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DEJEPAJIBHOTO TOCYAAPCTBEHHOT'O BIOIAKETHOI'O OBPA30OBATEJILHOI'O
VUPEXKIAEHUS BRICHIETO OBPA3OBAHHUS «MOCKOBCKHIM I'OCYIAPCTBEHHEINA
VHUBEPCHTET  HMEHM MB. JIOMOHOCOBA» W  O@®EJAEPAJILHOIO
I'OCYJAPCTBEHHOI'O BIOKETHOI'O HAVYHOI'O YUYPEXJIEHHA «HAYYHBIN
IEHTP HEBPOJIOI AA»

Huccepranumonnas pabora «MyubpTucucTemMBas aTpodHEs: (QEHOTHIMHYECKHAH
CIEKTP ¥ MOJIEKyISpHEC OroMapKepbl» BEITONHCHA B DeepanbHOM rocyAapCTBEHHOM
OromkeTHOM 00pa3zoBaTenEHOM YUPEXKIECHHH BHICIIEr0 06pazoBanHus «MOCKOBCKMA
rocyapcTBeHHBIN yHuBepcuter umenn M.B. Jlomorocosa» Ha Gaze DepepanbHOTO
TOCYZapCTBEHHOTO  OMO/DKETHOrO  HaydHoro yupexzemus «Haydsmidi  peHTp
HEBPOJIOIUmM»; KIMHWUYECKas 9acTh — Ha 0asze 5-ro HEBPONOTHYECKOrO OTHEIEHHS C
MOJIIEKYISIpHO-TeHeTHYecKoi naboparopueii W KOHCYIBTaTHBHO-AHATHOCTHIECKOTO
OTHCIEHNS.

B nepmon nmogrotorku muccepranuu Aunpeer Makcum Huxonaerna obyuancs B
O9HOM acmupaHType GQakynpTeTa (YHIAMEHTaILHOH MenunuHbl  MOCKOBCKOro
rocymapereenHoro yausepcurera nvenn M.B. Jlomorocora Ha 6aze @I BHY «Hayqnrrii
IEHTp HeBponoram» mo cnennamsroctTd 31.06.01, a Taioke paboTan B KOHCYIBTaTHBHO-
AUArHOCTHIESCKOM H B 5-M HEBPOJIOTHYECKOM OTASNEeHUH ¢ MOIEKY I PHO-T€HETHIECKOH
maboparopueit @I BHY «Hayamsiii ieHTp HEBPOAOTHW» B JIOJDKHOCTH Bpada-HEBPOIOra.

B 2018 romy Aaapees Makcum HEkomacBAY OKOHYWI MEIUIUHCKHH HHCTUTYT
®Ir'AOY BO «Cesepo-Bocrounsiii (enepalbHbli YHHBEPCHTET» 10 CHEHHAILHOCTH
«negedbnoe gemao». C 2018 mo 2020 rox obyqancs B KIuHUIecKo# opaunarype ®I'BHY
«Hayunsiii nesTp Hesponoram) no cnenuansrocty «aespomormsm. C 2020 mo 2023 ropn
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0by4asics B 04HOM acupanType GpaKyabTeTa GQyHIaMeHTAIbHOH MeTHIMHEL MI'V umenn
M.B. JlomorocoBa Ha 6aze ®I'BHY «Hay4HbIi [IEHTp HEBPOJIOTUW» 110 CIEIUATIBHOCTH
«KTIMHAYECKas MexunuHay. CIpaBKa o clade KaHAUIAaTCKUX 5K3aMeHOB Bbiana B 2023
roxy B MI'Y umernu M.B. JIomoHOCOBa.

HayuHble pyKOBOAHMTEIH:

Wnnapuomkun Cepreit Hukonaesud, akanemuk PAH, T0KTop MEIUIIMHCKHX HAYK,
npobeccop, mpobeccop kadeapbl MHOrONPOQUILHON KIMHUYIECKOH IIOITOTOBKH
dbakymsTeTa OyHmamenTatbHOM MemuimEel MI'Y  mmenm M.B. JloMoHOCOBa,
3aMecTUTeNh JUpeKTopa 1o Hayunoi pabore ®I'BHY «HaydHbli IEHTP HEBPOIIOT UMY .

