OT3bIB
Oo(HIHAILHOIO ONNOHEHTAa, JOKTOpa MeIHIHHCKHX Hayk, mnpodeccopa,
PYKOBOJHTE/JIS HEBPOJOrHYeCKOro OTIejleHHs, 3aBeaywiero kadeapoii
HEBPOJIOrHH (aKky/JbTeTa YCOBEpIIeHCTBOBAHHSA Bpavyel rocy1apcTBEHHOIO
OrogseTHOro  yupesxaenus  3apaBooxpaHenusi MockoBcekol  oGsacTH
«MockoBekuii  00/1aCTHOH  HAYYHO-HCC/IEN0BATEILCKHI  KIAMHHYECKHH
HHCTHTYT HM. M.®. Bnagumupckoro» Kortoa Cepres BukTopoBHua Ha
AMcceprandonnyo  pabory CenuBépcroBa IOpus  AjexkcaHapoBHua
«KnuHuko-HelpoBH3yaIM3aIHOHHBIH aHaH3 (PYHKIHOHAIbHBIX H3MEHEHHIH
rojIOBHOro M™o3ra mnpu Oosie3HH I'eHTHHITOHa», MPEICTABJICHHYI0 Ha
COHCKaHHe Y4YEHOH CTenmeHH KaHAMJAATAa MeJHUHHCKHX HayK IO

cneunaabHocTH «14.01.11 — HepBHBIE G0AE3HH»

AKTYaJIbHOCTh T€Mbl JHCCEPTALIHH

Done3sHbp ['€HTHHITOHAa — HacClEACTBEHHOE AayTOCOMHO-JIOMHHaHTHOE
HeHponerecHepaTUBHOE  3a00/leBaHMEe  [EHTPAJbHOHM  HEPBHOM  CHCTEMBI,
XapaKTepU3yIollleecs  HEYKIIOHHO  mporpeccupyroumM — tedeHuem, 100 %
MIEHETPAHTHOCTEI0 MyTaHTHoro reda mpH CAG-skcmadcun B 40 wu Oonee
MOBTOPOB, HAJIM4YHeM B KIMHUYECKOW KapTUHE IIEpHoZa acCHMIITOMHOIO
HOCHTENBCTBA MYTAIMH, a TaKkKe TSDKEMBIMH ¥ Pa3HOOOPasHBIMHU KIMHHYECKHAMH
MPOSBIEHUAMH, 3HAYUTENHFHO Ae3aJallTUPYIOLIMMHK TallHeHTOB W CHHXAIOLIMMHU
Ka4yeCcTBO JKU3HM KaK caMUX OOJIbHBIX, TaK M YIIEHOB HX CEMEN.

[TosiBNIeHKE HOBOIO HeHMpOBH3YAM3AIIMOHHOTO METOA — (QYHKIHMOHATBEHOHU
MarHuTHO-pe3oHaHcHOW ToMorpadguu (MPT) mokos — [aj0o BO3MOKHOCTB
NPWKU3HEHHOH OLleHKM (YHKIHMOHAIBHOM aKTUBHOCTH TOJOBHOTO MO3ra B
COCTOSHHM OTHOCHTEIBHOTO IIOKOS, B TOM YHCIe W IpH O0ne3HH ['eHTHHITOHA.
CeTb TTACCHBHOTO pekuMa paboTEl TOJIOBHOIO MO3ra SIBJISeTCs OHON U3 Haubomee

CTaOMIBHO OIpEeJeNIeMbIX y JIIOJIeH ceTeld IMOKOd; OHa BOBJIEYEHa, B IIEPBYIO



odepenib, B TIPOIECCH WHTErpallid KOTHUTUBHBIX UM 3MOIMOHAIBHEIX IIPOLIECCOB,
KOTOpBlE B 3HAYUTENBHOM Mepe HapyllalTcs II0 Mepe MPOrpecCHpOBaHMs
Helpo iereHepaTHBHOIO MpoIiecca Py paccMaTpruBaeMoM 3a00NeBaHUH.

