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Abstract:

by mutations in the skeletal muscle ion channel genes. According to clinical manifestations, hereditary skeletal muscle

Hereditary skeletal muscle ion channelopathies are a group of heterogeneous hereditary diseases caused

channelopathies are classified into two major categories : non-dystrophic myotonia and periodic paralysis. Non-dystrophic
myotonia includes myotonia congenita, paramyotonia congenita, and sodium channel myotonia. Periodic paralysis in-
cludes hypokalemic type, normal serum potassium type, hyperkalemic type, and Andersen-Tawil syndrome. Because of
an overlap between non-dystrophic myotonia and periodic paralysis in clinical phenotype and molecular mechanism, a few
patients can simultaneously exhibit the phenotypes of both conditions, indicating that hereditary skeletal muscle channelo-
pathies are a continuity in the clinical spectrum. This article reviews the classifications, clinical manifestations, diagnos-

tic criteria, genetic pathological types, pathogenic mechanisms, and treatment approaches and progress of hereditary skel-
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etal muscle ion channelopathies.
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Xt i UL T G R 202 L PR R B 2 AR
M FE D B> B BORBLE IR 9T 7k KR T it
JERATERA (L 1) .

| cacnats || |

WisEE
P 3 1 L i 77

A
JE R PR

WEEE( gk
JESUIE R

AR P AR BES %5 AD - Y R AL
Pl R ULR 5 1 2 JE T i

1 FEHERRE

J Pk TR A0 R R (PPs) SR e Lk R T S B T
A R A AL R . I PRIk A AE L
TC S AR, R R 20 /1007 o R £ W T L
IR AR S A P BA e v 0 R R A 1
8 B R O P AR R R R (21 80%) L, P
J7 B R 5 MAH I 3 208 W IEEAE 20~40 %, 500 7 I 5K
FBE R AR (10~20 27 ) AH XTI 5 55 1 8 35 EL 5 24
1 97% BV 5 E R (24 62% ) T i #s B 98 8
M ZR A B B, T3 Lo 4ty B0 A8 5 19 LR AR, (1
SR PG 2 A R B I R AIG , J HR  TE 5R AR
g,

2 IEERRN

2.1 I AREAR S5 ARAE

ARG 25 JE AR BRI (hypoPP) 2 5 L 19 JL 2
P P PR S A R R PR A IR R R N - (1) £
TE 120 F e, B2 T4tk ; (2) — A RAER &
PRPURE T F7, 2280/ N A H TR AR . PO L
I ) 3% 5, 30 it E 328 it 5 308 55 0 e 28 S TG AL PR A
NI AN 5y 3% B2 5 2807 o0 7 35 ml S B i LG g6
U R T S S AR A 5 (3) A TR — R L) 1E
WA R B (2 25%) W] & R R R A LG
TS . RAEFASE 15~35 % W8] K AR
Fffm , Z 5 BEAE K R A R BOE Wik b 5 (4) 155
KN RS e JEEE s e e B0 4
2, A4 2% KR E hypoPP FOWFSE & B . 5574
T E FA L, 3 [ hypoPP Bk B E H W2 W, Kk
AR AH XTI, =TI 10~30 2711

1 B R FE A R (hyperPP) , SR E 3R B0 K AR
PERLTC 3 £ L8 i . (1) 278 10 2 &, 5 1k
2 (2) AR F TR R 5 R s B0 D TG ), R 2k

BFA] 15 min~2 h A5, 2 FATEE AR, 3 249 2 n] L4
FLRAEWTA] 5 (3) AR R A LA PR R AR, T
U VAT A WU B AR P bR S TR i
W12 WA B8 B ABAS 2 B 0 A 3% ), — i)
A R B AR LTE ) 5 S BRI T e Il
25 e s ek E DU Bk Y R KR
A5 5 (4) — O W) R AEUEUD | A AR 1 1 14 Jn
RN F R BTN, BB 2 50 & e AR
TEUR D 5 53 8 TR SR A R APEILTE T
FILZESE , F2 8T RAINLA ; (5) 5 hypoPP 1 [X.
SR T A AR IMERAS R A1, 34 A A %8 i A 2, i
TR, O IREFEIR A E "

TE 5 LA 7R S AP RSB (normoPP) < IIff PR | 35 %2
TR S AEMENLTC 3 B B 008 PRV B2 R . 2 AE
10 27 i s, LI 7 R IR RIS AR AR P82 80K 24K
S, R A S0 B e PR A A Y L R R A B A
S RD R AR AT R RN EE AR , AN I

