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A% 47 B4 & 39 P4 K 98 ( hypokalemic periodic paraly-
sis, HypoPP ) DL AF £ L TG Jy £ I ¥ #0 F 4G | #b B
J& WLTE g T8 2 A S AL, b J5 399 1 R 95 ( periodic
paralysis , PP) i i WL AU
1 i

HypoPP $2 J5 K AT 3 oAy J5E kP A0 40 25 1k A 26
J kA HypoPP 4 15 52 382 15 £ ( familial hypokalemic
periodic paralysis, FHypoPP ) Fll #{ & 4 ( sporadical hy-
pokalemic periodic paralysis, SHypoPP ) W %I | & [# DA
BURPEZ W FIR i 55 1R A 300 1% JRR 5 ( thyrotoxic
hypokalaemic periodic paralysis, TPP ) 7E V. I A\ B 4k &
P HypoPP i Sy 22 UL, il IR 3% 8L 5 )it & ¥ HypoPP
e Jp AL, 2 o5 4% &8 4% & 1 HypoPP #) 90% LL I,
J& SHypoPP [ 2 4% ,2 % ) 7. % W JC 84 i 3L TPP,
ER DN R N R el N
fiE o JTAF R B 22 05 BRI R, W N )iz o A
T V475 [E %, HypoPP A1 TPP 7 P4 J5 5 52 ok 8
W, 5IE THEZMCTE.. WE BN T E A R
P HypoPP , {H K& [H 58 48 28 R[], I PR 3 AU A ] H.
FAERNG 22 5 0 ASCH AT S8R IR, B 7E 2 &
I PR B2 2B A AL, HE Sl ik T 5 /Y E R, B A b 4R
Sl FRIBIT o
2 RITRF
2.1 [R% 1% HypoPP BRI 1T % %

JEUK 1 HypoPP Sy & e 0 R 2 4 5t 4%, K i
40 1/10 73, BELy b 62% , ikl 38% , Btk
BURBEHEAE RE T, AR EL TR
#E™ o PJ7 ARfh FHypoPP £ UL, & & SHypoPP i
% F FHypoPP
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2.2 TPP WIR{TR

TPP 7Y AR &5 & AN & & . 90% 11 i
T K R R AR . A R E A AR B T RE
HTPP FRG R 405 1. 8% F1 1.9% , i #£Jb 35 F T
ABEFAL N 0.1% ~0.2%"7", 1967 4F i #5 & /%,
H [ P RO B R TPP SRR O 13% ~ 14%
LA 0. 17% %, 1991 4E, H A B Tl %
TPP B RN 4.3% , LHER T HE N 0.4% 7,
ENRE PSR E TPP IR R4 0.1% ~0.2% ",
ZE JEHEE L ERE R E Ok P LA TPP Y 4
B TPP E PG U7 AR A L R RO 25 S
P JEE MR TR, TPP LIBL R £ W,95% L 1
TPP 5 51l o 8k % » & [ LI SHypoPP £ WL, A1 7 25
NA, H R AT BE R T RO 25 R, W & M Hy-
poPP JE K 2 45 iy Hb W 2 AIG . AN [A] Al % HypoPP J [
Ab 8 RN TR 1 TR AN I R A N $E  HypoPP 32 %
SEIR B , 9 AF B 3L P 5t A IA Sk, HypoPP AT fE
B X-E SRR AL
3 ERBSRARRENMEXE
3.1 FHypoPP

