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OBIIASA XAPAKTEPUCTHUKA PABOTHBI

AKTYaJIbHOCTB H CTeNleHb Pa3pad0TaAHHOCTH TeMbl HCCIC0OBAHUS

Hacneacreennsie Muotonnueckue cunapomsl (HMC) — reHeTnuecku rereporeHHas
rpyIa HACIEACTBEHHBIX OOJIE3HEW MBIIIL, OCHOBHBIM CHMIITOMOM KOTOPBIX SIBJISETCS
dbenomen MuotoHuu. KIMHUYECKH MUOTOHUSI XapaKTepU3yeTcs 3aJIepKKOil pacciaabieHus
CKEJIETHOM MYCKYJATypbl IMPHU MPOU3BOJIBHBIX JIBIXKEHUAX MOCIE HEMPOAOKUTEILHOTO
nokoss [Thomsen, 1876]. MwuoToHHMs ne3aganTUPYET TMAIMEHTA, IIOBBIIIACT PHUCK
TpaBMatu3Ma M TpebyeT moadopa TpyAoBoM jAesTenbHOCTH. Hozomoruueckas
Hecnenu(pUIHOCTh MHOTOHUU 3aTpynHsAeT auddepeHnnaIbHO-TUarHOCTUYECKUNA TTOUCK
Ut ycranoBjaeHus Gopmel 6onesnu [Becker, 1977; Imbrici et al., 2015].

HMC NIPEICTABICHBI TPUHALIATHIO HO30JIOTHYECKIUMHU dbopmamu
HEAUCTPODUIECKUX (HAM) " TUCTPOYUUECKUX MHOTOHUI (AM),
[http://neuromuscular.wustl.edu/mtime/mepisodic.html#clinical; Leh-mann-Horn et al.,
2013]. HAM oOTHOCST K KaHAJOMaTHUSIM, MPUBOISIIUM K HAPYIICHHIO paOOThl MBI [Sun
et al., 2001]. IM Ha pa3HbIX cTaausx OOJE3HUW XapPAKTEPU3YETCS IUCTPOPUUECCKUMU
W3MEHEHHUSIMU MBIIII U IIMPOKUM CIEKTPOM BHEMBIIIECYHBIX HapymieHuil [Harper et al.,
2004], B otauume ot HJIM, rae MHOTOHHS YacTO SBIISETCSA €IUHCTBECHHBIM CHMIITOMOM
oone3nu [Mnnapuomkud u ap., 1998; Matthews et al., 2010].

Bpoxxnennast muotonust (BM), camast pacnpoctpanenHas ¢popma HJIM (0,2-9,4 Ha
100 ThIC. HaceneHus), BKIOYAET BpoxkaAeHHYI0 MuoToHUI0 Tomcena (BMT) u bekkepa
(BMB) [I'y3eeBa, 2009; Sun et al., 2001]. BMT u BMBb 00ycnoBiensl MyTanusMu TeHa
xsmopHoro kanama CLCN1, wumeror ayrocomHo-momuHanTHoe (AJ]) u ayTocomHoO-
petieccuBHoe (AP) HacnemoBanue [Sun et al., 2001]. BMT u BMb cxoxwu no ¢genoruiry,
BHYTpU- H MEX-CEMEHHOMY KIMHHUYECKOMY MOJUMOp(HU3MY, 4UYTO CYIIECTBEHHO
3aTpyAHSET HO30JOTUUYECKUN AUATrHO3.

Camoii pacnpocTtpanenHoit ¢opmoit JIM siBnsiercs auctpoduyeckas MUOTOHUS |
tuna (AM1) — 2,1-14,3 na 100 Teic. Hacenmenus [Harper, 2004]. IM1 umeer AJl tum
HacnenoBanus, oOycioBiieHa skcnancueit CTG-mostopoB B rene DMPK [Davis et al.,

1997] wm xapakrepusyercs (enomenoM antuiumanuu [Logigian et al., 2004] co



3HAYUTEIHHOU MYJIBTUCUCTEMHOCTHIO KIMHUYECKUX IMPOSBICHUI, 4yTO B A€OI0Te U NpH
CTepPTHIX (popMax CYIIECTBEHHO OCJIOKHACT TUArHOCTHKY [Sanson, 2016].

Benymmum metonom auarnoctuku HMC ocraercs anexkrpomuorpadus (OMI). Tlpu
urosibuatoii OMI" (uUDMI') peructpupyrorcs MUOTOHUYECKHUE pa3psiabl (MP) u nepBudHoO-
MBIIIEYHBIN XapaKTep MOPaKeHUs, XapakTep KOTOPBIX JIEKHUT B OCHOBE KJIACCH(PHUKAIIH
HMC. Oanako DMI" u3aMeHeHUs HE MMEIOT BbICOKOH crenuduunoctu [Timothy, 2008;
Hehir, Logigian, 2013]. CtumynsuuonHas OMI™ (¢OMI), purmuueckas ctumyssius (PC)
5-60 I'm u kopotkuit Tect ¢ Harpy3koil (KTH) paioT mpoTHUBOpedMBBIE PE3yJIbTAThl
[Deymeer et al., 1998; Colding-Jorgensen et al., 2003; Chrestian et al., 2006; Miller, 2008;
Dupré et al., 2009; Trivedi et al., 2013].

Jns  noarBepxkaeHus Hoszojoruueckod Gopmer HMC ucnonssyercs JIHK-
JIMArHOCTHKA, OJHAKO aHalIM3 BCEX BO3MOXHBIX M AocTynmHbix reHoB HMC — BecbMma
TPYAOEMKHUU, JJIUTEIBbHBIA U JOPOTrOCTOAIIMK ITporecc. bonee pauroOHAIBHBIN CKPUHUHT
TaKUX MAIMEHTOB, B TOM YHCJIE C LIEJbI0 ONTUMH3AINH AU PEepeHIInaNIbHON TUarHOCTUKH
U ocymectBiaenuss  JIHK-rectupoBanus, IpeanojaraeéT  COBEPLICHCTBOBAHUE
COOTBETCTBYIOIINX KIMHHKO-3JIEKTpOMHOTpaduueckux anroputmos [Harper, 2008; Trip et
al., 2008]. [Jo nmocinemHero BpeMEHM IOJOOHBIX  HMCCICAOBAaHMH B  TPYIIIC

TCeHOTUITHPOBAHHBIX 00bHBIX ¢ BM 1 JIM1 B Poccuu He mpoBOIMIIOCK.

eab ucciaenoBanus

VY reHotunupoBaHHbIX nanueHToB ¢ BM u JIM1 npoBectn cpaBHUTENBHBIN aHATIU3
KIIMHUKO-HEHPO(DU3HOTOTHUECKUX XapaKTEPUCTUK 000ux 3a00seBaHMil C BbIIACICHUEM
HamOoJIee XapaKTePHBIX TUATHOCTUYECKUX MATTEPHOB, a TAKKE pa3padoTaTh ONTUMATHHBIN
QITOPUTM BBIOOpAa MYTAIIMOHHOTO aHalu3a reHoB y marueHToB BM u JIM1 Ha panuei

CTaJUH U B CIy4YasiX C Pa3BEPHYTOU KIMHUYECKOU KapTUHOM.

3aaaum uccaeI0BaHuA:

1. Ha ocHoBaHMM aHaiu3a CUMOTOMOB OOJIE3HM BBIAEIUTHh KIMHUYECKHH HaTTEpH,
XapaKTepHbIN A5 BRIOpaHHbIX rpynn nanueHToB ¢ BMT, BMb u JIM1.
2. OUEHUTh YYBCTBUTEIbHOCTh M CHEHU(PUYHOCTh BEAYLIMX CHUMITOMOB C

paspaboTkoii anroputma nuddepennmansaoit nuarnoctuku BMT, BMb u JIM1.



3. IIpoBectn KOMIUIEKCHOE HEHPODU3MOIOTHUECKOE OOCIEOBAHNE C OINpEICICHUEM
HEOOXOIMMOIro M JOCTaTOYHOro oobeMa TectoB DOMI' B auarHoctuke OosbHBEIX ¢ BMT,
BMb u JIM1.

4. BpIABUTH KJIMHHKO-3JIEKTPOMHOTPAPUIECKUE M TEHOTHIHYECKUE KOPPEISIUN Y
oonpHBIX ¢ BMT, BMb u JIM1.

5. Pa3pabotaTh KIMHHKO-3JIEKTPOMHUOTPAUIECCKUN MPOTOKOI AJIs MPEAIOT0KECHHUS
Kay3aTUBHBIX TE€HOB WJIM MyTauud y mnanueHtoB ¢ BM nHampaBnsembix Ha JIHK-

HCCIICIOBaAHUC.

Haquaﬂ HOBH3HA

Bnepseie B Poccun y nanueHToB ¢ reHetuuecku aokazanHeiMu BMT, BMb u JIM1
OCYIIECTBIIEH KOMIUIEKCHBIN KIMHUKO-HEHPOPU3NOIOTUIECKUI aHaTNU3 C UCTIOJIb30BaHUEM
MEXKIyHAPOJHBIX M OTEUYECTBEHHBIX MPOTOKOJIOB. Ha OCHOBaHMM IOJIYyYEHHBIX IJAHHBIX
onpeneneHsl UHPpopmMaTUBHbBIE TapaMmeTpbl AuarHoctuku BM u JIM1. Bnepseie onpezaenex
BO3pacT TMOSIBJICHUS CUMITOMa MHUOTOHHH, Mo3Boysomui auddepennupoats BM u
JIM1. Tlokazana uHQOPMATUBHOCTh ONpeAeTeHHs cpeaHeil purenbHoctu Tpex MP (C-
3MP) B mmarHoctuke BM u JIMI1. Omnpenenena auarHoctwdeckas rpanuna CJ[-3MP,
paBHas 1500 wmc. IlpemnoxeH opuruHanpHblii OMI-POTOKONA [ ONTUMM3ALUU
TECTUPOBaHUs reHOB B quarHoctuke BM u JIM1, ¢ ucknrouenreMm HeBanuaHbIX TecTOB PC
10 I'm, 30 I'm u KTH. JIns BM noka3ana HeooxomumocTs JJHK-TectupoBanus Bcero rena
CLCN1 nns uckmroueHus ommbOo4YHOW muarHocTukd BMT m J1oKHOTO oOmpeneneHus

BBICOKOTO (50%) reHeTHYECKOro pUCKa B CEMBE.

