BT RS G (AR B E R )
SRR E RS E

BRFLIOBE, SHEPE, EFL VR NI AT AORE

SEEE JELAER BETAPAMRERE X —

rEEE

TSN IRIER TAPADERE & BRESHIET 2058 BHORREZF EMHE, BT U7
ERRILFEIAFSE (FACE study) Z#fFt9 5 & & b2, FACE study THEE Z 17z web JEFIE
AT LR REIZEERED THIVERETAPA LY A MY (RES-R: Rare Epilepsy
Syndrome Registry {R#R) | &R E ¥, EEFTOEEDZE & B2z flAr N2
BRFoI 2R L. BEUREEBEZHE ECF2HOE RN bDFE®RE U 7 LIZES]
VIR N BEREHEET D720 O EITo T2,

FACE study O HIFHREBIFREMIFED 3 FRD AT ZITVD22H 5, SFEEILE 12RE BN
D7a | EROMTIIFRTII 2dr o, BEFSIEIIMDO 4 NOER - HHEPIRE L &
BIZBEEZITV., SoHEPER L L T2 ELHY L7z, RES-R: Rare Epilepsy Syndrome
Registry OBEEEZER LTz, 5%, BEFIE~v=2 7 VB I OB FIE~ =2 7V EE

(TRES

p L. WEB 2583 2 FETH D,

=

AWFFREED B B9V, TS BRR TA A DERE
LRSI T D50 BEORRZ | SHE
W7 U7 HEEEREDSE (FACE study) e
%L L b1z, FACE study THEZE S U7z web JSES
BER AT L EICEEREO [HIVERETA
DALVTANY (/PR | ZRRSE, om0
B2 & BET2EEEAANTZBETE 2{E
R L. O R EGZER R FREOEK & %
NHOFEHRE D 7 LIZERIL VR N BEROH
EEKDZETHD,

FACE study B&IEFI DR 3FEH DOEBHFHE
BTV, BEFIEEES L OOHEBELITV,
SHITEBIL YA b Y S AT AOREHET 3 O
SHEFEIZEI D B TONTEAREEDEEITH D,

B. Br5751k

R TANADERIE, EFICKEST D TAn
ABETEDRZE (BEAD) L, EWEORNBRRRE
WCHFLLTIORERH Y | BEMEMR RV LIBTL

TW%, BHEFERPRUATOERE Liz, 20
ERICEET DMEH O 1EME ORRIE Z BRI
A LT,

BIEFINIA0D BT HFEZ KB L, o4
ANDELE « pHEFFEE L & bIZEEEZITo 7,

Web% gk 27 AL, FACE study 8L U0HY
ZBEXRGFEY A b (Remudy) 2B LRNRL,
FEtER I 2ol

(HEE ~DEE)
ARIFFRITBEFEREZNET S Z EBREMTIEAR
W2, RERZZRBETA T,

C. FFFeR R

FRL21F4 A 1R 22 b ER224F3 A831H £ TD1
ERNC4BE &2 12 LTo5 L T o/NEERF O 5
b, HEAMOREEEZE L TWZ0EE96], 141%
DFE % B BEIC TEEMITB L 2 7201340 (7
BIRHAFHER) | 3FEFZEZIMZ T, 2142 BEFF]
REThol, L2 LB TATIRIREZ: DIX3H



T EF, R TADA DRI RAREEFZED 3
FEROFERIREE BRI LD,

DEFEIEICE, RBESEZ2WEE) | 2
Wrv==7] NeR<w=27/V] oY, o
HEAFFEE S REMS L DWEE] 28 (R
WIS FRF R PR R AR I (CSWIS) % 7R 3 T A > AU RN
fiE, BRR20BYEAMIEBREE) ZHE LT, FITH
£, HRlFTH 5,

WEB%E & X7 ADKFIL RES-R: Rare
Epilepsy Syndrome Registry & L, {REHZE, K
BERERTER LT, 4%, BERFIE~==27 /v
BLOEWFEY =27V E/ER L. WEBZ &5
FETH D,

D. VYR OBEKE
B ER T RBIHBRE LT,

E. #&#

ALV A RN OERIZEY, FHOEIRETAD
A DIRFEFRA & FTRTERE DB I3 5 K
B - BRERRORF R MR Sh, FEROFBRBIEFE O
VT U ADHBENEFIND, FBESL bE
HELTHIRBRREOERAREHEST D LT, &
D EEIBYE T A A BE KT B ERTEEH OF
Ee, BEEREBEECEIBENEALTLIZLICL
HIEREZODNEN L LTI RIS,

F. #Wrgesssk
1R

Yamamoto Y, Inoue Y, Matsuda K, Takahashi
Y, Kagawa Y.

antiepileptic drugs on plasma lamotrigine

Influence of concomitant

concentration in adult Japanese epilepsy
patients. Biol. Pharm. Bull. 2012; 35(4):
487-493.

