RIS P B E I LEEEDEN) D LESHDVITENY D LHEEEERFEORERERF THY . BN LIEEFFE
REEEL-2TOEFITUT OREEZTINEEEALNSD,

o (M {HFIRMHIELAR/LE (TSH)  IEH 1#:0.45—4.5uU/mL
o TZY—HAuxi (FT4): IEHfE:8.0-20 pg/mL
o TJ—RN)a—KH A= (FT3) : IEH{#:1.4-4 pg/mL

FEE.FTIBES KU FT4 HIET TSH BIEDSE (FFRIRBEETEELZH SN S, PRIRMEETTEE O/aRICKY TPP
HIRATRETHD.

Andersen-Tawil FEEER IZE2HBERRRELTIK. TR UESE. BlhA . <A -5, IRREHE. /I5E. BV, &
0. wHFxE) CEAHEHAET. QT ERSLUDEMREN. EHY Y LFIXE BH Y LMAEZ S E O
RREEEMET S, 2TOERI RIS TLENIELHY 5D, Andersen-Tawil SEZEEE T H BIRA, $IH7 HOKPP DA ZEET
32155, Andersen-Tawil SEIRBED ATREM X 12519 5 L T, RAERRHIO L ER A Holter DERICKZE=2) Y b
ATH 5. SET BEU LET IZ& 2 H BRIRIEIE HOKPP TRON5HD LRI (Fournier HIZEYEREN TS/ —2IVE
LLIE/ 88— V) T D, KCNS2BIEFDERARERTHS, BEVEBRLEZREOSHMEEFo-EREABEERRERA
THd

HUH LEERED . BHMETE. BLILHIEBERRICLDENY D LM, 1) LNEOBRKERSAECHNETT
H 5128 FEBIZ &> TIL HOKPP [Zk BRRERELDO MO REIZ&HEHY 7 L MAEIZ &2 HE TR0 AR A E 2
HIBEAHYS5. TDLITIHE, ME., RPH)ILRE., MFERBRELCE DR RZERICFHET SZLTEMLIS
(&2),

RO, FEFEERO R (F44) ZUr7 L2 FE AR (Transtubular potassium concentration gradient) EA YUY L7V T F =
LB,

yﬁz_kﬁﬁmWAmrmﬁwﬁﬁwﬁm [
? Repyss | heEE® | BEOBR®E

—REEFZREOFEYE (B BT IILERTO ME
—RUETIRATOVMEmGL=VEELR): LoVELES. B8R
PZEE., BEtESMmE.
=iE S5 L0 FaCRMmE (mPL =B EEE)
HE(MmPL=VEEES)

>25 mmol/L Liddle fE{%& (tubulopathy)

=iE
FIFRFAROEEE

S HL BN DORE
EFEFILESE |
BIRFEEER G nEmA+5

gt
i FIRH AR R

E% Bartter EERE(RPALS Y LARETEE-E EREBIURPTITRIILA
j 1E & %45 tubulopathy)
>25 mmol/L Gitelman fEIEE (REHALS Y LEBEETELURPITRUYLETERE
3 tubulopathy)

BRHREEHTIOR—2 X1 BBLU 2 8 (FHULMAEEHES 4 BT
HERHEMTUR—VR

it
T

£ fE

BERRBIT R AR
BYOZHE(IZH T HEEM

A Lt E A B R EHOKPP) EE S M- BB ICB VT REDBRELRET 5120 . U T OERMLZEHEH LR
Ehd,

o FEEDFHFIFHMD 2 DR FHIMR A
o RITRT HUREREEREDRIE

o i HRIRFRHA L £ (TSH)

o TU—YAuFxi(FT4)




o T)—R)a—FH A= (FT3)
BEERIERI- T 289E

FREESEYE, HOKPP LM B E BV THEREDRBIIROZ>OBKLHS, (NMBFHIVLBEDEEIL, &
ST Q) HERFERGEERNOERETH . MFHN) Y LEREOERLEF AETERIHEBIZIESLEND, HHETHIE
R AHEMAIOASMFN I LBENERIELTWSI0H5.

