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OT3bIB
Beayllel OpraHu3aldi Ha JHCCepPpTalHOHHYI0 padoTty CmupHoBa Hukoas
AnapeeBnya “UccieqoBaHue aKTHBHOCTH MOTEHIHAIBHBIX HHCYJISITOPHBIX H

IHXAHCEPHBIX 3JIEMEHTOB reHOMA Ye10BeKa”, NpeACTABIEHHYI0 HA CONCKAHHE
Y4eHOil cTeleHH KaHAHAATa OHOJOrHYeCKHUX HAYK MO CeNHaJTbHOCTH
03.01.03 — MoJiexy1sipHasi 0M0J10TUsl.

Huccepranmonnas pabora CmupHoBa H.A. mDoOCBsIeHa aKTyaJlbHOU
npobiemMe (GYHKIMOHATBHOM TEHOMHKH — WCCIIEOBAaHUIO AaKTUBHOCTH yUC-
PEryJIATOPHBIX 3JIEMEHTOB, B YACTHOCTH 3HXAHCEPOB, HHCYJISITOPOB U MPOMOTOPOB
B TIE€HOME 4YelloBeKa. BpinmomHeHHas paboTa sBIsSEeTCS YacThIO MacIITaOHOIO
IIpOeKTa, IPOBOJMMOrO B JIaOOPAaTOPUM CTPYKTYPhl U (DYHKIHH IeHOB dYeoBeKa
MbX PAH, 3amadedl KOTOpOro sBiSeTCS BBISICHEHHE IIOJIOKEHHS M POJIH
PEryJIATOPHBIX 3JEMEHTOB T'€HOMAa, OTHOCSALIUXCS K pa3IMYHbIM KjaccaM
(GYHKIHOHABHBIX TOCIEIOBATEIBHOCTEN, JIOKATU3YIOIUXCS B ITOJUTEHHOM

JIOKYC€ XpOMOCOMBI 19 yenoBeka JIMHOK 1 MJH. II.H.



Jluccepranrionsas pabota m3noxena Ha 119 cTpaHMIAX MAMIMHOMUCHOTO
TEKCTa CONEPKUT 22 PUCYHKa, 9 TabnuI, MOCTPOeHa [0 TPAJUIMOHHOMY ILJIaHy H
COCTOMT U3 BBE/ICHUs, BKIIOYAIOUIEr0 NIOCTAHOBKY Ileell U 3ana4 paboTel, 0630pa
JUTEPATYPhbl, ONHCAHUA MaTepuasoB W METONOB, H3JI0XKEHHUS IOJy4YEeHHBIX
pe3y/ibTaTOB M UX OOCYXIEHHs, BHIBOJOB M CIHCKA LUTHPYEMOH IHTEpaTyphl,
BKJIIOYAroIero 275 cchUIoK.

