OT3bIB
[OKTOpa MefMUMHCKUX HayK, npodeccopa Ca3oHOBOW EneHbl HMKOMaeBHbI
Ha aBTopedepaT AgnccepTaumm NokoeBoin 3om AHAPEEBHbI Ha TeMy: «Posb
MOHHbIX HATPUEBbLIX KaHasI0B B NaToreHese acCeHLUMabHOW apTepuasibHOM
rMNepTeH3nn», NPeACTaB/IEHHYHO Ha COMCKaHWe YyYeHON CTeneHN KaHamngara
MeANUMHCKNX HayK Mo cneuunanbHocTy 3.3.3. MNaTtonornyeckas gusnonorus
(Me4MUMHCKME HayKN)

AKTYya/lbHOCTb TeMbl [MCCepTauMM He BbI3blBa€T COMHEHWI, TaK Kak
nccnefoBaHve apTepuansHol  runepteHsum (AN, cOrnacHo  COBPeMEHHbIM
NPeACTaB/IEHNAM, ABMSETCA BAXHbLIM HarpasNeHVeM B W3Y4YeHUW C No3uLun
MepcoHaM3NpPoBaHHOM  MeauuuHbl. B npefacTaBneHHoOM  aBTopedeparte
ANCCEPTaUMOHHOIO  UCCNefOoBaHUA  PacCMOTPeHbl  BOMPOCHI,  KacatoLmecs
N3YyYeHNs TrEeHETUYECKUX (PaKTOpPOB, KOTOPble Croco6CTBYHOT pa3suTuio Al
Couckatenb  MOAYEPKMBAET,  4YTO  WM3MEHEHWA  MOHHbIX  MeXaHW3MOB
OMO3MEKTPUYECKMX MPOLECCOB COCYZOB /fieXXaT B OCHOBE (DOPMMPOBaHMSA
YCTONYMBOrO MOBbLILIEHNA apTepUaNibHONO [AaBfieHUs WM MPUHUMAKOT y4yacTve B
MbILLEYHOM COKpaLleHUN, BHYTPUKIETOYHOW CUrHa/M3aumn, BbICBOOOXKAEHUN
MeAMaTopoB, PErynATOPHbIX MOMEKY/1 0OLLEro 1 MecTHOro HasHaueHus.

B Xxofe wccnegoBaHWs npefcTaBneHa reHeTudeckaa apxutekTtypa Al
KOTOpasi XapakTepu3yeTcsl CMIOKHbIMW MOIMTEHHBbIMU B3aMMOLENCTBUSAMU, Cpeau
KOTOPbIX OCOObIA MHTEepeC MpeAcTaBNstOT OAHOHYKNEOTUAHble BapuaHTbl (SNV)
reHOB HaTPMEBbLIX KaHa/I0B, 06/1afaroLLme KyMyIATUBHLIM 3P(EKTOM.

BaHbIM B [JaHHOM wucCnefoBaHUM NPeACTaBNAETCA TO, YTO BbISAB/IEHME
HOBbIX TEHETUYECKMX MPeLMKTOpPOB MO3BOMUT  afanTUpoBaTb Tepanui K
WHAVBUAYAIbHBIM ~ OCOOEHHOCTAM  NauueHTa. HecMOTpA Ha  3HAYMTE/bHbIN
nporpecc B n3yyeHum Al, pervoHasibHble acrekTbl, B YAaCTHOCTM FeHETUYECKMe
0CO6EHHOCTU nonynauum 3abaikanbCcKoro Kpas, ocTatoTce
MasloMccnefoBaHHbIMU. B CBA3M € 3TMM, faHHas paboTa BOCMOHAET 3TOT npober,
npegsiaras KOMMJEKCHbIM aHanu3 1 uccnefosaHve ponn SNV B natoreHese Al a
TaKKe C€034aBas OCHOBY [1A MEpCOHaIM3NPOBAHHOIO MPOrHO3MPOBaHUA U
neyeHus.

