OT3bIB
oQUIMaNbHOrO ONIIOHEHTa NOKTOpa OHOJIOrHYecKHX Hayk, Impodeccopa JlaHUIEHKO
Banepus HukonaeBuua Ha nucceprauuto CazoHoBod Mapraputsl AJIEKCaHIPOBHEI Ha
TeMy: «CBs3p MyTalliif MHUTOXOHIApUAIBHOIO TeHOMa ¢ (QOpMHpPOBaHUEM
aTepOCKJIEPOTHUYECKUX IOpaXEHUM apTepHalbHOM CTEHKW», MPEACTABICHHYIO Ha
COHMCKaHHE YYEHOW CTEeNeHU [OKTOopa OHONIOTMYECKUX HayK II0 CIEIHalbHOCTH

03.02.07 — reHeTuka

AKTYQJIbHOCTb TeMbI IHCCEPTALIHH

OCHOBHOHM TNPUYMHON CMEPTHOCTU OT CEPAEHHO-COCYIUCTHIX 3a00JIeBaHUY,
3a4acTylo, SIBJISIETCS apTepUalbHBIM aTepocKiIepo3, IpH KOTOPOM pa3BUBAIOTCS
JereHepaTUBHbIE M3MEHEHUs B HHTHUME MaruCTpalbHBIX cocynoB. ClencTBHeM
3TUX W3MEHEHUH SBIsEeTCS Cy)XXEHHE IIpOoCBeTa apTepuil U Kak CIeACTBHE
yMeHbIIIEeHHe KpOBOCHaOXEHHs OpraHoB uejloBeka. B  mocrnenHee Bpems
BO3HUKHOBEHHE U pa3BUTHE aTepoCKiiepo3a IIpUOOpPETO XapakTep SHIUIAEMUH.
OTHOJNOTHS, NPUYUHB], INPHUBOAAIIME K 3TOMYy Mallo HccienoBaHbl. IloaTomy
U3yUYeHHEe MpPUYMH, MEXaHU3MOB M JUAarHOCTUPOBAaHUS MaHHOTO 3a00JieBaHUs
IIpENCTaBIseTCsl BeChMa aKTyalbHBIM U CBOEBpeMeHHBIM. [Ipu 3TOoM arepockiepos
TPYAHO paclo3HaTh C IIOMOIIBIO KIMHHUUYECKUX METOJOB B HadalbHBIX CTaIMSIX
3aboneBanust. MoseKyspHble MapKephl, aCCOLUUPOBAaHHbIE C NaHHOMN MATOJIOTHEH,
Moriu OBl TIOMOYb B e€e paHHed auarHoctuke. Cremyer OTMETHTh, 4YTO B
UCCIIEZIOBATENIBCKUX PabOTax YUYEHBIX BCETO MHpa, aHATM3UPYIOTCS, B OCHOBHOM,
MyTalldd  gJEpPHOTO TIE€HOMA, AacCOLMHUPOBAHHBIE C  aTepPOCKIEPOTHUYECKUMHU
IOpaXXeHUAMU. B CBA3M ¢ 3TUM 0COOEHHO aKTyaJlbHBIM IIpeICTaBIISIETCS
HCCIENOBAHUE IIPH AaTEPOCKIEPOTUYECKUX IOPAKEHHUSIX TOYEUHBIX MYTAI[Hi,

MI/IKpOIIeJ'IeHI/Iﬁ Hu MHKpOHHCGpHI/Iﬁ, JIOKAJIM30BaHHbIX B MUTOXOHJAPHAIPHBIX I'€HAaX.