®enoroBa Exarepuna IOpheBHa, JOKTOP MEIAIUHCKAX HAyK, 3aBEAyrOINas S5-M
HEBPOJNIOTHIECKMM OTIENEHHEM C MONIEKYIISIpHO-TeHeTHdecKol maboparopueit ®I'BHY

«Hay4Hplii IEHTP HEBPOJIOTUW.

ITo uroram obcy:kaeHHsI NPUHSATO CIAEAYIONee 3aKII0UECHHE:

AKTYyaJIbHOCTh TeMBI JWCCEPTAllUU OOYCIOBIIEHA CIOKHOCTIMH TUArHOCTHKH
myiaeTrcucTeMHOM atpodum (MCA), a Taxke e€ KIMHHYECKOW I'€T€POreHHOCTHIO.
HecMmoTpss Ha Hammune deTkux amarHoctwdeckux kpurepueB MCA, ycranosieHue
JAaHHOTO JWarHo3a sBISIETCS CIIOXXHOW 3amaded. Hyxnmarorcs B yTOYHEHHH
HeWpodH3noIOrHIecKre MapKephl U KPUTEPUH BOBICYECHHUS B IIPOIECC BEr€TaTHBHOM
HepBHOM cumctemMsl y manueHToB ¢ MCA. BelfeneHsl HECKOIBKO T'€HOB,
IPEAMOIOXHUTENBHO Hrparonux poib B passutud MCA: ommcanbl ciaydau MCA ¢
MyTanusmu B reHax SNCA, COQ2. Ha HacTosmmuii MOMEHT IPUYUHEI IaTOJIOTHYECKOI
arperaryy o-CHHYKJIEHHA OKOHYATEIHHO He ompenencHsl. OMHON U3 THIOTE3 SBILIETCI
mucbananc B u3ohopmax Oemka w TpaHckpunTax SNCA. Taxke BvIIeneH psf
IOTEHITHATLHBIX OWOMapkepoB 3ab0JeBaHUS, KOTOPHIE SBISIOTCS OTHOCHUTEIBHO
HOBEIMH U TPeOYyIOT NanbHEHWINero u3ydeHus U BO3MOXXHO BHEIPEHUS B KIMHHUYECKYIO
IPaKTHUKY.

Casi3b pa®oThI ¢ IJIAHOM HAaYYHBIX HccaenoBanmii. J[iccepranuonnas pabora
Annpeea M.H. BrIlIONTHEHA B COOTBETCTBUY C ITAHOM Hay4HBIX ucciiefoBanuy ®IBHY
«Hayd4Hblif IIEHTP HEBPOJIOTWH» B paMKaX TEMbI Hay4JHO-HCCIENOBAaTENIbLCKOW pabOTHI

«HeiiponmerenepaTiHBHBIE 3a00JICBaHMUSI C BOBJICUECHUEM JIBUTATEIbHOH U KOTHUTHBHOM
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chepbl: MEXaHH3M Pa3BATHS U HOBBIC BO3MOXHOCTH JHATHOCTUKID), PETUCTPAlHOHHbIA
somep [T TuC 122041800156-8.

