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Pe3ztome. Koneenumanvuas napamuomonus (napamuomonus Jinendoypea) —
HacnieocmeeHHoe 3abonesanue 4enosekda, 00YClOGIeHHOe Mymayuel 2eHa
Hampuegvlx KAHAN08 CKEeNeMmHOU MYCKYAamypvl C pa3zeumuem MmMpaH3umopHuIX
MBIUUEYHbIX  KOHMPAKMYpP, CAPOBOYUPOBAHHbIX Oeuicmeuem xoaooa. Obowum
caumom Mymayut, AGIAOUWUXCA NPUYUHOU KOHSEHUMANbHOU NapamMuomoHuu,
aenaomes mymayuu 4 ceemenma IV oomena nampuesoix kananos (R1448).

Knrwueswvie cnosa: xoncenumanvhas napavuomoHRu:, 4ejloe6ekK, J1eKyusl.

MuoToHHsT — 3TO KJacc HACHEICTBEHHBIX OOJie3HEl, B OCHOBE KOTOPBIX
JSKAT MEMOpaHHBIN NedeKT (KaHAJIOMATHS), MPOSIBISIONIUNACI B OTCPOYCHHOM
3aTPyIHEHUH PACCIA0JICHHWs] MBI, CHa3Me HWX Ha HECKOJbKO CEKYyH]I,
BO3HUKAIONIEM TIOCJ€ MPOM3BOJIBHOTO COKpPAIIECHUS WM MEXaHHYeCKOTo
(onmexktpuyeckoro) Bo3Oyxkaenuss [1-8, 10, 14, 15]. KonrenuranpHas
napaMuoTOHUs OMneHOypra (paramyotonia congenita Eulenburg, PMC of von
Eulenburg, Eulenberg's disease, myotonia congenita intermittens, paralysis
periodica paramyotonica, aHIJ.) BIEpBbIe omnucaHHas AnbbepToM  (oH
OiinenOyprom B 1886 romy, SBISETCS PEIKUM ayTOCOMHO-JIOMHHAHTHBIM
3a00JI€BaHUEM, XapAKTEPU3YIOIIUMCS MHUOTOHMYECKOW peakiued Ha xonol. B
1987 rony F. Lehmann-Horn et al., u3yuas KOHreHUTaIbHYI0 MapaMHOTOHUIO,
HallUIM, 4TO 3a0ojeBaHuWe OOYCIIOBJIEHO WHAKTHBAlMEHd HATPUEBBIX KaHAJIOB B

MbIlIeyHON MeMOpane [27,28]. Ilo3:xe ObUIM MAECHTU(PUUMPOBAHBI MYTallUH,



SIBJISIFOIIMECS] TPUYMHOM  KOHT€HUTadbHOM MuOTOHUH, - (C4342T-myranus
HaTpueBbIx KaHaioB B SCN4A-rene Ha xpomocoMe 17q35 wim (pexe) myTtarus

xjopHbix kaHalioB B CLCN1-rene Ha xpomocome 7q35 [38-41] (puc. 1).
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Puc.1. Jlokanuzayus mymayuii Hampuesvix xananog [Ptacek L.J. et al., 1993]: cmpenxamu
HOKA3aHbL  YYACMKU — NPUSHAHHBIX — MYMAayuil, S61IAI0WUXCS  NPUYUHOU — KOH2eHUMATbHOU

napamuomonuu. PC - paramyotonia congenita.

