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3AK/IIOYEHHUE
DeepajibHOrO rocyapCTBEHHOr0 GIOIKETHOr0 HAYYHOI0 YUpekIeHHus

«Hay4Hblii IEHTP HEBPOIOTHE»

Huccepranus «Km1auko-renernueckas XapaKTepUCTHKa ayTOCOMHO-
PELECCHBHBIX aTaKCHH y MAllHEHTOB B3POCIOro BO3pacTa» BHIMOJHEHA B DenepalbHoM
rocyJapCTBEHHOM OIOKETHOM HaydHOM yupexaeHud «HaydHblil [EHTp HEBPOIOTHHY B
5-OM HEBPONOTHYECKOM OTAEICHHH.

B nepuox moaroroskm amcceprauum coumckarens Hyxuerii Esrenmit ITetpoBuu
paboran B ®enepanbHOM TOCYJapCTBEHHOM OIOIKETHOM HAYYHOM YYPEKICHHH
«Hay4HbI# HEHTp HEBPOJIOTHK» B IOJDKHOCTH Bpada-HEBPOJIOra 5-T0 HEBPOJIOTHIECKOTrO
OTAETICHUS U OTAENICHHS JHEBHOTO CTAI[OHAapa.

B 2014 rony oxomumn nedeGHbli dakynbrer Ilepsoro Cankr-IletepGyprekoro
roCcynapCTBEHHOTO MEIUUUHCKOro yHuBepcutera uM. akan. WL.IL. Ilasnosa. C 2014 mo
2016 rox obyuyancs B KIHHHYECKOW opauHaType B DemepaisHOM rocy1apCcTBEHHOM
OrO/KETHOM HayuyHOM ydpexaeHud «Hayuneiit nentp meBpomormm». C 2016 mo 2019
rox obydyaics B ouHOM acmupaHType B (efiepalbHOM TOCYIapCTBEHHOM GIOIKETHOM
Hay4HOM yupexaeHun «Hay4Hblli 1ieHTp HEBpOIOTHmY.

CnpaBka o ciade KaHIMAATCKHX K3aMeHOB BbiAaHa B 2019 roxy B QenepanbHOM

roCylapCTBEHHOM OIO/KETHOM HayqHOM yupexaeHuu « HayqHslil eHTp HEBPOIOTHIY.



Hay4Hbl#i pyKOBOAHTEIb:

Hnnapuomkun Cepreii HuxonlaeBHY, 3aMecTUTENh JHPEKTOpa MO HAYyYHOH
pa6ore ®I'BHY HI[H, pykoBoauTenbr ormena uccnemoBanuii mosra ®I'BHY HIIH,
IOKTOp MEOWLIMHCKHX HayK, mpodeccop, wieH-koppecnonaesT PAH.

ITo uToram obcyxkIAeHHS NPHHSATO CleAyloLIee 3aK/II0YeHHe:

AKTyaJbHOCTb TeMbl 00yclOBI€Ha TeM, 4YTO HaCJE€ICTBEHHbIE aTaKCHH
SBJISIOTCA PaclpOCTPaHEeHHBIMH HeWpoJereHepaTUBHEIMU IIAaTOJIOIMSAMH, ycTynas IO
9acTOTe JIMIIb HACJIEACTBEHHBIM HEPBHO-MBIIIEYHBIM 3aboneBanusM. B mopasnisromeM
OONBINHHCTBE CiIy4aeB HaHHbIe 3a00NEBaHHS XapaKTEPHU3YIOTCS IPOTrPECCHPYIOIIHM,
WHBAJIMIU3UPYIOIIAM TEYEHHEM, Hepeoko [eOloTHpysd B [JETCKOM H IOHOIIECKOM
BO3pacTe, IOpakasd JIMIl  MOJOAOro, TpyAocmocobHoro Bospacta. Cpexau
HACNeICTBEHHBIX AaTaKCMH BBIIENSETCS TpyIla ayTOCOMHO-PELIECCHBHBIX aTaKCHH
(APA), o xOTOpoOif TMJIOXO OCBEJOMJIEHBI CIELHATMCTHI-HEBPOJIOTH H KIMHHYECKHE
TeHETHKH. DTH Haclle[CTBEHHbIe 3a00JieBaHHs XapaKTepHU3YIOTCS KpaWHEeH CTEeNeHBIO
KIHHHYECKOr0 M TeHEeTHYeCKOro mnojuMopdusMma, BCIEINCTBHE YE€ro MX OUArHOCTHKA
NpeACTaBIseT CyllecTBeHHble TpyaHocTd. B Poccum a0 Hacrosiiero BpEeMEHH
OTCYTCTBYIOT paboThl, XapakTepU3yIOLIHe B IENOCTHOM Buie rpynmy APA, Bkirovas
pacpoOCTPaHEHHOCTs OTHAENBHBIX TeHETHYECKHX (opM, OCOOEHHOCTH KIMHUYECKHUX
(EeHOTHITIOB, AJITOPHUTMBI JHATHOCTHYECKOTO TOUCKA. YYHMTHIBas IOSBICHHE W IIMPOKOE
pacnpocTpaHeHHe B IIPAaKTHKe TEXHOJIOTWH MacCOBOI0O MapasielbHOTO0 CEKBEHHPOBAHUA
(MPS), mpencrasisieTcs BeCbMa aKTyalbHBIM pa3paboTKa MPHHIUIIOB HX NPHMEHEHHUS B
IOUArHOCTHKe pa3tu4Hbix Gpopm APA.