Yamamoto Y, Takahashi Y, Suzuki E, Mishima
N, Inoue K, Itoh K, Kagawa Y, Inoue Y. Risk
factors for hyperammonemia associated with

valproic acid therapy in adult epilepsy patients.
Epilepsy Res 2012; 101: 202-209.

Beniczky S, Guaranha MSB, Conradsen I,
Singh MB, Rutar V, Lorber B, Braga P,
Fressola AB, Inoue Y, Yacubian EMT, Wolf P.
Modulation of epileptiform EEG discharges in
juvenile myoclonic epilepsy: An investigation of
reflex epileptic traits. Epilepsia 2012; 53(5):
832-9.

Cao D, Ohtani H, Ogiwara I, Ohtani S,
Takahashi Y, Yamakawa K, Inoue Y. Efficacy
of stiripentol in hyperthermia-induced seizures
in a mouse model of Dravet syndrome.
Epilepsia 2012; 53(7): 1140-5.

Sakakibara E, Nishida T, Sugishita K, Jinde S,
Inoue Y, Kasai K. Acute psychosis during the
postictal period in a patient with idiopathic
generalized epilepsy: Postictal psychosis or
aggravation of schizophrenia? A case report
and review of the literature. Epilepsy &
Behavior 2012; 24: 373-6.

Inoue Y, Usui N, Hircki T, Shimizu K,
Kobayashi S, Shimasaki S. Bioavailability of
intravenous fosphenytoin sodium in healthy
Japanese volunteers. Eur J Drug Metab
Pharmacokinet DOI 10.1007/s13318-012-0105
X

Ogiwara I, Nakayama T, Yamagata T, Ohtani
H, Mazaki E, Tsuchiya S, Inoue Y, Yamakawa
K. A homozygous mutation of voltage-gated
sodium channel BI gene SCN1B in a patient
with Dravet syndrome. Epilepsia online: 13
NOV 2012, DOI- 10.1111/epi.12040

Inoue Y, Otsuki T, Nakamura H, Nakagawa R,
Usui N. Efficacy, safety and pharmacokinetics
of fosphenytoin injection in Japanese patients.
ERIRIEZE 2012; 28: 623-633.

Gelisse P, Wolf P, Inoue Y. Juvenile absence
epilepsy. In: Bureau M, Genton P, Dravet C,
Delgado-Escueta AV, Tassinari CA, Thomas P,
Wolf P (eds) Epileptic syndromes in infancy,
childhood and adolescence 5th edition, John



Libbey, Montrouge, 2012, pp 329-339.

Wolf P, Inoue Y. Complex reflex epilepsies. In:
Bureau M, Genton P, Dravet C,
Delgado-Escueta AV, Tassinari CA, Thomas P,
Wolf P (eds) Epileptic syndromes in infancy,
childhood and adolescence 5th edition, John
Libbey, Montrouge, 2012, pp 529-543.

Inoue Y. Reflex epilepsy. Duchowny M, Helen
Cross J, Arzimanoglou A eds, Pediatric
Epilepsy, McGraw Hill 2013:228-232.

NHEE, AERE, MG FEEE, b
LRI B TADADEERIORE « 7HORKR
Ff. MMEEH 2012; 341 140-1486.

A E. LR, B, BHEFHIM,. Bl
W L TR DABCTAIMRS, TAM A, BHTE
=4, 2012:32-39.

IWAFE, HFEFER, FRATAPAIEL T
T2 LORE, K21 2012;15:314-8.

FHERLE, TALAVBEORM T ARy NI A
>, Mebio 2012;29(11):107-112.

FHERE, TALABERICET D EREE &2
MEEREIR . TADPADO—IR « IR - —IREJE,
189 2012;94(10):1697-1702.

HEFH, REWEEN OO TANARE, IR
i 2012;52:1039-1042.

FEEH, MECHRE, FTAPATFR N, BT
i, 2012.

A=, B, FEAE, RFHE, 8IEM
B L PR, B5E TADAREED
BIWER OERT — & L BB, 20 - IARDE
R, BB LEL. BAfESTS. 2012, pp359-362.
FHEFH, 7avI FoEVWT, af=EfRE. 5
HILCTADAE R —T v 7 W &R,
2012: 84-85.

FFHET, HFLEEE, +—i= TAd A, FiE
T, @B R, &b omatEER
BETA FT A BEE, 2012:152-9

2. FLHRE

Inoue Y. Seizure manifestations. 1st

International Epilepsy Symposium, Mongolia
2012, Ulaanbaatar, 2012.9.21-22

Inoue Y. Women, elderly, and comorbodities.
1st International Epilepsy Symposium,
Mongolia 2012, Ulaanbaatar, 2012.9.21-22
HEFEER, TAMLALEERRT, FAEFEMTA
AR v N U — 7 BH5ER, FRiE. 2012.4.6
FHEEHE, NMAREEE TANAEZ D - T, F67
[EIR LT ApAZRRES. I, 2012.6.28
FHEFE, TADPAEITZ?EPETKLELEIND
TADATT TR s T b, B1IEAT 4TI T
77 A, BHIR, 2012.7.4, KBx. 2012.7.26
HEFE, TANADZE LK, BELERT)
PBEE, HlR, 2012.7.21