JlocTOBepHOCTh M HOBU3HA HAYYHBIX 110J10)KeHHIi, BLIBOIOB U

pexoMeHaalHHi

B cBoeit padore CasonoBa Mapraputa AleKcaHApOBHA HCIIONIb30Bajia CaMble
COBPEMEHHBIE METO/BI HccienoBaHus. HoBu3Ha AuccepTalid COCTOUT B TOM, YTO
aBTOpP, COBMECTHO C COTpyAHUKaMHU cBoelt 1abopaTopuy, pa3paboTan OpUrHHATBHBIH
METOJ KOJIMYECTBEHHON OLEHKH MYTaHTHOIO ajuielsl MUTOXOHAPHAIBHOIO Ie€HOMA.
OtoT MeToa OBLT pa3paboTaH Ha 0aze TEXHOJOTUM ITHPOCEKBEHUPOBaHUS U Aall
BO3MOXHOCTb aHaAIIN3UPOBATh YPOBEHb reTepoILIa3MHUH MyTalHAN
MUTOXOHApUAIbHOTO TreHoMa B Kopotkux ¢parmenrax JHK (5-10 map
HYKJICOTUOB), OIpEAeNss NMpPeapacroioXEHHOCTh K BO3ZHUKHOBEHHUIO U Pa3BUTHUIO
aTEepPOCKIIEPOTUYECKUX  IOpaXEHHH HAa  OCHOBAHHU  IIOPOrOBOIO  YpPOBHS
rereporiazmun Mytauuid MT/IHK. PaGora BbIosHeHa Ha BBHICOKOM HayYHOM U
METOAWYECKOM ypoBHe. HMcciemoBaHo OoiblIoe KOJUYECTBO  KIMHUYECKOTO
Marepuana. JlucceprantoM  ObUIM  OOHapyXeHbl TpH  HOBblE  MyTallUU
MUTOXOHApUanbHOro reHoma m.652delG, m.961delC u m.5132insAA, KoTopsie
paHee He ObUIM OmMCaHBI B JHTepaType. KpoMe Toro, aBTop mpoBen HcclefOBaHUE
YPOBHSI TeTepOIUIa3MUU MUTOXOHAPHAIIBHBIX MyTalllil B yyacTKax MOPQOIOTHYECKU
KapTUPOBaHHOM WHTHUMBI a0OpThl yenoBeKa. [Ipu 3ToM OBLIM BBISBIEHBI MYTallUH,
XapaKTepHble MJIs pPAa3sHBIX THUIIOB aTEPOCKIEPOTUYECKOTO IIOPaXKEHHs, a TakKkKe
CYMMAapHOTO aTepocKiepoThueckoro nopaxenus. O6Hapyxensl mytanuu MTJHK B
KJIETKaX KpOBH, aCCOLIMMPOBAHHBIE C HAIMYHUEM aTEPOCKIEPOTHUYECKHUX OJIAIIEK HIIH
YTOJIIEHHEM  HUHTHUMO-MEOUAIBHOIO  CJIOS  COHHBIX  apTepuil.  BEIABIEHBI
MUTOXOH/IpHAIbHBIC TallIOTUIBl W TAIUIOTPYIIBI, CBA3aHHBIE C ATEPOCKIEPO30M.
BeicOKass 3HauMMOCTB pE3yNbTATOB HCCIENOBaHUS IOATBEPXKIEHA CaMBIMU

COBpPEMEHHBIMHU CTaTUCTHYCCKHUMHU IIpOrpaMMaMH. HpaKTI/I‘I€CKHe PEKOMEHOAIINH I10
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HCIIOJIb30BAHUIO  PE3YJIBTATOB  UCCIIEIOBAHUs BpauaMH-T€HETUKaMU U
IIPaKTHUYECKUMH BpauaMU JOCTOBEPHBI U 00JIalaloT BEICOKOM CTENEHbI0 HOBU3HEL.
HoBuzHa U MOCTOBEPHOCTh NUCCEPTALMOHHONW pabOThl MOATBEPXKACHA ABYMSI
nateHTHBIMU 3asBkamu: oOT 10.08.2010 «Cmoco® reHeTHuyeckod AUArHOCTHKHU
IIPEIPacIIONOKEHHOCTH K aTepockiepo3y» (perucrpauuonsbiit Ne2010133468) u ot
09.10.2012  «Cmoco® TreHOAWarHOCTUKH CEepAEYHO-COCYIUCTBIX 3a00JIeBaHUM»

(peructpanuonHbIif No 2012142947).

