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HAY4YHOI0 PYKOBOAMUTENSA
Kasepuna Banentuna [eHHanneBHA — conckaTelb YY€HOH CTENEeHH
KaHauaaTa MEAULUHCKHX HayK IO CITeNHaIbHOCTSIM
3.1.21. Ilenuatpus, 1.5.7. I'eneTuxa

Huccepranus Ha TeMy: «KanHngeckas u MOJIeKYISIPHO-TeHeTHYecKast

XapaKTEpHCTHKA KaDAHOMHONATHH B cTpyKType RAS-nartwii y aereii»

B nepuoxn paGotsl Hax aucceprauuend KaBepuna Banentuna [ennansesna
MposBUJIA ce0sl HE TONBKO KaK KBaTM(DHIMPOBAHHEI BPaYy-KJIMHULIUCT, HO U Kak
3peNblid HCCIIe0BaTelb, CIIOCOOHBIH CAMOCTOSTEILHO pelark CI0XKHbIe Hay4HbIe
3aa4i. Ee oTIH4YarOT oTBeTCTBEHHBIN momxom K KaXXI0OMy 3Tally HCCIIeOBaHMS,
CHCTEMHOE MBIIIICHHE, YMEHHE BBIYWICHSTh KIIOYEBBIE ACHEKTHI MpPOGIeMBbl U
KOPPEKTHO HHTEPIIPETHPOBATh IOJyYeHHEIE JaHHBIE.

B pamKkax [quccepTanMOHHOrO WCCIeTOBAHHS Kasepunoit B.I. nposenen
aHalIu3 OCOOCHHOCTEH TEYeHHA U MCXONOB y GOJBHBIX C KapJUOMHOIIATUSIMHU B
CTpykType RAS-naruii. ITomydeHs! HOBBIe HaHHBIE 06 OTIHUHTENBHEIX yepTrax
Kapiuomuonatun npu RAS-marumax. Ha ocHoBe mnomydenHsix pe3ynbTaToB
YCTaHOBNCHBI ~ B3aUMOCBS3M  KJIMHMYECKOM KapTHHBI  KapAHOMHONATHH
PasMYHBIMM FeHETHYECKMMH BapHaHTaMu B reHax RAS/MAPK nyTu.

Omnucana AOCTOBEpPHas CBsI3b Pa3IUYHBIX SKCTpaKapaIHallbHBIX

(peHOTHITMYECKUX TPOSIBICHUH NPH pPasTHYHBIX nedeKTax IeHOB CUTHAIBHOIO
nytk RAS/MAPK. Ilposenena ouenka 3Q(PEKTUBHOCTH JleyeHUs y meTeil c
KapIHOMHUONATUAMH, 00yCIIOBICHHBIMU 'eHETHYECKMMY BAPHAHTAMHU B reHaxX yTH
RAS/MAPK, BeisBieH Gonee BbICOKHIA NpOLEHT JeTell, mnoTpeGoBaBIINX
KapAMOXMpPypPrUYeCKOro JIYEHHs, CPEIH MAlMEHTOB C BapuaHTaMy rexos LZTR,
PTPNII u RAFI. VYCTaHOBIEHO HAIHMYHE CeMEHHBIX dopM, 4YTO mMoO3BOMMIO
YCOBEPIICHCTBOBATh ~ AJITOPUTM  KIMHHYECKOH M  MOJIEKY/IApHO-TeHeTHYe KOl
AUArHOCTHKH y JleTeld C THNepTPOOUYECKHM THIIOM PEMOIETUPOBAaHUS TIpH

nono3peHuu Ha RAS-naruro.



Pesynerarel  paGoTel OyAyT CIOCOOCTBOBATH [OBBLIMICHHIO KA4ecTBa
MEJIMIMHCKOX IIOMOLIM IETAM C KapAMOMHONATHUSAMH B CTPykType RAS-maruii
Grnarogaps paHHeHd NMPOQHIAKTHKE OCIOKHEHHH M MH(GOPMHPOBAHHWIO Bpadueil o
3HAYMMOCTH CEMEHHOI0 CKpHHMHIA IJII CBOEBPEMEHHOIO BEISBIEHUS HOCHUTENeH
IeHeTHYECKUX BapUAHTOB.

KaBepuna Banentuna ['eHHajbeBHA JTUYHO y4acTBOBaJIa HAa BCEX JTamax
UCCIIeOBaHUS: aHAIM3€ aKTyaJbHOH JMTEpaTyphl MO Teme, pa3paboTke IUIaHa U
nu3aiHa paboTel, 0OpabOTKe MENULMHCKMX NaHHBIX MAl[MEHTOB, HA3HAYEHUM
KITHHUKO-T1a00paTOPHBIX W HHCTPYMEHTANBHBIX MCCIICIOBAHMM, CTATHCTHYECKOM
aHamM3e M ero  MHTepnperauud, OGOPMIEHHHM HAy4HBIX IyONHKALMi,
BBICTYIUICHHAX Ha KOH()EPEHUMAX, BHEAPEHHH B KIMHMYECKYK HPaKTUKY
pa3paboTaHHBIX peKOMEHJaLi.

Banentrna I'eHHanbeBHa y4YacTBOBajla B IOATOTOBKE M HamucaHuu 11
MEYaTHBIX paboT, TNOCBANIEHHBIX TeMe HCCepTalMM, CpPeld KOTOPHIX 4
nyGnuKauuM B peKoMeHJoBaHHBIX BAK M3iaHHAX, IMOTyYeHHH CBHAETENBCTBA O
TOCyNapCTBEHHON peructpamuu 0as3bl manaeix RU 2023624593 ot 13.12.2023
«OnexTponHelt  pecypc. [lononHsemas 6a3za JaHHBIX 14 H3y4eHUs
KapauomuoniaTuidi  y jerer ¢ RAS-marweit». Marepuansl u  pesysnbrars
AUCCEPTALIHOHHOTO HCClIeIOBaHHS OBUIM IPEACTABICHBI U TOMYYHIH ON0OpeHHe
Ha psane koHbepeHumi, B dacTHocTd Ha XIX Poccuiickom KOHIpecce ¢

MEXAyHapOOHBIM Y4YacTHEM ((HGHHanHH H JeTCKass XHUPYpPrus B HpHBOJ’I)KCKOM

¢penepanbHomM oxpyre» (23.11.2022), II Bcepoccuiickom KOHI'pecce «JleTckas
Kapauonorus  2022» (08.12.2022), wa Hay4Ho-mpakThyeckolt KoH(MepeHLun
«'EHETUKA OT A J1O S» (15.11.2023), Ha PoccuiickoM HaLHOHAILHOM
KOHrpecce kapauosoros (28.11.2024).

HAuccepraunonnas pabora KasepuHoit  BaneHTMHBI [ eHHA/LEBHBI
«KnuHI4ecKas ¥ MOJIEKyIIAPHO-IeHeTHYECKas XapaKTePUCTHKA KapAHOMHONATHI B
CTpyKType RAS-matuii y neteii» npencrapiser co6oil 3aBepIIeHHOE Hay4HO-

KBa.TII/ICbHKaLIPIOHHOG HCCJIENOBAaHUE, KOTOPOE MOXKET OBITH IIPEACTABICHO K 3alIUTE

Ha TUCCEPTALlMOHHOM COBETE.



Kasepuna B.I. mocroiiHa npucyxueHus el y4eHOH CTeNeHHM KaHIuWaaTa

MEJULIMHCKUX HayK.

I'maHelli  HayuHeli  coTpygHuk  j1aGoparopuu
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