TeopeaneCKaﬂ N NPaKTHIECCKasd 3BHAYUMOCTb

Coznan peructp 6ombHbIx ¢ HMC B Boponexckoit obmactu. [lokasana BbicOKas
pacnpoctpaneHHocte HMC B Boponexckoii 007acTH, COMoOCTaBHUMasi MO YacTOTe C
JAaHHBIMU 3apyOeKHBIX HcciaenoBaHui. Pa3paboTaH KIMHUYECKUI alrOpuT™M TUArHOCTHKHU
BM u JIM1, Bxmoyaroniuii 12 BEICOKOMH(GOPMATUBHBIX MPU3HAKOB, AJISi OLEHKHU KOTOPBIX
He TpeOyeTcsi NOMOJHUTEIHLHOr0 00ydeHHs: HeBpoJoroB. [IpenioxeHbl TpH KOHKPETHBIX
OMI'-MeTouKH, TMO3BOJIAIONINE COKpaTUTh 00BbeM U Bpems OMI-uccrnemoBanus (B

cpenneM 10 15-20 munH) npu auddepenmmanbaon auarnoctuke BM u JIM1. Tloka3ana



KIIMHUKO-3JIEKTpoMUorpaduyueckas OAHOpPOJHOCTh mnauueHtoB ¢ BMT u BMB, uto
OTIPaBJBIBACT HCIIOJIb30BAaHUE TEPMHHA «BPOXKIECHHBIE MHOTOHHM» TIPU OOCYKICHUU
deHoTnma W TOCTaHOBKe sauarHosa. lIpeobmamanme BMbBb nHan BMT wu 4actoe
TMICEBI0IOMUHAHTHOE HacieaoBanne BMbB 000CHOBBIBAIOT 11€71€CO00Pa3HOCTh MPOBEICHUS
MEIUKO-TEHETUYECKOTO KOHCYJIbTUPOBAHUS NpU TMoJa0o3peHun Ha BM Tonpko mnocrie

nosiHoro a”Hayimsa resa CLCNI.

MeTo010J10THsI 1 METOABI MCCJIE€I0BAHUS

MeTonon0orusi NpoOBEAEHHOTO UCCIEN0BAHNS COCTOUT B UCIIOJIB30BAHUM CUCTEMHOTO
MOJIX0J]a KIMHUKO-TEHEATOrHUeCKOT0 U HeUPOPHU3UOIOTHYECKOTO aHAIU30B M H3YUYEHHUS
JUTEpaTYpHBIX JaHHBIX B MuddepennuansHoii quarnoctuke BMT, BMb u JIM1.

JUisi MeToAoB HccleAOBaHMS BBIOpaHbI: KIMHUYECKUH OCMOTP C OIpEAeICHUEM
¢deHoTHIIa HACIEICTBEHHBIX HAPYUICHW, aHajIu3 POJOCIOBHOM, MOJyKOJINYECTBEHHAsS
[Becker, 1977] u mMoauduipoBaHHas KOJUYECTBEHHAS OLICHKA MHUOTOHHMH [3MHYCHKO U
ap. 1979], crampaptaas cOMIT u uDMI' Uil OUEHKM (PYHKIMOHAJIBHOIO COCTOSIHUS
nepuepuveckiux CEHCOPHBIX W MOTOPHBIX HEPBOB W MBI, a TaKXe CIEIUAIbHbIC

MoTopHoe Metojil PC vactoroit 10, 30, 50 I'it u metoq KTH.

HOJIO)KCHHH, BBIHOCUMBIC HA 3a1IIMTY .

1. B reHoTunupoBaHHOW rpymmne MUOTOHUN juTenbHOCTh C/I-MP  nocroBepHO
oonbuie pu IM1, yuem npu BM: rpanuneit paznenenus sisercs CA-3MP = 1500 mc. ¥V
6ombHbIX ¢ JIM1 B pa3BepHyTOl cTaauu OOJIe3HM BBISBIEH MUOTEeHHBIH DMI -naTTepH B
muctanbHbIX MbImmax. C/A-MP3 m kmuHuKO-37MeKTpOoMHOTpaddecKoe HMCCICAOBaHUE B
rpymnme BM ne no3BomnsieT nuddepennmponats namuento ¢ BMT u BMBb.

2. Y Bcex OompHbIXx ¢ BM B oTBeT Ha TeTaHM3alUI0 OOHApYXEH JEKPEMEHT
amMIuuTy el M-BosiHbI >60%. He BBISABIECHO CBSI3M BEMYMHBI AEKPEMEHTA aMILIUTY 16l M-
BOJIHBI U BBIPAKEHHOCTH MUOTOHUHU.

3. OmpeneneHsl KIMHUYECKUE MATTepHBI UccleayeMbix nByx rpynn HMC: mpu BM
MHOTOHHUST paHHAs (9,4+£6,2 J5eT), TeHepalu30BaHHas W YMEPEHHO BbIpa)kKeHHas,
corpoBoxkaaercss runeprpodpueit Mo npu M1 mMuotonus 6onee mo3guss (1e0rOT B

23,0+8,8 JyeT), ¢ MPOrpecCUpOBAHMEM IPEUMYIIECTBEHHO B JHMCTAJIBHBIX OTIENax



KOHEYHOCTEW, pa3BUTHEM CJIA0OCTH MBI crubaTenei Ieu, mape3oM, TPOPUUECKUMU
WU3MEHEHUSIMU JIUCTAJIBbHON MYCKYJIaTypbl U BHEMBILIEYHON MATOJIOTUEH.

4. Ha ocHOBaHMM KJIMHUKO-3JIEKTPOMUOTpadUUECKOro MaTTepHa B Je00Te U
pasBepHyToii ctaquu BM u JIM1 pa3paboTan MpoTOKOJ AJsi HauOoJee parroHaIbHOTO H
KOPPEKTHOTO TECTUPOBAHUS T€HOB.

5. Pazpaboran u BHenpeH aBTomaTuzupoBaHHbIM npoTtokosa KTH nns ananmmuza HMC

Ha 0a3e anekTpomuorpada «Hevipocodh» (Poccus).

Crenenn JOCTOBCPHOCTH U anpoﬁaunﬂ PE3yJdbTaTOB UCCJACT0BAHUA

JIOCTOBEpHOCTh MOJYYEHHBIX pE3YyJbTAaTOB OIPEAENAETCS JAOCTATOYHBIM YHUCIOM
HAOJIIOICHU, MOCTAHOBKOM L€ M 3aJa4, HUCIOJIb30BaHUEM B pabOTE COBPEMEHHBIX
NIEKTPOMUOTPAPUUECKUX U MOJIEKYJSIPHO-TEHETUUECKUX METOJOB  HCCIEAOBAHMM,
IPUMEHEHUEM a/IEKBAaTHBIX METOJ0B CTATUCTUYECKOTO aHAIN3A.

Hucceprauus anpoOMpoBaHa W PEKOMEHJOBAHA K 3alllUTE HA 3acelaHuu
corpyanukoB |l u V HeBponormueckux OTAENEHUN, OTIEICHHUSI AHECTE3UOJIOTMHU U
peaHuManuMyM C [ajJjaTaMd peaHuMaluud M HMHTEHCUBHOW Tepamuu, OTIEJICHUS
Helpopeabmutaiu 1 Qusuorepanuu, 1a00paTopuu KIMHUYECKOH HEUpOPU3NOIOTHH,
HAayYHO-KOHCYJIbTATUBHOTO OTAEJIIEHUd C JabopaTopuell HEWpOoypoJoruu, OTIena
UCCleloBaHU Mo3ra, DeaepanbHOr0 ToCyJapCTBEHHOTO  OFOKETHOTO  HAy4YHOIO
yupexaenus: «Hayunsrit nentp Hepposorum» ([Ipotokon Ne 2 ot 23 mas 2017 1).

Martepuasibl auccepranuu npeactaBieHsl Ha: VI cbe3ne "Poccuiickoro oOrecTa
MemuiuHCKuX reHeTuKoB" (PoctoB-Ha-Ilony, 2010); 1 Koudepennuu OOmecTBa
CTIEIUATICTOB TI0 HEPBHO-MBIIICYHBIM 00JI€3HAM "AKTyalbHbIE BONMPOCHI AUATHOCTHUKU U
JIeYCHHUsT HEPBHO-MbIICUHbIX Oosie3Heil" (MockBa, 2012); exeroansix EBpormeickux
koH(pepeHIHAx Mo reHeTrke uenoBeka (European Human Genetics Conference — Bena,
2009; I'ere6opr, 2010; Amcrepaam, 2011; Hropubepr, 2012); X cwezne Bcepoccuiickoro
o6rrectBa HeposioroB (Hmwkuuit HoBropon, 2012); IV Poccuiickoii BeceHHEH IMIKOJIE TI0
muoniorun, (Cankt-Ilerepbypr, 2013); HayuHo-mpakThueckoli KOH(EepeHIUu ¢
MEXIYHapOJHbIM ydacThueM «HoBbIe TEXHOJOTHMH B JAMArHOCTHUKE M JICUCHMM OOJIE3HEU
HEPBHO-MbITIIEUHON cucteMb» (MockBa, 2015); IlsToM mMexayHaApOIHOM KOHTpecce TIo

muojoruu (JInow, 2016).