Llenbio AMCCEepTAIlHOHHOW pabOTBI SBIAIOCH IIPOBEIEHHE KIHHHKO-
HEHUpOBU3YaIM3AlMOHHOI0 aHaln3a (YHKUMOHAIbHBIX W3MEHEHHH TOJIOBHOIO
Mo3ra npu Oose3nd ['eHTHHITOHA Ha pa3NUYHBEIX €€ cTaiuax (OT JIATEHTHOH [0
pa3BEépHyYTON) U ¢ yu&ToM BbipakeHHOCTH cTereHH CAG-5KCIIaHCHH MYTaHTHOTO
reHa Ha OCHOBE Mcnonb3oBanus (yrkmronansHoi MPT noxos. Ha ceroansmnuii
JleHb B MHPOBOH JHMTepaType HEMHOIo pabOT IOCBSIIEHO aHAJlM3y CIIOHTAHHOM
HEeMpOHAIBHON AaKTHBHOCTH B IIpefiellax TIOJOBHOIO MO3ra B IENOM — 4Yalle
BHUMaHME YyjelseTcs HCCIeNOBaHMIO TeX WIH HHBIX 30H HHTepeca. OTO
00ycTOBNMBaeT  HEOOXOAMMOCTH  JalbHEHIIHX HUCCJIeIOBAaHMM B 3TOM
HalpaBlIeHUH, B TOM YHCJE Ha POCCHICKOM Homynsaluu nanueHtos. [Tociennee
nprobpeTaeT 0cobyI0 aKTyalbHOCT B CBSI3U C T€M, UTO B Halllel CTpaHe paboThl
no ¢yuxuuonansHod MPT mnokos mpu Oone3nd ['eHTHHITOHa M BOBCE

OTCYTCTBYIOT.

JIocTOBEPHOCTh H HOBH3HA Pe3yJIbTAaTOB PadoOThbI

3agpieHHas B Hauage paboThl 1iejb NOCTHIHyTa Omarojaps AOJIKHOH
METOJIOJIOTHE HAy4dHOro HCCUefoBaHus. B pesymbTaTe IpPOBEAEHHOH pabOThHI
HoJydyeHbl HOBBIE JIaHHBIE, KOTOpble C  IIOMOIIBIO COOTBETCTBYIOLIEH
CTATHCTHYECKOH 06paGoTKM TO3BONMIKM TOAPOOHO H3YYUTh (QYHKIHMOHAIBHYIO
nepeGpanbHyl0  peopraHmsammio Hpu  GonesHH 1 eHTHHITOHA IO MEpe
[POrpecCHpOBaHUs HEHPOAETEHEPATUBHOIO IIPOIIECCa.

HacTosIliee HCClIeI0oBaHKe SBISETCS TEPBOi B OTEUYECTBEHHOM JIUTEPAType
paboToii 1o TpUMeHeHHIO (QYHKIHOHAIBHOH MPT nokoss ¢ LEIBIO OLEeHKH
ocobeHHOCTeH (YHKUMOHAIBHOW peopraHu3aliy rojJJOBHOr0 Mo3ra IpH Oone3Hu

['eHTHHTTOHA Ha pa3IM4YHBIX Tarax HeHpoaereHepaTUBHOIO Mpolecca.




BriepBeie Ha pOCCHICKOHN MOMYIISIIHE NaKueHToB ¢ Gone3Hpo [ eHTHHTTOHA
(kak y AacHMITOMHBIX, TaK ¥ CHMITOMHBIX HOCHTEJICH  MYTAllUH)
[IPOAHAIIU3UPOBAHBI OCOOCHHOCTH CIIOHTAHHOM aKTHMBHOCTHU TOJIOBHOIO MO3ra ¢
UcHonb30BaHueM (QyHknuoHambHOH MPT mokos. BreisiBieHsl 0COOEHHOCTH
CIIOXHOW (QYHKIMOHANBHON LepeOpalbHOW peopraHu3allvd Ha  Pa3iIM4HBIX
CTagusx JTOro 3aboieBaHWs M B3aUMOCBS3U BbBISBJICHHBIX M3MEHEHHH C
KIMHUYECKMMM  ocoOeHHOCTsIMH  Ooneznu.  [lokaszaHo, 4TO  HM3MEHEHHs
HEWpPOHATLHONW AaKTHBHOCTH B IpeJeliaX CeTH ITaCCHBHOIO pPEXMMa DPabOTEHI
rOJIOBHOTO MoO3Ta TMpH Ooie3HW ['eHTUHITOHA B3aMMOCBS3aHBl C KIMHUYECKHUMH
XapaKTepUCTHKaMK, YTO MOXKET pacCMaTpUBaTbCs B KadecTBE IOTEHLMATbHBIX

