OT3bIB OPUITNAJIBHOI'O OIIIIOHEHTA

JAOKTOpa MeIMIHHCKHX HAYK, npodeccopa Kadeapbl HEPBHBIX 0oJIe3HEH
u Heiipoxupyprun ®I'AOY BO Ilepswuiii MI'MY um. .M. CeueHoBa
Munsapasa Poceun, (CeuenoBekuii YuuBepcuTer)

Honear Mapunbl  PomMaHnoBHBI, Ha JHCCEPTANHMOHHYI0 pa6oTy:
«MynbTacucTeMHast aTpodus: (eHOTHNHYECKHH CHEKTP M MOJIEKy/IsipHbIe
Ouomapkepel» Amapeea Makcuma HukonaeBuua, npeICcTABIEHHYI0 K
32I0MTEe HA COMCKAaHHE YYEHOH CTENEHH KAaHIHAATA MEIHIHHCKHX HAYK IO
cnenuanbHocTsam: 3.1.24. HeppoJiorus, 1.5.7. I'eneruka

AKTYyaJlbHOCTH T€MBI JHCCEPTALUH

Mynbrucuctemuas arpodus (MCA) SIBISSTCS TSKETBIM [POrPECCUPYIOIIIAM
HEUPOJIEreHEPaTUBHBIM ~ 3a00NleBaHHEM W3  IPYIOBl  CHHYKJICHHOIATHIA.
[HomumopdusM  KIMHMYECKHX  CHMITOMOB, OTCYTCTBHE  JIOKA3aTENBHBIX
NapakIMHUYECKUX TUArHOCTUYECKHX MapKepoB OOYCIaBIMBAIOT TPYIHOCTH
JWarHOCTHKHY 3a00/IeBaHMs, B 0COOEHHOCTH Ha PAaHHMX CTAHAX 3a00IeBaHMS.

YTouHenue (I)CHOTI/IHI/I‘-ICCKOFO CIICKTpa HpOSIBJ'IeHI/Iﬁ 60J'I€3HI/I, 3HAYHUMOCTHU
BHGKTpO(l)I/IBI/IOJIOFI/I‘-IeCKI/IX MECTOOOB O6CJIC,Z[OBaHI/I5[ ITalTUCHTOB, pa:spa60TI<a
OHOJIOTHYECKIX AUATHOCTUYCCKUX MapKEpOB MCA sBnsercs BecbMa AKTYaJIIbHBIM
HalpaBJICHUEM U3YYCHUS HEBPOJIOTHH.

Poxb renerudeckux ¢axtopoB B passutuu MCA HykIaeTcs B yTOYHEHHH.
HecMOTpst Ha KOHIETIIIUIO CIIOPaANYecKOro 3a00j1eBaHus, ONUCAHEl MOHOTEHHBIE
dopmer MCA, casi3ansble ¢ renamu SNCA u COQ2. OnHako HoKa3aTeNbHOM CBA3H
MEXy HOCHUTEIBCTBOM Da3IMYHBIX MyTalluii B JaHHBIX TeHAX U Pa3BUTHEM
CUHYKJIEHHOIIATAN paHee MONy4eHO He ObL10. OCTAIOTCS HESCHBIMU MEXaHWM3MEL,
KOTOpBIE IMPUBOIAT K IOBBIIIEHHOM arperaluy 0elka CHHyKIEHHA U 00pa30BaHUIO
MOP(OIOrHIecKUX cyOcTparoB 3ab0eBanysl, B YaCTHOCTH, Telel JIeBw.

AKTyalnbHOCTH pabOTBI COCTOUT HE TOJBKO B H3yUeHUM (DEHOTHIIMIECKOTO
cuektpa MCA, HO ¥ W3ydYeHHWH NaTOT€HETHIECKHX (DaKTOPOB, KOTOPHIE MOTYT
OPUBECTH K PA3BUTHIO JAaHHOTO 3a00JIeBaHUS W BBIIEIEHHMIO ITOTEHIMATBHBIX
OromMapKepoB 3a00JICBaHUS.