BOLLIGRBIRMICHY D LERETHEAH—DFERTHY. BHY I LMEITH L TREZRMIERDRLHEH.
BHETISHLTIEHETHBNTHY . REREDBREITELLBIDTH S,

e 0.2-0.4mmolkg DEDHYY LR LHIT, 1 ReHH 3 BERIANT T 15 5205 30 S RECRET D,

o WETATERVEFNC, RO 2ERETERVIEFL, HUTLERBIRIIZEREL THLV, FOHE,
HOKPP DR RAEEFH R T DR OH DI N a—RAER-CEAL T N w7 AERITET T, 5% = — VR T
FIRU 2T hIE b7k, BEFRIREIICR ST 2H500) 7 ABE L 40 mmol/L 2L 7/2WIHIZL ., B 5@ 20
mmol/FFt L<id 200-250 mmol/ B Z#E X /e Loz Ui huidebian, miEs Vo AR ENEFLUZRET, i2&
ZHE T BT, Y7 LEEERIELART TSR,

A LMEEETNITRCERIZESIN D LAREOELITOTBIREEC T AREEAH S0, BEAT-ARP-BEE
OLEBERICKZEZRILTIZEETHY, BYBRLAFHIDLABREXTET AL ERTHS, BT, EHU Y LMEICK
YRI5, U RIREOEANLER L TRONSBEIZIL. torsades de pointes EL THIBN DL EUFRRBARN E L AATREM
BEWL BEOEAN) D LN CLRANEFEREELTCUESERNEL S,

EHU D LAMEDBFRON) T LBRIESICLEZRMNGEEH) Y AMEORHOHIZ, DEREMFAIVLREDE
=)L T WEA I LRENEREL-RY, BERHBELETNERSE0,

A 73F—, HOKPP 2513 R AFMIF /A F—IH LTI, FRIMBRLIRAMBRLALN TUVEL, REREOFH
&, SA/RF—OERTFHICEOLHALHNEITHS, ALEIGHHETEETHRBERHFOANLET S,

—RERDFR;
FHAROBNIE. REREOHEELEELZERTILTHL, FRLLEHIRAFEREL. AIRREOBIILELNSH D,
BEITEFI L BRKEBEL. AV LNEEENDIIIGLDOMNEELLY,

#0890 LB (10-20 mmol/[E], 3 El/B) (FREEFHHT HARIESH S, HIZ. LWOLREERITREFORERH
AIZIRA T &LV (BIRISERBICHENECSGLEEICRAT 54E).

7E5JF3F& CACNIAS RIZFD pArgb28His ERLE p.Arg123%His RO BEICIIFERITENTHS, LHrLEHS,
SCNAA BIEFERELDBEDT ELVSIFDERITFHZYELLL, Tabhb5, p.Argb72Gly ERE pArgb72Ser ERD
FEPIZITRIELEERIHLIELHY, O SCNAA BERTEEOBETR, DRIVHIEE I HD.

TE5JIERIE 125me/ B DEHIAL . BBMN T THRX 1000mg/ HETEEBTES S, BRADFHO-OHIZ. lRADKRIZ+
DEKGEBERADETH S,

TSRO REIE, 742U SSFIZEAENBLAGLEE S, REBOABETLHRMABOH OG- HAICE,
CHOTTFER(50-200mg/ H) . YT LTFL 2 (50-150mg/ H) P AED /S5 (25-100mg/ B ) S o F- A B EAE ESh
%

ZRIERD TR

T - B O BRI, B AT RICRREORBENH D10, HOKPP BEOHEEAIZ O WTIEIEENRETHS, BRI
LYo L) a2 B EEX HOKPP BE OV EPITIERE L THo 12D HENHSH, HOKPP BEILEH
BEREOVRIELDEELZ . FRATFLLGYSIFEZEFERALEVKSICTRETH D,

B O—REBH (RS ELTE, BN I LREERFECIVIO—LL, KEDT VLI—RBHECEDORSERIT,
ERAKEMBEL, KREARNOBIBE NS REHFL. MEHWELERATE=AUO LN, FELTHIRGENR
EEERTHLTHS.

