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OT3bIB BEAYIIENA OPI'AHU3AIIUU
DejiepalibHOro rocy1apeTBEHHOTO GI0KETHOO 00pa3oBaTE/ILHOIO yUPEHK ICHHS
BbICILIEI0 00Opa30BaHUs «Cankt-IlerepOyprekuii rOCY/1apCTBEHHbBIA YHUBEPCHTETY

Ha jccepranmio Iporacosoii Mapun Cepreesui

« EHETMYECKHE ®AKTOPbI PEJIKUX ®OPM BPOXK i HHBIX
MO3XEYKOBBIX ATAKCHM»

MPE/ICTABJICHHOMN K 3allUTe HA COUCKaAHUE YYEHOM CTeleHu
KaH/injaTa OHOJI0TrHYEeCKUX HayK
o crienuajibHOCTH 1.5.7 — reHeTuKa

AKTYallbHOCTh paboThbl

Bpoaxiénnpie MO3KEUKOBbIE aTaKCHH ABJISIIOTCS op(aHHBIMK
3a00J1CBAHMAMM, KOTOPbIE MPUBOJIAT K HapyLIEHHIO MOTOPHBIX QYHKLH, 3a/1epiKKe
PasBUTHS M HHBAJTMIHOCTH. /111 GOJILIIMHCTBA MO3KEUKOBBIX aTaKCHIl OTCYTCTBYECT
d(pdexTHBHOE JleueHHE U MHOKECTBO HCCIIe10BAH M HalpaBJIeHbl Ha PazpadboTKy
HOBBIX [10/IXO/I0B B Te€palvu JIaHHOHU I'pyIiTibl 3a60s1eBaHuUiA. Wnentudukanms Hosbix
FCHETHYECKUX JIC(EKTOB SIBISCTCS MEPBOOYCPENHBIM IATOM JUIS [TOHUMaHMsI
MOJICKYIPHO-TCHETHYECKUX  MEXaHU3MOB [aToreHesa 3aboseBanuii u, TakKe,
MoJesHa juist uzderanust Hed(PEKTUBHOIO U, BO3MOKHO, JIarKe MPUHOCSIIICTO BpPE,1

CUMIITOMATHYECKOI0 JICUCHMS. )..[aHHOE HCCJICIOBAHUE HECOMHEHHO AKTYAJ/IbHO,



ITOCKOJIbKY HallpaBJICHO Ha HU3YHYCHHC TI'C€HETHYCCKHX IPpHUYHUH HauboJsee PCIAKHUX

CIIYHaCB BPOXKJICHHLIX I1aTOJIOTUH MO3KeYKa.

XapakTepuCeTHKA JUCCePTALMOHHOM paboThl

Juccepranmonnas  pabora M.C. [Ilporacosoii npejcrasjieHa Ha 206
cTpatulax 1o TpajiMLUHOHHOMY IjlaHy, BKio4aeT 22 pucyHka u 9 tabnui. Kpome
TOro, pabota CojlePKUT OOLIMPHOE PUITOKEHHE, BKIIOYatolee B cebs 20 TaOIUIL U
22 pucynka. Criicok sireparypbi BKiouaeT 490 HeTOYHHKOB.

Tperb paborbl cocrasisier 0030p JIUTEpaTyphl, KOTOPBIil oTpaaer
COBPEMCHHBIC  [IPC/ICTABJICHUSI O  HACJCJACTBEHHBIX aTAKCHAX M METOJaxX
FeHETHUYECKHUX MUCCIIC/IOBAHUM.

MGTO,J.IbI, HCIOJIB30BAHHBIC B paﬁore, COBPEMEHHLI U aJIEKBATHLI.

