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Ha aBTopedepat nucceprauuu CazonoBoit Maprapurbl AjleKcaHAPOBHBI Ha
temy: «CBsi3b MyTauuiit MUTOXOHAPHAJIBHOIO reHoMa ¢ (popMHPOBAHHEM
ATEePOCKIEePOTHYECKUX MOPAKeHUIl apTepUuaibHON CTEeHKHW» HAa COUCKaHUE
YUEHOW CTEeINeHH N0KTOpa OMOJIOrMYeCcKUX Hayk no crneyraibHoctu 03.02.07 —
«MEHeTHUKa»

CHuxeHMe 3a00JIeBAEMOCTM M CMEPTHOCTH OT  CEPAEYHO COCYAMCThIX
3a0o0sieBaHUi 1O UX TOp SIBJSIETCS OJHOM M3 aKTyalbHbIX MEJAMKO-COLHAbHbIX
npobJsieM. B naroreHese cepaeyHO-COCYIUCThIX 3a00J€BAHUNA OTPOMHOE 3HAUYEHUE
UMEET aTepOCKJIEPO3, MOCKOJbKY BKJal 3a00jieBaHWK aTEpOCKIEPOTHUYECKOTO
reHe3a M MX MocjeACTBUN B 0OLLyt0 cMepTHOCTb coctaBiseT 90%. HecmoTps Ha
CYLLIECTBEHHbIE JOCTHXKEHMS B 00JACTH MEAMUMHbI U OMOJIOTMH, 1O CUX MOP HET
JI0OCTaTOYHO  3(Q(EKTUBHbIX  TepareBTHYECKUX CPeACTB M MHULICHeH s
AHTHATEPOCKJIEPOTUUECKON Tepanuu. [0Bops 00 axkTyaJbHOCTH, BaXKHbLIM U
NEPCHNEKTHBHBIM JOMNOJHEHUEM K CYLIECTBYHOLIMM CUCTEMAM OLEHKH CEpAEYHO-
COCYIMCTOIO pHUCKa SBJSAETCS aHajlM3 MEHETHUUECKOW MpenpacrnoyioKEeHHOCTH. B
HacTosillee BpeMs YCTAHOBJIEHO, YTO Ha pa3BUTHE aTepOCKiepo3a MOTYT BIIMATH
U3MEHEHUS, KaK B SJEPHOM, TaK U B MHUTOXOHAPHUAIBLHOM [I€HOME YeJOBEKa.
OaHako paboOT CBsi3aHHbIX € AHAJIM30M MyTauud MuToXoHapuaibHou JIHK wu
aTEPOCKJIEPO30M IPEJACTABIEHO HEONPABAAHHO MAJIO, XOTs U3yUYEHHE TE€HETUUECKMX
XapaKTEpUCTUK C HCMOJIb30BAHUEM HOBBIX MOJIEKYJISIPHLIX TEXHOJIOTHH SBJIsSETCS
AKTYyaJIbHbIM M CBOE€BpEMEHHbIM. [MEHHO K Takoro poja HCCIeN0BaHUAM
oTHocuTcs padora CazoHoBo M.A., KOTOpas MOCBsALIEHA H3YUYEHHUIO CBs3H
MyTaUMi MHUTOXOHJIPHUAJIbHOIO IFEHOMa C aTepOCKJIEPOTHYECKUMH MOpaKeHUIMH
apTepuaibHOM CTEHKM 4esoBeKa. 3HaYMMOCTb MPOBEAEHHOIO MCCJEeN0BaHus He
BbI3bIBAET COMHEHHS, TaK Kak cOOpaH U NpOaHaJM3UPOBAH YHUKAJIbHbIM MaTepuall,
BKJIIOUYAIOLUI aHalu3 YpOBHSI IeTepoIula3MMM MHUTOXOHAPHAIbHLIX MYTalLHUW B
yyacTkax  MOP®OJOrHMYECKM  KapTHPOBAHHOW  MHTUMbI  AQOpThl  4YeJIOBEKa.
JluccepTaHTOM  BhepBble pa3padOTaH OPUIMHAABHBIA METOJ KOJMUECTBEHHOM

OLUCHKMW MYTAHTHOI'O aJuieyid MUTOXOHAPHUAJIbHOIO TI'€HOMA. OnucaHbl CrocoObl



OrnpeJesieHus U 1oJcyeTa NpoLeHTa reTeporazMid MyTauuidi MUTOXOHAPUATBLHOIO
reHoma.