BB

PEOHEET, EEORBROER., FPHARDRIZE~TRETILELHS. TRENZHET SHRENRER., 34
NRF—IZHSKAMGHABETERESLOIZ TERITINETH S,

EROHLEEIC, AMREZEELTLOITLLRARTORIOEEELARIINTINREFEI S LTHRATHS.
Bl < = 3/ R
FERELZRTHAREDHIROEF L. THEESIEEITEAETHD,

o JEH 2GR ES)



o RKRIEHOIBFEIFEEL
o HETH
o« TFTho—)

BOLLIIEBIROWILFIRTOSREHBEFHET DML HY . HOKPP BEETHEATHIBEICIIIENLETH
o

TNA—ARBEEEHREEFIRTITHRELHY . 1O RBRICEETHIRETHS.
YR DHHMREDRE

EHEORERABETFERSAETATOSES. FPENOAMRERFELEARROBRAH LD . YRIDHS
BEROMBEIZOVWTH FREFMREET S LEIBNTHS,

RENMDHOBREASHSLNES, URIDHIMBE LB FHEOBIEMAHILDELTERDRETHD, HITHE
EORSOCHREOARETFEBIILEDEREISETHS,

YZIDOHLMEEDREICEAT BNV UL TITONTILEEAVU RV T ESE,
HRBOaMEE

FEBEERICH T IEBERRICOVTOFRIZT 72X T H71=8IZIE, ClinicalTrials.gov RS h =Ly,
T FECHT HERASABRITLMBLALL,

0t

Genetics Clinics ILEZEMARMSEBRINATEY, EFOCREICBARR, AE Bk BBREOEGHNEE)RY
IZEAT AtRlmERE T HEELIC, BE Y ARSI FHEIRHET S. GeneTests Clinic Directory # 8B DI L.

FEBICHTIEEEFERNH DIV ITEIFFIZEBIZDULVTIL Consumer Resources #5 BN & ChoDOiBBIZEELT
DOFEIZHER, TIE thO BB LOXFDIGEIRET H-OITHI I TN,

BiEhI YT
NREEAY VAT BREACREISHLTRERRBOER, iz RELOEBECEOMBRERML, BHoMSERLD
BVERBEANGREETTOZENTSI0LRTHS. UTORE TILRENL R FHCREORGFEIRREAL

M 51-HOREEOHE, REFREICOVTRLS. CORBELDLUEENEEILSHEARNBHBLEILRIZM
BIZERLELSEEERAT IO TIZLL, REEMARAOIL Y ILFORALGEHLOTEEL. |

$TUrry i3

110 Ltk F HATE e R B (HOKPP)IL & S B A BB IR T 5,
BEREKEDIVRY

RIEHEDOWB

o [FLAY D HOKPP DEAFIL. FORREZITHS Lo BALLEEE -, LA FEEERIT. BRE
BAHPCIHRBHEICIVEINTLUEEE LSS,

o L2722, HOKPP OFIGE TH A BRE RIZIVBAL TODATREMENH D, BAEZRREROEFRELT,
CACNAIS EET® p.Arg528His B £ p.Argl239His EREPTREIN TS, FTERRE ROEFIOBIEIITH
THD,

s HOKPP OFIEREZFF-/ FBIRE OBIZ OV T, IROBRRFEMAHRESND, T70bh, BEICEEREH DN
VIR AR DB E S EE RIS 5, 7 a— A8, B, — B BEE It 2OBEOR %
FEE$ 5, f5 A5, 2L THFREZHRE THA,

o WHOEBELA - HTHERKE) o FRZFANIHE R HOKPP L2 TSV GEIZI, FREBVAZE/ 75,7
2L TS O SRRSO )T A LAE , REHCBEL OIEM GO BEREDHLEL TERDLETHD,

¥ HOKPP LEZHiENzZ2<{ DB FIIRELIREZHOMN. RRADAVN—BNERIZAFULTWVEN oY, B2F
EHABNZEDEDIZ, REENGEWEIZRZIIIELAHL,

b eolal]
o  RBEORROVAZIIFEEOBEAIRRIZLS,
o L BMBEREL D, REFRRERLFL CIUL, BIEEDEROVAZIL 50% Tha,



o KBREEZEENELLOBIZE R OMNLEoT5E . BisEDORKROYAZITE,

o  FLHE0HICH, AMEN BT L DNA 2 HOKPP DR FREE TR RODLho2 a8, B IIEi £ mRE
REELLEZON, DB EORBORBRERIIH L RAE RORES DL IZIEARRSIOEF A7 ORI
HYT3,

o  FHBERFIOFEFAZIZEBBEILRI2VA, ATREMIEZDHE,

REEBDF
EBHEDODFHILIZIZEFNTI SODRETERNRETET S,
fthop i 4 &

thDMmBED)RAEIRFEOREOTABROKRIZLS, LLELLIDENIBELTVAHINIEEFEREREZHLT
LhiE TOROOBELFIRINDS.

