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OT3bIB BEAYIIENA OPTAHU3AILIMA
0 Hay4HO-IIpaKTUYECKOW 3HauuMocTu aucceprauuu Kocrapesoir A.A. Ha
Temy: «MoJleKyIsIpHO-TeHeTUYeCKUe MEXaHU3Mbl Pa3BUTHUS HAUONATHYECKOM
PECTPUKTUBHOM KapAMOMHOINIATUH», IPEACTABICHHYIO Ha COUCKAaHHE YYeHOMH
CTENEHW JIOKTOpa MEIMIMHCKUX HayK 10 croeuuainpHocTsam: 14.01.05 —

kapauogiorust u 03.02.07 — rereTuka.

HecmoTpst Ha O0uibLIOE KOJIMUYECTBO pabOT, KOTOPBIE MPOBOISITCS B 001aCTH
CepJIeYHO-COCY IUCTBIX 3a00JIeBaHUM, KapJAHMOMUOINATHH OCTAlOTCS OJHUMH U3
HauMeHee HM3YYEHHBIX MW ITIOHMMaeMbIX 3a0oJieBaHUM Muokapaa. B cBs3u ¢
PEIKOCThIO PECTPUKTUBHOM (dbopmbl KapAUOMUOIIATUH 1 KpaiHe
HeOIaronpusITHBIM IPOTHO30M TIPU JIAHHOM BapWaHTe MATOJOIMU, YCIEeXU B
HU3YyYEeHUH DTHOIIATOreHe3a JaHHOro 3a00JieBaHUsl CYLIECTBEHHO OTCTalOT OT
ycnexoB B o0jacth  Apyrux Ipynn  KapJuoMuonatuil. PecTpukTuBHAs
KapJAUOMHOIIATHs XapaKTEepU3yeTcs HaJIUMYUEM PECTPUKTUBHOIrO (eHOoTHIa 1o
nanHbIM DX0KI' B coueraHny ¢ HOpMabHBIM WM HE3HAYUTEIHHO YMEHBIIEHHBIM
pa3sMepoM OZHOI0 WM OOOUX XKENyJ0YKOB, HOPMAIBLHOW WIJIM TOYTH HOPMAaJIbHON
CHCTOJIMYECKON (yHKLMEeH M HOPMalbHOM WM HE3HAYUTENbHO YBEJTHMYEHHOM
TOJNIIMHON  CTEHOK JieBOro okejaynouka. Opnako B auddepeHinalbHOM
JIUArHOCTUKE OCTAIOTCS CJIIOAKHOCTU, OOYCIIOBJICHHbBIE B TIEPBYIO OYepe/lb TeM, YTO

PECTPUKTHBHAS KapAWMOMHOIIATUA MOXKET SABJIACTCI YaCTbIO 0oJjiee CIIOKHBIX



HACJIEJCTBEHHBIX CHHJPOMOB — HEHWpPOMBIIIEUHbIX 3a0oJjieBaHUM, Oosie3Hel
HAKOIUJICHUS M WHQUILTpaTUBHBIX 3a0ojieBaHMM, Hampumep, Oosiesnu [oie,
ooneznu ®abpu, remoxpomaro3a U ap. Ha mpoTskeHuU JJIMTEIbHOIO BPEMEHU
COTJIACHO JINTePATYPHBIM JIaHHBIM y MallMEeHTOB C UAUINIATUUYECKON PECTPUKTUBHOM
KapJAUOMHONATHEeH B KayecTBe MPUUYMHBI pa3BUTUsL 3a00J€BaHUS OCTABAJIUCD
0XapaKTEePU30BAaHHBIMU TOJILKO MATOreHHbIE U BEPOSTHO-TATON€HHbIE BAPUAHTHI B
reHax capKOMEpHBIX OEJIKOB, a UCCIeayeMble BHIOOPKHU MallMeHTOB COCTABIISIIA He
oonee 12-20 uyenoBek. PaboT, TMOCBSILIEHHBIX MCCIENOBAHUIO OCOOEHHOCTEMN
KIMHAYECKOrO  TEYEHUSI W  [EeHETUYECKUX  JIETEPMHUHAHT  PECTPUKTUBHOU
KapJIUOMUOIATUU € JAeOI0TOM 3a00JieBaHMsI B Pa3HbIX BO3PACTHBIX Ipynmax B

JIOCTYITHOM Ha TeKyLIMI MOMEHT JIMTepaType NPeACTaBIeHO KpaiiHe MaJo.

