OT3bIB
Ha aBTopedepar aHccepTanHOHHOH pabornl Kasepunoidi BajenTnubi
I'ennagbeBHbI «Knnauveckas " MOJIEKY /IS pHO-TeHeTHYeCKasl
XapaKTePHCTHKA KapAHOMHONATHH B cTpykType RAS-nmatuii y agereii» nHa
COMCKAHHE Y4YEeHOH CTenmeHH KAaHIHJATa MeJHUHHCKHX HayK IO
cnennagbHocTaM 3.1.21. IleanaTrpus (MeanunHCKHe Hayku) u 1.5.7. Tenernka
(MeIHUHHCKHE HAYKH).

OnHoit w3 Haubonee 3HAYMMBIX IIPOONEM COBPEMEHHOW MeIHaTpHH
OCTarOTCs Kapauomuonarvd. KiauHMYeckas M reHeTH4YecKas TreTepOreHHOCTb,
HacToO TsDKeNOe, MpPOrPecCHpyIolllee TeYeHHe, W BBICOKHE pHCKH paHHei
UHBAIMOW3AHH K CMEpPTHOCTH OOOCHOBBIBAIOT ITOMCK HOBBIX IIOAXOIOB K
CTpaTH(pUKALUU MIalUeHTOB. XoTA [IPUMEHEHHE METOZIOB
BBICOKOIIPOU3BOAUTEIBHOIO CEKBEHUPOBAHUS OTKPHUIO HOBEIE BO3MOKHOCTH MJIS
BBISBJICHUS T€HETHYECKHX IPHYMH 3a00JIeBaHus, CHCTEMaTH3UPOBAHHBIE JaHHBIE O
CIIEKTpe MyTaUHWid ¥ (EHOTUIHYECKMX XapaKTEPUCTHKAX MMEHHO y POCCHICKUX
AeTed C KapAWOMMONATUSIMU B CTPYKType RAS-matuii orcyrcTBoBamu. B stom
KOHTEKCTe  AuccepraldoHHoe uccienoBanue Kasepunoit B.I.  gBasercs
CBOEBPEMEHHBIM M 00/IaJaeT HECOMHEHHOW TEOPETHYECKOM W IPaKTHYeCKOM
3HaYHMOCTEIO.

Hayynas HoBu3Ha paboThl He BBI3BIBAET COMHEHHH M OIpemesseTcs

COBOKYITHOCTBIO INOJIyYeHHBIX NaHHBIX. BriepBele Ha poccuiickoii BeIGOpKe mereit

IIPOBE/ICH KOMIUIEKCHBIH aHaJM3 KIMHUYECKOH H TEeHEeTHYECKOH CTPYKTYpbI
KapIMOMHUTONIAaTHH B CTPyKType RAS-nmaruii. ABTopoM moka3aHo NpeBajupoBaHKe
[IaTOreHHbIX BapHaHTOB B reHax PTPNII, RAFI w RITI. BaxHbIM [0CTHXEHHEM
ABJIACTCS OMMCAHHE HOBBIX, paHee HE M3BECTHBIX HYKICOTHIHBIX BapHaAHTOB,
nononHsomMx 6asy gaHHbIX. OcoOyl0 LEHHOCTh MPEICTABISIOT BBISBICHHBIE
B3aHMOCBSI3H MEXIy F€HOTHIIOM M ()EHOTHUIIOM: TsXKEJbIH KapIHualbHbIA (hEeHOTHIT
y TIAlMEHTOB C BAPHAHTAMHU 3K30Ha 7 reHa RAF'I, 1 OTHOCHTENIFHO OaronpusaTHOE

TeYeHHe TUnepTpo¢uu MHOKapia y JeTed ¢ BapuaHTamu reHa RITI. PesynbraTsl



paboTsl yrayonstoT GyHIaMeHTalbHbIe PeiCTaBIeHUs 00 0COOEHHOCTSX TeUeHUs
KapIHOMHOIIATHI B TIEIHATPUIECKOM KOropTe.

ITpennoxennsle anroputmsl JIHK-TUarHoCTUKUM ¥ MEXAUCUUIUIMHAPHOIO
MOHHTOPHHTA TMallHeHTOB, a TakXke COpPMHpPOBaHHAsA JNIEKTPOHHAA 0a3za JaHHBIX
MOTyT OBITH 3()()EKTHBHO MCIIONB30BAHBI KaK B KIIMHHYECKOH NMpaKTHKE, TaK U B
KayecTBe MIaT(OpMBbI s JaIbHEHIINX HAy4YHBIX pa3spaboTok.