JI0CTOBEPHOCTH H HOBH3HA Pe3yJIbTATOB U BHIBOIOB AHCCEPTALHOHHOI
padoThI



JI0CTOBEpHOCTE  Pe3ynbTaTOB M  BEIBOJOB MCCEPTALIMOHHOMN paboThI
TIONTBEPKNAIOTCA  YETKO  CQOPMYJIMPOBAHHEIME  LENBIO M 3a/]adamu,
HCIIONB30BAHHEM  COBPEMCHHBIX  KIMHWYECKHX,  WHCTPYMEHTANBHBIX U
11abOPaTOPHEIX METOIOB UCCIIENOBAHMAS, TOCTATOUHBIM KONTHIECTBOM HaOJroNeHu,
UCIIOJIE30BAHUEM  aJICKBATHEIX METOJOB CTATHUCTHYECKOTO aHANW3a, KOTOPHIE
OTBEHAIOT 3aJa4aM HCCIEeNOBaHMSA. BEIBOIBI, NpakTHYecKue pPeKOMEHNAIWH U
OCHOBHBIC TIOJIO)KEHHMS, BBIHOCHMbIE Ha 3allUTy, OCHOBAHBI HA IPEICTABICHHBIX
pe3ynpTaTax aHaluu3a [aHHBIX, JIOTUYECKH CIEIYIOT M3 HUX W IOJHOCTHIO
COOTBETCTBYIOT LENU U 3afadaM pabothl ITo Teme muccepramuu omy6aukoBaHo
AOCTATOYHOE KOJIHYECTBO NIEUYATHBIX paborT.

HoBusHa paGoTBI 3aKOYaeTCs B BBIIETEHHM psa OCOGEHHOCTEI
denoTunmgeckoro crekrpa MCA y pOCCHICKHX NAlHEHTOB HA OCHOBAHUM HOBAIX
KPUTCPUEB  IMArHOCTHKK 3a00NeBaHMsA. YTOYHEHA 3HAYUMOCTH METONOB
UCCIIEIOBAHUE ~ BEICTATHBHOH  HENOCTATOYHOCTH B  IHbdEpeHIHATHHOMN
nuarsoctuke Gopm MCA u BIT

Briepseie Ha oxmHOM koropre mammenToB ¢ MCA  HccenoBassr
OTHOHYKJIEOTUIHbIE OTMMOPGU3MEI reHa SNCA ¢ ILeNbI0 MOWCKA TeHETUUECKIX
acconuanui, noxasana nmuddepernuansHas sxkcrnpeccus SNCA U ero oTaerbHbIX
TPaHCKPHUIITOB.

Brepesie B Poccuu v B OIHOM U3 IePBBIX HCCIETOBAHHM B €BPOMEHCKHX
nomynAnusx y namueHToB ¢ MCA rmokaszaHo, 9TO IOMMMOpP(HBIE BapHAHTEL
HYKJICOTH/IHOM MOCIIeI0BATENbHOCTH TeHa KodH3uMa COQ2 He acCOLUUPOBAHEI C
Pa3BUTHEM CHHYKIIEUMHONATAN Y POCCUICKUX MAIIMEHTOB.

TeopeaneCKoe H MPAKTHYECKOE 3HAYCHHE paﬁOTbI

B pabore BrepBbie NPOBENEHO COIOCTABNEHNE MOIEKYSIPHBIX MEXAHI3MOB
ABYX OCHOBHBIX (POpM CHHYKJIeHHOIATHH — Gosesnu [Napxuacona (BII) 1 MCA ma
TCHETHYCCKOM, IMOCTTPAHCKPHUIIMOHHOM M  IOCTTPAHCIAIMOHHOM —yPOBHSIX.
BBIABICHBI NOMJISIMOHHEIE 0COOCHHOCTH 06CTeIOBAHHON POCCHICKOI KOTOPTEI
nanuenTos ¢ MCA.