JIu4HOe y4acTHe aBTOpa B MOJYYeHHH pe3yJbTaToB. ABTOPY HPHHAJJICKHUT
ONpeNeNsIomas pPoib B pa3paboTKe M BEHINOJNHEHWH IPOTOKONA HMCCIEN0BAHMS,
IIOCTAaHOBKE €M M 3a[ad MCCIeIOBaHWS, OOOCHOBaHWM BBIBOJOB M IPAKTUUECKUX
pekoMeHmarmii. Bce  3Tambl  KIMHMYECKOTO  OCMOTPAa, MHTEepIIpeTalys
HeHpO(GU3NOTOTHIECKIX W HEHPOBH3yaIM3AMUOHHBIX JAHHBIX BBIIOIHEHBI aBTOPOM
nr4uHO. MOJIeKyISIpHO-TeHETHIeCKIe METOIBI HCCIIENOBAHNS, BKITFOYas aHAIN3 JaHHbIX,
BBHITIOJTHEHBI aBTOPOM JITIHO. ABTOPOM IIPOBEIEHEI aHAN3 U CTaTHCTHYecKas 06paboTka
JaHHEIX, COPMYIMPOBAHAI BEIBOJABI IO Pe3ylIbTaTaM PabOTEI, IIOATOTOBICHBI CTATHU C
IOCIIEAYIONIEH MyOMKanuel B HayYHbIX XKypHallaX U IPEICTaBICHUEM pe3yJIbTaToB Ha
HAYYHBIX KOHQEPEeHIUAX.

CreneHb [IOCTOBEPHOCTH Pe3yJbTATOB MPOBEJEHHBIX HCC/IEA0BaHHH.
JIoCTOBEPHOCTE MOJNYYEHHBIX Ppe3ylbTaToB OOYCIOBIEHA JOCTATOYHEIM OOBEMOM
IPYIIIEI 00CIeIOBAHHBIX MAITHEHTOB, YETKOM IIOCTAHOBKOM IENIH U 33724, IPUMEHEHUEM
COBpEMEHHBIX MOJIEKY ISIPHO-T€HETUYECKHUX, HelipoBU3yan3alOHHBIX,
HeMpOGU3NOIOTHIECKHX ¥ KIMHWYECKAX METOJO0B HCCIICOBAHHS, aIeKBAaTHOM
CTaTACTAIECKOU 00pabOTKOM MOTyYEHHBIX PE3YIILTaTOB.

Hayunass HOBH3HA UOJYYEHHBIX pe3yjJbTaToB. B pabore yrouHeH
(GEHOTUIINIECKHH CIIEKTP MYJIBTHCHCTEMHOMN aTpOGHH U IBYX €T0 TUIOB (MO3KE€IKOBOTO
A TMAapKHHCOHWYECKOT'0) Y POCCHHCKHX MalMeHTOB. BlepBble Ha OIHOH KOropTe
HAIlMEHTOB C MYyJIbTHCHCTEMHOM aTpodreli nccliefoBaHbl HyKICOTHIHEIE BADHAHTEL FeHa
SNCA, nokaszana mubdepenmanpaas sxcupeccuss SNCA, omnpezneneH IOBBIIIEHHEIN
ypoBeHEL Oellka O-CHHYKJIeHWHa B KpoBH. BrepBbie B Poccuu W B OJHOM M3 IEPBBIX
HCCIIEI0BAHMUM B €BPONENCKUX MOMYJISIIUAX y TAIIMeHTOB C MyJIbTUCHCTEMHOM aTpodrel
u3ydeHa pois kosam3Ma Q10: mpoBeneHO cekBeHHpoBaHue reHa KosH3uMa Q2 — COQ2,
IPOAYKT KOTOPOTO y4JacTBYeT B OMOCHHTe3€ JAHHOI'O KOJHHW3MAa, a TaKiKe OIEHEH €ro
YPOBEHB B Iepr(epruIecKor KPOBH.

Teoperndeckasi W NpakTAYecKas 3HAYHMOCTL paborel. Teopermyeckoe
3HadeHWue pPabOTHl 3aKIFOYaeTcs B HW3Y4YCHHMM M COIIOCTAaBICHHH MOIEKYIISIPHBIX

