o VA RXT AR (Long exercise test, LET) o LET I3 B MRNEBIARF (15—45 B EI2 3—4 BOEVRBE AL
5,25 SHEORAT) BICKEINE 1 -2 5538, TOHRIT S HEIT, 30—45 21Tz >T CMAP 308k 15,

FEAE ML FRE L IF OO T4 — 34 FZ—TIE, SET L LET OFEROMAHA B D EIZEY 5 /38— (FV) [ZHEEN TN, BiEk
B (FHY D LB ICEN D L) BEFTIE. UTD 2 /88—2%E5,

o F— V(A P=—HEITRD R, BLILEN T, SET T CMAP O EFR3H54L. LET T CMAP O—ifit F & ik
BN 2380 D) 13, AU Sk B SR M R C L B o5,

o NF— VEAR=—HEITRDA, SET IXIEH AL, LET Tl CMAP O—3i@ME E 5 137e< . % OB S 2B 230 5)
VAR Y i JE A DU PR TS BB,

RERREREF >TOTHRABRM TERRETRTBENHILCBET S, HICBEROB SO EMERENENSS 1T
9%,

AR HOKPP OIA/F—EDIBE  BUERIL N - BB RFNLBICLIHERBRELDH OBELLD, REEMET
(EZRAMRRASAH DAL, BEIC tubular aggregate HARDID, HH (L HOKPP IZKYIER R THEA, EHICL>TIEH—DFETHS
BENHL TR BFEMBENRREILETIIRL,

SFRERHEE

BET BV LERAEERFEOREEEFELTUTOZOAHLATS,
®  CACNAIS, HOKPP DR L% 55—70%,
® SCN4A, HOKPP DFBLF 8—10%,

OBETFEE, DI LF v RILEEFTHSD KONEIDERIZE>T HOKPP LR R b St A M REERLSZ2EMN. 5D
R TRBEI Iz, LALESS, EHOZ DOMEHER CEIORFEZHINTEST . EEATE 08—15%DESTRLAE
BERDBIEMNTENTINS,

FRERE(Z HOKPP LEBHTSNBEHID 20—36% Tld, CACNAIS & SCNA TEHBEIZRLND 9 DOERIZZHONIL, CDE
(L. COEBIAFELERESNTULVEL CACNAIS EIZTF - SCMABIZF LOMOER OO BEF L CHOERIZHEELTOALL,
BHEMEETOIARMEEREBL TS, LOALAELS, REMMOBEFEZRESATIVAL,
ERIRBORRE

o CACNALS (AU 20k R HA v I e ek 1 28
BOERBN. TV 11 £ETHIV 30 25T T3 4 DDER(p.Arg528His, p Argl 239His, p.Arg1239Gly, p.Are528GI)E . HOKPP @

BEE 55—70%IZFBHHN D, p.Argd28His & pArgl 239His [ p.Arg1239Gly & pAreb28Gly LIZHARTHEIZZWN, 5 BEHOER
(p.Arg897SenNTHVL 21 ICRGAERE SN =,

BROTIV—IIVREH TOY 11 ETIYY 30 DEES—IIVRENITEESND, LR 4 DOSHENETREDIE.
NEDIII EOMOERERTETESD, TIVY 21 DP—IIRBHLETINIRETHSD,

EPREBOL -V IR BH L. BE LA ATETHY . EROENERBITOBIRMI IV Y —5 T R B TRECH 1=
BEICITEBINDIARESTHS REFIESRE),

o SCONAA ()0 itk JE #4050 1 i 2 )

BROTIVO—HITU R THU 12 KT HTET HOKPP D 10%% 5855 5 DDER (p.Argb69Hs, p Are672Ser,
p.Arg672His, p Arg672Gly, p Arg672Cys) ERELD S, 6 BEEDER(pArgl 132CInNAMEINT-. THIVL 18 DEMBHEITINEAS
THd.

SCN4A EBIRRBHD L — VT RBEH  ERBRIT. FBICHALROFERRLRERELS S, Sugiura HICk>THRE SN =8
RERUIA = — ERAFREUEREEET I -RRDZOHTH S,




&1 BNV LAERREEEREICANOISS FEEFIRE

R BT ° p.Arg528His, 55%—70%
p.Arg1239His,
p.Arg1239Gly,
p.Arg528Gly .
| eAcNars p.Arg897Ser ' ERERL AL
IOV 11,.21,30 DI—HIT R 2 &8 55%—70%
SHREE O —I T R B ZH TBR
EREEEN p.Argb69His, 8%—10%
p.Arg672Ser,
p.Arg672His,
p.Arg672Gly,
SCN4A p.Arg672Cys BEEEL AL
p.Arg1132GIn 3
IOV 12,18 D —H T R ZRC 8%—10%
SEREE O — T AR EZi4] PN

BEDOHAABEMIZDULVTIXL. Gene Tests Laboratory Directory ZHBM &, Gene Review Tld US CLIA-licensed laboratory £ <&
non—US clinical laboratory [Zd&->T Gene Tests Laboratory Directory [ZEiRE SN TR EEDH . N FECEFHBREXEERNIZFI A
ARELFIEBATTTULVD, GeneTest [FIEEHEDIRBEFROEMEERRELIZY . REBBOS AU R OEEEZEBELTLVEN, &
RRIEHEBREHBICHODSHE T FEROEREICOVWTERLATRIERSAL,

1. BEEEICIVRESNAERIIRRD,
2. VU UAENDTIYAIREREIC L TRERD,

3. pAre669HIs, p.Area725er, p.Are672His, pAre672Gly, p.Are672Cvs, p Al 132GIn.DRIEZ SN, ZORY T, M
BB LD, MESNAERITITILILDERH D,

BEBREOBR I XBHOBEROBERICBALTEIILELSRBOZE
WEFIR
RIGEOBWTEE, 7 FEEFMBREOFIBEOVEDIELUTOEEYTHS,
1. CACNAIS D= 11 BEUN 30 D @sfE 2 RAAEAVE RAGAT E/13 s — 7 U AT CREET 5,
2. EFRCREMOEA . SCN44 D=7 12 BEWN 18 & CACNAIS DIV 21 DY — I AFHT 21T,

3. ERTERMEOSE . EAY D LR I 0 R L & U D AR M U R O JR K B AR F OB B A B A9EL T, SCN44
EFREIROY — 7 2 2T 21T (HOKPP OZBIMRIELL RV EEEEE),

4. ERTRIEOSE ., FHLLIIMARLROMKE BRILL T, CACNAIS DEFIRBEROL —I = A%4T,
5. ERETCRMEDSE . HOKPP LIREIT S Andersen-Tawil EEREE DL R L B AILL T, KCN2 OEFHRER O —r =0 R
fRETZATD,
REMRZE BIRTHIRIOHLRRADRERGIN T IREMBEICE. RRICETIRERERDEHNORENBETH D,

