OT13bIB
Ha aBTOpedepar nuccepraunu Anupeesa Makcuma Hukonaesuua
«MynbTHCHCTeMHAs aTpO(HA: GPEHOTUIINYECKUH CIIEKTP M MOJIEKYIAPHEIC O6uoMapkepsI»,
NPENCTaBICHHOM K MyOIMYHOM 3aIUTe B qUCCEPTAIMOHHEIH coBet 24.1.186.01
npu OezepalbHOM FOCYJapCTBEHHOM OHODKETHOM YUpEKICHHH
«Hay4Hblii HeHTp HEBPOIOTHIY» HA COUCKAHHE YUEHOM CTEeHH
KaHAuIaTa MEIULMHCKIX HAyK MO CIEIMAILHOCTAM:

3.1.24. — Hespomnorus, 1.5.7. — Tenernka

HelipoaerenepatueHsie 3a60/1eBaHus SBISETCS OJHOW U3 CIIOXHOIMATHOCTHPYMBIX H
TPYAHO TONNABaCMBIX JICYCHHWIO Tpynn 3a00N€BaHUN B  COBPEMEHHOH  MEIHMLIKMHE.
Helponerenepatusaoe 3aonepanue MynstucucTeMHas atpodus (MCA) w3 TPYIIIEL
CHUHYKJICOTIAaTHH SBIAETCA MyJIbTH(HAKTOPHATEHEIM GHICTPO nporpeccmpyromnM,. Knnﬁnqecm
T€TEPOTCHHBIM M HENOCTATOYHO JMArHOCTUPYEMBIM 3a00JICBaHMEM, B IOCJIEAHHE TOMB OBIIM
TIOKa3aHBI acCOLMANMK C MYTallMAMH B TeHe a-cuHykiemHa (SNCA) u ¢ resom COQ2,
Kopupyromem GpepmeHT 6uocuHTe3a Ko3H3uMa Q10. AKTYaTBHOCTB MCCIIEJOBAHMS HE BEI3BIBACT
COMHEHHUS.

ABTOpPOM MOCTaBlleHa [elb IIPOBECTH aHANM3 KIMHHKO-HEHPODU3HOTIOrMUECKIX
OCOOCHHOCTEH M MOJIEKYIAPHO-IEeHETHIECKUX MAPKEPOB MYIIBTHCHCTEMOM aTpodumu.

B pa6oTy ObuM BKIIOYeHB 45 pPOCCHHCKHX IALUEHTOB CIABSHCKOM STHHYECKOL
TPHHANISKHOCTH € IMarHO30M «MYJIBTHCUCTEMHAS aTpOdHA» U B Ka4eCTBE IPYIIIEI CPABHEHHS
obcrnenoBankl 30 MAaMEHTOB ¢ AMAarHo3oM «GonesHs ITapkuHCOHA» 06CENOBAHHEE Ha 6aze 5
HEBPOJIOTUYECKOrO OT/ACNEHUS C MOJIEKYJIAPHO-TEHETHYECKOM naGopaTopueit U HalIojanuce
aMOyJIaTOPHO B KOHCYJIBTaTHBHO-IMATHOCTHYECKOM oTaeieHun ®IBHY HITH (r. Mockga). B
paboTEl  HCHONB3OBAHEI  COBPEMEHHEIE METOABl  HCCICHOBAHHA: ONEHKA  KIMHHMKO-
AeMorpauueckux NaHHBIX, aHAMHe3a 3a60JIeBaHus, CEMeHOro aHaMHes3a, HEBPOJIOIMYECKOr0 U
COMaTH4eCKOro  CTaTyca, JaHHBIX  HEHpOBM3yalM3allUM W HEMpOPU3UOIOrHIECKUX
00ClIe10BaHuUii, MOJIEKYIAPHO-T€eHETHIECKHE HCCIIEI0BAHNS (bparMeHTHEI aHamu3, mpsAMoe
cexkBeHupoBaHus 1o Conrepy, IILIP B peansHOM BpeMeHM), CTATHCTHYECKHE METOIEL

