OT3bIB
Ha aBTopedepaT quccepranuu Jonarkuuoii Mapun EBrenbesnnl
«PacnpocTpanenHocTs M TpaHCKpHUTOMHLIE 3 (PERTHI XPOMOCOMHBIX
MHKpoOJeJendil ¥ MUKPOAYIVIMKAINH, 3aTparaBawmux red CNTNG»,
DpEACTABJICEHHOH HAa COMCKANNME YYCHOH cTelleHH KaHTHAATA MEIHIMHCKHAX HAYK
no cuneunanbHocTu 1.5.7. — I'eneTnka

Huccepranmonnas pa6ora Jlonarkunoit Mapun EBreHbeBHbl II0CBANIIECH H3YYCHIIO
Bapuauuid umcna  wommd (CNV) B sokyce 3p26.3, HMX  pacnpocTpaHEHHOCTH,
UCCIICIOBAHUIO ITATOTCHETUYCCKUX MEXAHM3MOB WX JeHCTBHS PEIMIIPOKHEIX rennbix CNV
Ha SKCIPECCHMIO TCHOB B MOJICIBHOM cucreme HelpoHoB. C 3TOH IeNBI0 aBTOPOM
ompenenena yacrora CNV, sarparuparommux ren CNTNG  (kowmaxmun-6), cpeiu
MAIMEHTOB ¢ HCPBHO-NICHXHUYECKAM  3a00NEBaHMAMH U YCIOBHO-3JI0POBBIX
VHJIMBUIYYMOB; HCCIEIOBAHO BJIMSHUE KonuuecTBa komuil rema CNTN6 B remoMe Ha
TPaHCKPUIINMIO I'€HOB B HEHPOHAX M3 MHIYIMPOBAHHEIX IUTIOPUITOTEHTHLIX CTBOJIOBBIX
kieTok (MIICK), noy4eHHBIX OT HAIMEHTOB ¢ HEPBHO-TICMXMYECKIMU 3a00ICBAHMSIMU U
3/100POBBIX MHIMBHIYYMOB-HOCHTC/ICH pelUIIpOKHBIX BapuanToB CNV (Mukpojenenuii u
MUKPOIYIIHKALMi). POJIb pasiudHbIX CTPYKTYPHBIX BAPHAHTOB M BAPUAIM YMCIa KOTIHIA
B OTHOIOIMH HACICACTBEHHBIX 3a001eBaHuUM, CBA3AHHBIX ¢ M3MEHEHHEM KOIMMHOCTH
TCHOB, MX BIMSIHUE HA OKCIPECCHUIO IEHOB, NATOTCHETHYECKHE MEXAHW3MBI Pa3BUTUS
BLI3BIBACMBIX 3a00JICBAHMIL, @ Takke (PEHOTHITMYECKAs CXOXKECTh M BaphabelbHOCTh
HOCHTENCH PCHUIPOKHBIX MOHOreHHeIX CNV  HEJZOCTATOYHO WM3YYEHBI, II03TOMY
auccepranonHoe  ucenenopanue M.E. JlonarkuHoli HECOMHEHHO HMMeEET BBICOKYIO
aKTyallbHOCTh, HAYYHYIO HOBH3HY M HAYYHO-TIPAKTHYECKYIO 3HAYMMOCTD.