B nccnegosaHum MNMokoesor 3.A. OTpaXeHbl pe3ybTaTbl 06CefoBaHNsA 241
UenoBeKa, KOTOopbIM Obl10 NPOBEAEHO KOMM/EKCHOe 06CnefoBaHne, BK/KOYaBLLee
B Ceba nabopaTopHOe, WHCTPYMEHTa/IbHOE W TEHEeTUYeCKOe WCCNeLoBaHVe.
[MpoBeseHa COBpPeMeHHas CTaTuCTUYecKasd 06paboTKa MOMyYeHHbIX Pesy/bTaTos.
OTaensHO cnepyeT OTMETWUTL, YTO BrepBble OMpefesieHa 4vacToTa reHoTUrnoBs WU
anneNbHbIX OAHOHYKMEOTUAHbIX BapuaHToB reHoB SCNNI1A (rsl 1064153),
SCNNI1G (rs4401050), SCN7A (rs7565062) HaTpueBbIX KaHa/I0B Y >XUTeSein



3abarikanibckoro Kpas. OCHOBbIBasACb Ha NPUHUMMNAX A0Kas3aTe/lbHON MeAULMHbI,
aBTOPOM PacLUMPeHbl 3HAHWNSA O FTeHETUYECKMX 3BEHbAX NaTOreHe3a aCCeHLUMaIbHOM
Al OfHMM ¥©3 [OCTOMHCTB [aHHOrO MCCMefoBaHWUA SBWUIOCH YCTaHOB/EHWe
MaTOreHeTUYeCKON PO FreHeTUYECKUX BapMaHTOB MOHHbIX HATPUEBBLIX KaHasoB, B
(hOPMMPOBaHMN HaTPMEBLIX KaHa/sIonaTuii Mpu  3CCEHUMaNbHON apTepuasibHOM
rMnepTeH3nun.

B  aOucceptauMoHHO — paboTe  BrepBble  OGHApYXXeHO  pasnnuve
BHYTPUK/IETOYHOTO COZEPXXaHWsA MOHOB HATpuWs Y MaLMeHTOB C 3CCeHUManbHon Al
N 3[00POBbIX /tOfEN B 3aBUCMMOCTU OT HEKOTOPbIX FeHeTMYeCKUX BapuaHTOB
NOTEHLUMAN-3aBUCUMBIX W 3NUTENNaNIbHLIX  HaTpueBbiX KaHaioB SCNNIA,
SCNN1G un SCN7A. Kpome TOro, aBTOpOM pa3paboTaHa MOAefb
WHOMBUAYaNbHOrO  MPOrHO3MpoBaHUA pa3suTMa Al Ha OCHOBE aHaimsa
O[HOHYKNeoTUAHbIX BapuaHToB rsl 1064153 (SCNN1A), rs4401050 (SCNN1G),
rs7565062 (SCN7A) reHoB HaTpueBbIX KaHaNOB, a TaKXe YPOBHA CpefHel
WNHTEHCUBHOCTM (hyopecueHUmMn noHoB Na+, 3atiMKCMPOBaHHOIO B HEMTpodmnax
HW3KOW MIOTHOCTW.

WccnepoBaHna guccepTaHTa BHeApeHbl B yyebHbId npouecc ®re0Y BO
«YUTUHCKaA rocygapcTBeHHas MeguUMHCKas akagemus» MuH3gpasa Poccun n
BXOOAT B MaTepuasibl fleKUMA W NPaKTUYeCKMX 3aHATMI  Ha  Kadegpax
NaToNornmyeckon Qu3nonorMm U HopmaabHOW (U3NMONOrMKN MMeHU npodeccopa
B.W. Ky3Huka. Pe3ynbTatbl paboThbl OTPaXeHbl B 7 MeyaTHbIX paboTax, U3 KOTOpbIX
4 - CTaTbl B >KypHasiaX, BK/IHOYEHHbIX B MepeyvyeHb PeLeH3UpYeMbIX Hay4YHbIX
N34aHNA, PEKOMEH0BaHHbIX MepeyHeM BbiCLuein aTTecTalMOHHOW KOMUCCUAM NpU
MwuHUCTEPCTBE HayKM Y BbICLLIErNO 06pa3oBaHnsa Poccuiickon deaepauun.

