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OT3bIB BEAYINEA OPT AHU3ALIAN

DegepaabHOe roCy 1aPCTBEHHOE GIOIKETHOE 00pasoBaTeIbHOE yUpeKIeHUE BHICHIET0
obOpaszoBanus «ApocaapcKuii TOCYAAPCTBEHHBIH MeHIHHCKHI yHHBEpCHTET» MunmcTepersa
sapasooxpanenus Pocenmitckoli @enepannu
0 HAYTHO-TPAKTHIECKON 3HAYHMOCTH NHCCePTAIHA
Annpeesa Maxcnvia Hukonaernua na Temy «MyabTHencTemuas aTpodus: theroTHIETecKmiT
COEKTP H MOJeKy s pHbIe 0HOMAPKEPLI», HPENCTARNEHHYIO HA COHCKANNE Y4eHo# cremenn

KAHIHAATA METUUMHCKAX HAYK 0 clenuaibaocTam: 3.1.24, - Hespomoras u 1.5.7. — Feneruxa

AKTYAJIBHOCTH UCCIAENOBAHUS

AXTYaIbHOCTh MCCHeNOBaHMS OBYCIORICHA TPYAHOCTAMHA NHUATHOCTHKH MYILTHCHCTEMEOH
atpopum (MCA) u ee wimumueckoit rereporenHocTeio. HecMotps ©Ha nmamwame uéricnx
Audrtoctiaecknx kpartepueB MCA, nocraHOBKa TOMHOIO IHACHO3a OCTASTCS CIOIKHOMN 3anagei.
HeoGxommmo yrourenue weitpodusuorornueciux MapKEPOB ¥ KPUTCPHEB BOBISYEHUSA BEreTATHRHOM
HEPBHOW CHCTEMBI ¥ rarmerTor ¢ MCA.

B HacTosmee BpeMs U3BECTHEI HECKONBKO TEHOR, KOTOpBIE MOLYT HIPaTth PONb B PA3BUTHM
MCA. Omacamsr ciysan MCA ¢ myranusvu B remax SNCA u COQ2. IlpraEusT TATONOrHIecKON
arperanuy o-CUHYKIEHHA 100 KOHIA He uzyqgensl. OpHa U3 THIOTE3 NPEANIONaraeT IHCOATanc B

usothopmax Genka u Tpauckpurrax SNCA.



Taxoxe BBIDENEHBI MOTEHIHMATBHEIE Ouomapkepsl  3a00JeBaHUSA, KOTOPHIE TpeOyroT

JallbHEUIIIEro H3YYCHHS U BO3MOXXHOI'O BHCAPCHUSA B KITHHHYIECCKYIO IIPaKTHUKY.

HOBU3HA UCCJIIEAOBAHHUA M ITOJIYYEHHBIX PE3YJBTATOB
B muccepranmmonmoit  pabote IPOBE/ICHO ~ H3Y4YEHHE  (CHOTHIMYECKOIO  CIIEKTpa
MYJIbTHCHCTEMHOU aTpOQUH B POCCHICKON KOrOpTe HALHEHTOB.
Brieperle TIpOBENEHO KOMIUIEKCHOE T'eHETHUECKOE uccienosanne reHa SNCA, u ero
TpaHCKpHHTOB, 4 Talke H3YYCHWE YypOBHA aib(a-CHHYKIEHHA B KDPOBH Y NAMHEHTOB ¢
MYIBTHCHCTEMHOH aTpodueii. Ha Toii ke Koropre BIEpBbIC B POCCHACKOM IIOMYIISAIMH KOMILIEKCHO

usy4deHa ponb rera COQ2: xak Ha YpOBHE T€HA, TaK U €ro npomykra — kosHzuma Q10.

