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1. 2o, #5)
Q1 : 2 RMERZ_EPEERBRIE O 2T BRI FIEIT L 5 ~&H2 2|
EPERRFT LU THRMERPEER BRI 2 AR L . RIS B R A | S Lo TG S 23 VN D & ATk
T D,
[fimit]

S RMERE EVEERRRIE (7 — AX — R —MEMERE) 13, Worster—Drought 23200151 D JE G 5505 ERIE IR &
T DI RRIE D — D DERIRSEGEREL L CHEPE L 7= (Worster-Drought, 1956; Worster—Dro
ught, 1974) , e RVERZ_EPEERBREE DO ERIRFT R E L TR TH DI, ARG OB LR &I #E
&, EDOH ORI TRAWEREC S FEERRE ) LI U TSR ISR ENENDL LT
% (Clark, Harris, et al. 2010) , {2 EER BRI Xl 0 E) & MR A072 B BNEE) L O K& < Fl2IE, B
LTEEERHETHIENTERD T TEREFRHSNOEZE LI IIRI-NDRE DFT RS
(Branden, et al. 2019), A 0FHEELL T, B RIEYPE, FR0E - FAMeMEITZ /Ny (& 0 2., ZABIHIHE . N
728 | VU Yaite , JEE) S T | 88 DU SRR | SEIR SR . B DGR | KSR = | N
FEE | BRJRPESEE . BURE I OAR T FEE RN - Z8E (ADHD) . B ARSI NI AJE, IREKEBIREE, TA
DNAFENE I B8 2 OF36§ 5 2 8058 % (Clark, Chong, et al. 2010) , lPEFREL O [E B2 W B vEIC A 0T 5
FERZ 205, MO FRE O & A~ LATENCRR N ORIE, T DE DRI & (Clark, et al.
2000) ,

He RIERE B PEERIBRE A MEER BRI A AR IR &3 DB PRAEMERE Cdov | fibd fi 5 F 750 AR AR S Y E |
LA DAt B 12 2 AFoix—Chavany—Marie syndrome (Weller, 1993) L1 X B4 5, Feggd e Kiktz
B PEERIFREL (F5 B HE5 132) 12 B 2 7 W S TEFE SN (Braden, et al. 2019), LML, Worster-
Drought (Z# &5 SHVIAEBI O T S B RZAT BRI O FRRE ISR B E (Fa 7 #EpT 138) 22 EOAERI 2N E &
NAZENME S TEY (Leventer et al. 2010) , 2O — D OHEHFHA TH A A REME D RSV TVD
(Clark, Chong et al. 2010; Clark and Neville. Am ] Med Genet 2008; Guerreiro et al., 2000) , =D7-%,
JVET ZZETF R O R i B A BB B AR NG B U e RIERE LR LRI EN D2 L03%
B RFD I RMERE EVERE) (Arbelaez, et al. 2000) ZEM D, EFROFFHICE BT HMLENDD, TRFBD I
RIVERE BRI (FE 2 EE5 132) OB IV T, BRARPT RLE L TAMEERIBRELZ 9250 THY | 2>, ik
REIE B 2 PO PR B L DER R D72 3D | CHER B GRS L i B 3 7 W 28 A iR 55 (Q3B ),

N

RBEX BB IRER

PubMed #5%:2020 4 12 H 5 H

(“Worster Drought syndrome” OR “Congenital suprabulbar palsy” OR “Congenital suprabulbar paresis” AND
diagnosis) Filters: English; Japanese

#1 Worster Drought syndrome” OR “Congenital suprabulbar palsy” OR “Congenital suprabulbar paresis”
AND diagnosis 24 {4

#2 Filters: English; Japanese 21 14
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Q2 SER MR PR ERIRIE LRI SN D NS BITARITH 2]

BRIERE BT 2 EE O MR, A —a—m | fi, Al & - IS OME R 2 AT 20N 5D,
AYEERIBRE 4 2 2R L LT, SV By RS BRI D KT RIS 5 1 LD it e s Bl S U (i E v 1
38) BIOREISEE O MR LV FE 45 Foix—Chavany—-Marie syndrome 855145,

[z ]

