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Hacaedcmeennvie muomonuueckue cunopomvt (HMC) — epynna eeHemuuecku eemepo2eHHbix 3a004e8aHULL UOHHBIX KAHAN08 XA0PA U HAMPUs
(kanaronamuu), ¢ GbIPANCCHHBIM KAUHUMECKUM NOAUMOPGUIMOM U 8bICOKOU PACRPOCMPAHEHHOCMbIO 6 nonyaayuu. ugpdepenyuanshas
ouaenocmurxa HMC 6 panneii cmaduu 0o Hacmosuwe2o epemeruy cocmaegasiem npooiemy 045 KAuHuyucmos. B pabome npeonpunama no-
NbIMKA HA OCHO8E KAUHUKO-2NCKMPOMU0ZPAPUHECK020 UCCAe008aHUs 2 2pynn 00AbHbIX ¢ 8poxcOeHHol muomonuel Tomcena u Bexkepa
(n =45) u c ducmpogpuueckoii muomonueii 1-eo muna (n = 39), eepugpuyuposannvix JIHK-anaruzom eenoe CLCN1u DMPK, évipabomamp
ungpopmamusrwie dupgepenyupyrougue kpumepuu. Hapsdy ¢ KauHuHeckumuy CUMRMOMAMU MAK08bIMU MO2YM GbICIYNAMb 8EAUMUHA Oe-
Kpemenma amnaumyost M-omeema npu pummu4eckoil CumMyAsSyuu . ulnaris u 01umensbHoCHbs MUOMOHUMECKUX PA3PA008 NPU U20AbYAMOU
anekmpomuoepaguu m. tibialis anterior.

Karoueevie caosa: epoxcoennas muomonus Tomcena/bexkepa, ducmpopuueckas muomonus 1-eo muna, cmuMyaayUoOHHAS U U0ALYAMAS
21eKmpoMuoepapus, MUOMoOHUHecKUe pa3psobl, dekpemerm amnaumyos. M-omeema, duaeHocmuka, duggepenyuarvHas duaeHocmuka,
mymayuu eenog CLCNI1u DMPK

Clinical and electromyographic criteria for the diagnosis of hereditary myotonic syndromes

V.P. Fedotov', S.A. Kurbatov', E.A. Ivanova?, N.M. Galeeva®, A.V. Polyakov’
Voronezh Medical Genetic Counseling Center, Voronezh Regional Clinical Hospital One;
2Medical Genetics Research Center, Russian Academy of Medical Sciences, Moscow

Hereditary myotonic syndromes (HMS) are a group of genetically heterogeneous diseases of the chlorine and sodium ion channels (chan-
nelopathies) with evident clinical polymorphism and high prevalence in the population. The differential diagnosis of early-stage NMS poses
a challenge to clinicians to this day. The investigation has attempted to elaborate informative differentiating criteria on the basis of a clinical
and electromyographic study of 2 groups of patients with hereditary Thomsen or Becker myotonia (n = 45) and myotonic dystrophy type 1
(n = 39) verified by DNA analysis of the CLCN 1 and DM PK genes. Along with the clinical symptoms, there may be the value of M-response
amplitude decrement in rhythmic stimulation of the n. ulnaris and the duration of myotonic discharges at pin electromyography of the m.
tibialis anterior.

Key words: congenital Thomsen/Becker myotonia, myotonic dystrophy type 1, stimulation and pin electromyography, myotonic discharges,
M-response amplitude decrement, diagnosis, differential diagnosis, mutations in the CLCNI and DM PK genes

Bsepexue

Hacnencreernsle MuoToHmdeckue cuaapoMbl (HMC) —
TpyIIra TeHeTUYECKY TeTePOreHHbIX 3a00/IeBaHIIT MOHHBIX
KaHaJIOB XJIOpa ¥ HaTpysl (KaHAJIOIIATHM ), XapaKTePH3yI0-
IIHecs TMOBBIIICHHOM BO30YIMMOCTBIO MEMOPAHBI MbIIIICU-
HBIX BOJIOKOH, TIPOSIBIISIIOIINECS] MUOTOHMYECKUMU (PEHO-
MEHaMM C ITOCTOSTHHOM WJIM TPaH3UTOPHOM CIa0OCTHIO
CKeJIETHOM MYCKyJaTyphl. B coBpeMeHHOIT Kitaccrpuka-
i HMC npencraBieHbl pa3TMIHBIMU T€HETUICCKIMU
dopmamu mucrpodudeckux (JIM) m HeauCcTPOPUISCKIX
muoronmit (HAM) (puc. 1).

Camast pacnipoctpaHeHHas dopma HAM — Bpox-
nmeHHass muotoHnsi (BM), KoTopast BKiIIo4aeT MHUOTOHUU
Tomcena n bekkepa ¢ pacipoctpaHeHHOCTbIO oT 0,2 10 7,3
Ha 100 TeIc. Hacenenus [1]. IIpouncxoxaeHre MUOTOHUU
Tomcena u bekkepa 00ycoBIeHO MyTaLIMSIMU B T€HE XJIOP-
Horo KaHanma CLCNI (yiokyc 7q35) [2]. BM xmHUYecKA

TIPOSIBJISTIOTCSI TeHEPATM30BaHHBIMIA MUOTOHUYECKIMH he-
HOMEHAMU, TUTIEPTPODHE CKeIeTHOM MYCKYJIaTyphI, TPaH-
3UTOPHOM CJTa0OCTHIO, ICOI0TOM B paHHEM BO3pAaCTe, CTallv-
OHApHBIM TeUEHUEM U OJIArONPUSATHBIM ITporHo3om [3—10].
Anamm3 reHa CLCN] BbIIBIISIET pa3Hble TUIThI MYTaLIWiA
(MuUCcceHe, HOHCEHC, eIeli, MHCePLNH 1 Ap.), KOTOPHIE
y OOJIBHBIX ¢ MUOTOHHUEH ToMceHa TIpeICcTaBIeHEI B TeTEPO-
3UTOTHOM COCTOSIHUM (ayTOCOMHO-TOMWHAHTHBIN THUII Ha-
caemoaHusi — AJl), a y GoJIbHBIX ¢ MUOTOHMEN bekkepa
B KOMITayHI-T€TePO3UTOTHOM MJIM B TOMO3UTOTHOM (ayTO-
coMHO-penieccuBHBIT T — AP) [2, 11-18]. BonbHbIe
¢ muoToHnsiMA TomceHa 1 bekkepa MMeOT OMHOTUITHBIC
KIMHUIECKHE TIPOSIBIICHUS, Pa3INIasiCh JIUIIT CTETICHBIO X
BBIPAXKEHHOCTH, XOTH €LIE B «IOr€ HOMHBII [TEPUO/I» HEBPO-
JIoTaMH OHH YK€ TPHM3HABAJIMCh KaK CaMOCTOSITCIBHBIC
Ho3o1ornaeckre popMel. B To ke BpeMsT ApyTuMuy aBTOpaMu
JIJTATEJIbHOE BpeMs 00CYKIaJiCcsl BOIPOC, SIBNISIOTCS 11 BM
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M1

JIM2

JIM3

Jductpoduueckue MUOTOHUN

MuoToHHYECKHE CUHIAPOMBI

Henucrpoduueckre MUOTOHUU

Kananonatuu ¢ MyTaluuAaAMHnu
réHa XJIOpHOIo KaHajia

a. MuoroHunga
Tomcena

0. MuoTtoHus
bekxkepa

Kananomnarumu c MyTallUAMH
I'€Ha HAaTpMEBOI'O KaHajla

KanuiizaBucMble MUOTOHUU:

— MUOTOHMUSI BOJTHOOOpa3Hast
— MUOTOHMS ITOCTOSTHHASI
— MUOTOHMSI AMaKapO3aBUCHMasT

BposkneHHas mapaMuOTOHUS

TunepkanvemMuyecKuit
NEepUOANYECKUIA Tapainy
C MUOTOHUEN

Puc. 1. Knaccugurayus nacaedcmeennvix muomonuyeckux cunopomos [ Mankodi A. Review Article: Myotonic disorders.
Neurology India 2008:56, 298—304 (¢ modugpukayueir)]

Tomcena u JIM pa3HbIMU 3a00/IeBAHUSIMU WA CTagUSIMU
omHoro 1 Toro ke crpamanws [19]. Co BpeMeHH yCTaHOBJIE-
HUST MOJIEKYJIIpHO-TeHeTiYecKoit ipupoasl HMC, kapti-
POBaHMS Y KIIOHWUPOBAHUS IIPUIMHHBIX TCHOB TI0JIEMHKA 110
STUM BOIIPOCaM TIPeKpPaTWIach, IIepeiasl B IPAKTUIECKYIO
mtockocTh goctynHocTi JJHK-auarnoctrku. OmHako orn-
TUMU3aLMs noucka u mnposeneHue JIHK-ananuza reHoB
B KaXXIIOM KOHKPETHOM CJTydae — HEIIpoCTas 3amada, Tpeoy-
OIIIasT BRIPAOOTKM YETKHMX KIIMHUKO-3JICKTPOHEHPOMKOTpa-
¢dumueckux kpurepues 1t HMC, ocobeHHO B 1e0IOTHOI
cTamyu 3a00JIeBaHYs.

