIHPOBKH BBEIBOIOB MOJNHOCTBIO COOTBETCTBYIOT

IIOCTaBJIECHHEBIM 3a1349aM.

ocTOBEpHOCTE H HOBH3HA HAYYHLIX NOJ0KEHHI M BLIBOIOB
HopusHa uccreioBaHus 3aKITI0OYAETCS B TOM, YTO BHEPBbIE MUKPOIEIICIHN U
MHKPOAYIUTHKAIUK OBLIM pacCMOTPEHBI B KayeCTBE KIIOYEBOIO TFEHETHUECKOTO
(hakTopa, OOBACHAIOMET0 YCTAHOBIEHHYIO SMEACMHONOTHYECKYIO ACCOLHALIMIO

MEXIy pENpONYKTHBHBIMH IIOTEPSIMH M pOXKAEHHEM JETed ¢ yMCTBEHHOMR
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OTCTAJIOCTH B Ipeleiax OTAENbHBIX ceMeil. B paMkax paboTs! BIEpBhIE IPOBEACH
CpaBHWTEJBHBIM 2HAJTW3 YacTOT U CIEKTPOB MEPECTPOEK B JBYX KIMHUIECKH
KOHTPAacTHBIX TpyINIax: CeMbU, UMermue peGeHKa C 3aJepKKOM pasBUTHs, H
Clly4au CTIOHTAHHBIX a00PTOB, U CEMbH, UMEIOIHE peOeHKa C 3aIepKKOH pa3sBUTHA
0e3 OTATOIIEHHOTO PENPOAYKTHBHOTO aHaMHe3a. ABTOPOM BIIE€pBbIE€ BbICKa3aHa H
I0Ka3aHa FUoTe3a O TOM, YTO JI€TH C YMCTBEHHOH OTCTa/IOCTBIO, MATEPH KOTOPBIX
MMEIOT BBIKHIBIIINA B aHAMHE3€, Yallle SBJISIOTCS HOCHUTENSMH MarOreHEeTHUYECKH

3HaYUMBIX MMEPECTPOEK.

3Ha9MMOCTh MOTYyYeHHBIX Pe3y/ibTATOB AJIf HAYKH H NPAKTHKH

3HaYMMOCTb Pe3yIbTaToOB AUCCEPTAIMORHOrO Hecnenopanus Menorosa [I.A.
IIPOSBJISIETCS B HECKOIBKUX KITFOUeBBIX acnekTax. C omHO#M CTOpPOHBI, 3T0 Oojbias
paboTa 1o HaKOTIIIEHUIO NaHHAIX O CIeKTPe MUKPOZEIeMi ¥ MEKPOLYIUTUKAIINN ¥
HAlWEeHTOB C paccTpo¥icTBaMu pa3BuTHs. C Ipyroi CTOpOHSI, OMy4YeHHbIe JaHHBIE
YKa3plBalOT Ha HOBBIM 3HaYMMBIA 3>()(eKT NpPOSBIEHHUS TaKuUX IIEPECTPOEK Ha
pasHeIX 3Tanax oHroreHe3a. HoBble 3HaHMS MOTYT OBITH WCIONB30BAHEI IS
KOHCYJBTHPOBaHHUSA CEMEH C pPeOEHKOM C 3afepKKOM pasBUTHS, a TaKKe rmap ¢

PENpPOAYKTUBHBIMU ITpOOIIeMaMH.

PexomMeHanMK 10 HCMO/IL30BAHKIO Pe3yILTATOR H BHIBOIOB
IonmydeHnsle  pesynbTaThl  IIO3BONST  COPMEHTHPOBATh  JaibHelinee
HanpaB/ieHUe Hay9IHBIX WCCIENOBaHWH 10 U3YyYCHWIO AacCOLHALAM MEXIY

PaccTpOACTBAMM IICHXOMOTOPHOT'O Pa3sBUTHS M CIy4asiMi CIIOHTaHHBIX a6OPTOB.

