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«PACITPOCTPAHEHHOCTD 1 TPAHCKPUIITOMHBIE DPDEKTHI XPOMOCOMHBIX

MUKPOJIEJIELIMI U MUKPOIYIIIMKALTUM, 3SATPATUBAIOILMX TEH CNTN6»,
NpeNCTABIEHHOH HA COMCKAHNE YYEHOH cTeneHd KaHAUIAaTa MeIHIMHCKUX HAYK 110

conemuagabHocTH 1.5.7. — 'eneruka

Hccenenosanne Jlonatkunoit Mapuu EBreHbEBHBI TOCBAIIEHO aKTyaIbHOMR —
YCTaHOBJIEHHIO I'€HO-(DEHOTUITMIECKHUX H3MEHEHHH NTPY HAIMYWY BapUALMi B YKCIIe KOMH
yuactkoB JIHK (CNV) B renome uesnoBexa. JlaHHas 3a1ada MpeCcTaBiseTCs Kpaiite
aKTyaJbHOM, IIOCKOJIBKY UMEET KIIFOUEBOE 3HAUCHUE IS KIIMHUIECKOH MPaKTUKH, & KIMEHHO B
00acT MEUKO-TeHETUUECKOr0 KOHCYIbTUPOBaHusl. CII0KHOCTE €€ pEelleHs B [IEPBYIO
o4epens 00yCJIOBIIEHAa KIIMHUYECKUM ITOTUMOP(MU3MOM MTPOSIBIIEHUS 3a00IEBAHIM, BEI3BAHHBIX
CNV, B TOM 4HCJIe UX HEMOTHOH EHETPAaHTHOCTEIO. B 3TOH CBSI3H BayKHBIM SIBIISETCSI
IIOHMMAaHHE MOJIEKYJLIPHBIX MEXAaHU3MOB Pa3BUTHS ATOJIOTUH YeITOBeKa, CBA3aHHBIX C
HayimuneM CNV B rerome.

B mactosme#t paboTe IpoBEIEHO UCCIIEIOBAHUE 10 AaHATM3Y BIMSHUSI MUKPOICTENUH U
MUKpPOIYIUIMKalui B okyce rena CNTNG, Ha sxcipeccuto rena CNTNG B KyIbType HEHPOHOB,
IIOTy4eHHBIX ITyTeM HaIPaBIeHHOHN MU OepeHINPOBKY TUHIM HHIYIUPOBAHHBIX
IUTFOPUNIOTEHTHEIX ¢TBOJIOBBIX KileToK (MIICK) oT manuesTOB ¢ peuMIIpoOKHBIMU
MHUKPOACTELUHIMH U MUKPOIyTUTHKausaMu reHa CNTNG. JlaHHOH TTOAXOMI SIBIISIETCS
COBPEMEHHBIM U OOOCHOBAHHBIX IIPY U3YUYEHUU F€HETUYECKUX HapYLICHUH, TPUBOISIIHNX K
Pa3BUTHUIO HEPBHO-IICUXHUECKUX 3a00IeBaHIH.

B paboTe ucrnonp30BaHbl COBPEMEHHBIE MOJIEKYIIPHO-TEHETUYECKUE METOIbI, BKITIOUAS!
T€HOMHBIE, B TOM YHCJI€ TPAHCKPUIITOMHBIN aHAIU3 HAa MUKPOYHIIAX, C MOCIeAyOIIek
buonnpopmaruyeckoit obpadorkoit nanuex I[P ¢ obpatroit Tpanckpunuueit (OT-ITLIP) u
METOJ MaTpUYHON CpaBHUTENBHOM reHoMHOH rubpunuzanmu (aCGH).

OcHOBHast IEHHOCTH [IPOBEJICHHOT'O UCCIIEIOBAHUS 3aKTI0YaETCSI B TOM, UTO SKCIPECCHUS
rena CNTNG 6pla OlleHeHa B MAllMEeHT-CIeNU(UIHBIX HeHPOHax, MONYUYSHHBIX OT IAllMeHTOB C
MoHoTreHHbIMU CNV, mpecTaBIeHHBIME PAa3HOHAPABICHHBIMH U3MEHEHUSIMHU B YHCIE KOTUH
OJHOTO U TOTO K€ XPOMOCOMHOTO PErHOHa, YTO MO3BOJIHIIO CAETATh BAYKHBINA BBIBOL O
JOMHUHHUPYIOIIEM () (PEKTe CHUXKEHUS TPAHCKPUIILMY 00MKX Ju(hepeHIUaIbHO
9KCIIPECCUPYIOIUXCSA FE€HOB KaK B KJIIETKax ¢ MUKPOJIENELUEH, TaK ¥ ¢ MUKPOTYTITHKAIHEH
CNTN6, 1o CpaBHEHHIO C HOPMAIBHOM KOMUKHOCTEIO FeHA.

X0YeTcs OTMETUTBh TPaAMOTHO ITPOBEACHHEIN OHOMHPOPMATUIECKUN aHaITH3,

BKJIFOUAIOIIU Y aHAIN3 O6OY8.H.I€HI/I5I, KOTOpBIfI IMO3BOJIMII CAEIaTh BBIBOA O BOBJICYHEHHOCTH



H3MEHEHHS 9KCTIPECCUH F€HOB HEMPOTeHe3a U Pery Isiliuy CUHANITHUECKOH Mepeiadu npu
U3MeHeHur Konuinoctu rena CNTNG. O6cyxaaeTcs, 9to HabIIOIaeMO€e BEIPAKEHHOE
U3MEHEHUE B TEHOMHOM SKCIIPECCUM MOKET OBITH 00YCIOBICHO KaK HEMOCPEACTBEHHBIM
BIIMSIHUC U3MEHEHMS KOIMMHOCTH JIOKYCa Ha SKCIIPECCHIO, B TOM YHCJIE H IyTEM H3MEHEHHS
KOMITapTMEHTAIU3aLMK TEHOMA, TaK U OIIOCPEIOBAHHO Yepe3 MOTEPIO0 MEKKIETOYHBIX
KOHTaKTOB.

