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(/ Thurman M. Wheeler
K

Assistant Professor
Departments of Neurology, Pharmacology and Physiology University of Rochester
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Thurman Wheelerf§+ 1o F = 2 9 — K% (GKENY) @ Charles Thorntont#+
PEETHHRER A PO 74 —FEFN2TR2HL, ELT71) /%
AWEaBEiTv, TEDLHICTIHS LWEREZRBERIATVWET,
B2 bo7 4 —HENMLE (REM) VI TSERBINILENT,
ot E LR SRV ELEL A

FPTEm{ EFxwET LI BBEVWWELET,

Wheeler TM et al. Comection of CIC-1 spliding eliminates chioride channelopathy and myotonia in mouse
models of myotonic dystrophy. 1 Clin Invest. 117{12):3952-7 2007.

Wheeler TM et al. Reversal of RNA dominance by displacement of protein sequestered on triplet repeat
RMA. Science. 325(5938):336-9 2009
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GeneReviews HA:E (BEIZ & 2 80ER)

(KA U 7 L S DU P PR

(Hypokalemic Periodic Paralysis)
Gene Review # 3 Damien Sternberg, MD, PhD, Nacira Tabti, MD, PhD, Bernard Hainque, PharmD, PhD, Bertrand Fontaine, MD, PhD,
HARERE: BEEFEE #HAMEBRRBRAREZE HFvRILRSLIUEEREOZE AREHIERBS LUHRARERREIC
M -EREBEO-HOHERM
Gene Review BIQEH H: 2009428, HAERZLEH A= 2011.02.03.

J&3X Hypokalemic Periodic Paralysis

E3 )
REDF

1810 LERE HATE U FRE (HOKPP) (KRR R E34 /{F— B TRE D IToh 5, REE(L, 87 ) LMAEZ 5 73 4 0 itk
HREREEZRHREL. S<(DOBAEEAMRELLSEBEREICETET 2HARRECOLHEEINED, SHOKRERELES. L
FELBBFRA LR X B BMKC EET-ELAREEZRBRLAVEREELVSA. O TWEER. 58, BAHDLELVUHE
THETRYEBE T CENREAETHD, TI-HFREFE. SRKIEVEERCESHROKRTHY ., BLLVIELTIEEARIHKT
FRINEND LEFAHREREREDNRELHS. REOHOHMIE—ELTELT . A ILPT 2 IIFEVT-FHET
RERMBAEVLELHD. RIEDDREFEHL 1 MAD 20 MEBEAHY . RLEFEDOERBAZL\DIL 15 B 35 MOFE T, TD
RIFFEREEBITRERMBUTBOL T BEFDH 5% [EIANF—RITHY | ETHETAEEOHAETHAEICTRICHIRL.
FORRTROESMIEAMET I 5, TORERME—EL TGN SANF—RIFEFRIELOMEBEIEEL ThBEIMEDY D
LEFAEERFEOH—DERTHEI L6H5. BH) Y LSRR RRFEOREE IHERI-LIARHADOHAETOURY
e &, BEREFEHEGEEERES (MHS) EETIFHWVICLTHL, BESROVRITET S,

ZH-RE

BEHY LR EORFREOZEIE, ROFEHEICE D T4bb, EEREORENHSIE, MFN) D LIEA, FKiEH
IZIZ{ETF (0.9mmol/L AT ~3mmol/L) § 5 h%, FEEMARBIZITETLTVVENI S, BERMICHLESEERMICEIF  =—EEEZR
BN ECRRAFRMUSA P —/EAFHRMEN) Y LR EEREO—RRIIFIS) . FRBEAETEEEZROLENIE, &
EHFRPDBFEREROLGNI L, HOUWICELEFEHEEHEOREEEZEDLIETHD. ChoDLTHORHELELH-T15
BlIE. BELEZ 55% M5 10%DHEET CACNAISEIGFITERZRFL. 8% M5 10%DHEET SOMABREFICERELD. #FElE
PHRE IR LR ATEETH D,

BERIIT AT AV

ERERAER (S 9H/AM B RAF XEOH DUV IERIREIAD) ) LR EICKYABRLIEN) Y LEEXERELSE., RIEFHHZER
5 ARPEOLDEREMBFN) Y LEDE=ZL) T HRBEATHD,

—REROFR: BKIEMB DG FRITLAEERDEL AV LEEEICECESEEMACL, BONICHI Y LERATHIE
THRERERIFHTEIS. BEICISTRT7 RV IIFVENGEELH D,

ZREUEHEDOFH : EHERORKREFICBETRETHD,

EBBRR EREFHEICHTIRIGHEICE-TIETETHS MERFORE. EEE. FENHEICEELEBRRT 5, BgF
HIZERI(E, SANF—ICKAFAHFEMLHAETORRDOF-OIZ, FROHFAITEET S,

E#T ~EHY/RE  ERULOFHLOER®, SRKIEME. EFE. 7La—VE. T La—ARBERELGEDHRESREDFE
(Z&T5, BIBREATOANEIERISERZET 5,

YRI DHZMEE DRE : FRNOFRRERB D> TODHE | YA Db AR MGE 1T, BI5 T BB Lo TTFEAOZMRR
AR BME S DY R DD D0 EDN AL T DT LR TED,

BizhoovIg
HOKPP ({ % $: R (kB X TEIET %, HOKPP LB AN =B EDIZEAL ITBBLI-HEE D, I RRETEDEA OB S XF
HTHD. BEEDFHRNEREZIHBECAEMIL 50%THD, RELERICLEN, BHEOBEDEREEISLZ 90%T, KNS