CTENNEHb OBOCHOBAHHOCTH HA YYHBIX OJIO’KEHWH, BRIBOJIOB 1
PEKOMEHJIALINI
Hayunele monoeHus, BEIBOIBI M PEKOMEHIAIHIL chOpPMyIIHPOBAHHBIC B HCCEPTALNH,
ABITIOTCSA 000CHOBAHHBIME, IIOCKOJIBKY OCHOBBIBAIOTCS HA JOCTATOYHOM KOMHYECTRE KIHHAYECKHX U
MabOpaTOPHBIX JaHHEIX. OCHOBHAS BEIOOpKa cocTaBmia 45 marumentos ¢ MCA, 30 MAIHEHTOB C
6onesnsro Ilapxuncoma (BII), a Takke 20 3J0POBBIX JTOOPOBOJIBIEB, KOTOPBIM OBLIO IIPOBEIICHO
KIMHIYECKOE, HEHPOYHU3HOIOTHIECKOE M MOJIEKY TSIPHO-TEHETHYECKOE 06CIIeI0BAHHE.

B nuccepranmu npencraBiensr KITMHAYECKHE JAHHETE, HEAPOMYHU3HOIOTHYECKUE TOKA3ATEH U
PE3YILTATEl MOJEKYIAPHBIX HCCIENOBAHMIH: CEKBEHHPOBaHWE reHoB SNCA wu COQ2, ouenka
sxcnpeccnu rena SNCA, a takke ypoBHeit 6enka anba-CuHyKITenHa 1 Kovun3Ma Q10 B Kposm.

Cratucruyeckas 06paboTka MaTepraia IIPOBEIEHA C HCIIOJIB30BAHUEM HA0Opa aeKBATHBIX
MCTOJIOB  CTATHCTUYECKOro anHamuza. CHOpMyIHpOBaHHBIC BBIBOABI IMOJTHOCTBIO COOTBETCTBYIOT

IIOCTaBJICHHBIM IIEJISIM M 3aJladaM.

AOCTOBEPHOCTH IOJYYEHHBIX PE3YJILTATOB
JIOCTOBEPHOCTE  MOJNYY9EHHBIX pE3yIBTATOB AMCCEPTAIMOHHOW paboTBl IIOATBEPKIACTCS
PCHPCSCHTATHBHOCTBIO M OCTATOYHEIM OGBEMOM BBIGOPKH, IPAMOTHO Pa3pabOTAHHEIM JH3aHHOM
MCCIICIOBAHYS C MPABUIBHO COPMUPOBAHHBIMA KPHTEPHSME BKIFOUEHHS U HCKTFOUEHILS IalMEeHTOB,
TPUMCHEHMCM METO/IOB HCCICHOBAHHS, aNCKBATHBIX MOCTABICHHBIM TIEMSAM H 3a[@9aM, a TakoKe
HAy9HO OOOCHOBAHHBIMH METOJAMH CTATHCTHYECKOTO aHATH33. DTO TO3BOIHIO IIPaBUIIEHO
HHTCPIPETAPOBATE IONY9YEHHBIE pE3yNbTaThl H CHOPMYIHpPOBATE OGOCHOBAHHBIC BBIBOJIBI |

IIPaKTAYCCKUEC PCKOMEHIAINH.

HAYYHASA U IPAKTUYECKAS HEHHOCTbD AUCCEPTAIINNA



Hayunas 3HaummocTh 3aKimowaeTcs B H3YYCHHH ¥ CONOCTABIICHHH MOJIEKYTISIPHEIX
MCX4HMSMOB  DasBUTHS ~ CHHYKICHHONATHH HA TIE€HETHYECKOM MOCTTPAHCKPHIIFOHHOM W
TIOCTTPAHCIIANMOHHOM YPOBHSAX, & TaKKe M3Y4eHHH BO3MOXHON pomu kosmsmma Q10 B pasBUTHH
CHHYKJICHHOIIATHA.

IIpakTiaeckas EHHOCTH PaGoTHI 3aKITIOUAETCS B HCCIIEIOBAHMH KIHHAIECKO T€TEPOreHHOCTH
MCA ¢ onucanmem paznmuHeX deHOTHIOB 3a60eBanus. [lokazana 3HAYUMOCTE OaTaper TecTOB
IOuHra 1 KOKHBIX CHMIIATHYECKHX BBI3BAHHBIX OTEHIWAIOB IS (G epeHInaNbHOM THAaTHOCTHKH
MCA c¢ dperorrnmuecku cxosxeii matonorueii — BIT.

