OT3hbIB

Ha aBTOpedepaT JuccepTalluu
IToxoeBoii 3o0m AnapeeBHbI Ha TeMy: «PoJib HOHHBIX HATPHEBBIX
KAaHAJIOB B NATOIreHe3e 3CCEHIHAJIbHON apTepHaibHON THIepTeH3un»,
NpeACcTABJEHHYI0O HA COHCKAHHeE YYEeHOH cTeNeHH KaHAuAaTa
MeIHIHHCKHUX HAyK no cnenuajbHoct 3.3.3. [laTosiornyeckast
¢usuosorus (MeTHIHHCKHAE HAYKH)

Tema muccepranmonno#t padbots! [lokoeBoit 3ou AnapeeBHB! «P0OJb HOHHBIX
HaTPUEBBIX KAHAJIOB B IATOIE€HE3€ ICCEHLMAIBHOU apTePUANBLHON THUIIEPTEH3HI
IIOCBSAIIEHA U3YUYEHUIO T€HETUYECKU AeTePMUHUPOBAHHOU MIPEAPACIIOIOKEHHOCTH
K 5CCeHLMATbHON apTepuaabHoi runeprensuu (D7), KoTopas ABIAETCS CEPhe3HOM
MEUKO-COUAIBHONW MpoOIeMOi U ONHON M3 CaMbIX PaCIpOCTPAHEHHBIX IMPUYKUH
VHBAIWAW3ALMA A CMEpPTHOCTHA HaceleHus. MexXIayHapoIHble HMCCIEHOBaHUS B
00JlaCTH THIICPTEH3WOJOTHH MPEAINONaraloT, dYTo Oopeda CO CHHKEHHEM
CepACYHO-COCYIUCTON CMEPTHOCTH HATpSMyIO CBsi3aHa C (aKTOpaMu pHcCKa
passuts OI'. Hapsmy ¢ oXMpeHHEM, KypeHHEM, HapylIeHHeM JUIUAKOI0
oOMeHa, THIepIrIMKeMuel, IOocieqHee BpeMs OTMEYaroT BIMSHME BKIIA/I@
OIHOHYKIIEOTHIHBIX BapuauToB (SNV) TreHOB, KONUPYIOIIUX CyObeIuHHIIE!
HaTPUEBBIX KaHAIOB, B marorere3 OI. OmHako i NOMyIALMN C YHHUKAIbHBI MU
TeHeTHYECKMMU OCOOEHHOCTSIMH, TaKWX KaK JKUTeNH 3abalKalabCKOro Kpas,
nmaHHble 0 uYacTtore SNV M UX KOppemsiuuu ¢ OHOXMMUYECKHMMM MapKepamu
OTCYTCTBYIOT. Hacrosiee uccnenoBaHre BIIEpBble CUCTEMATU3UPYET 3TH [aHHBIC,
coyeTass TEHOMHBIM aHalIW3 C OLEHKOM YpPOBHsS BHYTPHUKJIETOYHOIO HATpUs, U
paspabaTeiBaeT HEHpPOCETEBYI0 MOJENb IIPOTHO3MpOBaHMA pucka OII, HTO
COOTBETCTBYET IIPUOPHUTETAM [EPCOHAIM3UPOBAHHON MeIULUHEL — Briepebre
OTKCaHbl TEHETUYECKHe MapKephbl IMPOTHO3MpoBaHUsA Al, B KayecTBe KOTOPBIX
ONpeNeNieHbl OJHOHYKJIICOTHIHBIE 3aMEHbl B IEHax HATPHEBBIX KaHaJOB, YTO
IIPUBOJMT K Pa3BUTHIO HATPUEBBIX KAHAJIONIATHH.

B cBssu ¢ ueM wuccimemoBanue I[loxoeBodt 30u AHIPEEBHBI SIBISICTCS
aKTyaJlbHBIM.