AKTYyaJIbHOCTh TeMbl H CBSI3b €€ ¢ NMJIAaHAMHU Pa3BUTHS MeAULHHCKOI
HAYKH U 3IpaBOOXPaHEHHUS.

AKTYaJIbHOCTh MCCJIEIOBaHUSI 00YCJOBJIeHA HEOOXOJMMOCTBIO Pa3zpadOTKu
HOBBIX METOJIOB ONpEAeICHUs] MPOTHO3a M TMEePCOHUPUIIUPOBAHHON Tepanuu y
NMalUeHToOB ¢ pecTpukTuBHOM kapauomuomnatued (PKMII). HoBble mnoaxoibl
JeYeHUs JIOJDKHBI OBITh OCHOBAHbI Ha pe3ysibTaTaX BbICOKOTEXHOJIOTMYHOTO
CEKBEHUPOBAHUSI HOBOT'O TOKOJIEHHSI, BbISBIISIFOILIETO KOMIUIEKCHbIE TeHETUUECKUEe
nedexThl, BIUSIONIMX HA YHUBEpCalbHble BHYTPUKJIETOUHbBIE MTPOLIECChl, KOTOPbIE
o0yCaBIMBaIOT pa3BUTHE TUCHYHKIUNA KapIMOMUOITUTOB U MUOLIUTOB.

KapauomuonaTu OTHOCSITCSI K OTHOCHUTEIBHO PEAKHMM 3a00JIeBaHUSIM, B
JINarHOCTUKE KOTOPBLIX OOJbIIYI0 3HAYUMOCTh HMMEIOT BBICOKOTEXHOJOIMYHBIE
MHCTPYMEHTaJIbHbIe ~METOJbl HuccieqoBanus. Hapsinmy ¢ ucnosib3oBaHUEM
sxokapauorpadhuu, MPT, B mnocienHue roabl Bce OONBIIYIO 3HAYUMOCTD
MPUOOPETAIOT MOJIEKYJISIPHO-OMOJIOTHUeCKre MeTo/bl uccienoBaHus. OcoOeHHO
9TO 3HAYUMO JUI PECTPUKTUBHOW KapAUOMHUOMNATHU, KOTOpasi 4YacToO HMEeT
HACJIE/ICTBEHHBI T'€HETUYECKU-O00YC/IOBIIEHHBI XapaKTep W MOXET SIBJISIThCS
4acThlo 0OoJiee CIIOKHBIX HACJE/ICTBEHHBIX CUHAPOMOB C BOBJIEUEHHMEM MHOTUX
CUCTEM M OpraHoB. M3ydeHue TIeHETUUECKUX [MPUUYMH HUJAMONATUYECKOU
KapAUOMMOIIATUH TIPUBEJIO K MOHUMAHHUIO, YTO YacTble M peiKue MOoJUMOp(hHbIE

BapvaHTbl piAga TIE€HOB MOI'YT SBJIATHCA (baKTOpaMI/I, aCcCoOUMHUpPOBAHHBIMH C



pa3BUTHEM AMACTONIUYECKON NUC(PYHKLIMU U PECTPUKTUBHOIO KPOBOTOKA. B Takom
cllydae  CTAHOBHUTCS OYEBHJHOW  11€JecO00pa3HOCTb  BHEAPEHUS  METOJOB
oTpesieieHus] TeHeTUUeCKUX Je(eKToB, JIeKAIMX B OCHOBE KapIHOMHUOIIATUU, B
KIMHUYECKYI0  TPaKTUKy C  1eJbl0  KOHCYJbTUPOBAHUS, I[PEHATAIBHOU
JUArHOCTUKK M PaHHEro TMOJTBEPXKIEHUS JUarHo3a OECCUMIITOMHBIM HOCHUTEIISIM
MyTanuii. BmecTte ¢ TemM, MMEHHO B JaHHOW TpynIe IAalUeHTOB B CBI3U C
PENIKOCThIO M3ydyaeMOM TMAaToJIOTMM U ee  HeOJaronpusTHBIM  IIPOTHO30M
[POBEJICHUE KOPPENSALUNA MEeXAY TIeHOTUIOM U (DEHOTUIIOM IpeACTaBIIsIeTCs
TpynHOM 3amauedd. [lpenmosaraercsi, 4yTo Oosiee IIMPOKOE pacIpOCTpaHEHUE
BBICOKOTEXHOJIOTUYHBIX METO/IOB CEKBEHUPOBAHMUS, MO3BOJISAIOLIETO
OJIHOBPEMEHHO CKPWHHUPOBATh COTHH TE€HOB M UIACHTU(PHUIIMPOBATH MHOKECTBO
NPUUYUHHBIX MYTallMd U aCCOLUMUPOBAHHBIX T'C€HETUYECKUX BapPUAHTOB PACIIMPUT
npe/cTaBjieHie O [aTOreHe3e pPEeCTPUKTUBHOM KapAMOMMOIIATHU, a TakKe
MO3BOJIUT OIPEEIUTh OCOOCHHOCTH KIMHUYECKOro TedeHMs! 3a0oJeBaHus U
MPOTHO3a Y MallMEHTOB Pa3JIMUHbIX BO3PACTHBIX IPYIIIL.