BHeapenue pe3yJibTaTOB MCCICA0BAHUS

[Tomyuennbie pe3yabTaThl BHEAPEHBI B y4eOHBIN mporecc HerocymapcTBeHHOTO
00pazoBaTeILHOTO YAaCTHOTO  YUYPEKICHHUS JIOMOJHUTEIBHOTO MPOECCHOHATBHOTO
00pa3zoBaHus «Y4eOHBIN IIEHTP MO HEMPEPHIBHOMY MEAUIIMHCKOMY U (papMarieBTUICCKOMY
obpazoBanuto», MockBa; OOO «lIpaktudeckas HeBposorus», MockBa; OO0 MI]

«/Inarnoctuka mitoc», Boponex; AY3 BO «BOKKL», Boponex.

yonukanuu

IIo Teme AUCCepTannmn OHY6J’II/IKOB3HO 16 meyaTHBIX pa60T, B TOM YHCJIC 3 TICYaTHBIC

paboThI B peLieH3UPyEMBIX KypHaiaX, pekomenaoBanHbix BAK npu Muno6puayku Poccun.

JIMYHBIN BKJIAaJ aBTOpPa

ABTOpy MMPUHAJICKUT onpcaciuiromas POJIb B pa3pa60TKe IMPOTOKOJIa
HUCCIICJOBAHMA, ITOCTAaHOBKC 3ajaay, 000CHOBaHUU BBIBOJIOB 151 MPAKTUYICCKUX
peKOMeHI[aHI/If/i. Bce OTallbl KIIMHHUYCCKOI'O oCMOTpa, MCIUKO-TCHCTHUYCCKOI'O
KOHCYJIbTUPOBAHUS BBIIIOJIHCHBI aBTOPOM JIMYHO. ABTOpOM IMPOBCACHBI BCC OMTI' TCCThI,
IMMOJIYYCHHBIC PC3YJIbTATHI IPOAHAIM3UPOBAHBI, C BBIACIICHUCM 3HAUYUMBIX IMapaMCTPOB IJIA
CO3aHus TUATHOCTUYCCKOI'O ajiropuTM™Ma. ABTOpOM IMPOBCACH aHAJIN3 U CTATUCTHYCCKAA
06pa60TI<a JaHHBbIX, C(I)OpMYJ'II/IpOBaHBI BBIBOBI IO PEC3yJIbTaTaM pa60TI)I, IIOATOTOBJICHBI

CTaThU C MOCIEAYIOIIEH MyOIuKalMe B HayYHbIX KypHaIax.

Crpykrypa u 00beM auccepranumn

Juccepranus U3J0eHa Ha 167 nucTax MallMHONUCHOTO TEKCTa, MIUTIOCTPUPOBAaHA
24 pucynkamu, 22 tabaunamu ¥ 4 KIMHUYECKUMH NpuMmepamu. Jluccepraiusi nocTpoeHa
0 CTaHAAPTHOMY IUIaHy: BBEAEHHUE, O0030p JIUTEpaTypbl, OINUCAHHE MaTEepHasoB,
METOJIOJIOTUM U METOJOB HCCIICJIOBAHUSA, TOJYYEHHbIE pe3yJIbTaThl HCCIEI0BaHUS,
oOcyKJeHHe pe3yIbTaToOB, 3aKII0UEHUE, BHIBOJIBI M MPAKTHUECKUE PEKOMEHIALlMHU, CITUCOK
COKpalleHW ¥ YCIOBHBIX OOO3HAYeHW, CHHCOK JHTEpaTypbl M MPHUIOKEHUS.
buGnuorpaduueckunii ykazatenb CcoaepKUT 42 oOTedecTBEHHbIX U 224 3apyOexHbIX

JUTCPATYPHBIX HCTOYHHUKOB.



MATEPHUAJIBI, METOAOJIOI'US U METO/bI NCCJIEAJOBAHUSA

IMamuenTsl. Becero o6cnenosans 134 manuenta ¢ HMC B Bospacte ot 1 10 80 Jer,

npu 3toM B 123 ciyuasx (91,8%) Obuid BBISIBJICHBI MYyTallid B T€HaX, OTBEYAIOIIMX 3a

pazsutne HMC (CLCNI, SCN44, DMPK u ZNF9). B pabory BKiIrOUeHBl 78

BepI/I(i)I/IHI/IpOBaHHBIX CJIydacB, IJIs1 KOTOPBIX OBLIO IIPOBCACHO KOMILICKCHOC KIIMHHUKO-

Helpodusnoiornyeckoe uccieaoBanue: 6 namuentos (7,6%) — ¢ BMT; 36 (46,2%) — ¢

BMB u 36 (46,2%) — ¢ JIM1 (tabux. 1, 2).

Tabauna 1. XapakTepucTHKH MAMEHTOB, BKIIOUEHHBIX B UCCIIEIOBAHUE.

dopma BpoxaeHHan Auctpoduueckan fpynna
MUOTOHMA MUOTOHUA 1-ro TMNa KOHTpOANA
Tun TomceHa | Bekkepa | BpoxcdeH | OseHunb | Bapocnasa | MNo30HAA -
-HaA -HaA
MNon, (n) M(5); (1) | M(28); XK(8) M(1) M(5); XK(4) | M(11); XK(9) | M(2); X(4) | M(19); XK(17)
Bospacrt
0CcMOTPa, 29,7410,3 | 31,7+12,6 24 31,6+¢12,3 | 42,5#9,6 | 56,0+13,8 | 38,7+18,9
Mzim (neT)
AnhntenbHOCTb
MMOTOHMM, 11,7+8,1 | 13,3+11,1 24 14,7+10,4 | 11,0%6,7 4+1,4* -
Mzm (neT)
Bcezo, (n) 6 36 1 9 20 6 36

*4 marnuenTa 03 KIIMHNYECKUX MTPU3HAKOB MHOTOHUH

Bce mamuments Haxomunuck moj HaOmiogeHuemM B AY3 BO  «Boponexckuit

00JTaCTHOM KJIMHUYECKUN KOHCYJIbTAaTUBHO-TUATHOCTUYECKUUA 1LeHTp» (r. Boponex) B

nepuon ¢ 2004-2016 rr. u OOO «IIpaktrueckass HeBponorusi» (r. MockBa) B mepuon

20142016 rr.

O0mme kputepuu BKIAKYeHHUsi: Bo3pact 10-80 yer, KIMHUYECKUE MPOSIBICHUSA

MHUOTOHUU MPU YCTAaHOBJIECHHBIX reHotunax BMT, BMb u JIM1, oTCyTCTBHE MBIIICYHBIX

aTpoduii/mape3oB y naueHToB ¢ [IM1.

I'pynna xoHTpoOJIA:

36 3m0pOBBIX JOOpPOBOJIBIICB B BO3pacTe

10-65 ner,

COTIOCTABHMBIX TI0 BO3PACTY M MOy ¢ Tpynmoi nanuentoB ¢ BM u JIM1 (tabm. 1).
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Taoauua 2. 'enorun o0cienoBanubix 00abHBEIX ¢ HMC.

Nayw- | MyTaywmm |Hozonorma leHoTHN MaumeHTsl,
eHTbl | [reHsl Fen CLCN1 Fen SCN4A BHNIOUYEHHbIE B
(n) (n/n) aHanus (n)
HAM
8(2/1 BMB [Arg894Stop]+[Arg8945top] |[—]+[—] +(7)
62/1 BMB [c.1437_1450del14]+[Arg894Stop] [[-]+(-) +
202/1 BME [Alad493Glu]+[Alad93Glu] [[-]+(-] +
3(2/1 BMB [Tyr6865top]+[Arg894stop] [[-1+[-] +(1)
22/1 BMB [c.1437_1450del14]+[Ala493Glu) [[-1+[- +
211 BMT [Arg8945top]+[-] [[-14]-) +
2[1/1 BMT [Met6a6Val]+[-] [[-1+[) +(1)
12/1 BMB [Alad493Glu]+[Tyr6865top] [[-1+[) +
1)2/1 BMB [Arg6265top]+[Met646Val] [(-1+[-] +
1/2/1 BMB [c.1437_1450del14]+[Thr550Met] |[-1+[] +
1)2/1 BMB [c.302-1G>A]+[Arg421Cys] [[-1+[-] +
1/2/1 BMB [Gly190Ser]+[Arg894Stop] [[-]+[-) +
1/2/1 BMB [Gly190Ser]+[c.2555_2558delCCTT] |[-]+(-) +
1|2/1 BEMEBE [Gly233Ser]+[ArgB945top] |[-]+[-] +
1j2/1 BMBE [Gly1905er]+[Gly411Cys] |[-]+[-] +
1j2/1 EMB [Gly411Cys]+[Arg8945top] |[-]+[-1 +
12/1 BMB [Ivs1+3A>T]+[Arg8945top] [[-1+[-) +
1j2/1 BMB [Ivs1+3A>T]+[Ivs1+3A>T] [[-1+(-] m
1j2/1 EMEBE [Ilvs13+1]+[Arg8945top] |[—]+[—] +
1)2/1 BMB [Phe167Leu]+[GIn8795top] |[-1+[-) +
12/1 BMB [Phe413Cys]+[Arg8945top] [[-14]-) +
1/2/1 BMB [Pro3425er]+[Pro3425er] |[-1+[-) +
1)2/1 BMB [Thr268Met]+[-] [[-]+[-)
1j2/1 BEMEBE [Thr268Met]+[Thr268Met] |[—]+[—] +
1/3/1 BMB [Thr550Met]+[Arg6265top+Pro813Thr]  [[-]+[-] +
1/1/1 BMT [c.1437_1450del14]+[-] [[-]+[-] +
1j1/1 BMT [Arg300GIn]+(-] [(-14[-) +
11/1 BMT [c.2662_2675del14]+[-] |[-1+[-) +
1)2/2 BN [Arg8945top]+[-] |[Val?81lle]+[—]
1)2/2 BN [c.1437_1450del14]+[-] licly69arg]+[-] |+
3(1/1 K3M (-]+[-) |[Gly1306Ala)
1{1/1 K3M [-]+[] |[LeoBE&ProO]
52|Bcezo HAM +(42 6onbHo20)
Muonnerum
a1 nn - |[Thr70aMet)+[-]
11/1 nn = |[Arg669HIs]+[-]
1)1/1 nn - |[Leu673Val)+[-]
6/Bcero Muonnerwii -
aAM1
54|Bcezo AM1 \ren DMPK (CTG)n>50 |+(36 GonbHbIX)
aAmM2
11|\Bcezo M2 |I"EH ZNF39 (CCTG)n>75 -
123 Bcero 78
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Kiaunuueckoe M reHeaJjorndeckKuia HCCJIECA0BAHUE IIPOBCACHO BCEM IIallMCHTaM, C

OHGHKOﬁ 7 KITMHUYECKUX IMPU3HAKOB AKTUBHON M MEXaHMYECKOM MHMOTOHMUHU.