BriBepeHHBIN nu3aiiH UcciieI0BaHus, IPOAyMaHHas METONOJIOI Ul HAyIHOI0
IIOMCKA C WCIIOJB30BAHUEM COBPEMEHHBIX METONOB OIPEISICHUs BapUAHTOB
T€HOB, OLIEHKM BHYTPHUKJIETOYHOIO YPOBHS MOHOB HATpHs, a TAKXE NMPUMEHEHNE
aIeKBaTHOIO  CTAaTUCTMYECKOr0 MHCTPyMEHTapus SBUIUCH  OCHOBOM IS
HOJNy4eHHs JOCTOBEPHOM MH(OPMAIMK [0 YYACTHIO M3Y4aeMBIX IOKasareneil B
natorenese Ol



B uccnenosanuu npesicTaBIeHbl HOBBIE JAHHBIE O PACIPOCTPAHEHHOCTH
OHOHYKJIEOTHIHBIX BapHaHTOB rs11064153 (SCNNI1A), rs4401050 (SCNNI1G),
1s7565062 (SCN7A) reHOB HaTpuWeBBIX KaHAIOB Cpemyd 3M0POBEIX JIOAEH W
TAlIEHTOB C YCTAHOBIEHHBIM AHarHo3oM OI .

Hayunast HoBH3Ha pabOTHI He BBI3bIBAET COMHEHUM. [lHccepTaHTOM BIIEPBEIE
ONHUCAaHO, YTO 3HAYMMBIMH B IIaTOICHETHYECKMX MexaHusMax Ol  sBisgercs
HocuTenbCcTBO reHotuna TT rs11064153 (SCNN1A), rexorurna CC rs4401050
(SCNNI1G), a Taxxe reroturna TT SNV rs7565062 (SCN7A) HaTpHeBHIX KaHAJIOB.
B wucchnenoBaHMM aBTOpOM BIIEpBBIE NPENCTABIEHHl JAHHBIE O BIUSHAU
OIHOHYKJIeOTHIHOTO BapuanTa rs11064153 rena SCNNI1A Ha QyHKIIHOHUpOBaHNE
SIHUTENIMANbHBIX HATPUEBBIX KAHAJIOB U BapUaTUBHOCTH BHYTPHUKIETOYHOTO
COLIEP)KaHUsI WOHOB HATpUA B HEUTpodmiax HHU3KOH IUIOTHOCTH NPH CPAaBHEHHM
ABYX TPYMII: MAlMEHTOB ¢ DI U TPyIITBI KOHTPOJIS.

OCHOBHBIE TIOJIOXEHHS U BBIBOABI O0OCHOBAHEI, JOCTOBEPHEI M OTPAXKAIOT
pe3yJIbTaThl, MPEACTABIEHHbIE B aBTOpedepare, OHU 0a3UPYIOTCS Ha JOCTATOYHOM
00beMe HCCIIeIOBaHMH, [TOMYYEHHBIX C UCIOIB30BAaHMEM COBPEMEHHBIX METOJI0B.
BEIBOABI COOTBETCTBYIOT ITOCTABIEHHBIM 3a1a4aM.

ABTopedepaT CONEPXHT IOCIENOBATENLHO BBICTPOEHHBIM MaTepHall,
pE3yJNbTaThl UCCIIEAOBAaHMUS [OCTATOYHO W/UTFOCTPHUPOBAHBI TaONHWIAMK |
pucyHKaMu. BBIBOABI M3JI0KEHBI TOCTYITHO, YETKO, IOJHOCTBEO COOTBETCTBYIOT
LM ¥ 337ja4aM pabOoThl U MTO3BOJISIOT 3aKJIFOYHTh, UTO I PA0OTHI JOCTUTHYTA.

