OT3bIB

Ha aBTopedepar auccepTanuu Banmnaxmerosa Hanns Paymanosnua «BapuaGeasHOCTE
TeHOB CAPKOMEPHLIX (e/IKOB PH rHNepTPoGHH MHOKAPIA Pa3/IHYHOr0 renesay,
NpeAcTABJICHHO HA COHCKaHHe YIeHOoi cTeneHH KaHIH/1aTa MeAHIIHHCKUX HAYK 10
cnenraabHocTH 1.5.7. — 'eHeTHKA

AKTyansHOCTH TeMBI NPOBEJEHHOTO HMCCEPTALHOHHOTO HMCCIIEHAOBAHUS HE BBI3BIBACT
COMHEHHI, TTOCKOIBEKY THIEPTpodHUecKas KapAHOMHOIATHS SBIAETCS Cephe3HOM mpobiaeMoi
37[paBOOXPAHEHHS BO BCEM MEpPe M B Hamielf cTpaHe. BaxHo#l ero 0COOEHHOCTBIO ABIACTCH
CYIIECTBEHHbIN KIIMHAYECKHiT TOMUMOp(H3M: TeueHHe 60Ie3HH BapbUpPyeT 0T GECCUMIITOMHOTO
HOCHTE/IECTBA O TPO3HBIX OCIOXHEHHH B BHIE CEpIEUHOM HETOCTATOYHOCTH HIIH BHE3AIHOM
cepredHOM cMmepTH. IIpm 3TOM, HECMOTpPA Ha KpAaTHOE YBENIMYCHHE MPOM3BOAUTENBHOCTH H
JOCTYIHOCTH MOJIEKYJIIPHO-TeHETHYECKOH THATHOCTHKH, IPHMEPHO Y IIOJIOBHHEI MAIIHEHTOB HE
YIAeTCA YCTAHOBHTh TEHETHYECKYIO IpPHYMHY 3a00NeBaHHsA, a TaKKe OCTAETCS MHOXECTBO
BOIIPOCOB B MHTEPIPETAIIMH Pe3yIbTATOR JHATHOCTHKHA C TOYKH 3PEHHS IIPOrHO3a AATbHEHIEro
TeueHus OOIe3HHU.

Uccnenopanue Banmnaxmerosa Hamms PaymmaHoBuua BHOCHT BKJIAJ B IIOHHMaHHE 000HX
3THX acleKToB. IIOHMCK TeHeTHYecKOH M3MEHUMBOCTH IATH OCHOBHBIX I'€HOB CApKOMEPHBIX
6enkoB (MYBPC3, MYH7, TNNT2, TNNI3 u TPMI) ipoBefiecH B TOM YHCJIE€ B HEKOIUPYIOUICH
YaCTH, B KOTOPOM MOXKET OBITH CKPHITA YaCTh IHArHOCTUYECKH 3HAYMMEIX BApDHAHTOB, HO KOTOpad,
KaK MpaBHJIO, HE HCClenyeTcs pyTHHHO. Jlanee I BEIABICHHBIX BapHAHTOB ¢ HaHOONbIIEH
HOTEHIIHATEHON 3HAYMMOCTBIO TIPOBENCH IIOMCK BO3MOMKHEIX acCOMAllHd ¢ IapaMeTpamH
ranepTpoduH MHOKAp/IA.

OcoOplif HHTEpeC MPENCTAB/SUIO BKIFOUEHHE B MCCICAOBAaHHME [ABYX 3THOIOTHYECKH
Pa3IUYHBIX HO30JIOTHI: MOHOTEHHOro 3afoneBaHHd (THnepTpodHdYecKas KapIHOMHOIATHA) H
MyIbTHGAKTOpHAIEHOTO 3aboneBanus (rumeprpodus MHOKapAa H3-3a  apTepHalbHOH
THIEPTEH3MH), DTO MO3BOJIMIIO ONEHHTH POJb TeHETHYeCKOH H3MEHYUBOCTH B (POPMHUpPOBAHHH
THOEPTPOQHH MHOKApJa paslHuHOil STHONOTHH, YTO BHOCHT BKIAJ B M3yueHHE (EeHOMEHa
«MEHJIETICBCKOTO KOJIa» W TOBOPHT O IIPEEMCTBEHHOCTH B BBIOODE TEMEL

[ensio uccnenoBanus ObUIa HACHTH(OUKAINS BApHAHTOB B T'€HaX CapKOMEPHBIX OEIIKOB,
OTIpeeNIIOIKX (opMUpoBaHre (EeHOTHIIA THNEPTPOodHH MHOKapaa pa3Id4yHoro rexesa. Llens
HCCIIeIOBAaHHUS COOTBETCTBYET TEME JHUccepTaluy 1 chopMynupoBasa rpaMoTHO. [1o pesynbsraTtam
chopMypoBaHo 6 BEIBOJOB. Bee oHE 000CHOBAHEL