XomogoBasi MHOTOHHS MOXET OBITh CBSi3aHA C TEM, YTO IIOJ BIIMSHHEM
OXJIOKJACHUS TPOUCXOAUT YBEIUUYCHUE BHYTPHUKIETOUYHOTO COJCPKAHUS HOHOB
Na', 4To MPUBOANT K AEMOIAPH3ALIN MEMOPaHbl MBIIICYHOH KIIETKH, KOTOpas MpH
JOCTHKCHUU KPUTUUECKOTO YPOBHS BBI3BIBAET CHMKEHUE MOTEHIMANa JAEHCTBUS
MBILIIBI ¢ pa3BUTHEM €€ mapesa [23, 24]. OaHako B MOCIEIHUE T'OJbl ONMCAHBI
KIIMHAYECKHE CIIyyad MapaMUOTOHUH DilleHOypra 0e3 X0J010BOro rnapesa, B 3THX
ciaydasx — npoBoauTcs — auddepeHnManbHas — JUATHOCTHKA € CEMEHHBIM
TUNIEPKATHEMUYECKUM TIEPUOIUICCKUM TapanudoM (papmMakosoruiaeckas mpooa ¢
nepopajibHbIM npuemom xJyopuaa kanus, OMI', [ITHK-tunuposanue) [18-21, 25].

Ocobennocmu  Kiunuveckoeo  mevenus. JIeOOT  3a0oieBaHHS B
MJIAJIEHYECKOM Bo3pacte. BHemHe 5TO MalMeHThl C XOPOIIO Pa3BUTHIM
MBIIIICYHBIM ~KOPCETOM, aTJeTUYecKoro cioxkeHus (puc. 2). Kinumaudeckoi
NEePKYTOPHOM MHOTOHMUYECKON peakiuu O3 XOJIOJOBOTO pa3JIpakeHUs HeT.
OnHako MpH TIHIATEIIBHOM OCMOTPE MOJKET BBISBIATHCA JIETKas IMEPKyTOpHas
MUOTOHUYECKAs peakius, yamie ¢ s3bika, m.thenar [4, 12, 16]. Ilpu oxnaxneHuu

(qame oOmeM, pexe— JIOKAJIbHOM) pa3BUBAETCS CIa3M  MYCKyJaTyphl,



HAallOMUHAIOIMA  MHOTOHHUYECKYI0 peakuuio. B mpomecc  BOBIEKarOTCS
PEUMYILECTBEHHO MBIIIIIBI JIUIA (KPYToBasi MbIIIIA PTa, KPYrOBbIE MBIIIIIBI IJ1a3,
JKeBaTeJibHasE MYCKYJIaTypa, WHOTJA — TJa30/BUTATEJIbHBIC MBIIIIbI), MBIIIIIBI
1IEH, AUCTAIbHBIE TPYIIIBI MBIIIL KOHEYHOCTEH (daie pyk) [25, 26, 29,3 2].

Kak u npu wmumoronun  Tomcena  3arpyAaHeHO  paccliiabieHue
CIa3MUPOBaHHBIX MbIlI. Ho, B oTiMuKMe OT UCTUHHOW MUOTOHUU, HAOJIIOAAETCS
napajoKcajbHasi MUOTOHUYECKAsl PEAKUMs: C KaXKIbIM IOBTOPHBIM JBHKECHUEM
cna3m HapacTtaeT (stiffness, anri.). B OonbmmHCTBE ciydaeB MOCJE MBIIIEYHOTO
criazMa Ha MEepeoXJIaKICHUE, MBIIICUHYI0 HAarpy3Ky pa3BUBACTCS TPAH3UTOPHBIN
nape3 (TUIeTHsl) TOPAKEHHBIX MBIIII, JJIAIIMNACA OT HECKOJbKUX MHUHYT J10
HECKOJIbKMX 4acoB U JIHEeW. BHe mpucTynoB MeliiedHas cjiiadbocTb, TMIOTPOOUH HE
xapakTepHsl [9, 35, 36, 43, 45].

Bo Bpems mnpucryna MHUOTOHMM MOTYT OBITh BBISIBICHBI THIIO- WM
runepkanuemusi. Ho mpu napamuoToHuum OWneHOypra, B  OTIWYUE OT
TUMNEPKATMEMUYECKOT0 MEPUOIMYECKOTO Mmapainnya, Gpapmakosiornueckas mpoda ¢
MepoOpaIbHBIM MpUEMOM  XJiopuaa kanusg (7T) He MPUBOJUT K Pa3BUTHIO
MBIIIEYHOTr 0 Mape3a u u3meHeHnto OMI-narrepHa. XoTs B €AMHUYHBIX CIy4asX y
NalMeHTOB  C  MapaMHOTOHMEH  DiieHOypra  oTMedaeTrcss  HapacTaHue
cumnTomatuky nocie K -narpysku [17, 24, 48, 50].