Heilipodu3unosiornueckoe mccjaeI0BaHUe BKIOYATIO0 KOMIUIEKCHBIN DMI -ananus
Ha nipubope "Heitpo-MBII-mMuxpo" ("Heitpocodt", UBanoo). [Ipu uIMI" uccrnenoanach
nepennssi OonpinedeprioBas Mbia ¢ omnpeaenenueM CJ[-3MP u OMI-marrepna mo
cragaaptHot Mmeromuke [Hukutun, 2015; Kimura, 2013]. ¢9MI' 1ByX MOTOpPHBIX U
CEHCOPHBIX HEPBOB PYK M HOT (MO 8 HEPBOB y OOJHHOTO) MPOBOAWIACH JUISI HCKITFOYCHUS
nojuHeiponaruu [Kimura, 2013]. PC npoBoauiack 1ol KOHTPOJIEM T KOXH KUCTH (>32°
C); mpu ctumyssiiuy M. Abd. dig. minimi gacroramu 10, 30 u 50 ', ATMTEIBHOCTBIO 4

OTIICHUBAJICS JIEKPEMEHT M-BoJTHBI (dexkpemeHnT (%) =

AMninTysa nocaesHeil M—BOJIHBI B cEpUU

. x100) B xaxaoi u3 BeiOpaHHbIX yacToT. [lartepn KTH
AMmIMTyZa nepBoit M—BOJIHBI B CEpUH

(I-111) onenuBacs mo obmenpusHanHoMy mpotokoiy [Fournier et al., 2004].

JAHK-ucciaenoBanue mnposeneHo B Jsaboparopun JHK-auarnoctuku OI'BHY
MI'HL (pyxk. — nmpodeccop A.B. ITomnsikos).

CratucTuyeckasi o0padoTka [aHHBIX TpPOBOIWIACH B mporpamme Statistic 10
(StatSoft, CIIHA) wu BriIOYaNa: ONHCATEILHYK CTATUCTUKY TIPU  HOPMAaJbHOM
pacrpeesieHuy MpU3HaKa B BUJE CPEJAHETO 3HAUYECHUS M CTAHAAPTHOTO OTKIJIOHEHUS, MpU
HEHOPMAJIbLHOM — MeJuaHbl U 25-/5 nepueHTWIeH; HOPMalIbHOCTU paclpeaesiCHus
BeiOOpku mo Illamupo-Bunku (W), npu cpaBHEHWUM JBYX HE3aBHCHUMBIX BBIOOPOK C
HOPMAJILHBIM pactipeziesieHueM Kputepuid CThIOJEHTa U AJi1 HEHOpMalbHOro — MaHHy-
Yutau. Paznuuus cunranich noctoBepHbME 1pu yposHe P<0,05.

HccnenoBanre omo0peHo stuueckuM komurerom DPI'BHY HIIH (Ne34/16 or

16.03.2016 1). Bce nanmenTh! moanucaim HHGOPMUPOBAHHOE COTIIACHE.

PE3YJbTATHI COGCTBEHHBIX UCCJIEJOBAHUN U
NX OBCY/XKJIEHUE

B peructp ¢ HMC Baeceno 213 marueHToB u3 BopoHexckoil u Onm3iexammx

obmacreit (tad. 3). Cymmapuo /IM1 u BM cocraBuiu B Boponexckoii obmactu 83,2% ot
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Bcex OonpHBIX HMC, Haxomgmuxcs moji HaOdI0ICHHEM Yy TeHETUKOB, YTO COOTBETCTBYET

JTAaHHBIM 3apyOekHBIX aBTOpOB [Sun et al, 2001; Harper, 2008; Trip et al, 2008].

Ta6auna 3. Peructp ¢ npeacraBieHHOCThIO manueHToB ¢ HMC*,

Peructp no HMC

O6nactb HaceneHune HOM AM
(MnH.uen)* BM MapamuoToHUA, | MapoKcHUamanb- amMi M2
Kanui- Haa muonierua

3aBUCUMbIE (HaTpueBasn)

MWOTOHUU
BopoHerckas ropog -1,03 24 4 11 30 5

O6bnactb-1,3 37 3 7 46 1

Benroponckasa 0,9 5 - 3 2
MockoBcKas 19,6 2 - - 4 3
JTuneukasn 1,6 1 - 1 3 -
TamboBsckan 1,3 4 - - 1 -
Bonrorpaackasn 3,5 - - - 2 -
Kypckas 1,5 2 - - - -
Bcero - 75 (36,5) 7 (3,5) 20 (10) 89 (44,5) | 11 (5,5)
6onbHbIX (%)

*UHCIEeHHOCTh HACEJICHUs B MPEJICTABICHHBIX pernoHax Ha 1 saBaps 2016 r. mo JaHHBIM

'opona-Poccun.pd (http://xn----7sbiew6aadnema7p.xn--plai/)

Kinunuveckas xapakrepuctuka nauueHToB BM u IM1 tuna

Cpennuii Bo3pacT B MOMEHT ocMoTpa i nauueHtoB ¢ BM u JIM1 cocraBun
31,2+12,2. TlepBbIM cUMOTOMOM 3a00JI€BaHUs Y BCeX MaeHToB ¢ BM Obluta MUOTOHUS, €
ne6rotom ipu BMT — 8,0+4,3 net u npu BMb — 9,4+5.2 netr. B rpynme AMI1 u3 36
obcrnenoBanubiX y 4 (11,1%) namuentos (Bo3pact 54,3+17,2 ner) KIMHAYECKH MUOTOHHUH
He ObLIO, a BBISIBUTH MALIMEHTOB MO3BOJIWII LI€JICHANIPABICHHBIA CKPUHUHT B OTATOIIEHHBIX
cembsix. M3 32 OonbHBIX ¢ JIM1 ¢ muoToHuei Tobko Tpoe (9,4%) mmenu npaBUITbHBINA

nuartos (taoun. 4).



13

Tabdimmua 4. OCHOBHBIE HaNpaBUTEIbHBIE AWArHo3bl nauueHtoB ¢ JIMI, umeBmmx

CUMIITOMbI MUOTOHHMHU B KJIMHUYECKOM KapTHUHE.

Cnyuaii, AwnarHos no Mon, Bospact gebroTa | ITHTENEHOCTE MHOTOHHH TIEPET Tvn
(n) Hanpas/eHu o (n) MMUOTOHMM, MMOCTaHOBKOI mauarmosa JIM1, |HacneaosaHus,

M+m (ner) M+m (ner) (n)

8 BMT M(6); ¥(2) [21,6%7,7 14,6+11,0 AL(7); C(1)

6 Pagukynonatus M(3); ®(3) [33,3+11,4 6,313,9 AN(5); C(1)

4 KaTapakTa H(4) 34,5+14,0 10,845,9 Al (4)

4 HMCH tun 2 M(2); 3K(2) |28,8+11,7 12,0£9,4 All(4)

3 M1 M(3) 19,740,6 12,744,7 ALl(3)

2 OnurodpeHua M(2) 13,041,4 5,516,4 AN(2)

1 BCAL (1) 13 8 AZl(1)

1 13012 (1) 18 22 AL

1 PaccesHHbIM cknepos |MH(1) 35 23 AN(1)

1 Tpombodnebur M(1) 40 6 AN(1)

1 OwuarHos He AceH (1) 40 12 Cc(1)

32 Bcezo M(17); (15)|26,9+11,4 11,448,1 AZf(29); C(3)

AJl — ayrocomHo-nomuHantHeie U1 C — cnopaaudeckue ciydau, BMT — BpoxaeHHas
muotonust Tomcena, BCJ] — Bererococynuctass aucronus, M1 — nuctpoduueckas
muotonus 1 tumna, JADI12 — mucuumpkynstopHas suuedanonatus 2 crenenu, HMCH —

HaCJICACTBCHHAA MOTOPHO-CCHCOPHAs HeﬁpOHaTPISI.

Bce 37 npobanoB ¢ BM Obuin HampaBlieHbI ¢ IPEABAPUTENbHBIM Tuario3oMm BMT,
u3 HuX 8 (21,6%) umenu «ropu3OHTaJIbHBINY, 2 (5,4%) — «BEpTUKAIBHBIIN) TN NEepeaadn
oosieznn, a 27 (73,0%) cmydaeB Obutm cropagwueckumu. [locne JIHK-anammza y 31
(83,8%) mpobanna nuarno3 BMT u3smenen Ha BMDbB u omnpeneneH KOppeKTHBIH PHUCK
poxxaenust 60bHOTO pedeHka <3% (HU3KHUI), YTO COOTBETCTBYET MOMYJISIIUOHHON YacToTe
rerepo3urotHeix Mmytanuii rena CLCN1 [MBanoBa, [Tonsikos, 2013]. B aByx (5,4%) cembsix
C «BEpTUKAIbHOW» mepenayeil 001e3Hn (Kak MUHUMYM, B JIBYX MOKOJEHUSX) YCTaHOBIICH
nuarao3 BMBb (puc. 1).