Hosusna ncesiesioBanns u Hanbosee CylecTBeHHbIE pe3YJbTaThl

B pesyibrare mccnenosanus penkux PELEeCCUBHBIX (POPM  MO3IKEYKOBOI
ATaKCHH ObLIIM BBISIBIICHbI HOBbIE FCHETHYCCKIE BAPUAHTBI B 'eHaX, OTBETCTBEHHBIX
34 pasBuTHE MO3KevKa. BeisiBiensl HoBbIe rensl (LRCH2 w CSMDI), HTpaloiue
BAZKHYIO POJIb B pa3sBUTHH Mo3ra. Ha npuMepe renos, CBS3aHHBIX ¢ MOKEUKOBOI
aTakcued, Obl1 paspaboTan 1101x01 6MOHHPOPMATHIECKOTO TOMCKA KaH/IM/1aTHbIX
CHOB BPOXKICHHBIX 3a00/I€BaHUH HA OCHOBE MHTEIpPALMH JAHHBIX TEHOMHONO
CCKBEHMUPOBAHUS M “IPOCTPAHCTBEHHO-BPEMEHHON™ JKCIPECCHH MapaioruuHbix
[€HOB.

HanGonee Brieuat/sionuMu sBIsIOTCS Pe3ylibTaThl SBOTIOLHOHHONO AHAH3A
rena GRID2 y mpuMatoB, BISBUBIIErO HYKJICOTU/IHBIC 3aMeHBbl, ClieUPUYIHBIE JUIs
Il Homo, KoTopble BIMsIoT Ha crabuibnocts MPHK rena GRID?. Kpowme toro,
AdHHBIC, TOJy4eHHbIE B padoTe, roBOPSAT O HEOOXOJAMMOCTH rena GRID? JJ181

(bopmupoBanus OGuIenANTLHON JTOKOMOIMHM, KOPHHTHBHBIX byHKIHii ¥ peun.



PexkomeH1aliiy K UCIOJIL30BAHMIO PE3YJbTATOB JAUCCEPTALIMOHHOU D'd60'[’bl

[losiyyeHHble aBTOPOM pe3ylibTaTbl MOTYT ObITh HCIIOJIB30BaHbI B Kypcax
JeKUMH 1o reHeruke Ha Ouosiornyeckux (akysbrerax BbICIIMX Y4eOHbIX
3aBeJICHUM, a TakkKe MOrYyT HUMETh Ba)XHOE M[PUKIAAHOE 3HAYEHHE JUIs

MOJICKYJIAPHO-JIMAIrHOCTHYECKHX HUCCJI €/10BaHu1H.

Jameuanusn:

. B kaudecrBe 3amevaHusl IPUXOJIUTCS OTMETUTh BO MHOTMX MECTax CMEIICHUC B
Kydy T€HOB M HMX MpPOJYKTOB, HalpuMep, B TMOJOKEHHUSX, BBIHOCHMBIX Ha
3AIUTY:  «...JIeHUMH-O0ratom noBropamu jaomeHe rena LRCH2, ...» -
[1OJIyHaeTCsl I'eH COJIePIKUT JIeHIIMH-00raTble MOBTOPbI, @ 3TO HEBO3MOXKHO. Tak

Ke Xouy 00paTuTh BHUMaHUE, YTO I'€H He MOXKET ObITh PELEITTOPOM.

!\J

Berpewatoress M Jipyrue HETOYHOCTH: «...T€HOB, BBI3BIBAIOIIMX YMCTBEHHYIO
OTCTAJOCTh...» — [OJPa3yMeBalOTCs, BUJAMMO, MYTallMH, BbI3bIBAIOIIMC
YMCTBEHHYIO OTCTAJIOCTh. |'eHeTnyeckas nmpuyvHa CHHIpOMA BPsL JIH UMeeT
IBOJIIOLMOHHBIA BKJIAJL B IIPAMOXO0K/ICHHE, 3TO COMHUTENILHO (CM. cTp. 39).

