OT3bIB
Ha aBTopedepat Aucceprannn Penorosa JIMuTpus AnapeeBH4a
«Cnextp CNV y nanueHToB ¢ paccTpoiicTBaMH HeHPONCHXHIECKOIr0 Pa3BUTHS H
MX accolHaNHs ¢ AHOMAJIHSMH SMOpUHOreHe3a»,
TNpe/cTABJIEHHOI Ha CONCKAHHE Y1€HOH CTeNeHH KaHIu1aTa MeTAIHHCKHX HAyK

no cnenuajibHocTH 1.5.7 — I'eHeTuka

PaccrpoiicTsa Helipornicuxudeckoro pazsutus (PHIIP) — rpynma moBeeHYecKux
¥ KOTHMTHBHBIX PAcCTPOHCTB, KOTOPBIE BOSHHKAIOT B IEPHO/] PA3BUTHS HEPBHOH CHC-
TeMBI, U BBIABIAIOTCA Oonee, ueM y 3% nereii. PHIIP mpencTaBisioT coboli cepbes-
HYIO MEJMIMHCKYIO U COIMAIBHYIO IPOOIeMy JUIs 31paBooxpaHeHus. M3BeCTHO, 4To
CNV sBisroTCs 0HOM 13 gacThlx npmauH PHITP u oGHapyxwuBatotcs y 7-40% maru-
entoB. IIpn aTom criektp CNV y TakuX TALUEHTOB YPE3BEIYANHO pazuooOpazeH. Ox-
HAKO GOIbIIAs 9acTh W3BECTHBIX BapHaHTOB Kinaccudumupyerca kak CNV ¢ Heompe-
JeNIeHHON KIMHWYECKOM 3HaunMocThio. C Opyroi CTOpOHBI, B MHOTOYHCICHHBIX HC-
CITeNOBaHMsAX TI0Ka3aHa PaclpOCTPAHEHHOCTh JAHHOTO THIA XPOMOCOMHBIX abeppa-
nuit ipu abopruBHOM Hcxoxe 6epemennocTd (CA). [To TaHHBIM MeTa-aHaHM3a, CNV
BCTpedaroTcs y 14% BHYTPHYTPOOHO MOrMOMIMX 3apOJBIIIEH NEpBOro TPUMECTpa Oe-
peMeHHOCTH, abeppallii OOHAPY)KUBAIOTCS U yYHJ'IO/Z[OB C BPOXXJCHHBIMHU ITOPOKAMM
passurtus (BIIP). Takum oGpa3oM, BO3MOKHO, HekoTopble CNV MOTYT BIMATE Kak Ha
IpeHaranbHoe, TaK U Ha IOCTHATAlbHOE Pa3BUTHE UHIMBUIA, IPUBOAS K CA B onHEX
cilydasx ¥ Kk poxnenuto nereit ¢ PHIIP B npyrux.

ITpoBeieHre UCCIIEIOBAHMI Ha KPYTIHBIX BHIOOPKAX MAlMeHTOB, aHAIN3 1 0000-
IIIeHVe TT0Ty9eHHbIX JAHHBIX MOTYT CIIOCOOCTBOBATH BBISBICHUIO HOBBIX CHHIPOMOB,
aCCOIMUPOBAHHBIX C MHUKPOAENEHUAMA M MUKPOIYIIUKAIMAMH, MOTYICHIIO HOBBIX
CBEJIEHUI 0 KIMHUYECKMX HPOsBIEHUsIX paznuuHbiX CNV, BBIIENCHUI0 MHUHHUMAJIb-
HBIX [1EPECEKAIONINXCS] PETHOHOB, KPUTHYHBIX JUTS PA3BUTHs CUMIITOMATHKH, & TAKKe
K OIMCAHWMIO HOBBIX TEHOB-KaHAMAATOB, cBsi3aHHbIX ¢ PHIIP. B cumy sroro, auccep-
TaruoHnHasa pabota @enorosa [ImMutpus AHIpeeBrYa, MOCBIIECHHAS BBIABICHUIO XPO-
MOCOMHBIX PETMOHOB, BapHa0eNbHOCTh B YHCIE KOIMHUA KOTOPBIX B CEMbE acCOMUMPO-

