OT3bIB
Ha aBTOpedpepaTt aucceprTaumm NMporacoson Mapuu CepreeBHbI
«FeHeTUueckue hakTopbl peakux (opM BPOXKAEHHbLIX MO3XKEYKOBbIX aTaKCUMY,
npeacTaBrieHHOM Ha COMCKaHUe YYEeHOW CTeneHu KaHanpgaTa 6Monoruyecknux Hayk

no cneunanbHocTu 1.5.7 — reHeTHKa

CoBpeMeHHble TeHeTU4ecKkMe TEXHOMOrnM OTKPbIBaAlOT HOBbIE MNEepCrneKkTuBbl ANA
nccnepoBaHus naToreHesa HacneAcTBEeHHbIX 3aboneBaHui, WX AWarHOCTUKW, a Takxke
pa3paboTkyn NepCcoHanU3NpPoOBaHHbIX MOAXOA0B WX nNpodunakTvkym u nedexus. OpHako
HECMOTPS Ha TEXHOMOMMYECKUIA NPOPbLIB B CEKBEHMPOBAHUN NEepCcoHarbHbIX FEHOMOB U1 9K30MOB,
WHTepnpeTaumss nonyvYaembiXx f[aHHblX OcCTaeTca  3aTpyaHuTtensHon. CoBpemeHHble
OVarHoCTuYeckne naHenu Nub YaCTUYHO OXBaTbIBAKOT NOTEHUMAIbHbLIE FEHETUYECKUE NOKYChI,
CBA3aHHble C KOHKPETHbIMK 3aboneBaHusAMU, U He MO3BONAKT AMarHOCTUpPOBaTb MHOrve
penkue 3abonesaHus, B TOM YUCME NaTONMOMMM MO3XKEYKA, reHeTUYEecKne npuYnHbl KOTOpbIX
elle He ycTaHoBneHbl. [lncceptaunoHHan pabota MNpoTtacoson Mapum CepreesHbl NOCBALLEHa
aKTyanbHOMW W coBpemeHHo Teme «[eHeTuyeckne akTopbl peaknux dGopM BPOXAEHHbLIX
MO3XXEUYKOBbIX aTakcui». B pabote nccneayetcs npobnema maeHTUUKaUUN reHeTUHeCcKUx
MPUYMH Y MauMEHTOB C PeaKkMMU hopmMamMy BPOXKAEHHOW MO3IXKEYKOBOW aTaKCUM WU CUHApPOMA
CAMRQ.

B awuccepTtauuoHHon paboTe aBTopom ObinyM nofnyyYeHbl HOBblE AaHHbIE, BHOCALME
3HaYMMbIA BKNag B WCCNEQOBaHUE TEHETUKUM BPOXAEHHBIX MO3XKEYKOBbIX MaTOMorun.
MonyyeHHble pesynbTaTbl MMEKT Hay4YHO-(pyHAAMEHTanbHoe 3HayYeHne u ByayT nonesHbl Ans
AanbHEeMWMX MONEKyNspHO-reHeTUYecknx uccneposaHun. Tak, B reHe ABCB7 Bnepsble
BbiSIBNIEH HOBbIN NaTOreHHbIN BapuaHT B 06nacTv, KOAMPYIOLWEN BHYTPUMUTOXOHAPUANbHBIN
AOMeH. Kpome Toro, MHTEPECHbIM SBMAETCA COYeTaHWe AaHHoro BapwaHta B reHe ABCB7 ¢
peneuven B reHe ATP7A n wnx o6owaHOE BNMSIHAE Ha COOTHOLUEHME KOHLUEHTpauuin u
YyTUNU3aLUMI0 WOHOB Meau u xenesa B knetke. B reHe GRM7 HOBbI BapuaHT BbIsiBNEH B
obnacTtu, Koaupylowen ceabMon TpaHCMeMbpaHHbIA AOMEH, KOTOpbIA B3auMOAEWNCTBYET C
annocTepu4YeckKMM  MOAYNSTOpaMK,  PErynMpyrOWMMU  aKTUBHOCTb  MeTaboTponHoro
rnyTamaTtHoro peuentopa. O6HapyxeHa cBasb reHa GRID2 ¢ pegkum 3abonesaHnem CAMRQ
N nccnepoBaHbl 3BOMOLUMOHHbBIE acnekTbl. BaxxHO 0TMeTUTb, YTO B paboTe Bnepsblie nokasaHa
cBA3b reHoB LRCH2 n CSMD1 c natonornen passutus Mosxedka. PyHKUMM OaHHbIX FeHOB
Marno u3yyeHbl, N AaHHaa paboTa co3gaeT OCHOBY ANA AanbHENLWNX UCCRefoBaHUn aTUX reHoB