C orux nos3unud  aucceprauronHass  pabora  KocrtapeBoit = AHHBI

AJIeKCaHPOBHBI SBJISIETCS] AKTyaJbHOW U CBOEBPEMEHHOM.

Hayunasi HOBH3HA HCCJIeIOBAaHUS, MOJYYEHHBIX Ppe3yJbTaTOB M
BbIBOJOB.

C mno3uuMM KIMHUYECKOW COCTABIISIFOLIEH TpejCTaBlIeHHOW paldoThl
HAYYHYI0 HOBHM3HY COCTaBJISIFOT OINUCAaHHbIE HOBbIE OCOOEHHOCTH KIIMHHUYECKOIO
TEUEHMUSI W TMPOrHO3a WJAMONATUUYECKOW PECTPUKTUBHOM KapJIUOMUOTIATUUA B
3aBUCUMOCTH OT TEHOTHIIa, Bo3pacTa Jebrota 3a0oieBaHUs M HAIUYUA
COYETAHHOT'O BOBJIEUEHUS HeMpoMmblleuHOU cucteMbl. [lokazana npuHumMnnaabHas
BO3MOYKHOCTh MCIIOJIb30BaHUS IIKaJ omnpejesenus nporaoza XCH y nauueHToB ¢
PKMII (pectpukTtuBaHasi Kapauomuonarus). OrpeznesieHO Benyllee 3HaYeHHUE
Gbubpusauu npencepauid Kak (akropa, ONpeestoIero MporHo3 y B3pOCIIbIX
nanueHToB ¢ uanonaruyeckon PKMIL

BriepBoie omucana kiauHuveckast ¢popma PKMII, cBs3anHas ¢ myTauusiMu
rena ¢unamuna C (FLNC), coueratoniasi B ce0e MpU3HAKU BPOKIAEHHON MHUOIIATUN

M KapAUOMHOIIATHH, KOTOpas XapaKTepu3yercs paHHUM JeOI0TOM 3a00JIeBaHU.



[loxazano, 4Tto mnosuMOp(HbIE BapuaHTbl B TreHax MADD wu RBM?20
ACCOLIMMPOBAHbI C Pa3BUTHEM JUACTOJUYECKON NUCPYHKIUEH, KOHIEHTPUUIECKOM
runepTpodueit Muokapza, a TaKkke cepAevyHON HEAOCTaATOUHOCTHIO C COXPaHEHHOU
dpakmueii BeIOpOCa.

ABTOpPOM BIIepBbI€ MPOJIEMOHCTPUPOBAHO BIMSHUE MyTalUd reHa JiamMuHa
A/C (LMNA) na nuddepeHuUpOBKY CTPOMaJIBHBIX MYJBTUMOTEHTHBIX KJIETOK-
MPeIIIECTBEHHUKOB B Pa3JIMYHBIX TKaHECHEUU(PUUHBIX  HAMpPaBIEHUSIX -
MHUOT'€HHOM, OCTEOT€HHOM W aJUIIOTeHHOM, a TaK)Xe BBISIBJIEHO HapylIeHHUEe
SIIUIEHETUYECKON peryJisiiui CTPOMalbHBIX CTBOJIOBBIX KIETOK. B  pabote
BIIEPBbIE I10OKA3aHbl HOBBIE MOJIEKYJISIPHbIE MEXaHW3Mbl MATOT€HHOI'O BIIMSHUS
myTtaiuii R170G u R170W B rene tpononuna | (7NNI3) Ha 4yBCTBUTEIBHOCTD
MUO(pUIAMEHTOB K MOHAM Kajblus. HecoMHeHHOW HOBM3HOW 00JalaloT JaHHBIE
oTHocHUTeNibHO  posin  Oenka  MYBPC3 B peanmzauun  3ddekTa

BBIILICTICPCUMUCIICHHBIX MMTATOTCHHBIX BAPUAHTOB.