VY 65 (87,8%) u3 74 y mallu€HTOB C CUMIITOMaMH MHOTOHHUH JIUATHO3, IIOCTABJICHHBIM
M0 MECTY >KUTEJbCTBA, HE COBIAJall C OKOHYATENIbHBIM auarHozom BM wmu JIMI1. B
rpynne BM cratuctuueckn 3HauMMbIX paznuuuit (p<0,05 Mexay rpynmnamu) Impu
COIIOCTABJICHUH BCEX KIMHUYECKUX CUMIITOMOB MUOTOHUM Mexay rpynnamu BMT u BMb

BBISIBJIEHO HE ObLTI0. MuoTOHHMS BbIsiBIeHA y 22 (52,4%) B KPYroBbIX MBIIIIAX TIJa3,
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y 36 (85,7%) B »xeBatenbHbiXx Mblmax, y 41 (97,6%) B wmblmmax pyk u Oblia
renepannzoBanHoit y 21 (50,0%) 6onbHoro. [Ipaktuuecku y Beex (95,5%) nanueHToB mnpu
HJIMYUM MHUOTOHUM B KPYrOBBIX MBIIIIAX TIJIa3 MUOTOHMYECKHE MPOSIBICHUS ObUIH

reHepaIn30BaHHBIMHU (TabI1. 5).

! 0 5
om0 0 Eo e Omm

I 2 I3 4 05 16 18 k9 110 W11 112
c.[1437_1450del14]; c|’(8il(:]| [=]

I{'I (!) IJ_'I A) e IJ_'I Ii'l
I:1 -2 3 li:4 + 7 -8 {[&] 10
c.[1437_1450del14]; .[ZE:SH( >T];

13 14

[2680C>T] 2 s ne [2680C>T]
+ +
6)
Prcynok 1. a) cemba Ap.
— c.[1231G=>T];[=] 4. ~C.[568G=>T];[=]
u 6) ceMbst Od. ¢ BMB u i 12
IICEBIONOMHHAHTHBIM THIIOM | + + |‘_j'|+
HACTIEOBAHIA. —0
a ¢.[S68G=T]; ¢[2680C=T]i[=] [368G=T];[=]
(1231G6-1] M 2 3
«+» — KIHHHUUECKH OCMOTPEHHEIE +
U T€HOTHIIHPOBAHHEIE YIIEHEI CEMBH [1231G>T);
(myTanuu B rese CLCN1 A1 [2680C=T] 2

BBIJIETICHBI KPACHBIM LIBETOM);
3alITPHUXOBaHHBIC (PUI'YPBI — OOJIBHBIE WICHBI POJOCIOBHOI; HE3aITPHXOBAHHBIE — 3[0POBBIC WICHEI
POLOCIIOBHOM; KBaIpaT C TOYKOH — KIIMHHYECKH 3[0POBBIE HOCUTENH; «?» — UIEH POIOCIOBHOMH ¢
HEYTOYHEHHOI KIMHUYECKOH KapTHHOIL; 3a4epKHYThIE (PUIYPBI — YMEPILIHE UIE€HEl CEMBH.

VY nauuentoB ¢ JIM1 BbIsBICHBI pa3inyus B aKTUBHOW MHOTOHUU HE TOJIBKO C
rpynnoit BM, Ho u mexay ¢gopmamu 0one3Hu BHyTpH rpymisl. B otnuune or BM, y Beex
0onpHBIX ¢ JIM1 He BBISIBICEHO MUOTOHMM B KPYIOBBIX MBINIIAX Trja3. MuHUManbHas
MUOTOHHUS TOJBKO B KEBATEJbHBIX MBIIIIAX BBISIBICHA B TPYMIE MAIMEHTOB C MO3HEN U
10BeHWIbHOU (hopmoii JIM1 (o ogHOMY O0JIBHOMY), YTO OTJIMYAJIO MO3AHIOI0 hopmy JIM 1
oT BM u npyrux dopm JIM1 (tabdmn. 5). deHomeH «BpabaThIBaHUS», TUTIEPTPOQHS MBIIIIII,
MHUOTOHUYECKHI KOMITOHEHT MpH OHMIIENUTAIBHOM peduiekce u ¢ Mbimy thenar mpu BM u
JIM1 wumenu mepekpoiTus (Tabna. 5) ¢ orcyrcTBHeM noctoBepHbix pazmmumid (p<0,05).

[IpoBeaeHHbIA  CTATUCTUYECKUM  aHAIW3 MO3BOJIMJI  BBIACIAUTH  NapaMeTpbl s
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muddepenuupoanuss BM u JIM1: mapamerpam sMIUpUYECKH NMPUCBOEHBI OaIlIbl (-1) fuis
CUMIITOMOB C mpeoOiananueM y nanueHToB ¢ BM u (+1) — y manmenTos ¢ JIM1. Metomom
nepebopa BapHAHTOB OIpPEAETCH JIOCTAaTOYHBIH OO0BEM MPU3HAKOB XapaKTEPUCTHKH
(eHOTUTIOB, MO3BOJISIOMINKA 0e3 MEPEeKPHITHS 3HAYEHUH MPOBOAUTH AU(EpeHInaTbHYIO
nuarHoctTuky BM u JIM1 (tab6u. 6), ucxoast u3 KOTOPbIX cHOPMHUPOBAH JUATHOCTUYCCKHI

npoToKoI (Tadi. 7).

Tabommua 5. Jlokanuzanus v nposiBiieHuss MUoToHUU ipu BM u JIM1.

DopMBI I'pynna BM n=42 I'pyoma M1 n=36
BMT(6) | BME(36) |BJAMI(1) | IOAM1(9) | KAM1 (20) | ITTMI (6)
MuoToHHd, 1 (%0)
KpyroBeIxX MBIIIII 3 (50,0) 19 (52.8) - - - -
T1a3
ZKeBaTenbHBIX 4 (66.7) 32 (88.9) 1 (100) 8 (88.9) 14 (70.0) 1(16.7)
MBIIIIAX,
MbaImi pyk 5(83.3) 36 (100) 1(100) 9 (100) 20 (100) -
D eHOMEH «BpadaThIBaHAA, It (%0)
<10 ¢opcHp. coxp. | 3 (50.0) 16 (44.4) - 1(11.1) 6 (30,0) -
=10 dopcHp. corp. | 2(33.3) 20 (55.6) 1 (100) 8 (88.9) 12 (65.0) -
HeT 001erdeHHs - - - - 2 (10.0) -
HEeT MHOTOHHH B 1(16.7) - - - - 6 (100)
KHCTAX
MHOTOHHYECKHH BAJTHK/AMEKA ¢ 1€/ ITOBHIHOH MBI LI, 1t (%0)
<=5 cek 3 (50.,0) 26 (72.2) - 2(22.2) 2 (10,09 -
=5 cex 2(33.3) 9 (25.5) - 1(11.1) 1(5.0) -
HE BEIABIEHO 1(16.7) 1(2.8) 1 (100) 6 (66.7) 17 (85.0) 6 (100)
MuOTOHHYeCKHH BAJTHK/IMKA € 9eThIPeXI/1aBoH MbIMN LI Oeapa, n (%0)
<5 cek 1(16.7) 24 (66.7) - 1(11.1) 2 (10,09 -
=5 ceK 2(33.3) 10 (27.8) - - - -
He BEIABICHO 3 (50.,0) 2 (5.6) 1(100) 8 (88.9) 18 (90.0) 6 (100)
MuoToHHY€CKHI KOMIOHEHT IPH BHI3LIBAHHH OHIHNHTAILHOr o peduiekca,n (%o)
<5 cex 3 (50.,0) 31 (86.1) 1 (100) 2(22.2) 11 (55.0) -
=5 cex 1(16.7) 2(5.6) - 6 (66.7) 6 (30.,0) -
HE BBIABICHO 2(33.3) 3(8.3) - 1(11.1) 3 (15.0) 6 (100)
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Ta6auna 6. Pezynbrarsl knuHudeckoro anropurMa juist BM u JIM1.

dopma BpoxxaeHHan Auctpoduueckasa mmotoHma 1 tuna
MWOTOHMUA
Tun TomceHa | bekkepa |Bpoxc-Hasa | FOseH-Haa | B3pocnaa | [Mo30HAA
Mon, (n) M(5); XK(1) | M(28); K(8) M(1) M(5); XK(4) | M(11); XK(9) K(3)
KnuH. (-7,0)%1,3 (-7,3)1,4 (+5) (+6,8)+1,9 (+7,9)%2,6 | (+2,0)1,0
NPOTOKON,
Mzim (6annbi)
06""“';::;3""' (-7,2)£1,4 (47,2)£2,6
AwnanasoH
3HaYeHun, Om (-9) do (-3) Om (+1) do (+11)
(6annbi)

Tabomuua 7. Ilporokon nuddepernuanpHOM nuarnoctuku BM u JIM1.