1 UX BKNaga B MOTOPHbIE (OyHKLUN.

HecoMHeHHO, nony4yeHHble B paboTe pesynbTaTbl MMEKT MPaKTUYECKoe 3HaYeHue.
MonyyeHHble AaHHble MOryT ObiTb MCNOMb30BaHbl ANA Pa3paboTkM ANarHOCTUYECKUX METOA0B.

Takke B paboTte paspaboTaH GMOMHDOPMATUYECKMIA NOAXOL AMsi MOUCKA KaHAWOATHbLIX FEHOB



reHeTuyecknx 3abonesBaHWii C MNOMOLLbK CpaBHEHMA YHKUMA U “NPOCTPaHCTBEHHO-

M

BpeMeHHOU 3Kcnpeccun Cc reHamun napanoramu.

ABTOpedepaT [AOCTAaTOMHO MOMHO OTpaXaeT MonyyYeHHble pe3ynbTaTbl, XOPOLUO
CTPYKTYpUpOBaH W nNpounnicTpupoBaH. BbiBogbl 060CHOBaHbl M ACHO CHOPMYNMPOBaHbLI.
PesynbTaTbl guccepTaumnm NpeacTaBneHbl Ha POCCUIMCKUX U MeXAyHapoAHbIX KoHdepeHuuax. B
obLleit CNoXHOCTU MOAroTOBNEHO 7 nybnukauuni, u3 KOTopbiX 3 CTaTbl B MEXAYHapOAHbIX

pPeLEeH3MpYyEeMbIX XypHanax, pekomeHaosaHHbIx BAK.

OucceptaumoHHas paborta [poTtacoson Mapun  CepreeBHbl  COOTBETCTBYET
TpeboBaHVAM, npeacTaBneHHbiM B «[MONOXEHWM O MPUCYXOEHUN YYEHbIX CTeneHen»
(yTBEpXKAEHO nocTaHoBneHnem npasuTensctea P® oT 24.09.2013 Ne842), a ee aBTOp
3acnyxumBaeT MPUCYKOEHUS WCKOMOW CTeneHu KaHaupata Ouonornyeckux Hayk no

cneunanbHocTn 1.5.7 — reHeTuKa.

CornacHa Ha BKMHYEHMe B aTTecTauMoHHOe Aeno M AanbHenwyio obpaboTky Moux
nepcoHanbHbIX AaHHbIX, HeobxoauMbIX ANs npouedypbl 3awuTbl guccepTtauum NpoTtacosow
Mapuun CepreeBHbl, UICXOAS U3 HOPMAaTUBHbIX AOKyMeHToB [MpaButensctea P®, MuHobpHayku
P® n BAK npu MuHoGpHayku PP, B TOM yucne Ha pasmeLleHne ux B cetn MIHTepHeT Ha canTe

NOleH PAH, Ha cante BAK, B eguHON MHOPMaLMOHHON CUCTEME.

[OMKHOCTb: Hay4YHbIA COTPYAHUK
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UHeTnuTyT Broxmmun nm. A.H. Baxa

denepanbHbll  UCCNEeaoBaTeNbCKUA LEHTP «PyHAaMeHTanbHble OCHOBbI GUOTEeXHonorum»
Poccuinckon akagemun Hayk (PUL BuotexHonorum PAH)

KaHauAaT XMMUYECKMX HayK

TenedoH: (495) 660-34-30 006.418

Appec anekTpoHHou noyvtel:  ansdotsenko@gmail.com 4

{ —~

('che 7 Oouenko A.C.

Moanuce JoueHko A.C. 3aBepsio:
Qxexg?ﬂorhh K

% 4.
) i 307650,

Opnoseckuin A.P.
2023 .