CTeneHb 000CHOBAHHOCTH HAYYHBIX MM0JI0OXKeHH i, BLIBOJOB H

NPaKTH4YeCKUX PeKOMeHAaluii AuccepTanun

OGOCHOBaHHOCTh  HAyYHBIX  IIOJIOXXEHHWH, BBIBOIOB U  IIPaKTHUYECKUX
pekomeHmanuii gucceprauuud  Ca3oHOBOM M.A He BBI3BIBAET COMHEHUH. B
JI0Ka3aTebCTBO 3TOr0 aBTOP IPUBOJIUT JOCTATOUYHO yOEMUTENbHbIE apryMeHThHl. B
gacTHOCTH, CazoHoBa M.A. moKa3ana, 4TO METOJ KOJUYECTBEHHOM OLIEHKU YpPOBHS
reTepoIia3aMUU MyTallud MHUTOXOHJPHUAIbHOTO T€HOMa — 3TO OOOCHOBAaHHBIM METON
BBISIBJICHUS NIPEAPACIION0XKEHHOCTH UHAUBUIOB K aTEPOCKIIEpO3y. AJITOPUTM OLIEHKU
TaKOW IIpeNpaclo0KEHHOCTH, BKIIOYAIOLIUN aHalW3 ypOBHs rereporuiasMuu 11
mytauud MTIHK © gerexkuuro TpexX MHUTOXOHAPUANBHBIX TIallIOTPYNII HMEET
BBICOKYIO CTEIIeHb OOOCHOBaHHOCTH ISl HCCIIEOBAHUS [TallUeHTOB.

Hayunsle  monoxeHHs, BBIBOOBI U IIpaKTUYeCKUE  PEKOMEHIAIUU
JUCCEPTALIMOHHON pabOTEI 0OOCHOBAHBI, UMEIOT HAYYHOE U IPaKTHYeCKOe 3HaUEeHHUE.
OOOCHOBaHHOCTh HX IIOATBEPXKAAETCS WUCIIONB30BAHHEM OOJBIIOrO KOJHYECTBA
KJIMHUYECKOr0 MaTepuana AJsl HCCIeNOBaHMUs.

[TpakTHyeckHe pEKOMEHOALMK JAUCCEPTallid MOTYT OBITh HCIIOJB30BAHEI
MEAWIMHCKUMU T'€HETUKaMH, Y4YE€HBIMH M IIPaKTHUYECKUMHU BpayaMu. Pe3ynbTaThl

uccinenoBanuss Ca3zoHOBoM M.A. MOXHO HCIIOJIB30BaTh B y‘Ie6HOM IIpoHuecce Ha
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Kadenpax MEOUIIMHCKOM TeHEeTHKH, (QyHOaMEHTalbHON MENUINHBI, B MHCTUTYTaX
YCOBEpIIEHCTBOBaHUs Bpauell, a Takke INpu OOyUeHHUU aclUpaHTOB B Hay4HO-
UCCIIEIOBAaTEIbCKUX  HWHCTUTYTAX, CIEeLUATU3UPYIOIIHUXCS Ha  H3y4YeHUU
aTepoCKIIep03a, COCYQUCTHIX U CepAEUHO-COCYIUCTHIX 3a00I€BaHUN.

OCHOBHBIE IIOJIOXKEHHsI OUCCEpTalUy M[OJIOXKEHBl Ha 28 pOCCHUMCKUX H
3apyOeXHBIX KOHQEpEeHLMsSX U KOHrpeccax, a Takxe OIyOIHKOBaHBl B HX
MaTepHanax.

[To Teme mucceprauuu omyb6nukoBaHa 91 HayuHas paboTa, B TOM dHCIE B
BEIyIIUX pELEH3UPYEeMbIX Hay4HBIX JXypHalax, BXOOAmUX B crnucok BAK
Poccuiickoit @enepanuu u xypHanax, uHaekcupyemblx Web of Sciense u Scopus.
[To pe3ynbraTam AuCCEpTAlMOHHON pabOTHI OITyOIMKOBaHa MOHOTpadusl.

[To cBoemy comepxaHuiO aBTopedepaT U IyONIMKAallMd aBTOpa IOJHOCTBIO
COOTBETCTBYET Ha3BaHUIO TUCCEPTALlMOHHON pabOTHL.

Nunexc Xupma CazonoBoid M.A. coctaBnser 7,0 mo 6aze «Scopus» u 9,0 mo

6aze PHII.

CoaepkaHue U CTPYKTYPa AHCCEPTALMOHHOK PaGoThI

JluccepTaHT JIOTHYHO IIOCTPOMJI AMCCEPTAalMOHHYIO paboTy, UYeTKO ee
CTPYKTYpUpOBal M J[OIMOJHUI [IOCTATOUHBIM KOJUYECTBOM PHUCYHKOB U TabIuIl,
KOTOpBIE 00JIET4at0T BOCIIPUSATHE TUCCEPTALUH.