Cesi3b TeMbI ¢ IVIAHOM HAYYHBIX HCCJICJOBAHHMH IEHTPpa: OUCCEPTALHMOHHAA
pabora Hyxwnoro E.I1. BEIIOJIHEHA B COOTBETCTBHHU C ILIAHOM HAay4YHBIX HCCIIEIOBAHHUA
®I'BHY HIIH B paMkax TeM Hay4HO-HMCcClIenoBaTeabekux pabor Ne115013010108.

JIH4HOe y4YacTHe aBTOpPa B NOJYYeHHH pe3yJbTAaTOB: aBTOPY NPUHAIEKHUT
ONpeNeNsomas pojib B pa3paboTke M BBINOJHEHWH IIPOTOKOJAa WCCIIENOBaHH,
[IOCTAHOBKE II€JId M 3a7a4 MCCJIEeIOBaHHS, OOOCHOBaHHHM BBIBOJOB M IIPAKTHYECKHX
pPEKOMEH AWM. Bce 3Talbl KJIMHAYECKOTO 0OCMOTpa, HHTEpIpeTaLus
HEHPOGHU3HOIOrHYECKUX W HEHpPOBH3yalM3alMOHHBIX [aHHBIX BBIIOJHEHbl ABTOPOM
mauno. JIHK-nuarnocTuka 6onesun @puppeiixa, a Takke aHanu3 AaHHeIX MPS, B ToM

YyiClle C KCIOJb30BaHHEM OHOMH(POpPMATHYECKHX METOJOB M CIELHaIH3HPOBAHHBIX



IpOrpaMM, BBITOJIHEHB! aBTOPOM JTMYHO. ABTOPOM IIPOBEJEH aHAIM3 U CTAaTHCTHYECKas
06paboTKa NaHHBIX, CHOPMYIMpOBAaHBl BBIBOABI IO  pe3yabTaTaM  paboTsl,
MOJTOTOBJIEHEI CTaThbH C MOCeAyIoUIel mybiuKanuel B Hay4YHbIX JKypHajax.

CreneHb 10CTOBEPHOCTH Pe3yJIbTATOB NPOBeAeHHBIX HCC/IEJOBAHHH.

CTeneHb IOCTOBEPHOCTH pe3y/JbTaToOB OOYyCIOBJIE€HAa IOCTaTOYHBIM OOBEMOM
rpynnel o0cIeI0BaHHBIX MAIMEHTOB, YETKOW IMOCTAHOBKOW LIEH M 3a/a4, TPHMEHEHHEM
COBpPEMEHHBIX MOJIEKYJIIPHO-T€HETUYECKHX, HeHpOoBHU3yaIH3allMOHHBIX,
HEHPOQHU3UOIOTMYECKUX M  KIMHHYECKHX METOHNOB  HCCIIEIOBaHMUS, aJleKBaTHOM
CTaTHCTHYECKOH 00paboTKOM MOMyYEeHHBIX Pe3yIbTATOB.

Hayuynasi HOBH3HA NOJIy4YeHHBIX pe3y/JabTaTOB.

