O138IB
Ha aBTOpedepar JuccepTalonHo# paboTsl AnnpeeBa Makcuma HukonaeBnuua Ha TeMy
«MynbTHCHCTEMHAS aTPODHS: HEHOTUIMIECKHUH CIEKTD B MOJIEKYIISPHBIE OuoMapKepsI,
IIPEICTaBICHHOM K 3alllUTe Ha COMCKAHUE YUYEeHOH CTEIIeHN KaHuIaTa MEeIAIIUHCKUX HAYK I10
- crenuanbHocTH 1.5.7. — ['eHeTHKA

Huccepranuonsoe uccnenopanne M.H. AHnpeeBa MOCBSINEHO H3YYCHHUIO KIHHHYECKHMX
U MOJIEKYISIPHO-TEHETHYECKUX ~OCOOEHHOCTEH MynbTHCHCTeMHOH arpodum (MCA) y
poccuiickux nanueHToB. MCA OTHOCHTCS K CHHYKJIEHHONIATHUSM, SBIISETCS PEIKOM MaTOJIorHei
CO CJIOXHOM AMarHOCTHKOH. B Hacrosmee BpeMs BBIOENSIOT 2 KIMHUYECKH Pa3TMYarOIIUXCS
tunna MCA, TeM He MeHee, KIMHUYECKUH MOMUMOp(u3M 3a00JIeBaHAs 3aTPyAHAET IIOCTAHOBKY
IIPaBUJIGHOTO JMAarHo3a, 0OJbIIOE KOJIMYECTBO CIy4aeB JAaHHOHM NATONOTHH JHArHOCTUPYETCS
OoKOO0YHO; CTAaHOBUTCSA OYEBHIHON HEOOXOMMMOCTH MEPECMOTpa CYIIECTBYIOIIMX KPUTEPHUEB.
BrLABIIEHBI HECKOJIBKO T€HOB, POJIb KOTOPHIX B pasBUTHU MCA mucKyTHpyeTcs, a Tak e ps
OGroMapkepoB ¢ HeJOKa3aHHOH OKOHYaTenbHO ponbio B matoreHese MCA. Bcee 510 ompenmenser
aKTyaJTbHOCTh AUCCEPTAUOHHOTO UCCIICTOBAHHS.

Huccepranuss NOCTpoeHa IO CTaHAAPTHOH CXeMe, B COOTBETCTBHH C KOTOPO
CTPYKTypupoOBaH ¥ aBTopedepar. Llens chopmynmpoBaHa YeTKO W JTAKOHHYHO, 0003HAUECHHEIE
3a/a4y COOTBETCTBYIOT Iend. Pe3ynpraTel paboTel HOJOXEHBI HAa Pa3HOOOpPa3HBIX
OTEYECTBEHHBIX U 3apyOeKHBIX KOHPEPEHITHIX.

B pesympTaTe TpoBeAEHHsS AWCCEPTAlMOHHOTO HCCIENOBAHUS OBUIM  H3Y4eHBI
dbeHoTUIHYECKNE OCOOEHHOCTH MALMEHTOB C MO3)KEYKOBBHIM W MApKUHCOHHYECKAM THIIAMH
MCA, noka3aHo, 410 cHekTp (eHoTHnuyeckux mpossieHus MCA mupe, uem Oone3HU
[Tapxunacona. IlokazaHo, 4ro  [ONS KOMIUIEKCHOH KOJMYECTBECHHOW OIICHKH BETCTATHBHOMN
muchyaknun (o6murataeit npumsHak MCA) BaxHO npuBiedeHue Oarapen TectoB HOwmHra u
KOXXHBIX CHMITaTHYECKUX BHI3BAHHBIX ITOTCHITHAIIOB.