Andersen-Tawil ZE G 1iE (ATS) « 2 3F 5 2 W )
TR IS TR T S 1 BRI, 240 o S B P R AR 1Y 109%
ANF T HANE A 0 RS, B R 2 R 2 B
TIMIER . HOEB AR Z L, DLRIHPE BRI 2
DR MR B SR 3 Rl R B0 3 2 KRR
fIE o ATS FIAE R AR AR | T 04 A0 s g, U
R R 22 UL, AR VSR B 5 380 A AR A3 A > R
Bl AR IR A A T T B s moK AL & W ik e 20
iag) Kk FER A&k, DIERZ BIER AT R
IR MO H O B AT UL 5K U i L Q-T [ H 4iE
K E M B B 0 R B A
ATS 19 Q-T [R] ] 4 < 9 45 & K QT £ & ik 7
(LQT7) , 1& S A A O R NG QT 455
FERRAEH UL AR AR S0 2 A AR, 2 TORE IR SR A 7R 2



XS AR 2025 4E 5 )] 42k s

FESA YO R DT o THD RN % A T a2 ATS
fIERAY Z — o VR I T R R AT 8 Bk MR 3 M1 s
HIAR T8 MR PRI 58 IR 24/ AL E e S 3 LR
I A S CHE P i SR R ) /N T
AR . B SR LR TN B AN A
M T R S B RN R R R TR
78% B H BA 2 P RRAE , o DUSE R vk 4E (BiE)
EN R T = I N R

2.2 Wbt A

S A ALK AT - hypoPP A& A I 7 B K G
:‘FJ—_E'J%L',k’f/lzlﬁj/ﬂ}q[ﬂl{%a%qhquﬁﬁ,hyperPPTj—:jyiﬂf
0 i A0 T 5 I K s normoPP LA 1E # 5 ATS &
VRT3 B A B R T sl AR

AL FE LR A < hypoPP &/ .0 Ha, 1] S22 AR 4 2l
AR AT U B, S-T BRI, T 3898 A n] 5]
B AR AR DL O S SRR
PR R 0 Bl R B R UL s hyperPP & A AT 3%
BT Mg (S-T BORA, P-R A, P 3 5
IV H 2, Q-T R AE , QRS 4 5 5 T Il 5 45 =i
LA FL R A R I s normoPP .Uy [ IEHE ; ATS B &
PR HE OB R IL SR U, Q-T R IE K .

i1 25 B A2 G AT < hypoPP & VE 2 Bt 248
A WUASHVE AL (CMAP) S IR A% . 328 3 & 2
0 2 A T S VAl Tt 2 T SO0 R et ) i v A
FBt. MRz sk g HIR T /NG IR 7k
4510 s )5 10U, 1230 5 B2, B A]F% 10 s~1 min
IC5 CMAP IR, A 3. KB 3hih & Si 8
BE,/ANERIMK G 15 s 5, A5 s, HE ES
min J5 , 10 S WA T, 12 30 J5 RO 21, & 18] B# 5~40 min
SR E AR NERAL. CMAP MU H 43 HIT A
X Gz 3h 5 P E—1z S AT iR ) / iz 3h A e <
100% o TE S [l AR ] 100 M SRR 5t A 25 e i
iF R SLEIE R . KB ik SR AR, B
40 min P IR/ T ARASHL LR AR T FE K T 40% 5 hyperPP
JLHS, P 3R B0 A A 3 0 3l B osl /b IS R 6 5 7
YETRIH , 50% 11 £ 35 T LA 30 LA 5 F 67 5 3 40 AR
LA R AMNLTE 1 i B T A R R P
R R iz 31 A g vl A B T2 W i iz 3)
5 R S PHAE s K B2 i A SE IR BH A , R CMAP
W T BEBR , JCHAEZ 35 BT 20 min T R
1% PR 5 normoPP AL H (8] 5% B0 ok 0 B 32 B 75 kiR
CMAP Ft75 , K i3z 2l Ak e BH A | W) s T A L
ELHLT R I ATS KBz 8035 & il g PHE 7

o JEUAGE A S B P BRI SR A EEOR UL PR o BT DA
A 55 R I AR WL e BEAS 25012 Bl b 75 R A
— i IR APENLTE ) 83, 5 2 5 A L 5 )
isf, AR T UL PR A BRI, HEBR LA o s P
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JeL AP R AL PR 9 B AT 2 2 R L R B (A
RS 5 5 B0 3 DA G, 55 10 3 HE PR 9848 J A LET
Y WA HRRAR B3 B DR 2 AR R A LA 4 i B
AR

