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Huccepranmonnas pabora Ilporacosoit Mapuu CepreeBusl «l eHeTHyeckue
(dakTopel peakux (opM BPOXKIEHHBIX MOIKEUKOBBIX AaTaKCHi» BBHIIIOJIHEHA B
naboparopu  3BOMOLMOHHONH reHoMukH DefepanbHOr0 rocyaapcTBEHHOTO
OromKeTHOrO yupexaeHus Hayku Uuacturyra obumiei renetuku um. H.W. Basuiiosa
Poccuiickoi akageMHH Hayk.

B IIEPUOA TOATOTOBKHM Jucceprauuu couckarens Ilporacosa M. C.
oOydasiach B OYHOH acnmpaHType u paborasa B denepasbHOM rocyAapCcTBEHHOM
GromxeTHOM yupexaennn Hayku MHctutyre obmeit reneruku um. H.U. Basunosa
Poccuiickoil akagemun Hayk. OOydanack B Oo4HOM acmupaHType (PenepaibHOIO .
rOCYJapCTBEHHOTO OIO/PKETHOIO yupexaeHus Hayku MHcTuTyTa 00MIEH reHeTHKH
uMm. H.W. Basmiosa Poccuiickoit akagemun Hayk ¢ 2011 mo 2015 roa. C 2011 roaa
no Hactosimee Bpems paboraer B (defepalbHOM IOCYIApPCTBEHHOM OIOKETHOM
yupesxaenun Haykn Mucruryre obmeii renernkn um. H.M. Basuiosa Poccuiickoi
aKkaJieMHH HayKk B J1abopaTopuu 3BOJIIOLIMOHHOW TreHomuku, ¢ 2017 roma mo

HacTos1Iee BpeMs B JOJDKHOCTH HAyYHOIo COTPYAHHKA.

B 2009 r. IMporacosa M. C. oxonumia ®@enepajibHOE€ TrOCYIapCTBEHHOE
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GromkeTHoe 00pa3zoBaTeNbHOE YYpeXkIeHHe BhICLIEro obpa3oBaHus MOCKOBCKYIO
roCy/IapCTBEHHYIO aKaJeMHIO0 BETePUHAPHOH MeIUUUHBI U OMOTEXHOJIOTHH MMEHHU

K. Y. Cxpsbuna no crnenuaibHOCTH OMOXHUMHUSI.

ITporacosa M. C. cnana xanauaarckue sx3amensl B 2012 r. («MHocTpaHHbIH

A3BIK (aHIIHKACKHN )» U «McTopus u punocodus Hayku») u B 2015 . («I'eHeTuxay).

Hayunplli pykoBomuTelb — JOKTOp OHOJIOTHYECKHX HaykK, mpodeccop,
akagemuk PAH, Poraes Esrenuit MBanoBuu, 3aBenyroummii kadeapoil reHETHKH
buonoruyeckoro Qaxyasrera MOCKOBCKOTO TOCYIapCTBEHHOIO YHHMBEPCHTETA

uMmeHu M.B. JlomoHOCOBa.

ITo mroram paccmorpeHusi aucceprauuu «leHeTHueckue (HaKTOpbl PEIKUX
bopM BpOXKIEHHBEIX MOIKEUKOBBIX ATAKCHII» TPUHATO CIEAYIOIIEe 3aKII0YeHHe:

