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¢.664C>T p.R222W hypokalemic PP 1B 5 L1 B HATE PO B R OD S AR AR AT SBRER BOAR B 5 bR #8#%2008:48;1103 ERBX
067305 oR225W 5 D1S4 PP/myotonia RAEROKIEER SCNAAEIRTF DFTHRER(R225WHRE EE X 5N FzNa channelopathy D — ] ERER4##%2010;50:675 iRl EREX
SCM Myotonia congenita® 2 L 7=SCN4AZE R D —fi | ERPR###%2010;50:763 KIRF+FHEbE, BX
.1320T>A p.N440K D1S6 PP/myotonia LRTMTUPT 2YIVTOT | Gk B R B D — R TR i & $£5%2007,39:5195 BRANEH, BREX
nusual electrophysiological characteristics reveal long exerci in congenital -
0 votonia assacited with wA4SM sodurm chanmes matation, - CeH 7 COnEETLNeurolony200870A305 | RS
o1333GoA pVA4SM pise Som N v L RIS & B KB DERERS HRik INR RS £2014 BILK, ERBX
*, KBRK
hypokalemic PP
¢.2006G>A p.R669H hypokalemic PP
hypokalemic PP
12 | D2s4 hypokalemic PP
hypokalemic PP
C201SA pRe72H hypokalemic PP RIS AR RBR 2201 5100 BATHF R PE g aker, AR
paramyotonia congenita/SCM A Novel muTation In SUN4A Causes severe myotonia and sCnooi-age-onset paraiytic J Neurol Sci. 2012:315:15-9. |FILX, BB A
¢-2077AC pI693L D2845)  amyotonia congenita RAADNICTARGERE HL. 725 SN TIA =T ERNHE 1zparamyotonia (51360 AABEFRIEA | £ 0 1
congenita® 145l BEmAR
13 hyperkalemic PP *, ZFK
c21110T pT704M D255 hyperkalemic PP *
hyperkalemic PP *
PP/paramyotonia myopathy *
hyperkalemic PP *
©2698.2640del pK880d! " som BEETHENaT v> L (SOVAA) 45 7= ZERE R =myotonia permanens 1l ER=A RN
¢.3238A5G p.M1080V 17 PP/paramyotonia NaF v R LBEFREERO ., AFIH =7 - EHUD LERMEERFEEZEL 16 [EEER®#E2011,51:452 HBIIF+F - EREX SNVELTDERE#HYhtto://www.ncbi.nlm.nih.gov/SNP/snp ref.cgi?rs=20115234
©.3395G>A p.R1132Q 1 hypokalemic PP AD *, ZEK
©.3404G>A p.R1135H hypokalemic PP *, ZEK
©.3445G>T p.V1149L PP? NaF v FILERBICEBHRBOBKRSHME INRHEFR2014 BILX, EREX
©.3473C>T pP1158L SCM SCNAARIEF DATOZEEP1158L)I= & Bsevere form of sodium channel myotonia B PR #1%2005,45:1072 BREX
19 |pasa-s Temp: ensitive sodium with heat-induced myotonia and cold- Neurology2000; 54(11)2179= |
©.3472C>T p.P1158S hypokalemic PP/myotonia induced paralvsis. 81 BBEKX
SH =T/ RERFEMAES) D L E R EEFRE O — R FEnovel Na channel £ 2 i) : :358-
©.3875GOA ».G1292D som MG, BB A sodium channel myotonia due to a novel SCN4A mutation accompanied by acquired Neurosci Lett. 2012:51967= | ggnee o Hpmk
21 D3S6 i . autmmm:me mvasthenia gravis. _ _
6.3877GA V12931 paramyotonia congenita | EHBA =T DER R PR #94%2000;40:859 #WEK, ZEX
paramyotonia congenita | BILMETIAI-TIEE |HMHETHAI-THIEET HNaFra BEEV1293DD 14 ERER{##%2010,50:764 KIRAFHERPRRHR, KRA
c.3912+6,3s:;1 2+10delins splicing B3 o som A mutation in a rare type of intron in a sodium-channel gene results in aberrant splicing | Human Mutation2011:32:773=| , oy yc