Bnepssie B Poccuu mpoBeneHO KOMIUIEKCHOE HCCIIEOBaHHE pENpEe3eHTaTHBHOM
rpynnsl APA ¢ HCTIONB30BaHHEM COBPEMEHHBIX METOOB MOJEKYIAPHO-Te€HETHIECKOH
nuarHocTukd. OIpeneNeH HO30J0THYECKHH CIEKTp OaHHOW TIpynmnbl 3aboseBaHui,
BHIABJIEHA BBICOKAsd paclpOCTPaHEHHOCTh AaTaKCHH MHMTOXOHIPHAIBHON IPUPOJIbI
(32,9%). Buepeoie mns muddepennuansHoii 1uarHocTikd APA ObUIM HCIOJIB30BaHEI
COBpEMEHHEIE TTOIXO0/Ibl, OCHOBaHHBIE Ha IIPUMeHeHNH TexHonoruu MPS, nossonusimie
YCTAaHOBHTh MOJEKYJApHBIH nuarHo3 B 38,9% wuccienoBaHHeIX ciydaeB. IToapobHo
W3ydyeHa pelnpe3eHTaTWBHas rpynmna nauueHToB ¢ cuHapomoM SANDO: omucaHbl
Haubonee XapaKTepHbIE KJIIMHUYECKHE MIPOSIBIICHHUA, BbIABIICHBI
HepOBU3yaTM3allMOHHBIE 0COOEHHOCTH JaHHOro 3a0o0lieBaHMs, ONpee/ieHa MaXopHas
myTanus p.W748S B rene POLG, cocrasusiuas 85% MyTaHTHBIX ajlened B pOCCHHCKOH
nonynanud. Broepsele B Poccur GbUIM MAEHTHGUIHUPOBAHBI MM NOAPOOHO OMMCAHBI
NauMeHTsl ¢ peakuMu penotunamu APA: atakcus ¢ OKyJIOMOTOPHOM ampakcued 1 Tuma,
cuagpom MEMSA, PNPLAG-accounnpoBainblie aTakcuu (cuaapom bymie-Hoiixaysepa
u cunapom Iopmona Xommca), SCAR10 (ATX-ANOI10) u SCAR16 (ATX-STUBI),
HelipojiereHepals ¢ HAaKOIJIEHWEM Kelie3a B TOJIOBHOM Mo3re Tuma 2B, oBeHUJIbHas
tdopma 6onesznu Kpabbe.

IIpakTHYeckasi 3HAYHMOCTb: YCTAHOBIIEHO, YTO IIPH aHAJM3€ CIOPAIWYECKUX
CIy4aeB [ereHepaTHBHBIX aTakcHii mnenecoobpasHo mnposeaenue JIHK-auarnoctuku
Haubollee 4YacThIX AayTOCOMHO-IOMHHAHTHBIX  CIIMHOLIEpEOEIUIIpHBIX  aTaKCHH,
CBA3aHHBIX C 3KCHAaHCHEH MHUKPOCATEJUIHTHBIX TOBTOPOB, mepej nposeneHneM MPS.

ITokazaHo, 4YTO HCIOJL30BaHHE TapreTHOM MynabTUreHHod MPS-manems mnosBosseT



ONTHMHM3MPOBATh [OHArHOCTHYECKHMM mpomecc y mnamueHToB ¢ APA. VYTtouyHeH
ONTHMAJbHBEIM NepevYeHh TEHOB M CBS3aHHBIX C HHUMH TIpynn 3abojieBaHuMi Ui
BKJIIOYEHHS B auarHoctudeckue MPS-manemn mnpu o6cnenoBaHMH MAlMEHTOB C
nopo3penreM Ha APA  (HacnencTBeHHble — CIHMHOLEpeOE/UIApHBIE  ATaKCHH,
HacJeACTBEHHbIE CIACTHYECKHE TNapalulerdd, HeWpoJercHepaldd C HaKOIUICHHEM
»Kejie3a B FOJIOBHOM MO3re, HaclleICTBeHHBIe JTeHKOTUCTPOUH).