ABTOopeepaT  odopmMneH  cornacHo  TpeboBaHMAM UM [aeT  ACHOe
npeficTaBneHne 0O MNpoBefeHHOW paboTe. BbiBOAbl aBTOpa Yb6eauTeNbHbl U
060CHOBaHbI, HEMOCPeACTBEHHO BbITEKAOT M3 CyLLECTBa PaboTbl U COOTBETCTBYHOT
Lenam 1 3agadam guccepraumn. AHanms asTopedepara No3BOAET CAeNaTh BbIBOA,
yto B AuccepTaummn [MokoeBoil 3ouM AHApeeBHbl «POflb MOHHbIX HaTPUEBbLIX
KaHa/loB B MaToreHe3e 3CCEHUMa/IbHOW apTepuasibHON TUNEPTEH3UM», Ha
OCHOBaHWM  BbIMO/IHEHHbIX aBTOPOM  WUCC/MEA0BaHWN, COLEPXUTCA  peLueHue
aKTyaslbHOM  Hay4yHOWM  3afayuM  CTPYKTYPHO-(DYHKUMOHaNbHLIX  M3MEHEHWI
HaTPVEBBLIX KaHa/10B, UrpatoLLe BaXXKHYH PO/b B PErynsauumn cocyaucToro ToHyca,
KOTOPbIA WUMEET K/HYeBOe 3HaYeHWe B MeXaHM3Max YCTOMYMBOrO MOBbILLEHMS
apTepuasibHOro AaBfieHus.

[AnccepTaumoHHas paboTta COOTBETCTBYET TpeboBaHUAM M. 9 onoXeHUs
«O  MPUCY>XAEHUN  YYeHbIX CTeneHel», YTBEPXAEHHOro [1oCTaHOBNEHMEM
Mpasutensctea P® oT 24.09.2013 1. Ne842, npeabvaBnseMbiM K AuccepTaumam Ha
COMCKaHMe YYEHOIN CTeneHN KaHamgata MeaMUMHCKUX HayK, a eé aBTop [okoeBa



3.A. 3aCnyXn1BaeT NPUCYXXAEHNSI YYEHOIN CTENeHN KaHAamMaaTa MeANLIMHCKMX HayK
no cneuuanbHocTy 3.3.3. MaTonoruyeckas usnonorus (MeAnLMHCKIE HayKK).

3aBefytoLniA Kadeapo HopMasibHON K
naTosiornyeckomn usmonorum MeguLMHCKOro
nHcTnTyTa Pro0Y BO «anbHEBOCTOUHbIN
roCyapCTBEHHbIN MEANLIMHCKUIA YHUBEPCUTET,
MwuH3gpasa Poccun f.M.H., npodeccop

Ca3oHoBa EneHa HukonaeBHa

deflepasibHOE  rOCYapCTBeHHOe OKOPKETHOe 006pa3oBaTe/lbHOE YupexaeHue
BbiCLLEro 06pa3zoBaHusA  «[JaSIbHEBOCTOUHbIA TOCY4APCTBEHHBIA  MeAULMHCKMWIA
yHMBEpCUTET» MUHWUCTEPCTBA 3ApaBooxXpaHeHnst Poccuiickoin deaepaumu.

Anpec opraHmsauyum: 680000, Poccuiickass ®Pegepaumsi, [danbHEBOCTOUHbIN
(heflepasibHbI - OKpYr, XabapoBCKWA Kpait, . XabapoBCK, Yyn. MypaBbeBa-
Awmypckoro, 35.

AnekTpoHHasA noyta: rec@mail.fesmu.ru

OdmumansHbi canT: https://www.fesmu.ru/

Pakc:(4212)32-55-92.

KoHTakTHble TenethoHbl: +7(4212) 30-53-11; +7(4212) 22-72-26.

Moanuch AOKTOpa MeAULIMHCKUX 3eHbl HWKONAeBHb!
Ca30oHOoBOI 3aBepsito

BeayLumin cneymanunct rno Kagpam rpynr]
®I'e0Y BO ABI'MY MwuH3gpasa Poccu BaraHosa T.T.
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