3. Xorenock Obl NOPEKOMEHJIOBAThH aBTOPY H30erarh HMCIOJIb30BAHUS TEPMUHA
YKCIIPECCHs 110 OTHOLICHHWIO K Oesikam, PKcrpeccus reHoB, Ho He Oenkos. [lo
[HOBOJlY TEPMHUHOJIOIMH €CTh M elI€ OJIHO 3aMevyaHue, y aBTopa BCTpeyaeTcs
CJIOBOCOYETAHME «aHAIU3 OJIHOHYKJICOTHUHBIX HoiuMoppusMoBy». Tepmun
[HOJIMMOP(HU3M HCIOJB3YETCS B TEHETUKE ITOIMYJISILUNA U Y HEro eCTh KOHKPETHOE
ornpezesnenue, st Obl peKOMeH 10Bajla He UCIOIb30BaTh KaJIbKU U3 aHTIOA3BIYHbBIX
CTaTe, KpoMme TOro, MOJMMOP(U3M BO MHOKECTBEHHOM HMCJE ITO MAacio
MacJisiHoe.

4. Yro takoe aMMHOKHUCIIOTHI MyTaHTHOTO THIA? YTO 3HAUMT MOTEPS IKCIPECCHH
MaKOpHOH M30(OpMbI reHa-kaHujaata? YUto 3HAYUT IKCIPECCHst OTIeIbHbBIX
KJ1eTOK?

5. Heobxoaumo yTOYHHUTH BOT Kakod MOMEHT, B pabore ckazaHo mpo Oesiok

MECP2, 4ro ero mpojaykT HeoOxoaum s odecriedenus metuinposanus JIHK.

Hackonbko s 3Ha10, 0esiok MeCP2 siBisgeTcs: cCHUThIBATEIEM METHIIOMA, CaM OH
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B MeTHJIMpoBaHuM He y4dacTByeT. MEPC2 obGecnieunBaer penpeccuio myrém
CBA3BIBAHUSI METHJI-IIMTO3MHA, HO HE OH MeTuaupyeT. Tak iu >1o?

6. Bosuuk Bompoc: «...komupyemsiii renom RFCI, MyTalps B 3TOM reHe
BCTPEYACTCs IIPUMEPHO B 25% CrIOpaMyecKuX CllyqaeB aTakCuil, JieQHUIMT rexa
MPUBONT K CUHHJIPOMY....» — [10]1 JICPHUIINTOM I'eHa UMEETCsl B BUJLY €ro Jlejeiuns
WK JICPUIIMT FeHHOTO NpojiykTa?

7. Ha crtp. 39 ectb npeuioxkenue: «...3a00/IeBaHUs, BBI3bIBAEMble TAHHBIMU
FCHAMHU, NIPUBOJAT K HAPYIUEHUIO MaKOPHbBIX H30(OPM KOJMPYEMbIX OCIKOB.»,
BO3HHUKAET BOIIPOC O NPUYHHHO-CIICJICTBEHHOM CBSI3HM — 3a00/IeBaHMe SBISICTCS

[IPUIMHOW HapyleHus: OeJIKOB WK Ha00OpOT.

Astopegpepar M.C. TlpoTacoBoii COOTBETCTBYET OCHOBHBIM MMOJIOKCHUSIM
AMCCEPTALMK W QJICKBaTHO oOTpakaer ee cozaepxkanue. [lo teme jumccepranmu
orny0JIMKOBaHO 3 cTaThd B JKypHanax, COOTBETCTBYIOIIUX IepeuHio BAK.
Pesynbrarel, nojyueHnsie B pabote, ObLIM IpejcTaBieHbl Ha POCCHHUCKHUX U

MEHLYHAPO/IHBIX KOH(EPEHIIHUSX.