IlenHocTh HAYYHBIX paboT COHCKaTeNsi: ONpPEJENIeH HO30JIOTHYECKHH CIIEeKTp
APA y nanueHToB B3pOCIIOro BO3pacTa B POCCHMCKHX CeMbsX, TOKa3aHo mpeobiasanue
B JaHHOW TpynIe MUTOXOHIpPHAIbHBIX aTaKCHH M aTaKCHH ¢ HapylleHHeM pernapaunuy
JHK. B pesynpraTe HccieqoBaHus ObUIM BBISBIECHBI NAIMEHTHI C NMPEBAIMPYIOMIUM
CHHIPDOMOM aTaKCHH ¥ MYTalMsAMM B KJIAaCCHYECKMX T€HaX HaC/IeICTBEHHBIX
CIIACTHYECKHUX MapaIlIeTyii, 9YTO J0Ka3bIBaeT MaToQU3HOIOIUIECKOe CXOJICTBO AaTaKCUH
¥ Taparuleruii HeWpoJereHepaTHMBHOM MPUPOABI B paMKax oOImero KOHTHHYyMa
HACJIEJICTBEHHBIX CITHHOIEpeOeIIsIpHEIX IereHepalii.

CeeieHnsi 0 NMOJHOTEe ONYOJHKOBAHHBIX HAYYHBIX Pe3yJIbTaTOB: 10 TeMme
nuccepranui onybnukoBaHo 12 pabor, B ToM 4Hciae 7 cCraTed B IKypHajax,
pexomennoBaHHeIXx BAK npu MunoOpHayku Poccum mis pasMmelieHHs Hay4HBIX
nyOnuKanui, 1 ¥3 KOTOPBIX NPUHATA B II€YaTh.

CTaTbl B HayyHBIX >KypHalIaX M M3[aHHAX, pekomeHIoBaHHBIX BAK mpu
Munobprayku Poccun:

®omuueBa, E.M. Kapamommonarms npu artakcun Dpuipeiixa: KIHHHUYECKHE
NpOsIBJIEHHS M OMarHoctuka ocnoxuenuit / ®omuyeBa E.M., Mschukos P.IIT,

Cemusépcros 0.A., lananu E.JI., Koranesckas 0.}O., Xapnan M.C., Kopeukuii

C.H., Hyxusiit E.II., Mepmmuna E.A., Cununsin B.E., Beproxaesa A.H., basaesa

E.B., Ipankuna O.M., boitoB C.A. // Poccuiickuii KapAHOJIOTHYECKH# KypHAT. -

2017. - T.22. - Ne10. - C.100-106.

Kmomuukos, C.A. Unenatuduxanus ciaydaes Gonesnn Humanna-ITuka tuna C B
rpyIIe aTakcHii HesicHOTo reHe3a y B3pocnsix / Kmomuukos C.A., IIpomuisikoBa
T.XO., Baiinakosa I".B., Hyxnsiit E.I1., Hukonaea H.C., 'on4aposa 3.A., ®omuHa-
Yeproycosa H.A., JlerrepeBa E.B., Ueprukosa B.B., I'opmkosa K.B., ApremoBa
H.C., llnepnuar JLII, Anmtunosa JLH., Lunumyruna O.JO., HWpanosa W.JL,



Yenkacosa JI.B., Wmnapwomxus C.H. // ~AHHanmel KIMHHYECKOH H
3KCIepUMeHTaNbHON HeBponoruy. - 2018. - T.12. - Ned. - C.37-46.

Hyxnbiit, E.II. FOBennnbHas ¢opma 6onesHu Kpabbe: omucanue KIMHHYECKOTO
cnydas / Hyxuwii E.JL, Konosanor P.H., Pynmenckas I'.E., 3axaposa E.IO.,
Wnnapuomxun C.H. / Menununckas reneruka. - 2018. - T.17. - Nel2. - C.59-63.
Kanamnaukosa, JI.A. Heiipocuduiarnc ¢ MocTeneHHO HapacTalolled MO3KEeYKOBOH
aTakcuel ¥ MimeMHuecKkumu uHcynsramu // Kanamuukosa JLA., Jlobpeinkna JLA.,
Jlerensko M.C., [Ipesans M.B., Hyxusiii E.IT., Jlocesa O.K. / HepsHbie Gose3Hu. -
2019. - Nel. - C.28-33.

A6pameruesa, H.IO. Dnurenerrka Gonesun Opuapeiixa: MeTHIHpOBaHHE 06IacTH
sxcnancud (GAA)n-nosropos resa FXN / A6pamsrueBa H.IO., ®enorosa E.IO.,
Hyxusii E.IT, Hukonaesa H.C., Kmmommnuuko C.A., Epmosa M.B., Tanac A.C.,
Wnnapuomxkun C.H. // Becthuk Poccuiickoit akaneMuy MEIUIHHCKUX HayK. - 2019.
- T.74. - Ne2. - C.80-87.