BaHa C PACCTPONCTBAMHU HEHMPOICHXMYECKOTO PasBUTHs Y PEOCHKA U CIIOHTAHHBIMH



abopTaMy B aHAMHe3¢ MaTepu, ABIISETCS CBOCBPEMEHHBIM U BECbMa aKTyallbHBIM HC-
CIIeJOBAaHUEM.
®enoroBeM . A. B quccepTallMOHHON paboTe JIi MHOTO3TAIIHOTO KCC/IEN0Ba-
HUS MCIOJIL30BaHa GOMbIIas BEIOOPKA MAI[EHTOB, OTOOPAHHBIX M0 KPUTEPUIM, KOTO-
pble COOTBETCTBOBAIIH LIC/IH 1 3aJadaM MCCiefoBaHms. MoXKHO 000CHOBaHHO KOHCTa-
THpOBaTh, YTO HACTOsLIAs AMCCEpPTAIMOHHAsA paboTa CTala 3HAYMMBIM M Hanbonee
KPYTHHEIM HAay4YHBIM HcclenoBanueM crnekrpa CNV y TalueHToB ¢ PHIIP B Poccuii-
ckoit Meneparuu.
B xoje AUCCEPTAIMOHHOTO UCCIIeJOBAHMs TPOBEPEHA TMIIOTE3a O TOM, 1ITO JICTH
c PHIIP, marepu KOTOPBIX MMEIOT CA B amaMHe3se, dYallle SBJSIOTCS HOCHTEILIMU
CNV, B cpaBHeruu ¢ aetbmu ¢ PHIIP u3 cemeit 6e3 cydaes oMOpHOHAIEHOM rudenu.
IIpu stom Hamure CA, BeposiTHO, 0GycioBieHo Toi e CNV, 4o BeIABIEHA Y 001B-
Horo pebenka. ABTopoM BIepBble B Poccumiickoit ®ezepallii JOCTOBEPHO OLCHEHA
yacToTa ceMeii ¢ peberkom ¢ PHIIP, 00ycIOBNEHHBIMY NATOTCHHOM, BEPOATHO T1aTO-
reqHoit CNV uiii BapuaHTOM C HEONIPENeIIeHHOM KJIMHAYEeCKOM 3HauUMOCThI0, 1 CA B
aKyLIEPCKO-TMHEKOJIOTHIEeCKOM aHaMHe3e MaTepu. B Xofe JuCCepTalMOHHOTO HCciie-
JIOBaHUS JaHHBIe abeppalnuy ObUIA 0XapaKTepPU30BaHBI 110 HANPABICHUIO M3MEHCHUA
KOITUIHOCTH, pa3Mepy, IPOUCXOXKICHHIIO U TEHHOMY COCTaBy. ABTOPOM BIIEPBbIE ObI-
710 Tokazano, utTo CNV, accOIMUpOBaHHbIE KaK ¢ POXKIEHHEM pebeHKa ¢ PHIIP, Tak u
¢ CA B OOHHX M Te€X K€ CEMBSIX IPEICTaBICHbl MUKPOAEICIUIMA 1 MOHOICHHBIMHU
abeppalisIMH, B CPaBHEHHMM C YacTOTaMH MHKpojenenuiéi u moHoreHHslX CNV B
rpyIIe ¢ OTCYTCTBUEM CIIydaeB SMOPHOHATBHON TMOeNH. BﬁepBBIe OTIMICaHBl CEMBU, B
xoTopeix peberok ¢ PHITP, mats kotoporo umeeT CA B aHaMHe3e, SBJIACTCA HOCUTE-
NeM YHacJeOBaHHOM IMAaTOreHHOW WM BeposTHO maroreHHoi CNV B perumonax
2q23.1,3q929, 16p11.2.
Ha oCHOBaHHH pe3yIbTaTOB MPOBEIECHHOr0 HaydHOro mccienoBanus Deroro-
BeIM JIMuTpreMm AHapeeBHdeM pa3paboTaHbl JBE TEXHOJIOIMH MOJICKYIISPHO-
[IUTOTeHETHUECKOM AUarHoCcTuKd MOHOTeHHBIX CNV M CTPYKTYPHBIX XPOMOCOMHBIX
abeppanuii Ha xpomocome X y TAlMEeHTOB ¢ HeAu(hepeHIHPOBaHHBIME HOpMaMu
YMCTBEHHO} OTCTAaNOCTH, KOTOpBIE BHEAPEHBI B IIPAKTHYECKylo pabory Menuko-
rererrdeckoro rentpa (Ienernueckoit kuunkn) HAM MenuimucKol reHetrky Tom-
ckoro HUMII. Oco06yro IeHHOCTh MOJIy4eHHEBIE 3HaHUsI MOT'YT MMETh IIpA MHTEPIIPe-