MEXaHHU3MOB ABYX CI/IHYKJ'IGI/IHOHaTI/Iﬁ Ha TPEX YPOBHAX: T€CHETUIECKOM (HYKJIGOTI/IIIHI:IC
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BapuaHTEl SNCA), MOCTTPaHCKPUNIMOHHOM (aIbTCPHATUBHEIC TPAHCKPHIITEI SNCA) n
IOCTTpaHCIAIMOHHOM (0OImuii ypoBeHb Oenka anba-cuHykinenHa). B pabote
IPOBEJEHO WCCIEIOBaHME BO3MOXXHOW pONM  KOSH3MMA Q10 B pa3BUTHH
MHTOXOHJPHANBHOM MUCHYHKIMU TIPH CHHYKICHHONATHAX: H3y4CHBI HYKICOTHIHBIC
BapuanTel reHa COQZ2 U ypOBEHb CKOPPEKTHPOBAHHOI'0 KOOH3MMA Q10 B xpoBH.

[IpakTHueckoe 3HAYeHHe pabOTHl 3aKIIOYaeTcss B MOAPOOHOM MCCICNOBAHMH
KIHHAYECKOH reTepOreHHOCTH MYJIbTHCHCTEMHOM aTpoGHH C ONMHCAHUEM KIHHUIECKAX
¥ HelpodH3MOIOTHYeCKAX XapaKTepUCTUK ABYX (eHoTuroB 3abonesanusd. Ilokasana
MWArHOCTHYECKas 3HAYMMOCThL Oaraped TecToB IOWMHIra M KOXHBIX CHMIIATHYECKHX
BBI3BAHHLIX MMOTEHIWANOB I AAGGEpPEHIMATBHON JUArHOCTHKHA MYJbTHCHCTEMHOM
atpoduu ¢ KIHHAIECKH 6im3kuM 3ab6onepanmeM — bII.

IlennocTh HAayYHBIX paGoT comckaTels. B HaydHbIX TpylaX COMCKaTENsd
PACCMOTpEHBI COBPEMEHHBIE NPEJCTABIEHWS O MYIbTHCHCTEMHON artpoduu, e&
beHoTHIMYECKHH CIIEKTP. Y CTaHOBIICHO, YTO YTO MAPKUHCOHUYECKUHU TUII MIPOSIBIIACTCSA
Gojlee TSDKENOM U PasHOOOpa3sHONW KIMHWYECKOH CHMITOMATHKOW IO CPaBHEHHIO C
MO3KE€UKOBBIM THIOM. Takke BBHISIBIEHO, YTO Ha IPakTWKe HAOIIONAETCs BBICOKAS
YacToTa AUArHOCTHYECKHX OIMMOOK. brIn mpencraBieH psij KIMHHYECKUX CITydaesB,
TTOKa3aHa 3HAYMMOCTh HHCTPYMEHTAMH JAUArHOCTHKE SBILOTCS 6aTapen TecToB IOunra
¥ KOXXHBIX cuMIaTwdeckux BhI3BaHHBIX morenmmansl (KCBII). ITokazaHa accomuarvs
samensl B caiite C>T rs10005233 ¢ obGemMu H3y4YEHHBIMHM CHHYKICHHONATHUSIMU —
MYyJIBTHCHCTEMHOM aTpodueii u 6onesnsio IlapkuHCOHA. Y CTaHOBIEHO, YTO SKCIPECCHS
resa SNCA CTaTHCTHYECKH 3HAYUMO BBINIE IPU CHHYKICHHONATHSIX [0 CPABHEHHIO C
KOHTPOJIEM, a TaKkKe IPH MO3KEIKOBOM THIE 3a00NeBaHMs IO CPaBHEHHIO C
IApKAHCOHUYECKHUM THUIIOM, B IEPBYIO OUepeb, 3a CUET TPAHCKPHIITOB, HE COAEPKAIIHUX
9K30H 5. BEISBIIEHO NMOBEHIINEHNE YPOBHS alb(a-CHHYKIEHHA B KPOBH IO CPAaBHEHHUIO C
KOHTPOJIBHOH T'PYIITOH. YCTAaHOBIEHO OTCYTCTBHE ACCOLMALMA C BapHaHTaMH B T'eHE
kosuzuma Q2 (COQ2) ¢ cunykienHonarusivu 1 ypoHeM Q10 B KpoBH.