OHOMapKepoOB TEKYIero HelipoaereHepaTUBHOIO NPOLiECCa.

Hayunasi H npakTHYecKas 3HAa4YHMOCTb paboThI

B pabote mokasaHo, 4TO OIeHHBaeMble IpH GyHKIHMOoHansHoH MPT mokos
U3MEHEHHs HEeHpOHAJIHHON aKTHMBHOCTM B IIpeleiaX CETH ITAaCCUBHOTO peXuMa
paboThl TOIIOBHOI'O MO3ra Npu Oose3HH ['eHTMHITOHA UMEIOT CBOM KOPPEISAIHUU C
KIMHUYECKUMH XapakTepucTHKaMH. Taioke OBIIM BBIABJICHBI KOPPEISALMOHHBIE
CBS3M MEXKJy TSIKECTBIO IBMIaTelbHBIX HapylleHHMH © OrpaHHYeHHAMHU
(hyHKIMOHAIIBHOX aKTUBHOCTH, OI1€HUBa€MBIMH c HCTIONIL30BAHHEM
COOTBETCTBYIOIIMX IMKajd. DBpldBlneHo, 9ro Ha CTagud AaCHMITOMHOIO
HOCHTENBCTBA MYTALMHA OONE3HH OTMEYaeTcss IOBBIIIEHHE  CIOHTAHHOU
AKTHBHOCTH B OGJACTH NMPABOrO NPEJKIUHBS ¥ IOKPBINEIHOH YacTH IpaBoH
HUSKHEH JT0OHOM H3BHIMHBI IpH IpoBeeHnH GyHKionansHoi MPT moxos.

ComocTapiiedue  KIMHUYECKHX  XapaKTepUCTHK  3aboieBaHus C
0COOEHHOCTIMH (PYHKIIMOHANIBHOM MNEPEeCTPOHKH TOJIOBHOIO MO3Ta paclHpAcT
IpeACTaBIeHAs O IPEUMYILECTBEHHOH TOKaIM3aliH IIaTOJIOTHIECKOro Mporecca B
roloBHOM Mo3re npu BIT ¥ BO3MOXHBEIX (YHKIIHOHAIBHBIX KOMIICHCATOPHBIX

IIpoIieccax B FOJOBHOM MO3T€ y aCHMIITOMHBIX HOCHTENCH MyTallHH B TeHE HTT.




OueHka cofep:xaHusi JHCCEPTALIMH, €€ 3aBePIIEHHOCTH, 3aMeYaHHS

no oopmiieHHIO

Juccepranus nocTpoeHa rno KIacCHuecKoMy THITY, u3noxeHa Ha 130 mucrax
MAIlMHOMKCHOIO TEKCTa, COCTOMT M3 BBEJICHMS, 4YeThIPEX [J1aB, BbLIBOJOB,
NMPAKTHYECKUX PEKOMEHJAIMH, TPUIIOXKEHUST W CHOHCKa JuTepaTypsl Hu3 183
HUCTOYHHMKOB (24 oredecTBeHHBIX, 159 wuHOCTpaHHBIX u |8 CcOOCTBEHHBIX
myOIuKaIui aBTopa), HnocTpupoBana 20 pUCYHKaMHU B COLCPKHUT 26 TabIHil.