TaIUX Pe3yIbTaTOB MaTPUYHOM CPaBHUTEIBPHON IeHOMHOHM rHOpUIN3aliy (aCGH) B



X0Jle TIPEHATANTBHOT0 [eHeTHIECKOr0 TECTUPOBAHNUS, TIPX KOHCYJIbTUPOBAHUY U BEJIE-
HUU CYNIPYXeCKuX nap, nMetonmx pebenka ¢ PHIIP, a Takxke map ¢ HEBbIHAIIMBAHUEM
GepeMeHHOCTH B aHamHe3se. HecOMHEHHO, UTO nosy4eHHble DeJ0TOBbIM JI.A. HOBBIE
JaHHBIE JOJIKHBI OBITH HCII0IF30BaHbI IIPH CO3IaHUH JISKIIMOHHBIX KYPCOB, BKITIOICHBI
B IpOrpamMmy oOy4eHHs CTYIEHTOB, aCTUPAHTOB MEIUIIUHCKAX 1 OMOJIOTHYECKHX (a-
KyJIBTETOB, IIUKJIOB MOBBILICHIS KBaTU(HUKALMH [ BpadeH-ClIeMatiCTOB, a TAKKe B
IporpaMMbl 00ydeHUs KITHHUYECKMX OPIUHATOPOB IO CIEIHATBHOCTAM «I"eHeTrKa»
u «JlabopaTopHast FeHETUKA.

B menoM, auccepTalioHHas paboTa BHINOJHEHAa HAa BBICOKOM METOANYECKOM
YPOBHE, C HCIIONB30BaHUEM KOMILIEKCA CAMBIX COBPEMEHHBIX BBICOKOPa3peIIarolinX
MOJIEKYJIAPHO-TE€HETHIECKUX U MOIEKYIAPHO-[[UTOTCHETUYCCKUX TEXHOJIOTUH, METO-
0B 6MOMH(DOPMAIIMOHHOTO U CTATUCTHYECKOTO aHau3a, aJeKBaTHBIX MOCTABJICHHBIM
3aa4aM. ABTOPOM YCIIENIHO PElleHbl Bee NOCTaBleHHble B paboTe 3aadi. ABTOpe-
depaT HamKcaH JOCTYIHO, COAEPKUT TabNIHIbl X PUCYHKI 10po0OHO Y HAIIIAIHO HII-
JNEOCTPUPYIOIIHE PE3yIIbTATHl HCCIIEI0BaHUA. ABTOpe(hepaT MOTHOCTBIO OTPAXKALT OC-
HOBHBIE aCTIEKThI BHITIOJHEHHON HCCEPTALMOHHON paboThL, IO pe3ylIbTaTaM KOTOpOH
oImy6ImMKoBaHbI 23 Hay4Hble paboThl, CpeIl KOTOphIX 11 cTaTel B KypHanax, yaoBie-
tRopsromux Tpebosanusim BAK MOH Poccuiickoit Penepanuu 1y coucKkarene
yUEHOW CTEleHH KaHIUIaTa HayK, M JIBE MEJHUIMHCKUE TEXHOIOTHH IpO(HUIIaKTUKH,
JMACHOCTUKH, JIeUeHNs 3a007eBannii ¥ peaOUINTaluy TalMEeHTOB. Pe3ynbTaThl Juc-
CepTAIMOHHOTO MCCIeN0BaHusI OBLIN JIOKHEIM 00pa3oM IPe/ICTaBIeHBI B BU/E JTOK-
JIaJI0B ¥ BCECTOPOHHE 0OCYK/IEeHbI Ha pasiudHbIX Poccuiickux HayuHbIX (opyMax, B
TOM YHCIIE H C MEXIYHapOAHBIM yuacTueM. ClelaHHble aBTOPOM BLIBOJIBI JIOTUIHBI,
apryMeHTHPOBAHbI, KOPPEKTHBI ¥ IIOJHOCTBIO 0OOCHOBAHBI PE3YJIbTaTaAMU cOOCTBEH-
HOTO MCCIIEI0BAHKS U IIPOBEICHHOT0 OMOMH(POPMAIIOHHOTO ¥ CTATUCTUIECKOTO aHa-
m3a.

