OT13piB Ha aBTOpedepaT AUCCEPTALHU
Baxpymesa FHOpust AnexceeBnda Ha TeMy: «OmnpeieneHre poJid TFeHETHYECKHX BAPUAHTOB
taiituaa (77TN) B OLIEHKE PHCKA Pa3BUTUs ¥ IIPOTHO3a CEPAEYHO-COCYAMCTON MATOIOrHMY,
NPEJCTABICHHYIO K 3alMTEe HA COMCKAHWE YYEHON CTENeHH KaHAWAaTa MEAUIMHCKUX HAYK 110

cneruansHocTu 3.1.20. Kapauonorus, 1.5.7. I'eneruxa

Huccepranuonnas pabora Baxpymesa IO.A. mocesieHa 3HauuMoii mnpobieme —
BLIACHEHHIO BIIMSHUS Pa3IMYHBIX BAPHAHTOB B I'€HE TalTHHA (B PYCCKOS3BIYHOM JIHTEPATypE
TaKKe HCIONB3YCTCST Ha3BaHKUE 3TOr0 Oeka KaK «TUTHHY), a TAKKE BAPUAHTOB B rene RBM20),
KozupyiomeM GakTop CIUTaiicMHra MOJIEKYJBI TalTHHA, HAa pa3sBUTHE NPUOOPETEHHOH U
BPOXKICHHOM CEPICUYHO-COCYAMCTON IAaTONOTHU. YUHTBIBas MIMPOKYIO PACIpPOCTPAHEHHOCT
XPOHUUYECKOH CEepACUHON HEIOCTATOYHOCTH U BBICOKYIO YaCTOTY BCTPEUAEMOCTH YHUKAIBHEIX
BapHAHTOB B TI'€HaX BBIMICYKa3aHHLIX OENKOB aKTyaJbHOCTh MPEICTAaBIECHHOH paGoThHI He
BBI3bIBAET COMHEHHUH.

JluccepTalliOHHOE  MCCIENOBAHME BKIIOYACT PE3yJLTATHl  BBICOKOIPOLECCHBHOIO
CeKBEHHpOBaHUS Juis 192 mpeacraBuTenelf KOHTpoJbHOW rpymmnbl  (xurenn CaHKT-
IlerepOypra), a Taroke U TALUEHTOB C BPOXJICHHON U TPUOOPETEHHO CcepAeuHO-
COCYQHMCTOM NAaTONOTHEd, B 4YaCTHOCTH, U1 494 NalIEeHTOB ¢ XPOHHYECKON CepaedHoi
HEIOCTATOYHOCTRI0 M 251 malnMeHTa ¢ pasIHuHBIMH THIAMH Kapauomuonatuil. B xone
00pabOTKM MONYyYEHHBIX AAHHBIX HCIIOJB30BAHBI aJ€KBATHBIE METOHBI MAaTEeMATHUECKOrO
aHallu3a, 4YTO TMO3BOJIMJIO [MOJyYHUTh CTaTUCTHYECKH 3HAUYMMBIE peE3yNbTaThl M CJIEJaTh
000CHOBaHHBIC BHIBOIBI.

Bputi rmony4ensl cnexyrouiMe ocHOBHBIE pe3ynbTarsl: (1) IIpd mpoBegeHHH 1LEeIeBOro
CCKBEHMPOBAHMSI MAICHTOB C PAa3TMYHBIMHU TUIIAMU KapJAHOMHUOIIATHIT B reHax Taiiruna (7TN)
u RBM20 Obuto HalifieHo 25 NaTOreHHBIX U BEPOATHO [MATOrCHHBIX BApHAHTOB. IIpu 3TOM
HaHOOJIbIIEE KOIMYECTBO BBINICYKA3aHHBIX BAPUAHTOB OBUIO OOHAPY)KEHO Y MALHEHTOB C
AUIATALMOHHON KapJHOMHOIIATHEH; HaWMEHbUIEE — Y MAIUCHTOB C TIHIEPTPOPUUECKOH
KapArOMHuomnaTHei. (2) YcTaHOBIIEHO, YTO HAIWYHE YKOPAYUBAIOIIUX BAPUAHTOB B reHe TTN,
OpUBOJALIMX K CHHTE3y MOJICKYJ TAWTHHA, HMEIOLIMX HEMONHYIO JJIMHY B A-30He CapKoMepa,

a TarKe HNX COYCTAHHE C «IaTOrCeHHbBIMHM») BapuMaHTaMHM B TE€HE RBM20 saBnstoTes



HEOJIArOMPUATHBIM ~ NMPOTHOCTUYECKUM  MPH3HAKOM, [PHBOSINAM K  (OPMUPOBAHHMIO
XPOHUYECKOW CEpIEeYHOH HENOCTATOYHOCTH CO CHIDKEHHOW (pakumeil BeOpoca H
AUIaTalMOHHOMY (DEHOTHUILY MPH PA3BUTUU KapJHOMUOIIATHH.