FHypoPP fj A & 3L N BF 78 88 £, (HA A 20% ~
30% i) FHypoPP [ 3 2K fE ) o 0 3 [ .
3.1.1 CACNAI1S 2 H 60% iy FHypoPP Hi & 3
S5 5 Al 5 CACNALS 3t 5, B HypoPP1 %I, CAC-
NALS B F 1 5 Ak KE (1931-32) , 0
44 A-HMEF, g RSB B LA i = A i nE A2 A R
B L %45 B 1 il 18 ( calcium channel of skeletal mus-
ce) EH, ZE FMBEEAN THE RS, @
P WL 9 45 B 1 B0 B 0 1T 5 UL IR 0 % By — i
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a2 By M, ol WHEFEZEWIEERAL, h A
Mt WE 52 A N G AR 1 45 & 57 s NS B - 3 i BEL
RIBI a0 5 M. ol WAL 4 A ) I8 45 7 48
(DT1-DIV) 4l i, ix 4 4> 454 3 & — 4> & 7 1L
AR 6 B o BRE S (S1-
S6) , 3% 6 A~ 5 IR WR g 45 M & 2 AN [R] 1 T B IX
s, Horfr S5 f1 S6 Sy L E X 4k, S1-S4 Sy L [ AL &k
I, S Fr B AL TR K52 A I O B A, K
4y CACNALS ZE 45 §2 M S4 A B, DB i S3 K
B

FHypoPP 4 ¢ i) CACNA TS K& [5 58 75 i 45 43 S
fF 11,21 30 540+ F, 5K RAERE
B Ay F5: Arg528His, Arg528CGly., Argl239His,
Arg1239Gly . Arg897Ser . Argl74Trp . Val876Glu""*
J& His916GIn'""" ., HypoPP1 %I iR &% % 4k £ F 4 1k,
By r.2 o 1~2.3 ¢ 1, ghEMHE KRR
WA MERZPBACERE RSO,
HypoPP1 A {8 2% % HypoPP2 # ( UL J5 30 ) M # K W
R R PRI 30 10 2 ,16.5 %), RES+F
St ) K (OF 2 8 ) 4 50 20 h, 1 h) MY Hy-
poPP1 #J i CACNA1S Arg528His fll Argl239His %8
7 g5 R L

AR CACNALS K [ 5 75 2 % ) HypoPP %
Rk 2 HypoPP [y #it £ 3 Bl Ab , 4% H ¢ s . CAC-
NA1S Arg528 His F1 Arg1239His B & & 9% 4E 18 7.,
BRSNS R R, 2 HypoPP Z L,
[ ] CACNA1S Arg528His Fll Argl239His % £
MILEMER, EFBINE,30 2 L5 R,
ik 12 6T T 900 ) %) 2 TG e B 3R 0T A R R Atk
W3 B, 2001 4F H A4 GE T —4> Arg1239 His
RUXFR  BRERE/NI ~T8), HorEEE
WERA R ATy 8, 5 B P i 38 9 Fe 1R
WA 2% 57, CACNA1S JE A Arg528 His 28 45 7 %
P H P AR FM, B 0.35% ~0.45% , "] L)
B A RE AR BURE AR 5% 5 (1 B MRS R, A iR
i, CACNATS 3 B Arg528His 245 [ — B K & th
kA R e, i E ) — > CACNALS Arg528 His
KE T AR E N 0. 8%, CACNALS
Arg528His (F 125 1 h) # CACNAIS Argl239Gly
(P IR 16 h) FR 25 9 90 1) 5 28 i J|) 2 Uk b,
CACNALS Arg1239Gly it Z B2 i 53 A7 BUER & 4 ik
Ji Wi fE . CACNALS Arg528 His 35 X ¥% % 5 A U,