HEFEER, TANALDIEREZEL, TANAFN
smEe, BN, 2012.8.2

FHEFHR, TANADOZE & EFOEE, AEA
VEWFREE, Fndkil, 2012.8.25

FEER, TAMABIRICKIT 2 EREE & te
HERER, H6EB R TANAVFERA T =0T
T ITF— [TANADZE - TaREE] | B,
2012.10.11

FHLEFER, TAnALKE, F46EAETANA
FeU—Ivav T [TAPAERE] | HR.,
2012.10.12

HEFE, TAdALREEBEE, FI5ERERIE
MEZENTEE, B 2012.10.19

FEFNE, TALADER L EE, Epilepsy
Seminar in Ehime, #[l, 2012.11.9

FEFR, TAPADIBE~IEYIRED» LIEHE
RET, AEAEREE, Ko, 2012.12.1

G. HBREERE D HFE « B8R
1. FFEFEE
L
2. BB
L
3. TDOfh
7L



EEEHFtEUY— RES-R) REBE

AE( VE( YA( )8 O2%5HY O 82840

ks (
HLTES(

suntt
EFR
FHEE(

VB O R+ TLVELY

O 2HCa  (

HEES T - 0 2 TLVRL
AR
O#H->TWE DO EEFEE
O SFEEEFIR
O R RELFiR
BEES ( )—( )—( ) Oty

A—JLFRLR  «POUAVIINTRLRETEALLZEL,

O EBMEEREESLTS
0 ESEEEETS
0 BEFREEFET5@EETTRLSS)

1. O #%E O 8L 0 EREEHELTD
O iaTREEH LTS

2. ORER OB O 2DHMOBREFHFLTH( )
O FlEh sl

3. 0O rEsR O 50 O FZLEL

O BLLMESRZRBLTHRLL

01 BEER - BB MR O BRITBEZN
O Eig2 O Frhhbin

O BETF-RERDEH
W7
0 20

O %Ly
2. BB A.F HEf O 1505 5K i (0% ~ 145%) TH D

3. BB, A.F B O Li=Cenda
O LfzC&htzgy
COF-RIEFEERICBRICRASATEY. EROREROLLIERENT O THILETERALET .

EMEE(EE EMFER HE
AE( YE( VAC )H
BESEEAR EEATICHERBL TRA EiFE:

; B RERER - D CLH BRI T420-8688 FHME X FRLLB8E

CHELALEBEFICCRERSUTCOREEET, HETANABREREYS— KRBT 4—(RES-R)
FBEHE A —RES-RRRIKE
1. HERBISRET D2 TADA 11. Landau-KleffnerfE 5 21. R TAPBRE
2. REAIRAEMREE 123X I0=—RBTANA 22. R RAEIES
3. BisA S 0= —fifE (EME) 18, EFHESA IR —RRATANA 23 BREIE
4. WestiEIRHE: REATAMA 14, IO NRA - B RRE - TAD ASEIRSE 24, FRERMEREALAE
5. DoosefEREE : 34V O~ RLTADA 15. Aicardiff & 3% 25, BAR20F R BATADAERH
6 DravetfE{&RRE 16. RasmussenfE {5 26. SO~ RELBEER R IBE
7. KEITRIET HPCOHISBIETAD A 17. RE—Tyx—/N—E RS 27. RettfE (REE
8 RREEMILRBLTANA 18 BV VEDRBYE R 28. £t
9. Lennox~Gastautf {R3% 19. F B RE

10. BERR B RHEHERIRB(CSWS) Z R T TAD AMERAE 20. BRME R E R



FEE AR E M (AR EBE TR EER)
SHEMREEREE

T LR T AMNAEZEDOFI &2~ T
BREFEZE~ =2 7 /VOVER

SEbtEE B — BERENER Hiw

MoEE s

NI DBIRIZE
2 T IIVEEM LZ, === 7V,
T, FVEIRETANADDS

OB TANADBBETEFOREN2INTND, ZOFHREEICHIEEET
51T 5~=aT7VD—2& LT, HPERETADLADERFENZE~=
2. THRTHE., BERER BB TR Y
HCEBT 2 b0 L Bbh b,

A BFZEEH
TV EIEE T AP A DBBFENRH~= 27V
EAERRT Do &, FOERETANADEET
BHEOBENBRNTRINTVWD, ZOFHREY
WA DEREE TADARRIIBITA~v=aT L
PR L. DEIBETADADOBRICERRT 5,

FITIE
WEE TIZRE & R 2 BEFERNERINA
DEEMETANAERREKE L, ZOLAFRE BIEFHY
MELZERTNEBEETFEE LD, EEOERK
FHREOFIRL, REORE DR TAD
AEBDOEBERFHZE LR — N2 2B LT,