boJIblUIMHCTBO J@HHBIX, MOJYYEHHbIX aBTOPOM, SIBJSIFOTCS MPUOPUTETHBIMHU.
CazonoBoii M.A. oOHapyXeHbl OTJMYMS B YPOBHE TeTEPOIIa3MHUH pPa3HbIX
Yy4acTKOB KakK HOpPMaJIbHOW, Tak M MOPaKeHHOW aTepoCKIepO30M COCYJIHUCTOH
CTEHKHM, YTO TOATBEPAMUJIO MO3aMUHOE pacMnoJoKeHUE aTepOoCKIePOTUUECKHX
NopakeHU B  HHTUMe  aprepuil. OmnpejeneHa  AUarHoCTHYecKass  poJib
MOJIEKYJIIPHBIX M3MEHEHWH MHUTOXOHJPHAJBLHOIO reHOMA, XapaKTepHbIX AJis
pasHbIX THUIIOB aTepocKiepoTuyeckoro nopaxeHus. IlokazaHo, u4TO MyTauuu
m.652delG, m.3336T>C, m.12315G>A, m.14459G>A, m.13513G>A wu
m.14846G>A B KJETKax KpOBHU CBSi3aHbl C HAJIUYHUEM AaTEPOCKIEPOTHUYECKUX
Osidliek B COHHBIX aprepusix, a MyTtauud m.12315G>A, m.15059G>A,
m.13513G>A u m.14846G>A — ¢ yToJlUEHHEeM HMHTUMO-MEIHAIbLHOrO CJos
COHHBIX apTepui. Pe3ynbTarTbl HcclieOBaHUS JUCCEPTAHTA [OKa3ald, YTO
reHeTH4ecKas npeapaciooKeHHOCTh K aTepOCKIepOo3y ONpeaessieTcs CyMMapHoOi
Harpy3koid MHUTOXOHAPHUANILHOIO FeHoMma, OOYC/IOBJIEHHOW coueTaHUeM MYyTalluii,
ACCOLMMPOBAHHbLIX C aTepockyiepo3oM. BelisBieHbl aBa ramioruna m.l555A>G-
m.5178C>Am.13513G>A U m.652delG-m.12315G>A-m.3256C>T,
ACCOLMUPOBAaHHbIE C AaTePOCKIEPO30M, KOTOpble OOYCJOBJIEHbl CLEMNJIEHHbIMU
mexay cobor mytauusmu MT/IHK. PazpabotanHbiii aBTOpoM AuccepTaluu MeToj
MO3BOJIMII 110Ka3aTh, YTO ranjiorpyina MUTOXOHApHalbHOro reHoma U - cBsizaHa ¢
aTePOCKIEPOTHUYECKUMU TOPaKEHUSIMH, B TO BpeMs KaK MMUTOXOHJpHasibHbIE
ramtorpynnsl M 1 T accounnpoBaHbl ¢ OTCYTCTBHEM aTepOCKIIEpO3a y JIIOAEH, YTO
MOJKET MCIOJIb30BAThCS JJIsl YTOUHEHUs JHarHo3a, pa3padOTKU TepareBTHUECKUX
MOJIXO/I0B U CO3/1a€T NPUHUMUIIHAIBHO HOBbIE BO3MOXHOCTH JJIsl JUACHOCTUKHK M
AU epeHLmnanbHON AMarHOCTUKK 9TOro 3a00J1eBaHuUs

Pesynbrathl padoTel Ca3zoHoBOM M.A HOCAT, HECOMHEHHO, O0O0JbLIONH
Hay4YHbl MHTEpec, TaK Kak WAEHTU(GUUHUPOBAHbI MyTalUMHd MHUTOXOHJIPHABLHOIO
reHomMa M [pOAHAJM3UPOBAHbl KOHKPETHbIE [aTOMEHETHYECKUE MEXaHU3Mbl, C

[MOMOLUBIO KOTOPbIX MOI'YT BO3HHKATb CTPYKTYPHBIE HapyLWEHWUA B F€HETUYECKOM



annapare KJIETOK, acCOLMHPOBAHbIE C aTEPOCKIEPOTUUECKUM MOpaKEHHUEM TKaH}
cocynoB. JlokazaHo, 4TO BbIBJIEHHE M UCIOJb30BAHUE HOBBIX TE€HETHUYECKHUX
MapKepoB fABJSETCS 00OCHOBAHHBLIM METOJOM MPOrHO3a MpeapacrooKeHHOCTH U
JAMAarHOCTUKM aTepockiepos3a, a pa3pabOoTaHHbI JAUCCEPTAHTOM METOJ HMMEEeT
MEPCNEKTUBbI [JIsl BbLIABJIEHHS COMAaTHUYECKMX MyTauuil B sAepHOM reHOME,
CBSI3aHHbIX C pa3BUTHEM NMATOr€HETHUYECKUX MPOLECCOB.

B uenom aBropedepat nuccepraunoHHoi paborsl Cazonosoil M.A. HanucaH
XOPOLUHUM  S3bIKOM, YE€TKO M [OCJEA0BaTe/bHO BbICTPOEH Ha OCHOBAHUH
NOJy4EeHHbIX aBTOPOM pe3yJibTaToB. PaboTa BbIMofiHeHAa C  UCMOJIb30BAHUEM
COBPEMEHHbIX METOAOB TEHETHKH. He BbI3bIBAET COMHEHMs JIOCTOBEPHOCTL U
HOBM3HA  MPEJACTABJIEHHbIX  pe3yJIbTaTOB, KOTOpPble  HMEIOT HE  TOJbKO
TCOPETHUYECKYIO LUEHHOCTb, HO U 00JIbLIOE 3HAUYEHUE JUJIS MPAKTUUYECKONW MEIMLIHUHbI

Pe3ynbTarthl paboThl J0CTATOUYHO MOJIHO OTpaXK€Hbl B MNYyOJUKALUSAX U
JIOJI0’K€Hbl aBTOPOM Ha POCCHUCKUX M MEKIYHAPOAHBLIX HAYUHBIX KOH(EPEHLUsIX.
BbiBOJIbI aAeKBAaTHO OTpaxKaloT MOJyUeHHble aBTOPOM pe3yJibTaTbl. Pabora B
MOJIHOW Mepe COOTBETCTBYeT BceMm TpeboaHiisim BAK, npeabsBiasembiM K

JOKTOPCKUM AucceprauusaM no creurdansHoctu 03.02.07 - «reHeTuKa».

JloKT. Mea. HayK, cTap. Hayu. COTPYAHHK JabopaTopuu
KJIMHUUYECKOM OHKOT€HETHKH OTAesa MOP(hOJIOrHUecKOon 1
MOJIEKYJISIPHO-TEHETUYECKON IMaTHOCTUKU ONyXO0Jiei

HUN KO ®I'bBY «HMUI] um. H.H.bnoxuna» Munznpasa Poccuu,
115485 Mocksa, Kamnpekoe mocce, 24
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