O6mas ounenxa auccepranuu. CreneHb O0OOCHOBAHHOCTH HAYYHBIX
MOJIOKeHHU, BLIBOJOB U NMPAKTHYECKUX PeKOMeHAauui, chopMyIMpOBaHHBIX
B IUCCEPTALMH, HX I0CTOBEPHOCTb.

M3yuaemasi maToJIOTMsI OTHOCHUTCSI K KaTEroOpuu peAKUX Cpeau Bcex
Cep/ICUHO-COCYAUCThIX HO30JIOTMH. B TO ke BpeMs, HEOOXOAUMO OTMETHUTb, UYTO
ucciie/lyemas rpyIa naudeHToB (35 denoBek) siisieTcss HauboJblIeld u HauboJee
MOJHO  TIeHeTUYeCKu-oxapaktepu3zoBaHHou  rpynmoit  PKMII w3 Bcex,
MpeJICTaBIeHHbIX B COBPEMEHHOW Hay4yHOU JjuTeparype. B uccienoBaHuu ObLIU
MCIIOJIb30BaHbl  METOJbl  OJIHOMOMEHTHOTO  aHajiu3a M  [POCHEKTUBHOIO
HaOmoeHus. opMupoBaHue KOropThl MallMEHTOB MPOUCXOAWIO HA OCHOBAaHUU
4eTKO COPMYJIMPOBAHHBIX KPUTEPUEB BKIIIOUEHHUS U HEBKIIOUeHHs. OCHOBHBIM
KpUTEpPUEM BKJIIOUEHUS] TALMEHTOB B UCCIEAYEMYIO TPYIIY SBISUICS JAUArHO3
unuonarundeckod PKMII, ycraHoBieHHBI B COOTBETCTBUU C Kiaccu(ukanuen
EBponetickoro o6umecrBa kapauosioros. OmpenesieHue MNPUUYMHHOW — pOJIK
BBISIBIIGHHBIX ~ TFEHETMYECKMX  BApPUAHTOB  IPOBOJMIJIOCH Ha  OCHOBAHUU
pekoMeHaauii AMepukaHckoi acconmaiuu MeauuuHckoi reHetuku (ACMG) u

pekoMenaanuit Poccuiickoro o0iecTBa MeAUIIMHCKON MeHETUKH.



MosiekynsipHO-I€HeTHYeCKMEe W KJIETOUHBbIE  METOJIbl  HCCJIEIOBAHMUS
BBITIOJIHSUIUCH B pa0OTe Ha BBICOKOM METOAMYECKOM ypoBHe. CTaHaapTU30BaHHbIC
UCCJIEJOBAHUS NPOBOJMIIM B COOTBETCTBUM C COBPEMEHHBIMM MEXyHAPOIHBIMU
IPOTOKOJIAMHU.

O6beM W ypOBeHb  HCIIOJB30BAaHHBIX  METOJOB  00OcCie0BaHUs,
CTaTUCTUYECKUN aHaIM3, W3JIOKEHHE MaTepuana IMO3BOJSIIOT TOBOPUTH 00
000CHOBAaHHOCTH  BBIABUHYTHIX IIOJIO)KEHUH W  MPEACTaBICHHBIX BBIBOJIOB
auccepranuy. BpICOKME METOIUYECKUH ypPOBEHb IMPOBEICHHBIX HUCCIEJOBAHUN U
JIOCTOBEPHOCTb  IOJYYEHHBIX  pEe3yJbTaTOB  IOATBEPKIAETCS  HaJUYUEM
nyOJauKauuMii B BBICOKOPEUTHMHIOBBIX OTEYECTBEHHBIX U MEXyHapOJHbIX
KypHaJlaX W MpEeJCTaBICHUEM MaTepuaia Ha HayYHbIX MEpOIPHUSITUSIX CaMOro
BBICOKOT'O YPOBHSI.