Tun Tedenust 3a607a€BaHNs — HEMPOTPECCUPYIOIITUH.

Jluaenocmuxa. B xpoBU 0OHAPYKUBAIOTCS KPUOTIOOYIMHBI. B MblieuHOM
ovonrate MOTYT OBITh YCTAaHOBJIEHBI: HEPABHOMEPHOE HU3MEHEHHE Auamerpa
MBIIIEYHOTO BOJIOKHA, IIEHTPAJIbHOE PACIIOIIOKEHUE siipa, aTpodus MBIIIEYHBIX
BoJiokoH 110 tuna [4, 31, 42, 46].

Ha pytunnoii snexrpomuorpaduu (OMI) MuUOTOHHYECKOW peakuuu He
BBISIBISIETCS, HO OTMEYAIOTCA CTAaTUCTUYECKU JIOCTOBEpHbIE paznuuus OMI -
MCCIIEIOBAHUSI TIPU MIPOBEJCHUU XOJI010BOM MPOOKI (B TOM YUCIIE CO CTYNEHYATHIM
cHmxeHueM temnepatrypsl 10 34-30°C wnu g0 20°C) y mareHToB ¢ MUOTOHUSIMU

Tomcena u DiinenOypra [48, 50] (puc. 3).
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Puc.2. Ilapamuomonusa Dunenbypea [Kinoshita M. et al., 2003]. A — ceneanocuueckoe oepeso
SANOHCKOU ceMblU, 8 KOMOpou npobauo (uephwviii kpye I-1, ykazan cmpenxoii) u 0soe ee demeii
(uepnwiti keaopam II-1 —coin, uepnwiii kpye 11-2 — dous) cmpaoanu napamuomonuei, 0OUH CblH —
300pos (benviti keaopam 11-3). b — 6Oorvhas napamuomonueu mamov - I-1, ee 6o01bHOU
napamuomonuei cmapuwiuii coin — I11-1. Obpamume 6HUMaHUe HA XOPOULO paA38UMble CKelemHble

Moluysl 6e3 ampoguu.

V.K. Nielsen et al. (1982) mokazanu, 4To y MallMEHTOB C MapaMUOTOHHEH
DiinenOypra u MuoTOHMEW TomceHa TMpU MCCIEIOBAHUM TP KOMHATHOM
temrneparype DMI" umeer cTaTUCTUYECKH HE3HAUMMBIE Pa3inyus, PU 3TOM Y HUX
C mapaMHOTOHWEH OHiIeHOypra MOTYT pPETUCTPUPOBATHCS THUIHYHBIE IS

MHUOTOHUU TOMCEeHa MUOTOHUYECKHUE pa3psiasl [33].
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Puc. 3. Heonvuamas OMI" npu napamuomonuu Jiinenoypea [Weiss M.D., Mayer R.F., 1997].
Oonopaszosvlil KOHYeHmMpU4eCKull U2oab4amolii 21eKkmpoo eseden 6 m. abductor pollicis brevis
npagou Kucmu. A — npu KOMHAMHOU mMeMnepamype 3apecucmpupo8ansl NOSMOpPHbIE
nomenyuanvt ogueamenvuvix eounuy (I[E) u oounoynvie muomonuueckue paspsiovi. b —
NPOOOJIIICEHHbIE NPOOEHCKU MUOMOHUYECKUX PA3PA008 NOCAe OXNANCOeHUs KUCU TbOOM 8
meuenue 5 mun (napaookcanvuas muomonus), IIJJE omcymcmsyrom. B — noemopuas IMI

cpa3y nocie cozpesanus Kucmu oemoHcmpupyem cruudxicenue amnaumyowt I1/]E.