C. s R
BRFEARENFTRE AV EAME TADAITEL

TOSEICKFITE B,
1) EITHEI A a—X A TANA
5 7 # T 9%, EPM2B (MIM 254780)
EITHEI A7 v —X A TAD»A, EPM3
T I A7 m—X 2 TAd, EPM4
EITHEI A7 v —X X TANA, EPMb
BT I A v —X A TADA, EPM6
#HREEe A NURT7AFE, CLN1
WEE oA R RT AF fE, CLN2
Wkt A KU R7ZXF%E, CLN3

ffEE oA KU AR T AF %E, CLN4A
i oA KU R 7 AT %E, CLN4B
HREEa A RUKRTZAF fE, CLN5
T e A NUKRTZAF E, CLN6
koA KU R 2T 9E, CLN
R o A KU R 2F 0E, CLNS
J =% T AdA, CLNS variant
HikE oA KU RTAF0%E, CLN10
TREIZABHEEE D I 47 B —X A TADALE
&#E, MERRF (MIM 545000)
BRI TR B RV A (K ZEHEE, DRPLA
BEI—-T =®
VT U R—=v A 2
2)  BHEIFLIR TADAMERE
BHRLIE TADAMERREL
EHARLIE T A A ERNIE2
BRI T A i AMERNIE 3
BEHIRLIE T A AMERGTE4
BHIFLIE T A0 AMEINIES
BHIFLIR TADAMERNIEG
Severe infantile multifocal epilepsy
Migrating partial seizures of infancy
BHAFLIR T A D AMERNEET
BHIFLIE TADAMERRIES
BHIFLIE T A AMERRIEES
BHAFLIR T A AMERKEELD



BHIFLIR CTADAMERIELL

BHIFLIR T A AMERGEL2

FEHIRLIE CADAMEIKIELS
BEHIRLIR T A AMEIKIE14
GLUT1KABIEERE

Aicardi-Goutieres JEfERE 1
Aicardi-Goutieres JEMERE 2
Aicardi-Goutieres JEERE 3
Aicardi-Goutieres JEZEE 4
Aicardi-Goutieres JEMERE 5

MEC2 ZEHIZ X 2 34 R EEMAE
7Y v BRIE

B RS9I 05 R LEER RIBE
3-AFNra h=/LCoA INVAXTT—ERX
BIE

any@gr 7 Riks#E (SSADH) XKEE
D-2t Fu %y 7V VERIRIE

k2 KU 7 DNARSYBREERET (FFANEY)

k= R U 7 DNARSIBIEGERE4A
(AlpersZ!)
Multiple
syndrome 2
3) T
O EREMERTERE TADA

YA REMESMAAIERZE T A A
EBEOBBFZWOFIRIILL T TH B,

1) FEAIERIC X D RBDORIAS

BIZFRIZ NI IR E D30T,
EROEEBIZERT H5BIEFOTNTEREKT
D PTFITIINDR, B 62 COERRIER, K
KR, ERZECREREZEIC, KEEY—
DETIITOBREICKR Y ATy, BEAKRELE
2,

2) B=FRIZWrOF AEOKE

B o N D EBEIFRIBE O THRITMOBLAE
RICHEHATH 2 0MEEITHRETT &,

3) BIRZFHIR T FE b sk DR
DravetfE G THOSCNIAREF D EI=FH
PWNIEET R TERBSNTV D, oFLIE
BHITANAMERIELSE > BEIL, ZET 58

]2

77

mitochondrial dysfunctions

BRI & E T 2 MiaR 2 3R L BN
el
4) ZWANEEA U R ) T OENE
EERICEBEFHZW AT Z L Ilho e
X, BWETEEGED T k) v S DOERPSHET
b5, BRELRFOMB +0dbHsb. EMER
WEh eIk, ET 2ERFIZE
DEHESLH LN DFEIEN Y TR FRFIFEIZD
WTH+0BR - AT A UNERET D,
B v T+ — AT+ —b Rarty ORE
BRFPZBE O+ 2UAEZITV, TONE
EBREFIIIBREFE OB L ORE & XECTHE
TONERD D,
6) MRIFEE & & DRERF
RIROFELE, FRBELEEFAIRAE E
WEOTRELERDBEV DD, FRNCER
MRS+ OFERE, BRBE, ETEIZ O
THHLEbEZTV., BERERZERIZLA
WE ST LBITDRERD D,
T) FERDIFIR
BEFHREORKRIIEMMERIZL > THED
B, T OFFFRITMEEEM T O & ThH D,
8) BB Y T DER
FEREZBEEEIFHRICE 2 DBICIT2E
B vov) 7R EHL TBMRERD D,
9) FERICED IREDREIR
BRFHIRE O RICES X | YE RS
RS U 72 BRICHRRE LT igiE I ey, &ET X
ETRVWERITEE LR L, e TRE
Wb RWERRIE 71X FHTRE 2 @I L,
BEFARE O RN BETRRICKBT 5 X9
Z3 5,