M Illretinepra—barrena—Poccommo (JIM 1-ro tuta,
IM1) — camas pacrnpocTtpaHeHHast ¢opma cpenn HMC
c yacrotoii ot 2,1 no 14,3 Ha 100 TeIC. HaceneHus u AJIL-Tn-
oM HaciemoBaHus [20—22]. IM1 obycnoBiieHa JUHAMU-
YeCKOI MyTallreil B reHe MUOTOHUHIIPOTeMHKHA3bl DMPK
(ymokyc 19q13) B Bume SKCITAHCUM TPUHYKICOTUIHBIX TIO-
BropoB (CTG) [23], ¢ yBemMIeHNEM YKCIIa KOTOPBIX B PSITY
IIOKOJICHUI B CceMbe 3a0ojieBaHME IeOIOTUPYEeT B Oolee
paHHeM Bo3pacTe ((peHOMEH aHTUIIMITALIVN), MHOTA Jaxe

¢ poxxaeHus (BpoxaeHHast opma — CTG-1oBTOpOB OoJIce
1000), 9acTO C YMCTBEHHOI OTCTAJIOCTBIO M TICUXITYSCKIMU
HapymieHusMu [24]. IM1 oTHOCUTCS K TIOJTMCUCTEMHBIM
3200JIEBAaHMSIM, XapaKTEPHU3YIOIIMMCS BBIPAXKEHHBIM KITH-
HUYECKIM ITOTMMOP(HHU3MOM, TeOI0TOM ITPEUMYIIICCTBEHHO
Ha 2—3-M IeCATIICTUN, HEYKIIOHHBIM MEUTCHHBIM ITPOrpec-
CHpOBaHMEM 1 HEeOIaronpusiTHbIM ucxogaom [7, 20, 21, 25].

3HaunTeIbHO Oosiee penkas dopma — JIM 2-ro
THIIA, WUIM TIPOKCUMAaJIbHASI MUOTOHWYECKAss MUOIIATHS
(PROMM) — Takxke 0OyCIOBJICHHAs ITWHAMUYECKOMN
myTaiueit B Bume skcnaHcuu CTG-TIOBTOPOB B TIeHe
Zinc finger protein 9 (ZNF9) B nokyce 3q21 ¢ AJl-Tunom
HacjemoBaHUs. 3a0ojieBaHME XapaKTepU3YeTCsSI MHaI-
TUSIMU, CTA00CTHIO M MOCIICAYIONINM Pa3BUTHEM aTpOoduii
MPEeNMYIIEeCTBEHHO B IPOKCHUMAIBHBIX TPYMIIaX MBIIIIIT
HIDKHMX KOHEYHOCTEH, 1e0I0TOM Ha 3—4-M IeCATIICTHH,
pa3HOOOpa3HOM BHEMBIIIEUHOM MATOJIOTUel, HO Ooee
0JIaronpUSITHBIM ITIPOrHO30M IT0 cpaBHeHMIo ¢ JIM1 [26].

Knuanuecku JIM1 mposiBaseTcsi Kak MbIIIEUHBIMU
HapyIIeHUSIMU (TIPOTPECCUPYIOIIAs CTa00CTh M aTpodun
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KpaHUaJIbHOU MYCKYJIaTYPBI, CJIA00CTH MBIIIIII ITICH, BSITbIC
IHUCTAJIBHBIC TTape3bl PYK M HOT, a TAKXKe MIOTOHMYECKHE
¢deHOMEHBI ¢ IIpeobaJaHneM B MBIIIIAX JTUCTATbHBIX
OTIIEJIOB PYK), TaK M BHEMBIIIICYHOM ITATOJIOTHEI: paHHSIS
KaTapakTa, SHIOKPUHHEIE IIPOSBICHUS B BUAE O€CTUIOMMS
¥ a300CTIIEPMUM Y MYXKUMH, HapyIIeHNEe MEHCTPYaJTbHOTO
LIMKJIa ¥ HeBBIHAIITMBAHNE O€PEMEHHOCTH, BETeTATHBHBIC
paccTpoiicTBa, HapyIICHUSI CepACIHOIO PUTMA U IIPOBO-
IUMOCTH, KapIMOMMOIIaTUsI, M3MEHEHUS JIMIHOCTH,
a TakKe SMOIIMOHAILHO-BOJIEBOI c(pephl (amaTust, 0e3bI-
HULIMATUBHOCTB), peke CHIKeHMe MHTeJeKTa [3—7, 20,
21, 25, 27].

B pazBepHyTOIi cTanuuy 3a00ieBaHusI C IOJIHBIM HA0O-
POM CHMMIITOMOB IMarHocThka JIM1 He mpeacTaBisieT 3a-
TpynmHeHHui. OmHAKO B Ie0IOTe, KOTAa eIle OTCYTCTBYIOT
SIBHBIE aTpO(hUI MBIIIILT ¥ BHEMBIIIIEYHBIC CUMITTOMBI, a KITH-
HUYecKasl KapTUHA OTPaHNYHMBAETCST TOJIBKO MUOTOHMYEC-
KVMHM 33epXXKKaMM, a TaKKe Y aCHMIITOMHBIX HOCHUTEIIEH
myTtammii DMPK B ceMbsIx OOJIBHBIX, I BepudUKaLIN
TarHO3a He0OXOIMMO ITPOBEICHIE SJIEKTPOHEPOMIOTpa-
¢uu (DHMT), BKiIrFOUasT METOIBI MUTOJIBIATON M CTUMYJISIIIN -
oHHOI 3nmekTpoMuorpadpun (BMI'). Tonpko uroIbUATAs
OMI no3BonsgeT 3apUKCUPOBATh MATOJIOTMYECKYIO BO30Y-
MMOCTh MEMOPAHBI MBIIIIEYHBIX BOJIOKOH B BUIE XapaKTep-
HBIX MUOTOHMYECKUX pa3psimoB (MP) BBICOKOI YacTOTHI
(20—150 Iir) ¢ mameHMeM aMILTATYIBI M YACTOTBI COCTABJIS-
IOLIMX pa3psi moTeHuuranos [5]. MP saBnsitorcst o0MraTHbIM
nrarHoctideckuM npusHakoM HMC u obHapyxuBaioTcs
Iaxe y KIMHUYECKN MHTAKTHBIX HOCHUTEICH MPUIMHHOMN
T€HHOI MyTalluH.

Jnst HIM He xapakTepHO pa3BUTHE TTape30B KOHEU-
HOCTE#l W MBIIICYHBIX aTpoduil B OTIWYNE OT OOJTBHBIX
¢ JIM1, y KOTOPBIX BSUTbIE TUCTAIbHBIC TTAPE3bl PYK M HOT
CITy>XaT INIABHOW IIPpWMYMHON MHBaTUAN3aInu. TeM He Me-
Hee, y 6oimbpHBIX ¢ HAM (dopma Tomcena, bekkepa) cre-
IU(PUISCKUMU CUMIITOMAMU MOTYT BBICTYyHaTh MCXOIHAST
HEJIOBKOCTh W MBIIIEYHAST CJIa00CTh B KHUCTSIX, OOYCIOB-
JICHHAsT TATUIHBIMA MUOTOHUYIECKIMU 3aIeP>KKaMU 1 VIC-
Yye3aroIias ocyIe HeCKOJIBKUX ITOBTOPHBIX ITPON3BOJIBHBIX
cokpateHuit MpItiil. CUMIITOM HOJyIrI HAMMEHOBaHUE
«TpaH3UTOpHAs CI1a00CTh», a YMEHBIIIEHNE BEIPAKEHHOCTH
MHOTOHHUY IIPY TIOBTOPHBIX MBIIICYHBIX COKPAIICHUSIX —
«(peHOMEH BpabaThIBaHUSI». TpaH3UTOpHAS CI1a00CTh OT-
cyTcTBYeT y 00JbHBIX ¢ JIM 1, a c1aboCTh B MBILIIAX KUCTU
OCTaeTCsl HEU3MEHHOM axke MOCjae YMEHbILIEHUSI MUOTO-
HUYECKUX MposiBieHni. Hammame TpaH3UTOPHOM ¢cl1abo-
ctu 'y 6onbHbIX ¢ HIM cBs3biBanu ¢ nedrorom IM1, uto
3aTpyIHsI0 uddepeHINaNTbHYI0 TUAaTHOCTUKY, TTPUBO-
IO K HEBEpPHBIM HO30JIOTHYECKUM TPaKTOBKAM M Hea-
NIeKBaTHBIM TeHETUYECKHM IIPOTHO3aM B CEMbSIX ITPOOaH-
1oB [19]. Bce 310 TTOCTy>KMJIO TTOBOJOM K HEOOXOIUMOCTHU
BBIPAOOTKN OOBEKTUBHBIX KPUTEPHECB HAIMIMS WU OT-
CYTCTBHUS TpaH3UTOpHOI crmaboctu. [IpoBemeHme Tecrta
¢ purtmundeckoi crumyinsiuueii (PC) ¢ yactoroit 10—60 Iix
y 601bHBIX ¢ HMC BBIIBUIIO TeKpeMeHT M-0TBeTa ¢ BOC-
CTAaHOBJICHHEM €T0 aMIUTUTYIHI ITocie TeTann3ann. Kpo-