Takxum o6paszom, aHanu3 aBropedepara IO3BOSIET YTBEPAKIATh, 9TO AUCCEepTa-
nroHHas pabora @enorosa Jmutpust Anjpeenda « Crektp CNV y ManueHnTos ¢ pac-
CTPOMCTBAMM HEMPOIICHXHYECKOr0 PasBUTHs M UX acCOUMalys C aHOMANUAMM SM-
GpuoreHe3a» SBISETCS YCIEIHO IIPOBEICHHBIM HAy4IHO-KBAIH(QUKAIMOHHBIM HCCIIe-
JOBaHUEM, HAIPABICHHBIM Ha pellleHre akTyalbHOM HaydHOH 3a/1aud, uMeeT QyHNa-
MEHTAIHHOE 1 OOJBIIOE MPAKTHYECKOe 3HAUSHHE I MEIUIIMHCKOM HayKH B LIEJIOM U,

OCO6GHHO, JJIA MEQUIIMHCKOM I'€HETUKH, aKyIIepCTBa, HEBPOJIOI'HMH, IICUXHUATpUHU,



JlaeT HOBBIE MPEICTABICHUS U CYIIECTBEHHO PaCIUIUPSET 3HAHKUS O MOJICKYIIIPHBIX Me-
XaHU3MaxX SMOPHOHAIBHOTO PA3BUTHS YENOBEKa M IIATOT€HETHYECKMX MeXaHU3Max
HapyIIeHHs HeHpOIICHXMIECKOTO Pa3BUTHS, OTHOCTBIO COOTBETCTBYET TPEOOBAHMIM
1.9-14 «ITonoxenus o MOPSIKe TPHUCYKACHHUS YUCHBIX CTeNeHel» (II0CTaHOBJIEHHE
IIpasutensctBa Poccuiickoit @enepanun oT 24.09.2013 1. Ne842 ¢ mocienyromumMu
peaKIMAMHE), IPEABSIBIIEMBIM K AUCCEPTALMAM HA COMCKAHUE YIEHOM CTEIeHU KaH-
JuaTa Hayk, a ee aBTOp, HECOMHEHHO, 3aCIy’KABAeT NPUCYKICHNA CTCIICHH KaHIH-

JaTa MeIAIUHCKUX HAYK IO crenuansHocta 1.5.7 - 'eHeTHka.

Cormacen Ha cOop, 00pabOTKy, XpaHEHHe U Iepelady MOHUX IEPCOHAIBHBIX
NaHHBIX B paboTe auccepTannoHHOro cosera 24.1.215.03 nHa 6ase PenepaibHOTO ro-
CYJApCTBEHHOTO OOIKETHOTO HAYYHOTO y4pexaeHus « ToMCKuH HallMOHAIbHbIA HC-

Cle0BaTEILCKUNM METUIIMHCKUN 1TeHTp Poccuiickoi akafeMuu HayK».

3aBeyromuii 00TaCTHOM HayIHO-IIPAKTUUECKOM 1aboparopueit

JIHK-1rarHoCTHKA TOCYIaPCTBEHHOTO OIOIKETHOTO YUPCIKACHUSA
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