D. &%

St DENAEETANA T, BEFHZKIILTD

Wr. FHTHE., IBEER, &t votvl o7
ETHEETDEHFEIND, BEOBLG CTRHAHT
EDHARTA LV DOBENVEALIRDETHAD,



E. #&5

FOEIEMETANATIE, HOBREDERTH
W TE S, RFIC, ASEH IV iTvinA
ZR VIR U, BIHERRRDREE T & RUVERNIZ I
IO DBEFEMNIEHA TS EBbND, E
Mo TiE, EYNTBED VY T BBER
AIRTH D,

F. #F5t3sR
1. FWICHEFE

1. Shinohara M, Saitoh M, Nishizawa D,,
Ikeda K, Hirose S, Takanashi J, Takita
J,Kikuchi K, Kubota M, Yamanaka G,
Shithara T, Kumakura A, Kikuchi M,
Toyoshima M, Goto T, Yamanouchi H,
Mizuguchi M. ADORA2A
polymorphism predisposes children to
encephalopathy with febrile status
epilepticus. Neurology 2013 in press

2. Ishii A, Saito Y, Mitsui J, Ishiura H,
Yoshimura J, Arai H, Yamashita S,
Kimura S, Oguni H, Morishita S, Tsuji
S, Sasaki M, Hirose S, Identification of
ATP1AS3 mutations by exome
sequencing as the cause of alternating
hemiplegia of childhood in Japanese
patients, PloS One,2013 in press.

3. Migita K, Yamada J, Nikaido Y, Shi X,
Kaneko S, Hirose S, Ueno S.
Properties of a novel GABAA receptor
Y2 subunit mutation associated with
seizures. dJournal of Pharmacol
Sci,2013 in press.

4, Wang J, Shi X, Kurahashi H, Hwang
SK, Ishii A, Higurashi N, Kaneko S,
Hirose S. Prevalence of SCN1A
mutations in children with suspected
Dravet syndrome and intractable
childhood epilepsy. Epilepsy Res,. 2012
102:195-200.

10.

Shimojima K, Inoue T, Imai Y, Arai ¥,
Komoike Y, Sugawara M, Fujita T,
Ideguchi H, Yasumoto S, Kanno H,
Hirose S, Yamamoto T. Reduced PLP1
expression in induced pluripotent stem
cells derived from a
Pelizaeus-Merzbacher disease patient
with a partial PLP1 duplication. J of
Hum Genet. 2012;57(9):580-6.

Saitoh M, Shinohara M, Hoshino H,
Kubota M, Amemiya K, Takanashi J,
Hirose S, Mizuguchi M. Mutations of
the SCN1A gene in acute
encephalophathy. Epilepsia
2012;53(3):558-64.

Hoshino A, Saitoh M, Oka A, Okumura
A, Kubota M, Saito Y, Takanashi JI,
Hirose S, Yamagata T, Yamanouchi H,
Mizuguchi M. Epidemiology of acute
encephalopathy in Japan, with
emphasis on the association of viruses
and syndromes. Brain Dev
2012;34(5):337-43.

Hwang SK, Hirose S, Genetics of
temporal lobe epilepsy Brain Dev
2012;34(8):609-16

Shi X, Wang J, Kurahashi H, Ishii A,
Higurashi N, Kaneko S, Hirose S. On
the likelihood of SCN1A
microdeletions or duplications in
Dravet syndrome with missense
mutation. Brain Dev 2012;34(8):617-9.
Ono S, Yoshiura K, Kinoshita A,
Kikuchi T, Nakane Y, Kato N,
Sadamatsu M, Konishi T, Nagamitsu
S, Matsuura M, Yasuda A, Komine M,
Kanai K, Inoue T, Osamura T, Saito K,
Hirose S, Koide H, Tomita H, Ozawa H,
Niikawa N, Kurotaki N. Mutations in
PRRT?2 responsible for paroxysmal



11.

12.

13.

14.

15.

kinesigenic dyskinesias also cause
benign familial infantile convulsions. J
Hum Genet. 2012;57(5):338-41.

Shi X, Yasumoto S, Kurahashi K,
Nakagawa E, Fukasawa T, Uchiya S,
Hirose S. Clinical spectrum of SCN2A
mutations. Brain Dev
2012;34(7):5641-5.

Higurashi N, Shi X, Yasumoto S,
Oguni K, Itomi K, Miyamoto A,
Shirishi H, Kato T, Makita Y, Hirose S.
PCDH19 Mutation in Japanese
Females with
Epilepsy.EpilepsyRes,2012;99(1-2):28-
37.

Lossin C, Shi X, Rogawski MA, Hirose
S. Compromised function in the
Na(v)1.2 Dravet syndrome mutation
R1812T. Neurobiol Dis.
2012;47(3):378-84.