OpHako mocse IpoBEAEHUS XO0J010BOM MPOOBI C NOTPYKEHUEM KUCTU PYKHU
B JIE[AHYI0 Boay B TeueHue 10 mMuHyT naHHele OMI' 3HAUNUTENBHO OTJIMYAIOTCS:
IpU MapaMHOTOHUU DiIeHOypra MHOTOHHUYECKHE pa3psiabl UCUE3al0T («THUILKHA
BO BpEMsI UCCIIEOBaHUS»), PA3BUBAETCS MbIIIEYHAs] KOHTPAKTYpa; MPU MUOTOHUHU
Tomcena HapacTaeT aMIUIMTyJla MHOTOHHYECKHX pa3psAnoB 0e€3 MOSBICHUS
BBIDAKCHHOM  XOJIOZOBOW  MBIIIEYHOW KOHTPAakTypbl. Kpome Toro, mocie
MPOBEICHUS XOJOJO0BOM NpoObl MpU MapaMUOTOHUM OMIeHOypra XapakTepHO
CHI)KEHHME aMILIUTY /bl MOTEHIMANA ACHUCTBUS MOPAXKEHHBIX MBILIL] [0 CPABHEHHUIO
c obcieroBaHNEM NpU KOMHATHOW TeMmieparype (puc. 4) [50]. HekoTopsie aBTOpbI

peKOMEHAYIOT mnpoBenenre DMI' ¢ yepegoBaHMEM NOBTOPHBIX OXJIAXKACHUU U



COFpeBaHI/Iﬁ KOHCYHOCTH, qTo SABJIIACTCA JOIIOJIHUTCIbHBIM
BBICOKOYYBCTBUTCIIBHBIM TCCTOM JJIA BepI/I(bI/IKaHI/II/I AUarao3a mnapaMruOTOHHUUN

DiinenOypra.
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Puc. 4. OMI" npu napamuomonuu Oiinendoypea [no M. Al-Lozi]: chudcenue amnaumyoul

nomeryuala Oeticmeust NOPAaAdZHCEHHbIX MblIUY npu OXANCOCHUU KOHEYHOCMIL.

Juggepenyuanvnans ouacnocmuka mapamuotonuun DitnenOypra (C4342T-
myTtanusi reHa SCN4A Ha xpomocome 17q35) crnoxkHa U TPOBOJUTCS, B MEPBYIO
ouepeib, C CEMEWHBIM THIEPKATMEMHUYECKUM MEPUOJUYECKUM MapaindyoM
(curanpom Andersen, myrtanus rena SCN4A nHa xpomocome 17q35), muoTroHuei
Tomcena (myrtamuss rena CLCN1 wa xpomocome 7q35), 53nU30aUYECKON
aauHaMuel ¢ win 6e3 Muotonuu (6one3np Gamstorp uinn HY PP, myTanus rena na
xpomocome 17q23.1-q25.3) [43, 47, 49].

Tuneprxanemuuecxkuti  nepuoouveckuti  napaiuy  (cunopom  Andersen)
XapakTepu3yeTcs  OSNU30JaMH  MBIIMIEYHOW  c1aboCTH,  codeTaromieiicss ¢
rurnepkajieMreil B Hayalle IPUCTYIa U MPOJIOJDKAIOIIUMHUC HECKOJIBKO YacoB 0
CIIOHTaHHOTO npekpaimeHus. [Ipuem kanust mpoBouupyer npuctyn. Haumnaercs
3a0oyieBaHUE C JIeTCTBA. MexXay TpHCTyIlaMd OTMedaeTcss BapualenbHas
MUOTOHMSI BEK U KoHeuHocTed. Co BpeMeHeM pa3BHBAETCS MPOrpecCUpyIoLas
Muomnatus. B HEKOTOpPBIX ceMbsiX HAOMIOJAeTCsi KOPOTKOE  TYJIOBUIIE,
KEIIyJOUKOBasl TaXUKap[us, NapaMHUOTOHUS (MUOTOHHUS, KOTOpasl YCHUIMBAETCS
npu ¢usnueckoil Harpyske). CienyeT OTMETHTb, 4YTO HEKOTOpPbIE aBTOPHI,
aHAMM3UPYS CXONHOCTh dddekTa Tepanud (EHUTOMHOM TPU CEMEHHOM
TUMNEPKATMEMUYECKOM Mapajuye U MapaMUOTOHMHM OWIeHOypra, CUMTAIOT 3TO