{HFE % % = CACNA1S Argl239His 3 5 % & {E
BN, X —FIEAEEMN R R P RERES (B
77% )™ . K # 4+ CACNALS Arg528His Al
CACNALIS Argl239His B & xF W A &,
Argl1239His REF RN LW B FH 5 T H Lk
P IR AT T & AR, AT B 5 M L A2 B R OK A G
AAEAE Y Arg1239His A8 K R, 80% 2 1 & #
4R 301 R R0 ORE % & M in Y. Arg528 His
CACNA1S 3L F1 Arg1239Gly CACNATS 3 P %€ A5
BT UL IR %38 . CACNALS His916Gln 3 P 58
AR 258, MAE ZErh R o i, 55 1k
A H LR, LA &R . B — CAC-
NALS Arg528Gly R R, B E 248, LI B F
H 83% , b B J7 A % . CACNALS 3t
Arg1239Gly 5878 (8 & LTk M iR 1697 ok, A ¥ &
NTH, TR W Y A Tl TR I il A0 o R L AR Ak i v Y
YERT o 2878 35 DY) b s R 19 4H 2 2 ( His ) B Q8 22
AW, pH (HAE — & B A BT T B, B UL 4i il
() 6 Fh pH E R AR 7T B8 2 X B BE 1 B B AR £, AR
T A ) 38 JE O TE RE N R AR O I £ T R B IR T R
Mo ez, HaEm (Cly) &R 5k K %248 X pH o
SE CH R R AR 98 R N BE N & TR M i IR
J¥ o % 25, [A FE, CACNA1S 3 [ Arg528Gly %€ 745
BAE I S B R T R A 5 A RS
7%, CACNA1S 3 Arg1239Gly 2845 i 3% 22 1k 47 3
BIT AR
3.1.2 SCN4A %A H FHypoPP # 3B 10% N
SCN4 A 3 A, Bl HypoPP2 %I, SCN4A 3 [H f F 17
SRR (17q22-23) 65 24 MO T, i b5
Hi JE T4 B0 08 o TP 5L, SCN4A J [ 4 B 7= A 1 1
BV R FliEd o B1.B2 =AW 4
B, o AR EE P INBE AL, K o WAL S
CACNA1S JEH 4% 1 L AU 4550 18 ol 7S A L, i
4 ARG B (DI-DIV) 45, & A4 585 A 6
NI o BRTE(S1-S6) . S4 & & IE B fif Bk Ak, 2 iE
SR INE R O N A IR A ) N R Ay
BF,S4 B B 3 51 2 S5-S6 i@ B i 2 B 1k,
WG IE IE . SCN4 A J PR 58 48 3 B0 % L AN ia 15 1) 12
JAG G R, BE 0 D) Re M B ol E A B >, A
& VL S L 35 3 1F fa A, LT 4 11 2% g M e 1K
Bk, A EAEEN T A .

55 HypoPP A7 X 1) SCN4A 5 [H ¢ 48 {7 i {7 F
12 f1 19 SAb G F b, 24 KI5 A8 KR 445 .
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Arg669His ., Arg672Ser, Arg672His, Arg672Gly .,
Arg672Cys'" | Argl132GIn  Hl Prol158Ser, Park
E AR M OB T & B OSCN4A JE A 1
Arg222Trp 845 o M 7 %™ S L 1 T SCN4A JE K
[ Val7811le 2742, BLIN N I 5% 48 5 HypoPP 5% & A
K, AT RE & IE# BE N Z M. SCN4A P 58 2% fif
R LT 669 H1 672,

SCN4 A JE [ 5 78 52 F AT — 26 L [a] 19 Il IR 4
fiE, £ 45 55 Pk L 1k 2 0 58 4x Ah R R AF I
BB E A NUR UL R e AR RED .
2001 4 Sternberg 2™ Xf 58 {4 v [E HypoPP H 3% i
Ttk o K B, & Wt M 36 7 SCN4 A S5 [R5 A48 ff 3
T i SCN4A Arg672Gly f % I R 4F 5 0 &
o AF S SR 8 P R L Pk R ¥ O 58 2 Ah . SCN4A
Arg672 His f8 2 1 I PR 45 55 8 7 4 ) 0, 25 % LA
JE I A A A R Y — A~ P [ SCN4 A
Arg672His RAEFR R BB FHEAE 2RI, Ltk
TFARRR, ANEG T A AL, £ BEME IR IR T TR,
5[ A4l B 19 SCN4A JE [N 5 A8 TR ) o [
SCN4 A Arg669 His 2z P [ 2 i PR AE MR Bk 2% AT R
B . E B PEE™ i b B SCN4 AArg672Gly
KB W R 5 AR R R AR e R RO A 58
AR, EAEENUVRE, B R BN EERE, &
Tt A JHg V6 97 2 BOULTC 0 e . Al WL, [ A ) i P %
AR & Y AE A [ Bl 7 18] I IR 3 B A7 A 25 S o WB 4y
SCN4 A Arg672Cly A1 Arg672Ser fB3E Z WEME V6T )5 R
R VENE™ Y, SCN4 A Arg672Gly Fi1 Arg672 Cys
HH AT VR R P30 . Arg672 Cys 3 P E 16 [ 4 f
R SE 42 Ah . 2003 4F, Sugiura YRR
Pro1 158 Ser i i %8 72 I 44 38 38 T fE 32 it B 72 1L 1Y
R M AR O, AR il P 4 e e BB AR AL IR 3 O R
BRI L A SCHR AR GE , SCNAA S [ %8 45 55 i
JEL 3P JRR 5 ( HyperPP ), IE 5 1M 8 B F8) 309 1 JRR
( NormoKPP') , 5 K 4 &l JJL 5 T ( PC) 1 # Jinn 5 # JUL
BB (PAM) 4547 %