AKTYaJIbHOCTb HCC/IEIOBAHNSA

HccnenoBanre M MOMCK HOBBIX TeHETHYeCKHX (HakTopoB opdhaHHBIX
3abonieBaHMi, BKiIo4Yass peakue (GOpPMbI BPOXKAEHHBIX MO3KEYKOBBIX aTaKCHid,
SBIACTCA aKTyalbHOW W BaKHOW 3ajadyell (yHIAMEHTANbHOM HAyKH, TaK Kak
MO3BOJIIET PACKPHITh MOJIEKYJIIPHO-TeHETHYECKHE MPOLECCHl, JIeXkKaIlie B OCHOBE
pa3sBUTHs MO3XKe4Ka H OTJEJNIOB MO3r'a, OTBEYAIOIIMX 32 (POPMUPOBAHUE MOTOPHBIX
(GyHKHH ¥ namMsATH B HOpPME M MpH MaroreHese. BpoxAEHHbBIE MO3KEYKOBBIE
aTaKkCHH, TPEeACTaBIAIOT OOILUMPHYIO IPYNIy PEAKAX KIHHMYECKHX (EHOTHIIOB,
MMEIOIMX PeTeporeHHyo mnpupony. Ha Hacrosumii MOMeHT, M3BecTHO Oonee
[ISITHCOT IEHOB, CBA3AHHBIX C MO3XEUKOBBIMH ATAKCHSAMH W 0OJie€ COTHH IE€HOB,
NPUBOAAIIMX K THIIOIIA3UM MO3Keuka. [eHeTHdyeckue mNpHYMHBI Haubonee
pacrpoCTPaHEHHBIX (OPM MO3KEUKOBBIX aATaKCHM H3BECTHBI M BKIIOYEHHI B
AMarHOCTHYECKHE MaHENIH, O/IHaKo, B Oosiee 4eM MOJIOBHHE CIIy4aeB NeHEeTHYECKHe
NPUYHHBI OCTAIOTCS HE YCTaHOBIIEHBl. Bpoxka€HHBIE MO3/KEYKOBbIE ATAKCHH, BBH/LY
MX PEIKOCTH, NPEICTaBIAIOT HAMMEHee M3Y4YEHHYIO TPYIIy HacjeICTBEHHBIX
arakCuil, Ul KOTOPBIX TpeOyeTcs M3y4yeHUEe M MOUCK MAaTOTeHHBIX BapHAHTOB U

KaHAUJATHBIX T'eHOB. B CBI3M ¢ 3THM SBISETCH AKTYaJIbHBIM HCCICIOBaHHE
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FEHETHYECKUX TNPUYMH Haubosee peaKUX ClydaeB BpPOXKIAECHHBIX MATONOIHMi
MO3KeUKa. H,uerHd)HKauHﬂ HOBBIX IIATOr€HHBIX TI'€HETHYECKUX BapHAHTOB,
NO3BOJISIET ONpPENEUTh U YTOYHHTH KIIIOYEBbl€ CAlThl M JOMEHBI, KOAHPYEMBIX
0e/KOB, W PaCIIMPHUTE 3HAHUS 06 MX QYHKIMOHATEHOCTH B IEHaX, Y4YacTBYIOLIUX B
PasBUTHE MO3KEYKa W CBA3AHHBIX C MO3KEYKOBBIMH aTakCHsMH, Gonee TOro,
TIO3BONISIET BBIABHTL TI€HBI, AN KOTOPBIX paHee He OIUCAHBl BPOXIEHHbIE
3a00/eBaHus U MX (YHKUHOHAIBHAS POMb MaJIO H3yyYeHa.

Hay4ynasi HOBH3HA M NPAaKTHYeCKAs 3HAYHMOCTb HCC/IEI0BAHMS

B pamkax obcyxnaemoil JuccepTanMoHHON pPaGOTHI BHISBIEHHl HOBBIE
PeHeTHYeCKHe (AKTOphl - NaTOreHHble BAPMAHTHI B IeHAX, PaHEe CBA3AHHBIX C
MO3KEIKOBBIMH ATaKCHAMH, U B TeHaX, paHee HECBA3aHHBIX C BPOKIEHHBIMH
3a0oneBannsaMy. VnenTuduunposanHsie HOBble BapHaHTHI B reHax ABCB7, GRMI
u GRID2 paclvpsioT CTeKTp KIMHHYECKHX CHHIPOMOB M CBSI3aHHBIX C HUMH
MaToJIorui. boree Toro, y nanmeHToB ¢ peakumu GOPMaMU MOKEUKOBBIX aTAKCHi
BBISBJICHbI BApHAHTBl B BBICOKO KOHCEpBaTHBHBIX TeHax LRCH2 u CSMDI,
HMEIOIIHE BBICOKYIO SKCIPECCHIO B MO3Te U BPOXK/IEHHBIE MATOJIOTHH IS KOTOPHIX
paHee He ObLIM OnMCcaHbl. BbisiBleHHbIE BADUAHTHI U CBS3aHHBIE ¢ HUMM (GeHoTHIIEI
BBIIOXKEHbI B OTKPBITOH 0a3e KIMHMYECKM 3HaYUMBIX BapuaHTtoB ClinVar u
AOCTYNHBI JUIsl TEHETHYECKMX HCCle1oBaHui 1o Bcemy wmupy. Ilomyuennbie
peaynLTaTbI B pabore MMEIOT OONBIIYI0 NpPAKTHYECKYIO 3HAYMMOCTH /LIS
AMArHOCTHYECKUX UCCICI0BAHMM, IS JaNbHeHel pa3paboTKu METONOB JeYeH s
M TPOQHIAKTHKH MO3KEUKOBBIX MaToNoruil. Bomee Toro B maHHOil pabore
MPE/UIOXKEH HOBBIH MOJAXOA B BUJAE OHJIAHH-IPOrPaMMBI, KOTOpas HAXOAWTCH B
OTKPBITOM JIOCTYII€ U MOXeT ObITh UCIOIB30BaHA ISl TOUCKA KAHIUIATHLIX FeHOB
Ha OCHOBE aHaJM3a 3KCHPECCHH IapajloroB B 00NAcTAX MO3ra, BOBIEYEHHBIX B