O030p nMTEpPaTYpBl COCTOUT U3 JBYX OCHOBHBIX pa3iesioB. B mepBoii yactu
0030pa MTEpaTYphl COAEPXKHTCA oboOwIaomas uHOpMaMs 00 SHXaHCep-
OJIOKMpPYIOIIMX 3]IEMEHTaX, HX CBOMCTBAX, MEXaHU3MAX JICHCTBUS U PEryIISILIUH KX
AKTHUBHOCTH. B JTaHHOM pasnene [IPUBEICHO o0CyXKIeHHe
MHOroQyHKIMOHaIbHOrO (akropa Ttpanckpunuuu CTCF, otBewaromero 3a
DHXAHCEP-OOKUPYIOLIYI0 AKTUBHOCTh HMHCYJIATOPOB ITO3BOHOYHBIX W OIHCAH
Hanbonee m3ydenHsii CTCF-cBssbiBatommii  HS4-uncynstop wu3  Gera-
TJIOOMHOBOTO JIOKyCa, MCIOJB30BaHHBIE B paboTe B KauecTBE MOMEIBHOTO
obwekra. O6cyk)naroTcst 0COOEHHOCTH pacipeesieHus caiiToB cBsi3biBanusi CTCF
B TeHoMe. BrTopoil pasnen MOCBAIEH JyKapHOTHYECKHM JSHXAaHCEpaM, HX
OCHOBHBIM XapaKTePUCTHKaM W CBOMCTBaM; ONMCaHbl METOIbl HICHTH(OHKALUH
3HX3HCEpOB M OCHOBHbIE MOJEIM MEXaHM3MOB HX neiicTBus. Mcmonb3yemele B
0030pe naHHble B3ATHl U3 COBPEMEHHBIX JUTEPATYPHBIX MCTOYHHKOB M XOPOIIO
WUTIOCTPUPOBaHbl. B memoM 0030p nocTaTouHO HWH(OPMATHBEH, XOPOIIO
CTpyKTypupoBaH. K HerocTarkaM JuTepaTypHOro 0030pa MOKHO OTHECTH OOIIMiA
KpaTKHi CTHJIb H3JI0XKEHHS, CTUIMCTUYECKHE MOTPEUIHOCTH W HEKOTOPEIE
HETOYHOCTH (hopMyTMpoBoK. CTOUT TaKKe OTMETHTH UTO JIMTEPATYPHEIN 0630p He
BKJIFOYAET B Ce0sl ONMCaHue JABYHANpPABICHHBIX IIPOMOTOPOB, H3YYE€HHIO KOTOPBIX
yIeleHa OHa U3 IJ1aB JUCCEPTAIlUH.

Paznen  «Marepuansl #  MeTomsl»  MOAPOOHO  OMMCHIBAET  XOJI
OKCIIEPUMEHTOB,  BBINOJIHEHHBIX CoMcKareneM. OnucaHue SKCIepHMEHTOB
JOCTAaTOYHO IIOJIHO U MOAPOOHO ISl UX BOCIIPOU3BENEHUS.

['maBa pe3ynbTaThl U MX 00CYKICHUE COCTOUT M3 YEThIPEX YacTel. B neppoit

4YaCTH C UCIIOJIb30BAHNEM METOLOB CpaBHHTeHBHOﬁ H (i)}’HKHI/IOHaHLHOﬁ I'€HOMUKHU



[IPOBEACHO ACTAJIBHOE HCCICAOBAHUE 3HXAHCEPHOI'O 3JIEMEHTA PACIOJIOXKCHHOI'O
BO BTOpPOM HWHTpoHe reHa UZAFIL4, paclojO)X€HHOIO0 B IIOJHI€HHOM JIOKYyCe
XpoMocoMbl 19, BbIsABIEH (parMeHT, OTBEYAIOIIMN 3a €ro 3SHXaHCEPHYIO
akTUBHOCTb. C NOMOIIBIO MeToJa CHABHUIa 3JIEKTPO(GOPETHUECKON MOABHKHOCTH
NOATBeprKAeHa QyHKIIMOHATIbHAS POJIb KOHCEPBATHBHBIX 00IaCTEH.

Bo Bropoii wacTM HccienoBaH JIByHANpaBJIEHHBIH MPOMOTOp Mapbl '€HOB
PSENEN wn U2AFIL4, pacrnojOXeHHBIH B HEMOCPEICTBEHHOW OJIM30CTH OT
HCCJIEJOBAaHHOTO B IIEpBOM 4acTh 3HXxaHcepa. OnpeneneHbl KOHCEpPBAaTUBHBIE
o0nacTy ¥ nokazaHa UX (QyHKIHOHAIbHAs pojb B paboTe mpoMoTopa. JlokaszaHo,
YTO  HCCJIEAYEMBI  IPOMOTOp  SBISETCS  WUCTUHHBIM  JBYHalpaBlIEeHHBIM
npoMmoropoM. K HexgocTtarkaM CTOMT OTHECTH TO, YTO B3aHMMOCBSI3b IIPOMOTOpA U
JHaxaHcepa HHMKaK He H3y4YeHa, HEeCMOTps Ha TO 4YTO OJHOW U3 Leneun
UCCIIEOBAaHHsS OBLIO H3y4YE€HHE IPOCTPAHCTBEHHOI'O COJIDKEHHUs YyKa3aHHBIX
snemMeHTOB. Ha Hamr B3risin OaHHBIA BONpPOC HYyXIaeTrcss B Oojiee JeTalbHOM
npopaboTke.