Me Toro, npu npoBegeHUn PC y 6oabHbIXx ¢ HMC Ha
MIpUMEPE MBIIII KUCTH, MHHEPBUPYEMBIX JIOKTEBBIM HE-
PBOM, BBISIBIISIETCSI 3aBUCHMOCTh MEXIY BETMUMHOM Je-
KpeMEHTa aMIUTUTYIbl M-OTBETOB M BBIPAKEHHOCTHIO
TpaH3UTOpHOI ciaboctu [28—30]. BuisiBiIeHHBINH meKpe-
MeHT M-otBeta ipu PC B reHOTUNMPOBAHHOW TpYIIIIe
6onbHBIX ¢ HIM o006bsicHSIeTCS HapylleHueM (QYHKIIUU
XJIOPHBIX KaHAJI0B. TakKM 00pa3oM, IeKpEMEHT aMITIUTY-
bl M-O0TBETOB MOXeT OBITh MH(MOPMATUBHBIM ITOKa3aTe-
JIeM B ajJITOPUTME TUATHOCTMYECKOIO IOMCKA MYTaIlWii
B TeHe XJIOpPHOTO KaHaia y mauueHtos ¢ HMC [31].

[To maHHBIM IUTEPaTypHl, pe3yasTaThl PC y 00IbHBIX
¢ HMC nmeror HeOTHOPOIHBIN W pa3HOHAIIpaBICHHBIN
XapakTep, 9YTO, CKOpee BCETro, CBSI3aHO C pa3HOPOIHOCTHIO
W MaJIOYMCIEHHBIM COCTaBOM HWCCJICIOBAaHHBIX TPYIIIT
nmauueHToB [28—31]. BuipaxkeHHBIN BHYTpUCEMENHBIN
KIMHUYIECKUH TTOIMMOPDU3M U HEPEIKO «IIePEeKPHIBAI0-
muecs» GeHoTursl 60abHBIX ¢ HMC 3aTpyaHSIIOT TTOMCK
MyTaIii B IPUYUHHBIX TeHaX. [TOBITKY Co3maHms ajiro-
pPUTMa HO30JOTMYECKOM M TeHETHYECKON TMarHOCTUKU
HMC npennpuHnmannch HEOTHOKpATHO [8, 25, 26, 30].
B mocTymHOI1 0TeYecTBEHHOM TUTEpaType MBI HE 0OHApY-
KVJTA VICCIICIOBAHUIA 1 OTIMCAHUSI CITydaeB KIIMHUTIECKOTO
ncrionb3oBaHust DHMI ¢ tecramu PC B reHoTUIIMpOBaH-
HBIX Tpynitax 6oabHEIX ¢ HMC.

Iean nccaemoBannss — MMONCK KIMHUKO-3JICKTPOMM--
orpaduuecKrx KpuTepreB Wit 1 depeHINaTbHOM a1a-
THOCTHMKH pa3HBIX (DOPM MUOTOHNH, BepU(PULIMPOBAHHBIX
MOJICKYISIPHO-TeHETUIECKUMM METOIAMM TUAaTHOCTUKH.

Mamepuanbl u Memogbi

OO0BeKTOM HCCIeAOBaHUS TOCIYyXuIu 123 cemMbu
(155 6ompHBIXx ¢ HMC) U3 permcrpa HacleACTBEHHBIX
HEepPBHO-MBIIICYHBIX 3a00J1¢BaHMi BOpOHEKCKOI METUKO-
TeHEeTUYECKOM KOHCyabTarn. Habop 00IBHBIX IpOBeacH
Ha 6aze Boponexckoit OKb Ne 1 B mepuwom c¢ 1982
mo 2012 1. O0beM TMATHOCTUKU: CTAaHIApPTU3MPOBAHHOE
HEBPOJIOTMIECKOE 00C/IeqOBaHNe, KIMHNKO-TeHEaTOTH-
YeCKU aHAJIN3 POIOCIOBHOM, MOJIEKYISIPHO-TeHETUIEC-
KOE TeCTMPOBaHME NMPUUYMHHBIX T€HHBIX MyTaluii (Ipu
CEMEIHBIX CllydassX — C 00CjIemoBaHUEM OOJUTaTHBIX
1 BEPOSITHBIX HOCUTEJIE MyTaHTHBIX ayesneit). CtaHmap-
tHags OHMI-nuarHoctuka mpoBeAeHa 155 OONbHBIM
¢ pa3ubeiMu popmamu HMC.

MoJeKyIsIpHO-TeHETUIECKOE MCCIICIOBaHNE TTPOBE-
neHo 84 6onbHbIM ¢ HMC Ha 6a3e JlabopaTtopun JHK-
muarHoctuku @BI'Y MT'HII PAMH c ncnionbp3oBaHueM
MeToa MPSIMOTO CEKBEHNPOBAHMS TeHOB XJIOPHOTO M Ha-
TPHUEBOTO KaHAJIOB, a TakxKe ompeneiacHus yncia CTG-
noBTopoB B reHe DM PK. I1o pe3ynsraram [IHK-guarnoc-
THKY OOJIbHBIE OBLIN pa3nesieHbl Ha 2 OCHOBHBIE TPYIIIIH:
BMu IM1.

Y 45 (54 %) 60nbHBIX ¢ BM BBISIBIIEHBI MyTallMKM B TeHAX
XJIOPHOTO M HaTPUEBOTO KAHAJIOB B T€TePO- ¥ TOMO3UTOT-
HOM cOCTOsTHUH, a Y 39 (46 %) 6onbHbIX ¢ /IM1 BBIsIBIeHA
sKcImaHcus TpuHyKiIeoTunHeIx CTG-moBTOpOB (6osee 50)
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BreHe DM PK. MonekynsipHO-TeHETUIECKIE UCCTIeIOBAHUS
JAHK 6ompHBIX ¢ HMC 1103BOSIMIN YCTAHOBUTH T€HOTHUITBI
U BepU@PULIMPOBATh TUIIbl HACIEIOBAHUS B CLIOPAANIYECKUX
CIIy4asix, 9TO BaxKHO IUTSI MEAMKO-TEHETHYECKOTO KOHCYITh-
TUPOBAHUS B CEMBSIX TTO TIPOTHO3Y 3I0POBbSI ITOTOMCTBA.

B rpyrme BM 26 (74 %) nipo6aHaoB ObUIM €IMHCTBEH-
HBIMH TIOPaXXEHHBIMH YICHAMM CeMbU (CITOpaIMIecKUe
ciydan). I1o maHHBIM KIIMHUKO-TEHEAJIOTUISCKOTO aHAIM3a
AJl-Tin Hac/ieqOBaHMsI yCTAHOBJIEH TOJILKO B 2 (6 %) ciydya-
sx muoToHun TomceHa, AP-tun HacnegoBanust —y 7 (20 %)
MMaIMeHTOB C MUOTOHMEH bekkepa, 13 KOTOPBIX 4 OOJIBHBIX
nmMeu myTtanyu reHa CLCN I B TOMO3UTOTHOM COCTOSTHHM,
a 3 OBLTM KOMITAYHA-TE€TePO3UTOTHBIMU HOCUTEISIMUA MyTa-
muii. AHaim3 reHa CLCN1 B ciopagudeckux ciydyasx BM
TO3BOJIVJI BBISIBUTH MYTALIMK Y 3 OOJIGHBIX B TETEPO3UTOTHOM
COCTOSIHUU, ¥ 6 — B TOMO3UIOTHOM, y 17 — B KOMIIayH/I-
TeTePO3UTOTHOM COCTOSIHUM, UTO TI03BOJISAET 3aKITFOUNTh, YTO
AP-dopma mruotoHumn bekkepa rpeobiamaer Kak B ceMeii-
HbIX, TaK ¥ criopaanyeckux ciaydasx BM. B nenom Ha Hee
nipuxonutcst 87 % GobHbIX ¢ BM.

