OT3bIB

Ha aBTopeiepaT AuccepTaumy Jonbckoro AsekcaHgpa AnekceeBunya «Hekopupyroume
PHK B nartoreHese 3abofieBaHWil, accoLMMPOBaHHbLIX C JIOMKOM X-XPOMOCOMOI»,
NpeacTaB/eHHON K 3aluTe Ha COMCKaHue CTeneHW KaHgupaata OMOonornyeckmx Hayk Mo
cneymanbHocTn 1.5.3 - MonekynsipHas 61onorus

Pabota [onbckoro AnekcaHipa AnekceeBM4ya MOCBALLEHA WCCEA0BAHUIO y4yacTus
MUKPOPHK B pa3sutun 3a60neBaHuiA, CBA3aHHbLIX C JIOMKOW X-XpOMOCOMOW. Ha cerogHs
O4HUMM U3 HauMeHee W3y4eHHbIX 06/1acTeil TeHETMKU YenioBeKa SABNAKTCA 3ab0neBaHus,
accouMmpoBaHHble C 3KCMaHcuer NOBTOPeHHbIX nocnefgosatenibHocTen AHK. 3ta myTtaums,
npomncxoaLas, Harnpumep, B NPOMOTOPHOM o6nactu reHa FMR1, npuBoAMT K (hpakconaTusm -
CUHAPOMaM, CBs3aHHbIM C aKkcnaHcmeil CGG nostopa B 5’-HTO MPHK reHa FMR1. 3BecTHo,
yto pasmep CGG noBTOpa HanpAMYK He KOppenvpyeT C pasBUTUEM MaTONOrMIn Yy HOCUTENei
npemyTaHTHOro annens reHa FMR1, a 3HauuT, BKMag B NatoreHe3 BHOCAT Apyrve (hakTtopsbl.
OfHUM 13 BEPOATHLIX YYaCTHMKOB 3TOr0 npouecca ABNATca MUKPOPHK, HO fO cux mop He
OblN0 MpeaoXKeHO [eTafbHOTO MexaHu3Ma WX YyyacTus B pasBuTUM  3ab0seBaHui,
accoUMUPOBaHHbIX C JIOMKOM X-XpOMOCOMOW. BblbpaHHas TemaTuka SBAETCA KpaiHe
aKTyaJlbHOW B CWIy TOro, 4TO METOAOB Le/IeHanpPaBNeHHOro JfleveHns Qpakconatuii  He
CyLLeCTBYET. ['eHETUYEeCKoe TECTUPOBaHME AaHHbLIX CUHAPOMOB 3aK/OYaeTCsa /UL B aHaIM3e
pasmepa CGG nosTopa y nauueHToB. OfHako NO 3TUM [aHHbIM HEBO3MOXHO YCTaHOBUTb
cteneHb nposeneHnii FXTAS n FXPOI y HocuTenein npemMyTaHTHOro annens.

B pabote aBTOp npegnaraeT WCCNeLOBaHWe, KOTOPOe MakCUMasilbHO — MOJHO
LIEMOHCTPUPYET BOBMEYEHHOCTL MUKPOPHK B perynaumio aktmBHocT reHa FMRL OHo
OCHOBAHO Ha MpPUMEHEHUW Pa3INYHbIX MOJENel: KakK KNeTOYHbIX IMHWA B-numdgounTos,
MOMTyYeHHbIX OT MauMeHTOB C CMHAPOMaMK, TaK UM MbIWMHBIX MOZeNei. icnonb3oBaHue 3TuX
[BYX MOAE/NbHbIX CUCTEM MO3BOMNIO MOMYUYUTb KOMMIEKCHOE MpefcTasiieHne 06 ydvactuu
MUKPOPHK B peryndaumm aktuBHocTn reHa FMR1 B opraHu3me yesioBeka M y4yacTun B pasBuTun
3abonesaHuini. Kpome TOro B paboTe npeasiokeHa CUCTEMa Ha OCHOBE MasMUAHbLIX
KOHCTPYKUMIA Onsi OuUeHKM B3aumogeincteus MUKpoPHK ¢ 3’-HTO MPHK reHa-muLueHw.
Brnarogaps el MosBNSAeTCA BO3MOXHOCTb 3KCMEPUMEHTa/IbHO YCTaHOBUTb B3aMIMOAENCTBUIE,
npefckasaHHoe 6a3aMy  f[aHHbIX, 4YTO pacluMpseT MoHWMaHWe y4vactus MUKpoPHK B
XWN3HELeATeNbHOCTU KNETKM.

Jonbckum ALA. NpoBefieHO O6LUMPHOe KCCefoBaHne € NPUMEHEHWEM COBPEMEHHBIX
METOZLOB MOJIEKY/SAPHON BUONMOrMM U TeHHON WHXeHepun. OBOCHOBAHHOCTb BbIBOJOB W
MONOXEHWNIA, He Bbl3bIBAET COMHEHWIA. Pe3ynbTaTbl UCCNefoBaHNUsA OMy6/MKOBaHbl B 5 HayUHbIX
pabotax B JXypHasax u3 cnucka BAK P®, 410 noaTBepXAaeT akTyaJlbHOCTb TeMbl
nUccnefoBaHMA W aKKypaTHOCTb ero BbIMOMHeHWA. Martepuan B aBTopeepate W3/I0XKeH
nocnefoBaTe/lbHO W IOTUYHO, PUCYHKM W Tabnuubl HarnsgHo AEMOHCTPUPYHOT MOJSTyYeHHble
pesynbTarhbl.

Takum obpasom, gncceptaums [onbckoro AnekcaHapa Anekceesnya «HekoavpyroLme
PHK B naToreHe3e 3ab0/1eBaHWiA, accoLMMPOBAHHbLIX C /IOMKOM X-XPOMOCOMOM» SBNSETCA
3aKOHYEHHbIM Hay4HbIM MCCMEA0BaHNEM, YbA aKTyas/lbHOCTb, HOBM3HA M Hay4HO-MPaKTUYecKas
3HAYMMOCTb COOTBETCTBYHOT TpeboBaHMAM M. 9 «[0N0XKeHNs 0 NOPAAKE NPUCYXXAEHUS YUEHbIX



CTEneHen», YTBEPXAEHHOro mnocTaHoBNeHWeM [lpaBuTenscTBa Poccuiickoi degepaumn ot
24.09.2013 r. No 842, npeAbsiBNAEMbIM K AMCCepTalUMsiM Ha COMCKaHME YYEHOW CTeneHu
KaHAuaaTa HayK, a ee aBTop 3aCNy>KUBAET NPUCYXKAEHWS UCKOMOI YYEHO CTEMNeHW.
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