350 crpaHUIl MAaIIMHOIMCHOIO TEKCTa AMCCEepTallid COJEp)KaT BBEICHUE,
0030p JHUTepaTyphl, ONHMCAHHE MAaTepUaloB U METONOB HcclenoBaHus, 11 ruias
COOCTBEHHBIX pE3yJIbTaTOB HUCCIEN0BaHUM, 0OCYXXIE€HUE IONy4eHHBIX pe3yJIbTaToB,
3aKJIIOYEHHEe, IMpaKTUYeCKUe peKOMeHOaluuu, BbIBOABL. CHOHCOK JUTEpaTyphl
BKiIrouaer 615 wucrounukoB. M3 Hux 130 HCTOYHHUKOB LUTUPYIOT POCCUHCKHUE

myOIuKanuy, U 485 UCTOUHUKOB — 3apyOexHble MyOIuKaluu. Xopolllee BIieYaTIeHUe
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OT OHUCCEpTalU{ MOIMOJHSET TO, YTO aBTOP LUTUPYET HE TOJBKO COBPEMEHHBIX
uccienoBaTenei, HO U  OCHOBOIIOJNIO)KHHUKOB, 3aHHMAaBIIHUXCS  IpoOieMoit
aTrepockiiepoza — AuanukoBa H.H., MsicaukoBa A.JIL., Buxepra A.M., Xnanosa B.C.,
Haropuesa B.A., Jlankuna B.3., YazoBa E.M. u 1.n. Pabora mumtoctpupoBana 80
TabnuuaMu U 51 puCyHKOM.

HucceprannonHas pabora CasoHoBodt M.A. B IOJHOM Mepe COOTBETCTBYET
TpeboBaHusM BAK, mpenwbsBiseMBIM K CTPYKType AOKTOPCKHX HUCCEpTalUil IIo

oopMIIEHHIO, U3JI0XKEHUIO MaTeprana, 00beMy U IOCTPOEHHUIO.

B paznene «BBeneHue» 0600CHOBBIBAETCS aKTYaIbHOCTh H3yUaeMol IIPOOIEMBL.
PaccMaTpuBaroTCcs ~ OCHOBHBIE  IIOJIOKEHUS — AMCCEpPTallud, B KOTOPBIX
apryMEHTHPYeTCs  HEOOXOOUMOCTh  HUCIONB30BaHUS T[EHETHYECKOrOo  METO[a,
pa3paboTaHHOTO AMCCEPTAaHTOM, Ui IIPOrHO3a BO3HUKHOBEHUS H  Pa3BUTHUS
aTepockieposa y nauueHToB. ChopMynupoBaHbl aileKBaTHBIE LIeIb U 3a/1aul padoThl,

COOTBCTCTBYIOIIIUEC TEMATUKE U HAIIPABJICHHOCTH OUCCECPTAllUH.

B riaBe «O0630p IUTEpaTyphl» pacCMaTPUBAIOTCS MEIUIIUHCKUE U COI[HANIbHBIE
aCIIeKThl aTepocKiiepo3a, OOOCHOBBIBAETCS Ba)XHOCTh BBISBIECHUS MOJEKYJISPHO-
TeHETHUYECKUX MapKepoB - IIPEIUKTOPOB aTepOCKIEPOTHYECKUX IOpaKeHUH,
OCBEILIAIOTCS COBPEMEHHBbIE IPENCTAaBIEHUs O MaTOTEHEeTUYECKUX MeXaHU3Max
arepockiiepo3a. Kpome Toro, muccepraHT aHanu3upyeT GakTOphl pUCKa U TMIIOTE3BI
BO3HUKHOBEHHUS aT€pOCKIIEPO3a, a TAKKe POJIb S3HAOTEIHAIBHBIX KIETOK, MOHOIIUTOB-
MakpodaroB U TIJIAAKOMBIINIEYHBIX KIETOK B areporeHese. lcxons H3 AaHHBIX
JUTEpaTypbl, aBTOP YCTaHABIUBAET, YTO OOJBIIMHCTBO MOJIEKYJISIPHO-T€HETUYECKIX
HCCJIEIOBAaHUIM IIOCBSIIEHO IIOMCKYy SOEPHBIX MyTalliii U MOJIUMOPOHU3MOB,
ACCOL[MMPOBAHHBIX C aTEPOCKIEPOTHUUECKUMH IOPKEHUSIMH, KOTOpbIE HMEIOT

