309 EITHEIA I B —XATADA

O M=

1.

77Uk b by RARILZYR (Unverricht—Lundborg 9% : ULD). 7 7 # 74% (Lafora Ji)

K OB ARIFE M I 47 m—X AT (benign adult familial myoclonus epilepsy :
BAFME) 1%, &I I A v —X A CTAMA (progressive myoclonus epilepsy : PME) Z & L.

HHBICHRR T 5, PME 1, OFREEE E L TOIA 7 B—X A, @QTADARIELE L TOIAY
1 = — AL OVERGRE IR, @/NIIEIR, @RRMEREIEE 2 4 & L TEITHE OIS & 2
T HBEMHEBEEORIRTH Y | MR IRZR B RV A RZERIE 72 & OB R/ NRZEMEE . MELAS 0
MERRF 72 ED X by R TR & r A RURTAF UIEREDT A V) — LW EbET,

UL, 22Tl AN S BN HRIE U CTRALIRE & R I 25 Z v PME O PR TH
DU 72N b VY RRVTIE, T 74 T, S HIT, BRIERAEREI A7 n—X X
TADAERD,

BYERNIFEENE I A7 v =X A TAPAE, BRTEVETEI A7 0 —X A TANAT, K
NCABRIZHIE LT, Y AMERITIREE T OfRIRICHEIT T 2208, milin & 70 0 FRITIER D AL T 5,

AT ORI TR OAFBIEH ST, SO O IXETHET, &l e 72 0§
(HER AN AL U B EIREE (Activities of Daily Living : ADL) 2ME N4 25 Z E A 5T
STWD, [, ZWIHEAED 5B Definite 351 U Probable MIAH A7z L, 23 DR TRE U
VEN 72 NEE 1. THRETER (cortical tremor) | &N FRAFEFRRNRIFETH 5,

2. JRK

U7V bV RARATIRE, T 7 4 TIRITERAEREEEE (HEEER) ZE2EL. B
PER NG X A7 71— X AT AN ATIRERO @O E Y ARBEMEER (BIEER) & 25 5,
BHE IR MR OBIEFEMOFLFFLLITFERE I TS, 77zl e b« by RRATRHRIE
21q ITHET 2 A2 F B (CSTB) DEInFAER (EPMD) IZK Db DBRERTHD, 77+ 7
L. F990% DA TEPM2A (& > 237 1% 1aforin) & EPM2B (# /%27 BT malin) DZEFEN
RS20, B 3ORKRBETOFEBHEINTND, BERAREBREI A7 2 —X R T
A AT, R O & 2RI KV JRIKE s 713272 V. SAMD12, STARD7, MARCH6, YEAST2,
TNRC6A, RAPGEF2 8 ST\ 5, T _TH@ L TA > b a 2Bt 5 TITCA 72 5 N TTTTA 7>
5725 Y B — MIRAERZRD 5, SRS X D IFKEE 713870 . HARTIL SAMDI2 A3
b %< . YRUNT TNRC6A, RAPGEF2 3%\,

3. JEIR

FIEIX, o7V b Ly RARALTIHEIZ6 ~155%. 77+ 7RI 7~18mtEH, LR
PR ATFE G A7 0 — X A TADAIE, RALBRICRIET D, Yo 7=/ Uk K- L2 KRR
IVTIRE T T TIRITRHR D 4 Iz, T SEER ISR T IVUE RN T SR LR
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W, UL, BRIZEEI A7 m=—TAN A (juvenile myoclonic epilepsy : JME) 72 & & D
MMHERIGEN oD, IA 7 m—XANET 5L, BRPHUK, BFEEENKNEIZZR D,

B BHRARFBEEI A7 0 —X A TANAMTOREEEST & L TORBEI A7 m—X A
QTAMPARIELE LTOI A7 8 =—RELOEMTRE RIRIEIED 2 8 EMR T, YBHER T
FETINOREIRICIEAT T 205, il & 72 0 FRITAER DS BT 5.