[TonyueHHble pe3ynbTaTbl OTHOCUTEIBHO 3aKOHOMEPHOCTEH KIMHUYECKOTO
teueHus: PKMII u onpenenenuss KIMHUKO-TEHETUUYECKUX KOPPEISALUNA MOTYT OBbITh
MCTIOJIb30BaHbl JIJIsl BEIOOpA ONTUMAJIBHOW TaKTHUKH JIEUYEHHUS! KapJUOJIOTHYECKUX
NAlMEHTOB JETCKOM M B3POCIOH BO3PACTHBIX TPYII, a TaKkKe OIpejesieHus
nporuosza 3abojieBaHUsl W TOKa3aHUWM JUIsl MPOBENIEHUS MEJIUKO-TeHEeTHYECKOTO
KOHCYJIbTUpOBaHusi. Brepsbie onucanHas kiuHudeckas ¢opma PKMIT B
COYETAaHUM C BPOXKIACHHOM MMOTNATHEH HMEEeT IPAKTUYECKOEe 3HauYeHUe ISl
MNPOBEJCHUS  MEXAUCIUIUIMHAPHOTO  JuddepeHInanbHO-TUarHOCTHIECKOTO
noucka. PaciivpeHnsl 1 yTOUHEHbl TIOKA3aHUS JUJIsl UMIUIAHTALUMU KapAuoBepTepa-
nedubpussitopa y nanueHToB ¢ uauonatudeckod PKMII. BoisiBieHHbIe HOBBIE
MOJIEKYJISIPHbIE M KJIETOUHble  MEXaHU3Mbl  Pa3BUTUSl  PECTPUKTUBHOU
KapJIMOMMOIIATUU, ACCOLIMMPOBAHHOM ¢ MyTaUMsIMU B FeHaxX JECMHUHA, JJaMUHA U
TPOMOHKHA, UMEIOT CYLIECTBEHHOE 3HAYEHUE ISl PACLLIUPEHUS MPEICTABICHUN O
naToreHe3e reHeTHYeCKU-00yCIOBICHHBIX (POPM KapAHOMUOIATHH.

Marepuanbl IUCCEpTAlIMU UCIOJIB3YIOTCS B 00pa30BaTe/IbHOM MpoLecce B
MEJIMIIMHCKUX BY3aX.

Jluccepranusi OCTpoeHA MO TPAAULMOHHOMY IPUHIHUIY C COOJIFOJIEHUEM
BCEeX MpaBWJI HAYUYHOTO aHanu3a, M3JokeHa Ha 314 crpaHuuax, J0CTaTOYHO
MPOCTO BOCIPUHUMAETCsl Ojarofapsi 4YeTKOMY UM JIOTHYHOMY AaBTOPCKOMY

M3JI0’KEHUIO0, PABUIIBHOMY SI3BIKY ¥ TPaMOTHOM opdorpaduu.



BBenenue  Kparko — OTpakaeT  aKTYaJlbHOCTh  HCCJEIOBAHUS,  €ro
obocHoBaHHOCTE.  CdopmysnupoBaHHbIEe  3aJadyd  TOJIHOCTBIO  TIO3BOJISIFOT
JOCTUTHYTH PElIeHUs TOCTABICHHOH 11eH.

JIutepatypHblii 0030p u3noKeH Ha 43 crpanuuax. CoaepKUT aKTyalbHYIO
UHPOpMALIMIO O BBIOPAaHHOW TpoOJIeMaTHKe, B YaCTHOCTH 00 W3BECTHBIX
OCOOEHHOCTSIX ~ KJIMHMYECKOrO0  TEUeHUs W3y4aeMOW TIaTOJIOTHH, CIEKTpe
IeHeTUYECKUX TMPUUYMH PECTPUKTHUBHON KapJUOMUOIATHH, O COUYETAHUHM JaHHOM
dopmbl 3abosieBaHus ¢ HeWpombllieuHo mnatosiorned. [lToapoOHO mpUBOASTCS
COBPEMEHHbBIE 3HAHUSI O MOJIEKYJISIPHBIX MEeXaHU3Max pa3BUTHUS KapAUOMHUOTIATHH,
ACCOLIMMPOBAHHBIX ¢ MyTalUsiIMU B reHax necMmuna (DES), mamuaa A/C (LMNA),
tporionuHa | (7NNI3). B ¢unane rnaBbel paccMaTpuBalOTCS IE€PCIEKTHBLI
JaJbHEHIIMX HAy4YHbIX HCCJAEJOBaHUM, 4YTO JOMOJHUTEIHHO OOBSCHSIET WU
NOATBEPKIAET aKTYaJIbHOCTh BEIOPAaHHOM TEMATUKHU MPEICTABICHHON pabOTHI.