HAERBWEERIEETZE BETHIRIDHIERICHTIREMZHEBERITEGETFEHICE. RRITBTIRRERD
BEHIORIENSBETH D,

AESNICEET 5 (F—FEEETIE5) KE

CACNALS  THY 11 BEU 30 DELTEIZHOKPP 25IER LS5, THVY 26 D AR (p.Argl086Cys, p.Argl086His) [L
HOKPP ZE23HVE A AEBMEEEHESESHE (MHS) ZBIERITIENDLIEL 2RRZTHEIN TV, ZEIEBESATY
TRLAY, HOKPP EMHS M A EHBIERIT 1 RRNBESN TV, CACNAISBIEFDERIZLS MHS FEHIL, MHS 240D 1%
Izdh1=%,

MHS [ BRFHHIL DI LHEEICHE TIEBZMNETENEE TH D, MHS DLW TlE., EREREE(\OEY, BRIILL
D TARINLD  ZUTIL AT PR BEHBRE (B ZILaW)ITREL., ST BRSO RILTTEMNES
%, BREGAERMNG/DIEENSDALS I LOMEBEEIZRIL. BRHGOINGE - RERTE - UHORBEAEIE BE 8




BREGIBOEEESISRIY, RELLISE. 7TOF—CX SREBIE, BEELE. MEI/LT7Fo5+— (CK)ERELFEE
OEBEBRERE., MeEETOVOTIDELEOBRESZHESEAYY LNE. BERLORKRHEEESSH IOV REEETS, (F
EAEDGE . BEEROERIFHECTNRT S, VBN LSNEMESIIFICES,

SCN4A  TUJ2 12 DREEILHOKPP2 BABIEFRILIDMN. FDOMDIIVUIZIE, HHlEOBE S L EF YT 28 RE
AREHBEERBOAZTENZEREShTLS,

o EAUYAPEEIE T B 1 B (HyperPP1) HyperPP1 IZUA TR BEE T2, T70bb ., MiEMEARE 5/ (R . NHEER.
FERFHLREECH IR TE2RELY2) . BIEFOEAIY AMIE (>5Smmol/L) & LM iE R U AR EE D724 2% 1.5mmol/L
D EFH BEUDHDWNIRE QAT MBEEUC LD FREER OF 5 - Bb, RAER RO MIEH Y AW EE L55 HITTER, 20 B fe
LIRTDFESE, /3TFIA b= — (IH-0EENC IV E(L T HH D I0ITN) 2RI ThD, MEMEREREILRE . 10 BTl
FCEY RN ZIEEBEDR L2, 50 R ETITERELBICREOMEELRSITERE(LL ., TOBITEENIRY
BT 5,

NIV LEZCECREBOEMFLTEHROKBLAENRMELSIZFRILIS, BURIE. BHAIN R, Y IL3a)LFa/R i
(EREZSIERILYBISELYT 5. RIFLER. GRATITIEETY., 15 SHOLKERGEO % EXT S, 20BE. REDD
DFREIR-OFFRT 2B EHEISM,

FEAEMRIIL HyperPP1 TIX, BRMGEHICHEICHLAVEEDBEVOIA =—(BDOIhIEY) E 45, HyperPP1 BB LER
ZERDEZ{DGE . BRETHEDOIF F—FEL TS,

e Paramyotonia Congenita (PC)PCITBE | /MR T2 h=—ERE 295, ERIIKEESCEARE/L V1T E
{69 %, SCN44 D=RY 1313 BEU 1448 F B OERBELRFRE THD,

o WUYLERMETUT b= (PAM) EBRES SR ZORES L — T ILEBNIC L > THLANC IR GERIEI A h=— D 1510)
P BRI ITL o THE ERIEAFIAP=—D X0 LW h=— Rk 2 LT3, FERIT. BEICZE) (myotonia
fluctuans) L7=Y, 7 #% (myotonia permanens) L7290, HUY LBEEIZIVE LD 2, 7L TIRIZRIG
(acetazolamide-responsive myotonia) 3% bdh5, PAM &7 DBIEE BT, SCN44 DR 1306 DI RN TR EE Th D,
INBDIA h=—HERIT, DMPK BIRFHD 3 HERERUESNC IO FRIE S DHRE M A a7 —1 BY(DMI)<. ZNF9
BT RO 4 HFERDR LB KV FE T 5 2 B(DM2) (14 Proximal myotonic myopathy:PROMM) D37 h=— ik &
IR D,

SCNIA DB FERTERIDHERE L HyperPP & PC OHEEIOESE PC & PAM ORI GRESHALEELSS,

o EMERAUE Moslehi HIZEY, MHS A OFHFIEIEE PHBIDNRAE § 5 1 U Aok JE B 0 B BRIEE 00 K 52 R 05 45 &S 7=, MHS
DI B4 DEH TR -T2, JRIK A SCN44 0 p.[Phel490Leu + Met14931le] LV VI EE A BRI CRICRESN-, 7=

23, Vita bl Lo TSN T,

o ERUEMMIPEREE SERVER B ITEGRE (CMS) 13, A E %R UL RO RAE S DR AS - BRI - VU 5% & Tos o5 1
RTHE T 2458 T % CMS DFATIZE T, FHIEAE FIZBO I b H 5B, LasL, 58, JRYIE R EE 2 5L,
B E T ORBSBLRRROPR R ERIEE RTDIEbd D, FAERMICRELSE, TRERITKROEBYTHE,
Fieoh WHLEEE, B3 ME TN ADE T, Boo%), IR T, EEes., WEGEHBIOLH OB HE T Th
Do FRDMFRAF IERF T /—BIZ L DR AR LAY D5, /NEEI BRI R LB A1, SRS DR %30, £ore
VBB S ST 0 DI LN REETHD, BEVREILRIET DI LN DD, BB HIRR TR, ZEIMEH DV IR OI IR
FEOIINE TR, L FRHIRSNR, WORE L OB AR TR R SCN4A SE RERRERET S, B
R TEBN AR RE R 2 29 2 IMR A3, Toujino HIZLVMESIZ,

SR
HOKPP [CISFRER LA RF—HOZDORE-1-BAH D, BARBIENILYRLS,

FEE FRELOEERIEAENY D LAMEEESTEEOMBERERETHY. S<DBAEHFREL L FOBEFE T TET
SR PLH RENED MEN D LRELHNETOEREREEICITHEEEZED., £ ET—ELNREEEBRLALVILS
A0, BDHEEBA. BB, BALLIITAIVBENEE TRYBRTENFLAL THS. RIEOBIRITHE L THY . hUY LE
BT/ S3REVS - FHMARICE>TERLS S,

RAEDUAERIE 1 BAD 20 REEA DD REREONREROFY I LECFEE REFRLBREDOEFRSTE) ORI
YRGD, FHLTRUED AN BHELYD 2~3 FRHET D, FOTO DB RIEEEL 15 BHD 35 BORNRLEL F0%
FEEELBITRDT B,

EFEREOFRETEFRKILMBOEREESRORETHS. RIEOFERLAIBERESICE>TELS, FERIHVIN X, E
BRI DIRIT. ERAITA (T L I—REEOFMEL) LWV RITH R LE ML T, £ EICKRELAN REERBLALD AL
NI BEROBRMOER (Z<DHE ., HIERTPELITBEBICEID) . AR—YOHEDKE. RIKIEWDER. BREL F-C
LEEBELTHEICEEERBRTHIALLD,



ZLDZERERFEL DUELHBFRMOBRICEBBITR R EHITE TR ERLTELITREH IV ETLEFHED-HIF
AHEMGHAETPEEOEEFICES_L3H D, AR—YNHELGNENSFIEA L AR ETIEICLRELELTIEEDIBED
Hd.

