OT3bIB
Ha aBTOpedepar nucceprannu Penorosa JImurpuss AnapeeBu4a
«Cunextp CNV y nanueHToB € paccTpoiicTBAMH HEeHPONCHXHYECKOI0 Pa3BUTHSA H UX
accoHANMs ¢ AHOMAJIHUSIMH SMOPHOTeHe3a),
NpeACTABJIEHHO HA CONCKAHNE YUEHOM CTeNeHNn KAHANAATA MeTHIIUHCKAX HAYK 110
crnenuajgbHocT 1.5.7 I'eHeTnKa

C pa3BUTHEM MOJEKYJISIPHO-TEHETUYECKUX TEXHOJOTHH pacCHIMpUiIOCh IOHMMAaHUE O

CTPYKTYpPHBIX HApyIICHHSAX TEHOMa M UX BIUSHUSI Ha (PEHOTHIMYECKHE IPOSIBICHHUS.
MHOTrOYHCIIEHHBIC UCCICIOBAHUS IO JIEPKUBAIOT POJIb BapHaliy uucia konui ygactkoB JJHK
(CNV) me Tompko B (OpMHUPOBaHMH T€HETHYECKOTO pa3sHOOOpas3us, HO M B ITaTOJOTMYECKHUX
mporieccax. CNV  gBusgioTcs OJHOM U3 PaCHpOCTPaHEHHBIX IPUYUH  paccTpOMCTBA
HEHPOIICHXUIECKOTO PA3BUTHSA, a TAKXKE aCCOUHPOBAHBI C HapyHOIEHHEM 3MOpPHOHAIBHOIO
pa3BuTHs. PaccTpoiicTBa HEHpONCHXMYECKOTO pa3BHTUS AMATHOCTHpYIOTCS Oonee ueM y 3%
JeTeil BO BCEM MHpE U MPEACTaBIAIOT co00i cephe3Hyro mpobsieMy Ans MeIunuHbl. laHHbIE
MHOTOYHUCIIEHHBIX ITyOJUKAIMA YKa3bIBAIOT HA B3aWMOCBSI3b MEXIY CIydasMH CIOHTaHHBIX
abopTOB y XEHIIMH, KOTOPHIE COCTABILIIOT 10 15 % OT BCeX KIMHUYECKH INOATBEPXKIEHHBIX
OEpeMEHHOCTEH, W MOCIEAYIOMUM pPOXKIECHHEM JIeTel ¢ HapymIeHHeM HEUPONCHXUYECKOIO
Pa3sBUTHA B 5THX ceMbaX. HecMOTps Ha aKTyaqbHOCTh TEMBI, KIMHHYECKYIO 3HAYAMOCTH M
KOJIMYECTBO NMPOBOJUMBIX B JaHHOH 00JacTH HCCIEOBaHHUM, BOIPOC O POJIM XPOMOCOMHBIX
nepecTpoek, npezactaBieHHbIX CNV, mpu maToJ0rMYecKHx MpOoIeccax, COMPOBOMXKIAOIIUXCS
HapylIeHHEeM HEHpPONCHXUYECKOTO pa3BUTHS Yy JeTel, HapymeHUsSIMH 3SMOPHOHAIBHOTO
pa3sBUTHS W OCJIOXHECHHSAMH OEpeMEHHOCTH, JI0 CHX IIOp OCTaeTcs HEIOCTaTOYHO
paspabotanHbM. CymECTBYIOT CIIOXHOCTH CHCTEMAaTH3allUd HMEIOIIUXCS JaHHBIX U
KIMHUYEeCKON wuHTeprperanued BoiaBiIeHHBIX CNV. KimodeBbiM sTanmoM B u3yueHuun CNV
SBISICTCSI OLIEHKAa WX KIMHUYECKOH 3HAYMMOCTH, KOTOpas B KOHTEKCTE IpeHaTalbHOH
JMarHOCTHKH OCJIOXKHSIETCSI OTPAaHMYCHHBIM JIOCTYIIOM K HHPOpPMANUU O (EHOTHIINIECKUX
XapaKTEePUCTUKAX IUIOAA U IOCIEAYIOIMIETO pa3BUTHS.
Huccepranuonnoe uccienoBanne @enorosa JI.A. HampaBIeHO HA MOUCK OOIMUX T€HETUYECKUX
(axTOpORB B CIydyae HAJUUMs B CEMbE JIETEH ¢ HapylIeHUeM HEUPOIICHXUYECKOTO pa3BUTHS U B
aHaMHe3€ Y MaTepy CIy4yaeB CIIOHTaHHBIX abopToB. JlaHHAsA Tema 061aiaeT BEICOKOW HaydYHOU U
MPAKTHYECKON 3HAYMMOCTBIO Ui  (OPMUPOBAHUS IPOTHOCTHYECOTO acleKTa MeIuKo-
IeHETHYECKOI'0 KOHCYJIbTUPOBAaHUS B OyAyIIEM.