®eHotTn BM ®deHotTn AM1
napaMETp KIMHUYECKOro NnpoToKona
Bann; uHTepnpetauma Bann; uHTepnpeTayma
-1; CC, AP 1.Tun HacnepoBaHUA +1; AQ
-1; €16 net 2. AebloTa Cc MMOTOHMK +1; > 16 net
-1; pa 3. MMOTOHMA KPYroBbiX MblLUL, rNas +1; Het
-1; pa 4. MMOTOHMYECKUIA BANIMK B MPOKC. MbiLULAX +1; Het
-1; Het 5. ChabocTb KpyroBbixX MbiLlL, rNas +1; pa
-1; Het 6. lmno-/atpodua n/mam cnaboctb +1; pa
MbiLL, crubaTenei Weu U KUCTU
-1; Her 7.Mto3 +1; pa
-1; Her 8. lnomvmua +1; pa
-1; Het 9. MHycaBbI# ronoc +1; pa
-1; Het 10. Apednekcua B ntobom U3 cermeHToB +1; pa
-1; Hert 11. BHembiweY4yHaa natonorma +1; pa
-1; Het 12. Karapakra +1; pa
-12 MakcumanbHo 803MOMHbIlU 6ann +12

B o6a nmpoTokoja BKIIIOYEHA YCIOBHAs TpaHMIIa Bo3pacTa Ae00Ta MHOTOHUHU (> MK
<16 7aet) (puc. 2). DT0 MO3BOJIIET PEKOMEHI0BATH NCIIOJIb30BaHUE BHIOPAHHBIX CUMIITOMOB

npu nopo3pern Ha BM u JIM1 gaxe B nebrote 00Je3HM € 1IEJIbI0 BbIOOpA airopurma

JAHK-ananu3a.
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Pucynok 2. Bospacra ne6rora muotonnn npu [IM1 u BM (p<0,05).

Heitpogusunosnorunueckune xapakrepuctuku BM u IM1 tuna

B rpynne renotunupoBanHbix ciaydaeB BM u JIM1 mposenena PC: 10 I'm — 62
narienta (79,5%), 30 I'm — 61 (78,2%) u 50 I'u — 63 (80,8%). KTH mnposencHa y 57
(73,1%) mamumenroB, uDMI" — y 76 (97,4%). cOMI" y 17 (21,8%) GoOJbHBIX BbISBHJIA
AKCOHAJIbHYIO MOJIMHENponaTuto, y 14 u3 Hux auarnoctupoBana M1 ny 3 — BM. V Bcex
nanueHToB ¢ BM udDMI' obnapyxkuna renepanuzoBanubie MP. CII-3MP y 6 6onbHBIX ¢
BMT cocraBuna 847,24477,3 mc, y 36 6onbabix BMbB — 948,5+438,2 Mc, 6€3 3HAaUMMBIX
pazmuwnii (P<0,05) Mexmay rpynmnaMu U MalueHToB ¢ Pa3HBIMU MYyTaIUsIMK B Tpyrine BM.

B rpynme JIM1 y 34 (94,4%) nauuentoB nposeaeHa uOMI, y nBoux u3 Hux (5,9%)
IPU OTCYTCTBUH MPU3HAKOB MHOTOHUH, CJIabocTh U aTpoduii Mbii He 6bu10 MP, a eme y
nBoux (5,9%) mnpu OTCYTCTBHM MBIIICYHBIX CHMIITOMOB BBISBIICHBI CJIMHUYHBIC
«CTpaHHBIC» pa3psJibl BBICOKOM 4acTOTHI U pa3psibl, HanomuHaromue MP.

N3 34 Gompubix ¢ M1 y 32 (94,1%) swisBaenst MP, CI-3MP cocraBuia
3239,4+1539,4 mc; nocrtoBepubix paznuumii CJ[-3MP npu passbix ¢opmax M1 He
BbIsIBIIEHO (p>0,05), HO yCTaHOBJEHBI 3HAYMMBIE paA3IUYUS MO JAHHOMY IOKAa3aTelto
mexay BM u JIM1. Anaims CJ[-3MP nokasain, uto u3 42 y 37 (88,1%) 6o1pHBIX ¢ BM ux
TuTenbHOCTh Obla <1500 mc, Torma kak mpu JAM1 mmutensnocts CI-3MP <1500 mc

Obuta nuik y 4 nanuento u3 32 (12,5%) (puc. 3).
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Pucynok 3. 3nauenus C/[-3MP B rpynnax nanuenTtos ¢ M1 u BM.

Muorennsiii nattepH BbisiBlieH Y 4 (9,6%) u3 41 6onpHoro ¢ BM n 'y 30 (88,2%) u3
34 ¢ AMI1. YcranoBneHo, yuto BM u JIM1 umenu AOCTOBEpPHO 3HAUYUMBbIE OTJIMYHS IO
npu3HaKky muorenHoro narrepaa (p<0,05). B rpymre 370pOBbIX UCIBITYEMbBIX MPOBEACHA
PC: 10 I'u — y 18 (50,0%) yenosek, 30 I'm — y 22 (61,1%) u 50 I'u y 28 (77,8%). KTH
npoBeneH y 19 (52,8%) wucneityembix. ComocTaBieHHE pe3yJbTaTOB B KOHTPOJIE C
rpynmnamu ¢ BM u JIM1 noka3ano, uro Tectsl PC ¢ wactoroit 30, 10 I'u u KTH HeBanumnbl
U HE OTBEYAIOT pedepeHCHbIM 3HaueHusiM Ooiee yem y 50% manueHToB, U4TO AeNaeT UX

Oecnone3npiMU B quarHoctuke BM u JIM1 (a6 8).

Taéimua 8. Bamnanus recroB PC npu BM, JIM1 u B rpynne KOHTPOJIS.
Putmunueckas cTumynayuna

50 My, 30y 10 My KTH

OexkpemeHT M-BOAHbI 33 NpeAenamu natrepH | | natTepH
5-95 nepueHTUAA 3HAYEHMI rPynnbl KOHTpONA, n (% oT OﬁCﬂEAOBaHHbIX)
n (% ot 06cnenoBaHHbIX)

MayueHTsbl c BM

30(90,9%) | 22(78,6%) | 18(62,1%) | 8(30,8%) | 18(69,2%)
MaumeHtsl ¢ AM1
11(366%) | 6(182%) | 9(273%) | 5(161%) | 26(83,9%)
Bcero naumeHtos c BM n M1
41(651%) | 28(45,9%) | 27(43,5%) | 13(22,8%) | 44(77,2%)

Fpynna KOHTpONA
2(71%) | 2(9,1%) | 1(55%) | - | 19 (100%)
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Tect PC 50 'y — nanbosnee MHPOPMATUBHBIN W3 BKIIIOUEHHBIX B UCCIEIOBaHUE. Y
00cyIeTOBaHHBIX MMAIMEHTOB TOJILKO B OJHOM ciiydae (2,9%) BM u ogHom ciyyae (3,3%)
JIM1 He BoIsiBIeHO nekpemenTa M-BonHsbl. [lekpement >60% BoisiBneH y 29 (85,3%) u3 34
nairieHToB ¢ BM u mumib y 6 (20,0%) u3 30 nmammentor ¢ JIM1. Pesynbratel PC 50 I'n
OBUTM BOCIIPOM3BOJAMMBI M HE 3aBUCEIH OT JJIUTEIHLHOCTH OOJIE3HHW. 3HAYEHHE CTETeHU
nexkpemenTa > win <60% mno3BosseT pazmmuuth BM u JIM1 y 82,8% ciydaes.

IIpu dbopmupoBanuu DMI -npoTokoaa OBLIM IMIUPHUUECKH MPHUCBOCHBI OaJUIBI TIO
npuHIumy (-1) 11 3HaYeHuit ¢ npeodinananueM y namueHToB ¢ BM, u (+1) — y manneHToB
¢ JIM1. Jlanmee meTomom mepebopa BapuaHTOB OMpECiCHbl MHGOPMATHBHBIC MPU3HAKH,
IIpY KOTOPBIX HaOpaHHBIM OaJIT MOKa3ajal HAaMMEHbIIIEE MEPEKPBITUI MEXKIy rpynnamMu BM

u JIM1: marrepa uDMI', C/I-3MP (> uiu <1500 mc) u PC 50 I' (> wimm <60%) (Tadu. 9).

Ta6auna 9. Pezynbrarsl npumenenust OMI -anroputma npu BM u JIM1.

Popma BpoxaeHHan Avctpoduueckaa MMoToHMA 1 TMNa
MWOTOHUA
Tvun TomceHa | Bekkepa | Bpoxc-Hasa | lOeeH-HaA | B3pocnaa | [1030HAA
MNon, (n) M(5); H(1) | M(21); *K(6) M(1) M(4); H(3) | M(9); H(9) | M(2); H(1)**
Mpotokon IMI, | (-2,0)+1,7* | (-2,3)%1,7 (+1) (+1,9)+1,6* | (+2,2)%1,0 | (+2,0)%1,0
Mzim (6annbi)
06""“::23""’ (-2,2)+1,1 (+2,1)+1,1
Auanasoh Ot (-3) g0 (-1)* Ot (+1)* a0 (+3)
3HAYEeHUM,
(6anb1) *0aHO 3HayeHue (-1) *04HO 3HauyeHMe (+1)

**D IHamucHTa 0e3 KIIMHUYECKUX IMPU3HAKOB MUOTOHHWH.

CorynacHO TMpOBEACHHOMY aHanu3zy Obul copmupoBan OMI-nporokon ans
muddepenunanbHoit quarHoctuku (tabn. 10). Paspaborannbiii OMI-ipoToKos CHUXAET
BpeMs HCCIeJOBaHus Mpu Helpodusnonornueckon nuddepennmansuoi quarnoctuke BM

u IM1 no ~15-20 muH.
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Ta6auna 10. [Tporokon nuddepenumansHoi nuarHoctuku BM u JIM1.