Jluzaifn uccleTOBaHMSA XOPOIIO MpogyMaH. MeToauueckuii ypoBeHb HacToALeH paboTh
SBJISIETCS BBICOKMM: KIIHHHYECKH U MapakIHHIIecku obcneoBano 90 manueHToB, HCIOIb30BaHE
COBPEMEHHEIE MOJIEKYIIIPHO-TCHETHYECKHE METOARI — Bce TpH BuUAa cekBeHupoBaHus JTHK.
Bruoundopmaruueckas U craTHcTHUeckas oOpaboTka MOMydeHHBIX pe3ylbTaToB IPOBEJEHA C
HCIIOJIE30BAHHEM aJIeKBATHBIX METOJIOB,

[To Teme nmuccepranmuu omyOMHKOBaHO 6 Hay4HbIX paboT, B TOM 4Hcie 4 CTaTbu B
KypHanax, pekoMeHmoBaHHEIX BAK, B ToM umcne 3 M3 HHX — B IEPHOIMYECKUX HAYIHBIX
JKypHanax, uHAeKcupyeMbIx Web of Science mmu Scopus, a Takke omuwH Te3uc. OCHOBHEBIE
TONOXEHHUS, BBIHOCHUMEIE COMCKAaTeNleM Ha 3alluTy, OOCYXTAIWCh HAa POCCHHCKHX H
MEKAYHApOAHOH KOH(EPEHIIUAX U KOHIPECcax.,

TakuMm oOpazoMm, cojepkaHHe aBTOopedepaTa IO3BOJNSET CHEIaTh BBEIBOZ, 4TO
JICCepTallHOHHOE HccnlenoBaHue BammaxMerora H. P. «BapuabensHOCTS T€HOB CapKOMEPHEIX



GenkoB IpH TUIepTpoPHH MHOKapAa pasIMuyHOrO IeHe3ay, MPEACTABICHHOE Ha COHCKAHHE
yUeHOH CTENeHH KaH/u1aTa MEIHIMHCKHX HayK 1o cnenuambrocTy 1.5.7. — I'eHeTHKa, SBIfeTCA
3aKOHYECHHBIM Hay4HBIM TPYIOM.

JuccepranuonHas paboTa MOTHOCTHIO COOTBETCTRYET TpebopanuaM 1.9 «IlonoxeHus o
IPUCYKICHNS YIESHBIX CTEIICHEH», YTBEPKICHHOT0 TocTaHoBIeHHeM [IpaBuTenscTBa PO Nog42
ot 24.09.2013r. (8 pea. ot 25.01.2024), npeassBIieMbIM K JUCCEPTALIKAM Ha COMCKAHHE YUSHOH
CTENEHH KaHJMJaTa Hayk, a c¢& asTop — Bammaxmero Hamnp Paymanoswd, 3acmyxuBaetr
MIPUCYXKICHUS YUEHOH CTENeHH KaHu/1aTa MEUIIMHCKUX HayK.

JIOKTOp MEIHIMHCKHX HayK, ITIaBHBIH HAy4HBIH COTPYJHHK — PYKOBOJMTENL HAYYHO-
HcclenoBaTenbckoil  nmaboparopud  "MonekynspHas MeJWIMHA W TEHETHKa dYelnoBeka'
MemunuHCKOro HHCTUTYTa DeepalbHOr0 rocyJapCTBEHHOTO aBTOHOMHOIO 00pa3oBaTeIbHOTO
yupekaeHus BeIicinero oOpasoBanus «CeBepo-BocTouHbIi (eaepanbHbIi YHHBEPCHTET HMEHH
M.K. AMMocoBa» MuHHCTEpCTBa HayKH M BhICIIEro obpaszoBanus PD, NOKTOp MEIHIIMHCKHX
Hayk (1.5.7-I'eneruka u 3.1.21-[Teguatpus)
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Maxkcumora Hanexna Pomanosna,

denepanbHOE TOCYIapCTBEHHOE aBTOHOMHOE 00pa3oBaTeIbHOE YHPEKIEHHE BBHICIIETO
obpasopanus «CeBepo-Bocrounsiit ¢enepansubni yHuBepcuter mmeHH MK, AmMocosax,
677000, r. SIkyrck, yn. Bemumckoro, m. 58, temedom +7 (4112) 35-20-90, unHTepHET-CalT
opranuzanuu: https://www.s-viu.ru, e-mail: rector@s-viu.ru.

51, Makcumora Hanexna PoManoBHa, 1aio corylacie Ha BKIIIOYSHHE CBOHMX
[ePCOHATBHEIX JaHHBIX B JOKYMEHTEI, CBS3aHHEIE ¢ paboTO# IuccepTallMOHHOIO COBETA
24.1.215.03 na 6aze @enepanbHOrO rocyAapCTBEHHOTO OI0/IKETHOTO HAyYHOTO YUPEKACHHMS
«ToMcKku# HAaIMOHAIBHBIH HUCCIIEI0BATENBCKUH MeIULIMHCKUH LeHTp Pocculickol akageMun
HayK», H X AalbHeHIIyo 06paboTKy.

[Toamuce n.M.H. MakcuMosoit H.P. 3aBepsio
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