JAYHBIN BKJAJ ABTOPA

Hayumete pesymsrarsr nuccepranuoHHONR paGoTEI IIOJIy9EHBI COMCKATENIEM CaMOCTOSTENHHO.
Comnckaremro TpUHAIIEKAT ONpENENAONAs POIb B pa3pa0OTKe U BBIIONHEHHH IIPOTOKOJA
HCCJICOBaHHA, IIOCTAHOBKE LETH ¥ 3a1a4 UCCIENOBaHWs, 0OOCHOBAHHA BHIBOIOB H IPAKTUIECKUX
pexomMeHanui. Bee sTansl KImHEYECKOro 0cMOTpa, a TakKe HHTEpIpeTanys HeHpohu3noaornyeckux
¥ HEHPOBU3YaM3aIMOHHBIX NAHHEIX BBIIOIHEHBI COMCKATETIEM JIAUHO. MonekymapHo-reneTnaeckue
METOZBL HCCIICIOBAHYS, BKIFOYAs aHAIU3 [AHHBIX, BBIIOIHEHBI COMCKATENeM JH4HO. COMCKaTeIeM
TPOBCACHBL  aHANM3 W CTATHCTHYECKas o00paboTka NaHHBIX, CHOPMYTHPOBAHEI BBHIBOMB 110
PE3yJbTaTamM paboTsl, OATOTOBIEHBI CTATHY ¢ TOCTEMYIONEH [Iy6TuKamzelf B HAy4YHBIX XYpHAIax U

IPE/CTABICHUEM PE3yIbTATOB HA HAYYHBIX KOH(DEPEHIHSIX.

OLEHKA COAEPKAHUS TUCCEPTALINUA

Huccepranus m3noxena Ha 127 CTPaHMIAX MAITHHOIHCHOTO TEKCTa, HILIIOCTPHpOBaHa 38
TaOMuamMu u 22 PUCYHKAMH, COCTOHT U3 BBEICHHUS, 0030pa JMTepaTypr! M0 TeMe paboTHI (1 r71aBa),
OIIMCAHUS MaTepHaJIOB 1 METOZIOB MCCIICAOBaHUS (2 I71aBa), U3JTOXKEHUS PE3yIBTATOB COOCTBEHHOIO
uccienoBanus (3 riasa), 0GCYKIEHUS MONYYCHHBIX Pe3yIIbTaToOB (raBa 4), BEIBOIOB, IPAKTHYECKHX
PCKOMCH/IANMH, CIIHCKa JIUTEPATYPHI, KOTOPbIA BKIIOYaeT 191 HCToUHUK, U3 HuX 8 OTE€YECTBEHHBIX H
183 MHOCTpaHHBIX HCTOYHMKOB, 6 MyGIMKANEN 1O TeMe AUCCEPTAHOHHON PAOOTEHI, COAEPXKHUT 4
IPHUIIOKEHHs. TeKCT muccepTaliyl HaNMCaH YeTKEM HAYYHBIM A3BIKOM, CTHUIMCTHYECKH BEIBEPEH.
Marteprain u3NoXKeH B JIOTHYECKON TOCTIE[OBATENBHOCTH, PE3YNBTATHl UCCIIENOBAaHUS Oa3UPYIOTCS Ha
AOCTAaTOYHOH BBIOOpKe. VIFOCTPAaTHBHEIA MaTepHan M TAGNWIBl HATTSIHBL | BEIIOJIHEHEI Ha
BEICOKOM YPOBHE.

Bo BBenmeHME aBTOpPOM OTpaxeHa aKTYaJIbHOCT IIPOOJIEMBI, ONpPENENEHH! ILENb HayJHOM
paboTEl W 3alavl MCCICAOBAHHSA, IONOXKEHHS, BBEIHOCHMEE Ha 32Ty, Hay4Has HOBH3HA,

TCOPCTHICCKAA U IIPaKTHYECKAI 3HAUYUMOCTD HUCCIICIOBAHUS, TUYHBIA BKIIAT COMCKATEIS.



