Om3biB Ha  aBropedepar  auccepranun _ [lonsikoBoi  AHMKeJHKH
AdexcanapoBubl  Ha TeMy: «0Oco0eHHOCTH KJIHHHYECKOI0 TeYeHUsi M
reHeTH4YecKHe JeTEePMHHAHTHI THNepTpodHYecKod KAapAMOMHONATHH B
MOJKHJIOM _BO3pacTe», HMPEICTABJEHHYIO HA COMCKAHHME Y4YE€HOHM CTeleHH
KAHAMIATAa MeJHIMHCKHX HAYK no cnenuaabHocTh: 14.01.05 - kapauosaorus

[lpencraBieHHas K 3alluTe JUCCEpTallMOHHAas paboTa MOCBALIEHA
AKTyaJIbHOW TeMe — M3YYEHHWIO BIUSHUS MOTEHILHAIbHO-MOAU(DULIUPYEMBIX U
HEMOMUPHUIMPYEMBIX (PAKTOPOB Ha OCOOEHHOCTH KIMHHYECKOTO TEYEHHs
T€HETUYECKH 00yCJIOBJIIEHHOIO 3a00J1eBaHuUs —  HAJUONATHYEeCKOu
runieprpodudeckoit kapauomuonaru (I'KMII). B nocnennue roasl HHTEpPEC K
JIAHHOM TpoOJieMe BO3pPOC, MOSBUIIKCH 3apyOekHble MyONMKaluM, B KOTOPBIX
IIOMYEPKUBAETCS BaXKHOCTh KOPpPEKUMU (HaKTOPOB KapAHOMETAOOIMYECKOro
pucKa JUIS YAy4YIIeHHs KadecTBa JKHU3HU M IIpOrHo3a y IalueHTOB C
unvonaruueckodr ['KMIL. Tlpu sToM aHanorudHelx pabOT, BBIIOJIHEHHBIX B
rpyIIle IMaldeHTOB MOXHUIIOro Bo3pacTa, SBHO HepocrarogHo. Kpome Toro, He
pellleH BONPOC O TeHETHYECKHX JEeTePMUHAHTAX, OTBETCTBEHHBIX 3a JEOIOT
uauonarudeckor 'KMIT B moxusoMm Bospacte. [IpuMeHeHHas B HCCIIEAOBaHUU
METOJIMKa CEKBEHHPOBAHHUS HOBOTO IOKOJIEHMS IIO3BOJIMJIA PACIIUPHUTH CIIEKTP
reHeTUYECKUX  BAapWAHTOB, BBIBISEMBIX Yy  TAIUEHTOB C  Je0I0TOM
uauonarnyeckoii ['KMIT B OXuIOM Bo3pacTe. 3aciy’KUBaeT BHUMAHHUS BHIOOD
reHOB-MOIM(DHUKATOPOB, BHOCSIIMX BKIAZ B pEMOJENMPOBaHHE cepaua vy
nanueHToB ¢ uauonarudeckoii 'KMII. PaccMoTpeHs! MONMMOpPQHBIE BAPUAHTEI
HE TONBKO B TeHE, KOAWpYIOUIeM BhIpaboTKy Oenka capxomepa MYH7 (Gera
TSDKENble el MHo3nHa), Ho W B reHe MADD (noMeH cMepTd MUTOIEH-
AaKTHBUPYEMOW IPOTEHWHKWHA3bl), HAaXOASLIEMCS B KIacTepe ¢ TeHOM,
KOIUpYyIoleM BbIpaboTky Oenka capkomepa MYBPC3 (MHO3MH-CBA3BIBAIONINN

6emok C).
Hayuynyro 3Ha4MMOCTh pabOTHI OIpenelsieT yCTaHOBJIEHHAs accoUuarus

regotuna TT u amnens T momumopdusix BapuanToB 1s10838692 u rs2290149

rena MADD ¢ runeprpodueii Muokapaa kak npu uauonarudeckoit ' KMII, tak



u npu I'JDK, oOycrnoBineHHO! apTepuanbHOM THIIEPTEH3UEW W OXXUPEHHEM Y
NAIIEHTOB B CPEIHEM H IIOXKUIIOM Bo3pacte. [Ipy npoBeeHNN CeKBEHUPOBAHUS
HOBOI'O IIOKOJIEHHs OOHapy)XeHbl TI'€HETHYeCKHe BapWaHThl B Ie€HaX,
KOIAMPYIOIIUX BBIPAOOTKY HE TOJIBKO OENKOB capKoMepa, HO U GeNKOB Z-IKCKa,
[UTOCKEJIETa U HOHHBIX KaHAJIOB.

IIpaxTudeckas LEHHOCTh HCCIIENOBAHUS 3aKJIFOYAeTCs B YCTAHOBJIEHUU
CBA3M OXHpPEHMs ¢ OosblIell TONIIMHOW 3aJHel CTEHKH JIEBOTO JKEJIyIO0YKa.
BEICOKYIO 4acTOTy CHMMETPUYHOM (OpMBI T'HIEPTPO(GUH JIEBOTO IKEIYIOouKa
BOXHO YYHUTHIBaTh NpH AuddepeHInanbHOH IUarHOCTHKe C  (hEeHOKOMUSAMMU
TUIEepTPO(OUIECKON KapAUOMUOIATHH, BCTPEYaeMOCTH KOTOPBIX B KOTOPTE
MallMEHTOB IT0XKUIIOI0 Bo3pacTa coctaBmia 15%.

