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A FAVEMEBJGHAE (episodic ataxia : EA) 13, BIRMEB L2 2T HMEERTH Y, BAW
RIBEEENTEE L R WEHE T, FICES ORI L Y. BE 9 2oL TE Y. CACNAIA
EIRTARIC X 5 EA2 1 (EA2) 2% . KCNAT B TARICL 3 EALBEIZRICSwE S hTnE T,
ARIICEIF 5 EA 1220 TIE, EA2 OFEFIFRESHR 15 b oo, BinF2WilEEd 3 8dlic & &%
D, BB OERE - ARER CEEIRHTHY T L1,

Z 2T, AHICEH T 5 EAOREZET 2 L L bIic, EA BEOIEMERBW - IREARTH 0 FAE % R
LTW ZeREME LT, PRk 29-30 FEEAFT@BR A EHE  HAtEEEFBORITIEFE
(R MERE BBOEMITTRZE) 1< X0 TR 31 2 IKIEHFEAFIEES JCHAE o S REFAEMT T | PESFEE L
¥ L7z, EA 0B D 2 RIBO R NRHE, NEMERIEDSREFO ZHIiob &, fFohkT —
ZEITIC, BRI BT 3 [IRIERFEESLTE Z2WoF5lE E—) ] 2ERWZLE L,

AR D EA FEHNZED A 70 K . FEEN RZHIEREZ KET 2 IR BBEA SO TR v
EETT, L2ALAasS, BHELITOTF — 2 L RWEE ZItIc, EA 02K L2 HIFEL TATH &
ZUERL £ L7, AFRIE Tk, EA2 & ol % B3 2 RGN A RREEME R 5EE & o BhEIC O T b SEE
SEOEMER DA O %2R T BTN T 2E 2T EEVIALE Lz, SRIOFF] & oWk
X, B ZUMHEER T ) LERH L EZTEY T2, HEDBZET, I X v EABEICOAD
LT lEREBLTEY 9,

(TES YIRS
RBRRFER A G A U FERMR IR AR BRI e A ¥ mEiE LR
ESZ R - fREEEERRIT S 2 v 2 — BER KE JUE
FOR R RER R I b = - A EfE Y v 2 — o RN ki
ESRVATSZ3 A R o biR i EE
FESZRGH - R e v 2 — <Rl FravElbeR - iR RS R R BiE =
ftRBEREANE S EARRE btk TR ZEK
HERERFEAFS EAREE Rt X — Al 2—Kk HE KN
RIRR AR A B R A B ERPR e A HE e VBRI R



REHERVENESXFAIE (Episodic Ataxia : EA)

<HHE >

PR 3RO TEN T, WK THIEMER T — 23 v Wk ZHLE LEF vy A WiDa vy =2 7 LT
% % Clinical Investigation of Neurological Channelopathies IC ¥ 2 o HEMEOER L LT, 1045
ANH7=Y 1 NiciiizzZz\ne INnTnwd, HRTIE, Ao &I L 0 B0, 5w
Bz & T30 PIREEIC & &% 205, RgWifld 27 v S vweEx bbb,

<HARIEIR >

EA L LT, AEINTWAEFERIITRHOXR 1 GRTHOREEICHREIN TSR, 204t
EA1l 72 6 ONC EA2 ©%H %, EAl & EA2 OEFKRIERICOWT, Xk EDoM A & AR CoORE 5~ F

ZCHERT %,

#£1 BIET CIEE XN T\ % Episodic ataxia fEfEHRE V2

TENBEATE 4 BEFEIEIR JRIKE G T 721308 | f§E
R
EA1 IFFIT, CADLA KCNAI G2
EA2 Downbeat gaze-evoked nystagmus, | CACNAIA B2
TAD A, SE. FRE
EA3 ThArhiA, HIEY | 5HH 1 q42 (C5EgH
EA4 TADA, HED AHH 30— 60 % FAE
EA5 TADh CACNB4
EA6 TAnA FFREE, SER SLCIA3
EA7 19q13 iE#fH, —55% | % < 1d 20 MR
D H
EAS8 1q36.13- p.34.3 i:# | FLYEHASIE
o —RKHRDH
EA9 TAD A, KEFEEN SCNZA FLULHA £ Cic %