9OMI natrepH BM OMI natrepH AM1
IMI napametp
Bannbl; MHTEpNpeTayms Bannel; UHTEpNpeTayma
-1, «<Hopma» 1. YpoBeHb nopaxKeHusa +1; « MMOTEHHbIN»
-1; <1500 mc 2. AavTtenbHOCTb Cp-3MP +1; >1500 mc
-1; >60% 3. DeKkpemeHT M-BonHbI Ha 50 'y +1; <60%
-3 MaKkcumanbHO 803MOMcHbIlI 6ann +3

[IpoBenenHoe wuccienoBanue, He OyAy4yd SIUIEMHUOJIOTMYECKUM, MOATBEPINIIO
OOJBIIYI0 PaCHpPOCTPAHEHHOCTh paccMaTpUBaeMoil maTojiornu B BopoHexkckoi oOmactu,
MPEBBIMIANONIYI0 OMyOnuKoBaHHbIE paHee aaHHble [OpoB u ap., 1976] B 11 pa3. Ha
MOMEHT UCCleA0BaHus pacnpocTpaHeHHOCTs BM u JIM B pernone cocrasuna 2,6 u 3,3 Ha
100 000 cOOTBETCTBEHHO, YTO COMOCTABMMO IO YaCTOTE C 3apyOCKHBIMU JAHHBIMHU IS
npyrux nomyssinui [Harper, 2004; Trip et al., 2008]. [Tocne renoTunupoBanus OOJIBHBIX C
BM cTtano o4eBHIHO, YTO KIMHUKO-3IEKTPOMHUOrpaUIECKUuil aHau3 HE pa3srpaHUYUBaAECT
BMT u BMB, no3Bosisi 06cyxaath (PEeHOTHIIBI paccMaTpruBaeMbIX (GOpM B €IMHOM KITIOYE
kak ¢enorurnsl BM. [IceBqoOMUHAHTHBIN T HACJIEOBAHUS M IPE0OIagaHNe MalueHTOB C
BMb cBuzaerensctBytor 0 ToM, 4to BMT c BbicokuM (50%) reHETMUYECKUM PHCKOM
SIBIISIETCS] UCKITFOUUTENBHO penkoit ¢popmoit BM u MokeT mpaBUIIbHO AUArHOCTUPOBATHCS
TOJIbKO TocJIe rmosHoro ananu3a rena CLCN1.

[lokazarenbHO, YTO, €CIIM TPUHUMATh BO BHHUMAaHUE CPOKM MaHH(]ecTauu
CUMIITOMOB MHUOTOHHH, JMArHO3 MAllMeHTaM B HAIINX HAONIONECHUSX ObUI BBICTABJICH C
3agepxkkond 12,9+9,7 ner, HECMOTpsI Ha €XKETrOJHbIE MEIUIMHCKUE OCMOTPBHI MO MECTY
KUTEIBCTBA. DTO CBUACTEIHCTBYET O BAXKHOCTU MH(DOPMHUPOBAHHS Bpauel O CHUMIITOMAX
muotoHuu. [lpu Hammuuu nowkHONW HacTopoxkeHHocTH BM wmmu JIM1 MoxxkHO ObLIO
3anoao3puth y 74 (94,9%) 60sbHBIX, a IPU CEMEITHOM CKpUHUHTE — €1lie Y 4 MaIlMeHTOB.

Campimu pacnipoctpaneHHbIMA DMI -Tectamu B quarnoctuke HMC sBisiroress KTH
u PC umnynscamu yacroror 10, 30 I'u; onHako B HaAmeM HMCCIEAOBAHUM HE BBISIBICHO
JIOCTOBEPHBIX pa3IMuuil Mexay nauueHnramu ¢ BM, /IM1 u 310pOBBIMH UCIIBITYEMBIMH 110
JAHHBIM Te€CTaM. DTO CTAaBUT II0J] COMHEHHUE Iierecoo0pa3Hocth OMI' ¢ ncnosib30BaHUEM

KTH TectoB u PC umnynscamu 10, 30 I'u mpu BM u JIM1.
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Pa3paboTanHble KIMHUYECKHE AITOPUTMBI ¢ 12 MHGOpPMATUBHBIMU MpPU3HAKAMU U
anekBaTHbI 1Mo o0beMy OMI-poTokon MO3BOJSAIOT AOCTOBEpHO U depeHIHpoBaTh

nauueHToB ¢ BM u JIM1 Ha npaktuke.

BBIBO/IbI

1. CoBpemeHHass MOJCKyJsIpHAs JUArHOCTHKA  IMO3BOJSIET YETKO  OYEPTHUTHh
dbenoturmmueckuii criektp BM u JIM1. BM xapaktepuszyercs AeOOTOM € YMEpPEHHO
BBIPQKEHHONW W Te€HEPAIM30BAaHHOM MHOTOHMHM A0 16 jeT, rumeptpodueil CKeleTHOU
MYCKYJIaTypbl CO CTallMOHApHBIM TeueHueM Oojesnu. [Ipm JIM1 cuMmToM MHOTOHUU
MaHudectupyet nocie 16 JeT ¢ mocieIyonM HapacTaHUEM BhIpaKEHHOCTH MUOTOHUU U
MOCTETICHHBIM MPUCOCINHEHNEM CIa00CTH U aTpODHSIMHU MPEUMYIIIECTBEHHO JHUCTaIbHBIX
MBIIII] KOHEYHOCTEH, MBIIII CrudaTeyeii men W HAIMYHUEM BHEMBIIICUYHBIX MPOSBICHHM,

TeueHue 00JIe3HU MPOrpecCUpyrolee.

2. IIpu BM u JIM1 uronpuatsiMu OMI -35eKTpoiaMu B OJJUHAKOBOM YHCIIE CITy4aeB
PETUCTPUPYIOTCSI MUOTOHMYECKHE pa3psiabl, (PAKT Haauuusi KOTOPBIX HE MO3BOJIET
pa3nuuuTh 3TH ABe GopMbl. CpelnHsis IUTEILHOCTh MUOTOHUYECKHUX Pa3psiiOB SBISETCS
nHGOPMATUBHBIM TTapaMeTpoM, mo3BosisiromuM auddepeniupoats BM u JIM1: nmpu BM
CpedHss IJIMTEIbHOCTh MHUOTOHMUYECKUX pa3psaaoB cocraBisieT 937,2+436,3 mc, a npu
JAM1 — 3239,4+£1539,4 mMc. /IlnarHOCTUYECKU 3HAYMMOM TPAHULIEN CPEAHEN JUTUTEIbHOCTH

MP, nozBossttomieit nuddepenunporars BM u JIM1, sBnsiercst Benuunna 1500 mc.

3. Crenenb AekpeMeHTa aMIUIUTYAbl M-BOJIHBI TPH PUTMUYECKOW CTUMYJISALUU C
gactoToi 50 I'y HE KoppenupyeT ¢ TSHKECThIO KIIMHUYeCKuX nposieiaenuid BM u JIM1. [lpu
3TOM JekpeMeHT M-BomHbl Huke 60% oTMeuaercs: y OonbimHcTBa 00nbHBIX ¢ BM (85,3%
CJIy4aeB) W JIMIIIb Y HE3HAYUTEIbHOTO unciia namueHToB ¢ M1 (20,0% cnydaeB), 4To gaet
OCHOBAHMS JUIsl UCIOJIb30BaHUS JAHHOTO napameTpa B Iud@epeHunanbHOl AMarHoCTUKE

yKa3aHHBIX ()OPM MUOTOHHUH.
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4. Purmuueckas ctumytisinug ¢ yactoto 10 u 30 I'y mpu BM u [IM1 He BbIsiBasieT
JIOCTOBEPHBIX M3MEHEHUN aMIUIUTY/bl M-BOJIHBI B CEpUU IO CPABHEHUIO C KOHTPOJIEM,
MO9TOMY JaHHBIE 3HAYEHUS 4YACTOT JOJDKHBI OBITh MCKIIOYEHBl W3 CTaHAAPTHOTO
npoTokosia ctumyJisiiionHo OMIT npu auarnoctuke BM u JIMI1. IlpensioxeHHbIil B
muteparype Heupodusnonorndeckuii KTH-tect auddepennmanpHO  IUArHOCTUKH
MUOTOHUH ¢ BblJeTeHneM XapakTepHbix OMI" nmarrepuos (I, II, 1) He siBiseTCS BamuIHbIM

U HE MOXKET OBITh HCIOJIb30BaH MpH IupHepeHIIMPOBAaHUH STUX COCTOSHUIA.

5. CnoxXHOCTM TreHeaJorMueckoro aHaiuza npu BM (oTcyTcTBHE JTOMHUHAHTHOMN
cerperanuu B 00CJI€JOBaHHBIX HaMU ceMbsix ¢ BMT, nceBnoloMMHaHTHOE HACJIEOBaHHE
u abcomoTHOe Tpeobnamanue ciydaee BMb B rpymnme namuentoB ¢ BM) mokassiBarot
HeoOxoaumocTh  mocnenoarensHoro JIHK-tectupoBanmst Bcero rena CLCN1 ¢
ONPENEICHUEM mMpAaHc- W YUC-TIOJOXKEHUS MyTaluil s HUCKIIOYEHUS OIIMOO0YHOU

muarHoctuku BMT ¢ HeonpaBaanHo BbICOKUM (50%) reHETUUECKUM PUCKOM B CEMBE.

HNPAKTHUYECKHUE PEKOMEHJIAIINN

1. Jlna mpakTHUUeCKON MEAMIIMHBI MPEUIOKEH KIMHUYECKUN aJITOPUTM JTUAarHOCTUKHU
nanueHToB ¢ BM u JIMI, cyiiecTBeHHO COKpamaronidi BpeMsi yCTAHOBJICHUSI JUarHo3a 1

OCHOBAHHBIN Ha HOKa3aHHBIX, IIPOCTHIX B OICHKC 12 BBICOKOHH(bOpMaTHBHBIX IIpHU3HaAKax.

2. Pazpaboran OMI -anroputM AMarHOCTUKH, OCHOBAaHHBIA Ha TPEX OCHOBHBIX
napameTpax: mnarrepHe npu uOMI, cpenneir mnutenbHOocTH MP U BBIpakeHHOCTH
nexkpeMmenta M-Bousinbl ipu PC ¢ wacrotoit 50 ['1, cymiecTBeHHO cokpamaroniuii 00bem u

Bpemsi DMI-uccnenoBanus 10 15 MUH npu AMarHocTuke namueHTos ¢ BM u JIMI1.