BiEAD Y FIZBEELT-FE
RHHEAREENELIZVRIOHINEEOREICETIBERIIBRETRASAVMSBODE,
YRAOERTHREROMBREORE, AHFOEBRRRGFERIVATINTVABE . TENOSKFERELE
HERBROBERNHI O, VRAIOHLBEEROLBEITODDNTHFEGFENREET A LB THL, REVZHD

BRNGHLLEMEE . YURIDHIMBE XEHHEDNBREAHDILOELTEADIRETHS, BICHEEDOR SO
HEOFEAFERTILEDIREILIANETHD,

RODICHAERRERLEZONDER FRAEREIERISLUEL . BIGE DL HLORICLRBREZEEBEELR D,
AIETHHEVIBRERDRNE S R IIHERRERZETHEEZLND, L LRAD, RELH. RERH
(T EXITATERMBER) | FRARORFREDOFEFHIFAOTREMEE THABILH TEL),

RikkE

o  BEFHIRAZFTHSLHAERNBRED IERLEIZTHOWTOBRITIHEFTNICTIONEELL, UL, BEEMHYRIE
ATHEEROMBE IOV TORELIFRANCREF T35 NEELL,

o RABELTWS HEIVRIRIEZETIEERARL, BlEhT 27 (FRICOWTORESNSBBZHI) X
IRAEFEEROBREL S D) 21752 L3 THB,

DNA /3% Y [FDNAGEE B MBRALHE) £ RDOERDHITRELTE LD THD, 5. REF X OBETF.
ER. HOIVIRBISHTESODI DO OBERLNES T HEFBEINEDT, BEE DNA DRFITERICIET S, $51Z DNA
N TERETRGREFEORZMA100%IZB-LNMESITEEREH D, DNA SV F LT ET>TVSHEROD
UArEBEE L,

HARTE2

VA7 DO&HHERICOVTH ARSI A EITMICATEETH S, DNA [ZH4% 15— 18 BITIRIL =K h#F+0 10— 128 *
[SERRU-MENMAMRT S, HERMBHETIUNC, BBLTLBREICEVTRHREALLS SCMA DREFERNRE
ShTWHBENHD.

* BREBMEIERARORBEHIVIETRREICLIAURICESVTHESND,

MEEICRELS BRSO OBRATFE T S HOKPP D LIUHRBITHT HHARMBHOBELEHFEVAL, HIBHHRH
SHTECKRETREAMELTERSMTOSIEEICE, EREEEOPOREOMICHEMZHORAIIONTIEE
ROBELSFET DR HS. DT~ FHERTBHOREITEROBREELTOAN, BRATHEMNRY
THb.

RoE: BETRFEITHTHHERMBIITITHOATIVEL,

MENBE (FEBLTVSREKICEVWTRELGSRETFERMEERSNTNDFEELITICEDITED, BRI HET
SHERMESEE &,

FE: BERTIEIXREICHT B RAZEHITTHhh TUEL,



B U A B M R R 1 R
(Hyperkalemic Periodic Paralysis Type 1)
Gene Review 3 Karin Jurkat-Rott, MD, PhD, Frank Lehmann—Horn, MD, PhD
BARERE BEAHEHY HANESEBRARSEE HFrvrRdiUBEEKEOZH ARIBHIERS LUFHERERTRIC
FiT=EBREN-OHDOME
Gene Review BI&EH H: 20098.11. BAARERBEKREHH:2011.1.10.