Kurahashi H, Hirose S. Autosomal
Dominant Nocturnal Frontal Lobe
Epilepsy (September 2012) in:.
GeneReviews at GeneTests: Medical
Genetics Information Resource
[database online] Copyright,
University of Washington,

Seattle, 1997-2010 Available at
http://wwwgenetestsorg

Ishii A, Yasumoto S, IThara Y, Inoue T,
Fujita T, Nakamura N, Ohfu M,
Yamashita Y, Takatsuka H, Taga T,
Miyata R, Ito M, T'suchiya H,
Matsuoka T, Kitao T, Murakami K,
Lee WT, Kaneko S, Hirose S. Genetic
analysis of PRRT2 for benign infantile
epilepsy, infantile convulsions with
choreoathetosis syndrome, and benign
convulsions with mild gastroenteritis.

Brain Dev. 2012 in press.

16. Ishii A, Miyajima T, Kurahashi H,

Wang JW, Yasumoto S, Kaneko S,
Hirose S. KCNQ2 abnormality in
BECTS: Benign childhood epilepsy
with centrotemporal spikes following
benign neonatal seizures resulting
from a mutation of KCNQ2. Epilepsy
Res. 2012;102(1-2):122-5.

FRRER

Genetic analysis of sporadic
alternating hemiplegia of childhood
Ishii A.2012.9/30-10/6 @ —w » /X Th
DAFEE B Ry

An Update on The Genetics of Epilepsy
Hirose S. 2012 6/15-6/18 % 2 EHE
ES TAPATRIRDEEID = DY
NS

(DChallenges in the Establishment of a
Dravet Syndrome Model Using
Patient-derived Induced Pluripotent
Stem Cells. Higurashi N, Hirose S.
2Genetic Analysis of PRRT2 for
Benign infantile Epilepsy, Infantile
Convulsions with Choleoathetosis
Syndrome, and Benign Convulsions
with Mild Gastroenteritis. Ishii A,
Yasumoto S, Thara Y, Inoue T, Fujita T,
Nakamura N, Ohfu M, Lee W.T.,
Kaneko S, Hirose S.

@ Genetic Abnormality in SCN9A:
Cause and Modifier of Dravet
Syndrome Hwang SK, Lossin C,

Shi X, Wang W, Kojima T, Kaneko S,
Hirose S.

2012.6/6-6/9 KES(#E TANAFER)
[Genetics of benign neonatal seizures]
Hirose S.EE/NEMRF=H (5B 12
[E]) - 12th International Child
Neurology Congress, 11th Asian and



Oceannian Congress of Child
Neurology(7 27 KEEMN/NR R FE
#EEILILRE) AREE TV AV (F
—2Z2 K7 VU7T) AOCNA) Brisbane
2012.5.31

New Melecular technologies to
discover disease-related or
susceptibility genes ¥3 Hirose S.
12th International Child Neurology
Congress, 11th Asian and Oceannian
Congress of Child Neurology 2012. 5.
28.

G. A TEME D HEE « BERRI
1. BFFEUE

1.

FEL=

#EFE 2008-031002 : TAMNAETLIEE
LB

HFFA 2008-273446 : ZEREABEE T L
ONENEZEALE, v 7 A 3 e hNE)

5]

4FFE 2009-188152: £ B K e/ ZEHPEREE
ZWAET VIEE N

HFFE 2010-60019 : U —3 — 27 = R
DNA F v 78 L URGEP T A M A KR
EHE

FEEUIHA FT A %

Ottman R, Hirose S, Jain S, Lerche H,
Cendes I L,. Noebels J L, Serratosa J, Zara
F, Scheffer IE., Genetic Testing in the
Epilepsies: Report of the ILAE Genetics
Commission. Epilepsia 2010, 51(4):
655-670

2. ERFREHE
L

3. DA

L



BAES R

R E e (EEIEIER B AR IEE )

SR EREE

FDER TADADIREBRZENERE S 27 A DORFHI OV T

SHEMTSEE RiEMAE  BRREE MBTERT RESOEF

i

MREE

FAREZWTHE Y E L OB AL ED T,

FVER TADPABEN DRI SN A RREEAR &2 1,
VAT LOBREERFIC, FOERIZANTEABRZ AT AOOERE, BIOERAO TR

EEFETORE - Hif

A TFFERER

TAPANRHREIER R L LT
WrbEoBEEE LD, EFOMBEREZH LN
THZLITRY, EEFETORE JUEE Y
AT LEEETDHIEEENET S,

B. Wk
[ TADAABRERZIT O ERE L EEIC T 72
THEHAH]

OEPENCBIT D, TADLANRREZEOE
BT 5720z, HilgkEEE (T M
FER— R A=) ITHK L, 5% OEHEESI
BT BB a D TWD, AV N—NEED |
DEER T A0 BFE DRGREIT KT DS W O
DT LIERBHOEMHEL RIS T O TETH 5,