HTEpecHBIM IPEACTABIAETCS BBIBO, IIOIYYCHHBIH [IPU OIIEHKE YaCTOT MUKPOEIEIH 1
MHUKPOIYIIUKAaUMA JaHHOTO PErMOHa I'eHoMa B oy sinuu. [lpeodnananve GeHOTUITHIECKH
3[I0POBBIX HHIMBUIYYMOB CPEAX HOCUTEIEH MUKPOAYIUIMKAIIMH U3y4aeMoro JIOKyca 110
CPaBHEHUIO C ITalIMCHTaMU C HEPBHO-IICUXUUYECKUMHU 3a00I€BAHUSIMU TIPEAITONAraeT, uTo
MHKDOIYIUIMKALIKS F€Ha OKa3bIBAeT MEHbLIEE BIUSIHUE HA (PEHOTHII.

ABTopedepat U3JI0KeH MPEKPACHBIM HAYYHBIM SI3bIKOM, JI€rKO YUTAETCS. BBIBOIEI
COOTBETCTBYIOT ITOCTABJIEHHBIM 3afadaM U OITUPAFOTCs Ha OONBIION (haKTHIECKUH MaTepHal.
Oco60 x0geTcss OTMETUTH IMHUPOKYIO MPECTABICHHOCTD MOMYUEHHBIX PE3YIHTATOB Ha
KOH(pEpEeHIUSIX, U CIIMCOK OMYyONMKOBAHHBIX IO TeMe AUcCepTaluy padboT. [IpUITHO OTMETHTE,
YTO B OTE€YECTBEHHBIX ITyOmukanusax Jlonatkuaa M.E. aBnseTcs mepBBIM aBTOPOM.

[IpoBenenHOE HCCNENOBaHNE MIPEACTABISET OE3YCIOBHYIO IIEHHOCTH JIJIST METUKO-
TEHETUYECKOI'0 KOHCYIBTHPOBAHUS, & TAKXKE ISl MOHUMaHUst QYyHIaMEHTAIBHBIX OCHOB
Pa3BUTHSI TATOJIOTHH, CBSI3aHHBIX C M3MEHEHUEM YHCTa KOMMUHHOCTH JIOKYCOB B TEHOME
YeoBeKa.

B mesnom aBTOpedepart npu NpOYTEHHH OCTABIISIET MOJIOKUTEIHHOE BIICUYATICHNAE U IAET
npejcTaBieHe 0 MacluTabe ¥ HOBU3HE MPOJEIAHHOTO UccienoBanusi. Pe3ynbrarsl paboTe
oImyONMKOBAHEI B XKypHAJIaX, peKOMeHI0BaHHBIX BAK, B TOM uncie B 3apy0e)KHBIX H3NaAHUSIX.
Takum o6pazom, 1o CBOEH aKTyabHOCTH, HAYYHOU HOBU3HE, METOJIOJIOTHY MCCICIOBAHUS |
MPaKTHYECKOH 3HAYHMOCTH TTOTYyUEHHBIX PE3YIbTaTOB IUCCEPTALIMOHHOE UCCIIEIOBAHNE
Jlonmatkuno#t ML.E. nmpencrasisier coO0H 3aKOHUEHHYIO HAyIHO-KBTU(UKAIIHOHHYIO padoTy,
BBITIOJTHEHHYIO Ha BEICOKOM METOIOJIOTMYECKOM YPOBHE IO BBISBICHUIO MEXAHU3MOB BIIASIHUS
MoHoreHHOro CNV, comepxkatero reH CN7TNG6 Ha pa3BUTHE HEPBHO-TICUXUUECKUX
3abonesannit. JuccepranuonHas paboTa MOTHOCTEIO COOTBETCTBYET TPEOOBAHUSIM 1.9
«ITono)xeHus 0 IOPSIIKE IPUCYKACHHUS YISHBIX CTETIeHeW», YTBEpKICHHBIM [locTaHOBIEHHEM
IIpaButensctBa Poccutickoit @enepanuu ot 24 certsiopst 2013 r. No842 (B pemaxknuu ¢
HU3MEHEHMSIMH, yTBepxkaAeHHEIME [locTanoBnenueM [IpaButensctBa PO ot 21 ampens 2016 r.
Ne335, pen. ot 1 oxTs0ps 2018 r. No 1168, pen. ot 20 maprta 2021 1. Ne 426), npebsaBIsieMbIM K

KaHIUJATCKUM AuccepTanusM, a e€ aptop Jlonarkuna Mapust EBrenreBHa 3aciry>kuBaeT



[IPUCBOCHUSA YUCHOM CTENEHH KaHAUIATA MEIUIIMECKIAX HayK 110 CIELMAaNnbHOCTH 1.5.7, —
I'enernka.
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Cornacra na c6op, 06paGoTKy, xpaHeHue 1 [epelayy MOMX NEePCOHAIBHBIX AaHHLIX B
pabote nmuccepraumonnoro cosera 24.1.215.03 ma Oasze DenepanpHOroO rOCYapCTBEHHOIO
OloKeTHOrO  HaydHOro  yupexaeHus — « TOMCKHMIX HallMOHATIBHBIA  HCCIIE0BATENBCKU

MEIMUMHCKNE UeHTp Poccuiickoit akanemun HayK».
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