B rpymme 6onbpHBIX JIM1 y Bcex 39 mpo6GaHI0B BEISIB-
neHa skcnancust CTG-1oBTopoB B reHe DM PK B retepo-
3UTOTHOM COCTOSTHUM, Kak B 14 (70 %) ceMelHBIX clydyasix
(n=133), Tak u B 6 (30 %) ciopagu4yecKux Ciaydasx.

Knunnuko-DHMI -uccnenoBanus mpoBeAeHbI B COOT-
BETCTBMU C MPOTOKOJIOM 84 60abHEIM ¢ HMC ¢ Bepudu-
LIMPOBAHHBIM MOJIEKYISIPHO-TEHETUICCKIMI METOIaMU
IWarHO30M. MBIIIeYHasT CHiia B CTUOATEISAX KUCTEi uc-
cienoBaiach KUCTeBbIM qruHaMoMeTpoM JIPTT-90 ¢ nuarma-
3oHO0M m3MepeHus 10—90 xkr u JIPII-30 ¢ mmama3oHoM
n3mepenuns 5—30 kr. CHUXKeHMe CWIIbI YCTaHABIMBAIOCH
mpu BeamumHax < 30 KT mrst MyxxauH 1 < 20 KT U1 SKeH-
myH. Hanmane TpaH3UTOPHOM CI1ab0CTH OLIEHMBAJIOCH 10
HapacTaHUIO cvIkl Ha 10 KT 1 060J1ee 0 CpaBHEHMIO C pe-
3yJIBTATOM TIepBOHAYAIBHO MpoOkl. Yepe3 10 MUH OTIbI-
Xa TOoCJIe OIpeaeSIeHUs NCXOMHOM CHJIBI TTALIMEHT TIPOM3-
BOOMJI (DOPCHMPOBAHHOE CXXATWEe KWCTU B KylakK, 4YTO
ITO3BOJISIJIO OIIPEACINTD CTETICHD YBEJTMUSHMS CHITHL.

MmuortoHndeckrie (peHOMEHBI (aKTUBHASI MUOTOHMS)
OIICHUBAJIVICH TT0 BBIPAXKEHHOCTH MEXaHWMUYECKOM M aKTHUB-
HOM MUOTOHUHM («MBIIIEYHBIN BAJIMK» MPH TIEPKYCCUU Ie-
JIBTOBUIHOM MBIIIIIIBI, 3aepKKa OTKpPhIBAaHUS a3, pTa,
pas3kuMaHMs KUCTe pyK mocie (OpcHpoOBaHHOTO OTHO-
KPaTHOTO MPOM3BOJILHOTO COKpaleHus ). «PeHoMeH Bpa-
OaTbIBaHMS» OLICHUBAJICS IT0 MCYC3HOBEHUIO WIIA PE3KOMY
YMEHBIIICHUIO BRIPAXKEHHOCTH MUOTOHHWU TIPY TIOBTOPHBIX
MBIIIICYHBIX COKPAIICHHUSIX.

OHMI -uccnenoBanue MpOBOAMIIOCH HA 3JEKTPOHE -
pomuorpade «MBII-mMukpo» («Heiipocodt», PD). IIpu
uroiabdaToii OMI ¢ WCIIOAB30BaHMEM CTaHIAPTHOTO
MultiMUP-ananu3a y Kaxxaoro 00JbHOT0 UCCJIeI0Balach
TepeaHsIss OoJblIeOepIioBasl MBIIIIA. PaccumThIBaInCh
CpemHUE IIUTSIILHOCTD U aMIUIATYIA ITOTEHIINAIOB IBH-
rarenbHoO# enuHUNEI (ITJE), nciao momudasusix [11E,
BEJIMYMHBI OTKJIOHCHU C MCITOJIb30BAaHNEM BCTPOSHHBIX
HOpMATUBHBIX Taoymil. [Ipw permcrpaiiuy CIOHTAaHHOM

AKTUBHOCTHU MBIIIIEYHBIX BOJOKOH B Buae MP olieHuBa-
JIaCh MX YaCTOTa U JUIUTEIbHOCTh B MUJUIMCEKYHIAX (MC).

C LieJIbIO BbISIBJIEHUSI I€eKPEMEHTA aMILTUTYAbl M-0T-
BETa M YCTAHOBJICHUS BO3MOXKHOMI KOPPEJISLIMU €r0 BeJIv-
YMHBI ¢ (PEHOMEHOM TPAH3UTOPHOM U IMOCTOSIHHOM Ci1a-
60octu 34 60pHEIM ¢ BM 1 25 ¢ JIM 1 6b11a ipoBeaeHa PC
¢ n. ulnaris (m. abductor digiti minimi) o cTaHOZapTHOMY
BCTPOEHHOMY IIPOTOKOJIY UCCJIeIOBAHMS HEPBHO-MbILLIEY -
HOI1 TIepegaum ¢ Ipo0Ooii TeTaHM3alNK. JIeKpeMeHT aMII-
JUTYAbl M-OTBeTa MpU BBICOKOYACTOTHOI CTUMYJISILIMA
(50 Iix, 200 cTMMYJI0B) PaCCUMTHIBAJICS B IIPOLIEHTaX, KaK
OTHOIIIEHUE HEeraTUBHOM (ha3bl MEPBOr0 M IOCIEIHETO
noreHuuranoB M-orBera B cepun. C LIEIbIO BBISICHEHUS
CTa0UJIbHOCTU BBISIBISIEMOIO JEKPEMEHTa Yy OOJIbHBIX
¢ HMC B auHaMuike (C MUHTEPBAJIOM OT HECKOJIbKMX He-
[IeJIb 10 HECKOJIbKHX MECSLIEB) MPOBOAMIOCH IIOBTOPHOE
00cJieIoBaHuE 110 TOM Xe CXEME.

Pe3ynbmambl u 06cyxaeHue

KmHnaeckast xapakTeprCcTHKa 3a00JIeBaHUST B CCIIC-
NIOBaHHBIX Ipynax 6oabHbIX ¢ BM u JIM1 npeacraBieHa
B Tabj1. 1. boabHbBIE My>XCKOT0 1oJja mpeodagaid B 00enx
TpyImIIax, CPeIHUI BO3pacT HAa MOMEHT OOCJICIOBaHUS HE
pazmuuaics. CpemHuii Bo3pacT meOroTa 3a00eBaHUS
y 60sibHBIX ¢ BM cocrasui 8,8 & 6,3 roga u craTuctuyec-
KM 3HAYMMO OTJIMYAJICS OT TaKoBOro B rpyrmie JIM1 —
24,2 + 10,0 roma, Koraa nepBble CUMITTOMBI ITPOSIBIISIINCH
Ha 3—4-M HOeCATWICTHMU XW3HHU ITallMeHTOB (TOJIBKO
y 7 6onpHBIX [IM 1 nebrotuposana padee 20 iret) (p < 0,05).
V Bcex 6onbpHBIX ¢ BM 3abosieBaHrie MaHU(pECTUPOBAIIO
B paHHEM BO3PACTe C MBIIICYHBIX 3aIePKEK, B TO BPEMSI
Kak 6oibHbIe ¢ JIM 1 nmepBoHaYaabHO MPEAbSIBIISLIN XKaIO-
OBI Ha c1a00CTh B HOTaX M pyKax M TOJIBKO 3aTeM Ha 3a-
TpyAHEHUE pacciaabaeHUsI MBI B KACTIX PYK, IPU 3TOM
MBIIIIEYHAsT CJa00CTh ObLIA IOCTOSSHHOI M C TeUYECHUEM
3a00s1eBaHMs HapacTaia. [[pyrre MbIIIedyHbIe IPOSBICHUS
(TumoTpoduM KpaHUATBHBIX MBI U JUCTAITBHBIX OT/Ie-
JIOB PYK ¥ HOT) MEHbIIIE OeCITOKOMIN OOIBHBIX ¢ JIM 1.