Episodic ataxia with
paroxysmal
choreoathetosis and

spasticity

FAEW IR T 7 b — &, &, ¥
A F=—

Episodic ataxia of

late onset

RIRESTIE, T2 2V 7 3 FROGH
K

KIERET L

60 7% LA CTHIE




Episodic ataxia typel (EA1) ¥

EAL (%, T/ & RIEMHREDIEIR %2 23 2 B EMREM R O F v 2 ViR T, FIEED /MK
ZEfERE T2, HRTEBO THTH Y, BInFERZFE LIEEZWNIC 72 5 72 EAL JEFIOE 1%
KIBCTlE e o 72208, AWFZEHEIC X 0 WO FeEZWH % F5E L 72,

SCHRIC L AUE % OEFRAEIR (2. FEFIRIAICIZIE & A SRR 2, B ICBMURRIERZ 2T 2 DA
T, —MRICZDIERITET L Zv & 3T 3, KFFEMER. HETLLOGERBoRETH 5, F
TFRF D B FEAER O HBUBEE IR 20 b BY TH 2 Y, T/, HKFOFEI L LTHEIT LN THEHDIFES3
DEEBEYTHD Y,

FAFER T FEAEIE D D D AIRERGr 7223, HICIXRFVEIR 2 Rt iIC TR 2 201D H 5., 72, BEFEERD
HTlRZIEIAF 1T (21.2%) B Th 5, RO EAL HEEHIORERD O X, [FIEE O FHEES) ] %
R7ZGEICH IAF ITICXZAEREZIEST 2 2 &8, BWiER LicEEEEZ 5N, FAEHITIX.

[HE O A EEGES) ] 28 E3FCH . BYNIFIEIEERER R 7 7 b — Y L ERZM I Tz, 7
RGEAR T 1, ARSI IC 6B 3 2 AR E A V) v 45 v 4 v (Kvl.l) % 2 — F 3§ 5 KCNAILERTC.
BT » 30 TIlIFEEETE S (Loss of function) ZHFE R,

# 2 EAl RERORER Y # 3 EAL1 F{EDEEG| Y
FER SEE (%) FIEDOFHET S (%)
S2DLDOE T UNTVR 939 THE) 87.9
W R 93.9 KSR 2+ L % 84.8
Bt 1 g e 84.8 S b5 54.5
ipakisn 84.8 FEEN 30.3
HRHR 81.8 H7 AV 27.3
ADUL D& 78.8 Faa—) 27.3
RO ZHITY 63.6 A 27.3
[ELRER IR 42.4 frf 27.3
P R 39.4 BN O IRE 27.3
M 45, 18.2 ARy 1o 24.2
SHI 12.1 RRf ok E 21.2
Mg 1t 3.0 ViR 31.6 (&)
AR 26.3 (&)
%l 6.1
b 3.0
EES 3.0
Bk %I 7R BT A L7z | 3.0
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B D EAs b BLCHlERZ T % 2 iR o B R 72 I % ARAE SR PRI (fasciculation) &> 9 o Ml 2> W I
HHEC, 2 o MBI IEAHAICH YRR TIHAT 5, I4F 17 (myokymia) &%, #RAESRTEIE
L0, RPRELAHROUGHE TS U | IR CHRIRRPS R R H 5, §i28 [T > T2 X951
Rz2zeRBIN2ZLdH2, MRNZZHHERENGHS L IAF ITIE, BEOLDIZIEFEATD
Honhs,

BRAEMAIICIE, HAEXKMEICH W T fasciculation (I fasciculation potential, myokymia |
myokymic discharge & L T2 2 5415, fasciculation potential i¥, #FEAG D B HE 4 U 5 BREK
BT, EEIHAL BN, (motor unitpotential: MUP) 1IC72JE% & %, LHEHRFICAHANZ A FMIE & L <
e 2 b b, —J7. myokymic discharge (%, fasciculation potential 234 VXK L THHIFT 5, H 5T <
D5 ®D fasciculation potential 234IC 72 - CRIKFICHIR T 2 & o ¢, HAIMICHE VR I &EHFRE i
AbiDd T LB,



Episodic ataxia type 2 (EA2) 23

HWROEREEEEEXEZNY . EADHTRE DX 4 7Th 5, Ko —KHEOER I, HA
Tk, BWHlZED T30 FIREICL EE D, AL VMEDL VIR TH HRHEIL 10 TAHZZY 1A
UTEEbLTHS,

—RRICEBFINCHIE T 5 2 L 23% (| FIERIE S BRI S B H . & 2 icEmr Mo/ NME kT
B 5 FAFMIRIAICIE UIX UIXIRIR 272 9, T IR IC downbeat nystagmus 23556 S e 3w Sz,
BEFEAER & U C. BER. R RRE 7 S oRE2 H b . RN R SR o, IR PERTIR 2 £+ 5 SR, AiErE R
SESR 7x R UERE R L ORI SHE & 72 5 9, EA2 & KRR TR & OEERIC O W TIZRiR T b,