Obman xapakTepucTHka pa6oThi
Huccepranus @enoroBa [mutpuss Aujgpeesuua u3noxkeHa Ha 177
CTpaHML{aX MaNIMHOMUCHOTO TEKCTa, KOTOPKIE COMPOBOMKIAIOTCs 27 TabuunaMu u
26 wumoctpanusMu. PaGora BKITIOYAeT Takue paslensl Kak BBEJGHHE, 0030p
JUTepaTyphl, MaTephaibl M METOABI, pEe3YIbTaThl H OOCYXKIEHHE, BEIBOIHL,

3aKJIDYEHHUE, CIIUCOK corcpameHuii, CITMCOK JIUTEPATYpPhl W HIIOCTPaTUBHOTO
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Marepuaina, nOpuioxeHue. bubmuorpadudeckuit ykazatenb comepxur 280
VICTOYHUKOB JIATEPATYpPhI, U3 KOTOPBIX 19 oTedecTBeHHBIX W 261 3apyOeHBIHA.
Pabora HanucaHa mpodecCHOHAIBHBIM Hay4HBIM A3bIKOM, JIOTHYHA M [IOHATHA B
CBOEM M3IIOKEHHH, Pa3/elibl CTPYKTYPHPOBAHBI.

Bo BBegenun yOenurenbHO o0oCHOBaHa  aKTyalbHOCTh  HOAHHOTO
UCCIICIOBAHNs, OTpaKeHa CTeleHb ee pa3paboTaHHOCTH, O0O3HA4YeHhbl Lelib |
3a/la4d, Hay4Has HOBU3HA, TEOpeTHYeCKas M MPAaKTHYECKHX 3HAYMMOCTH paboThI,
METONOJIOTMS M METOAbl HCCIENOBAaHUS, TOJNOXKEHUs, BHIHOCHMEIE Ha 3alllUTY,
CTENEHb JIOCTOBEPHOCTH IONyYEHHBIX pe3ysbTaToB, MpeacTaBieHa uHOOpMaIus
06 anpobanuu MaTepranoB HayYHO-KBATH(DUKALIMOHHON paboTe, IIyOIHKALKIX 10
TeMe IUCCEePTalMOHHOrO NCCIEN0BaHMts, a TAKXKE ONMMUCAH JINIHEIN BKJI] aBTOpa.

B pasnene «O630p nuTeparypb» CHCTEMAaTH3MPOBAHBI JAHHEIE O YACTOTE,
[IpUYMHAX  HM  METoAaX  TEeHEeTUYEeCKOH  JHArHOCTUKH paccTpoiicTs
HEHPONCHXMIECKOr0 pa3BHTHA. PaccMaTpuBarOTCs pacHpOCTPaHEHHOCTh U
3THOJIOTUS HEBBIHAINMBAHWA OEpPEeMEHHOCTH, a TakK€ METOILl BLISBICHUS
TEeHETHYeCKUX Npu4uH THOemu >MGpuona. ITonpoGHO OCBELIEHBI MOJIEKYISpHEIE
S(Q(EKThl, IeHeTPAHTHOCTL M SKCIPECCHBHOCTh MUKPOCTPYKTYPHBIX TEPECTPOEK,
a4 TaioKe MPWHIMIIEI MX KIMHWYeCKo# mHTepnperanuu. Kpome toro, obcyxaaercs
UX BIMSHAC HA IIPCHATANIbHOE U NOCTHATATILHOE Pa3BUTHE HHAUBUIA.

B paspene «Marepuankl W METOIB» NpENCTaBIeHa XapaKTEPHCTUKA
BeIOOpKM 1417 mNallMeHTOB ¢ PaccTpoicTBaMEH HEHPOIICHXMYECKOIO Da3BHTHS.
lpencraBneHsl KpuTepuu BKITIOYEHHS ¥ HCKIIOYEHHS, IMPOIEMOHCTPHPOBAHO
NOJNHOS OnucaHWe Ju3aiiHa uccienopaHus. [1oapoGHO pacmUCaHbl HPOTOKONEI
OCHOBHBIX METO/I0B, HCIIOJb30BAHHBIX B HACTOsIIEl paboTe, a UMEHHO MaTPHYHOMH
CPaBHHUTENBHOM reHOMHOM rubpummsanuu (aCGH) w  xonwuectseHHOH
nonumMepasHoi nenHow peakuuu (IT1IP) B pexrme peansHOro BpeMeHH.