BlX 50%EBETHS. BIZTHIRIDHAHERICHL . HERMBIIIRRICETHREERMNHBELTONIEAIETESH S, LHL
TEM5, HEEICE B EFAIS O DEBMNTFET S HOKPP D KIMERBICKTHHERZEHOELZ XHEYLL,




B0
iR PR 2

BEEE (£ Lt E R ERFRE (HOKPP) (Z(X, FRERIELKFIIBIA/NNF—L05 2 BEO R -HEEVELSHY.
MO FHEMTHLRBFICTHEIYSS, MR TREREELRLE BRETHSTNF—EHIRERERIITN. REREDOL
WSANRF—DAHDEIFENTH D,

o FREFREAE, IKAYY AMAEEHED ATV ORI RRBLRVETHY | Z<OGEE TR LI MU BRI E T D03 %
RS,

o IFNRF—H, BIRETHET, EICTROEE AL THIR TR IO KT T, @ RA e F REEETIIE
T2ER, ZORAER O FUE TR, —E0 BEF I RONDREIEM RO /MR K T LIRS H~ETHD,

RE

—ELULOREREOREDHLBE . BRBAA L FrRIVBEFOREICLS— R HOKPP GO MMED REIZ &S0 A\ &
THDIVONOBRENERTHS.

m:EHY) D LRE
o FREIMETIC, MIEH VT MEIT 0.9-3 mmol/L &7 (FE#{E :3.5-5.0 mmol/L),
FE REDOMBHI D LEORIEX, BH)D LERERELESET 51=OITRBETHS.

FERERORME (R5) AU LR E QE (Transtubular potassium concentration gradient) Eh'™9 L - JLT7F= . B (FR)
NEDE/EIZEBIEHY D LIFELOHHHBANTYAEN2HDEH) D LIE ((F 2 FrRIVEREFREICES—RE
HOKPP TRON D) BDMEEHNTHDIZ. UTOHRGRENERATHS.

o [RHAVUTAMEL 20 mmol/L LA EDFE | BRMENDDO AT LAOBERIRIBIND,
FE BN DLAMEDBHEEBTHEEDERICHE T, 20mmol/L DAY ZHEIZ+2 EFWNZE,
o  RPHVIL S IVLTF =N 2.5 UL EDOBE . BRMENLDHIT ATELIPRIBREND,

o [RHNE (NFN) AV LR E A (Transtubular potassium concentration gradient) (TTKG)*723 3.0 LL_ EDIEA | B AV Y A
TEMRIBIND,

* TTKG=(RHPHYU I L/ MFEN) L)/ (RIFEE/ MRREE)
AR SARFHOVEERTICISTRIRESH T H5E . MAZMEL T Andersen-Tawil FERHFEEZRT ETHD.

MmEFRRBRBARILEY, 2U—FOF2 0 Y—MN)T—FH/O=VRBE. BFARIR P14 E 2% ik FFE (Thyrotoxic periodic
paralysis: TPP) [— X1 HOKPP MERIZMMELTEELEDD—DTH D, TD1=H ABHUD LMFEFFOSMBEFREDIEEIZIE.
UTORERAENHEREIND,

o I iEH FRMGHEALVEY (TSH) @ IEHfE:0.45—4.5uU/mL
o TU—HAuX 1 (FT4) : IEH i :8-20 pg/mL
o TU—hJa—KFH¥Au=2 (FT3): IEHfE:1.4-4 pg/mL

TSHAMEMEM D FT3 B LU FTANRIEE T SRR RRBEAEEDOFENTRIN. REREOREELTAREMNFEICE
W (VDRI ATRE) EAVTRREN D,

TPP [ BR IR BE FTETE 0t 3 B ARICK YA TIRETH D, TPP (X RIEME GBS o L B #AtE U AR R & (FHOKPP) & (3B
FIZRAIEN D, LMLIEAS, FHOKPP FEEHIIZHE LT, FIRIRBEETTEE S HFAVED) D AEREREDFR LLEo1BIA, i
&R 2 PIEREShTNS,

HER(EMG)
o BIEROBBRTRISIERRI T, ERRMLOMS B AN, LA RO TS,
o  FIERIXKEAZIBWT, IANTF—SHFEE CIIHmEME(vERT,

o Fh=—JFEIL, HOKPP TiLilE Roheu, LnLaehb, IREGERMEIA b=— /S FBE R Uy 2o B H 1 D0 FR R
B 1 ZRTIEHRERDHD,

BERMESEFRBR (T YA XTR], exercise test) (EE A MUERESED RO —ESF  ——DZEBICHERATHS:

o  Ta—bx 7YY, XT A (short exercise test, SET) , SET | TR RIEBEB AT (S— 12 F) 12 1 HRCHT-oTI0 T EIcE
A FIEEEN (CMAP) 2506k 2,



o n JTr¥HAXT Ak (Long exercise test, LET) , LET (&R RIEE) AR (15—45 BT 212 3—4 B OE VKR ER AN2H
. 2—5 3R OAT) BITERONE 1 -2 S, ZDHRIT 5 S5, 30—45 55312 7->T CMAP 230875,

FAE RS FECANA T — S A = —TIE, SETELET DERDHEASHHEITLY 5/38—2 (V) 28BS TS, BiEH
BAHEmERE(EH) LS STEA) L) EEF T, LLTD 2 /38—2%85,

o  NRE—UIVEAP=—EITIRDRN, BLLITEN T, SET T CMAP @ _EF 24531, LET T CMAP O—igt EF L
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