BAER R, B E CO/NE RIS D FHE, SRR 2R E LR EE omE 25 5, FIKE
EFix. P/Q BIEMIREFELEAN Y T 6 F % 30 (Ca2.1) DaP 7=y b2 a— 33 CACNAIAE
LfThd, BkzH.oic, 80 UEDZERENFEINT B2, BIICEF Y2y 2ERD LIE7
L=y 7 PCEOVARTEREF v AAMPERINDEZLICL D LHEZLNT S, BIETFIITICOWT,
BT VRN (BT 7 Y v OEREEIERSIE) I X D 90% LA EDOZE B H T & % A3, small deletion
% duplication IZ X 2 fEFIOHE S H H . MLPA (multiplex ligation-dependent probe amplification) %®
AL BEL R 256035 25 Y, CACNAIABELT X, B/MEETIE 6 B (SCA6) 7x b T KEMH
JRyE M R R 1 8 (FHM1) OJRRGEETTH H Y. EA2 L i allelic disorder DEH{RICH 5, R ICE
LCiE. 72XV 7 3 FicHd 3 OGRS R, RO FHE T 7. BIZT2WiHEERIC B 1 5 &iE
ROBASE & BRI AT R, BRI D WTE 4, 5t w3,

* 4 EA2 FER; DAEIR

NN TRGRAATEE W 17 FER
F2HDE T UYNRTUR 13,717 (76.5%)
M 11,717 (64.7%)
Bt e e e 5,17 (29.4%)
i 017 (0 %)
EERER AR 9,17 (52.9%)
T 1,717 (5.9%)
M 5 - M- 4,17 (23.5%)

#5 EA2EEWNICE < BN 5 5E

FEIR TR E 2 17 SEH (11 5%)
FERFEEN - AINRE, SRR 6,17 (35.3%), 611 %% (54.5%)
Thbri (DB ik 8,17 (47.1%)
SRR % R & 3 2 ki B
¥ CT/MRI D /MK 10,717 (58.8%)
TexV7 VRS FaEYlh) 12,717 (70.6%)




<EA & &R & ofinlicownT>

BEREAEIR & L CHURA S 2 580 id, iERO 128 [FIEE O RFER] mod THE] kod, %
DR - HEE SHICHMT 5, [HE] o FAER T 256 cid. [ERSERSE] e, Ttk
AR 2 FF 5 Fr Ui U#F”JE@}#“EYJ [HIEEVE RSB ] © 2 W Z oIt WZliz 35, 5
TEEDRIVEIR] 2ETH B 5BICIE, AF51Z D EA BWHEEEICIRS L TR 21T ).

OEA & J R FSEdR & DRI DT

Fr RSB SR C IR IS IR EIR 2 R L (550 % | oake b3 EBIEH] BA5N02 2L db
270, KHFRENRD 255 B TERCII AW e 1S 2 e\, —J7. R SER O 2 WL e
TIEBI R O A 7 & FTHIVRTIER GREAER, BEEER, SFEER) *ofFEX2ZERL TEY
ZORFEMICHERRFRA Y MickY 55, —J. A—0 CACNAIABETFEREZ S ORFNICE WL
T EA LERRZBIE N D FKAND X v o — & FIREPE R B & BRI S v d X v oN— & MEHE T 2 43l
LRI NTH Y, MFELZEIT 2 2 & BREEIEG OFFAED R I N TV B

CHPIRAEIR I ROEREAEIR, QREAEIR, @FBEk. @OEHEIR, GONEAEIR. ©FEEFERD 6
2350, O~QHAIMETIK & M 3 ,)

OEA & iitERTIR 2 £ 5 1 BE & ofihllic o n» T

MEEtE ATk O W R DIHH Ic, DEEVEH] 2AEEhTE Y, EA L OESH L v, 2720,
PERTIEZ 5 RBR O ZWEHED 2 2 v Mo, T3 & A & OFEEFME R I IERIER Ic i 2 <. SURYAY i
JRIER (BRI, BERER. SRR ooz L3, CoREEINCERRFA v ik
D95 %,

(OEA & i Froada & oAl DT
RIEPER BERIC D W CliE, Z DFEDIHL A T3 7R3 d % 7=, EFRTER 85 3 Tl
Appendix ~DFLHE & 72 5T 5,