OJIHMM H TeM ke 3a00j1eBaHueM ¢ pa3HbeIM penoTunom [13, 37, 47, 49].


http://www.ncbi.nlm.nih.gov/Omim/getmap.cgi?l170500

l'unoxanemuyeckuti nepuoouueckuui napanuy (Familial hypokalaemic
periodic paralysis — HypoPP, anen.), 6one3nv Gamstorp XapakTepU3yeTcs
NPUCTYNIaMU MBIIIEYHON CIA00CTH, KPOME JIMIEBBIX W JbIXAaTEJIbHBIX MBIIII] B
COUETAaHWU C HU3KHM YPOBHEM Kajusi B IUIa3Me. 3a00JieBaHME HAYMHACTCA CO
BTOPOTO JeCATUICTHS KU3HU. [IpucTynbl 1idaTcst HeCKoJbKO YacoB. OTIBIX MOCIe
(bu3nYeCcKOl Harpy3ku, UHCYJWH W TUNOTJIMKEMHUS MOTYT BBI3BaTh MPUCTYM. Y
KEHIIMH OTMEYAETCSl HEIMOJHAsg MEHETPAaHTHOCTh MAaTOJIOTMYECKOro TeHa, Y
MYXYUH — TOJHAasA. BOJBIIMHCTBO Cly4aeB TUMOKAJIEMUYECKOT0 IEPUOANIECKOTO
napajiuya ¥ 4YacTh CIIY4aeB CO 3JI0OKAUECTBEHHOM THUIIEPTEPMUEH BBI3HIBACTCS
MyTallel B TeHe, KOAUPYIOIIEM HampsDKeHHE B BOJIbTaX BXOJa KaJbI[MEBOTO
kaHana ckeneTHbIX Ml (CACNATA) [24, 34, 43].

Muomonus Tomcena (myotonia congenita, Thomsen disease — TND, anen.)
HaCJIeIyeTCsl MO0 ayTOCOMHO-JAOMHMHAHTHOMY THIly. [leHeTpaHTHOCTh MUOTOHUU
Tomcena BapumabOenbHasi, HO CUMIITOMHBIC (POpMBI HAOJIOMAOTCS C YaCTOTOH 10
90% cnydaeB. [lebGroT 3aborneBaHus - OT TMepUOAAa MIIAJIEHYECTBA O 3PEIIOTO
BO3pacta, HO yamie B 2-3 roga wiu B 10-12 ner [4, 19]. OnHako MUOTOHUYECKHE
MPOSIBJICHUS Yallle 3aMEYaroTCs MAllMEHTaMH U WX POJCTBEHHUKAMHU IO3]IHEE.
Muotonnueckre (EHOMEHbl OOBIYHO YMEPEHHO BbIpakeHbl, B 90% ciyuaeB
BBIBIISITOTCST TTpu DM -uccnenoBanuu, 10 50% - npu nepkyccuu. BHemHuil Bua
NaleHTa MUOTOHMEN TOMCEHa: MBILICUHBIM KOPCET XOPOLIO PAa3BUT, MBILILIBI
penbeHBI - «aTJIETUYECKOe TENOCIOKEHUe». BeaymuM cuMnroMom 00J€3HU
ABJISIETCSI MHUOTOHMYECKAsl peakuus (3aTpylHEHHE pacciabiieHns MbIIN),
BO3HUKAIOWIAsl MPU MPOU3BOJBHBIX JABMKCHHUSIX B Pa3IMYHBIX TPYMMax MBI,
BKJIIOYAsl JIUIO, SI3bIK W TJIOTKY, KJIMHUYECKU MPOSIBISAIONIASCS CBOCOOPa3HBIM
HapylIeHUEM JBUraTE€IbHOrO aKTa: IOCJI€ MEPBOr0 AKTUBHOTO COKpAaIleHUs
MBIIIIIBI  BO3HUKAET TOHUYECKOE €€ HamNpsKeHHWe, U3-3a Yero 3aTpyAHEHO
paccnabienue. MUOTOHMYECKAsT PEAKIUsl MOKET HapacTaTh MPU SMOLMOHAIBHOM
MEepEHaIpPSKEHUN  (CTpecce), YCTAOCTH, TojoaaHuu. HekoTopble NalKeHTb
NPEABSABISAIOT *Kaja00bl HA TO, YTO X0JIOJ yXyamaeT ux cocrosinue. Nielsen V.K. et