JAX Hyperkalemic Periodic Paralysis Type 1

5

EEDRHH

BAYY L E AR RE 1 B (HyperPP) XU TORBEE T 5. $4h5, BIL(ER, WIE., FBRHISLRAIENHD) Dt
HRRERENHDH L, BEREDISENY Y LMEWEH) 2 LRES mmol/L)EH AW EILEAY Y LEDL7E{ES 1.5 mmol/L LA
O EREFRHZEHHNENIVLOBOERICLSFR - EELRHH L, FEMRBICEMBENY Y LEAEETHALE
ETHBIE. 20 RLUHORETHIZ L, /(534 b =— (BAPEH TERSNIHOIDIZY) EBOBVIETHD, MRIEDH
EILEE 10 BUTASELD, BMRFHEE BN RECHKIEHEE -BEL 50 RTHETUVERSHH, 50 REBAHERMER
EIZBALMIDECES, W I LESSEOURY. EBHRORHIIFELEELOTL. BEVRE. HHMRAN A OEIRIT. 52
BIERBILYBEIE-YT 5, BRICELSRER. FEAICRAEL. 15 555 1 BRIFEFRLBRIART 5. RERERICT
BRAOIER A 2T EE A UL, BRERIREIC HyperPP1 [EBVSA=——(EOIHIEVNEBEATHH, MEEBEHITHEET
Ty, EOEROBEE TIHMEETHOIA/NF—EE/-T,

PH-RE

ZLWIIEEKABICE S SHATRELEIZL. 3S0OFRABROIBOENIERITTHIENTES, HyperPP1 IXBHRFHERL
KEHENaF R ILEI—RT D SCMABEFORERIZEIVELS, 90D EHEERANREL-ENERRITREZDHN55%
IZERERHTENTED, v — VIO ABHLEEK LR AT THS,

BEEREIT R AP

EERERICHTHAE: HHETORLEVIZBEESORKIEHOER, YL TL2E—ILORA. TN YU hLD LORER
RIB5L2ET, REEFHELLDE TR TELIEN DS,

—RER OB FERELRKIEDEEE SO BEEEEICIAIE, YA T AR RFRELT 2V ISR BEMICIRAT
BIED NS LESCELENOEE. EHEH. EA~NOEBEEBITAILTIHTHLNTARETH S,

—RNEROT A EFEROBICRMBEEOHIAFY AT L, D IRATI—EEBE. AV LERTS, ChLEESF =
—HHEXY BHOR/SRLAFRGOBOEEFOBEEE-LEEARECEBNAIRIRZEET SRIEELNHS,
ERER THMAERDIE. IRFICLZEBEGENY Y LMEEZR TS0, F 2 ARENHLREEE. #EFHF@H TR
SEEMRIZ 3 &E L,

ERTREEY/BE:HYLOZEVEYORY, THE. AT E. BS~ORS

YRIDHDIMGE ORE : SERO MBEEICHL ., BEE CRESHRARRERZHRETLIZ LT, AR FHIENHZ TN L
MBI EDTDIITEY TH B,

BiEEAVAEVT

HyperPP1 X B $ A AEUH X TRIET 5, FEAED HyperPP1 (ZBELEREH O FERALTEOEFNDOBESETHATHS. B
EEOFUATRED T CTRENEIL 50% THD, BT U0 HAERICHL ., HEMZHIZIRRIZS TAREERAHIAL

TONIETTETIESH D, LOLEHLS, MBI ELN ST NDEERNEET S HyperPP1 O KSTHEEBICHTIHETZHOESR

IEHFEYEL,

©

L

R PR 2 B

BIREHE HyperPP1 OBHIUTOLILFMRIZHETC,

o 7pdEh 2 EOME R, R, FRIICL RS ENHD) ORI EORIE

o FREFIEROE AT AMAELIE AU AR E>S mmol/L)dh DV M iE A YD MEOD P 72< &Y 1.5 mmol/L BA Lo &, Fiz/
HENNIHVY AOR OERUCLDFERHOVITHEE



o  RAEMIKRHIDMIFEAVY MENER THALIESR

o 20LIATDORIETHS

o NRIUFh=— (BHXEE TEEINDIHOIDITY) 2370

o FEAEMKIINTRENRA 2N

o EWOREMEEFEE

o HREYITIT, Dradid 1 AORB L BBk

o fhoBEMEREAID LM @RI WIS R) BLORRIERE I AMIE (B, B - BIBHIEREE)

