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BeAylleil OpraHu3aluy 0 HAYYHO-IIPAKTHYECKO#H 3HAYNMOCTH IHCCePTallHH
B.C. lymkapéBa «PoJib reHeTHYECKOr0 NoJIUMop(hu3Ma KaJibIHeBbIX
MOHHBIX KAHAJIOB B IaTOreHe3e 3CCEHINAJIbHOI apTepHaIbHON rHNepTeH3HN
npeacTaBIeHHOM Ha CONCKaHHe YYEHOH CTeneHH KaHAnIaTa MeIHIHHCKHX
HayK 1o cnenuanbHocTH 14.03.03 — maTonoruyeckasi pusnoiorus

AKTYyaJIbHOCTb TeMbl JHCCEPTALHH

DcceHIHaNbHAs THIIEPTEH3HsI — IIHPOKO PacIpocTpaHEHHOE 3a00JeBaHue, B
OCHOBE pAa3BUTHS KOTOPOTO HEMAallOBa)XHOE 3HAYEHWE HIPAIOT TI'CHETHYECKHE
dakTOopbl. B 9TOM HampaBleHHMM B HACTOSIIEC BpPEeMs M3Y4aeTCs MHOXECTBO
pasIMYHBIX MOJEKYl — TOPMOHOB, MENTHAOB, DPELEeNTOpPOB K HUM H Jp.,
reHeTUUeCKHE BApPMAHThl KOTOPBIX, B OTHEIBHOCTH WJIA B COBOKYIHOCTH,
TIpePacoNaraoT K GOJIe3HH M ONpenestoT e€ TedeHHe. B 3ToM acmekTe poiib
reHEeTHYEeCKOro IMOIMMOpGH3Ma KalbIMEBhIX HOHHBIX KaHAJIOB, MPUHUMAIOMIKX
ydacTHe B PETYISLHM COCYJIHCTOTO TOHYCa M CCpACYHOM JEATENbHOCTH, B
[IaTOreHe3e JCCEHLMAILHON apTepualbHOM TIHUIEPTEH3WH HE YCTaHOBIIEHA.
MoreKyIIpHO-TeHeTHIeCKIe HCCIeN0BaHMs KalbIIUeBEIX KaHATOB IO3BOJIAIIHA 651
C HOBBIX IO3UIIMI OIMMCATh IIATOreHe3, OIIEHUTh PUCK Pa3BUTHA 3a00JI€BaHUs, €TO
OCIIOKHEHHH, a TakKe OOOCHOBATH HOBBIE IMOAXOIBI K pPa3paboTKe METONOB
TTepCOHUMDHUIIIPOBAHHOM TePaIIU THIIEPTOHUYECKON OOIE3HN.

Takum  o6pa3soM, HCCIIENOBAHHE  T[EHETHIECKOro  moianMopdusma
KaJIbI[MEBhIX KAHAIOB MMeeT BaKHOE 3HadeHHe NI IaTOreHe3a JCCEHIHaNIbHOM
FUIIepTeH3HH, O0BIACHEHNs 0COOCHHOCTEH TeueHHs 3a0ONEBaHMA, a TaKKe UL
pa3palOTKH HOBOW CTPATEerHM ero JeueHus W NPOQUIAKTHKH. B cBA3M C O9THM
nuccepranuonnoe wuccinenopanve b.C. IlymkapéBa sBIAETCA aKTyalbHBIM B
TEOPETHYECKOM ¥ IIPAKTUIECKOM OTHOILICHUH.



Ctpykrypa u o0beM auccepTaunud. Jluccepranus H3IOXeHa B
KJIaccudeckod hopMe U BKITFOYAET BBEICHHE, 0030p IUTEPATYPhI, XapaKTEPUCTUKY
MaTepHaloB W METOIOB HCCIENOBAaHMSA, IaBbl COOCTBEHHBIX HCCIIENOBaHHUI,
06CyXKIEHHE TOIYUYSHHBIX Pe3yIbTaTOB, BEIBOIBI U yKa3aTellb IUTEPaTyphlL.

ABTOp TOCTAaBMJI I€Jb HM3YYUTH pONb T'EHETHYECKOTo MOoNMMOopdu3ma
KaJIBIIFEBHIX KAHAJIOB B [IATOT€HE3€ DCCEHIIMANBHOM apTepUaIbHON THIIEPTCH3UH.