B o0630pe nuTepaTyphl IOCTATOYHO TMOJTHO NPUBEEHB] H MPOaHATH3HPOBAHBI
COBpPEMEHHbIE€ IPEICTABIEHHUS] O Pa3IMYHBIX aclekTax Oosie3HW | eHTHHITOHA.
ITogpoGHO oxapakTepu3oBaHO NpuMeHeHHe (hyHKIMoHansHoi MPT npu 6one3nn
I'entunrrona. CoenaH akieHT Ha OTCYTCTBHHU pabOT ¢ HCIOJb30BAHMEM METO/a
¢yaxkuuoHansHoii MPT mnokos B Poccru. B o030pe nmTepaTypbl  aBTOP
IPOJIEMOHCTPHPOBAT XOpoIlIee 3HaHHE H3ydaeMoW mpobiaeMbl H obocHOBAl
HE0OXOAUMOCTh U aKTYalbHOCTh ITPEANPHUHSATOrO UCCIIeJOBaHH.

Bropas riaBa mocBsileHa XapaKTepUCTHKE NalMeHTOB U I'PYIIEI 3J0POBBIX
100pOBOJIBIIEB, OMKUCAHBI JU3aHH U METOJIBI HCCleq0BaHus. belIo obcmenoBano 45
yesloBeK, B ToM uncie 30 HocHTeled MyTaHTHOTO TeHa GosesHy I'entunrrona (17
CUMIITOMHBIX M 13 aCHMIOTOMHBIX HOCHTeNed MyTauuu) H 15 370pOBBIX
nobpoBoblieB. B MccleI0BaHUM HCIIOIB30BAIMCE PACYETHBIC [TOKA3aTENH (6ann
OTATOLIEHHOCTH 3a00JIeBaHUEM, OpPHUEHTHUPOBOYHBII BO3pacT Havalia
IBUraTelbHBIX IPOSBICHHUI OONE3HH y aCHMITOMHBIX HOCHTCIEH MyTaluu) M
ClIeIyIOIIHe MeTOoAbl OOCIeNOBaHMs: IIKaja UHDRS (pa3zmensl MO OLEHKE
JBAraTeNbHBIX HapylleHW#, Oamna o0umell (yHKIHMOHANBHOH —CIIOCOOHOCTH,
(GyHKIHOHANIBHOTO 6ana, pe3yabTaTsl TECTA Ha COTIOCTABIEHHE CHMBOJIOB U upp
M Tecta Ha GErmocTs peyd B paMKax OJHOW KaTeropHH (CKHBOTHBIE)), IlIKaja
HADS-SIS, reHermdeckoe TecTHpoBanue, ¢yHKkuuoHanpHas MPT mokos
roNoBHOro Mo3ra. IlonydeHHBle [aHHble OBUIM  I[IOJBEPrHYTBI JOJKHOM

CTaTHCTHYECKOM 0OpaboTKe.




B Tpetbeil u uyeTBEpTOM TNIaBaX NPUBOIATCA pe3yibTAThl IIPOBEIEHHBIX
MCCITeTOBaHMM, IPEICTABIEH aHAIIU3 MMOJIyYEeHHBIX JaHHBIX M UX 00CYXKIEHHE.

B pesymprare MCCIeNOBaHMs YCTAaHOBIEHO, 4YTO YK€ Ha CTaJud
«aCHMITTOMHOTO»  HOCHTEIbCTBA  MYTaHTHOro reHa 77  BBIABIAIOTCS
Hecrnenu(GUIECKUe [BUraTeiIbHbIC HApYyLIeHHs, a Takke CyOJenpecCUBHBIE H
Apyrae MUHMManbHble a((eKTHBHbIE pacCTPOWCTBA. ITO  COMPOBOMKIAETCS
[OBBILIEHHEM CIIOHTAHHOM HEHPOHAIBHOW aKTHBHOCTH B O0IACTH IIPaBOIo
[IPEAKINHBS U TIOKPBIINETHON YaCcTH NPaBoil HUKHEH T0OHON W3BUIMHEL.