Ileppasg rmaBa COZEPXKHT 0030p JHTEPATYphl, KOTOPBI OTpaXKaeT COBPEMEHHBIE
npencrapaeHuss o MOCA, BKmOYas HCTOPHMIO H3Y4YeHHS 3a00NIEBaHUSA, €ro SIHIEMUOJIOTHIO,
MOJIEKYJISIpHBIA IaTtoreHe3, Kpurepuu nuarHoctuku MCA, naHHBIE O TETEPOTeHHOCTH OOJE3HH H
Pa3IMYHBIX KIMHWYECKHX BapHaHTax 3a0oseBaHMsA. PacCMOTpEHBI OCHOBHBIE MHCTPYMEHTAIBHEIE W
naboparopaele Meronsl auarHocTukd MCA. IlpexcraBneHHBI 0030p JHTEpaTyphl MMEET
JOCTaTOYHBIA 00BEM U IMOAYEPKUBAET XOPOIIYIO OCBEIOMIIEHHOCTh aBTOPA W BBICOKHH TEOPETUYECKHMA
YPOBEHb ITOATOTOBKHY IO PA3IMYHBIM ACIIEKTaM TEMBI MCCIICTOBAHMUS.

Bo BTOpo#l rimaBe moApoOHO ONHCAHBI MaTepUaNbl W METOJBI, MU3afiH WCCIENOBAHUS,
IIPUBEJICHA XapaKTEPHCTUKA BKIIOYEHHBIX B HCCIEIOBAHUE OOJBHBIX (CyMMapHO 45 MaIMeHTOB C
muargosom MCA). B nmaHHOH IiiaBe IIPEACTaBIEHO HCYEPIBIBAIONIEE OIMCAHHE MOJEKYISPHO-
TEHETUYECKUX, OMOXUMHUYECKUX ¥ HHCTPYMEHTAIBHBIX METOJOB OOCIIEHOBaHMS. YKa3aHbI METOIBI
CTaTHCTUYECKOI0 aHalmM3a IIOJIydeHHBIX JaHHBIX. B IlenoM, HCIONB30BaHHBIE B pabOTE METOIBI
HCCIIEIOBAHMS ITOJTHOCTBIO COOTBETCTBYIOT ITOCTABICHHOM TSN U 3aa49aM.

Tperps rnaBa mocBsmeHa ONMCAHUIO PE3YJIBTATOB COOCTBEHHBIX HCClenoBanuit. OTHebHbIE
IOJpa3/ieNnbl IT1aBbl MOCBSIIEHB! KIMHUKO-aHAMHECTHYECKMM OCOOCHHOCTSM marueHTtoB ¢ MCA,
HHCTPYMEHTAILHOMY aHalIM3y BEreTaTMBHBIX CHMITOMOB, aHanmudy reHoB SNCA u COQ2 u
acCOIMMPOBAHHBIX C HUMH MOJIEKYJIAPHBIX OMOMapKepoB, a TaKKe U3ydeHuto dkcipeccuu reia SNCA
U anbTEPHATHBHBIX TPAaHCKPHUITOB. B TeKCTe IaBbl AETANBHO M IOCIEHAOBATEIBHO H3JIOKEHBI
pe3yIbTaThl NIPOBEINCHHOW paboThl. Martepuan riaBel XOpPOIIO WUTIOCTPHPOBAH MHOTOUMCIEHHBIMHA
Ta0IUIAMHU ¥ PUCYHKAMH.

B oOcyxnennun KpaTKO M3JI0KEHBI OCHOBHBIC PE3yJbTaThl BHIIONHEHHON PabOTH W MIPOBENEH
aHaJK3 JaHHBIX, TOJYYCHHEBIX B XOJI€ HCCIIEIOBAHIS.

