OT3bIB
Ha asropedepar auccepranun Iporacosoit Mapuu CepreeBHbl
«I"enernyeckne GakTopsl peAKHX GOPM BPOKIAEHHBIX MO3KEYKOBBIX ATAKCHID,
HPEACTABACHHON HA CONCKAHME YYEHOH CTeNneHH KaHIHaTa OHOJOrHYecKHX HAyK

1o creuuaabuocTu 1.5.7 — renernka

Huccepranmonnas pabora IlporacoBoii Mapuu Cepreesupr «l'eHernueckue (GaKTopsl
pesKuX (OpM BPOKIAEHHBIX MO3KEUKOBBIX aTaKCHiD» MMOCBSIIEHA aKTyalIbHBIM BOIIPOCAM IOMCKa
M HJICHTH(PUKALMH TeHETHYECKUX TPHYUH PEJKHX BPOKAEHHBIX 3a00JIeBaHU, CBA3AHHBIX C
HapyUIeHHE Pa3sBUTUs MO3JKEUYKa — OTJAeja MO3ra, 0TBeqalolero 3a (opMHpOBaHHE MOTOPHBIX
(byHKLHMI 1 TaMSTH, HTPAIOLIETO KJIIOYEBYIO POJIb B KOOPMHALMH H COITIACOBAHHOCTH JIBHIKEHUI.
AKTyanbHOCTE paboThl HEe BBI3BIBACT COMHEHHH, TaK Kak BPOMKAEHHLIE MO3’KEYKOBLIE aTaKCHH
SBJSIIOTCS. PEIKUMH TSOKENBIMU 3a0071€BaHUSAMH, TPUBOSIIMMU K HHBAJIMIHOCTH C PAHHErO
JICTCTBA, TCHETHYECKHE MPHYHUHBI JUIL KOTOPBIX 4Yaille BCEro OCTAalOTCs HE YCTAHOBIEHBI H

OTCYTCTBYET 3P PEKTUBHOE JICUCHHE.

B pabore wuCrnonb30BaHBI IepeloBbie TEXHOJOTMH MACCOBOTO  MAapaLiebHOTO
CeKBEHHPOBaHMs, a cama paboTa BBINOJHEHA HA BBICOKOM METOJMYECKOM ypoBHe. [IpoBenéH
JICTAIBHBIH I'eHeTHYeCKni ananu3, coueraionii B cebe coBpemeHHbie GHOMH(pOpPMATHUYECKUE
METOJIbI WHTEPIPETallid TEHOMHBIX M 9K30MHBIX [AHHBIX, C HCIOIB30BAHHEM PA3IHMYHbBIX
FCHETHYCCKUX 0a3 NaHHbBIX, U rI1y0oKuii aHaiu3 oy OJIMKOBAHHBIX JINTEPATY PHBIX HCTOYHHKOB. B
paboTe MpeIyIoKEeH HOBBIH MOIXO01, 03BOJISIONIMN Mpe/IcKa3aTh reH-KaHAWIAT HA OCHOBE JIaHHBIX
SKCIPECCHH B CPaBHEHMHM C €ro mapajoramu. B janpHeiiimeM JaHHBIH MOAXOA MOXET OBITH
MHTETPUPOBAH B KOMILIEKCE ¢ JpYyruMd OMOMH(OPMATHYECKHMMHM MHCTPYMEHTAMH IIpHU
UHTECPIPETALMH JAaHHBIX [apajUle/IbHOI0 CEKBEHHPOBAHMS, TOUCKE TIPUYHH M JHArHOCTHKE
APYTUX PEAKHX CIIydaeB BPOKIEHHBIX 3a00neBanuii. Bee BRISIBICHHBIC BAPHAHTHI ITOATBEPIKICHBI
KJIACCHYECKHMM METOJaMU IeHeTHYecKoro anaau3a. [locraBieHHble 3a/1a41 YCIEUIHO PelieHbI 1
JOCTOBEPHOCTD IOJIYYEHHBIX Pe3yJIbTATOB HE BbI3bIBaeT cOMHeHHil. B pabore y mccnemyembix
NalMeHTOB BbLISBJICHbI HOBBIC INeHETHYeCKHe BapuaHTbl B reHax ABCB7, GRMI wn GRID2,
MIPAIOIINX BAXKHYIO POJIb B Pa3sBUTHH MO3XKEYKa W paHee CBA3AHHBIX C BPOKIEHHLIMH
MO3)KCUKOBBIMH aTakCHsMHU. bosiee TOro BhepBble BLUIBICHBI I1aTOICHHBIE TEHETHYECKUE
BapuanTel B renax LRCH2 n CSMDI, BpoXKAEHHBIC MATOJIOTHH Ui KOTOPBIX paHee He ObUIM
onucanbl. JlaHHOE WCCIIEIOBAHUE TPEACTABISET CYLIECTBEHHBIH 3ajen s JalbHeHIInX
MOJICKYJIIPHO-TEHETHYECKHX MUCCIICNOBaHUH (DYHKUMIT JAHHBIX I'€HOB M MX POJIHM B Pa3BHTHH

MO3KCeHKAa.



B asropedepare pacKphiThl aKTYJIBHOCTb U HOBH3HA HCCIIEJIOBAHMUS, PE3yIbTATI PAOOTEI
Mpe/ICTaB/ICHBl JIOTHYHO U YETKO, MPOMJUIIOCTPUPOBAHBI BCE OCHOBHBIC JKCIECPUMCHTANILHBIC
JaHHbIe. BBIBOABI COOTBETCTBYIOT IMOCTABJICHHBIM 3ajayaM. Pe3ysbraThl JIHCCEpPTAllMOHHOM
pabGoTHl OMyOIMKOBAHBI B TPEX MEKIYHAPOIHBIX PELEH3MPYEMbIX JKypHAIAX (KBAPTHIIb Ql)u

[IPE/ICTABIICHBI HA UETBIPEX MEJKLyHAPOIHBIX H POCCHHCKHX HAyYHBIX KOH(pEPEeHIHSX.

Jluccepranuonnas paGota [Tporacosoit Mapuu CepreeBHbl COOTBETCTBYET TPEOOBAHUAM,
npejictaBieHHpM B «[loJIOKEHHH O TPHCYKACHUH YYEHBIX —CTEMEHeH»  (YTBEPIKIEHO
nocranoBnenneM mnpapureiberea PO ot 24.09.2013 Ne842), a ee aBTOp 3aCiy’KHBAcT
NPHCYKICHUS HCKOMOIi CTEeNeHH KaHaujaTa OHONOTHYCCKHX HayK MO CreNHaIbHOCTH 1.5.7 -

ICHCTHKA.

CorylacHa Ha BKJIIOMCHHE B ATTECTALIMOHHOE JIeJo M JanbHeliryro oOpaboTky Moux
[epCOHANBHBIX JAHHBIX, HEOOXOAMMBIX Ui MPOLETYphl 3aluThl Auccepranun lIpoTacoBoi
Mapuu CepreeBHsl, HCX0/is M3 HOPMATHBHBIX JOKyMeHTOB [Ipasurenscrsa PO, MunoOpHayKku
P® u BAK npu MunoGpuayku P®, B ToM 4Hciie Ha pasmellenue ux B cetn Murepuer na caiite

NOTen PAH, na caiite BAK, B eiuHOH HHPOPMAIIMOHHOH CHCTEME.
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