Tpetpst 4acTh NOCBsIIEHAa aHAJIM3Y SHXAHCEPHON U HXaHCcep-OIOKUPYOIIeH
aKTUBHOCTU I10CJIEIOBATE/IBHOCTEN B HCCIeAyeMOM JioKyce. B maHHOM pazpene ¢
VICIIOJIb30BaHMEM CHUCTEMBI IBOMHON JIOLU(Epa3sHOd AETEKIMH MPOBEJICH aHaJu3
noclieIoBaTeIbHOCTeH, OTOOpaHHBIX Ha OCHOBAaHHU OCOOCHHOCTEH CTPYKTYpPBI
XpOMaTHHA U XapaxKTepa paclpelesieHUsl CAaiTOB CBA3BbIBAHUS TPAHCKPUIIIIMOHHBIX
¢aktopoB. Taxke aBTOpOM TIIPOBEIEH aHalU3 SHXaHCep-OJOKUpYyroIen
aKTUBHOCTH paHee MACHTU(QUUUPOBAHHBIX B J1a0OpPATOPUU IOCIEI0BATEIBHOCTEN
NOTEHUUATbHBIX HHCYJIATOPOB, HIECHTU(GUIUPOBAHHBIX C HCIOJIb30BAaHUEM
CHUCTEMBI NO3UTUBHO-HETaTUBHOMN ceneknuu. Cpenn >HXaHCEpPHBIX M dHaxaHcep-
OJIOKMPYIOIIHNX [10CJIEOBATEIBLHOCTEH BBISIBJIEHO HECKOJIEKO
IIOCJIEZIOBATEIBHOCTE C HMHTEPECHBIMH OCOOEHHOCTSMHU, KOTOpPhIE MOTYT OBIThH
HCII0JIB30BaHBbI JUIs JaJbHENIIEro U3y4YeHUsI.

YerBepTass 4acTb IOCBSLIEHA U3y4YEHUIO 3(QQeKkTa akTHBAIMU POMOTOpA
SHXAHCEPOM B MpaHc-NOJI0KEHUH B CHCTeMe NBOWHOH Jronudepa3Hol TeTeKIIUH.

ABTOpOM ITOKa3aHO, YTO aKTUBHOCTL 3HXaHCEpa B mpdaHC-IIOJ0XECHHUH 3aBUCUT OT



MPOMOTOPA M THUIA KIETOK M, KaKk ObLI0 ToOKa3aHO ¢ moMmornsto 3C anammsa,
BKJTIOYaeT B ceOst (u3ndecKylo CONMKEHHOCTH MPOMOTOPA C 3HXAHCEPOM.
ViccreIoBaHHEIH 5()eKT HHTEPECeH HE TOIBKO ¢ TEOPETHYECKON TOUYKH 3pEeHH,
HO U C MPaKTHYECKOH, HalpUMep, IPU MHTEPIIPETALMU PE3y/IbTaTOB, I10Iy4aeMbIX
B IIOAOOHBIX CUCTEMAX.

Jucceprauns 3akaHuMBaeTCs BBIBOAAMH, OTPAKAIOIEMH TO HOBOE, UTO
aBTOp IO0Ka3al B CBoe# paboTe. BrIBombl ckaTo, KpaTko M yOeIHUTENBHO
AE€MOHCTPUPYIOT OCHOBHBIE IOCTHXEHUS aBTOPa. ABTOP, HCIIOJIb3Ys COBPEMEHHBIE
MOJIXO/IBI M METOJBl MOJIEKYJISPHON OMOJIOrUH, IMOTYYHSI HOBBIE JOCTOBEPHBIC
pesynbTaThl. Jlucceprauvonnas pabora anpobupoBaHa B psAfe  HAydHbIX
KOH(epeHUUH, a ee MaTephan JOCTATOYHO MOJHO TPENCTaBIEH B YeThIpeX
CTaThsIX, OIyOJIMKOBAHHBIX B PEIICH3UPYEMBIX )KypHAJIaXx.