HEEEMG) HEBERICETHIF P ——DRIROHFEICEY ., BHIFEZHEIND, LHL. BHEEEREZFOBEZFNH 50%T
BRSSP ——EBRTHENTELL,

o FREREPIL, HERILEB RO ZRL, ERKAILE GRIAR, BEEBIEMOHER) bRT

o EIERRINCIL. BRINIIAP=—ERDPFBO N2 TH, HEM TIA b =—EF) (RIE - B IEEP LB T OEEEMLD
B RE) BRROONDTEN DD

o BRI R T AR T RE T, HREMED S — U RBRLNEZERD S,
BRE
mEA) Y LRE
o FREEFEMETIC, MIFEHYY AMEIT 1.5-3 mmol/L EH L, B@EMIEHL VY MEIL S mmol/L 2143122 5,

TR REOKRDYIZIZ. BMLOHRELUVHADERYAADT=, —BEDEN) I LMEEET ENHY, EAY
VLR AR RRESRE SN AW REMEN H D,

o LHEMEZETDILOMFENIY LMED EFIIIEFITENTHLH, LERZET EOW®)EZELDHLITHD,

mEILT7FoHXT—ECKRE. REOMRAIC, & CKERLERTSHBFICERD 5 EMS 1045), MFFMILBEIUAYY
LREIFEETHS,

FRER PWATHERGE. $O0OLREROMFH) Y LMEORENGL, S FREFHRELEEDBECZ, SHEHEREIC
THEDHICFERERNAVLND, EEMUFRFARLEEOREEISECIREREEL VS0, BROHIEMDELET
FHRERIEFEO LTODERPMEN) Y MEZIERCEZS—LEITIRETHS.

o HHAIZLEERARERIT 2-10g DAY L FRREVE B T TR EL, 20 T LMD )Y AREE - §5 128 E 5, @HFEIEL 1
RERILAPICE | E RIS A, 4 30-60 3 FFFEL . MIEA DD LRED L2 M- TRY BRICELDHIE T ORIELEHET D,
bELEMIFEAVY LEREDECEE RS, +372BHAE BB HRELZ A SRV EE ILTERTHS,

o JFIOFERABRELL UL, BEBETLIA—Z—EHWT, fkHE%E 120-160 Bl/SFREC EFTARED 30 5 OESHOHK, X
v ECHaxt i35, BREOMBEL)Y LABEL, EHPIC LRAL, EEHRICET., SOIOKRTH 20 5%ICZEBD L
ARRBND,

o MPTHIFAFREABR L. A MHIEEEN(CMAP)DRIEIZLD, 2-5 75 D#EENE (ZIEHF LA ED CMAP EH 2 o714, i85 LL
ED CMAPRIBOARSBRZZBED ROND, WEITEBN % ORPID 20 HESREL BV, BES - BEEREIETHE, EEHD
DORRBRTIX, TOFERIT hyperPP (R Tl ZROEEICHEF R TITZR N,

HER BEMMENGNIE BENBERE-FRICEEEZSZHVLIEND, hyperPP1 5O EEFICH T HEERIT—1%
BICIEHERINGD RARENHBELIBOH-ERIZE., EFEMBELAILTEREZNER (XEDHONT, RIEOHRSEIXEFE
TRRDETDBET. T EROESPH/MMEAED, EMN-f55E- EHENEL. ZRARESH., Whh S aHESF/AF—
(vacuolar myopathy) [CE 3,

DFELEHRE
BIEF HyperPP1 (BB BAIKREY Na FrRILEO—RT 3 SCMABIEFOARTRIZLYELS,
ERERERE

BNZEREN. O0EHENER (R 1ICHT I FEGENRET. RKRZHEEFR-LT- hyperPP1 D# 60%IZERAFEES
ha,

=T URRIT. SCNIA D —ITOREITIE, ONEHEEEN M THo-REEFICBLWTERERET5:=0HI121THN 3,



=1 hyperPP1 llml,"ahéﬁ;iﬁ{ff?ﬁmﬁﬁ‘

p.Leu689lle <1%
plle693Thr "15%
p.Thr704Met "59%
p.Alal156Thr <1%
| sonea HERT R 2 pMet1360Val <1% LA

p.Met1370Val <1% [ieetng)
{p.IIeMQSPhe <1%
Ep.Met1592Val <25%
p.[Phe1490Leu; Met1493lle] 1%