3. Kumnuko-anekrpoMuorpapuyueckuii  aHalu3 ~ HE  MO3BOJIAET  JIOCTOBEPHO
muddepenurpoBars nauueHToB ¢ BMT u BMb, nostomy npu mocTtaHOBKE AMarHosa
OpUMEHEHHEe  oOllero  TepMUHA  «BPOXKIEHHbIE  MHOTOHMU»  IpEACTaBiseTCs
o0ocHOBaHHBIM. EIMHCTBEHHBIM cmocoOOM yTOYHEHHS (QOpMBI 3a00jeBaHUS IS

KOPPEKTHOI'O MEAUKO-TEHETUYECKOr0 KOHCYJIbTUpOoBaHus saBisgeTcs JAHK-nnarnocruka.
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4. Ilpu mnomo3penun Ha BM pexomMeHIOBaHO NPOBOAUTH MEIUKO-TEHETHUYECKOE
KOHCYJIbTUPOBaHHE TOJbKO mociie mosiHoro aHanuiza reHa CLCN1 wnu ycTaHoBieHHS
reHotuna BMB, uTo 00ycioBIE€HO KIMHUKO-3JIEKTPOMUOTPAPUUECKON OTHOPOIHOCTHIO

narueHToB ¢ BMT u BMB, a Taxke npeo6inananuem B 6 pa3 BMb nan BMT.

CIIUCOK HAYYHBbBIX PABOT, OITYBJIMKOBAHHbBIX
1O TEME INCCEPTALIUU

1. Kyp6aroB, C.A. Cnyuaii auctpoduyeckoii MUOTOHUHM 1-TO THIA C YTSKEICHUEM

knuanky 1o jguaud otna / C.A. Kypb6aros, B.II. ®enmoroB, H.M. TI'aneeBa, B.B.

3a0nenkoBa, A.B. IlomsikoB // AHHaJbBI KJIMHHYECKOH M HIKCIEPHUMEHTAJIbHOI

HeBpoJsioruu. - 2015. - T. 9. - Ne 2. - C. 47-52.

2. KypbaroB, C.A. Cnyuaii muoronun bekkepa ¢ TCEBIOJOMUHAHTHBIM THIIOM

HACJIEJIOBAHUSA: COBPEMEHHbIe MOAXOAbl K MuddepeHInaaIbHOl AUarHOCTUKE MUOTOHHINA
Tomcena u bekkepa / C.A. Kyp6aros, C.C. Hukutun, C.H. Unnapuomkus, I1. I'yanoposa,
A.B. IlonsikoB // HepBHo-MbleuHbIe 0ose3nn. - 2016. - T. 6. - Ne 1. - C. 74-81.

3. HBanoBa, E.A. Cnektp wmyrammii B rene CLCN1 y mamueHToB ¢
HeaucTpoduueckumu MuotoHussMu TomceHa u bekkepa / E.A. WBanosa, E.JI. Jlamamm,

B.I1. ®enoros, C.A. KypbartoB u ap. // I'eneruxa. - 2012. - T. 48. - Ne 9. - C. 1113-1123.

4. WpanoBa, E.A. MouneKkyasipHO-TEHETUUECKUI  aHaIM3  HEAUCTPO(YUUECKUX
muotonuii / E.A. HBanosa, B.Il. ®enoros, E.JI. Jlamamu u coaBt. / MenuiuHckas
reHetnka. Marepuanel VI-ro cbe3ga Poccuiickoro oomecTsa MEAUIIMHCKUX T€HETUKOB. -

2010. - C.72.

5. HNBanoa, E.A. MonekyaspHO-TEHETUUECKUN aHalu3 NPUYUH HACIEICTBEHHOU

muotonnn Tomcena — bekkepa / E.A. WMBanoBa, B.Il. ®enoros, C.A. Kypbatos, A.B.

[Tonsakos // Menunmuckas regeruka. - 2009. - T. 8. -Nel2. - C.38.

6. Kypb6aros, C.A. Uronpyaras snekTpomMuorpadus B TUarHOCTUKE HACJIEICTBEHHBIX

muoToHn4yeckux cunapomoB / C.A. KypbatoB // Knmnuueckas Heiipodusuonorus u




24

Helpopeabwiurtauusa: Marepuasibl  2- HAYYHO-TIPAKTHUYECKOW  KOH(pEpEeHIUU C

MEXIYHapOIHBIM yuacTueM, 25-26 Hosops 2014 r. - CII6, 2014.

7. Kypb6aroB, C.A. KiMHHMKO-TApaKJIMHUYECKHE HECOOTBETCTBUS, CKPBIBAIOIINE

HacnenctBennble Muoauctpoduu / C.A. Kypbato, C.H. JIumoska, C.C. HUKuTHH U COaBT.

/! OpFaHI/I3a]_[I/IOHHI>IC, JUAarHoOCTHYECCKHE U JieueOHbIE aCIEKThI ACATCIBbHOCTHU y‘-IpG)KI[eHI/Iﬁ

3ApaBooXpaHeHus: cO. Hay4. paboT. - M3marensckmii mom BI'Y. - 2016. - C. 331-336.

8. KypbaroB, C.A. MuoToHHYecKue  pa3psabl [pU  HEHACIEACTBEHHBIX

muoTonnuecknx cuaapomax / C.A. Kypbaro, C.C. Huxutun, O.Il. PeokkoBa, A.B.

[TonsikoB, E.1O. 3axaposa // HepBHo-Mbieunbie 6onesnu. - 2016. - T. 6. - Ne3. - C.54-55.

9. Kyp6aroB, C.A. DeHO-TCHOTUITUYECKHE  KOPPEISAIMHA  HACJIECICTBEHHBIX

muoToHnuecknx cuuapomoB / C.A. Kypbaros, B.II. ®enoroB, E.A. MBanoa, H.M.

["anmeeBa // Menmununckas reHetrka. Matepuanbl VI-ro cbe3mga Poccuiickoro obimecta

MEIUIUHCKUX TeHeTuKoB. - 2010. - C. 99.

10. ®enoroB, B.II. Krnunuko-snexkrpomuorpaguueckue KpUTEPUH TUATHOCTHKHU

HACJIEICTBEHHBIX MHOTOHHMUYeckuXx cuHapomo / B.II. ®denoroB, C.A. Kypbatos, E.A.

WBanoBa, H.M. TI'anieeBa, A.B. IlonskoB // HepBHo-Mblieunbie 6one3nn. - 2012, - Ne3. -
C.55-66.

11. lvanova, E.A, Myotonia congenita (MC) in Russia: the two frequent mutations in
CLCN1 gene allows to reveal 14% mutant chromosomes of patients with MC / E.A.
Ivanova, V.P. Fedotov , E.L. Dadali at al. // European journal of Human Genetics. - 2010. -
V.18. - Suppl 1. - P. 87-88.

12. lvanova, E.A. Frequent CLCN1 gene mutations in patients from Russian
Federation (RF) with non - distrophic Thomsen and Becker myotonias / E.A. Ivanova, V.P.
Fedotov, S.A. Kurbatov et al. / European journal of Human Genetics. - 2012. - V. 20. -
P.321.

13. lvanova, E.A. The novel mutation in CLCN1 gene resulting in recessive form of
the myotonia congenital / E.A. Ivanova, V.P. Fedotov, S.A. Kyrbatov at al. / European
Journal of Human Genetic. - 2009. - V.17. Suppl 2. - P. 379.




25

14.__Kurbatov, S.A. Electromyography in diagnosis of hereditary myotonic syndromes
/ S.A. Kurbatov, S.S. Nikitin, S.N. Illarioshkin at al. // Fifth International Congress of
Myology 2016. 14-18 March. (abstract) - P. 166.

15. Kurbatov, S.A. Genotype — phenotype correlation in cohort of patients with
myotonic syndromes / S.A. Kurbatov, V.P. Fedotov, E.A. Ivanova, N.M. Galeeva, A.V.

Polyakov // European Journal of Human Genetics. - 2012. - V.20. - Suppl 1. - P.86.

16. Kurbatov, S.A. Genotype-phenotype correlation in cohort of patients with

myotonia congenita and frequent CLCN1 gene mutation Arg894* / S.A. Kurbatov, V.P.

Fedotov, E.A. Ivanova // European journal of Human Genetics. - 2011. - V.19. - Suppl 2. -
P. 426.



26

CIIUCOK COKPAIIEHUH U YCJIOBHBIX OFO3HAUYEHUM

AJl — ayTOCOMHO-AOMUHAHTHBII

AP — ayTOoCOMHO-pe1IeCCUBHBIT

BM — BpoxkaeHHAass MUOTOHHS

BMBb — Bpoxxnennast Mmuotonust bekkepa/bonesnr bekkepa
BMT — Bpoxxaennas muotonusi Tomcena/bonesns Tomcena
JM — nuctpoduueckasi MUOTOHUS

JIM1 — nuctpodudeckas MuoToHus 1 THMa

uDMI — uronpyaras snekTpomMuorpadus

KTH — kopoTkuii TeCT ¢ Harpy3Kou

MP — MuoTOHMYECKUH pa3ps

HJIM — nHenuctpodudeckass MUOTOHUS

HMC — HacnencTBEHHbIE MUOTOHUYECKHE CHHIPOMBI

IIJIE — noTeHumasn 1BUraTeIbHOM €IMHULBI

PC — purmuudeckas CTUMYJIALMS

CPB — ckopocTh pacripocTpaHeHus: BO30YyKJI€HUs

CA-3MP — cpenusisi AMUTENLHOCTh 3 MUOTOHUYECKUX Pa3psiioB
cOMI' — cTumynALMOHHAs IEKTpOMUOTpadust

OMI' — sanekTponelipoMuorpadus

CLCN1 — (skeletal muscle chloride channel) rem xmopHoro kaHama CKEIETHOM
MYCKYJaTypbl

DMPK — (dystrophin myotonin protein kinase) ren quctpoduH mpoTenH KHHA3bI



