A. IIupanos

2017 r.

SAKJIIOYEHUE

®enepaJbHOIO rocyAapcTBEHHOI0 GIOIYKETHOIO HAYYHOI0 YUPeKIeHHsI
«Hay4HbIi HeHTpP HeBPOJIOTrHH»

Juccepranus «Knunuko-3nekTpoMuorpapuyeckue XapaKTEePUCTUKH
TUCTPOOUUECKUX M HEeIUCTPOPUUECKUX MHUOTOHMID» BhIMONHeHa B PDemepanbHoM
rOCYJJapCTBEHHOM  OIO/DKETHOM  HayyHOM  yupexaeHun «HayduHberii  meHTp
HEBPOJIOTUM» B 5-M HEBPOJOTUYECKOM OT/ICICHHUH.

B nmepmoxn mnoaroroBkum nuccepranmu couckartenb KypOatoB Cepreit
AnexcannpoBud  pa0oTal B ABTOHOMHOM  YYPEXKIECHHH 3IPaBOOXpPaHEHHUS
Boponexckoi obnactu «BopoHeKCKU 001acTHOW KIMHHYECKUH KOHCYJIbTaTHBHO-
nuargocTryeckuil ueHTp» (AY3 BO «BOKK/Ll») B momKkHOCTH Bpada-HEeBpOJIOra,
Bpada (QyHKLUMOHAIbHOM AUarHOCTUKH B MOPSIKE COBMECTHTEILCTBA. B ssHBape 2016
roga Opl1 mpukperieH k ®DenepalbHOMY TOCYIapCTBEHHOMY — OHOMKETHOMY
Hay4yHOMY yupexaeHuto «HayuHbIi [eHTp HEBpPOJOTHH» IS IOATOTOBKH
JUCCepTallid Ha COMCKAaHWE YYEeHOM CTeleHW KaHIuJaTa MeIUIMHCKUX Hayk 0e3
OCBOEHHS IIPOrpaMM IIOATOTOBKH HAy4YHO-II€JarOrM4eCKUX KaJpoB B aCIUPAHTYPE.

B 2003 romy oxoHumn IocymapcTBeHHOe YUpeXKIeHHE BBICIIET0 W
IIOCJIEBY30BCKOTO podecCHOHATBEHOTO o0pa3oBaHUs «BopoHnexckas
rocyIapcTBEHHasi MeauuuHckas akanemus uMm. H.H. BypneHko» mo crienuaibHOCTH
«JleyeOnoe neno». B 2004 roxy npomren o0ydeHue B uHTepHaTYpe ["0CcymapcTBeHHOE
yupexaeHue 3apaBooxpaHeHus «Boponexckas obnacTHas KIMHUYECKas OOJbHHUIIA
Nel» no cnennansHocTH «HeBpomorusy.

CopaBka O chade KaHIWJATCKUX OJK3aMeHOB Bblmana B 2016 romy B
DenepallbHOM TIOCYIapCTBEHHOM OIOKETHOM Hay4yHOM YyupexaeHun «HaydHbrit
LIEHTP HEBPOJIOTHUI.

Hay4Hblil pykoBoaHTE Ib:

Nnnapuomkun Cepreii HukonaeBu4, [TOKTOp MEIMIMHCKUX HAyK, 4YJIeH-
xoppecnionneHT PAH, npodeccop, 3amecTuTens AUPEKTOpa MO HaydHOH padore,
PYKOBOAMTENIb OTAENa UCCIeJOBAaHUW MO3ra, HAy4HbIH KOOpPAWHATOp 5-TO
HEBPOJIOrMYecKoro oraesneHus @DenepajbHOr0 roCyJapCTBEHHOIO OFOXKETHOIO
Hay4HOTro y4pexaeHus «Hay4yHblil LIEeHTp HEBPOJIOTUMY.



Hay4Hbiii KOHCYJILTAHT:

Huxutun Cepreii CepreeBu4, IOKTOP MEIHLMHCKHUX HAyK, Hpodeccop,
npencenarens «OOIIecTBa CHIELUATUCTOB 110 HEPBHO-MBIIIEYHBIM OOJIE3HIMY,
IJIaBHBIM peNakTop pedepupyeMoro Hay4dyHoOro KypHaia «HepBHO-MBIIIEYHEIE
00s1e3HM.