JlvccepTaHT TIPOBEN WCCIENOBaHHE CPeIy 3M0POBBIX W OOJBHBIX
5CCEHIMATBbHON THIepTeH3Mel MPOXKUBAIOIINX Ha TeppHTOpHH 3abaiKabCKoro
kpas ¥ npoBrHIKK XainyHIBsH (KHP).

B paGoTe WCIONB30BaHBI COBPEMEHHBIE JIaDOPAaTOPHBIE — METOJBI,
BKJTFOUAIOIIKE TTOJIMMEPA3HYIO [EMHYI0 PeaKLUIo, ONOXMMUIECKUH METO], METObI
(YHKIIMOHAJIBHON TUarHOCTHKH.

JlvccepTaHTOM BBIODAHBI a/[EKBATHBIC METOJBI CTATHCTHYECKOH 06paboTKH
C WCIIONB30BAHMEM IIApaMETPHUYECKON W HENapaMeTPUYEeCKON CTaTHCTHKY,
BKJTFOYAIOIIEH: OLEHKY B3aMMOCBSI3M Ka4eCTBEHHBIX IPH3HAKOB, aCCOLHUALMH
TTOMMMOP(HEIX BapHAHTOB IEHOB C IIATOJOTMYECKHM (EHOTHUIIOM, BBITOIHCHHE
MDR-aHanu3a 1 MOAEINPOBaHNE TEHETUYECKUX B3aUMOIEHCTBHM.

Hay4nasi HOBH3HA HCC/IEI0OBAHNSA, IOJYYEHHBIX Pe3y/IbTaTOB, BEIBOJAOB H
pexoMeHIanui, chOpPMYTHPOBAHHBIX B THCCEPTALHH

Hayunas HOBHU3HA UCCIENOBAHHMSA M PE3YJIBTATOB, TONYYCHHBIX B XOZAE €IO0
BBITIOJTHEHHUS, HeCOMHeHHA. B paboTe BIepBbIE ONKMCaHa YacTOTa T'CHOTUIIOB U
QJUTeNbHBIX ~ BApUAHTOB  TNoNAMOpdH3Ma TEHOB  IOTEHIHMAJ-YIIPABIAEMBIX
xanpmesbix kananoB CACNAIC G2236129A4, CACNAIC G25854854, CACNAIH
G11349674, CACNAIG A50615794G, CACNB2 CI18539252T, RYR2
G237115840T y pe3unenToB 3abaliKanbCKOro Kpasi.

BEI3BIBAIOT OONBIION MHTEpEC [aHHBIE O BBIABICHHOM acCOIMaluu ¢
3CCEHLHAIBHON apTepHalbHOM THIIePTEeH3 e HOCUTEIbCTBA alleNi A ¥ IeHOTHIIa
AA SNP CACNAIC (rs1006737), a rtaxxke amwtenn G u reHotmna GG SNP
A50615794G Tena mOTeHIMAT-yIIpaBnseMbx KanbiueBblx kaHanoB CACNAIG
(rs11079919). B pesynbraTe IpPOBEAEHHBIX WCCICAOBAaHMH [OKa3aHO, HTO Y
[AIMEeHTOB C SCCEHIMAJIBLHOW apTephalbHOM TUIIEPTEH3HEeW K PHUCKY DPa3BUTHUS
runepTpodry  MHOKapia JIeBOTO  OKENy[oYKa —cepiua Ipeapacrosaract
HocuTenseTBo amtenu G u resoruna GG SNP A450615794G rena moteHIUAN-
yrpaBnseMbix KaiplueBbIx KaHanoB CACNAIG. YCTaHOBIEHO, YTO ajllenb A
rs1006737 siBasercss GakTopoM prcKa I pasBuTHs Ol y STHHYECKUX PYCCKUX
mONed ¥ KUTaWIeB XaHbCKOTO IIPOMCXOXICHU. B xome mnpoBen€HHOTO
WCCIIEIOBAaHMS OIpe/eIeH0, UYTO C MOBBIIIEHHBIM PUCKOM pPa3sBUTHSA THIIEPTOHUH
cpeld 3THUYECKUX PYCCKHMX CBSI3aHO HOCHUTEIBCTBO T€HOTHIIA AA rs1006737, a
CpemM KWTaiIleB-XaHBLEB — HOCHTENBCTBO reHoruma GA rs1006737. B



HCCIIeIOBAaHNY YCTaHOBIIEHO, YTO HOCHTEIbCTBO reHotHna GG SNP 45 0615794G
CACNAIG o6ycnaBmuBaeT IOBBIIIEHHE YPOBHA BHYTPHKICTOYHOTO Ca*"
TUMQOLUTOB y GONBHBIX IIEPBUYHOM apTepHaNbHON IUIePTEH3UEH.