B raBe «Pe3ynsTarsl u 00CyKIeHHe» IPEICTABIEHBI COOCTBEHHBIE HAYYHbIE
pesynbTatel, momydeHHble DenoroBbiM [MurpueM AmnzapeeBmueM. Onycana
4acToTa MHUKPOENeNMH W MHUKPOAYIUIMKAIME y NaOWeHTOB C HapylleHHeM

NCHXOMOTOPHOTO PazBHUTHA, a TaKxKe OXapaKTEepU30BaH CIICKTP BBIABJIECHHBIX
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BapuaHTOB. IIpoBomuTcss cpaBHEHHE [acTOT ceMed, uMeromux pebGEHKa C
YMCTBEHHOM OTCTalOCTBIO, OOYCIOBICHHOH IlepecTpodikaMu, B TIpymmax cC
HaJIW4MeM M OTCYTCTBHEM CIOHTaHHBIX aboproB y wMarepu. IIpencrasiena
XapaKTEPHCTHKA MUKPOJAESNECIUH M MHUKPONYIUIMKAIMH B 3THX TpyNmax Iio
KIMHAYECKON 3HAYMMOCTH, IO NPOHMCXOXKACHUIO C BhIJCJICHHEM MaTepHHCKHX,
OTIOBCKHUX U de novo BapHaHTOB, 10 KOMHUMHOCTH. B 3aK/IIOYATENEHOM pasjene
NPENCTaBIeHO MOAPOOHOE KIMHUYECKOE OMKUCaHWe MpOoOaHI0B C IIaTOreHHBEIMH U
BEPOSATHO NATOTCHHBIMH INE€HETHYECKAMM BapUaHTaMHM, MaTepd KOTOPBIX MMEIOT
HEBBIHAIIMBaHUE GepeMEeHHOCTH.

Juccepranuonnas pabora HaMCaHO I'PAMOTHO, XOPOIIMM HAyYHBIM S3bIKOM,
JOTHYHa B CBOEM H3JI0KCHHH, MPOWUIFOCTPUPOBAHA MHOIOYHMCIIEHHBIMHA
TablMIaMH ¥ DHCYHKaMH, aKKypaTHo o(OpMJIeHa, YTO OCTaBISIOT TOJIBKO

ITONOXHTENIEHOE BIICUATIICHUE ITOCTIE I[MPOYTEHHA.

IlonHoTa N3/100KEHAS MATEPHAJIOB JHCCEPTAIIHOHHONO HCCIEI0BANHUSA

‘OcHoBnble pesynbrarel mpezcTaBiens Ha 10 koHGbepeHWHSX B tbopme
YCTHBIX W TOCTEpHBIX HOKHanoB. [lo Teme wmccnenoBanus omy6mukosaHo 23
paboThl, cpestu KOTOPEIX 11 cTaTell mpe/cTaBIeHbI B KypHaJaX, pEKOMEHIOBAHHEIX
Beiciielt  aTrecTan@oHHOM KoMmccmei MunnucrepcTBa HAayKM M BBICIIEro
obpasoBanus Poccuiickoit ®enepauny; cpenn Hux 4 craTh, HHJIEKCUPYEeMEIE B
6asax mamHeIx Web of Science/Scopus; 2 MeIMIHHCKME TEXHONOIWH

OpOMHUIIAKTHKY, THATHOCTUKH, JIeYeHHs 3a601eBaHuH U peabUIIMTAIlME TAlUEHTOB.