4. I6WRk

JRIRNZ KT DARTEREITIES | CAMARIER I A7 0 =X AZKT 25 HTANAIE (N
nralg raFBSRA T2 EE =L Y=Y I RRE) I A/ e —X A (B TE
B L) K DRERIEN L2 D, VTV N LU RRATHET 74+ TR TIET ==
N AR A B LS, FRlCy T =Y B b by RARL 7R CTIERGG I3 A T4
LS ED LW O AKRDOIMEDR & Db DD, KAEIEAFEO BEREIRFH TN D o — I3
2Eabbb, LnL7 == b CORBBRMERIFHERE SN2V, F3FEEE I, AN
Y EBUEUERHI I A n=—RIERELIE DL L0 HmELH D, i, BT EXLALERIULT =
TEZLRIZBTHLANTF T L L, S HITERD AMPA (o —amino—3—hydroxy —5-methyl—4
—isoxazolepropionic acid) BN & I VIR R (AMPA ZBAK) f5H1KITH 57 /3% L)
BER A7 va—X AOMBE DR ENZ ARSI TN D,

5. Ttk

EITOREIIH A THHR, i, 77 =LV E b« by RARLTRRO—EITIETT 28 L
B IFEOIERRIEOUEEIC LY | FREBHFEAEGFT 5 2 ENERS Rz, 774 7WiE. &
FETELED &R0, BRIERABRFEEI A7 8 —X A TAPATIE, IREEI A7 n—xX 2%
& HRRPEHEAN T =2 2 b — L NFTREIE DN RIS SEANRGUE T FRC il D LR 2,

O EHOHEBIZLEREH
1. BRNICHEE D IR A AR L

#93,000 A
2. I OFAE

AR (Dor7=znr e b v RRAVTIHROBIEFERILT A VY — LABEEEEDZ AL
EELDEHHISNTND, 774 T T, 7V a—F U BROMEEBESE L, BE 77
Ua—FroR) Zat ey nER- L, MIENICEAREZRT 520 TRV EHERI S Tn
%)
3. SR 72 IBE 7 1k

RHEST (TADATNERI A7 1 —X ZTKIT DR ERIEN T L7 5,)
4. RHIOWE

W (ETETH D)
5. W e

&Y (FFFEHECTYERL L4 TR S AL W 1)
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6. HE RS

WEFEHE CIERL L P CRRB SN EEE D ICE S & | R rEmaLFiRZEEIC BT
% 1640 TADA ) DOFEELRRHE X 5 & O EE A XRIEIZ R T 2 s R X 7T
BT D DEAREIR - RE RS “#hEil ) 2H0 T, LFOWTnIciEs 4 2 B &%t
G35,

(G40 TAM A DREFEER HE /) P 5 R A

1RBREOYE 1 ~57 T

2HRREDSE 3 ~50DH

SWBEDLZE 4~50DH

O fEmEfde

Hd TADAACEET 2 TUERIBISE ) BE

YRR SRR R RRE NIRRT A A B R A BEEGRRE HdR MmER
WERFEE  ESIHBTRRE i CANA - RERE 2 —KBEE R AR

HAVNER S AA/NRMRE 2 SRR A E AP EE O = e S orgeaT - i -
PRS0 E Ta Y= Y = — AR

<WrEUHE>

1) w7z b by RRAVTIROZH LR
Definite, Probable x5 & 45,

AL JER

1. IAITr—XA, TADPARIETHIET D, £ <1L6 ~16 5%

2. WHEREERE (SRR BXE 2T 5,

3. FIEEFLI /P ICTIREIR . SRR RERE E A BT 5,

4. FRAMSREREEIIRE CH D Z L 20D, BRAENICELD 2 WIXIEETHE CRIET 5,
B. FAEAER

1. A7 e—X A, & - FHil R ORI Bk B [RIIE R OSSR = 2,
2. BRMIFZo—X RS, FIEHRMES 55 (BRI R b VAR, B9 8
LRF0,

3. 34/ B—XAOBRNE U CHIC SRR REECBITT 5 2 L 03b 5,

C. BApTi

1. M - EEEEEREN ORI, BMRMZEFRIL, K. REEZ D 5,

2. FREKHIMEI A7 v —X ZAOFTH KPR EN (somatosensory evoked potential :
SEP) D RMRE oy DERAL (B R SEP) . CRM, Vv —27 vy 77~ —Y 7 (jerk-locked
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averaging : JLA) A THATIE %238
3. HEHBMRI : 8. M. dM®%ﬁk§ka%%%mbé

D. 52Kk
FOMDHEITEI A7 0 —X A TANVERTDRE, L/ v 7 A« A N—JEERE

E. BFHmE
EPM1 (CSTB) @ %

<gWrohT IV —>
Definite : AO4ATHH+BD1IHEAUE+CH3I+CHD1, 20WWTRNnEiI- L, E &1
HD
Probable : AD4THH+BDO1HEAUE+COI+CD1, 200\ TNnEZ L, DOERT
NREFREERA LB O