MonekynIsapHO-TeHETHYECKOE TECTUPOBAaHUS BKIIOYAIO B ceOS IMMPOKUM CHEKTp
uccnenoBanuii. Tak, mepBbI 3Tam BKIIOYaT 2 BapuaHTa TECTHPOBAHWS: y MAIlUEHTOB C
napkuHCcOHWYeckuM TUnoM MCA — sk30HHBIX IepecTtpoek B reHax PRKN, PINKI, SNCA,
ATP1342 u DJ-1, u nByx TOo4euHbIXx MyTanuid B reHax LRRK2 u SNCA nns MCKIIOYECHHUS
HacleICTBEHHBIX (GopM Oone3nn [lapkuHCOHA; Yy MalMEHTOB ¢ MO3XeuykoBbIM TurmoM MCA —
OKCIIAaHCUM TaHJEMHBIX NOBTOpoB B reHax ATXNI, ATXN2, ATXN3, CACNAIA  nns
UCKIIIOUYCHHSI HACJIEICTBEHHBIX MO3XEUKOBBIX aTakcwid. 3areM y mnamueHToB ¢ MCA o0emx
rpynn (n=45), ¢ 6one3nsio Ilapkuncora (n=30) u B xoHTpone (n=20) OBLI MPOBENEH IOHMCK
HYKJICOTHAHBIX 3aMeH B reHax SNCA u COQZ2, u3ydeHbl acCOIMalliM BBIABICHHBIX 3aMEH C
[IaTOJIOTHEH. ACCOIMATUBHBINA aHATN3 Ha BRIOOPKAX YKAa3aHHOTO pasMepa MaJouH(pOpPMaTHBEH,
IIpHYEM aBTOPOM IPUBEICHBI B aBTOpedepaTe 4acTOThI TONBKO ajlieled, JaHHBIe O FeHOTHIIaX
OTCYTCTBYIOT. TeM He MeHee, BBIABJIEHA ACCOIMAINS OJHOro M3 BapuaHToB 1510005233 B reme
SNCA xax ¢ MCA, Ttax u c 6one3ubto [lapkuHCOHA.

Upe3BbUaiiHO HWHTEpeCeH (parMeHT MCCIENOBAHUS, TECTHPYIOUIMM  THIIOTE3y
mucbananca uzodopm Oenka u TpanckpuntoB SNCA, Kak IPpUIMHEI IaTOJIOTHYECKON arperanuu
0-CHHYKJICMHa B HEUpOHAX W/WIM TNIHAJIBHBIX KIETKaX IIPH CHHYKJIEHHONATHIX. ABTOPOM
ITOKa3aHO, YTO y MAI[HEHTOB C CHHYKJICHHOIATHSIMU 3HAYUTEIHHO IIOBBIIEHA 00IIast SKCIPeCcCus
SNCA B ne#ikonuTax, MIpeAIoIoXuTeNbHO 3a cueT u3ohopM SNCA98 u SNCA112 (u30dopMsl,
HE comeprkarue 3k30H S5). Kpome Toro, 3aperucTpupoBansl pa3nnaus obmel sxcnpeccun SNCA
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npu cpapHenuu TunoB MCA, 4TO MOXKET CBUIETENLCTBOBATL O PA3IMYHBIX MOIEKYISPHBIX

MeXaHU3MaX, BOBIEYEHHBIX B ATOIOTHYECKMI ITpoece Mpu pasHex hopmax BoresHu.

BrBoasl chopMyTUpOBaHBl B COOTBETCTRBUM € MOCTABICHHBIMU 3aiaYaMM, JIOTHYHO
00001Iar0T pe3yNbTaTh ucenenoranus. [lo Teme nuccepranmy onyOIMKoBaHo 6 HayIHBLIX pador,
B TOM YHCTIE 3 CTATHY B PElleH3NPYEMEIX HAYYHEIX XKypHAIax, pekoMennosanHex BAK,

B uemom pabota HMpOM3BOAMT OYeHBb ONAroNpUsATHOE BIEYATICHHE, XOTA M He MHMINeHA
HEKOTOPBIX HENOCTATKOB, HE YMaIsAIOIIHUX EHHOCTH AMCCePTALIMOHHOIO UCCIeTOBaHUS. TaK:

- TPOBEIEHHBEIM B paboTe aHATKU3 acCOUMAMM MOXKHO CUNTATh JMIUb NPEOBAPHTEIBHBIM
TUIOTHBIM HCCIENOBAHUEM BBHAY Maloro pasmepa BhIOOPOK, HEIOCTATOYHOrO Jis
oA06HOT0 aHaIn3a;

- noloxeHWe 1, BEIHOCHMOE Ha 3alUTy COHOPMYIMPOBAHO CIHIIKOM O00IME W OTpaxaer
YPOBEHE HCCIENOBAHUY HA MOMEHT IO BBITOTHEHMUS JUCCEPTALMAMN;

- B aBTOpedepaTe CONCPXRUTCS PAIl CTHIMCTHIECKUI HETOUHOCTEH;

- pe3yapTarhl, 0cOOEHHO OTPUIATENBHEIC, B aBTOpedepare He NOCTATOYHO IIOAKpEIUICHEI
rdpaMu, UT0 3aTPYIHACT UX aJeKBAaTHYIO OLEHKY.

BrickazanHple 3amedaHyds He NPHHLIANFAAIBHEL W HE CHWIKAIOT aKTyalbHOCTE H
3HAYAMOCTE PadOTEL

Taxmm obpasoM, cozepkaHue apTopedepara WO3BOMKET CHENATH BEIBOA, HTO
mUccepTauuonHoe uccnenoarme Anapeesa M.H. ma temy «MynpTucucremuas arpogus:
deHOTHUIHYECKUI CIEKTP W MOJEKY/IpHBIE OHMOMAapKepel», MPEACTABICHHOE HA COUCKAHME
YYEHOI CTeneny KaHMIaTa METHIIMHCKIX HayK 110 cnenmansrocta 1.5.7. — ['eneruka, sBnsercs
3aKOHYCHHBIM TPYIOM.

Juccepranmonnas paboTa TOMHOCTBE) COOTBETCTBYeT TpeboBaHWsM IIyHKTa 9
«Ilomoxenus 0 MPUCYKICHUN YIeHBIX cTeneneii» o1 24 centsdpa 2013r, Ne842 (B pemakim oT
25.01.2024), npenbapiseMbIM K KaHAHTATCKUM JHCCEpTAlHAM, 8 €€ aBTop, HEeCOMHEHHO,
3ACHYKUBAET MPUCYIICHHUS CTEMEHT KAHIUIATA MEIUIMHCKAX HayK 10 cenransaocTy 1.5.7. —
['eneTHka.

Hayumsiit pykosomaTens Tomckoro HUMII,

HayaHEDf pyKOBOIHTEIE HAYYHO-MCCIEN0BATENFCKOTO HHCTUTYTA MEUIIWHCKON TeHETHKY
DenepansHOTo TOCYAAPCTRERHOTO OIOMKETHOTO HAYIHOTO YUPEREH S

«ToMckuri HANOHATEHBIA HCCEIOBATENbCKUE METUITHHCKHN LEHTD

Poccuiickoif akaneMun HayK»,

JOKTOP METHIMHCKHX Hayk (1.5.7 - reneTrka),

npoteccop, akanemuk PAH, 3acnyxeHHsli NedaTens Hayka PO,
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CaeneHust 06 OpraHu3aIuy:

634050, r. Tomck, Habepexnas peku Yraiikw, 1. 10.
DenepaabHOE TOCYAapCTBEHHOE OI0IKETHOE HAYYHOE YUpEXKIeHHE
«Tomckuii HalMOHAIBHBIN HCCIIEN0BATEILCKUM

METUIMHCKHH neHTp Poccuiickoit akameMuu HayK»

Caiit opranmzanuu: http://www.tnimce.ru/

e-mail: center@ tnime.ru

tenedon: +7 (3822) 51-33-06
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