IIpakTHyeckoe 3HaYEHUE Pe3YIbTATOB HCCIEIOBAHUS COCTOUT B TOM, YTO IMOJyUEHHbIE
JaHHBIE O YACTOTE U CHEKTPE IEHETHYECKUX BapuaHTOB B reHax 77N u RBM20 B yCIOBHO—
3nopoBon rpymre xurenel Cankr-IletepOypra Moryr OBITH pPEKOMEHIOBAHBEI B KAYECTBE
pebepeHCHBIX 3HaYEHUH U1 aHAJIM3a MaTOT€HHOCTH U MPUYWHHON 3HAUUMOCTHU BBIABIISIEMBIX
TEHETHYECKUX BAPHAHTOB IIPH PA3IMUHBIX (POPMAx KapJHOMHUOIATHIA,

B nenom, HayyHas HOBHM3HA BBIIOJIHEHHOTO MCCIEAOBAHUS 3aKJIIOYAETCS B MOJYYEHHU
HOBBIX JIAHHBIX O CIIEKTpPE BapUaHTOB B reHax I'7N u RBM2(0 u ux BlnusHUH Ha GOPMUPOBAHKE
KIIMHHYECKOU KapTUHBI Y MALUEHTOB ¢ BPOKIEHHONH 1 NIPHOOPETCHHOH MaTOIOTHEl MUOKapia.

Pe3ynbTaThl H  BBIBOAY JHCCEPTALMOHHON paboTBl MOJHOCTHIO  COOTBETCTBYIOT
TIOCTaBJICHHOM LeJi U 337a4aM. PasMep BBIOOPKH JIOCTATOYEH JUIS MOJIYYSHUS JOCTOBEPHBIX
pesyinbraTroB. Pabora anpoOupoBaHa, pe3ysbTaThl UCCIEOBAHMS BHEAPEHLI B KIMHUYECKYIO
MpaKTHKY U y4eOHyro pabory ®I'BY «HMUILI um B.A. Anmazosa» Munsapasa Poccun. Ilo
TeMe OImyOaHMKoBaHbl 10 IMOJHOTEKCTOBBIX CTareil B JKypHalaX, PEKOMEHIOBAHHBIX BbICIIei
Atrecranonnonn Komuccuelh Haykd W BeIciero oOpasoBaHust Poccuiickoit ®emepanuu.
Omy0uKoBaHHBIE paOOTHI MOJHOCTBIO OTPAXKAOT PE3yJIHTAT UCCIIENOBAHNS.

[TpUHUMIHATEHBIX M JIUCKyCCHOHHBIX 3aMEUYaHHi 10 CONCPKAHHIO W O(POPMIICHHIO
aBTopedepara [uccepTaliii y MEHS HET.

Ha ocHoBanum aBTOpedepara CUHMTalO, YTO IHUCCEPTALFIOHHAs paboTa Baxpyuiesa
IOpus Anexceesnya Ha Temy: «OIpe/ie/IeHHE POIH FEHETHYECKUX BapHaHTOB Taiituna (77TN)
B OLICHKE PUCKA Pa3BUTHs U [IPOTHO3a CEPAECYHO-COCYTUCTOM MAaTONOTUIY, IPEACTaBIEHHAs K
3allliTe Ha COMCKAHME YUYCHOH CTEIeHHM KaHIuJaTa MEIUIUHCKUAX HAyK MO CIEIHAILHOCTIM
3.1.20. Kapauonorus u 1.5.7. I'eHeTnka, siBiseTcs 3aKOHYEHHON HAyYHO-KBaNIU(PUKALUOHHOM
paboToi, B KOTOPOH pelleHBl BakHAs HaydyHasl 3ajada, 3aK/IFOUAIONIascs B ONpENETeHHUH
YacTOTBI M paclpejeneHuss MyTrauuid B re”Hax 17N u RBM20 y mnamueHTOB C
kapauomuonatusMu W XCH, a Taxke B BBIACHEHUM HX BIHMSHUS Ha (OpPMHPOBaHHUE
KIMHAYECKOro  (eHOTHIa, YTO  HMMEET  BaKHOEC  3HAYCHHE  JUIsl  [OHUMAaHHS

HaTO(i)HZ’»I/IOJIOFI/IL{GCKHX MEXAaHU3MOB Pa3BUTHS CEPACHHO-COCY AUCTBIX 3a00JIeBaHUIi.



IlpencraBiennas paboTa COOTBETCTBYeT TpeGOBaHUAM, YCTAHOBIEHHBIM I 9-14
«IIomoxxeHus o MOpSKE IPUCYKICHHS YUCHBIX CTEIEHEW», yTBepkKaeHHOro IlocTaHOBIEHHEM
IlpasurensctBa Poccuiickoit @enepamuu ot 24 centsbps 2013 r. Ne842 B akryanbHOM
PEHaKIvy, a €e aBTOp JOCTOMH IPUCY KICHUS YISHO! CTEICHH KaHIUIaTa MEIUIMHCKUX HAYK

o cienanbHocTaM 3.1.20. Kapauonorus u 1.5.7. I'enetuka.
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