2.3 Gfsttiizr s L]

(SRR Ry SR R N NE TR o
CACNA1S BRI 578 F: 3 hypoPP 1 #U, SCN4A
[R5 P 22 78 S 35 hypoPP 11 Y, HoAth A hypoPP 17 ;
Horb, T RZ) 8 80%, 1T B2k 10%, A2 5 10% .,
HHTE & L5 hypoPP I BUAH &Y CACNALS FE [R5
%€ A8 20 A3 b, Ho e 1583G>A (p. R528H) Al
c. 3659G>A (p. R1239H) J2 5 5748 ; 5 hypoPP Il #!
FHICHY SCNAA HE PR HR 542 3T 20 Ff, Horre. 2015G>
A (p. R672H) Fl c. 3395G>A (p. R1132Q) & #

hypoPP E5 3 Kl CACNALS . SCN4A J& R 43 51 4
i i UL L2 E P [ ] 45 8538 1 ol 75437 (Cavl. 1at)
B B UL H R T 45 B 38 3 o W3R (Navl. da) o 45
SCEPIE I 1 o A RS 4 AN RS54 3 T ~ 1V
BB LI, B SEEAL E 6 5 A o 1R iE
458 S1~S6,S4 Fr Bt Hh 52 5 1 11 B i iy 4% 2
i 202 RN 2 A4 i 7K 2 1R T A A, 00 G EL AT FL R
AZERIVER o A T B LA e 1 58 438 1 o 7B
£ (Navl. 4a0) S4 X HE 2R 58 78 I DI REAF 98 A R, &
AR A T — AN ST T R AL A B
8, FROA 145 fL i (the gating pore current,
1) 1 FL A A i 2 F A B S0 1, 78 Rt fb
(P L R IR AZ 4 BT 5GP o e S HLE B T3 LR
A — AT Na B I S BN 4 S ifb. H
A9 B 38 DA Sk, FE AN R A i S vk B OE (3.5~
5.5 mmol/L) i, & ELHL A7 HH 90 mV 2421k 3] 87. 3 mV,
FM AT A B . A2, A S0 R R G F)
3. 0 mmol/L LA F (An7ERIZLiz s , MR i KL &9
RESFINFEHRBELT ), i S AL 2 4k J i ik 2
60 mV, 7 Az i, F ARG (14) A 368 10 2 1% 5t 282 P JUL PR
S T Y AR 2R 0 B 2 S U PR )RR A
TEE L LT H e [958 38 18 ool WE 57 (Cavl. 1a)
AR BRI S A B L L8 P R [T 45 5 0 3 ool
TEERA (Cavl. o) 548 835 10 JILEF 4 bt id s 21 1)
FEFLR G . T LAY & B hypoPP % 9 AL
WEFE I — A0, W AR By L AR 1Y) 25 4 24
SE T HERRS0T

o B R JE SO PR R e R BT B R
L5 hyperPP #H 5 i) SCN4A F K55 B 2875 30 43 F
Hot e 2111C>T (p. T704M) Fl c. 4774A>G (p.
M1592V) B 284 . SCN4A FE R P98 A8 S IR %
A B TTEAT R, 77 A DL I A2 BRI Ah 1 5k R
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IE ) S5 D REARASFHILAR o

T I A T ] A JRR O R e A A
CACNA1S %5 [R5 B 28 78 5 30 normoPP 1 % |, SCN4A
FRRIZE AR S  normoPP 18, . &5 normoPP 1
RUAH G ) CACNAILS FE [H 9 #5828 A c. 3667A>G
(p. R1242G) , 5 normoPP IT B 5 1Y) SCN4A H& K9k
P75 8 WA ¢. 2023C>G (p. R675G) | c. 2024G>A
(p. R675Q) .c. 2023C>T(p. R675W ) %5, IhfEMFsE &
2 SRR B I AR AE— DL T IR B A
B F g A A DS FL AL, 1D 4 L H IR A T A
TR ERES T, 8 ¥ @B Y6
Eﬁ.ﬁl.l&m' .