= TR 80%

1. BREHBEICIVREINDIERITITTOSERHD,
2. {EHVERFRNTEIL SCN4A DEsHE DR ROK: BB T2 5§
REBEROBR > — VIV ABROKEROBRIELTISELEROL
BREFIR
RIBEOBMHECIZ. U TOREINEGL LD
o FEECHKMBLUREE THIVUIFREREFOMTEH )Y LHRE
o QT ERFEMHBLULENEAREIREERIN T 2720 0 LB KTk
o HERIFREK (A h=—TEBHIARA VY LR B U RRE HOKPP XV% hyperPP 23XF59°%)
o IfVE CK #REE GRFEE L 7)

o SCN4A D4 T BIGEMIRE, L SCN4A etk ThHIUT KCNJ2 & CACNALS DT, WolED KCNE3 D — 7 = Afif At
5idz~gf‘bi7tﬁl/ \o

o EEHRIERAIEMEIN TH o720, SCNYA BRAEBDZVESTIE, FRAR, Ay —0EX, R
Ftk p.Thr704Met EREH T DHEED ZLITKFHEHF HETIZES,
RIERTRZH BinT DR DS LRI T HFIERTZHNICIT. FRICBITDRREROEROREFLE THD,
BEZHMICEET S (R—REEEGFICLD) EE
WKODDIAT DA = — P F A MIRFREE SCMABRTFERICEVELS.

AU LERMESA I =— HUILEERUSAF=—DBE T, BLLESCH) Y LOROEROE. 2L ChIEYERT . BIE
(myotonia fluctuans)M S IEH (2541 \(myotonia permanens)E TARI I LIZIEAH S,

e  Myotonia fluctuans FbHEWZ AT ThD, BEEIIFOZDIZVIZZ SN TWVED o7l BICE-> TEBT52bITV &R ER
LTCW5, HH0LZE#HD%HD, 1 EIOFHOWHEICED, BB o< RDIZE DRV IDIFVRFE RSN LD HD(delayed
myotonia), J A& BHILED | ZOEBNFE R OFFEENIE AV D AMUERCBL 3 ORIV AEC LI LN DD, ZHIE0IE
EB AT DI TR EE A (warm-up HE)

e  Acetazolamide-responsive myotonia 54 atypical myotonia congenita &L ThHIHIL TS, EHENZ LV ASFHEFREIN, 7
THYFINDIERERETT D,

e  Myotonia permanens FE (ZIERDIRVEITHY , B X CRHGEAZLIA M= —TEBIDRDOND, FHtHIRERHIIAh=—
TEHR2HELET)OFAERE L. Schwartz-Jampel JE BREL LLRTHRFRI SN2 L0305, FEED SCN4A BARFERIC
SVELS,

EXM/FIAP=— FTEGERITEAICKYSISEI SO, HREB TEET 5B O ZhHIEY TH S (paradoxical myotonia) 4
#ELOIZ, ST TAEM DB ERALS L. BTohiiEdeV330hH D, N3 F=—[ZBEN I LTERESNSI LI
Lo BLDBETIE. BLLEFHPERITELHIOEYL S, FEEOHNETOREICSZIEDLENHD.



e p.Argl448Ser, p.Argl448Cys, p.Arg1448His 3L X p.Argl448Pro BEH#DFE R TiL, BH-CHVT MERHZ LB EEISh,
1 B 55 EH D B AV Y ME I RRERAIEL (4D, W olE), BHICIVEIERIShFH MR TId-Ex fHR%E
1.5 T 18 F HRF e

e p.Metl370Val BEZMED HARAD—FRIZEBWT, | A033TI4 b=—% 2L, TOMIEE DV 20 B LU REEZ 21
7&s

e  p.Thr704Met X° p.Met1592Val &L\ 7= HFU[72 hyperPP % 5| X2 A RIZBW T, T34 h=—#ERHESh T3,
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