IIpu HeBpojornueckoM ocmorpe y 36 (80%) us
45 6onpHBIX ¢ BM oT™Meuanach rurieptpodust Bceit cKeneT-
HOM MYCKYJATyphl, C IIpeobjagaHueM THUIIePTPODUU
MbllIL Oenep U roneHeir y 14 (39%) u3 Hux (puc. 2).
Hu y ogHOro 60715HOTO HE BBISIBJICHA TUITOTPOGUS 1/ MUIN
Cc71abOCTh KpaHMAJIbHBIX MBI, Hampotws, rpynmHO-
KJIIOUMYHO-COCLEBUAHbBIE MbIlILLI B rpynne BM Obuin
M30BITOYHO Pa3BUTHI B OTJIMYKE OT O0bHBIX ¢ JIM1, y KO-
TOPBIX TE K€ MBIIIIIH UMEJIN BBIPAKEHHYIO CUMMETPUY-
Hy1o aTpoduio U ciadbocTb. BripaxkeHHast TUIIOTPOdUs
MBI KUCTEW, MpeArieunii, TojieHel BhIsIBiIeHa y 27
(69 %) 60nbHBIX ¢ JIM1 (puc. 3), HapyllIeH1e ITOXOAKH 10
TUIY CTeIMaXxa OTMeJalIoch Y OOJMBbHBIX cTapiie 40 yer.
Tonbko y 6 (17 %) GonbHbix ¢ M1, nperMyleCTBEHHO
JKEHIIMH (4/6), OTMEUYEHBI IICEBAOTrUIIEPTPOGUU TOJIEHE.

bonbHbie ¢ BM He npeabsBisiiy xkanobd Ha c1aboCTb
B pyKax ¥ HOTaX, M3MEHEHNE TTOXOIKH, HO OTMEYaIu 3a-
TPYIHEHUS TIpU Hayaje IBVXKEHUS T10CJie MAaCCUBHOIO
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Puc 2. Tunuynsie penHomunuueckue nposigaenus (eunepmpo@us ckeaemnoii MycKyaamypul 6e3 nopasceHus MUMUYECKUX U HCe8amenbHulX Mbliuy,) y 601b-
Hoeo /., 23 aem, ¢ BM bexkepa (mymayus eena CLCNI Ivs1+3A>T 6 eomosueomuom cocmosnuu). 3deco u na puc. 3: 0603Ha4eHus poooca08Hou:
uepHble gueypbl — 00bHbIE YACHBL POOOCAOBHOI; beavle Gueypbl — 300p0gble UaeHbl POOOCAOBHOU; «+» — 2eHOMUNUPOBAHHbIE YAeHbl POOOCAOBHOI

Ta6mmua 1. Cpaeﬂumeﬂbﬂaﬂ KAUHUYecKas xapakmepucmuxka eeHomunupoeanHsblx 001bHbIX C HACACOCBEHHBIMU MUOMOHUMECKUMU cum)pomaMu

IToka3arenn

Bcero reHoTMnMpoBaHO GOIBHBIX
[Momn, Mmyx/keH
Bospacrt nedrora, et (M + m)
Bospact npu ocmotpe, et (M = m)
Tunorpodust u/unm ciabocTb KpaHUATBHOM MYCKYJIaTypsl, 7 (%)
TumoTpodust TUCTATBHBIX MBI, 72 (%)
[lape3 mucTanrbHOM MyCKyIaTypsl, 7 (%)
Tuneprpodust MbI Geaep u/umu rojaexeit, n (%)
DKcTpamblleyHasi narojorus, n (%)
AXTUBHAsI MUOTOHHSI:

B KPYTOBBIX MBILIIAX 13, # (%)

B XKeBaTeJIbHBIX MbIIILAX, # (%)

B MBILLIAX KUCTeH PyK, 7 (%)
TlepkyTopHbIe MUOTOHUYECKKE (heHOMEHHI, 7 (%)
DeHoMeH «BpabaTEIBAaHU>, 11 (%)
TpanHsuTopHas c1adbocTb, 7 (%)

*p < 0,05.

BpoxneHHass MMOTOHHUS Jucrpoduyeckast MUOTOHUS
45 39
35/10 23/16
8,816,3 24,2 £ 10,0
31,0+ 11,8 38,1+ 11,6
0 (0)* 37 (95)*

0 (0)* 27 (69)*
4 (9)* 29 (74)*
36 (80)* 6 (17)*
2 (4,5)* 29 (74)*
26 (53) 2(5)
33 (74) 17 (43)
43 (96) 38 (97)
44 (98) 8(23)
41 (91)* 3(8)*
12 (27) 0(0)
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OpueuHnanvHble uccaed08anus

1II:3

Iv:a

Puc. 3. Tunuunvie penomunuueckue nposenenus IM-1 u podocaosnas 2 6oavHbix 6pamues, 30 u 32 sem (nmo3, eunompoghuu m. temporalis, m. masseter,
m. sternocleidomastoideus, Moy kKucmeii u npednieuuil, 100Hoe ooavicerue). lenomunuposannsie 6oavrvie 11:3; I11:1; 111:3 ¢ sxcnancuell mpurykaeomuo-
Hoix noemopog (CTG n > 50) 6 eene DMPK, y IV:1 6 eene DM PK CTG-nogmopos n < 50.

OTIBIXa, KOTOPBIEC MCUYE3aJIN TTOCIe TIOBTOPHBIX ABIKEHUIA
(dbeHOMEH «BpabaThIBaHUsI»). TeM He MeHee ITPY KUCTEBOM
IUHAMOMETPUU y 3 My>XXunH ¢ BM cuja B Kuctsx Obu1a
<30kr, ay 1 6onapHOI < 8 KI. TpaH3uTOpHas ciiabocTh
(Hapactraaue cuiabl Ha 10 Kr 1 Oojee mocie (peHOMeHa
«BpabaTtbIBaHUsI») BbisiBIeHa y 12 (27 %) u3 45 GONbHBIX
¢ BM. Hu y ogHoro 6onsHoro ¢ [IM1 HapacTaHus CUJIbI
B KHMCTSIX ITOCJIE TIOBTOPHBIX COKPAIICHUI HE 3apeTUCTPH-
pOBaHO, a (heHOMEH «BpaOaThIBAHUS» YCTAHOBJICH TOJIBKO
y 3 malumeHToB.

MuoTtoHn4eckre (heHOMEHBI (AKTUBHASI M MEXaHIIEeC-
Kasi MAOTOHMSI B CKEJIETHBIX MEIIIIIAX) BBISIBJICHA Y BCEX
6obHBIX ¢ BM, nipu aToM B 39 (87 %) ciydasix oHa HOCHIa
TeHepaJIM30BaHHBIN XapaKTep, BKIIIOYash IIPOKCUMAJTbHEIE,
JIACTAJIbHBIC TPYIITHI MBIIIIT KOHEYHOCTEH, a TaKKe 1 Kpa-
HMaJIbHble MBI Tonbko 6 (13 %) GonbHbIX ¢ BM He
WMeJTI MUOTOHUYECKHX 3aIepKeK B MUMHYECKIX 1 JKeBa-
TeJbHBIX MBIIIIAX, ¥ 5 (11%) nalunueHToB MMOTOHUS ObLTa
dmroxTyHpyIoIIei (T. €. He ObljIa IIOCTOSTHHOIA).

B rpynmnie IM 1 y Bcex O0JIbHBIX OTMEYEHBI BhIPAXKEH-
HbIE IIPU3HAKN MUOTOHNYECKIX (DeHOMEHOB IIPEUMYIIeC-
TBEHHO B IWCTAJIIBPHBIX OTHENaX PYK, JIETKON aKTUBHOMU
MHOTOHUHM Yy 2 OOJIBHBIX B KPYTOBBIX MBIIIIIAX Ta3 1y §
(23 %) n3 39 BBIsIBJIeHa MeXaHW4YeCKasi MUOTOHMSI B TIPOK-
CHMaJIBHBIX TPYIIIaX MBI KOHeYHOCcTel. ClemyeT oTMe-
TUTh, YTO CTEIIEHb MUOTOHNH Y HAOTIOOAeMBIX OOJTBHBIX
JIMT1 He 3aBucesa OT 00beMa MBILILBI WX CJ1a00CTH, CO-
XpaHSJIach TAKKE M B TUITOTPOMDUIHBIX MbIIIIax. [MIToT-
podus rpyIMHO-KITIOUNYHO-COCLHEBUIHBIX U XKeBaTEIb-