3.1.3 KCNE3 A %1% iy FHypoPP B & 17 7F
S B H JE 1) 4% 40 G GE Y KCNE3 B DYk g, B Hy-
poPP3 HI™ | KCNE3 2% A fii F 11 5 et f& K &
(11q13-14) , 4i 1% £ ik MiRP2 ( MinK-related peptide
2) ,MiRP2 5 8 fi Kv3. 4 L [F T R MiRP2-Kv3. 4 4
Ao BUE UL A- L . Kung 57 AN K A 1R
K 0 Sl A F A B S 1] FRLIAT , 90 4R 3 R F L Y E
Ju, g RO A S T g i B L AR T, =R ILTE )

KA MIHLE . =4 R 1k, KCNE3 3[R H g & BA7 78—
Ab 5 LA A A R Arg83 His o — SEBF 5% i 7%, KC-
NE3 J& A 5842 76 1E % A FI HypoPP (83 vh 22 S o 5 it
SR, 5 PP AR AR A
3.2 SHypoPP

F% [E SHypoPP i £ F FHypoPP , {H 3¢ F SHypoPP
14 38t % 24 BF 95 3¢ 0 o AL/ B0 SHypoPP j 35 v & B
T FHypoPP 1) 805 3t B, #E I £ %1 SHypoPP i % 7]
B H AR & 2B f00Br JE R %% A8 B 857 . SHypoPP £
UL B I AT fiE 2 [AL Dl FHypoPP J& [N 7 2 wp A1 8
RN R, — SR AP B0 Lok 35 TR 4 A B 8 R AL 3
B, FBF R KA, 2 IR E SHypoPP 3 &
ZEIHZ—"", Lin %" 7£ 12 ] SHypoPP ff &
AN & B — ] CACNATS Arg528His H 3, Sung
412 A2 60 15 SHypoPP (8 % h & LT 4 ) 14 43 31
H.# CACNA1S Argl1239His, SCN4A Arg669 His Al
Argl 135His € 45, Cheng %' J7 38 , KCNJ18 3t
0 5 1) B FL UG8 GE Kir2. 6 %€ 7E 5 SHypoPP # 3¢,
28 A5 {5 {0 5 R43C, VI6SM, A200P ( AP
Arg43 Cys . Val168 Met , Ala200Pro)
3.3 TPP