Ha ocHOBaHWMM IOJYYEeHHBIX HaHHBIX AUCCEPTAHT BIIEPBBIE OIKCAT HOBYIO
[IaTOT€HETUYECKYI0  OChb  OCCCHLMAJBHOW  apTepHajbHOW  THUIEPTCH3UH,
prirodaromyio SNP rena alG-cyOpemuHuns! KanblueBbx kaHanoB CACNAIG
(450615794G), BBI3BIBAONIYIO KaJIbLIUEBYIO KAHAIOMATHIO, KOTOpas MPUBOIUT K
TIOBBIILICHUIO COAEPKAHUS BHYTPHKIETOYHOIO KAJIBIMA ¥ K THIIEPTOHYCY COCYIOB.

C wucnoms3oBanneM MDR-Meroma aBTOpoM — paspaboTaH  crocod
IPOTHO3UPOBAHHMS 3CCEHLMAIIbHON apTepUatbHON TUIEPTEH3UU C
HCIIONB30BAHUEM CBENEHHM O HAJIWYUU TONAMOp(U3Ma TI'eHOB KajbIIMEBBIX
nonHbX kananmoB CACNAIC G22361294 (rs1006737), CACNAIC G25854854
(rs112532048), CACNAIH G11349674 (rs11865472), CACNAIG A50615794G
(rs11079919), CACNB2 C18539252T (rs143326262), RYR2 G237115840T
(rs2490389).

B mnpencTaBlieHHOM OUCCEPTAllUM Pe3yJIbTaThl MCCIENOBAHUM ITOTHOCTBIO
COOTBETCTBYIOT IIOCTABJIEHHOM IleJM M 3ajJavaM, YCIOBHS IIPOBEICHHUA
HaOoeHil M BHIOpaHHBIE METOIBI MCCIEJOBaHMA B JOCTATOYHOW CTEIICHU
KOPPEKTHBI, JOCTOBEPHOCTD MONYYEHHBIX NAaHHBIX TTOATBEP)KACHA CTATHCTUIECKH,
BBIBOJIbI 0OOCHOBAHEI U HE BBI3BIBAIOT HUKAKMX COMHEHHUH.

TTo MaTepuanam auccepranud b.C. ITymkap&BeM omyGIMKOBaHO 6 cTaTed B
peLeH3UpPyEMBIX JKypHaaX, pekoMeHnoBaHHEX BAK, 1 marent Ha n3obpereHHme
P® «Crioco6 IpOrHO3MPOBAHMS PHCKa PA3BUTHS 3CCEHIHMAIBHON apTepHalbHOM
FUIepTeH3yur». PaboThl NPEICTaBISUIICE Ha MEXKITYHAPOJHBIX, DPOCCHHCKUX
Hay4YHBEIX KOH(MEepEeHIUIX, KOHIPeccax U Che3ax.

3HAYMMOCTH MOTyYeHHBIX Pe3yJbTATOB /ISl PA3BHTHS COOTBETCTBYIOLIEH
OTPaC/IM HAYKH U MPAKTHYECKOH NesiTeJTbHOCTH

Ha ocHOBE IPOBEAEHHOTO HUCCIICOBAHHS yCTAHOBJIEHA POJIb TeHETUIECKOro
nonuMopdu3Ma KalblMEBBIX HOHHBIX KAHANOB B MATOrEHE3e JCCEHLMANbHOH
apTepUaNbHON THICPTEH3WH M ONpelenéH BKIal OTIACNbHBIX —AIUICIBHBIX
‘BapmaHTOB B passuTie 3abonesanus (CACNAIC G22361294 (rs1006737),
CACNAIC G25854854 (rs112532048), CACNAIH G11349674 (rs11865472),
CACNAIG A50615794G (rs11079919), CACNB2 CI18539252T (rs143326262),
RYR2 G237115840T (rs2490389)).