- EEAT (BERE. L)  ESow -

PR EE G & —

- BiHHERE - FOREE SR AP

o /NERMER] © HURERSLAR RSN BT

- EH It MERSNMmLEREE S F—

- AHE—E  FRTADA c REEREYE ¥ —

QET VT TTAPARERZEZHY L TW15D
HRRREE (<6 >%E : Dr. Yue-Shan Piao, <11
A >#E[E : Dr. Min-Cheol Lee, Dr. Sung-Hye
Park, <1 H>%E7 : Dr. Chien Chen) & . fEf#k2
Wr =D RIEE S, BFIZFCD type IO 4DV T
BRAREZIT T,

C. WrufkER

[rafk2lr EoRifER] ARHFFEHE A 5 &
TOMREIL, BRI, BEMRE. Gtk
TEALSE R MR DL I R P R B 2 R T,
PENIR L COERE [FHOERTADPABIED
FHI&  WHEBH~=2T V] ITEL D, £D
A e IR B MR B EER(FCDIZ DUV T,
20114R ICILAE D AR #  FH 2 1RFE S vz, FCD
type ILIZDWTIXZ W& M T D RAEDEWIT/N
KUV, FCD type I W T E RO—FANED
NRNZ EHE N, BRNCELTORELE [[F F
Fl&  1E20. [REMERERH] ICE LD, =
5 L= L DFEEEIC DWW T O Y M & BERMEIC
DNWT, EFEMMAR— R A —T, EEOER
ERLF-THEL, v =7 ETOEBRA A
—VEEFL, BETLTFETH D,

W7 VT EET, TADANBHRERZE 21T-
TW3 EFEA =L, Wb 20114EILAEA
fE . £V bITFCD type IdDsubtypey8iZo
WT, ERRICBZWTCERY AnD Z LT LN ER
BLTWDZ LD fEST,

D. B% - Kim

EREMRAR — R X N —=LISOfERR T, K2
B OBERHIT, AFFESHEER Zh e k5| &
ZXITHILITARETH D, ST LOREREE
HL, LY 223205000 W2l
EREST D, MAN— MERBNZHRENT D, E



B DFRR AR RS & Z OHEFR]FIC >V T ORIE
REWi#ET 2,

EEOMEBMBZEITER L, RHBEL 25D
FCD type Ia/Ib/Ic @ subtypes 3¥ETH 5 9,
FCD type I L DHBUW§ 2 Z LBRHENTHA
Do

E. #F9E3E

1.3m3C3ER

(DKitaura H, Kakita A. Optical imaging of
human epileptogenic tissues in vitro.
Neuropathology, in press.

@Hiraishi T, Kitaura H, Oishi M, Fukuda M,
Kameyama S, Takahashi H, Kakita A, Fujii Y.
Significance of horizontal propagation of
synchronized activities in human epileptic
neocortex investigated by optical imaging
and immunohistological study. Epilepsy Res,
in press.

@Kakita A. Surgical pathologic features of
cerebral cortical lesions taken from 600
patients with intractable epilepsy. Brain Deyv,
in press.

@®Miyahara H, Natsumeda M, Shiga A, Aoki H,
Toyoshima Y, Zheng Y, Takeuchi R,
Murakami H, Masuda H, Kameyama S,
Izumi T, Fujii Y, Takahashi H, Kakita A.
Suppressed expression of autophagosomal
protein LC3 in cortical tubers of tuberous
sclerosis complex. Brain Pathol, in press.

(®Yoneda Y, Haginoya K, Kato M, Osaka H,
Yokochi K, Arai H, Kakita A, Yamamoto T,
Otsuki Y, Shimizu S, Wada T, Koyama N,
Mino Y, Kondo N, Takahashi S, Hirabayashi
S, Takanashi J, Okumura A, Kumagai T,
Hirai S, Nabetani M, Saito S, Hattori A,
Yamasaki M, Kumakura A, Sugo Y,
Nishiyama K, Miyatake S, Tsurusaki Y, Doi
H, Miyake N, Matsumoto N, Saitsu H.
Phenotypic spectrum of COL4A1 mutations:

porencephaly to schizencephaly. Ann
Neurol, in press.

®Kitaura H, Oishi M, Takei N, Fu Y-J,
Hiraishi T, Fukuda M, Takahashi H, Shibuki
K, Fujii Y, Kakita A. Periventricular nodular
heterotopia functionally couples with the
overlying hippocampus. Epilepsia 2012; 53

(7): e127-e131.

2FRHR

(02013 Cortical Dysplasia Symposium.
Children’s Epilepsy Association of Taiwan.
Kakita A. Surgical pathologic features of
focal cortical dtsplasia and related conditions
in infants and children. Invited. Tainan,
Taiwan. 20134 1 H 13 H.

QBEFIRPRFFETCANAELZ— 2012 HF
I —. fHEAZE. TALADRWRE. FHlEE
. 20124F 7 A 28 H. #HIHTH.

@ TH R A TANAFESUNHTTE. fEZE.
TAPAABIREZOER. FhlFEE. 2012
F6H9H. KRHmh.

