OT3bIB

Ha aBTOopedepaT AHCCEPTALMOHHOrO HccaenoBanus IlokoeBoii
3on AngpeeBHbI Ha Temy: «PoIb HOHHBIX HATPHEBBIX KAHAJIOB B
naToreHese  3CCEHUHAJbHOH  ApPTePHAJILHOW  IHIIEPTEH3EINY,
NpPEACTABJIEHHOI0 HA COMCKAHHE Y4YeHOHW CTelNeHH KAHIH/NATA
MEAUUMHCKHX HAYK mo cneuuajbHocTH 3.3.3. IlaTosiornyecicast
¢dusnoorus (MeAHIHHCKHE HAYKH)

Juccepramponnas pabora IToxoeBoii 3.A. mocesIeHa aKTyanbHON 3a1ade
COBPEMEHHOM KapHOJIOTUH — MIOUCKY HOBBIX I€HEeTHYECKH
3alpPOrPAMMUPOBAHHBIX MEXaHU3MOB DPa3BUTHUs 3CCEHLHAIBHONW apTepHabHON
runeprensun  (Al').  CoBpeMeHHBIE — HCCIEOBAHHS  IIONYEPKUBAFOT POJIb
TIOTEHHBIX B3AMMOAEHCTBUM, BKIIIOYas BIUSIHAE OXHOHYKIEOTH/[HBIX BAPHAHTOB
(SNV) reHoB HOHHBIX HATPHEBBIX KaHanoB. OTCYTCTBHe mccienoBaHuii SNV B
PETHOHANILHBIX NOMYJISNUAX, TakuxX Kak 3abalKanbCKUil Kpail, oripejesser
aKTyalbHOCTb HACTOAIICH paOOThl, HANpPABIEHHOH Ha AHAJIW3 MOJIEKYISPHO-
TEHETUIECKHX ~ OCOOCHHOCTEH —apTepualbHOM TUIEPTeH3HH U pa3paboTKy
IIPOrHOCTUYECKOUM MOJIENIH.

B pamxax cBoeli quccepTanuonHoit pabots [Tokoesa 3051 Aunpeesna «Posb
VOHHBIX HATPHEBBIX KaHAJIOB B IIATOT€HE3e 9SCCEHIUATbHON apTepUaTbHOI
TUIIEPTEH3MH», — Jajla  MOAPOOHYIO  XapaKTEePHCTHKY  MOJEKYJNSPHBIX U
TeHETHYCCKUX OCOOEHHOCTEH 3CCEHIMAIbHONW apTepuaibHOM TUIEPTEH3HH, YTO
Hpe/ICTaBIIsIET HECOMHEHHBIN UHTEepeC JJIsl HayKH.

Ha ceromusmiHuii sieHb HayyHOE COOOILIECTBO PpACIONATAET OIPOMHEIM
MacCHBOM JKCIIEPUMEHTAIBHBIX PaboT, KIMHMYECKHX HCCIeJOBaHUH, 0030pOB, 1
pe3yNbTaToB, IIOCBSIIEHHBIX POOIEMe, CBSI3aHHOM MpuunHaMu pa3Butust AlT, HO
[O-NIPeKHEMY MHOTHE BOIPOCHI OCTAIOTCSI OTKPBITBIMH. B CBA3M ¢ 3THM,
AuccepranonHoe uccienoBanue IloxoeBoit 3.A. mpejcraBisieTcss akTyalbHBIM.
ABTOp 4eTko c(hopMynupoBalia IeJb HCCIENOBAHMS M O0O3HAUWIA 3aiauyd B
COOTBETCTBHUHU C LIEJIBIO U COJIEp)KaHneM pabOTEhI.

Cremyer moguepKHYTb, YTO HCCIIEJOBAHUE IIPOBEJECHO HAa JOCTATOYHOM
o0beMe HabJIIOIeHUH ¢ UCIIONB30BAaHHEM COBPEMEHHEIX METOJIOB 00CICA0BAHMS U
CTaTHYECKOTO aHajk3a, YTO CBHIETEJHCTBYET O JOCTOBEPHOCTH MOJyYEHHBIX

PE3YJIbTAaTOB.
I[PICCGpTaHTOM BIICPBLIC OIIMcCaHa gacToTa BCTPEYaCMOCTH

OJTHOHYKJICOTHUAHBIX ~ BapuaHToB TreHoB SCNNIA (rs11064153), SCNNIG
(rs4401050) wm SCN7A4 (rs7565062) HaTpueBbIX KaHaJOB B MOMYJISIHHU
3abaiikanbckoro kpasi. OCHOBBIBAsICh Ha MPHUHIMIIAX JI0KA3aTeIbHOW MEUINHbI,
aBTOPOM pacIIMpeHbl 3HaHUS O TIeHeTudyeckux (akropax mnaroreresa Al. B