HUCCIICAOBaHUA.
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B pesynbrate paGoTel yTouHeH ¢eHoTHmMYeckuii cnektp MCA M ABYX €ro THMIOB
(MO3XK€4KOBOTrO M MAPKUHCOHHYECKOTO) y POCCHICKHX NAIMEHTOB, C OCOOBIM AKIEHTOM Ha
KIIMHAKO-UHCTPYMEHTAIbHOM aHAJIH3€ HAPYIUEHHUI CO CTOPOHEI BEI€TATHBHOMN HEPBHOM CHCTEMEL.
Taxxe BmepBele Ha ofHON Koropre manueHToB ¢ MCA wHCCie 0BaHbL OJTHOHYKJIEOTHHEIE
nonmuMopdusmer reHa SNCA ¢ Uenbl0 MOMCKA TEHETHYECKHX accouManMii, IoKa3zaHa
mibdepentmanshas sxcnpeccust SNCA 1 ero oTAeNbHEX TPaHCKPHIITOB, BriepBhie B Poccun u B
OZIHOM M3 [IEPBBIX UCCIICIOBAHUM B eBPONEHCKMX MOMYIAMAX Y HarueHToB ¢ MCA usydena pons
xoau3umMa Q10: mposeseHo cexBenupoBanue rena COQ2, NPOIyKT KOTOPOLo (k0-Q2) yuactByeT
B OMOCHHTE3€ BHINICYKA3aHHOTO KOSH3MMA, & TAKkKe OLEHEH €r0 YPOBEHb B nepudepudeckoit
KpOBH MAIKMEHTOB 10 CPABHEHHUIO C KOHTPOJIEM.

Teopetnueckoe 3HaueHHEe paGOTHl 3aKMIOYAETCS B  COMOCTABJIEHUH MOJIEKYISPHBIX
MEXaHU3MOB JBYX OCHOBHBIX (OpDM CHHYKICHHOIATHI HA TpeX YPOBHAX: TEHETHIECKOM
(uyxneotuaHsle Bapuantel SNCA), IIOCTTPAaHCKPUIIIIUOHHOM (aIIBTepH>aTI/IBHLIe TPaHCKPUIITHI
SNCA) W mOCTTpaHCILILMOHHOM (06muii ypoBeHp 6enka ansda-cuHykneuna). B paGote
TNIPOBE/ICHO MCCIIEIOBAHME BO3MOXHON poi KosH3uMa Q10 B pasBUTMM MHUTOXOHIPHUATBHOM
JMCHYHKUMK IPU CHHYKJIEMHOTIATHSAX: M3Y4eHE! HyKJICOTHIHEIE BAPHAHTEI reHa COQ2 u ypoBeHs
CKOppEKTHpOBaHHOro KodH3uMa Q10 B kposu. IpakTryeckoe 3HaYeHME PabOTHI 3aKIIOYACTCS B
ACTallbHOM OILICHKE KIMHMYECKO# rereporenHocty MCA ¢ omucaHmeM KIMHHYECKUX U
HeUpO(PU3MONOTrMYECKIX XapaKTEPUCTHK JBYX DEHOTHUIIOB 3a60EBaHMUs (MapKUHCOHUYECKOTO H
Mo3xeuKoBoro). Ilokasana muarHocTHYeCKas 3HAYMMOCTH GaTaped TecToB FOMHTa M KOKHEIX
CUMINATUYECKUX BBI3BAHHBIX MOTEHIMANOB M1 AuddepeHImansHoi auarHoctukn MCA ¢
KIIMHAYECKH OM3KUM 3a60neBaHieM— GoesHbto [TapkuHCOHa.

JInyHBIf BKJIam aBTOpa: IIOCTAaHOBKA LENH W 3a1ad WCCIIeI0BaHus, pa3paboTka u
BBITIOJIHCHUE [IPOTOKOJIA MCCIIEI0BaHUS, 0GOCHOBaHHE BEIBOJIOB H [IPAKTMYECKUX PEKOMEHIALIHIA.
Bce  oTambl  KIMHHYECKOrO  OCMOTpa,  HMHTepIpeTars HEHPODU3HONOTHYECKUX U
HEHPOBU3YaIU3aLMOHHBIX JAHHEIX, MOJEKYIAPHO-TEHETUYECKHE HCCICHOBAHMS, BKIFOYAS
aHaJIN3 JAHHBIX, BEIMOJHEHEI aBTOPOM JIMYHO. ABTOPOM IPOBEAEHEI aHANU3 U CTATHCTHYECKAS
06palboTka JaHHEIX, CHOPMYIHPOBAHBI BEIBOJIBI IO PE3YIBTATAM paboTsl, HOATOTOBIICHEI CTAThU
C Mocnefyomel nyOnukauuedl B HAYYHBIX JKypHANaX W NPENCTAaBICHUEM pe3yibTaToB Ha

HAYYHBIX KOHQEPEHIHAX.