naroreHes 3aboJieBaHus.

J0CTOBEPHOCTL Pe3yIbTATOB NPOBEIEHHOT0 HCCAe10BAHMS
HuccepranuonHas pabora ABIISIETCS 3aBEpIUEHHON HAy4YHO-

KBATH(UKALMOHHON pabOTOH, BBIMOJIHEHHOH Ha BEICOKOM METOIHYECKOM YPOBHE C
3



HCTIONB30BAHHEM COBpPEMEHHBIX MOJIEKYISIPHO-TeHETHYECKUX u
OuouH(popMaTHUECKUX MeTO0B. Pe3ynbTaTsl, nojiyyeHHble B paboTe, J0CTOBEPHbI
1 BOCIIPOM3BOANUMBI.

CooTBeTcTBHE IHCCEPTALHOHHON paboThbl H30paHHON CNENHANBHOCTH

Juccepranuonnas pabora couckarens [Iporacosoit M.C. coorsercTByeT
n30paHHOM crieuranbHOCTH 1.5.7 — reHeTHKA.

JInuHbIH BKJIaA coOHCKaTe/Isi

ABTOp NMpUHMMAI TUYHOE ydyacTue Ha BCeX JTanax BhINOIHEHUs paboTel: B
MUIAaHUPOBAaHUH, MPOBEEHHH IKCIIEPUMEHTOB U aHalu3e JaHHBIX. Micnons3oBaHHbIE
B XOAe HcciegoBaHUs oO0pasiubl OHONOrMYECKOro MaTepualia IaLHUeHTOB C
JMATHO30M PEIKHUX CIIy4aeB MO3KEUKOBOM aTakCUU M UX POACTBEHHUKOB MOIYYEHbI
aBTOPOM M3 KONIEKUMM A.M.H. npod. akagemuka PAH Wnnapmowkuna C. H.
(®I'BHY HIIH), a o6pa3ubl 6Hon0ruyeckoro marepuala rnaluueHToB ¢ JHArHo30M
MO3KEYKOBOM aTaKCHH, YMCTBEHHOMW OTCTAJIOCTH ¥ KBaJAPOIEAUH MOJyYEHbI B XOIE
IKCTIEAMIIMK B BpasunbcKyio MpoBHHLIMIO, OCYLecTBIEHHON K.0.H. ['puropenko A.
I1. B coneiictBum ¢ apcuacom I'. JI. u Mapruno-Pop M. 1. I. (Karonuueckuit
yauBepcuteT [lenoraca B bpaszunuu). Mcxoxausie nanHbie maccuBa SNP6.0 s
aHaJIM3a JIOKyCOB N'OMO3UIOTHOCTH B OIM3KOPOACTBEHHOM Opa3uiibCKoi ceMbe ObLTH
nojydeHbl paHee B Y4eOHOM LIeHTpe Hayk o HW3HM Biozentrum basenbckoro
YHUBEPCHTETA M IMPOAaHAIU3MPOBaHbl B NAa0OPaTOpPUM IBOMIOLMOHHOH TEHOMHKH
NOI'en PAH. ABTOp sABNANCS OCHOBHBIM YYAaCTHUKOM IPU HAlMCAHUM CTaTei 10
pe3ynbraraMm paboThl.