AOCTATOYHO HHU3KYIO [JUArHOCTHYCCKYKO K IIPOTHOCTHYCCKYIO 3HAYHUMOCTb IIpH



aTepockiepose. B To e Bpems mouck MyTalluii B MHTOXOHJIPHAIbHOM I'€HOME IIpU
aTepOCKJIEpo3e, KaK 0Ka3aloch, TPOBOAUICS, TTTIABHBIM 00pa3oM, Ha YPOBHE KPYITHBIX
JeNeluid, CJIEeNCTBUEM KOTOPBIX MoOrjia OBITh TOJNBKO IIONHAs AUCHYHKIUS
MUTOXOHJpUadbHOro reHoma. CazoHoBa M.A. [JOKa3bIBaeT LEIecO0OpPa3HOCTh
IIPOBEICHUS HCCIENOBAaHUN TOYEUHBIX MyTallUi, MUKpPOJENEU U MUKPOHUHCEPLUH
MUTOXOHAPHAIBHOTO TI'€HOMa C LIEJbI0 BBIBICHUS MOJEKYJISIPHO-T€HETUUECKUX

MapKepoB aTepocKIIepo3a.

Bo rmaBe «Marepuanbl W METONBI» aBTOP XapaKTepU3yeT OOBEKTHI
UCCIIEZIOBaHHUs, BKJIIOUAOIIHEe OO0pa3lbl HOpPMAalbHOM HMHTUMBI M YYacTKH C
pa3IMYHBIMU TUIIAMH aTEPOCKIEPOTHUYECKUX IMOPaXKEHUH MHTUMBI aOpThI, a TaKXe
JEeHKOIUTH! KpoBU. Pa3zen, MOCBAIIEHHBIH METOIUKE MUPOCEKBEHUPOBAHUSI, HAITUCaH
JNOCTAaTOYHO IMOAPOOHO U IIO3BOJIUT JPYTHM MCCIIENOBATENIM BOCIIPOU3BECTH €e.
Jlpyrue coBpeMeHHBIE METO[bl, UCIOJh30BaHHBIE IUCCEPTAHTOM, TAKXKe OIMHCAHBI
moJIpoOHO U MOTYT OBITH BOCIIPOM3BENEHBI NPYTUMH yueHbIMH. K HUM OTHOCSTCS
METOJB! yJIBTPa3ByKOBOIO CKaHUPOBaHUS COHHBIX apTepuid, BeimeneHus JIHK, rems-
anekTpodopesa, MOJIUMepasHOW LETTHOW peaklUH, TPAaHCMUCCHOHHOM 3JeKTpOHHOMN

MHUKPOCKOIIUH U IpyTHE.

B rnaBe «Pesynprarel»y, cocrosmieidd u3 11 pasmenoB, OEBATh pa3leiioB
IIOCBAILEHEl COOCTBEHHBIM HCCIIEIOBaHHUSM U JiBa pasfella - COBMECTHBIM
UCCIIEIOBAHUSAM C J1abopaTopHel MOMyJIAIIHOHHOM reHeTHKH MeaUKO-TreHETHUECKOTO
HeHTpa. B mepBoM pasgene IpeAcTaBleH  CPaBHUTENBHBIA  DJIIEKTPOHHO-
MHUKPOCKOITUYECKUH aHalM3 MUTOXOHAPUM KIE€TOK WHTUMBI B HOPMAIbHBIX H
IIOPaXXKEHHBIX aTEPOCKIIEPO30M yUYacTKaX CTEHKHU cocynoB. CoriacHO JaHHBIM aBTOpa,
KOJIMYECTBO MUTOXOHIPHM CO CTPYKTYPHBIMH U3MEHEHUSMU B aTePOCKIEPOTHUECKUX