3akiioueHue
Juccepranmonnas paora M.C. IlporacoBoii «I eHeTndeckie (akTopbl pejIKUX
(GopM  BPOIKIEHHBIX MO3KEUKOBBIX aTaKCHH», [peACTABIEHHAS K 3aldTe Ha
COMCKAHHE YYCHOM CTENEHU KaHau1aTta GHONOIrHYECKUX HAYK MO CHeHHaTbHOCTH:
1.5.7 — reneruka, SIBISCTCS 3aKOHYEHHBIM HAYYHBIM MCCIICIOBAHHEM B pamMKax
NocTaBjICHHBIX 3a/ia4. B pabore npejicrapieHbl HOBbIE pe3yJabTaThl, HMEIOIINC
3HAYUMOCTh JUIsl [TIOHUMAaHUSl TEHETHYECKUX MEXAHW3MOB, JICKAIIUX B OCHOBE
BO3SHUKHOBCHHSA PEJIKUX CEMEHHBIX CJIy4aeB BPOKIEHHON MO3KECYKOBOM aTaKCUU U
CHHIPOMA MO3)KEUKOBO#H aTaKCHH, YMCTBEHHOH OTCTAIOCTH W KBaAPOTIE MU,

Pe3y/ibTaThl COOTBETCTBYIOT MOCTABICHHBIM 33/1a49aM, TIOJYYECHBI ¢ TOMOILBIO
COBPEMEHHBIX METOJ0B MCCIIC/IOBAHUS U XOPOILO ITPOHIUTIOCTPUPOBAHBI. BbIBOIbI

paboTbl 060CHOBAHBI H COOTBETCTRYIOT MOJYYeHHBIM pe3yJbTaTaM.



Bce 9510 mosBossier 3aKkiIOUMTB, YTO [0 aKTYalbHOCTH MPOOIEMBI,
METO/IMYECKOMY YPOBHIO, 00beMy [pe/ICTaBIEHHOr0 Marepuajla M HaydyHOM
HOBU3HE  TMOJIYYCHHBIX pesyjibTaToB uccienosanue M. C. [lporacosoii
cooTBeTCTBYET TpeboBanusam 11. 9 "[lonoxkeHust o nopsijike NMPUCYIHKJIEHUS YUEHBIX
crenenel”, yrBepxkaeHHoro llocranosinenurem IlpaBurensctBa Poccuiickoit
®Ocpepannn or 24.09.2013 r. Ne 842 (B penakuuu IlpaBurenscrBa Poccuiickoit
®enepauyu ot 21.04.2016 r. Ne 335; ot 02.08.2016 r. Ne 748; or 01.10.2018 r. No
[168), npebsapiaseMbM K JUCCEPTALIMSAM, BbIIBUTAEMbIM Ha COMCKAHHE Y4eHOIl
CTeNeHH KaHu/ata OnoJIoru4eckux Hayk, a e€ aBrop I IporacoBa Mapus Cepreesna
3aC/1y’KMBACT [IPUCBOCHHUSI HCKOMOM CTENCHM KaHau/aTa OMOJIOrHYecKuX HayK 110
cneuuanbHocT: 1.5.7 — rederuka.

OT3bIB  110/rOTOBICH JOUEHTOM Kadegpbl TNeHETHKM M OHOTEXHOJIOIHH
CIIoI'Y, k.6.1. I'omy6koBoii Enenoit BanepbeBHoid.

Ot3bIB 3aciayllan M yTBepiKJIeH Ha 3acejaHuu Kadeapbl T'eHETHKH H
OMOTEXHOJIOTHH MejtepanibHOTO rocy/1apCTBEHHOTO OI0JKETHOI'O
0bpasoBaTebHOr0 yupexkieHus Beiciuero obpasosanus "Cankr-Iletep6yprexuii

rocyjapcrBeHtbid yauBepeurer” nporokoi Ne 03 or 09.03. 2023 r.

H.0. 3aB. kadepoit reHeTHKH
u 6norexnonoruu CII6I'Y, ¥
1.0.H., npodeccop PAH /--’

JlouenT kadenpoii reHeTHKH {f
u 6uorexuosoruu CII6I'Y, k.6.H. /[/0//“/ ['onybkosa Enena Basepbesna
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