Andersen-Tawil Z¢ & 1 52 & 9% 00K 4 3 4%
KCNJ2 5L 2828 S8 ATS T 8, Hofd ol ATS 1T 5 5 1
i, A2 5 70%, 11824 5 30%, C &35 ATS M
KR KCNJ2 55 R s R 5€ 748 30 4, 55 UL A% 28 A8 A
c. 199C>T(p. R67TW) .c. 652C>T(p. R218W )%, Jiig Bl
FRAR SRR SR, 7 P [ 4 3 A R R D 4
SIAE R SR A AIRAS: | B4 F A7 Ap 2 B () R 2 FRE F
7 AR R, DATTT 5 350 S B0 TR O R s A
i

3 RIS

3.1 hypoPP I PKiZ W 3= LR

(1) BAEVE U RE TG H)—>2 h, ZAERHEA 47
R AMEYRIT A R () B RN 2 s sh eIk 8 ik
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KAE YA Z . HEBRAE KRS A ; (3)7 FH
PEF G 5 (4) PP 28 e A 3% A [R] 0] K iz 30 43
56 BH: (CMAP I8 /0 >40% ) 5 (5) F PRAG 0IE 512 #5217
CACNA1S ,SCN4A KPR PRI AR

3.2 hyperPP Il PRiZ W 3= 2 AR5

(1) & AEE DU TG Sy —Be<2 b, & VERS AT 1 4
Fhmr; () AN E s s E R E B fr, 25 8. FE
ok 20k e v B IALAE 5 (3) 48 BHPE R % 5 5 (4) B AR
K iz 315 &R 58 P (CMAP I8 20 >409% ) 5 (5) %
PRIRG I IE S HEA SCNAA KRG B S5

3.3 normoPPIlfi Ri2 Wi T B AR #

(1) RAEME VU RTE I — MR 82 80K, BAERT A
MR IE R #MRIR T IO (2) A MR TG L 5 (3) &
YE R Bz 8l & 15 PH A (CMAP I /> >40% )
(4) 5k DR G 00 S1E 52 4872 SCNAA . CACNALS F [H 55 #
ZAE

3.4 ATSIEIRIZ W T ZEAR YR

(1) BAEMEDY R TE ) — A 22850 N s B OR |, &
VERT AR 5 AR ARE T & = O H O F A
A DLYEIC U, Q-T [ AE K |5 M et al — He At |
L[] 25 0 Bl Aot T 1T B R B IR (2) A FH
PR S (3) & AR A K B iz )75 & 56 BH P
(CMAP I8 /> >40% ) 5 (4) F& BRAS HIE 52 # 47 KCNJ2
FERR RS AR 5 B SR BRI S i W L3R 1

R AEFEBYE R MM RR R Y e RS AE

% B Y T IR fE B ATS
RGNS () 1~20 % 1~10% 1~10 % 1~20 %
K AEFFEEETE] (h) UNIDE PN B~ Boysh~1h BN ~BUOR
ALa - —/+ —/+ -
iFERNE B 5 JES AL S YA BE JES EAMAE iEEh 28R EAMAE UL B8]
B ik EH M EH % IEH &
N B 2 EE Sy =i SN SHL AT M40 KO
WLP R L 25 JUREAR (49530 18 ) 8 R 42 (hiaiE ) BERE BIRE EHIERE

4 LT AT AR 3 2 1 P B LE 2 2

4.1 AR EIHPE R IR YT

RAFWGYT < B H A TE AR CAE , DAY 45 6 & AF
IFR] . B IR ER NS 28 L AT i A v B ILAE
TR R 10% S8 A0 B0 B 5 2 1 30~40 ml, L5 5
2 h i 20 ml T 2PRE IR G775 , 24 h 9 45 780 S it AT
K 10~15 g3 J7 U AEF T AREE 1T IR 10% S ALER kA
PRI 30~60 ml, B 2474 . W SA7 Xt 25 I R xE
H TR RN B G (A A R K R EAT
AT REINEL LTC I , 76w KRB 7 v 4RO L TR

WRRYT - B eI S 5 R D R A4S K A
BYRE ST 57 G T 2 R 2% N b
RE B 2R R IR R A AR AR K
e Y B AR, T G Y IR A
PE: (ORI P IR SEACE 1~2 ¢, B H 300 (2) Ik
W 12 I i #0 77 (carbonic anhydrase inhibitors,
CALs) « B0 WA 4TS A7 B30 B R A B0 FR 3, A0 L Tk
I f% (acetazolamide) 2" | i H 14 % (methazolamide) |
XA ARTR I (dichlorphenamide ) >, [a] B 1 JIj I K it
IR LA B 4 40 1 & A 5 (3) IR OR B A PR 24 -



XS AR 2025 4E 5 )] 42k s

XTI ] e T, I 410 ) 5500 DI 8 s o 1 S 5, Rl ]
PRERFI IR 2, 4084 28 85 BE (triamterene) | % {4 €T 38
(antisterone) ,