BeIBOZBI M IpakTHYECKHE PEKOMEHIAMH COOPMYIMPOBAHBI YETKO, HCXOIS U3 MOJIYYEHHBIX
PE3yIbTaTOB AMCCEPTAlIMOHHON pabOoThI, JOCTATOYHO OOOCHOBAHEI M COOTBETCTBYIOT IOCTABIICHHBIM

LeJLIM | 3a1a9aM Hay9HOH paboThl, a TAKXKe MOJIOKEHHSIM, BEIHOCHMBIM Ha 3aIlUTy.

IOJIHOTA U3JIOKEHUA PE3YJIBTATOB IUCCEPTAIIUNA B
OIIYBJIMKOBAHHBIX PABOTAX
OcCHOBHEBIE HJIEH U TIOJIOKEHUS pabOTHI H3TIOXKEHB! B 6 HAyYHBIX paboTax, B TOM YHCIE, B 3-X
nyOnMKanusax B PENEH3UPYEMBIX HAyYHBIX H3NAHMAX, pekoMmeHnoBaHHBX BAK mpu MunobGpHayku
Poccuw ISl TyOIMKAalMM pe3ylNbTATOB JHCCEpTaliil. OCHOBHBIC IIOJNOMKCHHS I CCEPTAMOHHOMN
paboTel OBUIM ONOKEHBI M OOCYXICHBI HA POCCHUCKHX U MEXIYHAPOMHBIX HAYYHO-TPAKTHUIECKHX
KoH(DepeHIMIX. ABTOpedepaT W ONMyOJHMKOBaHHBIE pabOTHI IONHOCTHIO OTPAXAIOT OCHOBHBIE

ITIOJIOZKCHMA, PE3YIBTAaThl U BBEIBOABI JUCCECPTAIIUH.



PEKOMEHJAIIMA 110 UCITOJIb30BAHUIO PE3YJIbTATORB W BBIBOJI0OB
AUCCEPTAIIMOHHOM PABOTHI
PeBy.TIBTaTBI HHCC@pTaHHOHHOfI I.’)a.6OTLIJ BBIBOALI U IIPaKTHYECKHE PEKOMEHOAITHH MOI‘YT 6I>ITI>
PCKOMCHIIOBAHBl U1 pabOTBl  NPAaKTUKYIOIEX  BpaYel-CHELHATHCTOR B oGmacT
HEHPOJCTEHEPATUBHBIX  3a00eBaHUMl ¥  JBUTATEIBHBIX PacCTPOMCTB,  CTANKHBAIOIIHXCS C
AUATHOCTHYCCKH CIOKHBIME CIIy4asMu. Marepuaisl, IONydeHHbIE B X016 HCCIIEI0OBAHHMS, U HAyYHEIE
TIOJIOXKCHUS MOTYT OBITH HCIHOJNB30BaHBI TaKkKe B paboTe HEWPOMH3UONOTHYECKAX OTIHENCHHH U
MOJICKYIIPHO-T€HETHIECKHX Tab0paTOpHii, B 06pa30BaTeIbHON NeITebHOCTH YUPEXKIEHUH BEHICIIErO

1 IOMMOIHUTEIBHOIO HpO(I)eCCI/IOHaJ'IBHOI‘O o6pa303aHH;1.

3AMEYAHUWS U BOITPOCHI

[IpuHIMIHATBEBIX 3aMeYaHuil 110 AUCCEPTAlNORHOH pabote Het. Henmocrarku odopmienus
HECYIIECTBCHHBI M IPEICTAaBIEHBl HEKOTOPHIMH  CTHIMCTHUCCKIMY NOTPEIIHOCTSMH,  He
CHIDKAXOIMMHU HAYYHOM 3HAYMMOCTH HCCIIETOBAHM.

Bompocer: 1. Kakyto Tepanmuro nonyganu IIOJTyJa/Ii BKJIFOYCHHBIC B HCCIIEIOBAHMUE MAITHEHTHI C
MCA? 2. Otnuyanuce 18 manmeHTs ¢ pasHbivE Tumamu MCA peaknuell Ha Teparmmio (B mepByro

OHEpelIb JIEBOMOMIA-COACPIKAIMME PENAPATAMH)?