Onpeneneno, uro obmas akcnpeccust reda SNCA B JlefiKolMTax, OLeHeH A
C MOMOIIBIO OPUIMHAIBHOW METOJUKH, CTATUCTUYECKH 3HAYMMO BBIIIIE IIpH
CHHYKIICHHOTIATUAX TI0 CPAaBHEHUIO C KOHTPOJIEM, B IIEPBYIO OYepelb, 3a CUeT
TPaHCKPHIITOB, HE COICpXamux 95K30H 5. M3 IBYX THIOB MyIbTUCHCTEMHOMN
arpouu skcmpeccust SNCA Bbllle IpHM MO3KEYKOBOM THIE 3a00NCBAHHS MO
CPaBHCHUIO C MAPKUHCOHMYECKUM THIIOM, TaKXXe 33 CUeT CIUIalicuHr-gopM Ges
5k30Ha 5. M3yueHue ypoBHeH albTepHATHBHBIX TPAHCKPHIITOB NPECTaBIIIET
MHTEPEC B Ka4eCTBE MOTCHIMAIBHEIX OMOMAapKepOB  CHHYKICHHOIATHIA,
YCTaHOBIICHO, YTO B OTJIMYHE OT BOCTOYHOA3UATCKOM IOIYJISALANA, B U3yYEHHON



POCCHIICKON BBIOOPKE MAlHEHTOB K30HHEIE BapHaHTHI rena koonsuma COQ2) He
BIIMSIIOT Ha ypoBeHb KovH3uMa Q10 nepudepudaeckoit Kposy.

B pabore mokxazaHa AuWArHOCTHYECKAas POJb KOIMYECTBEHHON OIEHKH
BCTCTATUBHON IUCOYHKLIUHU C IIOMOIIBIO Oaraped TecToB FOWHra M KOMKHBIX
CHMIIATUYECKAX  BBI3BAHHBIX  IIOTEHIMATOB, KOTOpBlE MOTYT  CIYXHTh
JOIONHUTEIPHBIMU HCCIICIOBAHUAMH JIJIs1 AMArHOCTUKY BETeTATUBHAIX HAPYIIECHUH
nmpu MCA u mposemenus mupdepeHIUANbHON IUATHOCTHKY 3a00JeBaHys.
Y4uThIBas NpoBeIeHNE TETAIBHON OLEHKH KIMHUIeCKOol reTeporeHHocTd MCA ¢
OIMCaHMEM KIMHUYCCKUX H HEHPOPUIMONOIMYECKUX XapaKTEPHCTHK IBYX
(beHOTHIIOB 32607I€BAHUS, PE3yNBTATHI AUCCEPTAIUOHHON paboTsr M.H. AHnpeeBa
MOTYT OBITh HCIOJB30BaHBEl B KIMHUYECKON MpaKTHKe, a TaKKe BHEIPEHEH B
y4eOHBI MpoIecc MOATOTOBKU KIHHHYECKMX OPIMHATOPOB, ACHHPAHTOB IO
crienuaibHOCTH «HeBponorusay, U Bpadeii-HeBpOIOros, 00yYarOIIUXCs Ha IUKIAX
IIOBBIILICHUS KBATH(DUKAIIH.

OIIeHKa COACpKaHHUA THCCEePTAIIUH H €€ 3aBEPIIECHHOCTH

Huccepranus uznoxena Ha 127 MUCTaX MAIIMHONKMCHOTO TEKCTA, COMEPIKUT
38 Tabnuu, 4 NpUNOXEHHS M WITIOCTPUpOBaHa 22 pucyHKamH. JlccepTarys
IIOCTPOEHA M3 CIEIYIOIIMX Pa3NeNioB: BBEACHUE; 0030p IUTEpaTypPhl; MaTepHas,
AW3allH W METOHABl MCCIEJOBAHUS; PE3yJbTAaThl WCCIENOBAHUS, OOCYXIEeHHE
IIOJIy4€HHBIX PE3yJbTATOB; BLIBOABI M IPAKTUUYECKHE DPEKOMEHIALMU, a TaKKe
CIIKCKa JINTEPATYPhl U MPUIOKCHUIA.