FRERRIC, 70 LAERP7 22V I3NC LR TEETIRENCBRABRTIBEECELMFNETERRTI8ELH
5. COBRMBHNETEIANF—RTRONSTAHEEHNETERRNTLIORLELIERETH D, —H. BIEMRYTILED
VEBCE(KIEEELEAVEGDH D, CD KT, HOKPP DEEE X —BEADEENHTEEIT L. EFIZE>TEHAT
Hdo

B s VF—E HOKPP MDA /NF—E[F, HOKPP M#) 25%IH b, BITHARTEHDH HIBETE2E-¢ ., FONRERIIHAT
HY . BLDGETROEFAMESLTRET . HFHETIEIFERELIEMILTREIY, BIZIXFNHETOHAH HOKPP DO—
DERTHSBREH S,

EMNEHEMIDOURIER HOKPP O EBETIIRERXTHELEAS. EEEREDIAINLBLTVAS, ZOBREL. EOERaA
BHREEEESREXE TIEEL,, HOKPP EA N OB -FABERVT. B ERNTOIERREL-LCH, BELETIIER
TELDHEEHVENWGHRLLOTND, SETICEMSREERAELT- HOKPP A 3 IR E SN TS, LMLEAS ., 1 EHIE.
BEFICEC o7z RYR1I BEFOEER, BohGRETH (S RIESHEDFHSE).

FEFBIEOBHETOUAY LR HOKPP fEHITIE. REATRICH HETEETIEALIELIERESN TEY., FDOURIIZD
TIEPHMLELIERVRERNCEEREECET S, CARSR)

FRER AT —ICEE T AR R, B FERICEVEAD, CACNAIS B\EFO pArgi28His ZRER-OER T, 22
famgrkAs B RBND, SCNA4 BARTF D p.Arg672Gly BRERFOFEFROIH ZIERITIL, tubular aggregates DF LA RSN T7,
BEFREBRERILOME

REREDNRER CACNAISEBIETFD pArgb28His ERFEFIE pArgl239His TR, Ffzld SCMA BIZF D pArgb/2His TR
ZLDELDORMEICOVTERARUBINET>IER. TATAOZERIIOVWTHIREROBEANREIh TS,

o pArgl239His BAROPIREE (10£5 3% [Sternberg etal 20017, 74 #% [Miller et al 2004]% p.Arg528His 28 B D) T4

(1443 5% [Siernberg et al 20017, 14£5 5% [Miller et al 2004 DICHE_RTEER TH D,

®  SCN4A BIETOEBRFIOFEHYZEEEITE (1625 5% [Sternberg et al 2001, Miller et al 2004])e
o CACNAIS BT OFAEERER p.Are8ITSer IZEA IFIOMBERIT BELIVLFE,

FEREROMBEAHYILRE Miler SO|ETIE, FEFEEFTOIBEN)ILREL. CACNATS BEFD pArgl 239His TEM
RHIE(1.920.4 mmol/L), SCNA BEFEETIEEC (22208 mmol/L), CACNATIS BIEF D p.Arg528His TRIFEITELN29+07
mmol/L)s L\2IES. Sternberg HId p.Arg528His ZEEF(1.690.49 mmol/L)IE. p.Argi239His TEH (2.2340.86 mmol/L)ITHE_ T
BH)DLRESMENIZERELTINS,

FRERAFOEE . BN, BRET Miller 5OMEIZEINIZ,

®  CACNAIS BT p.Are528His BE pAral239His BR SCN4A B FEREZL OEREE THHICIB T, FRERIED
HEIZEIT R T,

o SCN44 Hfn1 BB CEH 1 85R) TIX, CACNALS E{mF725 Bf] (SE15 10 B ICH~T L S8R R0~ 7,
o ELBELTFRLLTUVREFIX

p.Argb28His TR TIIBRKIEPECETHE.
REEGTE TEAVIIFCHTIRGHELEGEFERICI>TELS,

o SCN4A, p.Are672Gly R OFZROBEUERBLI pAre612Ser BRO—EFTIE, 7L FINICLAIGBEITER 21
BT, L L, SCN4 B TERFICRITAT 24 7INICIAEREEITFRICEDL O TIEARL, pArg669His
PERR0 p Arg6728er BREIDLIREY 4 FIRT B2 SINTRERAE R LI=L | Venance HITHEL TS,

pArgb72His EROFREANERISHLTIZEMTIEE,M 1=,
o CACNAIS, p.Are528His BHEERIT p.Argl230His BREFTHRE TIL, T LV IIFBEITZLOEEADTHS,
iR

®  CACNAIS, p.Args28His ZBREIL p.Arel 239His ZBRIZEV T, tubular aggregate Tid7e<, 22K (LSRR A
FERr RO ML) ARBREMFT RELTRLNS,

*  SCN4A, p.Arg672Gly BT tubular aggregate 3 EERIFEEFT RO IO THB, L LMD, o> SCN44 1815 F 75 F
TIXZERE D EERLFTROLITHD,




ESiE

RBREBEEFELEFAOFTE, kDA BHLYDERSEMERAHS,

0 o CACNAIS, p.Arg528His BEELSEMOBIZ 12 & pArgl 239His BREEAESEHMOB LS 13 13EEERT

HD, — 77 KEBIREBEFEL O BMED 900%LL ENEER THS,

o SCN4A, p.Arg672His ZEIT OV, FEHEOMRR TIXE OB WIHEE G LR ES 2 EDEER|ITEL &
Bbhs GEEDEABIELE), FEAOFTR T, KebITkbE p.Arg672His R D EHEA~DBFEIT/RNED LT
HD,

REFRR
REFRRERETERHONEL,
L
UTIEABD) D LR EEREOZHELTHECERSNTUAL,
®  Cavare’-Romberg syndrome
e  (Cavare’-Westphal syndrome
e  (Cavare’-Romberg-Westphal syndrome
e Westphal's disease

e Westphal's neurosis

COHRBITEIE, 1727 F(Z Musgrave Y, 1853 £E[T Cavare A%, LT 1857 £E(Z Romberg " periodic palsy” &L TERE;
LTEF=A' Karl Friedrich Otto Westphal (1833-1890) A& IS DR B D E AL RHEILTREBLI-CEN S,
Westphal's disease &L TIEKEIBN TU V=, Hartwig & 1875 BB DR RICKYGEEMANALRES 2T 556%
H|ELT=, Westphal [FIIFEHELLTRB (TUHEREDFT—ALALEL) L, ThIZESBEEORROBE L 1887
#E[Z Cousot MIW/WEF T T,

HE
HOKPP MIFE X RN, BH KL% 1:100,000 £EZ 5N B,

i A2
HOKPP (XM EEREDHTEE 2 BEDEVRERETHS. 4 DOTHRENSEENHD,
E—HEVEAY Y LM HA T IEERFRE (normo/HyperPP) (£ DH\(D ST HOKPP L8743,

o RERETOMBEAIVARERER» EHFLTVS,

e HOKPP BIEDFEREFOV 20 Y TTELRW (E KL EZRY)

o BB DRI FEFEITLE

o EEBIEORMEIFEIZIVEN

o EIEMXMIOHEMMAE TIHZEAL DERFITIA b =— K BERD D, LHL2ME, SET <2 LET (o5t 4 3K 551
KRUAIDH320, Fournier HIZEDEREINTNERZ — 2 IV HLLL F—2 VIZIED U A TH->THIE/ A
T A TH S THM TR,