HBIX MBIIIII, a TaK Xe IT03, CIa00CTh KPYTOBBIX MBIIIIIT
I71a3, pTa, crudareseii Men U TUCTAIPHON MYCKYIaTyphl
ycraHoBjeHbl Y 37 (95 %) 60abHbIX ¢ JIM1.
BHembllieuHast matosorusi BeisisieHa y 2 (4,5 %) na-
nueHToB ¢ BM B Buze caxapHoro auatdera (CI) 1-ro Tura
y 1 00IbHOTO M HAPYIIIEHMS CEpICYHOTO pUTMA C MMITIaH-
Talue MCKYCCTBEHHOTO BOMUTENISI PUTMA Yy OPYTOro.
B rpynmne 6onbHbiXx ¢ JIM1 BHeMBbIlLIeUHbIE HAPYLICHUS
BbisiBIIeHbL Y 29 (74 %) GonbHbIX: Katapakta y 9 (23 %)
nauueHToB, C/I 2-ro tuna — y 2 (5 %), 100HbIi TUII 06-
nbicerHust — y 11 (48 %) u3 23 myxuuH, Gecriogue — y 5
(13%), B Tom uucie azoocrepmus y 3 (13%) Myx4yuH
W HeBBIHAIIMBaHWE OCpEeMEHHOCTH (BBIKUIBIIN) y 2
(12,5%) xenmuH, anatusi — y 29 (74 %), coueraHHOe
1 M30JIMPOBAaHHOE CHIDKeHUE uHTeliekTa — y 8 (20,5 %)
nanueHToB. Y mauueHToB ¢ JAM1 ¢ paHHuUM neGroToM
OIMMCaHHBIC HAPYIICHMS OBLIN 00JIee BEIPAXKCHHBIMMU.
DOMTI-uccnemoBaHne MIrOJBUYATBIMU 3JIEKTPOIAMU
(Tabi1. 2) BBISIBUWIO CIIOHTAaHHYIO aKTUBHOCTH MBIIICYHBIX
BOJIOKOH B Buze MP y Bcex 84 6ombHbIM ¢ HMC B 60b-
IIMHCTBE MCCIeA0BAHHBIX MBI, CTelleHb BEIPAXKeHHOCTH
un yactota MP cyliecTBeHHO pa3inyaiach B rpyrmnax 00Jb-
Hbeix ¢ BM u JIM 1. I1pu 3T0M He ObLJI0 YCTAHOBIEHO TIPSIMOiA
KOPPEJISIIINN MEXITY BHIPAXKCHHOCTBIO KIIMHUIECKIX MHO-
TOHMYECKMX (peHOMEHOB M YacToToii MP B MccienoBaHHBIX
rpymmax. [Ipu reHepanm3oBaHHONM MUOTOHUM Y OOJIBHBIX
¢ BM MP perucrpupoBanuch Kak B MPOKCUMAJIbHBIX, TaK
1 B IVCTAJIBHBIX OTHEIaX pyK 1 HOL. MP Bcerma peructpu-
poBanuch y 60onbHbIX ¢ BM 1 JIM 1 Kak CHOHTaHHO B TTIOKOE,
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TaK 1 TIPY CMEIIEHNN UTOIBYATOTO SJIEKTPOAA B MBIIIILIE, HO
v 4 (10 %) acumritoMHbIX Hocutenei JIM 1 enmHrnaHbBIe MP
yIABAJIOCh BEISIBUTH TOJIBKO TIPH CMEIIIEHUH 3JIEKTPOIA.

J1715T O1IEHKY pa3iInunii B CIIOHTAaHHOM aKTUBHOCTH ObI-
JIM TIpOaHAIM3UPOBAHBI TT0 ITUTENbHOCTH 241 MP B rpyrime
BM u 154 MP B rpyrimie IM 1. Y 6onbHbIx ¢ BM B 87 % ciy-
yaeB JuIuTeIbHOCT, M P Obuta MeHee 1 ¢ U B cpelHeEM cocTa-
Bwia 654 + 462 mc, B To Bpemst Kak ripu JIM1 95 % npoana-
JIM3UPOBaHHBIX MP uMenu aautenbHOCTb OoJibliie 1 ¢
(mo 8280 mc), a cpemHssI IMTEIBHOCTH COCTaBHMJA
2772 % 1628 Mc. D11 moKasaTev pacCMaTpUBAEMBIX TPYIIIT
IOCTOBEPHO Pa3INJaInch (M. Tabj. 2, puc. 4), 94To coria-
CyeTCsI C JaHHBIMU JIUTEpaTyphI [32].

JucTpodudaecKuii xapakTep N3MEHEHUI MBITIIEYHBIX
BOJIOKOH oneHuBaucs npu MultiMUP-ananu3se mapa-

MeTpoB I1JIE. 3HaunTenbHbIE OTKIOHEHUS B CpeaHeit
mmutenbHocTy [TJE B cTOpoHY UX yKOpOUYeHUS B Cpefl-
HeM Ha 28,4 = 10,1 % oT Bo3pacTHOI HOPMBbI ObLIM I10-
JIydeHbl B rpynmne O0oJibHbIX M1, rmaBHbBIM 0O0pa3om
B MBIIIIIIAX TUCTAJIbHBIX OTAEIOB PYK X HOT (CM. TaOII. 2,
puc. 5) [3], 94TO XOPOIIO COTIIACOBAIIOCH C BHIPaXKeHHO-
CTBIO KIIMHUYECKU BBISIBIICHHBIX MBIIICYHBIX aTpOduii,
U TOJBKO y 2 aCUMITOMHBIX Hocuteneit M1 mnu-
teabHOCTb [IJE He oTanyanacs or HopMmbl. HampoTtus,
B rpymmne 0oiabHbIX ¢ BM, XoTa u Oblia ycTaHOBJIeHA
TeHACHIINS K CMEIIEHWIO TUCTOIPAaMMBI PaCIIpeIe/ICHUS
mnutenabHocTel [1/1E B cTopoHy MajbIX BEJIMUKMH, TTOJIY-
yaeMble 3HAUYCHMSI HaXOIWJINCh B TIpenesiax HOpMaTHUB-
HbIX rpaHull. Yuciao momudasubix [TJE Ha 1 uccnemo-
BaHHYIO MBIIILY B cpeaHeM cocrtasuiio 34,3+ 18,1 %

Tabmuna 2. Pesyrsmamol ueonvuamoii u cmumyasyuonnoit IJHMTy eenomunuposanHbix 601bHbIX ¢ HACAEOCMEEHHBIMU MUOMOHUYECKUMU CUHOPOMAMU

IToka3arenb

BpoxneHHasi MMOTOHUS Jucrpodmyeckast MUOTOHUS

HWronbuarass OMI m. tibialis ant.

Ywucno uccaeqoBaHHbBIX OOJIBHBIX
Bo3pact Ha MOMEHT MpoBeeHUs UccllefoBaHus, JieT (M £ m)
HmurensHocth MP, Mmc (M + m)

Yucno npoaHanuzupoBaHHbIX MP (abc.)

OtkiioHeHue cpeaneii mmreabHocty [T11E ot Bo3pacTtHo# HOpMBI, % (M £ m)

Cpennsasg ammuutyna [MJE, mxB (M £+ m)

Yucno nonudaszusix [TIAE, (M £ m)

45 39
30,4 + 13,3 37,2+ 11,9
654 + 462* 2772 + 1628*
241 154
—8,3 £ 10,3%* —28,4+10,1%*
710 + 260 718 + 355
8,2+7,1 %* 34,3+ 18,1%*

Bricokouacrornas PC (50 Iix, 200 ctumynos) #. ulnaris (m. abductor digiti minimi)

Yucio uccaeaoBaHHbIX O0JIBHBIX

BospacT Ha MOMEHT MpOBeIeHUS UcCliefoBaHus, JieT (M £ m)
[TaumeHTsI ¢ IeKpeMEHTOM aMIUTUTYAbl M-oTBeTa, 1 (%)
Amruiityaa nepsoro M-orseta B cepuu, MB (Mtm)

Benmnuuna nekpemenTa (M + m)

CrumynsuuonHass SHMT

CIIWNM n. ulnaris (m/c)

CIIWM n. peroneus (M/c)

34 25
31,0+ 11,8 38,1 £ 11,6
34 (100) 15 (60)
13,1 £5,1 9,6+3,9
70,0 + 17,8% * 32,7 £ 13,5% *
54,0 = 4,7 52,2+4,9
46,7 %42 41,6 +3,1

Ilpumenanue. CITHmM — ckopocmb npogedenuss umMnyavco8 no 08UeamenbHbiM 6010KHaM nepugeputeckux nepeos; *p < 0,05.
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10

KonunuecTso, WT.