ITo uToram o6cy:ka1eHHsi NIPHHSTO cJieaylolIee 3aKTI0YeHHe:

AKTyajlbHOCTH  TeMbl  O0yCJlOBIeHa  TeM, YTO  HACJeJICTBEHHBIE
muoToHndeckue cuaapomsl (HMC) - onHu U3 caMBIX pacpoCTpaHeHHBIX OphaHHBIX
OonesHell (d4acToTa BCTpeYaeMOCTH BappupyeT oT 14 mo 23 cmyuaeB wa 100 000
HaceJIeHUs M 3aBUCUT OT CTpaHbl M ITHUYECKOW NPUHAMICKHOCTHU) U SIBILIFOTCS
COLMAaNbHO 3HAYUMBIMU OONE3HSAMU, B pa3HOW CTENEeHH [e3aJalTUPYIOLIUe
[IAI[MEHTOB, INPUBOASA K 3aTPyJHECHHIO BBINOJHEHHUS MOBCEAHEBHBIX ABW)KCHUHU U
CIOCOOCTBYIOT IMOBBIIIIEHHOMY TPaBMAaTH3MY.

HMC npencrasnensl Henuctpoduueckumu (HJIM) u  nuctpoduueckumu
muoToHussMH (/IM), KoTOpbIe OOBEAMHEHBI B JBa AECSTKa HO30JOTHYECKUX (POPM.
OtcyTcTBHE HO30JIOTHYECKON CHEeIH(PHYHOCTH MHOTOHHH BCErJa CTaBUT BOIIPOC O
npoBefeHnU U PepeHnaTbHOr0 U JUarHOCTUYECKOT0 MOUCKa Ui YCTaHOBICHHUS
(Gopmbl 3a0oneBanusi. CBOeBpeMeHHasi IHArHOCTHKA B CBOIO oOdepelb OOecredyuT
CHIKEHHE MaTepUaNbHBIX 3aTpaT Ha TPYIOBYIO peabWIWTalio, MPOGUIAKTHKY U
neyeHue OONbHBIX. BepHbI AMarHo3 MO3BOJUT IPOBECTH KOPPEKTHOE MEIUKO-
I€HEeTUYECKOe KOHCYJIbTUPOBAHUE U MPU HEOOXOJUMOCTU MPOBECTU MPOPUIAKTUKY
3a00JI€BaHMsl B OTSITOLEHHBIX CeMbsIX.

s muddepennmanpaon quarHoctukn HMC Ha 1000 ctamuu 3a0osieBaHHUs
BeAyIIMM TApakIMHUYECKAM METOJOM SBIseTcs 3jekTpomuorpadus (OMI).
Uronpyaras OMI" (uDOMI") oGHapyKuBaeT MaTOJIOTHYECKYIO BO30YIUMOCTh MeMOpaH
MBIILIEYHBIX BOJIOKOH B BHIE XapaKTEPHBIX MHUOTOHHMYECKuX pa3psgoB (MP) u
IEepBUYHO MBIIIEUHBIH XapakTep MOpaKeHWsl, TIOCIeIHUNH JEXKUT B OCHOBE
rpynnoBoi knaccupukaumun HMC. Ilpu crumynsuuonHod OMIT (¢OMI) B
nuarHoctuke HMC mmpoko wucnonsdyercs putmudeckas ctumyniauus (PC) ¢
gacrorod 5—60 I'n u kopoTkuii Tect ¢ Harpy3koit (KTH).

s monatBepkaeHust nuarHosa ceronns ucnossdyercs JIHK nuarHocrtuka,
OJHAaKO aHajlM3 BCeX BO3MOXKHBIX T€HOB, OTBedaromux 3a pasputne HMC
IPEACTaBIsieT COOOM TpPYyAOEMKHUH, [UIMTENbHBIH M JOPOTOCTOSIIMM IpoLecc.
Iloatomy ¢ BHeapenuem noareepxkaarouiet JTHK auarHocTUKH OCTpO CTOUT BOIIPOC
B O00OOILIEHMH COBPEMEHHBIX HAy4YHBIX [aHHBIX W ONTUMM3ALUU KJIMHUKO-
Hellpopusmonmornyeckoro  anropurma  ans  Beibopa  JIHK  meroma
II0CJIEI0BATENILHOCTH TecTUpoBaHus reHoB npu HMC.

OcnoBHro#t rpy3 HMC coctaBnser guctpoduueckas MuoTonus 1 tumna (JM1)
U BpoxkaeHHass MHOTOHHS (BM) (> 90%). [lo HacTosiero BpeMEHH KIMHUYECKHUX
UCCIIEZIOBAHUN C y4acTUEM MeHOTUIIUPOBAaHHBIX 00nbHEIX ¢ BM u JIM1 B Poccuu He
MIPOBOAUJIOCH, HE OBLJIO TOMBITOK CO3MaHUs YHU(MDUIMPOBAHHOIO KIMHUKO-



HEHPO(PU3NOIOTHUECKOTO aIrOpPHTMa, B KOTOPOM ObI YYHTHIBAIHCH COBPEMEHHBIE
IOJXO/bl K JUAarHOCTHKE MHOTOHHH U BBIOOpA IOCIIEeI0BATEILHOCTH MOJIEKYJISIPHO-
TeHeTHYeCKOro TecTupoBanus renos mpu HMC.