S RVERZE EPEERBRIELZ, IR V22 D37 A2 VD D FEAEL T MR IR | S O MR SEME RS (BRAT) D iE B F 4 X7
L. W, B, &5, MR ML OBREAME T35, JERITARI - TR T 203, WA T D813
Vo TEPERRIE D — LS5 78 | T IR EBIE F 38 TdhY (Clark, Chong et al. 2010; Clark, et al.
2000) | IR A2DEHEE O PR LR G ITERI SN D, Fio, FL=a—mr IR EIZ LD ER R
(FF DG 7 - BRHE R - ZEE OAFAE, FHSIT O 0 e & - WHEH DG 55 D Z 2 X5 M eksE
e CE/NERENE, KRR T 1R R 722 E8) BRSNS LD (Braden, et al. 2019; Clark, Harris, et al. 2010),

JRFE D Se RMAE EVEERBRELI A MEER R A TAER & T 20 KRR BA G E AR THY v Ve R
ILEREIR D IS R 2O BL B 0D, T CER T HIREBD S RIMERZ EVEERIFRE (P8 EE0 132) 1Tk
TR, it BB 2R, BRI R L7252/ INIHIE] (£52 L B0 AZUEBRE) | 3R i B 52 e
(FEEEEP 138) 1T/ BSA, MR I T -OE T 70 & DIAMEER FREE K A 15 (Braden et al. 2019;
Leventer, et al. 2010), [RIU<{AMEERFRE % £ 35 Foix-Chavany-Marie syndrome &, 3//LE 7 AT 15 fE K
DIFREHZ I TIAET D (Weller, 1993.), W9 b SHES MRIIC K2 EHE T RS Z0 A& S i 2 el 5
ZETERANTHDIEDATRE TH S (Q3 /),

RBER BB ZIRER

PubMed #5%:2020 4 12 H 5 H

(“Worster Drought syndrome” OR “Congenital suprabulbar palsy” OR “Congenital suprabulbar paresis” AND

diagnosis) Filters: English; Japanese

#1 Worster Drought syndrome” OR “Congenital suprabulbar palsy” OR “Congenital suprabulbar paresis”

AND diagnosis 24 {4

#2 Filters: English; Japanese 21 14

5 EERR SR 12020 4 12 H 6 H

(7 —AH — - Fa—MEGERE/TH or 7 —AH — - Na—NMEBERE/AL) or (Woster-Drought fEBERE/TH or

Woster-Drought/AL) or GERIERE FMEREL/TH or Yo RMEE EMEBR /AL) and G2Wr/TH or 221/AL)
0
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\Qs e RVERS I PEERBRBLL L B R RE IR M A1 372170 2
APEER BRI 2 5 UIMAR IS B 1 2 PR IR R EDEE R D 7 O I ZEEHT MR A AN ThH D,
[fiai]

{APEERFRELEIR 2 229 DB B U THE RMERZ BB (R B EEW 132) LSMTH | S Ey 2G5
DI R PR G0 & O G B 2 RO R B3 D 5, ZHHOFRBEDER DT, B3 MRI A
WHHTHDS,

S RMERE EEERFREL I ZFEE MRI {21238\ T Ve 7 A28 DI B T A 388700 (Braden, et al.
2019; Christen et al. 2000) , —J5°C, Z/MME] (FF L e AZHEMRE) 14, SEHS MRI E{§ 12 T F i <&
— 2 (RBLHIZe VI bumpy cortex) . BB DIEES LT/ NSV EENT-ZE O], fE FE SRR
B EFE OB LR (T2 B EE ) 7L O A T2 Wr&is (Barkovich et al. 1999; Takanashi and
Barkovich. 2003), %£7-. Foix-Chavany-Marie syndrome [, /L7 ZZL (AR 0D J A FE0 oA AR e Yy
FE72E OREHEMMAR ST FIZ L > TR &5 (Nowak et al. 2010; Weller, 1993) ,

\

B BB U IRER
PubMed #5%:2020 4= 12 H 5 H
(“Worster Drought syndrome” OR “Congenital suprabulbar palsy” OR “Congenital suprabulbar paresis”) AND
(“magnetic resonance imaging” OR “tomography, X-ray computed”) Filters: English; Japanese
#1 Worster Drought syndrome” OR “Congenital suprabulbar palsy” OR “Congenital suprabulbar paresis”
AND diagnosis 10 {4
#2 Filters: English; Japanese 8 {4