B nuccepranmoHHOM HCCIIEZIOBAaHUU BIIEPBHIE IMOIYYEeHBI pe3yibTarthl o cnekrtpe CNV
[P HapYIICHUSIX HEHPOIICUXUYECKOT0 Pa3BUTHS ITpoOaH/1a ¥ HAJIMYUHU CIIy9alHbIX CIIOHTaHHBIX
aboproB. MccrmenoBaHue MpOBEAEHO Ha pelepe3eHTaTUBHON BbIOOpke mnpobOanmoB (N=56).
[lonyyeHHble JaHHBIE CBHUJETENBCTBYIOT O TOM, YTO BBISIBJIEHHBIE Y TaKHX IAllUEHTOB C
HapyIIEHUAME HeHpOICHXMYeCKOro pa3putus ¢ HanmuueM CNV o6HapyKMBarOTCs ¢ OONbIIEH
YacTOTOH B CEMBSX, OTMEYAIOIINX CJIy4au CIOHTaHHBIX a0opToB. BriepBrie mokasano, 4yro CNV,
aCCOIMMPOBaHHBIE KaK C POXKJIEHHEM peOeHKa ¢ HapylleHHEM HEHpOICHUXUYECKOIO pa3BUTHS,
TaK M CO CJIy9asMH CIIOHTAaHHBIX aOOpTOB B OJHHUX M TeX K€ CEMbsX, INIABHBIM 00pa3oM,
MPEJICTABIIEHBI MUKPOAEIEIUSIMU ¥ MOHOTEHHBIMH a0eppaiusiMu.

Hacrosmee wccienoBaHue BBIIOJTHEHO Ha BBICOKOM METOJOJOTHYECKOM YPOBHE, C
HCIOJIB30BAaHHEM COBPEMEHHBIX MOJIEKYJISIPHO-ITATOTEHETHYECKUX, MOJIEKYIIPHO-T€HETHYECKUX
1 OMOMH(pOPMATUIECKHX ITOIXO0JIOB.

ucceprarms @enoroBa Jimutpus Arapeesuda Ha TeMy «Crnektp CNV y manueHToB ¢
paccTpoiCTBAMU  HEWPOIICUXMYECKOTO pasBUTHS M HMX AacCONMalMsi C  aHOMAJHAMH
sMOpHOreHe3a, MpeICTaBIeHHas HA COMCKAHUE YUEHON CTENEHN KaHIU1aTa MEAUIUHCKUX HAyK
no cnenuansHoctd 1.5.7 TeHerwka SBIIseTCS 3aBEpIICHHON HaydHO-KBaTM()UKAIMOHHON
paboToif, B KOTOpPOHl Ha OCHOBAaHMH BBIIOJIHEHHBIX aBTOPOM MCCJIENOBAHUA COHNEPIKUTCS
pelleHre aKkTyaJlbHOM HaydHOW 3aJadyd 10 OlleHKe 4acToThl Hapymenus CNV B rexome



HAMEeHTOB C HapyOICHHEM pacCTpOMCTBAMHM HEHPOIICHXMYECKOTO pa3BUTHUSA, y MaTeped B
aHaMHe3e MMEBIIHX CITOHTAHHBIE aDOPTHI, a TAKOKE XapaKTepUCTHKe crekTpa AaHHbX CNV, 9Tto
UMECT CYIICCTBEHHOE 3HAUYCHUE IS PA3BUTHS T€HETUKHA U METUIIUHCKON HAYKHU B I[EJIOM.

PesynmpraTel paboThl omyOnukoBaHBl B 11 peneH3HpyeMBIX MEXIYHAPOIHBIX H
OTE€YECTBEHHBIX JKypHajaX, B TOM YHCIIE HAa UX OCHOBAaHUHM H3JIaHBl HOBBIE METOJUYECKHE
PEKOMCHJIAIIMK 10 MEIUIIMHCKAM TEXHOJIOTHSIM MOJIEKYJISIPHOH AMAarHOCTHKM XPOMOCOMHBIX U
HACJIeJICTBEHHBIX 0OJIe3HEe!, BHEAPEHHBIE B KIIMHUYECKYIO TPAKTUKY .

Jucceprarmonnas pabora ®emorosa /ImMutpus AHIpeeBHYa IO CBOEH aKkTyalbHOCTH,
HAy4YHOUW HOBH3HE, CTEIICHH OOOCHOBAHHOCTH C(HOPMYIHPOBAHHBIX B AUCCEPTALUU HAYYHBIX
IOJIOXKEHHUI ¥ BBIBOJIOB, IIPAKTUYECKOM 3HAYMMOCTH, JIOCTOBEPHOCTH IIOJTy4YE€HHBIX PE3YJIbTATOB,
[OJHOTE H3JIOXKEHHsS M OOOCHOBAHHOCTH BBIBOJIOB COOTBETCTBYeT TpeOoBaHusM  11.9-14
[Tonoxxenust © TNPUCYXKIACHHH YUEHBIX CTereHed, yTBepxaeHHoro llocranoBineHuem
[TpaButensctBa P® ot 24.09.2013 N 842 (pen. or 16.10.2024), npenspsBisdeMbIM K
KaHIWJIATCKAM JHCCEpTAIlUsIM, a €€ aBTOp 3aciIy)XMBAaeT IPUCYXKACHHE YYEHOU CTEIEeHH
KaH(11aTa MEAUIUHCKUX HAyK 110 creruanbaocTy 1.5.7 I'eHeTnka (MeJUIUHCKYE HAyKH).

S, IMuenmna Codps HukonaeBHa, garo coriacue Ha BKIIOYEHHE CBOUX IEPCOHAIBHEIX
JIAHHBIX B JIOKYMEHTHI, CBSI3aHHBIE ¢ paboTO# auccepramuoHHOro coBera 24.1.215.03 Ha 6aze
demepadbHOr0  TOCYIapCTBEHHOTO  OIO/KETHOIO  HAy4HOro  ydpexzaeHus  «Tomckmii
HAIIMOHAILHBIN HCCIIeIOBaTeIbCKU MEeTUITMHCKIM 1eHTp Poccuiickoil akageMuu HayK», M HX
JaTbHENTITYI0 00padoTKYy. '

16.10.2025

JIoKTOp OMOJOTUYECKUX HAYK
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