IlepBas rmaBa comepKHUT 0030p IJIHTEPATYPHI, KOTOPKIH OTpakaeT
coBpeMeHHbIe npenctasiaenus 0 MCA, BKirodast UCTOpHIO U3ydeHus 3a601eBaHNs,
€T0 SIUAECMHUOJIOTHIO, MOJICKYJISPHBIN IIaTOTeHe3, KpUTepuu nuarHoctuku MCA,
JaHHbIE O TCTEPOreHHOCTH OONE3HM W pa3NUYHBIX KIHHHYECKAX BapHAHTAX
3a0oneBaHus. PaccMOTpEeHBI OCHOBHBEIE HMHCTPYMEHTAIbHBIE W n1abopaTtopHBIe
meTonpl puarHoctuku MCA. TlpencraBineHHBIH 0030p JHMTEparypsl HMeEeT
NOCTAaTOYHBEIA O0BEM M IOIYEPKUBAET XOPOIIYID OCBEJOMICHHOCTH aBTOpa H
BBICOKUH TEOPETHYECKHN YpPOBEHb IOATOTOBKM IT0 PA3NIMYHBIM ACIEKTAM TEMBI
HUCCIIeJOBAHUS.

Bo BTOpOfI IJ1aBe IIOI[pO6HO OIlCaHbl MaTe€pHallbl B METOMBbI, IU3aliH
HCCJICIOBaHMs, IIPUBECACHA XapaKTEpHUCTHUKA BKIIOYEHHEBIX B HCCJICAOBaHUE
OOIBHEIX. B IAHHOH TJaBe IIPECACTABJIEHO  HCYCPIIBIBAIOIEE  OIMCaHHE
MOJICKYJIAPHO-I€HETHICCKUX, OMOXUMUYECKUX U WHCTPYMEHTAJIBHBIX METOOOB
O6CJICI[OBaHI/DI. Vxka3aHsl MCTOABI CTATUCTUYCCKOTO aHA/IM3a NOJIYYEeHHbBIX JaHHBIX.
B OCJIOM HCIIOJIB30BaHHBIE B pa60Te METOObBI HCCICOOBAHUA IOJHOCTBIO
COOTBETCTBYIOT IOCTaBJICHHOH II€JIH U 3aJadaM.

TpCTLSI riaBa IIOCBAIIIEHA OIIMCaHUIO PE3YIIBTATOB COOCTBEHHBIX
UCCIIeJOBaHUM. OTI[eJ'IBHBIe 1oaApa3acibl I'’iIaBbI IIOCBAIIICHBI KIIMHHUKO-



aHaMHECTHYCCKHM OCOOEHHOCTAM manueHToB ¢ MCA, WHCTpYMEHTATBHOMY
QHAIIM3y BEreTaTHBHBIX CHUMITOMOB, aHanu3y reHoB SNCA u COQ2 u
acCONMMPOBAHHBIX C HMMH MOJIEKYISPHBIX OMOMAapKepOB, a TaKXe H3YYEHHIO
akcnpeccud reHa SNCA U anbTepHAaTHBHBIX TPAHCKPHITOB. B TeKkcTe TIiiaBbl
A€TalbHO M IIOCJIENOBATENIBHO H3JI0KEHBI DPe3yIbTaThl MPOBENEHHON pabOTHL.
Matepran riaBel XOpOIIO HJLTIOCTPUPOBAH MHOTOYHCIEHHBIMH TaOJMLIAMEA K
PUCYHKaMH.

B O6C}’)KI{6HI/II/I KpaTKO H3JI0OKE€HBI OCHOBHBIC DE3YyIbTaThl BBIIIOJIHEHHOM
p3_60TBI H IIPOBCZICH aHAJIU3 TAaHHBIX, IIOJIYYEHHBIX B XOI€ UCCIEIOBAHMS.

BI)IBOI[I)I C(l)OpMy.TII/IpOBaHBI HCXOIsI U3 IIONIYYCHHBIX  PE3YyJIbTaTOB
I[HCCGpTaHHOHHOﬁ pa6OTBI, JIOCTaTOYHO OOOCHOBAHBI U COOTBETCTBYIOT
IMOCTAaBJICHHBIM LEIsIM U 3aJadyaM Haquoﬁ pa60T51, a TaKXE IIOJOXCHHUSIM,
BBIHOCUMEIM Ha 3aIlIUTYy.