[ToydeHHBlE pe3YJbTAaThl IIO3BOJIAIOT IPOTHO3MPOBATE PHUCK Pa3BUTHA
SCCEHIMATBHON  apTephalbHON  THIEPTeH3HH.  [IpeJUTOKEHHBIA  CIoCcob
IPOTHO3UPOBAHKS OCCEHIHATBHON apTepHallbHOM TMIEPTEH3HH IIPEIoaraeT
epCOHU(UIMPOBAHHEI  MOAXOX U  IIO3BOJIACT CTpaTU(HUIHIPOBATh  PUCK



3a00JIeBaHUS, YTO MMEET OOINBIIOe 3HAYeHHe Ui MPO(UIAKTUKA H JIEYECHHS
9CCEHIUAIbHOMN THIIEPTEH3UN.
PexoMeHIalHH MO HCMOJIL30BAHUIO Pe3yJIbTAaTOB H BHIBOJIOB
AHCCEPTALMOHHON padoThI

PesynpTaTel paGoThl MOTYT OBITH BHEAPEHB B YueOHBIM mpomecc Kadenp
[IaTOJIOTMYECKOM  (DM3HONOTMH W TEpaleBTUYECKOro  MPOMHMIA  BEICIIHX
MeIUIMHCKUX yueOHBIX 3aBelleHHi IpH H3y4eHHM IaTOreHe3a TuIepTeHsui. B
6ydyIneM PeKOMEHIyeTcsl Co3aHue 6as3hl JAHHEIX TeHETHYECKOTO MOIUMOopdr3Ma
MOJIEKYJ, ACCOLMMPOBAHHBIX C 3CCEHIUANbHONW apTepPHUANbHON THIEPTEH3MEH,
Brodaronie SNP reHOB KajblMEBBIX KaHAJIOB C LENbI0 IPOTrHO3MPOBAHUS
pa3BuTHs 3a00NeBaHMUs, NE€PCOHU(UIMPOBAHHOIO IMOAXOAa K €ro JICUCHUIO U
npodunaktrke. [loe3HslM ObUIO OBl HaNMCaHHE MOHOTPAaQUU C M3JIOKCHHEM
MaTepHaioB IUCCEPTALIUH.

3aksroueHne

Iucceprarus B.C. IlymkapéBa «Polb TI€HETHYECKOTO MONUMOpdU3Ma
KAJBIIMEBBIX HOHHBIX KaHAJIOB B IIATOTE€He3e O3CCEHIUAIBHON apTepHalbHOM
TUTIEPTEH3UM», MpEICTaBIeHHAs Ha COMCKaHWE YYEHOW CTeleHW KaHauaaTa
MEIMIMHCKIX HayK, SBISETCS CaMOCTOSTENbHON Hay4HO-KBAIM(HUKAIIMOHHOMN
paboToii, B KOTOpOH pellleHa BaXkHas 3ajaya, pacKpbIBaroIias poab FéHeTHIECKOro
noauMophu3Ma KalbLMEBBIX HOHHBIX KaHAJIOB B IIATOT€HE3€ OCCEHIMAbHOU
apTepUalbHON TUIEPTEeH3UM, HUMEIOLIas MEPBOCTEICHHOS 3HAYEHHE JUIA
[IATOJIOTHYECKON (PU3UONIOTHH.

BMmecte ¢ TeM ofpamiaer Ha ce0si BHHMaHUE IPaKkTHYeCKH [0-meTHs
pasHMIIAa B CpeIHEM BO3pacTe MeXIy PYCCKUMM TMalMeHTaMH U KHUTaWlaMu-
XaHbI[AMH, UYTO MOXET CKa3aThCs Ha BepUQHKAIMKM pOJIM  HEKOTOPBIX
PeHETHYECKHX HOMMMOPGHU3MOB B Pa3BUTUM apTepHalbHOH runeprensun. OqHaKo
5TO HE YMAJISIET IEHHOCTH BEHINOJIHEHHOIO HAYYHOTO UCCIIENOBAHMS.