OJISIIKaX OKa3aloCh 3HAUUTEILHO BBIIIIC, YEM B HOpMaJIBHOﬁ HHTHUME. BTOpOfI pasacii
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IOCBAIIEH ONHUCcaHuio co3gaHHoro CaszoHoBodt ML.A. ¢ KxomieramMu HOBOIO
OpPUTMHAJIBHOIO  METOJAa  KOJMYECTBEHHOM  OLIEHKM  MYTAaHTHOIO  ajulens
MUTOXOHIpPHAIBHOTO  TeHoMa,  pa3paboTaHHOro Ha  6a3e  TEXHOJIOTHH
UpocekBeHUpoBaHus kKopoTkux GparmentoB JIHK. Onucansl ciocoObl onpeaeneHus
IIpOLIEHTa TeTepOoIUIa3sMUU MyTallUii MUTOXOHIApUalIbHOTO TreHoMa. [IpuBeneHsl
IIpUMEpbl THUCTOTpaMM U YpOBHs Te€TEepOIUIa3MUU MyTalUd, PAaCCYUTAHHOIO II0
nuporpammam [ILIP-dparmenToB obpasuos JIHK nns HekoTopblx MyTauuil. Tperuii
pazzen riaBbl «Pe3ynbTaTel» MOCBSIIEH UCCIEI0BAHUIO UHTUMBI a0PTHl YEJIOBEKa C
IIOMOIIIBIO MeTozaa KOJIMYECTBEHHOHN OLICHKU MYyTaHTHOT'O ajuiens
MUTOXOHJPUAJIBHOI'O T'€HOM4, B YACTHOCTH, OIIPEIEIIEHUIO YPOBHS I'eTepOILIa3MUHU 42
MyTaluil MHUTOXOHAPUAIBHOTO T€HOMa B JUIOGWIBHBIX ONSIIKaX U HOPMAaIbHOM
UHTUME aopThl. Ha OCHOBaHMU IHJIOTHBIX pe3yJIbTaThl NaHHOTO HCCIIECIOBAHUS
CazonoBa M.A. mnpuBoAUT yOemUTENbHBIE AapryMEHTBI O HE0oOXOIUMOCTH
JanbHeWIero uccnenoBanus 11 MyTtanuit MUTOXOHIPHAIBHOTO TeHOMa Ha 00paslax
UHTUMBI a0pPTHI U KJIETOK KPOBU IIOPaXXEHHBIX aTEPOCKIEPO30M UHIUBUIOB.

Buauane BbIBiIeHHBle 11 MyTanmii ObuiM  HcclemoBaHBI B Oolee
MHOTOYMCIIEHHON BBIOOpKE Y4acTKOB HOPMAaJIbHOM U IOpPaXX€HHOUW aTepOoCKIEpPO30M
UHTUMBl aOpThl HHAWBUAOB. Bcero Opuio wuccnemoaHo 265 o0pa3noB. 3To
UCCIIeIOBaHWE  SBISETCS  HOBATOPCKUM, T.K. OHO OBUIO  BBIIOJHEHO C
UCIIONIb30BaHWEM, B  KauecTBe OOBEKTa  HCCIENOBaHUs, IIPEIBapUTENHHO
MOpGOJIOrHYecKd KapTUPOBAaHHON COCYIOHCTOM CTEHKH HEeCKOJIbKUX aopT. Kaxnmas
aopra ObLla pa3lereHa Ha YyYacTKHM HHTHUMBI, HMEIOIIHE aTepPOCKIEPOTHUECKUE
IIOPXXEHUS OIPENENICHHON CTENEeHU TSsDKECTU: HAYallbHOE aTepOCKIIEPOTUYECKOE
MIOpa)XeHHE, >XUPOBYIO IIOJIOCY, JUIMOPUOPO3HYIO ONSIIKY, GUOpO3HYIO ONAIIKY U
y4acTKH HOpMalbHOM HHTHUMBL. M3 kxaxporo yuactka Obuta BeiaeneHa JHK u

IIPOBEICH aHaIu3 YPOBHs reTeporutazmMun 11 MyTaiuii MUTOXOHIPUATFHOTO TeHOMA.



CazonoBa  M.A. oOHapy>xuna, 4YTO Ul pPasfiU4YHBIX  THUIIOB
aTEepOCKIEPOTUYECKOTO IIOPAXKEHNUsI HUHTUMBI a0pT XapaKTepeH CBO HaOOp MyTallui,
CBSI3aHHBIX C aT€POCKJIEPOTHYECKUM ITOPAKEHUEM OIIPEAEIEHHOI 0 THIIA.