YaCTHOCTH, B paboTe BIEpBbIEC MMOKA3aHA acCOLMALMS HOCHTENbCTBA ajutesid T u
reHotuna 77" OfHOHYKIEOTHIHOTO BapuanTa rs 1064153 rena SCNNIA. amnenu C
u reHotunia CC rs4401050 rewa SCNNIG, amenu T w remoruna 77T BapuaHTa
rs7565062 rena SCN7A ¢ u3MeHeHWEM YpOBHSI CpeIHEHl WHTEEICHBHOCTH
duryopecueHnMy HMOHOB HATpus. JlUCCEPTAHTOM IIPABMJIBHO BBIASIEHA OChH
IATOTCHE3a, BKIIIOYAIOIIas y4acTHe €IMHMYHBIX I'eHETHYECKUX BAPHAHTOB M HX
BiusHue Ha pasButhe Al'. Mccnenosanue 3Toil OCH ¢ y4eTOM BApPHAHTOB I'eHOB
HAaTPUEBBIX KAHAJIOB SIBJISIETCS HOBBIM HAIPABJIEHMEM B MCCIICAOBAHMU HATPHEBbIX
KaHAJIOIIATHH, YTO IIO3BOJIMIIO YCOBEPIIIEHCTBOBATE IATOT€HEe3 3CCEHIUaIbHOM Al

Pesiomupyercst uccnenoBaHue pa3paGOTKOH MPOrHOCTHYECKOM MOJIeJIH,
TI03BOJIAIONICH HA OCHOBAaHMH yYeTa TaKHX HpeIuKTopoB kak SNV rs/ 7064153 u
rs4401050 reHOB PIMTENHATBHBIX HATPHEBBIX KaHAJIOB, a Takxke 57565062 rena
NOTCHIUAI-YIIPABISIEMbIX HATPUEBBIX KAHAJIOB B COYETAHUM C H3MEHEHHUEM
BHYTPUKJIETOYHOIO YPOBHSI CpeJHEH MHTEHCUBHOCTH (JIYOPECLEHIIAA HOHOB
IPOTHO3UPOBATH BEPOSITHOCTH pa3ButTus Al .

BriBo/1bI 060CHOBaHBI, COOTBETCTBYIOT LIEJSM U 3afadaM, TIOCTABJIEHHBIM B
HCCIIEIOBaHUM.

Couckarenem omy6nuKoBaHO 4 HAydHBIX CTATBH, PELEH3UPYEMBIX
KypHalax, onpezeneHubix BAK MunucrepcTa 06pasoBanus u Hayku PO.

lpencrasnennas paboTa MMeET KIACCUYECKYIO CTPYKTYDY. ABTOpedepar
AOCTaTOYHO IIOJHO OTpa)kaeT CyTh JAMCCEPTALMOHHON pabOTBI, COOTBETCTBYET
YCTaHOBJICHHbIM TpeboBanuaM. Ilocie o3HakomieHHs: ¢ aBTopehepaToM MONKHO
3aKIOYHTh,  YTO  HPEJCTaBICHHAs  JMCCEPTAIMs  SIBISIETCS  HAy4YHO-
KBaIM(QUKAMOHHOH pabOTOM, COOTBETCTBYIONIEH KPUTEPHSIM, YCTAHOBJICHHBIM
A7 IACCepTalvit Ha COUCKaHUE YUEHOH CTelIeH! KaH/u/1aTa HayK.

Takum 00pasoM MOXXHO 3aKJIIOYWTh, 4TO guccepraiys Ilokoesoit 3ou
AnjipeeBHBl Ha TeMy: «Poilb HMOHHBIX HATPUEBBIX KAHAJIOB B IATOreHese
SCCCHUHUAIBHON apTepHalbHON TUIEPTEH3UW», IMPEJCTABJIeHHAas Ha COUCKAHUE
YYEHOUM CTeNeHH KaHAuJaTa MEIULUHCKUX HayK II0 creuuaibHocTa 3.3.3
ITarosornyeckas usronorus (MEAUIMHCKHE HAYKH) SBJISAETCS CAMOCTOSTENbHBIM
U 3aBEPIICHHBIM HCCIICAOBaHMEM, B paMKax KOTOPOTO IIPOBEIEH aHAJIMU3 HOBBIX
[IaTOTCHETHIECKUX MEXaHW3MOB Pa3BUTHUs apTEePUATbHON I'MIEPTEH3UH C y4EeTOM
TeHeTUYEeCKOW  IPEeApacIoNoKeHHOCTH. [lonydeHHble  pe3ynbTaThl  BHOCST
3HAYUMBbIA BKJIaJ B Ppa3sBUTHE IATO(PU3HOJIOIMH M KIMHMYECKOH MEIUIIUHEI,
pacHupsisi TOHUMaHKe STHOJIOTUY U NTaTOTeHe3a JaHHOTO 3a00JIeBaHus.

Pabora coorserctByer TpeboBamusm m. 9 Ilonoxenns «O NpUCYKICHHHU
YUYeHBIX cTeneHen», yTBepxxaeHHoro Ilocranosnenuem IlpaButensctBa P® or
24.09.2013 1. Ne42, mpenbsBiseMbIM K JUCCEpTALMsAM HA COMCKaHHE yJIEHOI
CTENEHM KaHAuJaTa METUIIMHCKUX HayK, a €€ aBTOp 3aCily)KHBAeT MPUCYKICHHS



YYEHOU CTeNeHH KaHAuAaTa MEJUIMHCKHX HAyK II0 CHelUalbHOCTH 3.3.3.
[laronoruyeckas pusnonorus (MEAULUHCKIE HAYKH ).

3aBenyromui kadenpoit HopMaabHON
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