HyperPP1 [XBLHKFHE BT R F D LAFvRILED—RT S SCNMABRFOAERIZEYRID, 2<DES . HOKPP
& normo/HyperPP ED XA [XERERAY . EMEMN (REBEHUHLIE) . HFERFRIZE>TEILSIZN, HFEEEH
BREIZXUEETES,

FRBR 21 PR AT U R R (TPP) (X B E R TIEA L, LAL, EFI k> TIER MR RIS T HERALA NS,
TPP DERIRME ST EMEMTIHEIL HOKPP TRONDFNEE—TH D, E5IT, BRBPEUAB LN DB (L, SET
HBELUV LET OBHEBERRI (Fournier BIZ&YEZREINTND/ 38— IV EHLLE/ 88— V) LR EMEE M HOKPP & TPP (1
B—THb. TOTABMITMZ . STUTAHACT IVART AIANEBEIZEDOANETEFO MO AELYE, BRE
PEMICLIEEEEBREERTURINEL,

=WTODIHSE TPP (£, #E M7 HOKPP EELBEFERTIREILAL., BIESMICZHOREEL TS HOKPP ©
normoPP & TPP EDBEMICDVWVTITIREN HD, CACNAIS BIEF D 5 BB O/ rOVIZHEETE—EEE T
(SNPs) EDBEREA R EN TSN, FEEILLTULVLY,



FARIR P HIE BB QBN T LESHBNIIEDY Y LB ERFEORERER T THY  EH ™D LI SRR
REFZELEZTOEATUTOREZTINEEEZLND,

o M FRIHEERLE (TSH) : IEHE:0.45—4.50U0/mL
o TU—HAuF (FT4) : IEH{#:8.0-20 pg/mL
o  TU—NI—RH A= (FT3)  EFHE:1.4-4 pg/mL

ERLFT3 BES LU FT4 FET TSH EEDISE (X KIRMEETTEELLH SN S, FARIRHEETTEEDARICEKY TPP
HIRATRETH D,

Andersen-Tawil EBEEIITEUBERRBRELTE. TR UBSE. BlbA . HEN>1-15, IBRIE#ES. /NE. [ELVEE. S
O WFRIE) LEAHMEBAET. QT ERSLVDLEERER. BHUYLFREIESH S LMEEES E 2% m
BEEEEET D, 2 TOERSHI> TN ELHY 3D, Andersen-Tawil FEIREHF 1 B A, HiFE HOKPP DA E 2T
B52¢HH 5, Andersen-Tawil SEIFEE D A REMZ R T 2 LT REB RO ILER O Holter DERIZEBE=AY LT 1Lidh
HTHBH, SETB&LU LET IZ&LHHBERIRIGIE HOKPP TRLNHEDM LR (Fournier HIZEYEZESNTINVD/E—2 IVE
LLIERE—2 V) TH D KCNZ2BIEFOERNFRTHD, BLEBREXFHDEHUE - ELRBARBEEGER
TH5o

S LAEEUE D BT AL B R A LB ERY D LIE, BAUD LAMEOBEKERSZICHHIETT
BB EHIZE-TIE HOKPP [ZEBBRER L O MO RRICLHEAY S LMEIZLD8 HIE T O/ E R A E
BHEENHYD, TOLSHIGE. ME. RPAVILBE. MPERERECEDOMARZERICIHETA-ETRHLYS
(£2),

WREOHE, FREFERORME (R4 ) LR E AES (Transtubular potassium concentration gradient) &V A/ 7L T F =
LB,

& 2- ZRMEHY D LIE DR RRE OGS

—REFEL X ZREOFEYIE (B ST ILER TRV IE
TREETIERATFOVIEMFRLIVEELR): LoVELEE. SR
HEE. BEEEnE.

STV FOFNIE(MhL =B EEE)

HE(MPLZVEETES)

ay
&

>25 mmol/L Liddle fiE{&3% (tubulopathy)
FIREABROERE

<25 mmol/L HILEMDDRE
Fi-lLEE N
EEFEI F31) 75 LIEE A

&t

FIRFAES

Bartter SEIZEB(RFHNSHLBEEEFEEEBLURPIIT RIS L
EEF{#S tubulopathy)

>25 mmol/L Gitelman fEIREE (RPHNLDILEBERTELURPIIT R ILETEE
3 tubulopathy)

it
=

it
faF

EiS BEURASETUR—L X1 BBLU 2 8 (FHUD LMEEEES 4 BUEERO
HEREET IRV

RIREIT R D AR
RAOBERRIZE T HFHE

EH) ) LB EAE R BRI (HOKPP) BT EN - BB LBV T RBEDRELZRET 57120 LT OERMA A HE
hd,

o TIROFIFHED 2 O FI IR
o KITRYT HARIREREDHE

o IMIFFRRAIMARLEL (TSH)

o  TU—YAuFx(FT4)



o  TU—R)a—RYAu=" (FT3)
BEERRERIC T B8

FREESE{E, HOKPP LB HSh BB ICBVTHEREDABRIIROZDOEM,NH S, :(DMBFH) Y LEEOE S, B
FU Q) REREFHEHBOEHBTH S, MEHU D LBEDOERLEH HE FEEIEEBITITEFLAN, HHIETAER
R BHUEHREINAOMBENIVLBENERLLTVEILEH S,

REOHLTRRARMICHY D LERE T HEAME—DFETHY AENY I LMK LTI EEMISARMENH D,
BABETICHLTEHETHENTHY , REREDARIIFTRLLEDTHS.,

*  0.2-04mmolkg DEDHIY KR OB, 1 KEHIDD 3 BEREIDNTT 15 45555 30 B &I 5425,

o HETHATERVESIR, BOBNIHIT LEFETERVESNL, AT 2EREMRIICESLTHE, Z08E4
HOKPP DRFEREZHERE T DAIRENEDBH DI NV a— RGP HAL T MY MBI T, 5%~ = h— VIR T
TR U672, BRFFARICE 5T DB A OAV Y LB EE T 40 mmol/L #8170V E51C L #2558 B, 20
mmol/FH L<IE 200-250 mmol/ A ZH#8 X A\ I LARIT AR B72u, MiEA YUY AR EENTE B L LT 5, 724
AW INEFAENTHTH, AU LR SR P LTS B,

BED) D LMEELENIHECRRICED N LBREOEL IO REIRER ST MMM D D10 ARET AP - A%E
DLERICESEZAUVTREETHY ., BUBRLIMFH D LABELET I EELETETHD, FIC EHYY LMEICEL
UEC 5, U RIRIBOBANLDER L TRONDIBEIZIL. torsades de pointes ELTHISHN B0 B REIRAE D B Bt
BBV BEDEHYD LMNETHRLULFERELELTLESEfLLS,