Puc. 5. Tucmoepamma pacnpedenerus orumensrocmeii ILIE npu DMT-uccaedosanuu m. tibialis anterior y 6oavHoeo B., 18 nem, ¢ JIM-1: ymenvuwena

Puc. 4. Ipaghuxu MP npu uccaedosanuu cnoHmanHoi aKmueHoCmu Moy, Memooom ueoavuamoi IMI'y 6oavhoix ¢ HMC:
a — MP daumenvrocmoio menee 1 ¢y 6oavroeo P., 17 aem, ¢ BM (mymayus c.2680C > T (Arg894Stop) 6 eene CLCN1);
6 — MP oaumenvrocmuio 6oaee 1 ¢ y 6oavnoeo A., 46 aem, ¢ JIM-1

—— Hopma
| MNonundasHole

JlmarensHocts ITTE Mot s
' Cpennsisi, MC Hopma, mc OT1KaI., % IR, 65
7,76 10,1 —-23,2 60,0

2 4 6 8 0 12 14 16 18 20

OnntenbHOCTb, MC

cpeousis dnumenvrocms [LJIE u yseauueno uucao noaugasnoix I1J1E, eucmoepamma cmeujena 160 om HOpMAnbHO20 pacnpedenenus
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1: neB., Abductor digiti minimi, Ulnaris, C8 T1

Puc. 6. Ipaguxu dexpemenma M-omeemos npu vicokouacmomuoii PC (50 Iy, 200 cmumynos, n. ulnaris, m. abductor digiti minimi) y 60avnbix ¢ HMC:
a — dexpemenm M-omeema 96 % y 6oavnoeo K., 31 e., ¢ BM (mymayus c¢.2680C>T (Arg894Stop) 6 eene CLCN 1 6 como3ueomHom cocmosnuu);
6 — dexpemenm M-omeema 80 % y 6oavroeo P., 17 aem, ¢ BM (mymayus c.2680C>T (Arg894Stop) 6 eene CLCN 1 6 cemeposucomHom cocmosinuu);
6 — omcymcmaue oekpemernma M-omeema y 6oavHoeo HU., 32 aem, ¢ JIM-1;
e — dexpemenm M-omeema 41 % y 6oavnoeo K, 33 nem, ¢ IM-1
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Puc. 7. Juaepamma pacnpedenenus eesuqur dekpemenma M-omeema

6 epynnax 6oavubix ¢ HMC

npu JIM1, a'y 6ospHBIX ¢ BM He nipesbiano 8,2 £7,1%
(p <0,05).

ITpu BeIcoKOUYacToTHOI PC I0OKTEBOTO HEpBa U OTBE-
nIeHuu ¢ m. abductor digiti minimi ObUT BBISIBJICH IEKPEMEHT
aMILIMTYabl M-oTBeTa y Bcex obcaenoBaHHbIX 34 (100 %)
60spHBIX ¢ BM, BemmumHa KOTOPOTo B CpeAHEM COCTaBH-
na 70 £17,8%. B rpymnne GoabHbix ¢ JIM1 gekpeMeHT
aMIuuTyasl M-otBeta ipu PC OBLT BBISIBJICH TOJIBKO Y 15
(60%) u3 25 obcaenoBaHHBIX M €r0 cpeaHee 3HaueHUe
cocraBuio 32,7 £ 13,5% (p < 0,05) (cm. Taba. 2, puc. 6).
ITpu 5TOM HM y ogHOTO M3 60JBbHBIX ¢ HMC ¢ ycTraHoBIeH-
HBIM IeKpeMeHTOM M-0TBeTa KIIMHUYECKH He OBLIO Xa-
pPaKTepHBIX IJISI MUACTEHUU CUMIITOMOB ITaTOJIOTHYECKOM
MBIIIICYHOMN YTOMJIIEMOCTH.

IMposeneane PC B mmHamuke y 11 0onpHBEIX ¢ BM
BBISIBIJIO KOJieOaHMWSI BEIWYMH IeKpeMeHTa M-oTBeTa
B npeaeiax 12 % v Tonbko y 2 natueHToB 10 25 %. Cyiiec-
TBEHHO MEHBIIASA CTaOMIbHOCTh 3HAUCHMIT IeKpeMeHTa
M-oT1BeTa OblJIa BeIsIBIEHA Y 8 001bHBIX JIM 1, y KOTOpBIX
pazinyue BeIMYUH AeKpeMeHTa qocturaio 40 % 1 ToIbKO
y 2 GOJIbHbBIX He IpeBbiiano 16 %. Jlekpement M-oTBeTta
He yIaJIOCh COOTHECTH C TSKECThIO IposiieHnii BM. Tak,
y 601bHBIX ¢ BM ¢ BhIpaxkeHHBIMUA KJIMHUYECKUMU IIPO-
SIBICHUSIMU MUOTOHMU (IUTUTEIFHBIM (DeHOMEHOM <«Bpa-
OaThIBaHUS», TCHEPATN30BAHHOU TMUITePTPOGhHEit MBIIIIIT)
IeKpeMeHT M-0TBeTa Koie0ascs B IMMPOKMX IIpeaeiax —
o1 37 10 98 %, B TO XXe BpeMsl y MaLIMEHTOB C YMEPEHHBIMU
W JISTKUMY CUMITTOMaMHM MUOTOHHUY pa30poc IeKpeMeHTa
OBLI B TAKOM K€ THaIa30He.

JlekpemeHT M-oTBeta nnpu JIM1 He ynanoch COOTHeC-
TH TaKKE C TSDKECTHIO KITMHUYECKUX TIPOSIBICHUI. Y 00JTb-
HBIX C BBIPaXKCHHBIMM CUMITTOMAaM1 MUOTOHUM B KHCTSIX,
IHUCTAJBHBIM ITApe30M M TUITOTPOGHE MBI JeKPEMEHT
M-oTBeTa HaxomWIICs B IIpeaesiax oT 25 1o 54 %, ay 3 ma-
LIMEHTOB BOBCE OTCYTCTBOBaI. ¥ OoJsibHbIX JIM1 ¢ HOp-

MaJIbHOM CWJIOM B KHUCTSIX U OTCYTCTBUEM TUIIOTPOdUit
pa30poc 3HAYCHMIT ITeKpeMeHTa Kojiebayicsl B mpemesiax
17-51%, a'y 7 maLineHTOB AEKPEMEHT TAKXKe OTCYTCTBOBAJ
(puc. 7).

IMpu ctumynsumonHoit DHMI Obl10 BBISBIIEHO yMe-
pPEeHHOE CHIDKEHHME CKOPOCTU IIPOBEACHUS MMITYJIbCa TIO
MOTOpHBIM BosiokHaM (CITHM) y 14 (36 %) u3 39 GobHBIX
¢ JIM1. 3nauenus CITUM 110 ». ulnaris y 12 3 14 maiyieHTOB
(45,9 £ 2,7m/c), ¢ n. peroneus — y 4 uz 14 (37 £ 1,7 m/c),
YTO OBUIO ITOKA3aHO U APYTMMM MCCIICIOBATEISIMA M pac-
LIEHUBAJIOCh KaK aKCOHAJIbHBIN TUIT HapymeHuit [21, 27].
U Tonbko y 4 u3 45 6ombHBIX ¢ BM yeranoenena CITHM
110 7. ulnaris B ipenenax 43,7—48 m/c. Ilpu atom cpemHue
3nayeHns1 CITYM o nccnemoBaHHBIM HEpBaM He pa3jinda-
JIICh MEXITy TPyHIaMU 1 HaXOIWJINCH B Ipenesax JOIyCTH-
MBIX TpaHUI] HOPMBI (CM. TaOII. 2).

BoiBoAbl

IIpoBenenHoe kmHuKo-DHMI -uccnenosanue 2 rpynm
6o0spHBIX HMC ¢ quarno3zom, BepuUIIMPOBAHHEIM MOJIe-
KYJISIPHO-TEHETUIECKMMUI METOIAMM, a TAKKEe aHaJIN3 TaH-
HBIX JINTePATyPhI ITIO3BOJISTIOT BBIAEIUTH OCHOBHBIE M de-
PEeHIIMATTEHO-TUATHOCTUICCKIEC KPUTEPHUH HA00JIee YaCThIX
(opM y OOJTBHBIX ¢ MUIOTOHUIECKUMHU CTHIPOMAaMHU, BKITIO-
Yasi ¥ criopaindeckue cirydau (Taom. 3).