IIpakTryeckue peKOMEHIAIMH COXEepXaT HH(GOPMAIMIO, NOCTYIHYIO IJIs
IPUMEHEHHS B TIPAKTHYECKOH JEATENBHOCTH Bpadel-HEBPOIOroOB.

Pa3/:[eJ1 ((HpI/IJIO)KCHI/ISI» COLCPKUT PJIOCC&pI/Iﬁ TCPMHHOB, HUCIIOJIB3YEMBIX B
KpUTEPpUAX THATHOCTUKU MCA, a TaKXX€ OOIIOJIHUTCIIBHBIC IMIKaJIbI 1 OIIPOCHUKM,
HCIIOJIb30BAaHHBIC B pa60Te.

Crenenb 000CHOBAHHOCTH BbIBOAOB U MPAKTHYECKHUX peKOMeHlIaHI/Iﬁ

HuccepranuonHas pabora Auapeesa Makcuma HukonaeBuya BEITOIHEHA HA
BBICOKOM METOJIMYECKOM YPOBHE € HCIONB30BaHHEM METOIOB MOJIEKYISPHOH
OHUOJIOTHM.

JIOCTOBEPHOCTE PE3yIBTATOB HCCIENOBAHUS MOATBEPKICHA TOCTATOUHBIM
KOJIMYECTBOM ~ BBIOODKM IIALIMEHTOB ¥ BBICOKMM YPOBHEM METONONOTUH
HCCIICNOBaHM, a TAK)KE KMCIOIB30BAHUEM aJI€KBATHBIX METOJOB CTATUCTHUECKOrO
aHanmM3a JaHHBIX. Ha 3aliuTy BBIHOCATCA BBIBOIBI U IIOJOXEHWS, KOTODBIE
JIOTHYECKHU CIEYIOT U3 PE3YJbTATOB MCCIENOBAHMS U MIOJHOCTHIO COOTBETCTBYIOT
[eNaM U 3aja4aM. Marepuaisl JUCCepTallOHHON paboThl OBUIM IPEACTABICHB Ha
BCEPOCCHUCKUAX M MEXIYHAPOMHEIX KOH(EPEHNUSX, II0 TeME IHUCCEePTAINH
OIyOJIMKOBAHO JOCTATOYHOE KOIMYECTBO MEYATHHIX paboT, B TOM dUmcie 3 B
XKypHanax, pekomenayeMslx BAK npu MunoOpHayku Poccun.

PexomMeHIanum 00 HCNO/IB30BAHUIO PE3YJIbTATOB AHCCEPTANHOHHOM
padoTHhI

PesynbraTel nucceprannonHo# pabotsl AnapeeBa Maxcuma Hukonaesuua
MOTYT OBITh HCIOJNB30BAaHB B KIMHHYECKOM MpaKTHKe, IPH IIPOBENCHUN
JANbHEHIINX HayYHBIX WCCIECIOBaHMH, a Takke B 00pa3oBaTeNbHOM Iporecce
CTYACHTOB, OpPJMHATOPOB U aCHHUPaHTOB IO crenuanbHocTsM «Hesponorusy» u



«l'eHeTHKa», a TaKkke Ha KypcaX IOBBIIICHHS KBATU(UKAIIMN Bpadeii-HEBPOIOroB,
TC€HETUKOB ¥ Bpadel CMEXHBIX CIEIHATBHOCTEN.

3amedaHus 0 AHCCEPTALMOHHON paGoTe

OcHOBHBIE pe3ybTaThl KIMHAIECKOro comoctasienus tanos MCA u BIT,
OTpPaXEHHBIC B IIEPBOM BBIBOJE IUCCEPTALMOHHOUW paboThl, (DaKTUYECKH He
COZepIKaT HayYHOM HOBHU3HEL. O030p IUTEPaTypHI U 00CYKAEHHE PabOTHl HE HAafOT
IIOJIHOM MH(OPMAIMHA O CTEINeHU U3y4EeHHOCTH WCIONB3yEeMBIX B pabOTE METOIOB
OICHKY BeretatuBHOU aucdynkimu npu MCA. OnHako OpHBENECHHBIE 3aMEYaHHS
HE HOCAT NPHUHIMIHAIBHBIA XapaKTep U He CHIDKAIOT 3HAYMMOCTHU IIPOBEIEHHOMN
paboTHL.