al. (1982) ommcanu arrpaBallii0 MHOTOHHHM XOJOJOM Yy TpPE€X UJICHOB CEMbHU



Tomsen. OxgHako B OGONBIIMHCTBE CIIy4aeB IpHU MPOBEACHUM HrosnbyaTon OMI
OOBEKTHBHBIX JAHHBIX 32 XOJIOJOBYIO MHUOTOHMIO Yy MAIlMEHTOB C MHOTOHHUEH
ToMcena He BbIABIsAETCA. Mexay arakaMH MBIIICYHAs CHJIa OOBIYHO B HOpPME.
MuoToHn4ecKkre aTakd BO3HUKAIOT y MalMeHTa Jake B MOKOE, MBILIIBI BO BpeMs
aTakd AaKTUBM3UPYIOTCS, B peE3yJibTaTe YEro pa3BUBAIOTCA THIEPTPOPUU
CKEJIETHON MYyCKylnaTypbl, Hauboiee BbIpaXCHHbIE B OONACTH  HUKHHUX
KOHEYHOCTeM u srogun. TedeHue 3a0oneBaHusi OJarompusTHOE, yYalle
CTal[MOHAPHOE.

Jleuenue. Ha cerogusmuuii 1neHb 3(PQPEKTUBHOTO, NATOTCHETUYECKOTO
JIeYeHHs] KOHTE€HUTAIbHOM MapaMHMOTOHUU He pa3paboraHo. [loaTomy Oosblnyio
POJIb UTPAET MPOPUITAKTHKA:

" CO0JII0/IeHUE PALlMOHAIBHOTO peXuMa JIHS;

" orpaHudeHue (JIyylle HCKIIOYEHHE) MPOBOLMPYIOUMX (aKTOpoB, a
TakKe PU3NYECKUX MEepPeHANPSIKEHHH;

" [pPOBEACHHE IAMSAIUX pPEAOMIMTALMOHHBIX MEPONPUITUN (3aHSTHE
JI®K, cioprom HEOOXOAMMO, OJJHAKO HATrPY3KH HE JTOJDKHBI OBITH YPE3MEPHBIMH,
HeoO0X0uMa UX MHAWBUyallbHAs JO3UPOBAHHOCTh, PErYJISIPHOCTD);

" peKoOMeHayeTcsl M30eraTh MUIIEBBIX MPOIYKTOB, OOraThIX COJIIMU KaJHs
(kapTodens, u3oMa W JAp.), TUTaHHE TMAIMEHTa JOHKHO OBITh pallOHATbHBIM,
OoraTtbIM BUTAMUHAMHU, KJIETYATKOM;

" HE PEeKOMEHJYeTCsl KymaThbCs B XOJIOJHOM BOJE, €CTh MOPOKEHOE U MHUTH
XOJIOJTHBIE HAITUTKHU;