B ximuAMYecKOi KapTUHE OCHOBHBIMU OGP epeHIIN-
PYIOIIMMH CUMIITOMAMM SIBJISTIOTCSI COCTOSTHIE TPODUKU
MBIIIIII, pacIIpeaecHe aTpohuiil, TUITMIHOE TSI OOJTBHBIX
JAMI1. Ecniu y 6onbHBIX ¢ BM Ha nmepBoe MeCTO BBICTyIaeT
TUIIePTPOGUS CKEJICTHOM MYCKYJATyphl Iaxke B IOHOM
Bo3pacte, To misi JIM1 xapakTepHbl HapacTaloliue I1Uc-
TaJbHBIE aTPOGUH, IIPH 3TOM CIeIIN(MUIHBI paHHUE aTPO-
¢dum m mape3 rpyIMHO-KIIOUMIHO-COCIICBUIHBIX, BU-
COYHBIX MBIIIII, XEBaTeJbHBIX MBIII. MHOTOHNYECKIE
(beHOMEHBHI SIBIISIIOTCS TeHEePaTN30BaHHBIMU B rpymiie BM
M 9YaIlle OrpaHUYMBAIOTCS TUCTAJBHBIMU OTIAEIaAMU PYK
y 6ombHBIX ¢ JIM1. dDeHOMEH «BpabaThIBaHUS» 4Yallle
BcTpevaetcs npyu BM u ciabo BeipakeH y 00JibHBIX ¢ JIM 1
(4TO CBSI3aHO ¢ HAIMYMEM IMCTAIBHBIX Tape3oB) [3, 20,
25, 30, 31].

B mipoBeneHHOM HAMM MCCIEIOBAaHUH TTOKA3aHO, YTO
OMI -kputepuem pasrpanndeHus 6oiabHBIX HMC moxeT
BBICTYNATh IJIUTeAbHOCTE MP mpu wucciemoBaHuu
m. tibialis anterior, KOTOpas oKa3ajach JOCTOBEPHO BHIIIIE
y OonbHBIX ¢ JIM1. AHanu3 mapamerpoB I1JIE 3Toii ke
JUCTAILHOM MBIIILBLI HOTU Yy 00JbHBIX ¢ JIM1 BbIsIBUI
yMeHblIeHUe cpenHeil nutenbHoctu 28,4 + 10,1 %, uro
KOCBEHHO CBUICTEIICTBYET 00 YMEHBIICHMH TUIOIIAIN
IBUTATEJILHBIX €IMHMII 32 CICT YTPAThI MBITIICYHBIX BOJIO-
KOH, YTO HexapaKTepHO 1151 00JbHbIX ¢ BM.

BaxupiM n mHpopMaTuBHBIM DMI -nokaszareiem
y 6ombHBIX ¢ HMC okasancg AeKpeMeHT aMIUIATYIbI
M-oTBeTa TIpY BBICOKOYACTOTHOM CTUMYJISILINM A. ulnaris.
I1o cpaBHeHMIO ¢ manmeHtamu ¢ JIM1 nekpemeHT M-oTBeTa
0Ka3aJICsS He TOJIBKO 3HAYMMO OOJIbIIIe B TPYIIIE OOJBHBIX
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Tabmua 3. Kaunuxo-2HMT-kpumepuu ouggeperyuarvHoii OuazHoCMuKy HacaedcmeeHHbIX MUOMOHUYECKUX CUHOPOMO8

IToka3arenb

Bpoxnennasi MuoTonus Jucrpoduyeckas MUOTOHUS

KnuHnyeckas KapTuHa

Tunorpodus u/mmm cinaboctb KpaHUATBHON MYCKYJIaTypPhl — S
[unorpodust TUCTATBHOI MYCKYJIaTyphl — =FaFaF
ITape3 gucTaJbHBIX TPYIIIT MBI KOHEYHOCTEH —/+ +++
Tuneprpodru cKeaeTHOM MYCKYJIaTypbl S +/—
BHewmbllIeyHas maTonorus —/+ +++
AKTUBHasi MUOTOHMSI:
B KPYTOBBIX MBIIIIIAX TJ1a3 TaF —/+
B 2K€BaTEJIbHBIX MBILILAX ++ ++
B KUCTSX PYK +++ +++
DeHOMEH «BpabaThIBAHUST» AraFF —/+
TpaH3utopHas ci1adbocTh S —
OHMTI
MP mnurensHoCTBIO (m. tibialis anterior) < 1 cex +++ —/+
MP purensHOCThIO (m. tibialis anterior) > 1 cex +/— AFAFaF
YKOpoueHUE IUINTETbHOCTH U yBeInYeHUe yncia noavdasubix [TIE — aF
(m. tibialis anterior)
BenmmunHa nexkpemenTa aMIumatyasl M-otseta > 60 % (n. ulnaris, m.abductor 4F —

digiti minimi, 50 Ti1, 200 ©UMITYJICOB)

¢ BM, HoO Takxe BeTMUMHA €T0 TP TTIOBTOPHOM OOCIIEIOBA-
HHUU CYIIECTBEHHO HE M3MEHSUIACh (T. €. OTJIMYaiach CTa-
OMJIBHOCTBIO). DTO TTO3BOJISIET MCIIOJIB30BATh JAHHBIN MOKa-
3aTenb B OudGepeHIINATbHON TUATHOCTHKE TaHHBIX
Hozosoruii. HaMu He ObUIa ycTaHOBJIEHA KOPPEIISIINS MEXK-
Ty BEIPasKEHHOCTBIO TTape3a M MBIIIeYHBIX aTpoGrii y 00IIb-
HBIX ¢ JIM1, a Takske MUOTOHUYECKIX (DEHOMEHOB U BeJI-
YUHOM JeKpeMeHTa B rpyrine 60JbHbIX BM.

Cienyet OTMETUTD, YTO NAaTO(MU3UOIOTMICSCKII MeXa-
HU3M pa3BUTHSI IEKpeMEHTa aMIUIMTyIbsl M-OTBeTa He
CBSI3aH C OJIOKOM IIPOBEIeHNS B HEPBHO-MBIIIICYHBIX CH-
Harcax, a 00yCJIOBIIEH HapylieHreM (PYHKIIWI MOHHBIX
KaHaJIOB B MeMOpaHe MBIIIIEYHBIX BOJIOKOH, IIPEXKIE BCETO
XJIOPHOTO KaHaja, KOTJa HapyIIaeTcsl BRIBEACHEC NOHOB
XJIopa M 3aMemjIsIeTcsl pernoysipu3alus MemMOpaHbl [9].
I1aToreHes TpaH3uTOpPHOM ciaabocTu y 6oabHbBIX ¢ BM o
HACTOSIIIIETO BPEMEHHM 10 KOHIIAa He U3y4YeH U, BEPOSTHO,
CBSI3aH ¢ KOMIICHCATOPHBIM BKITIOUCHHUEM JPYTUX HOHHBIX
KaHaJIOB, YYaCTBYIOIINX B (pOpMUPOBAHNN MEMOPAHHOTO

MOTEHIIMAJIAa MBIIIICYHBIX BOJIOKOH. JlapHeitIee n3ydeHmne
¥ BBISICHEHHE BO3MOXHOI 3aBUCHMOCTHU BBIPAXKEHHOCTH
MHOTOHWYECKUX (PEHOMEHOB M TPAaH3UTOPHOMU CIIad0CTH
OT TUIAa MYyTallMii COOTBETCTBYIOLIUX MPUUYMHHBIX TEHOB
HMC notpeOyeT npoBeaeHNS aHaIM3a B 00J1ee MHOTOYMC-
JIEHHO rpyrire 60abHbIX ¢ BM.

IIpencraBneHHble B Halleil paboTe KIMHUKO-OMI -
npuzHaky 2 rpynn HMC, u mpexnae Bcero Takue ImoKasa-
TeJIM, KaK BeJIMIMHA IeKPeMeHTa aMIUTATYIbI M -0TBeTa Ipu
BbIcokouacToTHO# PC n. ulnaris n nmurensHocts MP ipn
urosibyaToit DMI m. tibialis anterior, MOTYT OBITb MCITOJIb-
30BaHBI B Ka4eCTBe KpUTepreB U bepeHIINATBHON ara-
rHocTuKU Mexkny BM 1 JIM 1, a Takke CITy>KUTb OPUEHTAPOM
IUTSI TIOMICKA MYTaIliii IPMIMHHEBIX TeHOB. BHempeHne aTnx
IOCTYITHBIX M TIPOCTBIX TSI BBITOJIHEHUST METOIUK HECO-
MHEHHO MOXET ChITpaTh ITO3UTUBHYIO POJIb KaK B paHHEH
IMATHOCTHKE U OTIpeeSIeHUH IIPOorHo3a y 60abHbIX ¢ HMC,
Tak ¥ B BOIpoce MPoGUIaKTAKI TaHHOM MAaTOJIOTUN TIpU
TIPOTHO3¢ TIOTOMCTBA B CEMBSIX IIPOOAHIIOB.
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