Bonpocsi
B nporecce o3naxomienus ¢ paboToii BO3HUK Psi BOIPOCOB:
l. W3 maTepmanoB ¥ MeTONOB HE COBCEM MOHATHO OBIIO JIH IIPOU3BEJIEHO
[IOTHOTCHOMHOE CeKBEHUPOBAHHE [ TEX MALMEHTOB, Y KOTOPHLIX HE HAIIUTH
abbepaumu wmertomom aCGH? Takux mnanueHToB ¢ paccTporcTBaMu

' HeHpOICHXuYecKoro pasutus 70%.



2. B pesynsrare mccnenoBanus Oblia TOKa3aHa TEHIEHLHA K IpeobiafaHuio
BapHaHTOB MaTEPHHCKOTO MPOHCXOoXaeHus B rpynne ¢ CA, mpu s1oM
npobannsl B rpymnne 6e3 CA yame umenu abeppalvn, yHacleNoBaHHbLIE OT

otna. Kakue MEXaHU3MBI MOTYT JieXaTk B OCHOBE JaHHOI'O pesynyra’ra‘?

3axnuenne

Tuccepranus ®enorosa [Imurpust AnapeeBuda Ha TeMy «Cmexktp CNV y
TTAllMEHTOB C PacCTPOWCTBAMHU HEWPOICUXUYECKOTO PA3BUTUA W UX acCCOLHUaIMs C
aHOMaJIMsIMK 3MOpHOreHe3a», MPEICTaBICHHAsd Ha COMCKAaHWE YYEHOW CTEleHH
KaH/IMIaTa MEAMIMHCKAX HayK mo cneruanbHocTd 1.5.7 I'enetuka (MeqUIMHCKHE
HayKu), ABJISETCS 3aBeplIeHHOM Hay4yHO-KBaJIM(pHUKAIMOHHOK paboTol, B KOTOPOH
Ha OCHOBAHHWH BBIMOJHEHHBIX aBTOPOM MCCIENOBAHUM CONEPXKUTCS DpEIICHHE
aKTyaJIbHOM Hay4dHOM 3a/1a4M — MOUCKa XPOMOCOMHBIX [IEPECTPOEK, NPUBOAALIUX K
HapyIICHUIO 3MOPHOHAIBHOIO Pa3BUTHS U HHTEIUIEKTyaJbHBIM pacCTpOMCTBaM,
FMEIONIel orpoMHOe 3HaYeHHe IS PasBUTHS (PyHIaMeHTaJIbHOU ¥ MpaKTUYecKoH
MEIOULAHEL

Jwuccepraunonnas pabora ®enmoroBa /[ImMutpus AnnpeeBuda IO CBOEH
aKTyallbHOCTH, Hay4HO! HOBH3HE, CTeleHH 000CHOBAaHHOCTH CHOPMYIMPOBAHHEBIX
B JMCCEpTaldy Hay4HbIX IIOJIOKECHHAU WM BHIBOAOB, NPaKTHYECKON 3Ha4MMOCTH,
JOCTOBEPHOCTH  IIONYYEHHBIX  pPE3yJdbTaToB,  MOJTHOTE  H3JIOXKCHHUA |
060CHOBaHHOCTU BBIBOZIOB COOTBETCTBYeT TpeGoBaHusM m. 9-14 Ilonoxenus o
MPUCYXIEHUHM  Y4YEHBIX  CTelmeHed,  yTBepxaeHHoro  [locraHoBiecHueM
ITpasutensctBa PO ot 24.09.2013 N 842 (pen. ot 16.10.2024), npenassaBiseMbiM K
KaHIMIATCKUM JIUCCEpTalMsaM, a €€ aBTOp 3acly)XUBaeT NPHUCYKACHHUS yIeHOH
CTENICHH KaHAWJaTa MENUIMHCKMX HayK o cneiuansHocTH 1.5.7 TeHetmka

(MeguIIUHCKUE HAYKH ).

O¢unnansHEIH ONIIOHEHT,
Benymuii Hay4qHbIM COTPYIHUK JJabopaTopuu

MOJIEKYJIAPHON IeHEeTUKH ¥ FeHHOM Tepamuu
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