BA)Y LIEDBREPH) Y LBRIREICEDZRWEEN D AMEORE DO, DEREMENIY LEEDE
=R DTIE MER) D LRENEFELED, HERITRELSTAEELEL,

S7/8F—, HOKPP [ZH 1T B R AH I A/ AF —ITR LTI, FHHAAEEIAMABLALN TUOEL, EZED T
& SANF—DERFHICEDEALLBNESITHD, ALLIGHNETER T I MMEELABORLET S,

— XA D F RS
FUEROBMIEL, REREOHEELEEEERATIETHD, BRLAIEATFEREL. AEELLORTIBRENSH S,
BEESMDLABRKIEDEL. AUDLNEETNEZEIBLDOALELL,

QMDY LEI(10-20 mmol/[E], 3 B/ B) [RREEFIHT HAIEENAH S, (2. W DOERIEEIET T B RS 0 MaSh
RIS SE& 0 (BIA SRR ICHREN R AL RMICIRAT 4L,

FHHJS53FE CACNIAS EEF D pArgb28His TREE pArg1239His ERDBEIZIEEZIZEDNTHD, LHALEAS.
SCNAA B FERELDBEDTEHYIIFOERIKIE-EVELEL, THHB, pArgbT2Gly TRE pArgb72Ser TED
FEGICITRELEBILITENHY. D) SCNAA BEEHEEDERETIE. SEAHIERLEHS,

TEEISIFL 125me/ BMDRIEL. HBA T TRK 1000me/ BETHETES S, BRADFHOL0IZ. RAOEIX+
DGR ERSBEATH D,

TREJSSFOREE, 7LV IIFICBAEINBOLNANMES O, EHROABRTINEARDONEN-F- 1B S (L.
2071 F3K(50-200mg/ H) . R 7 LTFL 2 (50-150mg/ H) O XEQ /54 (25-100me/ B) V=R BEMNE EIN
%o

ZREHERD TR

WA - R DR, REAIRICHREDERMENH D=0, HOKPP BEDHEEAIZ OV TIEIEABETHD, BRME
BEEOY OO E RV R B REEHE HOKPP BE DD HBITIZR L THo1=LDBEHH DA, HOKPP B E (L EM
BRIEDURIEEDEEZ | FREEFELYS IR EEFERALEVESICTRETHS,

BMEO—REGHARSA2 L TR, BEHIDY LABREEFRFZCOUI—ILL, KEBOS LO—REROEDIZ S LT,
BERKEMEEL KREANOBER NSO RZHEL, BRGREEHITEAULILEADS, 3B L THIE S ER
BEEFEHTIETHD,

PEROBEF. BEOREOER. PHARHRCL>THARTIVENH D, FEGHEHET BB EWREIL. S4
NF—ITHIKAMGHENETERET OIS EBRETIRETH S,

ERDHEEEIC. ERREMELTELIC LR AR TORROERE CARICHTINELEET 2 L THRTH .
g~ & ERi AR
BHEREEFRTDAREOHIROEFIE. TRELSIEHTEIETHD,

o IR FHRRE ES



o RAKALAOIRRIFLEL
o HETH
. %=

BOLLIBBHRHOULFaRTOSNEREZERTHITEEELNHY, HOKPP BETHERATIHSITILEENDETH
BN

TNa—ZARBREIRBELFRTHTREELIHY MO RAFRICERTIETHS,
YAZ D EHHIMBEEDRE

RinEDREREEEFERESAESATOSES. FPERNSOAUERBERECERSROBBAH DO, YRIDHD
FEROMBECOVTHFEGENREEZT S LTENTH S,

RIERDHOBRADDLLVNEE URIDHLMBEIESHEDCRRENHDILDELTERINETHS, HICHE:
EOBREVOHREDEFRAFERITILEDEREZISIRETH D,

NROOHAHMNBEEDOREICETHELEHI I EIDTITOVWTILEEAD VIV T ESE,
S OFCY 5

REBLERITH T HEREMEIC OV TOERICT IR H1=HIZ(L, ClinicalTrials.gov #H&FRSh izl
L REICH T HERERRBR T LA BELNZL,

TOit

Genetics Clinics [LBEEMRMLERINATHEY, BECREICBARE, AR BEEK BEREOHEEHREIRY
IR SEHMERETHEEEIC, BEH ARSI >T-EREIBEHE TS, GeneTests Clinic Directory #Z8 DI E.

RERICHTIEEREMDANTEEIEBBICDULITIL Consumer Resources BN L. CAODMERITRELF
DORIEIZHER, XiE, hOBEEFLOXHROIGEFRETHLHIZHIShTNS.

&{ﬁ%rﬁyiﬁ‘,f:/’f?

GREEAD I TIREAPRECHLCREEREORE, #iE BREOEELEOERERMEL, BoVERLD
HVREANTREEZTTOZENTHT0ATHS. UTOEE TILEGEHRUAVEMCREOEERMKREHS
M B-HOREEROFTE, BEEFRECOVCHLS. COETEL2OXBENEBLSHE AMSSIEITLAR
BITERLEDERRTHIOTEAVL, BREEMARAQIFILFORBAEZELOTEEL. )

EERER

(BN LR T TR (HOKPP) [ E R B A BILEET 5.
BERKRD)RY

FimE DM

o [ZLAED HOKPP DREBEIL, ZOMReXITMS LI Ro e RELILR AR -, FY-G BRI, HE
D PCTIRFBMEIZIVESNTLEIHE DD,

o LML7AAH, HOKPP ORIGHITH A RRERIZIVBEL CWBHARIENRSH D, HrESRERDEMLLT,
CACNAIS HEET D p.Arg528His ZH L p.Argl239His BREENREN TND, B 22 E RO REF OEIES13RHA
ThHb,

o HOKPP DFEREHFF /W RIEE OBUL OV T, RO RSN D, T72bh, BFRICEEMEL D
VIR RRE OB N BANEEIESHET 5, /A a—Z 5., T, — R0 BREE 5 - b xR EO R IES
BEHS 5, 5 713, Z L ToFlm2imaE chs,

o  WHEOELEN—HT AR FBEZEANICHEFEIZ HOKPP L2 TR VEAITIT. MBEbIAIEETH, T
R b TR O AR VY A . BREHC L TIZEEE RO BRI HAEL TE L HRETHA,