Fr BRI SRR P IR PR RTIR &2 £ 5 FEER 02 Wi, Mo RTIRIEIRCE RIS 2 TR O MR 7 & % hi
KL CEBWE Nz, [REBZAN L] FEEMELEGRL 22r o2l 2D 5 2 LR s h
%o
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1) National Ataxia Foundation Fact Sheets: Episodic ataxia https://ataxia.org/fact-sheets/
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2. BEBRETOESR (BEHLE)

3. MMEREIAET T D /) i R SRR
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5. FBHFEEERORERE AWHIEAD R
6. Tt& /I FCOERDEEDHE & 7R

EXic, Mg EFAREO BE OERIZK 7 v —F ¥ — F BRT, —OBEE S HF 2 T, NNEER D
MRIMAEREE 72 &, RUEFRIFEHAEMN O £ WiEh E o HEWGERER O 523% . Z oI EETH %,
ZNTHBWOOh 7w, [560F | [HEEREE ] TR £ v 72 & o/NMEIEIR2 D IR S 12 56,
INIFAE O R RRGEICTER 2. RIEMX A S 2 56, Bh/NNETHE 6 B oo F wHEDOT]
REMEZ F 8T 5, B ZE S Gaicid. FSmBED F W HHIICE 2R 5, 2N THMICEL VD D
Tlit. BAERICEHE LT EAL o A[REMEIC O WG 3 2, —77. /NMRIEL Rt < b 2 560, B
K& R TNNFEVEZ#R 0 R L 2 $REHI<ld. EA2 OAJBEEAEE X 3, EA T BE /MK
Ft L CRONDEZERH DT, ZDOEAIIHDL 27 [HEIER & [BYER ] OfFEICER TS (%),
XFHHE & LTld. TA»A QBT IR R liE < o /MM RS, R RN O FE - Z DK
JEZR BT oD (#), HEEZK L LTld CACNAIAEIGT DRI IC X 3 BIGFEROHHTH 3,
EA2 CERD b N 22853 F ¥ A VEERE OBERETEL (Loss of function) ZEZ FERTH L Z LT L A
ETH b,



< RIEFEFEUEB KT (EA : Episodic ataxia) BHiEHE>

<TUREAE>
A fEIR
1. RO2DOOHEEFH-T/MNRAFKEELBEICIBEULERDS,
® SO OEF-HBERE-RHEEOGEVDILLEKEL—DFETD
o (FIFEBAERDRIEMAREA. FEMERDEVEILTEVEINHALSNIFETD

B RI&FE
1. BEEAEBLEEGETT/MNEKRARIEDORIKE

CXBHIIERSIUBREMRR

1. REMRYIZREZROS,

2. HEMOFRMEEES - LIREK (GFRESEE . HAHET. IR, HOUOE-CHIEY)2RH5, Fi-
(. S BERREICKYSAFITHREZED S,

3. TANA(DBEE) RITLMMEREEHFEETIMNEEELTRDD

4. CT > MRI [ZT/MdZEfE (IR ER) 252865,

5. RBHREEER. HIVITOREEERDS,

D #i A2
HBE/MBZE PESE (4512 SCAG 2E)
B MERTIRZ (¥ HEESS
AR R ERSE
BIE RS
REMEESF RS XX DT (PKD: Paroxysmal kinesigenic dyskinesia) . FE{EIEEBNERMEELT TH
—+ (PKC: Paroxysmal kinesigenic choreoathetosis)
FIEMIEBEF B EE D XX K7 (PNKD : paroxysmal nonkinesiogenic dyskinesia)
SPAVRUTR(EVEVBEDIVRF L S—ERIBAE. EIVE D EBKRERE S K (PDHC) RIBIERLE)
REYATILEBIE (ornithine transcarbamylase RISJE . carbamoylphosphate synthetase 1 RI8fE. -+
WD MGE TR PILFZ /NI BERIERE)
TI/EABRE (Hartnup 8. BIREA—T L OVTRE. AVEERMAERE)
T IWA—RFURR—4—1 RIBE
Issacs fE&EE.Morvan fE{R &
BT A1 T AR R
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1. REEGF(TR)IRBRRRLEZEZIONGEELRDD,
<EA OBEA D REBEEF>

EA1: KCNAT &IEF

EA2: CACNATA EIEF

EA5: CACNB4EInF

EA6: SLCIA3EIEF

<EBWohTI)—>

Definite: AZjiif=L. D DRI T NESHEREZRNL.EZHBE-TILD

Probable: A, B ##IZi#7-L.C MH>HIEBE L EF#EI-L. D OEAIT REFREBLERIILIZED
Possible: AZiiiif=L. C D5>H3EB LI EZ#ET-L.D OEAIT REREZRNALI-ELD