ABropedepaT  COOTBETCTBYeT akaJeMHuecKuM TpeGoBanusM BAK,
CTPYKTYPHPOBaH, CONEPKUT BCe HeoOXomumble pasnesbl (00las XapakTepuCcTHKA
paboThbl, pe3ynbTaThl HCCIENOBAaHUS, BBLIBOABI, MPAKTUYECKHE PEKOMEHIAIINN).
Marepuan wumocTpupoBan 13 pucyHKamMud B 5 TaOMWIIaMH, KOTOPHIE SBISIOTCS
UHGOPMAaTHBHBIMU U HaISIOHBIMU. [IpoBeneHa KOppEeKTHas CTaTUCTUYeCKas
00paboTka B COOTBETCTBHH C COBPeMEHHBIMU MeTomukamu. ChopMyTHpoBaHHEIE
BBIBOJ(bl M PEKOMEHIALMM JIOTHYHBl, 0O0OCHOBAHHO BBITEKAIOT U3 IONyYEHHBIX
JAHHBIX, UMEIOT BBIPQXKEHHYIO MPAaKTHYECKYI0 HAMpaBICHHOCTb W HE COIEpI)Kar
CIIOPHBIX TNOJOXeHHH. I[lono)keHus, BBIHOCHMBIE Ha 3aIIUTY, OOOCHOBaHBI M
MOATBEPKAAOTCH (PAKTHUECKUM MaTepUaIoM AUCCEPTAMOHHOTO HCCIIeNOBaHuUsA, a
TAlKOKe COIEep)KaT OJIeMeHTHl Hay4Hoi HoBu3Hbl. (OCHOBHBIE pE3YJIBTATEI
HCCJIEIOBaHKs OIYyOJMKOBaHbI B IEYaTHBIX paboTax, U3 KOTOPBIX - 4, CTaThbH B
U3aHugX, pekoMeHnoBanHbiXx BAK.

[MpuHUMIMANBHBIX  3aMe4aHHMH K  CONEPXKaHHIO M O(GOPMIIEHHIO
aBTOpedepara Her.

Ha ocHOBaHMH WH3y4eHUs aBTopedepara MOXHO KOHCTAaTHPOBAaTh, 4YTO
NMCCepTallMOHHOe  HcciefoBaHWe KasepuHoit  Banentunsl  ['eHHaIbeBHBI
«KnuHHYecKas U MOJIEKYNIIpHO-TeHEeTHYEeCKas XapaKTePUCTHKA KapJUOMHUONATUI B
crpyktype RAS-matuii y nerel» BBINOJHEHHAs II0I PYKOBOICTBOM JOKTOpa
MEeIMLIIMHCKHX HayK, npocgeccopa bacaprunoit Enensl HukomaeBHBI W J0KTOpa
Omonormueckux Hayk, noueHta CaBocThsiHOB Kupuina BukropoBuya siBiseTcs
IOJIHOLICHHBIM ~ 3aBEPIUIEHHBIM  HAyYHO-KBaTH()HMKALMOHHBEIM  HMCCIIEA0BaHUEM,

BBIIMTOJIHEHHOM Ha OOJIXKHOM Hay4YHO-METOJHYECKOM YPOBHE.



Pesyneratel aMccepTalMoHHOro uccrnenoBanus Kasepunod B.I. umeror
BEICOKO€ 3HA4YCHHE [JIA TNMEAHaTpUM M MEJUIMHCKOH TeHETHKH, IMOCKOJIBKY HX
MPUMEHEHUEe TI03BOJIUT PELINTh BaXHYK HAy4YHO-NPAaKTHYECKYH 3aja4y II0
COBEPIICHCTBOBAHUIO IHAarHOCTUKH, INPOTHO3HPOBAaHHA TEYEHHA M CEMEHHOIO
CKpUHMHIA KapAMOMMONATUii B CTpyKType RAS-nartuii Ha ocHOBe aHamm3a
KIIMHHKO-TEHETHYECKHUX B3aHMOCBA3CH.

[To cBoeii aKTyaqbHOCTH, OOBEMY BBITIOJIHEHHBIX HCCIEIOBAHUN, HAY4YHOI
HOBH3HE W TPAKTHYECKOW 3HAYUMOCTH IIOJYYEHHBIX MNAaHHBIX IpPEICTaBICHHAsA
auccepralMoHHas pabora cooTrBeTcTByeT TpeboBaHusiM 1. 9 «llonoxeHus o
OPUCYKACHUH  y4Y€HBIX  CTENEHEH»,  YTBEPKAEHHOIO  MOCTAHOBIEHHUEM
ITpaButensctBa Poccuiickoit ®enepauuu ot 24.09.2013 . Ne 842 (B peiicTByroieit
pelakuuu), NpeabaBiieMbIM MUHUCTEPCTBOM HayKH U BhIciero obpasosanus PO
K JUCCEepTalMsAM Ha COMCKaHHME Y4EHOM CTeleHH KaHaujaTa Hayk, a e€ aBTop,
Kasepuna BanentnHa [eHHagbeBHa, 3aciy)KUBAae€T IIPUCYKIECHUA HCKOMOMH
CTENeHU KaHAKUJaTa MeAUIUHCKUX HayK Mo crienuanbHocTsaM 3.1.21. [leguatpus u

1.5.7. I'enetuka.

IMpodeccop xagenpsr merckux Oonesneit PIAOY BO I[lepseiit MIMY um. .M.
CeueHoBa MuH3zpasa Poccuu (CeueHOBCKUIT YHUBEPCHUTET),

JOKTOp MEQUIIMHCKUX HayK, npoq)eccy

_)  Enena CnapraxoBHa JKomo6oBa

‘aie nce A.M.H. JKonob6osoi Encabr CriaprakoBHBI 3aBepsiio:
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Anpé'é’fi 435: Poccus, r. Mockaga, yi. b. [Iuporosckas, 19

OI'AOY BO Ilepeii MIMV um. U.M. CeuenoBa MunznpaBa Poccun (CedeHoBCKuit
Vuusepcurer), kadenpa nerckux GonesHedt KIMHHYECKOro MHCTHUTYTA JETCKOTO 3[0POBhS HMM.
H.®. ®unaros

Ten. 8 (499) 248-46-22

E-mail: zholobova_e_s(@staff.sechenov.ru



