OT3bIB
Ha aBTopedepar nuccepramun 3ainesoil Anactacun KoHCTaHTHHOBHEI
«Hcceneioanne NoTeHIMAN-3aBHCHMBIX HATPUEBBIX KAHATIOB IIPH KAHAIONATHSIX Y,
PEJCTABICHHON HA COUCKAHHE YYEHOH CTeNeHn Kanuaara OHOIOrHIeCKHX HayK
MO CHEHHAIBLHOCTH 1.5.5. — OU3HONIOrHS YelIOBEKA U KUBOTHEIX

AxTyanbHoCTb. Mccnenopanue NOTEHIMAN-3aBHCAMBIX HATPUEBBIX KAHAIOB IIPU
KaHAIOMATHAX SBISETCS BAXKHBIM HarpaBlieHHeM B (U3HOIOTHE cepiua. JTO HampapicHHe
BKTIOYACT  (yHKUMOHAAbHLIE HCCIEOBAHHSI HA MOJENH IeTepOJOTHYECcKOil  CHCTEMBI
SKCIPECCHU JUIsl YCTaHOBNCHHS 3(dexra oaunouHeIX Mytamwii B rene SCNSA, KoTopsIi
KOIMPYET IOTEHUMAN-3aBUCHMbIE HATpUEBBIE Kanaibl cepama Navl.S. TTosnydyeHHble JaHHBIE
IPECTABNIAIOT 3HAYUTCIBHBI HHTEPEC KaK B IIPAKTHUYECKOM, TaK M B TEOPETHYECKOM
oTHOWIeHuH. Jluccepranmonnas paGora 3ainesoit A.K. pomosmser CYLIECTBYIOIIHE
MPE/ICTABICHHUS O (PYHKUMOHMPOBaHUH KaHama NaV 1.5 B HopMe H IIpH MaToNoTHsX.

O60CHOBAHHOCTH M /IOCTOBEPHOCTL HAYYHBLIX IIOJOKEHHH W BBIBOXOB. Pabora
OCHOBaHA Ha a/ICKBaTHOM JIH3ai{He SKCIICPUMEHTOB. BHIOpaHb! KICTKH JOCTATOMHOTO pasMepa 1
MPOBEIICHO HEOOXOAUMOC YHCIIO HE3aBHCHMBIX TpaHcheximil. [IpuMenen mupokmii crekTp
YIEKTPOPHIHONOTHYECKMX [POTOKOIOB UL PEFHCTPALMH  PasiMYHBIX  ()YHKIHOHAIBHEIX
XapaKTCPUCTHK ~ KaHalnoB. MCrojb30BaHbl CTaTHCTHYECKME METOABI C KOpPpeKUHeHd Ha
MHOIKECTBEHHOE CcpaBHeHHe. HayuHble 10JI0XKEHHSA M BBIBOJBI COIJIACYIOTCS C pe3yibTaTaMu,
IIOJIYUCHHBIMH JIDYTHMH HCClIe/I0BaTe/IMHA B JaHHOH o0nactu. Pesynbrarsl paGoThl 10107KEHbI
Ha BCEPOCCHMHCKHX M MEMN/YHApPOJHBIX HAYYHBIX KOH(PEPCHIMAX M OTPAKEHB B § CTAaThiX B
Hay4HbIX PEHECH3UPYEMBbIX KypHalax, pekoMeH10BanHbx BAK.

Hayunas HoBu3Ha. B nuccepranuoHHOil paboTe BrepBhle M3YUeHBI ()yHKIHOHAILHBIE
M3MEHEHHUA akTHBHOCTH KaHaiua Nayl.5 mpm myrauwmsax Y739D u A1294G. Myraut Y379D
MPHBOAUT K OCIA0JICHHIO aKTHBALIMK M YCHJICHHIO WHAKTHBAIMU, YTO MOJKET JIEKATH B OCHOBE
passurtus cunapoma bpyrana. Bapuant A1294G npHBOAHT K yCHIIEHHIO GBICTPOI U Me/UIEHHOI
MHAKTUBALMKE KaHasia Nayl.5, 9To MOXeT J1eXaTh B OCHOBE Pa3sBUTHS CMEIIAHHON KIHHHYECKOH
KapTUHBI, HAOIIO/aeMOH y mnauueHTa - HOCHTeNs MyTaiuu. C TOMOIIBIO MOICKYISPHOIO
MOACTHPOBAHHS MPEACKA3aHO B3auMoIeiicTBHe Mexy 3amectutensMu E1295 u R1739 u ero
polib B I€pe/lave CHrHalla OT IOTEHHHAI-YYBCTBHUTEILHOIO JIOMEHA K HWHAKTHBAI[MOHHBIM
BOpOTam IMOpoBOro JomeHa. Jliusi jlokasaTenbcTBa 3TOIO B3aHMOICHCTBHS CreHEPHPOBAHBI
MyTaHTHbIE KoHCTpyKumu E1295R, R1739E n nsoiinoii mytaut E1295R/R1739E. Myrauruble
KaHaslla HCCIENOBAHBI C HCIIOAb30BAHHEM IIHPOKOTO CIEKTPA 3JIEKTPO(U3HONIOrHIECKHX
IPOTOKOJIIOB.  Jlmg  [BOWHOro  MyranTta  Habmiofajach  KOMIIEHCAIMS  H3MEHEHHl
(DYHKIHOHATLHBIX XapaKTePHCTHK, 0OHAPYIKEHHBIX Y OTMHOUHBIX MyTaHTOB. [IpeLioKer MeTosI
MaTpU4HOrO MPEACTaBlIeHHs KOHTAKTOB 3aMECTHTENCH, Uil KOTOpeIX B 0ase manubix ClinVar
onMcanbl BapuanThl TeHa SCNJIA. Ha ocHOBaHHMHM 3TOTO MPEMIOKEH CIHCOK IIOTEHIHATBHO
NOBPEXKIAIMUX  BapHaHTOB» TeHa SCNSA 11  NOCHeIyKIMX — OKCIEPHMEHTaIbHBIX
UCCIIeI0BaHHH.