VY CHMIOTOMHBIX HOCHUTEJICH MyTaluu Oone3Hu | eHTHHITOHA ONpenenseTcs
CTATUCTHUYECCKH 3HauMMasi OTPULATENbHAas KOppEILHsd MEXIY BBIPaKECHHOCTBIO
apurarensHeIx (cybmkana UHDRS-Motor) u dyHkipoHanbHbX (noamkainsl TFC
1 UHDRS-Function) HapyIleHHH.

[To nauaeiM QyHKIHOHANBHOW MPT moOKOs, y NalMEHTOB-NpaBIOIeH B
KJIMHWYECKOM cTajaud OONIe3HH II0 CPAaBHEHHMIO C KOHTPOJIEM HMEeT MeCTO
CHIDKEHHE CIIOHTAaHHONW HEHpOHalbHOM aKTHBHOCTH B 00IacTd  JIEBOTO
IPeNKIHHbS, CPEJHUX OTAENOB JIEBOM IIOSCHOHM WM3BMIMHBL M  TPABOH
MapalleHTPaNbHON JIOJTBKH, & TakKe IIOBBIIIEHHE CHOHTAHHOM aKTHBHOCTH B
00nacTH OCTpOBKa MNPAaBOro IMONymiapus Oojeiioro Mosra. Taike y 3THX
[IAIAEHTOB [0 CpPAaBHEHHUIO C «AaCHMOTOMHBIM» HOCHTENBCTBOM MYyTalllH
OTMeUaeTcss CHUIKEHWE CIIOHTAaHHOM HeHpOHalbHOM aKTHBHOCTH B IIPAaBOM
NpeIKINHbE, CPEIHAX M IIepeHAX OTJellaX JIeBOH [IOSICHOW W3BUIIMHEI,

MeIHabHBIX OTJIENIaX JIEBOM BepXHEH T0OHON W3BUIIHHBL

BobIsiBICHBI CTATHCTHIECKH 3HAYHMBIE B3aMMOCBS3M U3MEHEH I CTIOHTAHHOH
HepPOHAIBHOU aKTUBHOCTH C KJIMHAYECKUMH XapaKTePUCTHKAMH 3a00seBaHNS.

PaGora 3aBepluaercsi BBHIBOAAMM M IPAKTHYCCKHMH DEKOMEHIAlUAMH, B
KOTOPEIX OTpaKeHa CyTh JMCCEpTalldd W e€ 3HaveHue JUid KIAHHYECKOH
npakThKW. PafoTa HammcaHa XOPOLIMM SI3BIKOM, OXBATBIBAET BCE AaCHCKTRL

U3ydaeMoii IpoGIIEMEBI, CBH/IETENECTBYET O TIy0oKOM MpodeCcCHOHATBEHOM 3HAHHH




aBTOPOM aHaJIHSpreMOﬁ HpOGIIeMBI H IIOJJHOM OBJIaJCHHH MBTO,HOJ'IOT‘HGIZ

HaY4YHOI'o HCCIICJOBaHHMSA.

IloaTBep:kaeHHe ony0JIHKOBAHHS OCHOBHBIX Pe3y/IbTATOB JHCCEPTALHH B
HAYYHOH Ne4aTH
[To Teme muccepTaiuu OmyOMAKOBaHO |8 HaydHBIX paboT, B TOM YHCIE 3
neyaTHbIX paboTEl B JkypHamax, pekomeHmyemblx BAK MunoOpHayku PO.

Crenano 4 Hay4HBIX TOKJIaja.

CooTBeTcTBHE coaep:kaHus aBTOpedepaTa
OCHOBHBIM MOJI0KEHHUSIM JIHCCEPTAUHH
Asropedepat nuccepranuu Cenupépcrosa HO.A. COOTBETCTBYET OCHOBHBIM
MIOJIOKEHHUSIM [IHCCEPTAllMK; B HEM OTpaXKeHbl aAKTYallbHOCTH TEMBI, Hay4Hasd
HOBHM3HA, IIPAaKTUYeCcKas 3HAYMMOCTb, OCHOBHBIC Pe3yJbTaThl U MX OOCYKIEHHUE,

BBIBO/JIBI H IMPAKTUYECKHE PEKOMEHIAIHH.