Jlonmarkuno#n MLE. momydens! HoOBble (GyHIaMEHTaNbHBIE 3HAHHUA O BIMTHHH
peLHIIPOKHBIX TeHHBIX CNV Ha OKCHPEcCHIO I'€HOB, MX HENONHOW NEHETPAHTHOCTU H
(enoTunmyeckom nposBicHNK. Briepsrie oleHeH0 BiIusHME yncaa Konui reaa CNTNG na
TPAHCKPUIIIHIO B HEHPOHAJILHBIX KIETKAX, OXapaKTCPU30BaHbl II0DAIBHEIE U3MEHEHUS B
OKCIIPECCHM I'CHOB, HECYNMX peUUNpokHble TeHHble CNV, BrispieHo 8 xarteropuii
TPAHCKPUNITOMHBEIX 5()PEKTOB, ycTaHOBIEHbI OOIIHE MATTCPHBI M3MEHEHUs JKCIPECCHH
[EHOB, IPOSBISIOIIMECS CXOJHBIMH H3MeHeHus (GEHOTHHA Y IAlHCHTOB ¢ HEPBHO-
ICUXMYCCKAMH 3200/I€BAHUAMMU. BEISBIIEHBI I'€HBI, OIHOHATIPABIEHHO U3MENAIOIINE CBOIO
IKCIIPECCHIO BHE 3aBHCUMOCTH OT THIA XPOMOCOMHOH MYyTAalMH (MHKpOZEICIUN WK
MUKPOJYIUIMKAIMK). Y CTaHOBIEHO, HYTO Yy [ALMEHTOB C HEPBHO-ICUXUYECKHIMH
HAPYIICHUAMY, HMCIOIUMH  HM3MEHEHHOC uHucno Komud rema CNTNG6, cpenu
ArQdepeHMagbHO  IKCIPECCUPYIOUIMXCS TeHOB IPeobIafaloT TeHBl €O CHIKEHHOM
OKCIIpeCCHel, a uX O€JIKOBEIC TIPONYKTHI BOBJIEYEHH B 3HAYMMBIE IS MO3ra
OHOJIOrMYECcKrE TIPOLIECCHI, TAKME KaK HEfPOreHes M CUHAIITUYECKAS TIepeaya.

ABTOpPOM paspaboTaHbl CTPATErvd HONYYEHUS KYIETYP HEPCOHMMHUIMPOBAHHBIX
HUIICK,  wmomyyensr  mamwenr-cuetuduunsie  WIICK  or  MHIMBUAYYMOB ¢
UHTE/UICKTYalbHBIMU paccrporctBamu ¢ CNV B Jiokyce 3p26.3, BIepBBIE MCCIIENOBAHBI
0co0eHHOCTH H(hEepeHIMaTBbHON JKCIPECCH TeHOB B HEMpoHAX, NOTYYCHHBIX W3
UIICK, or HHIHBHIYYMOB ¢ pasiM<HbIM 9ucioM komwil rema CNTNG. PaspaboraHa

1



ME/IMIUHCKAS  TEXHOIIOTUSL  «AJITOPUTM  MOJICKYJIAPHO-TEHCTHYCCKON  HAIHOCTHKM
MUKPOCTPYKTYPHEIX ~XPOMOCOMHEIX abeppanuifi B cermenre 3p26.3 y jereii ¢
HequbGepennMpPOBaHHOM YMCTBEHHOH OTCTAIOCTBION, CO3Mata U 3aperucTprupoBana Oasa
JaHHBIX «KJMHHYECKHE WM MOJIEKYISAPHO-TEHETHYECKUE XapaKTEPUCTHKH OONBHBIX
muszodpennein» (Ne2020621448).

Mcnones3oBanpeiii B auccepranmonnoi pabore M.E. Jlomarkuuoi KOMIUIEKC
COBpEMEHIBIX MOJIEKYIAPHO-LIUTOT eHETHYCCKUX, MOJICKYJIAPHO-T€HE THYCCKHX,
OHOMH(OPMATHYECKUX METOJOB, BANMIAIMS DPE3YIBTATOB B HECKONBKHX KICTOUHBIX
JUHHAX, & TalKe HCIOJNb30BAaHUE aNEKBATHBIX METOMOB CTATHUCTUYECKOrO aHAIU3a
00eCIIeYnBaIOT BEICOKYIO CTCIIEHB JI0CTOBEPHOCTH HOTYYCHHBIX JaHHBIX.

Bee 3amaun, nocTaBieHHEIC JUIS IOCTHIKCHHS IENM WCCIACAOBAHHS YCICIIHO
peuICHbl. BBIBOJALI M MONOKEHHS, BLIIBMIAEMbIC Ha 3alUTy YETKO CHOPMYIHpOBAHbI,
JIOTUYHO BRITCKAIOT U3 IOJIYIEHHEIX PE3YILTATOB.