4.2 PR R I R IR T

RAEWIAYT « (1) i R i dthiz 3y, 3855
AT A A 5 (2) W DK S A A A R A 5 (3) Dk
SR AR B 2R 5 (4) V) T R (salbutamol )R A

T IAYT < (1) Geifs A P2« b o i B R (A
Rt ) MGy, ket i RZUR D157 50 R g T 9E
P EREE 5 (2)HEFIRI IR - AT M FH G 2SR B0 ity
i 3R R AT BEARR , 00U e R GE 25~75 mg/d , B
H, FURRE MR ; (3) BRI B G5 £ e |
FH s frz sl XS AR AR e 5 (4) 36 U1 (mexiletine) A ] T
TRIT LR B 5 (5) R0 35 70 75 52 JBR T 174 i 1 3 B £ 1)
BT 7 Al AR A RR 24, 451 a7 JIE B s 7 35 B I i
(succinylcholine )5 ; (6) BH T FIMEIN - 235 % IS
DAL S0 ot PR 3

4.3 IEE AR R RS R AR T

RAEIATT « #0DKE S A A R 8 , sl K it 2k
PRERIK I o

TG ST « Ak R P 400 10590 , G & Tk ek e T R
W e e XU AR AR e, D v AR Tk, B 1k 2k 97
FEVS R 4

4.4  Andersen-Tawil ZE&HF VG YT

RAERAIT ARTT O R FR J 30 R g5
M RAE o XA RIS R RO B il B vk B 2 A 7
AR AL

FPIRYT T B 2R S S E I, R e
AR AT BE VT FNHEA T AR O F P S5O0 A 0 I, dn
TATRERAE R, v LABE B 32 M BH I 71 | 138
T BH ) (R 2 ) 8538 18 BH T ) O I A2 AE A
a3 O A S BRBIAS (ICD ) IRYT 2

4.5 IBITiERE

2016 4F , A 2 9 T S0 e JRR L 8 o felt ) i il
QIO0IRYT AR, HAT IEAESEAT I RIS o 2 1% il
Q10 10 mg/¥k , 3 W/d 3¢ # 3 Hu 2K Bk 30 mg/ik .
3 wﬂ\/d[zs,zs]o

2014 4, A 2F 3 41 Na-K-2C1 P [ 5 32 5
(NKCC1) #4157 Bumetanide (£ 34l JE ) 7] G XL AP
Y ] HR P RO B A IR T ASOR | A SE AR JE T L
NKCC1, P iy BR 1 5 5 52 2V H A6 AH 5 1Y) 48 At P 4
WS TR, S ECE AN M MRS T, LEF 4E AR
E XA B T B IR ILTE T 0 AR R g AT AR i
WU S K 5 . ZEXF NaV1. 4 Fl CaV1. 1 5E25 (Y hy-
poPP /)N ERASE BRI 53 v & 02725 Xof vy B 75 i U 42 B
SEBNBIRITCR . 2, — WAL BUE | Rt
BE ) A ZE A JE IR YT hypoPP I I PRIXIRAF 5T . A
2 10 9] CACNA1S 287 hypoPP & . Ktz shifs &

- 405 -

SHG T CMAP YR B T B FE A ) F 20 M i dn . &5
RN REG I 1 h, A S Al JE 20 702 Jgt 77 A I (R AR
i Y F- X CMAP | 73 [ 22 5 R ge it 22 L H 57
BRIV ARLE V67 b A 2 0 5 LTS s & AR
HR S ok A T A R LA . XA I R
B B SER  3 A Al REAT LA JURN I AL HE AR i
ZIN B Sl TR e R X 7 A 2 P 245 T 3 7t
Bii FH 24, 5 2l 552 36 AR LU I PRI 36 16 97 50 2 A X 4
RIS R o ARARATY T BE— 24 KA, I RO 5T
ZZSUIRYT hypoPP H AT BEME

T 0 B 58 3 T R < Retigabine (Ji 25 i€ ) J2:
KCNQ JFHCH , e o 80 v it , I a2 v o BRAE &
BT AR R BB - PEAGR A A R BIR YT o re-
tigabine (1~5 pm) X%t 1 %Y (CACNAI1S % 4% ) i1 2 #Y
(SCN4A 572 ) hypoPP /)N BB ELIG Y7 i, WA 2L Il
RS & LTy, IR FENLTE ) R AR I KA.
BA 247 HL AR W R S T30