Hyxupiii, E.JI. CeHcuTHBHAs aTakcusi, HEBPONAaTHs, AU3apTpUs M odraibMonapes
(curmpom SANDO): xapakTepuCTHKa CepH¥ KIMHHYecKHX Habmonenui B Poccuu /
Hyxzeii E.IL, Kmomnukos C.A., Cemusepcros }0.A., Kpeinosa T.J1., Lipirankosa
ILI., 3axaposa EIO., Kacarkun [.C., Crnupurn H.H., A6pameruera H.IO.,
WUnnapuomxun C.H. // AHHaNBI KIHHAYECKOH U 3KCIIEPMMEHTAIbHON HEBPOJIOTHH. -
2019. - T.13. - Ne2. - C.5-13.

Hysxueit, EJL ANropuTM IMAarHOCTHKM ayTOCOMHO-PEIIECCHBHBIX AaTaKChd /
Hyxusiii E.IL, A6pambraesa H.IO., KmomunkoB C.A., CemmsépcroB [O.A.,
BetunnoBa A.C., IlToroga T.B., Epmosa M.B., ®enoroBa E.}JO., MnnapuomkuH
C.H. // Xypuan nesponoruu u ncuxuarpun um. C.C. Kopcakosa. - 2019. - T.119. -
NPUHSATA B [1€4aThb.

CO0TBETCTBHE COAEPKAHHS JHCCEPTANHH CNIENAAIBLHOCTAM, 10 KOTOPLIM OHA
pPEKOMEHI0BAHA K 3al[MTe: MaTepHalbl JUCCEPTAlMOHHOM paboTBl OTBEYaloT
TpeGOBaHUAM COOTBETCTBHS H3GpanHoii crenuanbHocTH 14.01.11 — HepeHele 6ome3Hu.

BrickazaHHEBIE B Ipolecce 0OCYKIeHHs 3aMedYaHus U IOXKenaHus OyayT y4TeHEI
IpH TOArOTOBKE OKOHYATENLHOrO BapHaHTa JUccepTaldd. B COOTBETCTBHHM C

BBICKA3aHHBIME B IIpoIlecce ampoballii pEeKOMEHAAUMSMH MPHHATO pelueHde 06



H3MCHCHHH Ha3BaHWA JMCCEPTALMOHHOH paboTel Ha «KIMHUKO-reHeTHYecKas
XapaKTepUCTHKA ayTOCOMHO-PELIECCHBHBIX aTaKCHH y IalHEHTOB B3POCIIOr0 BO3PACTa.

Hucceprauuonnas pa6ora Hy:xknoro Esrenus IlerpoBuua «Kaunuko-
IFCHETHYECKasi XapaKTEePHCTHKA ayTOCOMHO-PELleCCHBHBIX aTAKCHH Yy NAalHEeHTOB
B3pOCJOro BO3pacTa» pEKOMEHIYeTCs K 3allluTeé Ha COMCKAaHHWE YYEHOH CTeNeHH
KaHIU/laTa MEMULIMHCKUX HayK mo cnenuansHoctd 14.01.11 — HepsHelie 60m1e3Hu.

3aKimoYeHHe IPUHATO HA PAaCIIMPEHHOM 3aCeJaHHH Hay9HBIX COTPYAHHMKOB 1-ro,
2-ro, 3-ro, 5-T0 M 6-r0 HEBPOJOTHMYECKHX OTHEICHHIA, Hay4YHO-KOHCYIbTaTHBHOI'O
OTAeNeHHs ¢ naboparopued Helipoyponornn ®enepalbHOr0 TroOCYIapCTBEHHOIO
OIO/DKETHOTO HAy4HOro yupexaeHHus «Haydnsrit HeHTp HeBponoruuw» 18 wmroms 2019
roaa.

Ha 3acenanmm npucyrtctBoBaio 40 uenosek. Pesynsrarsl romocosanus: «3a» — 40
HCJIOBCK, «IIPOTHB» — HET, «BO3AEPKAMCH» — HET, mpotokon Ne3 or 18 uroms 2019

roaa.

IIpencenarens 3acenanus:
PYKOBOAUTENbL 2-r0 HEBPOJIOTHYECKOrO OTAENEH™ ™
AOKTOp MEIMLIHHCKHUX HayK, Ipodeccop ML.IO. MakcumoBa

IMoamuck mOKTOpa MENUIIMHCKHX HAYK, npogeccopa M.IO. Makcumosoit SABEPSIIO:
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