3ateMm OBLI IIpOBENEH aHalW3 YpPOBHS IeTepoIulasMHuH B KieTkax kposu 700
YYaCTHUKOB HcciefnoBaHus. JlucceprantoM Oblia BBISBIIEHA CBSI3b YPOBHS
reTepoIUIa3MUU MyTalluii MUTOXOHIPUAIBHOTO I'€HOMa KIETOK KpOBU C HaJIUYHUEM
aTEepOCKIEPOTUYECKUX OJISIIEK U yTONIEHUEM HHTUMO-MEAUAIBHOTO CIIOSI COHHBIX
aprepuii. CazoHOBa M.A. ycTaHOBUJIA, YTO COBOKYIIHas MyTallMOHHas Harpyska 11
UCCIIEIOBAHHBIX  MyTallUii  MUTOXOHAPHUAIBHOIO  T€HOMa  KJIETOK  KpOBU
accouunpoBaHa Oomee, ueM ¢ 84% aTepoCKIEepOTHUECKUX OJAIIeK U CIydaeB
YTOJNIIEHUs] HWHTUMO-MENUAIbHOIO CJIOS COHHBIX apTepuil uenoBeka. beuiu
OoOHapyXXeHbl [Ba TaIUIOTHNIAa MHUTOXOHJIPHABHOTO T€HOMa, CBs3aHHBIE C
aTepOCKIIEPO30M, KOTOpBIE COCTOSUIM U3 HCCIeNOoBaHHBIX MyTauui. Kpome toro,
OBUIHM BBISIBIEHBI TPU TaIIOTPYIIIEI MUTOXOHIPHAIBHOTO T€HOMa, OAHA U3 KOTOPBIX
(rammnorpynmna U) cBs3aHa ¢ BO3HHUKHOBEHHEM U pPa3BUTHEM aTe€pOCKIIEpO3a,, a IOBE
ramtorpynnel (M u T) — umeroT 3amuTHbIM 3GGEKT IpU aTepoCKIEPOTHUECKUX

MOpaXXEHUSX.

I'maBa «OO6cyxaeHue» HamucaHa B COOTBETCTBHHM ¢ TpeOOBaHHUIMH,
npenbseiasiembiMu BAK. B He#t mpoBomuTcs myOOKHMit aHanu3 JUTEpaTypPHBIX
NAHHBIX U MOJIyYeHHBIX pe3yJIbTaTOB, CpaBHUBAETCs pa3pabOTaHHbIM AUCCEPTAHTOM C
KOJUIeTaMH OpPUTHMHAIBHBIA METOJ KOJHMYECTBEHHON OLIEHKH MYTaHTHOIO aylIess
MUTOXOHApPUAIBHOTO  TI'eHOMa,  pa3paboTaHHbI  Ha  6a3e  TEXHOJOTHUHU
MIUPOCEKBEHUPOBaHUs KOpOoTKux ¢parmentoB JIHK, ¢ apyrumu KoaudecTBEHHBIMU
MeronaMu aHanuza Mytauuit B JIHK. ABTOp HpHUBOAUT NaTOT€HETHYECKHE CBSI3U
MeXAy BBIABICHHBIMH MyTauusmu MT/IHK co CTpyKTypHBIMH H3MEHEHUSMU B

MUTOXOHApUaIBbHEIX Mousiekynax PHK u ©OenkoB, KOTOpble MOTYT MpPHBECTH K
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MTUCOYHKIIMH MUTOXOHApUM. Takxke [AHCCEPTAHT pacCMaTpUBAET BO3MOXKHBIE
3alllUTHbIE MEXaHW3MBbl BBISIBIEHHBIX MYyTalllii MUTOXOHAPUATBLHOTO TeHOMa, IS
KOTOpBIX OOHapy>Xe€Ha CBs3b C OTCYTCTBHEM aTEPOCKJIEPOTHYECKHX IOpaKEeHUH Yy
Y4aCTHUKOB HCCIIEJOBaHUS.

B mocnenHue ronpl mosBIsSeTCS Bce OOJNbIIE HCCIENOBAHUM IOCBSIIEHHBIX,
CBSI3U COCTOSIHMSI MUKPOOHOTHI XxenynouHo-kumeyHoro tpakra (JKKT) u paznuunbix
3a0oneBaHUd B TOM uHcle Kapauojorudeckux. I[lostomy Ha Oynyuee
MPENCTaBIsIeTCS IEPCIEeKTUBHBIM Hapsoy C pa3paOOTaHHBIMU JIUCCEPTAaHTOM
MONXOAaMM JUIsl paHHEedl AUarHOCTUKU aTepocKiIepo3a YUUTHIBaTh U OHOMapKephl
MukpoOuoTs! JXKKT.