Pe3syneraTel ¥ BBIBOOBl  JAMCCEPTAIIMOHHOW  pabOTEl  IOJHOCTBIO
COOTBETCTBYIOT IIOCTaBIEHHOM LEeIM H 3afadaM. BrpIOOpka mNaludeHToB
NOCTaTOYHA )i M3y4YEeHMs PEIKHUX TIeHeTHYecKuX 3abojieBaHUN MHOKappa.
Marepuansl ¥ METONBI HUCCIIENOBAHUS H3JIOKEHBI MOApPoOHO. IIpruMeHeHBI Bee
COBpPEMEHHBIE METOABl [UAarHOCTUKH, HEOOXOomuMble i1 00CjeIOBaHMs
nauuenToB ¢ I'KMII derorunom u nposenenus auddepeHraaIsHoro Juarsosa
uauomnarudeckod ' KMIT u e€ penoxomnui.

JOCTOBEpPHOCTh pE3yJAbTaTOB HE BBI3BEIBAET COMHEHHH, BBIIIOJHEHA
KOpPEKTHAsl CTaTUCTUYeCKast 00paboTKa JaHHEBIX.

Pesynerarel auccepTalliOHHOM paboThl OBLTH HEOMHOKPATHO JOJIOKEHEI
Ha POCCHUICKUX M MEXIyHapOIHBIX KOHIpeccax, oIyonukoBansl B 11 xypHaax,
u3 HuX 10 crarei — B H3JaHMAX, BKIIOYEHHBIX B «llepeyeHp BeqyIIMX
pPeLeH3UPYEMBIX HAy4YHBIX JXYPHAJIOB W HU3NaHui» Bricmed ATTecTalliOHHON
Komuccnu npu MunucTepctBe 00pa3oBaHus U Hayku Poccuiickoit @ezneparuy.

[IpMHIUMNKANEHBIX ~ 3aMEYaHUM 110 COmepXaHHI0 U O(GOPMIIEHHIO
aBTOpedepara Her.

Hcxonss U3 BBIIIECKa3aHHOI'O MOXKHO 3aKJIOYHUTh, YTO JHUCCEPTALMs
IonsxoBoil AHxenuku AsnekcaHIpoBHBI Ha TeMy «OCOOEHHOCTH KIMHUYECKOTO
TEUEHMS] M TeHETHYECKHUE NETEPMUHAHTHI TUNEPTPOPUUECKON KapIUOMHUOIIATHN

B IIOXKHIIOM BO3pacTe», IIpeACTaBJICHHas1 Ha COHCKaHHE yquOﬁ CTCIICHHU



KaHauaara MeOULUMHCKUX HayK 1o cnenuanbHocTH 14.01.05 — kapauonorwus,
BEIIIOJIHEHHAs] IION HAy4YHBIM pPyKOBOJACTBOM JOKTOpa MENULMHCKUX HAyK
I'ynkoBoii  AnekcaHApbl  SIKOBIEBHBI, SBISETCS 3aKOHYCHHOM  HaydHO-
KBaNU(PUKAIIMOHHOW paboToOW, B KOTOPOH CONEPIKUTCS pEIIEHHE aKTyalbHOM
Hay4YHOU 3a7ja4 B MPAKTUUECKOU KapIUOJIOTHH.

HuccepranuonHas pabora IlonsikoBoit AHXKETUKH AJIEKCaHIPOBHEI
cooTBeTCTBYeT TpeboBaHMsAM I. 9 «llomoxeHUs O TOpPSAKE TPUCYKICHHS
YYEHBIX  CTelleHel», yTBepkIeHHoro IloctanoBneHuem IlpaButenncTBa
Poccuiickoit @enepanuu ot 24 centTsiOps 2013 r. Ne§42 (B pemakiusx oOT
21.04.2016 . Ne335; ot 02.08.2016 . Ne748), mpeabsIBIIeMBIM K KaHIHIATCKAM
JUccepTalUsM, a €€ aBTOp 3acCiy)XUBaeT TMPUCYXJICHUS YUYEHOH CTeleHu

KaHauaaTa MEIUIUHCKUX Hayk 1o crnenuansHocty: 14.01.05 — kapauonorus.

3aBeqyrouuit kadenpoit roCIuTaIEHON TepaItinu
u xapauosiorun umeHu M.C. Kymakosckoro,
pextop ®I'BOY BO «C3I'MYVY um. .M. MeuynukoBay

Munznpara Poccun,

JOKTOP METUIITHCKIX HayK
(14.01.05 — xapauosnorwust) C.A. Caiiranon
denepanbHOe TOCYHapCTBEHHOE OIOMKETHOE Oép/aBOBaTCHBHOC YUPEXKICHHUE BBICIIErO
obpaszoBanus «CeBepo-3amagHblii TOCYJapCTBEHHBIN MEIMIMHCKUM yHMBEpcUTET MM. MU,
MeunukoBa» MuHHCTEpCTBa 3paBooxpaneHus Poccuiickoit ®eneparium
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