IlennocTs Hay4yHbIX paboT coHCKATENs M MOJHOTA H3JI0KEHHSA
MaTepHAJIOB JHCCEPTALHH B HUX

[Tonyuennsie IIporacosoit M. C. pesynsraThl 001a4aI0T BBICOKMM YPOBHEM
Hay4yHOM 3HA4MMOCTH. MieHTu(UUUpOBaHHBIE HOBbIE BapHaHThl B JJaHHOMH
JUCCepTallMOHHONM pabore Moryr ObIThb MCMNONBb30BaHbl I AalbHEHIIUX
(yHAaMeHTaIbHBIX MCCIIE/IOBaHUH, CBA3aHHBIX C PA3BUTUEM MOTOPHBIX (yHKUMI

MO3ra, a TaKxe s JaIbHEHUIIUX Hay4HO-JIHarHOCTUYECCKUX UCCJIEIOBaHUH,



[lo wmarepuanam auccepranuMu OIyONMKOBAaHO 3 CTaTbl B Hay4YHBIX
pelieH3UpyeMbIX u3faHusIX U 4 tesuca. OCHOBHBIE PE3YNIBTAThl JUCCEPTALHOHHOM
paboThl OBUTH MpeJCTaBIeHbl HA POCCHHCKUX M MEXKIYHApOIHbBIX KOH(bepeHIMsX:
Koudepenumss “I'ensi, Mosr, [loBemenne” MockBa, 9 nexabps 2019; 2nd
International scientific conference “Science of the Future” Kazan, September 20—
23, 2016; VII cwe3n Poccuiickoro o0miecTsa MeIMIIMHCKHX reHeTUKOB 19-23 mas
2015 r. Caunkr-Iletepbypr; “Aging and Memory — 2015”, November 14, 2015
Moscow, Russia; Science of The Future, 17-20 September 2014, Saint-Petersburg.

Hucceprauus [lporacoBoit M.C. «l'eHeruuyeckue (axkTopbl peakux ¢hopm
BPOXKIAEHHBIX MO3KEUKOBBIX aTAKCHi» sBNSETCS Hay4YHO-KBalIH(HUKALXOHHON
paboTOl, COOTBETCTBYET kaTepm{M, MPeabsIBISEMbIM K JUCCEPTALMOHHBIM
paboTaM, MpeACTaBIEHHBIM Ha COMCKAHHE YUYEHOW CTENeHM KaHAujata HaykK, W
COOTBeTCTBYeT TpeboBaHusM I1. 9-14, ycrtaHosieHHbIM «llonoxenuem o nopszaxe
NPUCY)KJIEHUS  y4eHbIX  CTemeHeil»,  yYTBEPKAEHHBIM  [OCTAHOBJICHHEM
[MpaButensctBa Poccuiickont ®enepauun ot 24.09.2013 . Ne842 ¢ n3MeHEHHAMH.
JluccepraionHas paboTta peKOMeHIyeTCs K 3allMTe Ha COUCKaHHE YUEHOH CTeNeH:
KaHaU1aTa OMOJIOrHYecKuX HayK Mo crenuaibHocTu 1.5.7.- reHeTnka

3akiroueHre MPUHATO Ha MexinabopatopHom cemuHape MHctutyTa 06miei
renetikd um. H.U. BaBunosa PAH. IlpucyTcrBoBasio Ha 3acenanuu 9 4enosek, B
TOM YHCJIe JIOKTOPOB OMONOTMYeCKHX HayK — 2 Yell, KaHAWAATOB OMOIOrHYecKuX
Hayk — 3 4en. Pesynerarel rosmocoBaHusi: «3a» — 9 wen., «mpotuB» — 0 uen.,

«Bo3zepxkanochk» — 0 uen., nporokon Ne 8 or 28 HosOps 2022 r.

/z PykoBoauTens cemuHapa,
1.6.H., npodeccop
3aBeAyIolHii taboparopueit

Fr€eHETHYECCKHX OCHOB 6H0p&3H006p33HH
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