@E1IEFTF AL —ya T TADAIIES.
FEBAZE. b b CTADAFRROFERE : 45
BEAROFENT. FFREE. 201246 A 1 H. #
BT

®%F 676 FHFRESS. MHEBPAZE. TANAINNE
REZEOERS. FrAGER. 201245 8 19 H.
HrisT.

F. ZnAORABEERE O HIFE - BRI
1. Feerius
7L
2. ERFRBGK
L
3. T
L



RS BFEVEERME EHAEREETRITIEEE)
Sy iRt FEAE R E E

ALEE X PR AR

SHEMREE BEHHE  EmERFRGNER B

WHREE

T VBRI TADACET AREMEICEA L, ALEEHR TEORE D BRERN TR X
NBMERE LTz, MEENZREL TV DERBEICEVT, 20124F 4 H22H 6 A DI
P LT 993 FIOH T, RFEEFLOXMNRIZZH DI 149 4 (15.0%) ThH-ol, ZOH
T, Lennox-Gastaut JEEREOBEN L EENT,

A. BrFEITIE

2012454 H 56 A ORIT, /pHEBFZERE D
MY 2 MEANRRICE VW TRE L
B 9934 DOH T, RN R LT DR
BEUNFHIIBW TREIRELS T 7,

SFEIRPT ALY E KPR (FLIRTT, B3
H. 585N) . FRER(C2FbT (FLigmi. A
28, 126 A\) . H#fFRambT (E@T. A
1E, 127A) . TR (Fkm. A
1E, 87A) . MSARERE (HR=|M., 34
A1ElL 47A) | BB EEGSENR
Bt CAWNET, 37 A1EL 21A) Thol,

B. #F5EHE R

FERITIRIZRT,

ZER] 993 FIDHF T, RNFEFEEDOKE
12725 D1 149 1l (15.0%) ThHot-, W
SRTIX EAZAY S, Lennox-Gastaut JE{REE
49 Bl (4.9%) . Y fEE 20 6 (2.0%) .
BERRER 16 B (1.6%) VEBELE 12
Bl (1.2%) BELEI A7 a=—TADA
10 il (1.0%). KEMfaEEEE 10 5

(1.0%) 7=z ThoT,

C. BH
ARBEIRICET 5, AEIRBITEHE
BT, 10~20% TR0 i, REHK

BTIH LGS &L FE L,
FRARHEATHDP, BTFEFELEDOY
DEIBFE LD, SEOFHETIE, 5
W72 B2,
IS B R EE O T ©, BATHER A
Z . Double Cortex, MffIMET L7 AZLFH
FEBERENEE L T\, BEAEORY %
WEEETREEEZ DI,

D. WF5E3ExR

1. F@w3

1) Shiraishi H, Haginoya K, Nakagawa E,
Saitoh S, Kaneko Y, Nakasato N, et al.
Magnetoencephalography localizing
spike sources of atypical benign partial
epilepsy. Brain Dev (in press)

2) Sueda K, Takeuchi F, Shiraishi H,
Nakane S, Sakurai K, Yagyu K, et al.
Magnetoencephalographic analysis of
paroxysmal fast activity in patients
with epileptic spasms. Epilepsy Res.
2012.(E-pub ahead of print)

3) Ozaki I, Shiraishi H, Kamada K,
Kameyama S, Tsuyuguchi N, Yumoto
M, et al. Publication criteria for evoked
magnetic fields of the human brain: A

proposal. Clin Neurophysiol 2012;




123 2116-21.

E. FHEEFED HIFE - BERiL
1. FFEFEUS
L
2. ERFRBE
L
3. TDfth
2L



=

X B B8 TR RE BN F

1 EIEE 0 0 0 0 0 0 0
2 EME 0 0 0 0 0 0 0
3  West 7 0 1 1 0 0 9
4  Doose 2 0 0 0 1 0 3
5 SMEI 5 4 0 1 0 0 10
6  Migrating 0 1 0 0 0 0 1
7 LGS 26 3 15 2 2 1 49
8 SWS 1 0 0 0 1 0 2
9 Migration 6 3 0 0 1 0 10

disorder
10 Hemimega. 1 0 0 0 0 1
11 FCD 11 1 2 2 0 0 16
12 Hypotharamic 1 0 0 0 0 0 1

H.
13 Chromosome 16 0 3 1 0 0 20
14 Rasmussen 0 0 0 0 0 0 0
15 CSWS 4 0 0 1 0 1 6
16 LKS 0 0 0 0 0 0 0
17 Tassinari 0 0 0 0 0 0 0
18 PME 0 0 0 0 0 0 0
19 HHE 1 0 0 0 0 0 1
20 HS 8 1 2 0 1 0 12
21 Tumor 1 0 0 0 0 0
22 TS 3 1 1 0 0 2
23 Ring 20 0 0 0 0 0 0 0
24 Ceroid lipo. 0 0 0 0 0 0
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