Teopernveckas u npakTHUeCKas 3HAYHMOCTL. Pe3ylbTaThl IHCCEPTALMOHHOTO
HCCIICAOBAHMsA BaXHbl Ul NOHMMaHUd MEXaHU3MOB (yHKIHMOHHpoOBaHMA KaHajsa Nayl.S u
MOTYT OBITh MCIIOJIB30BAMb! JUIsl yIyUIICHHs THArHOCTHKH, OLEHKH PUCKA M BBIOOpA CTpaTerin
JICUCHHUA TNPH HACJIEACTBCHHBIX ApPUTMHUAX Y NAUUEHTOB ¢ MyrtanusamMud B reHe SCNSA. B
TEOPETHYECKOM OTHOIICHHH IPEJCTABIAIOT OCOOBIH MHTEPEC MaHHBIC O POJM HEOONIBIIHX
JIMHKEPOB MEMCLY TPAHCMEMOpPAHHBIMU CITHPAIIAMH TTOTEHIHAT-1yBCTBUTENbHBIX JOMEHOB (S1-
S2y m S3-S4y;) B mponeccax uHakTHBaUMM Kanama Nayl.5. IIpemiosken MOJIEKYJIAPHBIit
MEXaHM3M Pa3sBUTHA 3a00CBAHNH MPM KOHKPETHBIX MYTALMsX, OOHAPY/KEHHDLIX Y MAI[HEHTOB.
IIpencraBieHHBI  COMCOK  MOTEHLMANBHO MOBPEKIAIONMX —BAPHAHTOB MOXKET HAHTH
NPUMEHEHUE B MC/IMIIMHCKOM IHArHOCTHKE MaTOJIOTHH cepiua. JleiiCTBUTENLHO, TPaIMIIMOHHBIE
METO/Ibl YCTAHOBJICHMS KIMHHYECKOH 3HAUMMOCTH I€HeTHYECKHX BapHAHTOB IOJPa3yMEBaioT



HAKOILIEHHE 3HAHHH 0 DEHOTUIAX HOCHTEICH OMMHOYHON MYTAlUK B HE3aBHCHMABIX CEMBbHX, UTO
HE IPUMEHUMO K OOJIBIIHHCTBY PEIKHX BAPHAHTOB TeHA.

3akiovenne. Ha OCHOBaHMH BBIIEH3IOKEHHOTO, JHCCEPTALMOHHOE MCCIENOBAHUE
3aituesoit Anacracun Koncrantunosnsl «MccieIoBaHHe MOTEHIIMAT-3aBUCHMBIX HaTPUEBEIX
KaHAJIOB TPH KAHATOMATHAX», MPCJICTABICHHOH Ha COMCKAHME YYCHOHW CTENEHH KaHju/aTa
OHOJIOTHYECKHX HAYK 110 CHENHAIBHOCTH 1.5.5. — MU3NOIOrHS UelIOBEeKa U’ YKUBOTHEIX, SBIISIETCS
3AKOHYCHHOH  CAMOCTOATENBHOH — HAayYHO-KBAJIH(HMKALMOHHOH  paGoTOif,  IOCBSAIIEHHON
aKTyalbHOH mpobiieme coBpemenHOH (usuonorun.  [lo cBoeif axTyambpHOCTH, 00BEMY
BBIIIOJIHEHHOTO  MCCJICMIOBAHMS,  HCIONB30BAHHBIM  METOJHMKAM, HAy4YHOH  HOBH3HE,
TEOPETHYECKOH M IPaKTHYECKOH 3HAYMMOCTH M INPEACTABICHHBIM pe3yibTaTaM pabora
COOTBETCTBYET TpeboBanusM 11.9 «IloI0XKeH s 0 MOPSIKE MPUCYKIEHHS YUCHBIX CTEIEHEH» OT
24.09.2013r., Ne842 (B peaximu [loctanosnenns Ipasurensersa P® ot 21.04.2016 . Ne335 ¢
wsMenenusamu ot 26.09.2022 r., Nel690), yreepixaéunoro ITocranosnenuem IlpaBuTenscrsa
P®, npeabaBseMpIM K AHCCEPTAMAM HA COMCKAHHE YUCHOM CTEMEeHH, a ed aBTOp 3aCiy)KUBaeT
[IPUCYIKJICHUA YIEHOH CTENeHH KaHaugata OMOJOTMYECKUX HAyK MO crelnuanbHocTH 1.5.5. —
Du3HOIOTUS YeIOBEKA M YKHBOTHEIX.

KaHAMIAT  (U3HKO-MATEeMaTHYeCKMX HAyK, JOKTOpP OHOIOTHYECKUX HayK,
npodeccop, wieH-koppecrnonaeHt PAH,

FIaBHBIH  Hay4HBI COTPY/IHMK, 3aBeyIOHH OTHeNoM OHOMH(GOPMATHKH 1
1abopaTopueii CTPYKTYpHO-(DYHKIHOHATIBHOIO KOHCTPYHPOBAHUS JTCKAPCTB
OI'bHY  «Hayuno-uccinesoBaTenbCkuil HMHCTHTYT OGHOMCIMIIMHCKOW —XUMHH
umenu B.H. Opexosuuay
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