Jameuanus

Heo6x01MMO OTMETUTh, YTO Pe3yJbTaTbl IPOBEAEHHOIO HCCIE0BAHNA
[TO3BOIISFOT MOCTABUTH Psifi HOBBIX BONPOCOB, BaXKHBIX IJISi HAYKH H IPaKTHKH.
WHTepecHbIM INPEJACTABISETCS ¥ BOMPOC BO3MOXKHOCTH MPHMEHEHHS METO/A
dyskuuonansnoii MPT 1mokos He TOJBKO Ha IPYIIIOBOM YPOBHE, HO H B paMKaX
WHIWBUYalbHOrO  aHanu3a C  IIENBI0  BBISBICHHU Hambolee  paHHHUX
(bYHKIMOHANBHBIX H3MEHEHHH TOJOBHOTO MO3Ta y acHMMITOMHBIX HOCUTEITEH
MyTanuy 6Gone3nd ['eHTHHITOHA, a Takke I BO3MOKHOTO MOHMTOPHHIA

IIPUMEHACMOTO MEIHKaAMEHTO3HOTI'O ICUEHHA Y CHUMIITOMHBIX HOCHUTEIEH MYTaITHH.

3AKJIIOYEHHUE

Nuccepranus CemuséperoBa IO.A. «KmiHIKO-HeHpOBH3yali3allMOH HBIH

aHANA3 (YHKUHOHAIBHBIX HM3MCHEHHHW TOJOBHOrO Mo3ra IpH OoJie3HH




['eHTUHITOHa» SBIFETCH HAy4YHO-KBUTH(GHKAIHOHHOH pabOTOH, CcolepiKalieH
pellleHre aKTyalbHOH 3ajauu - aHamu3 IepeOpanbHOM  (QYHKIMOHATLHOU
peopranuzaimd  npu  Oone3sHH  I'eHTMHrTOHA W OLIGHKA  KIHHHKO-
HelpOBHU3yaTH3aLMOHHBIX KOPPEISIHHA, 9TO UMEET CYIIECTBEHHOE 3HAYCHHE MJIA
HEBPOJIOI'HH.

[To cBoe#l AaKkTyalbHOCTH, HOBU3HE, Hay4HO-NIPAKTUYECKOW 3HAYMMOCTH
nucceprauus Cenuséperosa FO.A. cootBercTByeT TpeboBanusm 1. 9 «llomoxenus
0 T[PUCYXKJIEHHMH YYeHBIX CcremeHei», yTBepxkiaeHHoro IlocraHoBICHHEM
[TpasurensctBa P® Ne842 or 24 cenrsbps 2013 roma, mnpenbaBIAEMbIM K
IMCCEepPTalMsiM Ha COMCKaHHE YYEHOH CTeleHH KaH[ujara HaykK, a cam aBTop,
Cenupépcros FOpuii AnekcaspoBHY, JOCTOMH IPUCYKIECHHS HCKOMOH CTENEeHH
KaHIUIaTa MEAUIIMHCKUAX HayK 1o cnennranbaocTd 14.01.11 — HepBHbIe OOIE3HH.

OdunuanbHbI ONITOHEHT:

PyKOBOUTETH HEBPOIOIMYECKOTO OTACICHMUS,
3aBeIyIOITHi Kadepol HEBPOIOTHH

®dakyapTETa YCOBEPLIEHCTBOBAHHSA

Bpayei rocy1apcTBEHHOTO OIOKETHOTO

yupesIeHus 3apaBooxpaHerns MoCKOBCKO# 00iacTi
«MOCKOBCKHH 00marTunii HAVOHO-TCCTEe TORATETRCKAN
KIIHHUYECKUH UHC

JI.M.H., Ipogeccoy

r. Mocksa, yin.I1le
ten. 8-495-681-5¢

Jlato cornacre Ha
00paboTKy B Xpak

Ilojamnuce O.M.H., T
YueHbIH ceKpeTay
uMm. M.@. Braguy
K.M.H.
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