Apropepepar auccepraimu M.E. JlomaTkuHOM M3nosken na 24 CTpaHUIIax
MallMHONMCHOTO ~ TEKCTa M COJEPKHT BCE HEOOXOJMMBIE  pasjielisl:  OobIIyIO
XapakTepUCTUKY — paboThl, M3NOKEHHE OCHOBHOTO — COJEPXKAHMS  MCCIICHOBAHM,
MaTepUaloB U METOJIOB, Pe3ylbTaThl UCCIEAOBAHMA U WX O00CYKJEHHE, 3aKIIOUYCHUE,
BBRIBOJIBI M IIPAKTHYECKHe pexomenganuu. [loxydennsie B paboTe pesyinsTaThl HATJISLIHO
IIPEICTABICHB! B Tabiuiax u pucyHkax. Tawke B aBropedepare NpejCTaBICH CIHCOK
NEYATHRIX paboT COUCKATENS 110 TEME JTUCCEPTAMOHHON PabOTHI, COUCOK COKPATTICHHIA.

Pesymprarel  jmccepranmoHHOM  paGOTHI  CoMCKaTeNst  TPENCTABICHEI  Ha
MHOTOYHCIICHHBIX HAYYHBIX KOH(QEPEHIMIX, OIMyOIUKOBaHbl B 19 TeyaTHBIX paboTax, B
TOM 4HCIIC B 7 CTAaThsX B )KypHauax (B TOM 4HCIe 2 U3 HUX MHJEKCHPOBAHKEL B Scopus/Web
of Science), pexomenposannbix BAK upm Munobprayku Poccnmu s cowckarenci
YYCHOM CTENCHM KaHIU1aTa MEJIMITHHCKUX HAYK.

[TpuHnunmanbHBIX 3aMedaHuit 110 aBTopedepary AUCCEePTAIHNH HET.

Takum obpasom, jquccepranuonnas paGota Jlomarkunoii Mapuu Eprensesns Ha
TeMy  «PacmpocTpaHeHHOCTH M TPaHCKPUITOMHBIC — Q(EKTHI  XPOMOCOMHBIX
MHUKpOJIeNeHi 1 MHKPpOAYIIIMKanui, 3arparupaiomux reud CNTNG», BbIIONHEHHAA O]
PYKOBOJICTBOM  JIOKTOpa OHOJIOTMYCCKUX Hayk, npogpeccopa PAH JleGemesa Hrops
Hukonmaeriya 1 npejcTaBleHHass K 3allATe¢ HA COMCKAHUC YYEHOM CTeNeHM KauIuiara
MEJIMIUHCKUX HayK 110 cnelnaibHocTr 1.5.7. I'eneTuka, ABIseTcs 3aKOHYEHHBIM HayqHO-
KBATM(HKAIINOHHEIM HCCIICIOBAHMEM, KOTOPOC HONHOCTHIO COOTBETCTBYET TPSGOBAHMAM
IL. 9 «IlomokeHus O MPUCYKIEHUH YICHBIX CTCIICHEH», yTBepsKIeHHoro [locTanoBieHueM
IIpapurenscrea Poccmiickoit ®expepanmm or 24 centsops 2013 r. N 842 (3 pen.
[Tocranopnenns Ilpasurensctra P@ or 11.09.2021 N 1539), npexpsABIseMBIM K
AUCCEPTAIAM HA COUCKAHUE YUCHOH CTEIEHH KaHIMJaTa HayK, a ee aBTOp 3acily>KHBAeT
IIPUCBOEHMsI CTEMNCHU KaHAMIaTa MEIMUMHCKUX HayK TI0 cuenualpHoctw 1.5.7. —
I'eneruka.

Jaro  cBoe cornacue ma cbop, 00pabOTKY, XpaHEHHE U TIEpefauyy MOUX
MEPCOHANBHBIX  aHHBIX B pabore juccepranuonnoro cosera 24.1.215.03 npu
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delepalbHOM  TOCY/JAPCTBEHHOM — OIOJDKETHOM HAYYHOM  yupexaeHuu «ToMckuii
HAlMOHAIBHBIM UCCIENOBATENILCKIMH METUITMHCKII 1IeHTp POCCHIICKOM akaieMun HayK».

3aBenyromuii 1aboparopueit FeHeTHKY HapyIEeHuil PErpoIyKIuu
DenepanbHOro TOCY1apCTBEHHOIO GHO/IKETHOTO HAYYHOTO YUPEK/ICHUS
«MeMKOo-TeHeTUYEeCKUH HayUHBIH eHTP HMEHU aKa)IeMI/IKa H.I1. boukosay,
JIOKTOp MEAUIIMHCKIX HAYK
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®enepanbHOE rOCY/1apCTBEHHOE OX0KETHOE HAydHOE YUPEKIEHNE
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