PesynbTaTel paboThl IOCTaTOYHO MOJNHO OTPaXeHbl B aBTopedepaTe U B
nyonukanusx. [IpUHIMIHANEHBIX 3aMeYaHdil MO pe3yibTaTaM paGOTHl HET, a
OTMEYEHHbIC HEJOCTAaTKH HUKAK HE CHI)KAIOT BBICOKOW OLIEHKH INpeNCTaBICHHOM
paboThI.

Pesynbrathl [uccepTalMOHHOM paboThl, OJIyYeHHBIE ABTOPOM, MOTYT GBITH
UCII0JIb30BaHbI B HayYHO-HCCIIEI0BATEIbCKOM paboTe, MPOBOANMOIL B
®enepanbHOM rOCy1apCTBEHHOM OIOIKETHOM yupeXXIeHuH Hayku MHcTHTyTe
6uonoruu rena Poccuiickoit akanemun Hayk, Oe/lepalbHOM TOCYIapCTBEHHOM
OXOJKETHOM YUpEXIeHUH HayKu VIHCTUTYTe MONEKyISpPHOI FreHeTHKH
Poccuiickoii akanemun Hayk, PenepalbHOM roCy1apCTBEHHOM OFOIKETHOM
yupexaenun Hayku MHcTUTyTe 001meli renetuku um. H.U. BaBunosa Poccuiickoii
aKaJeMUU HayK, PeepaabHOM rocy1apCTBEHHOM OFOKETHOM yUPEKIEHUH
Hayku IHCTUTyTe MosieKyapHoit 6ronorud uMm. B.A.Durensrapara Poccuiickoit
aKaJeMHHU HayK. MeToanyecKue Noaxoasl M MaTepHallbl AUCCEPTAIIME MOTYT OBITH
HCIIOJIb30BaHBI ITPH 00yYEHUH aCIIUPAHTOB U CTYAEHTOB-IUILIOMHUKOB B 00J1aCTH
MOJIEKYJIIPHON OUOJIOTHH.

Bbicokuii MeToqu9ecKuii ypoBeHb paboThl, €€ TeopeTHYecKass 3HAYMMOCTb

ITIO3BOJIAIOT CH€JIaTh 3aKJIH4YEeHUEe O TOM, 4YTO HUCCEPTALIASA  YJIOBJIIETBOPSET



TpeboBanuiM BAK, ycramosnenssmv "TlonoxenreM o TIPUCYXJEHUM YUEHEIX
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creneHei" (yTBepxaeHo IlocranosnenueMm IlpaButensctsa P® ot 24.09.2013 r.
Ne 842 ¢ usmenenusamu ITocranosnenus IpaButensctBa P® ot 21.04.2016 1. Ne
335, B pen. Ilocranosnenus I[pasutensctea P or 02.08.2016 r. Ne 748), a ee
aBrop, CmupnoB Hukonait AmnnpeeBuu, 3acmyxuBaer INPUCYKIECHUS y4eHOH
CTENCHU KaHIMJaTa OHOJOrMYECKHUX HAyK II0 CIICLHAJIBHOCTH «MONEKYJIApHAs
ouomnorus» (03.01.03).

PesynbraThl nuccepranmnonHoii paborsr CmuproBa H.A. 3aciyllaHbl, OT3bIB

00CyXHeH M yTBEpKIGH Ha KOJUIOKBUYMe J1abopaTopHu CTPYKTYpHO-

GyHKLIMOHANBHOI opranuzanuu xpomocom B PAH 19 arnpeins 2017.

[JIaBHBIM HAay4YHBIN COTPYAHUK

JIabopaTopuu CTPyKTYpHO-(pYHKLIHOHAIBHOM

opranuzanuu Xxpomocom denepalibHOro rocyapCTBEHHOIO
OXOIUKETHOTO yUpeKAeH!s Hayku VIHCTUTyTa 6HOJIOTHH TeHa
Poccuiickoii akanemuu Hayk
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