[To Teme auccepranuyu omyGNUKOBaHO 6 HAYYHEIX paboT, B TOM 9MCHe 3 CTaThil B
PCUCHIUPDYEMEIX H3JlaHMAX, pexomennosanHsix BAK. [Muccepraums mcsnoxena ma 127
crpannnax. Cozxepaur 38 tabnui, 4 nprnokeHus u 22 prcyHka. Cucox JUTEPATYPHI BKIIOYAET
8 oredecTBeHHEIX 1 183 3apy6eKHBIX HCTOYHUKA JHTEPATYPHL.

Taxym oOpasom, mmccepranmonHas pabota Amgpeesa Makcuma Hukomaesuua
«Mynbrucuctemnas artpodus: QeHOTHNMYECKUY CHEKTp M MOJEKYNAPHEIE OHOMAapKephI»
ABJLACTCS. 3AKOHYEHHBIM HAYYHO-KBANUQUKAHOHHEIM TPYIOM, NONHOCTBIO COOTBETCTBYIOMUM
Tpeboanmam n. 9 «llonoeHMs O NPUCYRIEHMM YUEHEIX CTemeHei, YTBEPKIECHHOrO
[ocranornenmem [IpaBurensctea P® Ne842 or 24 ceHtabpa 2013 r. (B pemakuuu
Tocranosnenns or 25.01.2024), npepsaBnseMem K AuccepTallHOHHBIM paboTaM Ha COMCKaHUE
YYCHOH CTEMEHH KaHIMNaTa MeJHUMHCKHX HAYK, 2 e¢ aBTop, AHjpeeB Makeum Hukomaesyu,
AOCTOHH NPUCYIKNCHUS HCKOMOW CTENCHH KaHAWUAATA MEAUIMHCKUX HAYK MO CHEUMHANEHOCTAM

3.1.24. — Hesponorus u 1.5.7. — TeHeruxa.

PyxoBogurens — rnasubi HaygHEL COTPYIHUK
HayYHO-UCCNIENOBATENRCKOMN TabopaTopuu

“MonexynipHas MEAULIHA U FeHETUKA YEIOBEKa”
MEJHIHHCKOro HHCTHTYTa DeiepalbHOrO rOCYIapCTBEHHOrO
aBTOHOMHOrO 00pa30BaTENbHOIO YUPEsK AEHHS

BhICIIET0 06pazoBanus “Cepepo-Bocrounsrit

denepanbubiit yHEBepcUTET M. M.K. AMMOCOBaY
MunoGprayku Poccuu, OKTOp MEMUMHCKIX HAayK
(1.5.7-reneTuka (MeAULMHCKHE HAYKH)

u 3.1.21-neguatpus), gouest (1 5 7-reuerura)

Makcumosa Hanesxxna Pomanosna

QefepansHOoe [OCYHAPCTBEHHOS aBTOHOMHOE 0OPAa3OBATENHHOE YVUPEKACHUE  BHICIIErQ
o0paszoBanus  «Cepepo-BocTouHbi denepanbHEIl yHUBepcHTeT uMeHH M.K. AMMOCORay,
677000, r. Sxyrek, yn. Bemumckoro, gx. 58, tenepon +7 (4112) 35-20-90, unrepHer-caiit
opranusanyy: https://www.s-vfu.ru, e-mail: rector@s-vfirru.



A, Maxcumoa Hanexxna PomaHoBHa, 1310 COTNACHE Ha BXIIOYEHHE CBOUX TIEPCOHATBHEIX
AaHHEIX B JOKYMEHTHI, CBsA3aHHEIE ¢ paboTOH muccepramuoHHoro copera 24.1.186.01 pu
DeiepanbHOM rocyaapcTBEHHOM G1okeTHOM yupeskaeHun «Hay4nsiii LIEHTP HEBPOJIOTHU»Y, U

UX JajipHeinIyro obpaborky.

Maxcumora Hanesxna Pomasosna

&Y

Toanucs a.m.1. Makcumoroit H.P. sapepsio:
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