and causes mvotonia 82
¢.3917G>C p.G1306A paramyotonia congenita KRR, ZEX
¢.3917G>T p.G1306V paramyotonia congenita *, ZEKX
paramyotonia congenita ;:::Lment.a’ﬂéfnﬁ:.g Skeletal Muscle Sodium Channels in a Japanese Family with Intorn med 2003:42:856-861 | EEK, SHK
paramyotonia congenita BH#HEiNat channeiB{EF O A ZER% B8 f=paramyotonia congenitad 1 R F BREE#01F 1995:35:893-896 | SN KN
paramyotonia congenita *
22 paramyotonia congenita | de novo Paramyotonia congenita due to a de novo mutation: a case report Muscle NeVe LWLl )| IE S 44—, BIRBA
c.3938C>T p.T1313M D3-4c paramyotonia congenita *, KIRK
paramyotonia congenita KRMENAFIF =T D BRER##%2010,50,675 SRR chERRRE, BRBX
paramyotonia congenita *, ZFK
paramyotonia congenita ERMASIAR=T DTSR INRRHERER2013;62:322-326 TR X TINITR BT
paramyotonia congenita
paramyotonia congenita
c.4078A>G p.M1360V hyperkalemic PP THEEIFINEH BN LIEYE R RED 1R R B PR #8#%2008:48:1102
.4085T>C p.L1362P 2 ScM
paramyotonia congenita SERENFZARZT DO— I B PR #1#%2000.40:636
©4108A>G p.M1370V ) ] Fiyperkalemic periodic paraiysis ana paramyotonia congenita-a novel soaium cnannet J Neurol, 2uu Luus—
paramyotonia congenita bert "
paramyotonia congenita
©.4342C5T p.R1448C Daramyctonia congenita
paramyotonia congenita
paramyotonia congenita
c.4343GOA p.R1448H hyperkalemio PP
Das4 | paramyotonia congenita Paramyotonia congenita: From clinical diagnosis to in silico protein modeling analysis. Pediatr Int. 2012 Apr 16
©.4343G>C p.R1448P paramyotonia congenita
6.4352G>A p.R1451H normokalemic PP UL DT VA IRIRT AREFHO)IZRINMNISA F— T T/ STLEMILRABRERR |66 o 40429008:48:1102 ZHBRERtUS—, BREBX
paramyotonia congenita A Novel Mutation in the Gene for the Adult Skeletal Muscle Sodium Channel ~Subunit Arch Neurol. 1999:56(6)692- |poepe 4 =
c.4367GYA p.G1456E 2 ' ' (SGN4A) That Causes Paramvotonia Congenita of von Eulenbure. 6
paramyotonia congenita
¢.4427T>C p.M1476T paramyotonia congenita
hyperkalemic PP
paramyotonia congenita FERLHCKME LB MURBHOFARBEEZLIF MV LAF Y RILERBED 5] BREE###£2011: 51(2)::120-4 |REEX, KERX
c4774A>G p.M1592V D4S6 hyperkalemic PP *, KIRK
hyperkalemic PP *, ZEK
hyperkalemic PP BRORKE 2 BMBERTARAREEZLIZF MV LF Y RLERED BR ERER#BAE 2014:54:434-430 | REFFIEKR, ZEX
c.4897C>G p.Q1633E ScM New mutation of the Na channel in the severe form of potassium-aggravated myotonia. lusole Nerve. LUUMII9.000= (ppk =FK, HEEK
c.5104G>A p.E1702K C-ter ScM HERMFT/—E *, ZEX
©.5120 28delins TGT__| P! /V/A- 1/ 1Urdelnsy SCM SONAAIE{E Fexon24$818 Din frame shift|= & Ssodium channel myotonia® BEPR#82001:41:874 ERBA
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