I HOKPP L2 D BB EIREBLEEEE O RRRNDAVA—NEBRICEMANTO oY, 2E
ENMEWZEDT=DIZ, REENMVKIIZRZEIELNH S,

RimEOFER
o RIEEORMAOVAZIITROEGHIRIICLD,
o  HLL,BEMNEREL DL, BEEREEELEZEHL COIIE, BEEFORBOVRZIL 50%ThD,



o REBFRRAZLRENELLOBICL RONbEh - HE, BiEORBOYAZZE,

o LLLOFICH, AMERDBIHL7Z DNA (2 HOKPP OFEBGF SR onDid o154 S 138 A 22 as
R LT EEBZ DI, FOBAORIEOREERITH AR B OEELH ALY DT A7 DRI
Y95,

o EHUERIIDEFAZIZEDME LRIV, ATEEMEIES S,
FURE OF
BEOFHRBISIZTIATH 505OEEETEENEET 5.
idoites

HOMBEDVRVERHGEDREOHBEDORRICLD, LLELLADENBEL TV AHINIESERETREELT
Whid, ZOBOnBELEIRINH S,
BIEAD AT ICBEL-RIRE
BHZHMERBREENELEZYRIOHIMBEDREICETAERIZEBRMTRSAVIESRBOL,
VRVZHTHIRMEROOBZEORE, RnBOKEREEGFEENAEIATVAES. FENDAERER/ELE
HEROBERLH DO URIOHIBEROMBEIT OV TH FEEEMUREET I LLBYITHD . RENDEHO
RBRADDELBNEE URIDHLMBEITAHENBBRENSHIEDELTEZIRNETH S, HICHREDIR 5O
BEOFREFERITILEDTELTISIRETHS,
BB HTAEZRRERLEL DNAT R HRAKEEEELIREL., Felid DL HLOBUTH BB REEERBFEELR D,
AIETHHEVIBERIBED2VEE | RISE I A ERLREETIHLEZLND, LhLaih, RERQE (%S
(To LT AETEMBIEIR) | IEABROBRFRE DIEE LR D TEEME TH B TE LS,
REFHE

o  BEEMIAZFHESCHATNBEDRAIEREICOVTOHRRITITEINITOIONEEL, RUL. BESHIAS

I DEIERO MBE IOV TOREDIEIRATNCIRET 5 REELL,

o BALTWD, HOWNIVAZER THHEERMIFL, BEAT B (FRIZDWTORBESIDEIEZERY A
IRAETEERDOBIRBEDLE D) 2ITHZLL#E T Th 5,

DNA /A%y [ DNAGEREBRNEANSHHE) ZFREOFERADEOIZEELTE D THS, Sk BEFEOBETR.
ZE . HIVIERBITHTI2ONONOERISESTIEFRENDID T, BEE DNA DEEITEEIZET S, 552 DNA
NoX T IRETECREFEROBRZMEN 100%IHE RS S ICEEREE D, DNANV X LT ET>TOAHEFRD
YAMESBE X,

HARTEZ

DRODHBHERIC DN THAERZ I A EMTMICT A TH S, DNA [ZRa4 15— 18 BICIEEL =2k h B O 10— 12 38 *
ITHREL-HENSRE T L, HEFNBEETOIUNIC. BELTULARKICBVLTERELLS SCNA DBEFEEARE
SNTWBBENH D,

* BREBBIIRKARORBEH IV EBERBREICLDAUTICE SV TEHEESLS,

HBEICHEDN GOSN DERATFHT S HOKPP D LSUHEBIT T HHAMBHOEL X HEYRL, HBHARE
PETERRPREENELTERSA TS BEICE. ERESEEO P ORKEOMICHATNZSHOFAICOVTEE
ROWENFETDAREASHD. B<OE A EHETMBHORTITHEDBIREEZ TVAN, BHTIIENTY
THb.

FE: BATEAEICHT SHERMBHIETTHhh TLVEN,

ERATEZH (ERBLTVARKICBVTRELLIEGETERNAESNTORERILITICELTES, BRITSHET
SHMEMESRE L,

FE: BRTIIAREICHR T HFRAZEIETHhTLAL,



A U T A JE B DO PR 1 TR
(Hyperkalemic Periodic Paralysis Type 1)
Gene Review E & Karin Jurkat-Rott, MD, PhD, Frank Lehmann—Horn, MD, PhD
BAERE: BEAFEE HAGERERBHEEZE §FvRLBERIVE EEEOBE AMESHER B LU A AREER
M = B AR O = H ORI
Gene Review B8 H: 20098.11. BARERELELHH:2011.1.10.

JH3X Hyperkalemic Periodic Paralysis Type 1

B
BB O

BN LUEE AR FRE 1 B (HyperPP1) XA F DR EZEE TS, Thbhn, MR GE, IHIE., ARFICERACENHD) DihiE
HRERELAHDHE, BRERFERIZEAY Y LMEWEHY D LEEDS mmol/LHAWLIIEHY) S LIED D 1<ES 1.5 mmol/L BL
EDOERERDHZEHDNENIY LR OERICLIFR- BELROHDL, REBRYICIZMEHL Y LENEETCHHEE
BTHAIE. 20 BUMORETHA L, /8T — (BA VLB TERINIFDIHEY) ERBOENETH D, EHEDR
BIIEE 10 BUTALELS, BHIFIEMEE BV, REICRIEEE-BREL 50 ZTAETUOEDIM, 50 BEBZ SRS
EIXBELMNZDEES, DI LESCETRY. EBRORBRITHBELERLOTL, BUVEE . BHMAN X OITRIEL. HEE
BIERILEYBESE YT D, BRICELIRAEL. BRAMICEEC. 15 905 1 BREIZEESHEL-EBELT S, BERMESRICR
BIROCHERALIEEEECHV, FRER R HyperPP1 [ZBOSF A —EOChIEVEBEE T30, MEEHLZTAEET
[T, ZLDEROBEECIIELEETEDOIANRF—EET,

ZH-BE

SHIEERRRRTRICE O SR TERLRICIL. SODOBEBBROIEDENIEREITTDHIEMNTES, HyperPP1 (X EREH BT
RFEHENa FrRILETI—RT D SCNABEFOAERIZIVELS, 90N EHELTRZ M ELL-ENERBIT CREE D 55%
IZEBRERBITENTES, V—IIVABFLER ERIETRETH S,

ERERBYT i A b

BRERERICHT AR FHETOECEYIZEOESORKEMDER., YILTRE—ILORA, FILaHohiLy LD
RS54 E T, RIEEFHRVLLEHTAIENTERIENH S,

—REERD T FRERELRKIEYEEREIZECBEEEAICIEACE, YA 7T AR RFREOCT IV SIREHENICIRET
BIER  H)ILEZETEBYOEE. 258, BANDREBLEEHITACETRHTAIENTEETH D,
ZREEERDFI AR FEHORBFICROBEOHEIAFTHAAZD L, YV IRFS—EHEEE, HYYLERTS, ChblESA =
—FEEIE BRFORNR L FRFOMOBRGDREZE-LIRERNEE ORBMA TREEEE2I A4~ H 5,
BEHRR: FHWARDE, FIRBICKZERTEAUV LMEFEEITA-0, £ 2 BREAHLEETRE, HiEFMETEHC T
SEfLMRIZ 8 5ET&,

BT REEY/BE HUDLOZVEYOEY., TH. BKEEH. EA~DORE

VAT OHBHMBEOME: MEROMBEICHL, BEBE CRIESNZRARRERZHRETAIZ L. SAB FHENC T Fx
MDD EDT=DITILEY TH D,

BlEhY ALY

HyperPP1 (4B A BHER 2 ClRIET B, [EEAE D HyperPP1 (FBBLIBERD, HERREROEAOSE EFETHS, B
BEOFRATRE B HEC AR 50%Th o, MIET SR DHHEEHL. HENDIERRITHT5RELERASHBL
TONIEERETIAH B, LALIAD , SRR A DRI T S HyperPP1 DESLEBITHT HHERNBHOES
EHEYAEL,