YuureiBasi peAKOCTb  H3Yy4aeMOIro  HCCe[OBaHUs, O0BEM  BBIOOPKHU
MAUEHTOB MOXXHO CYMTaTh aJIeKBaTHBIM M JOCTaTOYHBIM JUIsl  pellleHus
[IOCTaBJICHHBIX 3a/la4 U JOCTUXKEHHUS IT0CTaBleHHO! 1enu. B rinase 2 «Matepuaiibl
Y METOJIbl» ONHUCBIBAIOTCS MPUHLIMI U TIOPSIIOK (POPMUPOBAHUS TPYIII MALIUEHTOB,
METOJIbl ~ KJIMHUYECKOro M  (PYHKIMOHAIBHOTO  HWCCIEJOBAHUS, a  TaKKe
JabopaToOpHbIE METOJIbl HCCIE0BaHUS, B YACTHOCTH, CEKBEHHPOBAHUE HOBOTO
MOKOJIEHUSI CO CIHMCKOM T€HOB, BKJIIOYEHHBIX B IIEJIEBYIO TaHeNb MPU aHau3e
reHeTUYECKUX BapuaHTOB. B ryiaBe moJipoOHO OMHUCHIBAIOTCS HCIIOJIb30BaHHbBIC
MOJIEKYJIIPHO-OMOJIOTUYECKHEe METOJIbl, a HWMEHHO, CO3/laHhe TIeHeTHYeCKUX
KOHCTPYKIMH, MOJy4YeHUEe  MHAYLMPOBAHHBIX  IUIIOPUIIOTEHTHBIX  KIIETOK,
KyJIbTUBUPOBAaHWE  KJIETOK  pa3jIM4HbIX JIMHUK  CO  CTUMYJMPOBAHHOM
HarpaBlieHHOW  nuddepeHunpoBKON,  MeTOoAbl  MMMYHOOKpAIlMBAHUS W
Mop(osioruuecKo XapakTepUCTUKU KieTok, mnpoBeaenue I[II[P B peanbHOM
BpEMEHHU.

Bce ucnosb3oBaHHbIE METOJbI MCCIEOBAaHUN MOJPOOHO OMUCAHbl U IPU
HEOOXOIMMOCTH BCE MPOTOKOJIbI MOTYT ObITh BOCIIPOU3BEICHBI.

CoOcTBeHHbIE pe3ysibTaThl U3JIOKEHbI B 7 riaBax oOmmMm odbemoM B 135
CTpaHMIl  TeKcTa.  Pe3ynbTaThl  MpEJCTaBIEHbl  JIOCTYMHO,  HarJISIAHO,

M0CJIe/I0OBATEIBLHO, XOPOIIO WIUTFOCTPUPOBAHBI U CTPYKTypupoBaHbl. [Ipu aHnamuze



II0JIly4YE€HHBIX Pe3yJIbTaTOB aBTOP aKTUBHO HCIIOJIB3YET JINTEpaTypPHbIe HCTOUYHUKH,
KOTOpPBIE MTO3BOJISIIOT €MY JIeJIaTh KOPPEKTHBIE 3aKIIIOUEHHMSI.

Bce 00cy)1eHNs TOyYeHHBIX pe3yJIbTaTOB BBIJCJICHBI B OTIC/IbHYIO TJIABY,
KOTOpasi, 110 CyTH CBOEW, IpejcTaBisgeT coO0M CTPYKTYPHUPOBAHHOE 3aKJIIOUEHHE
no Bceil padore.

BbIBOJIBI COOTBETCTBYIOT MOCTABICHHBIM 3a/1auaM.

Crucok surepaTypbl COBPEMEHEH MW JIOCTaTOYeH, COmepKuT 446
JIUTEPATYPHBIX UCTOYHUKOB, BKIto4ast 395 3apyOeKHbIX.

[IpakTuueckue peKOMEHNALMM MHOTOYUCICHHBI W CBUJICTENILCTBYIOT O
XOpolIeM IPakTUYEeCKOM BbIXoJe paboTel. OHM OTpa)xarT 0COOEHHOCTH
HaOMIOAEHUs] W Jie4eOHOM  TakTUKM Yy TMAalMeHTOB C  PECTPUKTUBHOMN
KapIMOMUOIIATHEH B 3aBUCHUMOCTH OT MPOBOJAUMBIX JIOMOJHHUTEILHBIX, B TOM
YUCIIe MEAUKO-FeHETUUECKUX UCCIICIOBAHNM.