Pe3ynbTaTel IpOBEIEHHOTO AUCCEPTAIIMOHHOTO HUCCIIEN0BAHMS OTPAKEHb! B
7 paborax, U3 HHX 4 CTaTbH OIYOJUKOBAHBEI B BEAYIIUX DPELEH3UPYEMBIX
KypHallaX, BKJITIOYEHHBIX B IlepeYeHb pElieH3UPYEeMbIX HAYUHBIX H3IAHUHA 15
MyONMKAalMU OCHOBHBIX HAYYHBIX pe3yJIbTaTOB OUCCEPTALMI HA COMCKAHME
YYEHON CTENeHM KaHAMIAaTa HayK, | CTaThsi BXOOUT B MEXIYHAPOIHYIO 0a3zy
OUTHPOBaHMSA Scopus, | aBTOPCKOe CBHIETENBCTBO O TOCYIapCTBEHHOM
perucTpanuu 6asbl JNAHHBIX, YTO B II€JIOM TOBOPUT O JOCTOBEPHOCTH U
00OCHOBAaHHOCTH TOJYYEHHBIX JaHHBIX.

IIpyHOMIMANBHBIX — 3aMEYaHWi K CONEPXaHHIO W O(GOPMIIEHHIO
aBTopedepara HeT.

3akmouenue. Ilo akTyanbHOCTH, HAyYHOUW HOBM3HE, TEOPETHYECKOM U
NPaKTUYECKOM 3HayuMocTH nucceptranms [lokoeBoii 3.A. «Poilb HOHHBIX
HaTPUEBBIX KaHAJIOB B [IATOI€HE3€ 3CCEHIIHAIBHON apTepuaIbHOU THNEPTeH3NIY
IOpeACTaBIeHHass K 3alllUTe Ha COWCKaHWe YUYEeHOH CTeleHW KaHAUAaTa
MEIUIIMHCKUX HayK no cneuuransHoctd 3.3.3. IlaTomormdeckass Qusnomorusi
(MEMIMHCKHE HayKH), MPEICTAaBISET COOOM CaMOCTOSATENBHYIO, 3aBEPILIEHHYIO
Hay4YHO-KBaTH(DUKAIIMOHHYIO paboTy, KOTOpasi WMEET CYIIECTBEHHOE 3HAYEHHUE
JUTsl COBEPILIEHCTBOBAHMS MATOIEHETUUECKUX AaCleKTOB Pa3BUTHS apTepUabHOU



TUIEPTEH3UH C YUSTOM I'€HETHYECKOIO PHUCKA, YTO MMEET CYHIECTBEHHOE 3HAYEHME
JUIS TIATOJIOTMYECKOM (DU3UOIOrMH U MEIUIIMHEL B LIEJIOM.

JuccepTallioHHOe HCCIeJoBaHie OoTBedyaeT Tpebosanusam 1. 9 ITonoxeHus
«O TpHUCYXIEHUH YYeHBIX CTelleHel», yTBepxkIeHHOro IlocTaHOBIEHVEM
IIpaButensctBa PO ot 24.09.2013 r. Ne842, NIPEBABISAEMBIM K JUCCEPTALUSIM Ha
COMCKaHUe y4YE€HOW CTeleHM KaHOuAaTa MeIWIUHCKHUX HayK, a e€ aBTop
3aCJly’KMBaeT NMPHUCYKIECHUS yYCHOH CTENeHM KaHIuaaTa MEIMIIMHCKUX HAayK 10
cuenuanbHOCcTH 3.3.3. [Taronorudeckas dhusnoaorus (MeIUIUHCKIAE HAYKH).

3aBenyromuii naboparopreil GUINONOrHY U
[IATOJIOTHH SHIOKPUHHON cUcTeMbl DeepalbHOr0 TOCyAapCTBEHHOTO
OXOKETHOTO HAYYHOTO YUPEKICHUS
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DenepanbHOe TOCYJapCTBEHHOE OI0KETHOE HAYIHOE YUPEKIECHHE
«HayunpIii eHTp mpo0I1eM 3M0POBhsI CEMBH U PEMPOIYKIIMH YETOBEKA.
Anpec: 664003, pkyrtckas o611., r. UpkyTck, yiu. Tumupssesa, 16.
OnekTpoHHas noyra: iphr@sbamsr.irk.ru

Odunuaneueiii caift: health-family.ru/ru/

Tenedon: +7 (3952) 20-73-67, daxc: +7 (3952) 20-76-36.