5 FEMNEFARMEMNBZEE

AEWLE F7 A B % LS8R B (nondystrophic myoto-
nias, NDMs ) /& 5% UL 9 B WL 30 18995 , I R 3 2
A W S LA SEIR A A, S BOTL A RS
PRIF I 55 NG 7 SRR, R 2R AE 0.75/10 T3 ~1.70/
1077 o AR Ik R 3 30 K A DR B 5 28 ) S A8 44 L)
R S R AE SR B (myotonia congenital , MC) F156 K
| L5 & (paramyotonia congenital , PMC) , 4% 18 i& AL
7% H (sodium-channel myotonia, SCM) (31,32]

5.1 Il PRAEIR 5 AR

511 FERMENRE  SERMENEE(MC) 2
W WL AR AP LR B, SRR 0. 2/10 07 ~7. 3/
1077 o AR 82 1% 75 2000 o e (0 R 1 5 A% 1Y
Thomsen B FlH Y (ALK FIE 15 1% 1 Becker £

Thomsen HY 4 KA%E L3R ELIG RFFAE - (1) ZHE
B LI L R AR o (2) 5 R IRy b B0z s FH A
T JJURE A 1 TCR ME LS L, WLTE T N2 R G
AN 5 WLPR S S Wi, 5 | R AL PR S A it K , S
iz 8l GARY 5 Lo B Bl s A T . (3) ¥ Ak IR
(L4 TS A HUR BRI REIEGR R A1 2E
RREEE.

Becker B 5 KA U5 BTG RAFAE R - (1) # 72 )L
LT RN 5 M B (14 Thomsen TU R, {FfE PR 45 L
. (2) W T BT iR s B ETF, RN T
U SUNLAE TS 2 4 B i LT T R 2R L s 2 8008
WU ELS A R WLIC ) a8 3l Ja nl s s T IR 2
MUK, Sz 3 B AR AL, LT IR s I A OG5 2845
ST IR JE B AU AL 25 5 SR AT
I, 2= T A E . (3) 15 K I R AL 7% |
154  H A MMZ5: . Thomsen 1 Fl Becker A 15 1]
B A0z Bl 5 LR BRI A iR LR (warm-
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up phenomenon) .

5.1.2 SERPERIGRTE SRR (PMC)
ST H Y R A AL LS T e , R 1/
2577 WGIRHRFAER « (1) 8 H — R TE 10 2 Z FiT 5t &
9 5 (2) T UL IR UL S0 K b s g WL B, T JUL B R
JUUSER T B DR i UL L R PR XU IR A2 2R T
WAL B (5 S0z 30 5 WU BE RO ) 5 #8326
BN ST RN BIEOR DB Tk
JR R AMENLTE Iy s T AEILIA P 5 (3) 15 K I R A
15 788 z g IR P B A SRR R R

5.1.3 fmEIELER E B4 E DR H (SCM)
Je i G R M A% R UL I TE O , R R
2970 1/40 J7 o Wi R _E BN —Fh At iy Lo EA
WLICT7 , M FE IR SCNAA S — N1 20 , AU fh A 2
AN B 0 EE L B (potassium-aggravated myoto-
nia) W% SIPE L L (myotonia fluctuans ) F-F A P L5
L (myotonia permanens) . Z, Bf M i 2 o7 M AL 5% L
(acetazolamide-responsive myotonia) | Ji £ WL 58 H
(painful myotonia) % . G PRAFAE A « (1) A — M
1510 % Z Hil A0 o (2) T LR AR JULs: B0 ., i 0 P4
MR i B R R HE 35 5 AN L LS T m] P A LAE R, L
T o (3)1F5 K MU EL PR 2R G4 = 15 2 e 3l TR L il e
1E2NIE 3l R LSRR R s Eh
Ji WUsE ELAE R 98052 %) i B 42 (warm-up phenom-
enon) . (4)AFEWLIC 7 o (5) %5 i BE AN U

5.2 HiBhA

5.2.1 SEESEAAKA (1) Thomsen B LI AL
PR AL 4 B THEG 5 (2) Becker Y I 575 LR I
FEFHE 5 Thomsen BUFF = I I, (EHAN M 2E TE [ FR A
3~4A{7; (3)PMC H1 SCM LY LR S P A2 E T i