CBsi3b TeMbI ¢ IJIAHOM HAYYHBIX HCCJIeI0BAHUI IEeHTpa: JUccepTalliOHHAas
pabora KypbaroBa C.A. BbINONIHEHA B COOTBETCTBHA C IUIAHOM HAy4HBIX

ucciaenoBanuii ®I'BHY HIIH B paMkax TeM Hay4HO-HUCCIIEIOBATEIBCKUX pPabOT
Nel15013010108.

JInyHoe yyacTHe aBTOpa B MOJYYEHHH pe3yJabTaTOB: aBTOpP MPUHUMAI
ydacTHe B TUIAHUPOBAHWHM U OCYIIECTBUJ JKCIIEPUMEHTAbHYIO YacTh paboTel. Bee
3Tambl  KJIMHUYECKOTO  OCMOTpa, MEIMKOT€HEeTUYeCKOrO0  KOHCYJIBTHPOBAHUS
BBITIOJTHCHBI aBTOPOM JTYHO. CamocTosITENBHO IIPOBEEHBI BCE
HEeHPOPU3NOIOTUYECKHEe  TEeCThl, IIOJy4YeHHBbIE pe3yJbTaThl HUrojdb4aToOd U
CTUMYJIIIMOHHON DOMI' mpoaHanu3upoBaHbl, C BBIICICHUEM 3HAYMMBIX [1apaMeTpOB
IUISL CO3aHMsI JUArHOCTMYECKOro airoputMa. ABTOpPOM IPOBEIEH aHalu3 U
cTaTucTHueckas oOpaboTka MaHHBIX, C(HOPMYIMPOBAHBl BBIBOABI IO pe3yJbTaTaM
paboThI, IOATOTOBIEHBI CTAaTbU C TIOCTENYyIOIIed IyOnuKanued B Hay4dHBIX
KypHanax. [IpoaHanuzupoBano 29 oreuecTBeHHBIX U 230 3apyOeXHBIX UCTOYHUKOB
JTUTEPaTypPHI.

CreneHbp JOCTOBEPHOCTH pe3y/JbTATOB MPOBEeJEHHbIX HCCAEJOBAHUM:
JIOCTOBEPHOCTH IMOJYUYEHHBIX Pe3yJIbTaTOB HE BbI3bIBAET COMHEHUS U OIPEEIseTCs
JIOCTATOYHBIM KOJIMYECTBOM HAaOIIOJEHUM, YeTKOM ITOCTAaHOBKON L€l M 3aaady,
HCIIOJIB30BaHNEM B paboTe COBpPeMEHHBIX HEHpO(U3UOIOrHUYEeCKUX, KIUHUKO-
IeHEeaJlOrM4eCcKoro,  MOJIEKYJISIPHO-T€HETUYECKOr0  METOJOB  HCCIIEOBaHUs,
IPUMEHEHHEM aKTyaJlbHbIX METOJIOB CTATUCTUYECKOTO aHAIK3a.

Hayuynasi HOBH3HA NOJIyYeHHBIX pe3yabTaTOB: BIEepBble B Poccuu y
MAIlMeHTOB C TeHeTHYecku nokazaHHbIMH BM u JIM1 ocymiecTBieH KOMIUIEKCHBIH
KJIMHUKO-HeUPOPU3NOIOTHUECKUM aHaIU3 C UCIOIb30BaHUEM IIOCIEIHUX IPUHATBIX
MEXIYHApOOHBIX TPOTOKOoJIOB. Ha oOcHOBaHMM aHanu3a KIMHUYECKUX U
HEeHPOPU3UOIOTMUECKUX JaHHBIX ONpeleseHbl HWHPOpPMaTHBHBIE IIapamMeTpbl
nuarHoctukn BM u JIMI1. Brepsble ompeneneH BO3pacT MOSBIEHUS CHMIITOMA
MHOTOHUU  mo3BoJLitomui  guddepenimupoate BM  u  JIMI1. Ilokazana
HEOOXOIUMOCTh HEe TOJIBKO BBISIBJICHUS, HO U 0053aTE€IbHOIO ONpeNeeHusl CpeIHen
autenbHocT Tpex MP (cp-3MP) mns nuddepenunansHoit auarHoctukd BM u
JAM1. 3Hauenue cp-3MP, paBHoe 1500 Mc oka3anoch AUArHOCTHUYECKH 3HAYUMOM
rpanunet s guddepeHuuansHoi pasrpanudeHus BM o u [IMI1. Ilpennoxen
OpUTMHAJIbHBIN HeHPOPU3NOTOTHUECKUN AITOPUTM IUIS ONTUMU3ALINU
MOCJIeIOBaTeIbHOCTH TecTupoBanuss TeHoB mnpu HMC u nuddepennuanbHon
nuarHoctuku BM u JIM1, ¢ uckimoyenreM He BanuaHbiX TecToB PC Ha 10 ', 30 '
n KTH. s BM 1oka3anHa HeoOXoaumMocTh mocienoBarenpHoro JIHK-