3JAKIIOYEHUE

Takum o6pasom, mucceprarmonHas pabota AmnpeeBa Makcuma HukonaeBmua Ha TEMY
«MynbTucucTeMHas aTpodus: (eHOTHIHIECKHit CHIEKTP M MOJCKYISPHEIE OHOMApKEPEI» SIBISETCS
3aKOHYCHHOM M CaMOCTOSTEIHHOM HAy9YHO-KBATH(QUKAOHHON paboToi, B KOTOPOH COAEPIKUTCS
PCIICHAC aKTyalbHOH 3a/a49u: yTOYHEHHWE (DEHOTHIMUECKOTO cnektpa MCA wu BeLIBICHHE
MOJICKYJIAPHO-TCHETHYECKAX ~ OHOMAapKepoB JAHHOTO —3ab0JeBAHHS, HMEIOIIEH  CyIeCTBEHHOE
3HAYEHHUE NI HEBPOJIOTHH U F€HETHKH.

Hucceprammonnas paGota AmmpeeBa Makcuma Huxonaepmua IOJIHOCTBIO COOTBETCTBYET
TpeboBanusM mynkTa 9 «Ilonoxenus o TIOpAZIKE MPACYKIEHAS YICHBIX CTENEHEH», YTBEPKICHHOTrO
Hoctanosnennem Ipasurenscrea PO ot 24.09.2013 r. No842 (8 pen. ITocranoBnenus IpaBuTenncTra
P® Ne335 ot 21.04.2016 r., Ne748 ot 02.08.2016 I., Ne650 ot 29.05.2017 1., Ne1024 ot 28.08.2017 8
Nel168 ot 01.10.2018 r., Ne426 ot 20.03.2021 I.), IPEIBABIIEMBIM K JUCCEPTAUMIM Ha COUCKAHHE
YICHOH CTENEHH KaHOMAATA MeIHI[MHCKIX HayK, ee aBTop AmHzapeeB Maxkcum Huxonaeruy
3aCIyXUBACT NMPUCYXICHHUS UCKOMOMH y4eHOU CTENEHH IO CrenuanbHOCTsIM 3.1.24. - Hesposorua u

1.5.7. -T'enetuka.



Orsps  OOCyXIeH W NPHEST Ha 3aCETaHMN HAy9dHEIX coTpynmmkoB (Oenepanrsaoro
rOCYIapcTBeHHOTO  GrojukeTHOr0  06pasoBaTensHOro YYPEKAEHHS  BHICIIEr0  0OPa3oBaHms
«IpocnaBekuii TOCYNApCTBEHHBL MeNUIMHECKHL yHABEpCHTET» MHUHMCTEPCTRBA 31pABOOXpAHEHHS

Poceniickoli @enepamun, mpotokonr Ne 1 o1 26 asrycra 2024 roga.

(Coenmamsuocts 3.1.24 - Herponorns) ) ~  H.H. Cnupru
Basepyronmii kadenpolt HepBHHIX Gojesmelt ¢ I‘
METUIMHCKOHE TCHETHKOH W HeHpoxupyprucit
GI'BOY BO 9IrMy Munznpasa Poccun, ﬂoacrc:r
MEAMUHHCKAX HayK, Ipodeccop :_/’
Hato cormacue Ha cBop u o0paborky nmumbix Z_H.H. Crupun
DAHHBIX "

/
(Coemmanemocets 1.5.7. - [eneruka) / _C.B. Tuxommupora
Homenr kadenpsr Guomorum ¢ FeHeTH_KOH’Z
OI'BOY BO SAI'MY Munsmpasa Poccmm,
KaHuIaT MCIMITMHCKUX HAYK, TOLCHT
Hato cormacue ma cbop m obpaborky mmumerx C.B. Taxomuposa
TNaHHBIX
Hoxrmen npodeccopa H.H. Crmpusa 1 nomerra C.B. Tux p:
Yuenwli cexpetaps ®T'BOY BQ SATMY Munszapasa, [CKUX Hayk, mpodeccop
.M. Mensrukosa &
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