HUTESE HyperPP1 OBMIEUTOLSHRRIZHET
o it 2 O (IR, WHEE, (RERHICH R STENDHD) O iR MR R E O R

o JFRELFRAIEF OB AT LMENIEAY Y ABRESS mmol/L)H AU NI IEL YT MED DAL &Y 1.5 mmol/L LA o F&. Fi=/
BHAENIAV T AORE DIBERIZLAFRH DV IHEE



o RAERMXMOMIENY Y MENTERE THHLIER

* 20 WEARIOFRIE THD

o NIUFh=— (EASEH TEESNAHOIDIED) 2

o FE{EMRENIRERRD 2

o IEWOEMIESRE

o BRRUAYIZIE, D7l 1 AORBLZ— RS K

o  MOBEMEREAIY LM ERBKS ) BIOEB KRR LY AMLE CGEY ., & - BB E

HEEEMG) BRRICETHIF - =—OBIROFEICLY . BHIIMEIFSNS, LHL. BHEEEREH OBEENL 50%T
BRMSA = —EBRTHEMTELL,

o WREFEMERICIE, BERITEBEM OB AR, BRAILE GHIAR, MEESEMOWE) bR

o EMFEMIMICIL, BRAIIIA M =—BEARBOON2TH, FHERTIF h=—1E8) (RIF- BN L B T 2EB B O
ERE RN PRBOLNDEN DD

o FRIKBHYR MR T AR T BE T, BRIED R — U RELILAZERH B,
BE
miEhUD LEBE
o RREFELERIC, MIFELVY MEX 1.5-3 mmol/L LR L, @H MIELY AMEIL 5 mmol/L &+531#B2 5,

ER:REOBRDYIIE, BOLDOHRELUHAOBERYRAADL0, —BUEOEHY LAIEEZR T LA HY . EHY
LR R SRS IN LA RN H S,

o LEMEETHILOMBENIYAMED ERIZEEICENTHEN, LERE(T BEOME) 2 ELLZITH5,

METLTFor—HE(CKIRE. SIEORMREIC, IFE CKERERTS(BECEED S EMDS 10£E), MEFRIH ABLUAUY
LRERIEETHSD,

HEEER DA THRGH., L5 REROIENY I AMEORELNLL, HFEEFHURELRMEOE ST, BHEREC
TRHICHERABMNAVLND, EHUUFRFREEEORFESIEBITRBMEALTVEY ., BROHIEMDEET
HERMERFEO LT, DEROIEL ) LAEETEREI-LEBTTRETHS,

o HHAYREEIERABRIL 2-10g DHVY LEFEREVEEE T TG L, 20 HTLITMIES YT LEEE 5 HEFIE T B, @R RIEE 1
RERILAPIZ B EBZ &SH, #9 30-60 S FFEL  MLIEH VT ABEED EF% - TR BRICELAHHIE T ORIELELT S,
bEBEMBFNIY LREDOEVEE R, +07 0 BHEE BIERELASRVBE ISR THS,

o FHIOFHEHEABRLLTIT, BERET LI A—F—2 AT, Bkf% 120-160 B/ EIC F S 3TARED 30 SROES D%, ~
v BT 2FR e 5, REBEOMIEAYY LERET, EETIC EAL, EEBRIE T, SOICR T 20 %I EHED F
AMBRLND,

o RARTMIFSE AL, BEHITEEC(CMAP)DBIEITLSD, 2-5 5 OEELIZEH LI LD CMAP FHA RS- % . @E L
@ CMAP RIBDRERILBID ROND, WMEILEENE ORAIO 20 S RINEL BV, MEN— B EEREThHS, EEE
DRRERTIL, FORERIT hyperPP 1245 RE9TI34RL BROFBEICHLE RAT TR,

R BEMTRNEVNCE BRIVEAES X FRICEEESEIRUNIEND, hyperPP1 MEEHN DB E (T 5 E M L —i2
RICITHERSIGL, BRARENHBLIBOERIZE, EFEMBL AL THRESHRELRHONEL, RIEOBRSLIZER
BRRDETOBIET. T ERORSOF/NEED . 18I0 i3k - THEANEL, ZRATRESA . Wb B ZERM St SF—
(vacuolar myopathy) [ZE %,

AFEEERRE
WAEF HyperPP1 (BB BLIUKEM Na FyRILEI—FT S SOMABEFOEATRIZEYELS,
R AR E

BEERBHT. ONBREOER (R 1)ISHTIHFREFHRE T, MRBWHREEH LT hyperPP1 D 60%IcERAREE
nd,

=D LR, SCNIA DI —Y TR EHE, 0D EHEE L RN THo-BEZICBVTEREZAET 02T 5,



#& 1 hyperPP1 [THLLW A FEEGFHRE

p.Leu689lle <1%
pJle693Thr "15%
p.Thr704Met “59%
p.Ala1156Thr <1%

éSCN4A EHERMBHF2 p.Met1360Val 1% BRERL L
p.Met1370Val <1% Iesting
plle1495Phe <1%
p.Met1592Val <25%
p.[Phe1490Leu; Met1493lle] <1%

—J T REH 80%

1. BREEREICIVRIESNOERITITEL 2E1H D,
2. FERVERMRITEIT SCN44 OEHEOEROBRET ST
BREFROBR O—II ABTOBROBRICELTICLoBRBOIL
BEFIR
HIEEORBHREICIE. LTORENERE LS
o  RAEORXMBIUFEETHIIIBREREEROMIFEII Y LR E
o QT EREFERBIOLEETENRE R T5H0 LB
o HERIFCE (A P =—IHENIMEN U I JE I DU R HOKPP £0% hyperPP % X359 %)
o IVE CK MREE G IREE E5)

o SCN44 D&y FBEFERIBE, bL SCN44 2 THIIE KCNJ2 & CACNAIS DFEMT, \\oI1F5 KCNE3 D — 7 T AfiHT
PELBETIL R,

o EHRAERDIEMBI Tho7ch, SCN4A BEREZRDRVERITIL, FHEAR, A F— LB, BER
Fi# pThr70aMet ZEREEF T HEE D EIKKMLEF HETICES,
FEEATRWT BETHIAIOHLEIRICKT T DRERZENCE., FRICBTIRREROEFIORERSLETHD,
BEFMICEET S (B RREGEFICEL) ER
WD T DA M= — O F AR FRE L SOVABRTERICEYELS,

Ao LERESS o~ AUDLEEMSF I —0BEFETE., BLISEE LAY LAOBOERO®R., BN ThIEVERYT B
(myotonia fluctuans)h S IEE (5% \(myotonia permanens)E TARI S LIZIENHD,

e Mpyotonia fluctuans IxbBEWFA T THD, BEFIIHOIDIEVIZK SWTWeho7ah, BIZL o TEETHI0IE0 AR5
LTWD, FHORHOHD, | BIOFHOIRMICEY, FEMENT 2T OO I hIEVBFHEREN LN H D (delayed
myotonia), FAFBEAED , ZOBEFFRMEOHERILE VY AMFECHSBIEDORENLVELDLZ E03H 5, ZhiTi
HEERET 2L TR EED(warm-up FHE)

e Acetazolamide-responsive myotonia B4 atypical myotonia congenita &L ThESN TV5, EENZ LGB AERSHL. 7
T2 TIRMIEREFEFT D,

e  Mpyotonia permanens FEE IZAEIRDIENEITHY, FHER CEHENRIA M =—IEBI25R D BND, I ERNIA h=—
IER 2 ELEL)OBIEREEL, Schwartz-Jampel JEMEREE LIATRFENIZZERH D, BrED SCN4A BinFERIT
SDELS,