"  paluoHaJIbHBIN BBIOOp mpodeccuu (UCKIOYEHUE padoT, CBS3AHHBIX C
npodeccruoHaIbHOM BPEIHOCTHIO, MEPEOXIIAKICHUEM, 3HAYUTEIbHBIMU
bu3nuecKMMU Harpy3kamu, HEOOXOJAMMOCTBIO OBICTPOM CMEHBI MO3bI, PabOTHI C
3aJIaHHBIM PUTMOM (HaIrpuMep, Ha KOHBeepe);

" [UIaHUPOBaHWE OEPEMEHHOCTH U BeICHUS POJOB [4].

KenarenpHa TreHETHYECKas KOHCYJIbTallMsA IMaOuCHTAa C IIPOBCACHHCM

INpe€HaTajJdbHbIX MCTOAOB JHAIHOCTHUKHU (HO BOSMO)KHOCTI/I), KOHCYJIbTallus



JIeYaIero HeBpoJora U «pasroBop 1Mo Aymiam» (HampuMep: ¢ CEMEWHBIM BpPadyoM,
Y4aCTKOBBIM TepaneBToM). JKeHIlMHA, UMEIoIasi PUCK POXKACHUS peOeHKa C
HACJICICTBCHHBIM HEPBHO-MBIIIEYHBIM 3a00JICBaHUEM, JODKHA OBITh yBEepeHa B
CBOEM mapTHepe (cympyre), Tak Kak Opemsi 3a00Thl O HOBOPOXKIEHHOM MOKET
ObITh €l OJHOW HEMOCHUJIbHBIM BCIEACTBHME HapacTaHUs MBIIICYHOM cIaboCTH B
MOCIEPOJOBOM  TIEPUOLE. KenarenpHo, yTOOBl  MAapTHEP (cynpyr)
3a07aroBpeMeHHO  OblT1  MpOWMH(GOPMHUPOBAH  KEHIIMHOW  (Cympyrou) o
BO3MOXHOCTH POXKJI€HUSI O0JIbHOTO peOeHKa, YTOOBI OH ObLI TOTOB 03a00TUTHCS O
MaTepu U peOCHKE, YTO MPEICTABISCTCS YPE3BBIUAWHO BAXKHBIM JUIsI COXpPAHEHUS
CEMbH.

Konrenuranbnas MapaMuOTOHUSA (mapamMuOTOHUS DitnenOypra)
yCyryomnsercs TMpu TPOKMBAHWM MAlleHTa B PETHOHAX C  XOJIOJAHBIMU
KJIIMMaTUYECKUMH  YCIIOBUAMH, TpHU TepeoxyaxiaeHuu. [Ipu HEBO3MOXKHOCTH
CMEHBI MECTa XHUTEIhCTBA HA PETHOHBI C 00Jie€ MATKUM (TEIIBIM) KIMMATOM,
MO>XHO PEKOMEHJIOBaTh MAallMEHTaM TMpUeM OJOKATOPOB HATPUEBBIX KaHAJIOB B
3UMHEE BpeMs Troja, TaKk Kak NpH TNapaMHOTOHWUW OileHOypra HE OIHMCAaHO
nporpeccupytomei MpiedHoi ciadoctu [30, 44]. B 1o e BpeMs MOCTOSHHBIN
npyeM MpernaparoB MU HX MPUEM JIETOM IpU NapaMHOTOHUU HeleIecoo0pa3eH
[4,30].

PARAMYOTONIA CONGENITA
(PARAMYOTONIA OF VON EULENBURG)
N.A. Shnayder
Krasnoyarsk state medical academy

Paramyotonia congenita (PMC of von Eulenburg) is a human hereditary
disorder where in missense mutations in the skeletal muscle sodium channel lead
to cold-exacerbated muscle hyperexcitability. The most common site for
paramyotonia congenita mutations is the outermost arginine of domain IV segment

4 (R1448).
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