TeCTUpOBaHUs Bcero reHa CLCNI mist HCKIIFOYEHHMs OLIMO0YHOM TUAarHOCTHKA BMT
C HEONpPaBJIaHHO BBICOKUM (50%) reHeTHIECKUM PUCKOM B CEMBE.

IIpakTHyecKkasi 3HAYHMOCTB: CO3IaH PErHCTP TeHOTHIIHPOBAHHBIX GONBHBIX
¢ HMC B Boponexckoit o6nactu. MccrnemnoBaHue —mokaszaio BBICOKYIO
pacnpoctpanerHocts HMC B BopoHexckoii 061acTy, CONOCTaBUMYIO 0 YacTOTE C
3apyOeKHBIMH HMCCIIeJOBAaHUAMHU. Pa3paGoTaH KIMHUYECKUH alTOPHTM AMATHOCTHKH
BM u JIM1 Bxmouaronmii 12 BBICOKOMH()OPMATHBHEIX NPH3HAKOB, IS OLEHKH
KOTOPBIX He TpeOyeTcsl NOMOIHUTENbHOE 00ydeHne Bpauel HEBPOIOTOB.

[lpennoxxeno  He#podusMosOrMyecKkoe  MCCIENOBAaHME,  BKIIOUYAOIIEE
onpeneneHue narrepua npu uOMI', oleHKY cpenHe# IIUTeTbHOCTH TPEX TUIIMYHBIX
MP u BbIpakeHHOCTH nekpementa M-onHel nmpu PC 50 'l OTHOCHTENBHO
YCTAQHOBJICHHBIX TPAHHUL, CYMIECTBEHHO COKpalalomux o0beM u Bpems OMI
MCCIIENOBaHUs 10 15 MUH IIpH AMarHocTUKe naiuenTos ¢ BM u JIM1.

Bce mpoTokonsl pa3spaGoTaHEl ¢ y4eToM M KOppeKLHeH HeIOCTaTKOB IIPH
(GOopMHPOBaHHU BBIOOPOK HMCCIIENOBAHUH MPEIBIIYINUX JIeT. Y CTAaHOBIEHO KIHHUKO-
3JIEKTPO(HU3HOIOrHnYecKoe oH000pasue nanuerTos ¢ BMT u BMB, uto mo3sosiser
NPUMEHEeHHe OOINEro TepMHHA «BPOXKACHHBIE MHOTOHMH» IIPH I[OCTAHOBKE
Jar’osa.

IleHHOCTH HAYYHBIX PalOT COHCKATEIsI: PE3yJIbTATHI, [OJyIEHHbIE aBTOPOM
HACTOSIIEH IHUCCEPTALMOHHOM paboThl, MO3BONSIOT NMPOBECTH AU (epeHIMATEHYIO
AWATHOCTUKY M ontumusupoBars JIHK-uccnenoBaHue B Kay3aTHUBHBIX reHax MpH
NOIO3PEHUH Ha Hajauyue y nauventa BM umu IM1.

CBeleHusi 0 MoOJHOTEe H3/I0KEHHs MAaTePHAJIOB JHCCEPTAHH B pafoTax,
OnyOJHKOBaHHbIX COMCKATE/IeM: II0 TeMe IUCCEePTaliU omy6nukoBaHo 20 pabor, B
TOM 4YHCIe 3 CTaThd B JKypHalaX, peKoMeHIoBaHHBIX BAK mnpu MunobGpHayku
Poccuu st pasmelieHust HayYHbIX Ty OIMKALUi.