CBeleHHs1 0 MOJIHOTE ONy(JHKOBAHHBIX HAYYHBIX Pe3yJbTaTOB. OCHOBHEIE
WIEU W TIOJOXKEHHS pabOThl M3JIOKEHBI B 6 HaydHBIX paboTax, B TOM 4HCIE, B 3-X
IyOJIMKalMIX B PENEH3UPYEMBIX HAyYHBIX M3IaHUAX, peKOMeHHoBaHHEIX BAK mpu

MuHoGpHayku Poccun AIis IMyOIIuKauy pe3yIbTaToB JMCCEPTaIIMA:
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CooTBeTCcTBHE COJAEPKaHUA NHUCCEPTANUH CHHENHAJTBbHOCTAM, I10 KOTOPBIM OHA
PeKOMEHAOBaHa K 3allHTe. MaTeprIaJIBI I[HCCCpTaLII/IOHHOﬁ pa60TBI OTBCYAIOT

TpeGOBaHUAM COOTBETCTBUS MO crienuambHoCTsM 3.1.24. HeBponorus u 1.5.7. I'enertnka.

3akimogenne.

HuccepranuonHas pabota Anpnpeesa Maxkcuma Hukonaeprya
«MynpTrcucTeMHass  aTpodus:  (QEHOTHNHYECKMM CIEKTp K MOJEKYJISIPHBIC
bromMapkepsDy peKOMeHAyeTcsl K 3amuTe Ho crnenuansHocTaM 3.1.24. Hespomorus u

1.5.7. T'enetuxka.



3akmrovyeHre NPHHEATO HA PACIIMPEHHOM 3aCEIaHuul COTPYAHUKOB 1-T0, 2-T0, 3-r0,

3-10, 6-r0 HEBPONOIWHYECKAX OTHENCHHH, OTACICHHAS aHOCTESHOJIOTHA ¥ peaHmMAalluy,

oTAENa JTy9eBOM JMArHOCTUKH, nabopaTopuu YABTPasBYKOBEIX HCCIIEHOBaHHMI,

naboparopr KIWHEWYECKo# uedpodmsnonorun denepansHOTO TOCYAAPCTBEHHOTO

OIOIDKeTHOTO HaydHOTO ydpexaeHus «Haydrbli DeHTp HEBPONOTHWY M IPH yYaCTHH

COTPYIHUKOB Kadenpsl MHOTOIPOOHUIBHOH KIHHHYECKOH NOATOTOBKE (axyibrera

GyanaverTansaoi MegumuEsr MITY mmern M.B. Jlomorocosa 13 centabps 2023 roja.

Ha 2acenaymu npucyreTBoBaam 31 denoBek. Pe3ynbTaTel TONOCOBAHMS: «3a» —

31 genosek, «IIPOTHB» — HET, «BO3ASPKANOCE» — HeT. IIpoToxom No8 ot «13» cenTabps

2023 r.

IMpencesarens 3ace anus:

JlomenT  kxa(enpsl  MHOTONPOQHIBHOH
KIMHWYECKOM  TIOATOTOBKA  (DaKylbTeTa
byrnameHTanbHON Meauuuabl MI'Y AMeHA
M.B. JloMoHOCOBA, 32MECTHTENE AUPEKTOPA
®OI'BHY HITH no Hay4HO-0praHA3aIAOEHOM
paboTe ¥ pa3sBUTHIO, BEAYIIMN HAyYHLIH
COTPYAHHK, AUPEKTOP HHCTHTYTA
MEeIULHHCKOro obpazoBaHis %4
npodeccuonamsroro  passutEs  PIBHY

HITH, noxTop MeJuIMHCKAX HAYK

Honmuce a.m.H. 'Henosexoit E.B.

Vuensni cexperaps PIBHY E

KaHIuJaT MeIUIHHCKHX HAYK

"/‘ -
Ll I'megoBckas E.B.

Ceprees /1.B.
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