Hayunsit tpyn b.C. Ilymxap€sa COOTBETCTBYeT IIyHKTaM IIacIiopTa
cnenmansHocTH 14.03.03 — maromorwdeckas (uznonorus: I.l. — mcciaeroBaHUe
0CcOBEHHOCTEH AITUOJIOTMYECKHX (AaKTOPOB, OOYCIABIMBAIOIIAX HX TMAaTOTEHHOE
BO3/IEHCTBHE Ha OPraHM3M, M XapakTepa B3aUMOJESHCTBHA O3THX (aKTOpOB ¢
peLENTOPHBIMKA ~ CHCTeMaMM  OpraHmsma, I.2. —  H3ydeHHe 001X
MaTOTe€HETUYECKUX MEXaHU3MOB pa3BUTHAL 3a00seBaHuH, THUTIOBBIX
TaTOJOTHYECKUX MPOIECCOB M PeakKIMi OpraHu3Ma Ha BO3JEHCTBHE IIATOI€HHOTO
dakTOpa, B TOM YHCIEe MEXaHM3MOB (POPMUPOBAHMS IATOJNOTHIECKHX CHCTEM H
HapylmleHHd HMH(pOPMALHOHHOTO Ipolecca, OOycraBNUBAalOUX — PasBUTHE
3aboeBaHmi, I.6. — H3yUEHHE COCTOSHMS PEAKTUBHOCTA OpraHu3Ma, T. H.
KOMILIEKCA €ro BHIOBBLIX, IIOJOBBIX, BO3PACTHBIX, KOHCTHUTYIIMOHAIBHBIX U
WHIUBUIYANbHBIX OCOOCHHOCTEH, OIPENENAIONIMX XapaKkTep ero pearnpoBaHus Ha



pa3IpaxuTenHd, 1.8, — aHaIW3 B3aMMOOTHOIIEHUH OONIEro X 4acTHOTO, YacTd U
I[eJIOr0, €IUHCTBA W OOpHOBI MPOTHBOIIOJIOKHOCTEH B AWHAMUKE DPa3BUTHUA
IIATOJIOTHYECKOTO IIpoliecca.

Taxum o6pazom, nuccepraunonHas pabdora b.C. [Iymkapésa coOTBETCTBYET
tpeboBarmsM 1. 9 Tlonmoxenms «O TpUCYXIOEHUH YUYEHBIX CTEIECHEH»,
yrBepxaéHHbIX [locTanoBnenueMm [IpaBurensctBa Poccntickoit ®enepannu Ne 842
or 24.09.2013 (¢ w3menenmsmu ot 01.10.2018 r.), mpenbpsBIsieMBIM K
KaHIAOATCKUM JHCCEpTalMsM, a MOUCCEpTaHT JOCTOMH HCKOMOW CTEIEeHH
KaHa¥IaTa MeIMIMHCKUX Hayk mo crnenuansHocTd 14.03.03 — matomormdeckas
duznonorus.

Huccepramms Ilymxapésa bopuca CepreeBuua Ha Temy: «Poinb
TEeHETHYECKOr0 TMOIMMOp(dH3Ma KalbLIMEBBIX HMOHHBIX KaHAJIOB B IIaTOIEHE3e
3CCEHIMAIBHOM apTepHansHON THIIEPTEH3UM» paccMOTpeHa XU oOCyXAeHa Ha
3acefaHnu KadeIapsl MaToIOTHIeCKON (HHU3MONIOTUY U KIMHUYECKOH J1abopaTopHOH
JTUATHOCTHKH VMIPKyTCKOTO TOCYJapCTBEHHOIO MEAULMHCKOIO YHUBEPCHUTETA
Mumnszapasa Poccun « 22 » 2« 2020 r., mpotokon Ne 7.

3aBeayromuii kKaheapoi maTonorndeckoi GU3noIoruu

Y KJIIMHWYECKOH 1ab0paTOpHON JUArHOCTUKYU

HpKyTCKOTO roCyAapCTBEHHOIO MEAUIIMHCKOTO YHUBEPCUTETA /%%f/{_/
MunucrepcTBa 3apaBooxpanenus Poccutickoit @enepanum,

IOKTOP MEAWIIMHCKIX HayK, Tpodeccop Cemunckuit Uropp XKanosru4

3aBemyromuii kKageapoil mponeneBTUKH BHY TPEHHMX
0osesneii MpKyTcKOro rocy 1apcTBEHHOTO MEIULIMHCKOTO
yHHBepCcUTeTa MUHUCTEPCTBA 34PaBOOXPAHEHUS

Poccuiickoit @enepauny, _ e
JIOKTOp MEIWIIMHCKAX HayK, IIpodeccop Kanarun Anexcerd HukonaeBu4

Anpec: 664003, r. UpkyTck, yi1. Kpacroro Boccranus, 1. 1
Tenedon: (3952) 200841

E-mail: i.seminskiy@ismu.baikal.ru
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