B aBropedepare, mMoHorpadguu u OnyOJMKOBAHHBIX CTATBAX aJEeKBATHO
OTpake€HO OCHOBHOE CoJiepKaHue pabOTHI.

1o maTepuanam quccepTallMOHHOIO UCCIeOBaHUs OMyOIMKoBaHo 35 paboT
B JKypHaax, Bxoasiux B nnepedueHb BAK Muno6pnayku P®, u3 Hux 20 — cratbu
B HHOCTPaHHBIX mypﬁanax, Bxogsammx B 0asel SCOPUS u Web of Science.
OcHOBHBIE  pe3ysbTaThl pabOThl MpeACTaBlieHbl B  BHIE JOKJIAJ0B Ha
OTEYECTBEHHBIX U 3apyOexHbIX KOHrpeccax, KOH(PEPEeHIHUsSX W CHUMIIO3UyMax B
BUJIE YCTHBIX U IIOCTEpHBIX JOKIanoB (Poccuiickuii HalMoOHANBHBIA KOHIpecc
kapauosioroB 2014-2019 r., Kourpecc EBpormeiickoro o0iiecTBa KapauOJOroB,
Frontiers in Cardiovascular Biology eBpomneiickoro o6iectBa kapauoyoros 2010-
2018). Bce omnybOnnkoBaHHble pabdOThl TIOJHOLEHHO OTPa)KalOT OCHOBHBIE
pe3yJIbTaThl U MOJIOKEHUS! BBITIOJHEHHOTO JIUCCEPTAHTOM HUCCIIeT0BaHMS.

Pesynbratel, nonyuenusle KocrapeBoit A. A. B Xoje JIUCCEPTAIIMOHHOTO
MCCIIeIOBaHUsl, COAEPIKAT HAYyUHbIe OTKPBITHUS M JIOJDKHBI MOBJIMSTH Ha YJIyUIICHUE
npouecca JHUAarHOCTUKM, JIEUCHHUS] U OMNpeAeseHHs IMPOTHO3a Tal[MeHTOB C
UJIUOTIATUYECKOMN PECTPUKTUBHOU KapAUOMHUOIIATUEN. Hcnonb3oBanue
nporHoctuueckux wmkan 3C-HF u MUSIC paciunput Bo3MOKHOCTH OIpeiesieHus
TOYHOIO NPOTrHO3a y JaHHOW KaTeropuu mnauueHToB. lIpennoxeHHasi cxema

MIPOBEJICHUS] TEHETUUYECKON JUAarHOCTUKU y MalUeHTOB ¢ ujanonatudyeckoi PKMIT



MO3BOJIT ONTUMHU3UPOBATH IIPOLECC MEAUKO-TEHETUUECKOTO KOHCYJIbTUPOBAHUS B
JAHHOW KOropre IalMeHTOB M HCIONb30BaTh Haubosiee HH(DOpPMATUBHBIE U
OITUMAaJIbHbIE IMAarHOCTUYECKHUE TTOJIXO/IbI.

[IpuHuunuaneHelx 3amedyaHuit HeT. Jluccepranus TpPOU3BOIUT OUYEHD
Xopolllee BHevaTieHue, Kak (yHJIaMEeHTaJIbHOe U KIMHHYECKOE HCCIIEJOBAHUE,

MMerolee OOJIbLIYI0 HAyUHYIO M MPAKTHUECKYIO 3HAYUMOCTb.