<EEENLE>
OJEF /e EEE M : Barthel Index ZHHVTEHEL. 85 ML TZXERET D,
Definite. Probable X & &9 5,

O St HEES T S HEERIE : R ARBR BRI T Barthel Index T 86 fLLE (FERIIE, FROFAEAREI<HLVTH
SEULEHTHAICHRET D,
(RHEHEEE  (BIE6HAOBIRENMORTHETS,))
W
AIABEET HRAEN 1 BRI LSO BT B AL, THTHIZ1 AR
q:%ﬁ
FINBEET RN BRI LR DB B A, FHTAI1BLLE
Ea’fﬁ
AINBEET BN BRI LHCSED BT B AL, THLTAIZAEE

<HREBDEDEIG>
LRE<EEESESERAVEER. GREGDIBEDEELIEDEG(%)L20%THS,

KW HE N OVEE FE A3 B DTS2 36 1T % B B IR
1. WAZWICHWDERRIER, BRAFTAFICE L T, ZEEE LICREROBEN WA ICE, W
NORFO L DEZHNTHELX AR (220, YRMORHEZ ST IRKIERSE TH - T,
PAAREZR B DIZIR D)
2. JRRBRAMGTRICEB T 2 BIEE IS OW T, WU REZEHO T TIRREMTON TV LIRETH
ST, HIT 6 221 H Th b EVIREZ ERIS B2 Z & &35,
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3. B, EROREN LR OBEELESIEE T EULIZEY LRWETH DL, SR ER A k4
D ERREREDIZHONTIR, EEERONSET 5,
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O F D FELALAEREEIRD 9 b7 &b 2THH %724,
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Hig v
HERE (HRA IR +4)
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f. RREREE IR L 2\ iEEH IR
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B BB R SRR O BT L YE

SEEREE (B))) 2 ETATIIRD H 2 R v, KIEMER MR EM 1 2 (FHMI1 © Familial hemiplegic
migrane type 1) 13 CACNAIA B TRENENTH Y, EA2 & Allelic disorder DBARICH 2, [[EFRTE
FOHEER 3R IRHAIERY 2 - BREE I EEES] o [1. 2. 3 FREWREE] T2,

1.2.3 K WoEtE A SR
<igWiidE ([ERRSEE 28R 3] X vk >
A 1.2 TRRD B % FriEke ] oZWiEMEL T B %7z TS H 2,
B. fiJke LC TR IHHDOMW G %2380 5,
O7e &ALt EB R (W) N2
FEAALEEGEEER, EEER, SiEROVwITs 1 DR

1.2.3. 1.5 i et - SE

<Lt ([ERRIER O 3R] L v k) >

A.1.2.3 THIWREMRYER | OWiikE 2723 RME2xH 5,

B. 5 1 JHEEE £ 72135 2 ErHlE o A L b — AP 1.2.3 [THFREMER SER | OB WiHHE % 72 3
RIER D %,

1.2.3.1. 1.5 M A pRBat: FrBEdR 1 29 (FHM1) @ Eidichn 2. CACNAIAEIG T OERPAIH T T 3,
1.2.3.1. 2. KGR MR R 2 B (FHM2) @ REdichnx. ATPIAZ B oZERBFEHI TN 5,
1.2.3.1.3. KR MR B 3 8 (FHM3) : EEticima. SCNIABEFOERBFAH I T 5,
1.2.3. 1.4 R B B E, fth 0B TR : L5Cicin 2. CACNAIA &G T ATPIA2 st SCNIA
BIETOWTNICHERLGEIHE Lk,
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<igWiidE ([ERRSEE 28R 3] X vk >
A.C & D %7z 3R 5B LD B,
B. HitE 21365 1.1 TRk 2 WH AR | £7213 1.2 TRk D B 2 R | D> IRERS 2,
C.5 0 ~72 Bl o cHift 3~ 2 HHFE T 72 X EE ORIEER 2 H 2,
D. #EDA7 K LD 50%IFLTD 3 00 EROFHRD > bR b 12%M5,
ORI T D 4 D 5 b PR &b 2HA %727,
a. Rl
b. fa#EE
c. PWEENIIEE
d. HHEMARBIEC X 0 RS HES 2

ORI QR =BT
OHIEMERTIE

E. 132107 ICHD-3 ©2Z2Wisizvs, 72 1 3o RiEREIC X SRy,
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