UEAFE Ok, TPP AR 56 36 R Il R BIF 95 A . iE
A N A AE TPP (35 4% 2] 5 FHypoPP A [f] (1
S5 B8 T 3 38 L AR . 2002 4F Cerutti 5 R 75
—A~ 44 X mom R TPP B bk Bl T KCNE3
Arg83 His 28 A8 5L H . 3+ TPP 9 IIfi JK £ #L 5 FHy-
poPP 1k # {L , Cerutti 25 1A K TPP ) % 9 AL il 0] fE
5 HypoPP3 A [dl, {H J&, Tang % 78 79 4 3
TPP i % " &K & Bl KCNE3 Jt [ & 48, fifi J5 , Lane
S S BRAE PG 5 (L RR N TPP B % W A7 7 SCN4A 3t
Arg672Ser AL, JoilE & S AL 5k FN 56 5 Y A A
2k TR R B, 25 25 4 L HypoPP {H JE HY IR iR 2 AE JT
iE , & 7~ TPP Hil FHypoPP 28 75 K& K| B A & & M, [
FE Y 58 748 ik ] BE AT 5 i HypoPP, 1 W] 3 2 TPP,
Rolim % £ 3k [/ TPP i % & % Bl FHypoPP 1) 2
JE [ CACN1AS Fil SCN4A ZE748  HE TPP [y 2500 I
PIAF e R 22 5 o 301, Ryan 2677 R BT — A 3
(40 L B -Kir2 . 6, S5 H 5 TPP A 56, Kir2.6
o1 KCNJ18 JEN (17pl1. 1-2) % b5, H #% WL b A7 3%
kL, HF SR HARIRME T3 Wy, HE kA9 A
Kir2. 6 %€ 78 fif 5 5 TPP & %5 M1 5%, H) R43C,
V168M ., A200P, R205H, T354M. K366R,
R399X . Q407X A I144fs, I 1, R399X F0
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Q407X FeAB A fi i # UL, % AL F AL T Kir2. 6 il iE
i C-2K % , Kiv 3 18 Jy B8 $k 2% BOH0 A0 0 08 D, %
Wl , WUIA 2% A PE AR, 5 2 TPP R 3 1 R 8 &

PERO S BESE R, B0 G Kir2. 6 1948 S AE i 5
BRI TPP H 3 v i 3k 33 % , I P A Fif o 0 45 4%, 77
TE R 22 54k

A WA Ry, H H R S G R TR A R A
HIRZAMES TPP LW AHC, K 2 811 s ¥
5% M FROIR B 2600 4 0 T VR, FEURE R
WA A s B0 I M DX DR P L B CACNATLS
P 11 BANEF C1491T T1551C fil C1564T 17
TERRATIR Z 5 PE (HA i 5 TPP KA LXK . Silva
LT 47 B CACNATS JLH 11 S48 5 F 1551 i 5
C/T 1564 fii &5 C/T L7510 g N TPP () 5 &
FEIN ., WA e 3k [ A6 Oy DU Ik TPP R
i & 9 T CACNALS X 11 54§ F 1551 i 5
C/T WAL IR 2 80, I 2 TPP (% 5 J& JE [ 5
] B} s % B8 CACNA1S JE[H 26 ﬁmg%mwcg
SYES S TPP MG, Mo, a8 NAATE B-H 1
It % BE % & ( ADRB2 ) , Eﬁ#kﬂ%%%ﬂﬁ ADRB2 |
P4, ADRB2 J:[H Z M 5 5 F IR R 6 & 48 916 1
P A 56 ADRB2 32 (A SR Bl 40 A 1) T B Y
K F, ADRB2 Ji [H 2 25 1% 52 i 40 89 2 19 1% 1 . TPP
A8 A0 L A0 Il /N Al Na® /k T - ATP il 1 %k & R0 T
PE 25 A5 4 3R R IR R MR R OKF R
Na®/k* -ATP Jif§ 3 1 b F+ 0995 8 . ADRB2 3 [ {if
TREOEKSGB2, FIHE=FIRZETRZE 47T/C.
Argl6Gly (46A/G) fil GIn27Glu (79C/G) , 5 TPP
) 2y A AE DG o Wk [ TPP H 3% b Rk & B ADRB2 J&
DN 2 25 1, T L% 6 D 1 22 25 R A A Bl 22
4 Etﬂ

//TJ:FJ?:L_ HypoPP J& & ¥ ii
PR Bk, i B R A S ok o A [A) 98 7428 1 i IR 3R
7l *Hﬂae Nﬂﬁﬁ%ﬁﬁﬂﬁf”%ﬂiﬁffﬁm H
HEFRATX E N pi 2 BB  AN B £ 1 SHypoPP Fi
TPP (1% 35095 JE R K & s ML AT B 0 6 20 M AR 45 2
A 5 ARG 5 1) o

B, AEA
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