FRENGEF P~ FEGEREBAICRYSIERBISI, BHEEFHTHRET 25O IHIEYTH S (paradoxical myotonia) , F5E
HEdDIC, T TRENABCBZBLAE. BTN E308H 5, ISIA M —([EBEH Y LTERIND LT
LY BLDEETE, BLWMEBOEDICESTHIEYUNID, EEDFHETOREICIZELI LA H D,



*  p.Argl448Ser, p.Argl448Cys, p.Argl448His 331U\ p.Argl448Pro B OFE R T, o h VY ABRRIC L3 EE&h,
1 SRS HE B PR A Y MR EIME W B RBLFE VR £, \V olE), BRIC KBS SN B HE Tl 2 A%
IR Th il BRI <

*  pMetl370Val ERZFED BARAD—FRRIZBNT, | 40 STIA b=—% B L, FOMITE AT AEE IR RRE L 2L
7

®  p.Thr704Met <° p.Met1592Val &V o7z AIH72 hyperPP % 5| &2 T E RIZBUVVT, ATI4 b —MESRE SN TNV,

0 D L FRIE AR 2 B {ED) D L R E M re B BB (HOKPP) IR ILE HY ™ LMEDE T (EHY 9 A Z4ES5 . Shigit
DHNETORELFEET D, EHI I LBEDEIL hyperPP1 ITRONZDEFTHY, ZFRHEBRICHTIRGLETH S,
BIZIE AV LAOBOBREEERKEHDBTHERSN - RELMH TS, KETIEIAF=—FEBOSNEL, ZAEE hyperPPT =
EATHRGERBARD 33/ F—OKGHAH NETEECD, SOMA DR 672 DTS /BHNEHRT 2 E(p.Argb72Ser,
p.Arg672Gly, p.Argb72Cys, p.Argb72His)# £ U p.Argb669His A5 HOKPP2 £B|Z#E29,

EAY D LI ERE R E (SRS 8) B AR ER. IEHUY LAEET, hyperPP 1> HOKPP fi& (£ 18 A 0 &2 B it ru ik iR
BOIATHBESN TS, W) LRSI hyperPP [ZHEEIT 25, bD TR TOHERKIE HOKPP 12 TLVS . CORAT (L. EEH
D LB EERELR TN TEY., SCMADIRY 675 D7 I/BBRERIZKYELD, ORY 675 [£F MY LAFvRILO
2EBEBDRA VOB Y —ITHETILF=UEI—FLTEY. HOKPP DEEELE DR Argb69 40 Argb72 DT CREIZHEET 2,
BRRATIE, EAYY LSBT NREESVOSAENSBRERSATUKOAESHFBETHD, EELDIR—FDIFLAEDEE
TlIEHREREDIRIZIZBAYY LTH T,

FERVER R ERE ANERXSEFEORE H R T EAEBNODMRIR T IR 36 L OBRFRE R /L 5 L5, 28 KMER I S5
fREEIY SCN4A DERICIVEL S,

HRER1R
B LR A R (hyperPP1IZE 1 MR O BREIL B 10 MUTADEL D, FMELHITRIBEE - BERV LS,

A LEZEORYOEBR ESHRORFBIFELEELOTL, T BVEBE . BAHWAMN X BEILFaAROITEL,
REESIESRILVIBESEYT D,

BRICESORAEL BEHRMMIAEY, 15 955 1 BRIZEHBLTOERELRT S, —BOBETIE. BELENYSY LIS
FOTBIZRISNEERES, GHETORSNELD, BEARED. BESITHBEVOLUEXT S,

BLOLVEBZL-RICHENICBIOERZESTHIELY, J@@J’Eﬁl“ftﬁ'ﬁfd)ﬁlﬁﬁd)tﬂiﬁ"&:&bﬁt‘)%L‘T,L)Té«_&f)\f%é
B RFBICLTO B TIEFH HETHELS,

REPICFBIROPER R TEERELL,

FAERIRHAIC HyperPP1 M# 50%D BEITBVIA P ——@DOThIENEEEE THN. MEESELIF2FETIEEWL, SAh=—
(FEEE- & - Bk - FHEHTHEICEOONS, L. SA P =—AEETLE O TOREMEE S mEEELYEELAS
hyperPP1 D MEX % 5,

HANFEVEBRBIIIRN D3, BT RAESHEE - BRI 50 BRETOL DR, 50 BRAIBAHERAEMEE 1T DA 124725, LnLEL
DEREORBE TIIRIPNEVERBEEITHICIA T — 2 &7, T F — 3T TR (BRI < TR - E05%
=R,

BEFREEREOME

FILRR(THEOLREILEREATHEEDMH) OFITHERREICIESDENHY ., ZERDEND., HAEFoERESIERITEN
kUL HIBMEKBEERTIERAETTEVSLSICRIRT RETHZ (R 2588),

HLOLLBALNVARREL T, RAEMRMIIA = —EREBVBE L, IAP=—EHTIEHCLERETEDIA/F— 0K G
BABTICEYOTNENSTENH D, COMERAI p.Thr704Met EEE B LIFF—ERELNEZETHLNTHY . HLMAKE
HEDIA/F—I2E D, EHIZ, [EAYY LERPEERFE ] BEOERSNEVAE, $E23B) OEEO—HITBVTERLE
SIT.CHNEERERLTVS,



% 2 HyperPP1 2B 5&mTFE SRR E OB E

Ep,Leu689He la“ﬁﬁ@f:otéﬁﬁﬁ Bendahhou et al [2002]
Ep.[le693Thr EATHERSNDHHET Plassart et al {1996]
p.Thr704Met KEGRIEEH TET ., IS4/ F— Pta cek et al [1991]
ip.AIaHSGThr BELRER McClatchey et al [1992]
pMet1360Val B2 BEE Wagner ot al [1997]
ip.Met1370Va| — {5 CINTEF =— FRYIZ hyperPP Okuda et al [2001]
plle1495Phe BrERE, HER Bendahhou et al [1999]
p.Met1592Val HERTIAF=—%2 2L, BB ER Rojas et al [1991]
kp.Phe1490Leu+ p.Met1493lle EUERREMNT Bendahhou et al [2000]
1. FREMEEEDEIRIL, MO TN Y AF v XN OBRESERLE THRE TAONZOL R, BRI 23t h=—12dD
FREMED D D,

BEREREBOOIN , BEKMEEREEST . HERTOAFIF P =—NRENSEEIHLERICHEILOO R —BEET
%o

RERR
ERREAETIEIFRDH LN
i 8

EBHUDLEEYE ORI 1950 FRICIZLOH THRE SN 1=, "adynamia episodoca” AU ME Gamstorp TEEL THILN TULV =, A1)
DLMNRAREEERTHIED, BERABEORERFICMFINILBE LEEEITENDL, BHYDH LU E LM RE
(hyperPP)ELVS FEEA RSN D,
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