2) F7+ TROBHIERE
Definite, Probable x5 & 45,

- IERR

I =X A, TADARBIETRIET 5, <137 ~187%
W EREEEE (HHEER) BRXEET 5,

- FIERCFE RS MM TR . AR S BT D,
WEIIECTEZEY 725,

N T

. FEEREIR

- KB IR DT RE, RO TEMEIE R OB IERS S A7 0 — X ADREFET D,

L IAT B =X AT RIEFEE L H D O - FRIBERCA b U AAR) B EHTEER LT,
A7 B =X AOHEN R U T, FICERMRERRBEIEIBITT O 20D 5,

w N o~ T

C. AR

1. P - ESEEEEE ORI, BMIEZEIR, SR, SR EE 2780

2. FENHFEI A7 o—X ADOFTH, « (KRR BN (somatosensory evoked potential :

SEP) O FI B k53 @Ekk(ﬁkﬁm CRgt, v¥—2rmy s 7_L— 7 (jerk-locked
averaging : JLA) ETHATER: #5380

3. JJE - MRRAERA B 77174W@HE(TJ7W3#/%£k?6 ERVE . S
(periodic acid

-Schiff) YetafGk « 7 3 ?‘*ﬂféfiﬁthD@%ﬁEﬁK)

4. TINVANVT 72 —E ADKT : FRTHERETHEORIELZ & 2BFITROLZ LB H 5,



D. ERIZK
FOMDOEITEI A7 B —XATANAVERTDHHEER, L/ v 7 A« HAN—JEERE

E. BP0
EPMA 2 A, EPMA 2 B |ZRBIZAE B 43800

<gWiohT IV —>

Definite : AO4A4THEH+BDO1HHUE+FCD 1, 200V Thnafm-L, CO3IFELLIT4
MIZE &= 60

Probable : ADAHEH+BDO 1HEHHAUE+CDH 1, 20WFNnEdz L, DOERT &K
BERALIZLD

3) BMRABRFENEI A7 0 —X A TANADOSK LN
Definite, Probable x5 & 45,

AL JEIR

1. FRADARED & HAERNCRIE, RRICERIRAIRBUEETIS T 10 iU ICRIET 2,

2. BEROEWERAARBEEER (BEER) 2275,

3. FREIBEREAR T o/ MM IR D 2\,

B. FAEAER

1. %%ﬁ ﬁ?E*XX(&E%§)$Z$%$ WL L7 S 47 1 —X A &l B3R
D5, FERETTHE TR mﬁ%%@%ﬁ% LT 5, IA7 0 =—FKELRD D,

2.%%£&% RIRIELE © @R 1 R OB, etz 452 b H D,

C. AR

1. 6l - BPEZEREI . SRR, REE A R S D, RAEEE ORI b

2. REIME I A7 v =X ZDFTR (LU OWT sz mT) ARG %R BAL (somatosensory
evoked potential : SEP) ORI E T OERIL (XK SEP), CKE, v —2 vy 77 XL —
27 (jerk—locked averaging : JLA) JE THATHIN 2388 5,

3. JEheEif, HEREEGILICH] DR B 2RO 720N I E LA IR O N FERE 2 T,

D. #ERZkr
FOMDEITHEI A7 B —XATANAVERTDHEE, L/ v 7 A« A N—EEER

E. &AM
SAMD12. TNRC6A. RAPGEF2 |ZJ5HIZS B %386 5
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<ZWroOHT Y —>
Definite: AO3HEHA+BO1HAUE+CO2HEE+ EXWMIZLEZHD
Probable : AO3HEH+BD® 1HEHALU F+CoO2HB 2~ L. DOERTRXEBEZRIN LI
HD

<EEESE>
K REEALTFIEZW ZICBIT 5 1640 TAM AL OEELERHIEX Sy, KOEEESRE ZHEIEIC
755miﬁtn\%WE%-% M T EEME 2 VT, LR OWTFIciE Y+ 588 %

WHREET D,

[G40 CTAA ) DREESF (3% 1) RE /I PEERIAL (% 2)

1 RRFEE DY A 1~54£T

2 WAL DA 3~5DH

3 HRARIE DG 4~5D&H

(G40 TAmrA ) DIEEFEEHR (K1) OFEREME L, RENEENAM (X2) OUMEEHRE T
ol

1 BMAMEEAETIEZ M EICBIT S 1640 TANA] DOEESHEX Sy (1)
2 FEMELR - AE %S_%ﬂﬁ<%)
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