3akiioueHue.
Jncceprannonnas pabora KocrapeBoit AHHBI AsiekcaHapoBHBI «MoOJIEKYIIsIpHO-
FeHeTUYEeCKHMEe  MEXaHU3Mbl  Pa3BUTUS  WAMONATUYECKOW  PECTPUKTHUBHOM
KapJIMOMHUOIIATUM» Ha COMCKAHHUE YYEHOH CTENeHU JOKTOpa MEIUIIMHCKHX HayK
SIBJISIETCSl 3aBEPIIEHHON Hay4yHO-KBaNIU(PUKALIMOHHON paboTol, B paMKax KOTOPOi
aBTOPOM IIPEJIOKEHO pellIeHre KPYITHON HayuyHOU MpoOJieMbl, UMEIOIIEH Ba)KHOE
3HaYeHue B 00JacTU JIMAarHOCTUKU M OIpeJeeHHs] TPOrHo3a I'eHEeTHYECKH-
00ycJoBIIEHHBIX 3a0oneBaHuM cepaua. Pabora cooTBeTcTByeT TpeGOBaHUSAM
[TonoxeHus o NpUcy JAEHUU YUEHbIX CTereHel, yTBEPkKIACHHOIO MOCTAHOBIEHHEM
IlpaButenscrBa Poccuiickoit @enepauuu ot 24.09.2013 N 842 «O mnopsijke
NPUCYXKJEHUs YUEHBIX CTENEeHEeN» B pelakuuu, yTBepxKaeHHoU [IpaBuTenbcTBOM
Poccuiickoit @enepaunn N 335 ot 21.04. 2016r., npeabsBisieMbiM K JOKTOPCKUM
JUccepTalysaM U COOTBETCTBYET MAcIoOpTaM ClEeLHUaAIbHOCTEH, a UMEHHO MyHKTam
no Kapauosjoruu: 3.3abosjeBaHusi MMOKapja, Tepukapia U dHJOoKapja,
13.CoBpemMeHHbIE HHBA3UBHbIE U HEMHBA3UBHbIE JUATHOCTHUYECKUE TEXHOJOTUU Y
OOJIBHBIX €  CepACYHO-COCYIUCTOM matojioruer; 14.MenukamMeHTO3HasT WU
HEMEJIMKaMEHTO3Hasl Teparusi CepAeYHO-COCYUCThIX 3a00JIeBaHUI U MYHKTaM T10
MeJIULIMHCKOe reHeTtuke: 1. MouekynsipHble UM LHUTOJOTMYECKHE OCHOBBI
HaciaeactBeHHOCTH. 10. I'eHetnueckass u kiierouHass WH)XeHepusi. TpaHcreHHbIe
opranu3mbl. 17. I'enetuka yenoBeka. MenuiuHckas reHetnka. HaciiencTBeHHBIE
oosie3nu. ['eHorokcukosnorusi. ['enorepanusi. Jluccepramusi MoXeT OBbITh
peKoMeHJlIoBaHa JUIsl NyOJM4yHOM 3amuThl, a ee aBTop — KocrapeBa AHHa
AnekcaH/poBHAa — 3aciy’)KMBaeT TMPUCYKJICHUS HUCKOMOH CTeNeHH JOKTopa
MEJIMLIMHCKUX HayK 1o crenuanbHocTsM: 14.01.05 — xapauosorus u 03.02.07 —

Ir€HCTHUKA.



OT3bIB 3aciylllaH, OOCYXJIEH MU OJIOOpeH Ha COBMECTHOM 3acelaHuH
otaeneHus aprepuanbubix runeprounii HUM xapnuonorun Tomckoro HUMIL u
naboparopuu nonyJsiuoHHod renetukn HWM renetukum Tomckoro HMMII,

nporokon Ne 018 . 1 ,or 29.10. 2019 r.

Benymuii Hay4HbIA COTPYIHUK

OT/IeJIEHUS apTEPUATIbHBIX THIIEPTOHUN
HayuHo-uccienoBaresbckoro

MHCTUTYyTa Kapauonoruu denepaibHOro
rOCyJIapCTBEHHOI'O OOJKETHOTO

HAay4YHOTrO yuypexaeHus « ToMmckui

HALWOHAJIbHBINA UCCIIEN0BATEIbCKUN

MeJAMLIMHCKUN LeHTp Poccuiickon

aKaJeMHU HayK» /
JIOKTOP MEAULIMHCKUI HAYK Punn Tartesina MuxaitnoBHa

n()()nucb

PykoBoauTens nabopaTopun
MOMNYJISIIUOHHON T€HETUKU
Hayuno-Hccnenosarenbckoro
WHCTUTYTa MEIULIMHCKOW T€HETUKHU
@enepabHOTO rOCYIaPCTBEHHOTO
OI0JPKETHOTO HAYUHOT'O YUPEKTCHUS
«ToMckui HalMOHAJILHBIN
Hcclie0oBaTeIbCKUU MEeIUITMHCKUU
HeHTp Poccuiickoil akaJieMuu HayK»
e

JIOKTOP MEIULIMHCKUM HAyK VMU
noonu

Hazapenko Mapust CepreesHa
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