CraTey B HayuHBIX JKypHalaX U H3IaHHAX, peKoMmeHAyeMblx BAK mpu
Munobpuayku Poccun:

1. isanoBa, E.A. Crnextp wMyrammit B reme CLCNI y manueHToB
HEMCTPOPUIECKUMU MHUOTOHUsIME Tomcena u Bekkepa / E.A. HBanoma, E.JL
Hananu, B.I1. ®enotos, C.A. Kypbatos u ap. / I'enetuka. - 2012. - T. 48. - Ne 9. - C.
1113-1123. (Ivanova, E.A. The spectrum of CLCN1 gene mutations in patients with
nondystrophic Thomsen’s and Becker’s myotonias / E.A. Ivanova, E.L. Dadali, V.P.
Fedotov, S.A. Kurbatov et al. // Rus. J. Genetics. - 2012. - V. 49. - Ne 9. - P. 952-
961.)

2. Kypbaros, C.A. Cnyuait mucTpoduueckoil MHOTOHHH 1-TO THHA ¢ YTSKeIeHHeM
KIHHUKH 110 tMHuK otua / C.A. Kypbaros, B.I1. ®enoros, H.M. 'aneeBa u coasr. //
AHHaJIBI KITMHUYECKOH M SKCIIepUMEHTaIbHOM HeBpostorun. — 2015. - Ne 2 (9). — C.
47-52.

3. Kypbaros, C.A. Cnyuait MuoToHun bBekkepa ¢ ICEBIOIOMHUHAHTHBIM THIIOM
HACJIe/IOBaHUS: COBPEMEHHBIE MNOAXOABl K nuddepeHIIHaNbHON  IMarHOCTUKE
muoTonurd Tomcema u bexkepa / C.A. Kyp6aros, C.C. Huxurun, C.H.

Wnnapuoiikud u coanT. // HepBHO-MBIeynble Gonesuu. — 2016. - Ne 1 (6). — C. 74-
1.



CooTBeTcTBHE coaepkaHus AHCCEpPTAlHH CHCeHHAJbHOCTH, IO KOTOpOf/i
OHAa PEKOMEH/10BaHa K 3alluTe: MaTepuallbl HHCCCpTaHHOHHOﬁ pa6OTBI OTBC€YAIOT

TpeOOBaHUsIM COOTBETCTBHSl u30paHHOM cnenuansHoctd 14.01.11 — Hepsabie
0ose3Hu.
Huccepranus «KnnHuKo-311eKTpOMUOT padudeckue XapaKTepUCTUKH

muctpoduueckux W Hemuctpoduueckux — MmuortoHuity  KypbGaroa  Cepres
AnekcaHIpoBHYa PEKOMEHAYEeTCS K 3alllUTe Ha COUCKAHWE YYEHOH CTEleHU
KaHIHIaTa MeIHIMHCKUX HAyK 1o crendansiocTu 14.01.11 — HepBHele Gone3nu.

3aKiloueHre TIPUHSTO Ha PACIIMPEHHOM 3acelaHUd Hay4dHBIX COTPYIHUKOB
OTIeNna WCCIeJOBaHUH MO3ra, OTHAEJeHHsS aHEeCTe3HOJOTMHM U peaHUuMallud C
nmajaTaMi  peaHWMallid ¢  HHTEHCUBHOH  Tepamuy, TpeTbero U  IATOro
HEBPOJIOTMYECKUX OTJEJEHUH, OTIeNeHus HelipopeaOmimuTanud U (U3HOTEpanuy,
n1abopaTOpHM  KIMHUYECKOM  HEeWpo(U3UOJIOTHH,  HAyYHO-KOHCYJIBTaTHUBHOIO
otheneHus: ¢ jaboparopueil Heipoyponoruu @enepalbHOTO TIOCYIapCTBEHHOTO
OI0KETHOTO HAYYHOTO YUpexaeHus « HaydHbIl IEHTP HEBPOJIOTHUIY.

Ha 3acenanuu npucyTcTBOBasio 35 denoBeK. Pe3ynbTaThl roJI0COBAHUSA: «3a» -
35 4enoBeK, IPOTUBY - HET, «BO3JAEPKAITUCH» - HET, MpoTokoa Ne2 ot 23 mas 2017
roja.

IIpencenarennb 3acenanus
[JIaBHBIN HAY4YHBIA COTPYIHUK
3-ro HEBPOJIOTUYECKOTO

otnenenus ®I'bHY HIIH,

JTOKTOP MEIUIIMHCKUX HayK, podeccop A.C. Kagpikos
[loanuce rmaBHOrO HAYYHOTO COTPY. 3POJIOTUYECKOT0 OTAEIEHUS

OI'BHY HIIH, nokTropa MEIULIMHCKUX HAYK . A.C. KagpikoBa 3aBepsito:
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