JluccepraliuoHHyIO paboTy 3aBeplIaloT KpaTKoe 3aKII0YeHHe, BBIBOABI U CIIUCOK

ucrosib30BaHHON Ca3oHOBOM ML.A. nutepaTyphl.

JIuuHBIM BKIIa aBTOpa AUCCEpTAINH B HccleAoBaHue cocTaBiseT 6onee 90%.

BriBogs! OTpaXXard0T OCHOBHBIC PE3YJIbTAThl IIPOBCACHHBIX HUCCIIEAOBaHUU U

COOTBETCTBYIOT IIOCTABJICHHBIM 3aJa4aM.

Conepxanne aBTopedepaTra COOTBETCTBYET COACPXKaHUIO TUCCEPTALIUH.

3akJjouyeHue

Takum oOpasoMm, nuccepramus M.A. Ca30HOBOW SBISETCS 3aKOHUYEHHBIM
TPYAOM, B KOTOPOM Ha OCHOBAaHUHU BBHIIIOJHEHHBIX aBTOPOM HCCIIENOBAaHUN U
pa3spaboTOK OCYIIECTBICHO peIIeHHe HayYHONM MpoOIEMBl CBS3M MyTalUi
MHUTOXOHAPHATBHOTO FeHOMa ¢ (QOPMHPOBAaHUEM aTE€POCKIEPOTHYECKUX MOPaXKEHHUM

apTepI/IaJIBHOI;'I CTEHKH, UMEIOILIEH Ba)KHOE 3HAUECHUE HJIs1 TCHETHKH.
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[Io cBoe#l akTyalbHOCTH, HAYYHOU HOBU3HE, TEOPETUUECKOU U MPaKTUUYECKOU
3HAQUUMOCTH, JIOCTOBEPHOCTH IIOJYYEHHBIX pe3yJbTaTOB U OOOCHOBaHHOCTH
BBIBOJIOB IIpeJICTaBlIeHHass paboTa cOOTBETCTBYET TpeboBaHusaM 1. 9 «IlonoxeHus o
NPUCYXXOEHUU  YYEHBIX  CTEIEeHEN», YTBEPXXJICHHOTO  IOCTAaHOBJIEHUEM
[IpaButenbctBa Poccuiickoit @eneparuu No 842 ot 24.09.2013 r. (c u3MEHEHUAMU
B pemakuuu nocraHoBieHui [IpaButenbcTBa Poccuiickoir depepanuu No 335 ot
21.04.2016 r., Ne 748 ot 02.08.2016 r.), mpenbsABAIeMBbIM K OUCCEpPTALlUSIM Ha
COMCKaHHe Y4eHOU CTEeNeHHU MOKTopa OHOJIOTHUeCcKUX Hayk, a e€ aBTop - Ca3oHoBa
Mapraputa AlleKcaHApPOBHA AOCTOWHA MPUCYXXIECHUS YYEHOH CTENEHH OOKTOpa

ouosorndyeckux Hayk 1o crneuuanbHocTtd 03.02.07 - reHeTHKa.

3aBeAyIOUIUN OTAEIOM FeHETUUECKUX OCHOB
ouorexnonorun denepanrbHOTO rOCyAapCTBEHHOTO
OrOMKeTHOro yupexaeHus Hayku « MTHCTUTYT oOrieit
reHetuku umenu H.M. BaBunoBa» Poccuiickoit
aKaJIeMUHU Hayk,

JloxTop OUOJIOTUYECKUX HAYK,

npocdeccop

03.02.07 - reHeTHKa

p .
W Banepuii Huxonaesuda

AT

[Toanuce pyku Janunenko B.H. 3aBepsito,
VYuenelii cexperapb OenepaabHOro rocyIapCTBEHHOIO
OIOIKETHOTO yUpEeXIEeHUs HayKU

«HHcTuTyTa 0011elt renerrku umenu H.W. BaBunosay

Poccuiickoii akagemMuu Hayk, A.0.H., mpodeccop /
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®denepalibHOE TOCYNapCTBEHHOE OIOKETHOE yupexaeHue Hayku « MHCTUTYT obiei
renetuku umeHu H.M.BasunoBa» Poccuiickod akageMuu Hayk, IMOYTOBBIM ampec:
119991, r.Mockaa, yu. I'yOkuHa, a.3, Tenedon +74991353056, +79037965463,

e-mail:, valerid@vigg.ru
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