5.2.2 fha A BAG A (DAL E . a]
UANIIGE = I ER AR AN ER AU SO 770k o -aha b e IR
PR B N A 7 d gl B I BIR 4 R R
SR FE B 2 AL T BE TR o (2) RN 12 Bl & S5
orvk RN A F/ME RV AR 10 s )5, 12
WA, iz 35 BN, BE B 10 s~1 min e 5%z 3)
it 22 4% 552 & LA 3h 7F B A2 (CMAP) 3 i, T
3R BRI BT A S VKARE T2 il e
F7 min, (572 FHRE AL, B2 iR izshi k
SCEG . AT 80 kLI A 3 ML Fournier pat-
tern 1,32 20 10 s J5 CMAP 3 M Al i FLP s T f >
20%, T 512 )i Ji CMAP % I 3 — 2L N B ; Fournier
pattern Il ,32 30 10 s Ji CMAP I3 i 0 1 B T o>
20%, 7& 1 min ] PREER S, 52 32 Bl i CMAP
T iR 2 B AR s Fournier pattern Il , 322 10 s 5 1 min
N CMAP % i A ARS8 A2 4k, B 2 iz 3 e &
W AR, — i 7, PMC £ I A Fournier pat-
tern 1, MC 76 2 5 AL IR T 2 B4 Fournier pattern
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Il . SMC K Fournier pattern IIl ., (3)4< iz 8l1175
R R N BV AR 15 s 5, A S s,
FEHEES minJ7 , iC SRR AT, 12 35 B ), 4 8] B
5~40 min g %82 A WA SER AL, MCHISMC KB}
18 B K S KR EE H L PMC Kz 31 & 5256
BRI S

5.2.3 MG A LA MRIZR KB4
MC g F AR LA o] LA B4 2] — B BRI AL , /) il
WUR A B NR WAk o WUIRI K b -t AR & I, Dt 2
NG B FHE PR LA e 1 B STIR SR 91 B 5 5, B4 ek
[ H S 2R 80 IR

5.2.4 izl arm MC & CLCNI
F [R g B 52 A8 BIr 2, 0T 430 8 35t 4% Thomsen %1 A1
Kokl Becker B, O &5 MC A& CLCNT %
[R5 B2 75 30 43, Hirb ¢ 892G>A (p. A298T) 24
MURAR . PMC 25 Y o iR PR 1% 2l SCN4A 5
DRI PR R AR B 8k, & & 5 PMC AH G SCN4A FE A
5 B 2748 20 A3 F, Hovb e, 3938C>T (p. T1313M) %
c. 4342C>T(p. R1448C) 45 2 i An 5 o A A BAREFE
F 5% K B — A~ v [ 5 R PR I LR B K R R A
SCNAA FEH c. 4097A>G, p. N1366S 1 5 72% , 1 1 I
R IO UIE A 3 T A 1A S R A, T2k R )
b, 4 % 38 38 2 T S S U R M RIS 5
FHLHI . SCM 25 Gt A b 14 35 1% 2 Hh SCN4A
FE R R AR BT B, b 2 &k B SCM A E /Y
SCN4A F [H i B AE 10 AxFh , & & B IH S # p AF
5o AP BABRAE IS5 A 80— o [ 3 1 L5
K Z WM SCNAA FEH . 2108T>C, p. L703P #5725,
A A ) A 50 UE T B0 T O R KR %
P04 IS AR RS TG 2 TR T I AR S S v
TE LA A R 2 AR e

5.2.5 JEFE MCEE BB NUICE: 5 FE AR
o 2 JLBIEDT S B4R EE LT 4 K/ —, TEB AL
Y ZE 45 AT B ILLF4Enl B2k . PMC 2508
HE B WL BEAS I ] DL ILET 4 R/ INAS — 8 DL IR
RAE SRR ESH  WURZF 2 ZE L .

5.3 WKz

5.3.1 MC ARFELLUT I REFAE A BhAS A 12
Wro I R R BUAT A LR AR LR K, ) B2 s )5
L3 ek 2 (Warm-up BLE ) 5 1L ULER B4 B /K 752
JEE T, WL B 7R LS B H A, S s sl i S BR
Fournier pattern I £, JLPY MRI a] WL LA Jiig 5 1k
Sl K s A BHAE SR s 5 8 Gt IR Bt 35 4% (Thomsen
AU ) w0 R B 1 8L (Becker ) K R 1 o
CLCN I JERRBRGEAE

5.3.2 PMC AR¥E LTI R FFAE FN 5256 2 A6
ELW . NIRRT A RE LR, 7R & LA
VIR, o IR B R IR T & R AR, PR IR S5 R IR 2%



XS AR 2025 4E 5 )] 42k s

it 5 10T AILTR i il A P2 B T R e A A U < e
1z 815 & S 5 H Fournier pattern [ 3, K i iz
AR S T W s B 40 min PN IR /TR LR
BN BE K T 40%; FHPE 5805 8 5 SCN4A J [R5 22

5.3.3 SCM MRk LT Ife R 4R 1E A S 56 28 46
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AW, IR FTIAFE IR E T A UK, R &2
@@Eﬂﬂgiﬁﬁ%(Warm—up PG ) % vl B AN BURR
AEWLTE J7 5 WLH B 7 L L F AT, 2 o) 38 8l 2 52
55 Fournier pattern A3, KB4z 875 A& 5200 1E 5
A BRI S SCNAA FE R L9 4 . & IR LS
FRAS R LS EL I PRAEAE 2 591 DL 2% 2.