CooTBercTBHE CoACpRaHUA aBTopeq)epaTa OCHOBHBIM IOJIOKECHHUAM
AdccepTanuu

Asropedepar gmccepranum Anapeesa M.H. comepxuT 06ocHOBamue
AKTyalbHOCTH TEMBl, HayYHYI0 HOBU3HY, TEOPETHYECKYI0 H IPAKTHYECKYIO
3HAYUMOCTH PabOTHI, OIIMCAHHUE METOJOJIOTHH U METOOB HCCIIEI0BAHMUS, OCHOBHbIX
PE3yNbTaTOB UCCIIEOBAHNS, BBIBOABI U IPAKTHUECKUE PEKOMEH ALY U IIOTHOCTHIO
COOTBETCTBYET OCHOBHBIM ITOJIOKEHUSIM JIHCCEPTALVH.

3akaodenue

Takum o6pazom, nuccepramms AmnjgpeeBa Makcuma Hukonaesuua
«MynbrucucTeMHas  aTpodus: (QEHOTUIIHMYECKUH CIEKTP U MOIEKYISpHBIE
OroMapKepsD» SBIISETCS 3aBEPIICHHOM HAyYHO- KBATM()HMKAIMOHHON DPaboTOM, B
KOTOpOW pellleHa aKTyalbHas HaydHas 3a/ada 110 M3y4YEHHI0 (DEHOTHUIIMYECKOTO
CIIEKTpa MYJIbTUCUCTEMHOM aTpoduu, a TaKxe BO3MOXHOCTEH
HEWPOYU3NOTIOTUIECKIX U MOJEKYJSIPHO-TEHETUYECKUX METONOB HCCIeNOBAHMS
NpY AUATHOCTHKE NTAHHOTO 3a00/1€BaHus, B T.9. OT QCHOTUIHIECKHU OIU3KON GOPMBI
— 6ome3nu IlapxuHCOHA, HMEIOIel BayKHOE HAYYHOE H MPAKTUUECKOe 3HAUEHHE.

Huccepranus Annpeesa Makcuma HukonaeBiYa MOTHOCTBIO COOTBETCTBYET
TpeboBarusim 1.9 [TomoxKeHus 0 IPUCYKISHNN YIEHBIX CTETIEHeH, yTBEPKICHHOTO
nocraHosnenneM [IpasutensctBa Poccuiickoit @eneparmu Ne 842 ot 24.09.2013 .
(8 pemaxkumm  IlocramoBmenmss ot  25.01.2024), npempsIBISEMBIM K
AUCCEePTALMOHHBIM paboTaM Ha COMCKAaHUE YUCHOI CTeleHr KaHIuaaTa Hayk, a ee



dBTOP 3aCITyKUBACT NPHCYXKACHUS YIEHON CTENEeHH KAHIUIATa METUIMHCKHX HAYK
1o crenuamsHocTaM 3.1.24. Hesponorusg, 1.5.7. TeneTuika

Orspie  manpaensercs B [lucceprammonssrii coser 24.1.186.01 opu
DenepambHOM TOCYHAPCTBEHHOM OIOIKETHOM HAYIHOM yapexaesnu «Hayassii
EHTP HEBPOIOTHL,

Odunnanssii onnonenT:

AOKTOP MeTHUHHCKHUX HAYK

AoueHT, npodeccop xadeapso
HepBHBIX (osiezHeli B Helipoxupypruu
®I'AOY BO Ilepeerii MI'MY um.

UM. Ceuenona
Munsapasa Poceun (Ceuenosexmii
Yuurepcurer),
E “opeas M.P,
HAaxo cornacue na cbop, o6paborky
XpaHeHHe NepCoHaATbHBIX TAHHbLIX Xz “opeas M.P.
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