R2 AREEBIENEFA R MEUEE R IR KFFE

S Thomsen MC Becker MC PMC SMC

I3 TN THET K HI R JL5E P R 5 T L3R

ALa Warm up Warm up JJLAE K 2w VLA B Warm up

W Jc P 2 Sl i g LIS ) AN JetEAT WU

IR hA~2 % A ~4 % A A

I BEATL A CLC-1 DRk CLC-1 gk Navl. 4 DIRE A Navl. 4 DIREFAS

j\ﬂ Hﬂ'@ij] 140 Pattcrn I 140 Pattern I o Pattern | 140 Pattern I

waikn =D -3 mp y E oL Srrees Sreeene tremn
g f}"‘;‘ /p\"f,&w‘ i fw/)v*/,&w‘ Q.:::.\ =
=y ey Sul N\ =
T e

5.4 IRIT Wi, {H 33X 86 28 Wy 1 7 30 28 E— 20 i i R 5 fin

XF T NDMs (948 38, U8 3 1 AR AR I
J7 R et BT RAAZ B, SR B R 2R
SCMA R H R AR, B BGH T2 T

Il PRAF 5 k75, € P A (mexiletine ) J2& B £ 5T L
5 EL 254, 6 A AP 2R ARLAE LS R A RAE LR 5354
% (ClinicalTrials. gov Identifier: NCT00832000) ., 32
PR Ib 200 2 B H H I 428 A 3l a8 BEL S 711, &
P4 2 B e 300 5 1 5o B 3 Y PR A T A A, iR
it B AR R ISV ORI T, AR E A
AT 32 26 P4 A , W] 2 B PUmUIE 25 1 P 55 = 88 (la-
motrigine ) . < & P4 (carbamazepine ) , [e 25800 R
H 24 ) 3 T LT R R JE AR TR T D 15
an 2 1k Mk B (acetazolamide) | i B M Fi (methazol-
amide ) B¢ X5 AE AR i (diclofenamide ) %F &5 43 MC A1
PMC &A% JUHXT 2% i i) PMC, BE AT L
e U A AT A WLIE e AR

BEFHIIHHH (succinylcholine) |5 I it & (epineph-
rine) . B ' I It Z AE 32 AR # 3) F (B -adrenergic ago-
nists) . 0> £ % (propranlolum) F1 Fk 7K il #% (colchi-
cine) A] RES I EL IR IF , 13k S (i FH

6 DHEERE

7E NDMs {697 40U, © A S8 40 % A9 R v 7%
15 i (safinamide ) £ 2 — il 28 5T 94 3 38 BH ¥ 591
EXTUR BRI A —E B . BRI, A
W (riluzole ) 41 il -5 22 PE AN HLIAL , (0 078 B LR B

PABGAIE o B X KCNQ 38 il Ay K" 18 T8 30 511 - Ji 5
TEAEIR YT IR A LAY, IR 5 DR A o i
SR AL A . E—TF 5T, BIF5E 3 A I H
B A MR S S 0 T LR LAY F5 I T AL
Sif L AR E AR 0 AR LA B PRI R
T A 0 ok L PR Ay P R L A B BT sl
A SR R A R IR, B AT RE S A 7R S A LA
VT KRR UK 46 S UL Lo T A T R LA A B
14 48 2 ORI S A HL AL AT RS IR LA i
2% BB B AT ROT VR 2 e S I R
BE™
i b, BT lER 2T E MESE E R
AT ) BE T KIS T AL LR R HE RS T . ok
RBIWTFETT 01 6LA5 - T & AT LAY 25, At X e e
B I I S R LR o FEPNRITHOR BRI,
B R TE E R SR HRIA AT RE . s X
¢ JUL B 13 2 S8 A RS2 T, 22 R AL
A B R B TR
MEmAPRER: HAEEHFATFEAN S
N
EETTBRARR: AT F & Jrib kit A & |
AR SR Vit U B B U M BAE B8O R
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