= HPEk ISR 2020 45 12 H 6 A
(7 —AH — - Na—MEGERE/TH or 7 —AH — - Na—NMEBERE/AL) or (Woster—Drought fEfBERE/TH or
Woster-Drought JEBEEE/AL) or (JeRKMRE BB /TH or Je RIMEAZ EVERE/AL) and G2Wr/TH or 2kt
/AL) 0
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S RMERE EVEERBRE DA 2= — Y ar BB, AR S B BARAE ) LI L AL IC R M S 58
FEEDENDZENFFETHD (Clark, et al. 2000; Neville, 1997) , J¢ R MRS M ERFRELICRr FLAD /2 IR 5 15
1372< (Clark, Harris, et al. 2010), fdMERRE DT 2= — L a b FEESOXHGIIHEL TEBSNDZENE
HHA1L% (Pennington et al, 2019), (MBI ANEV T —2al AT A 12) Z )

B BB U ZIRER

PubMed #5%:2020 4~ 12 H 5 H

(“Worster Drought syndrome” OR “Congenital suprabulbar palsy” OR “Congenital suprabulbar paresis)” AND
(therapy OR treatment) Filters: English; Japanese

#1 Worster Drought syndrome” OR “Congenital suprabulbar palsy” OR “Congenital suprabulbar paresis”
AND diagnosis 7 £

#2 Filters: English; Japanese 6 {4

5 EERR SR 12020 4 12 A 6 H

(7 —AH— - Ra—NMEGERE/TH or 7 —AH — - Na—NMEBERE/AL) or (Woster-Drought fEBERE/TH or
Woster-Drought JEMERE/AL) or (o RIVERE _EMERRIE/TH or J¢ KM% _EPERRIE /AL) and G2/ TH or 227
/AL) 0 fF
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S RMERE EVEERIBRELIL, AR DM T OREESZ 255, SERITR RS> TEEL BRI EIE RS
DHALHDHN, R LI BB AERR RIS = b — L E I B N #4700 BB 2% (Clark,
Harris, et al. 2010), Clark HIZIA 5 RKIYERE EMERRE 424 OFRA TIE, SER BT E 7007 | 9158
FERITHERIEED 22/42 Lieb < #alh b WBFETE (29/41) | BEFHL B2 HED 5T L DN EE (40/42) | &R
FOBIE (10/42) 787 (Clark, Harris, et al. 2010), F7z, FHARE R CEEAHER 7 7% 10 22 H) OE AR
VX, HR 6/42, BRER 16/42, ~—ANZ A B 15/42, B HAE 5/42 THY, PEHEIE 39/41 I[ZRD B, 4

RAERE EPEERBRIE R B A7 TR IR 7 11372 | IMIMERRE VE O T I OTBIRICHEL CEMSNDHZEDEID
H5ND, (MPERRIEUAE YT —ar TART A 12) B R)

B BB U ZIRER
PubMed #5%:2020 4 12 H 5 H
(“Worster Drought syndrome” OR “Congenital suprabulbar palsy” OR “Congenital suprabulbar paresis)” AND
(therapy OR treatment) Filters: English; Japanese
#1 Worster Drought syndrome” OR “Congenital suprabulbar palsy” OR “Congenital suprabulbar paresis”
AND diagnosis 7 £
#2 Filters: English; Japanese 6 {4

PE Pk ISR 2020 42 12 H 6 A
(7 —AH — - Ra—MEGERE/TH or 7 —AX — - Na—NMEBERE/AL) or (Woster—Drought fEBERE/TH or
Woster-Drought JEMERE/AL) or (o RIYERE _EMERRE/TH or Jc KM% _EPERRIE /AL) and G2/ TH or 227
/AL) 0

W
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1. W48, B
QLU: 7AW T AEBEREDO IO BAER FIRTE ST ~E) 2|

SHHR MRI AR A CHRAMBCETERR S H | BEATHEIR FVE . B R AR 2 HERE L | MRS A CHERAS IR LA TERE 3
o

[fiRi]

T A TIVT A FEAGEREIL 196541 Aicardi® 23 T A new syndrome: spasms in flexion, callosal agenesis, ocular
abnormalities | &L CHIH TH A L CLLUK(Aicardi et al., 1965), sEHTAMN A, IGE R, IR (RIS RZEAL)
DEF B O = Th o7z, BB EIE2Er N ORI, 200541 ZAjardil X2 W EHED UGT 242"
(Aicardi, 2005), EIPNIZIIT DT A BT A SEMRE DS IT EEHEL 20064E OB W EEHEIZHEL TR S LT,
EHNAFAE (b LIZBZEOAFE) T2 WD AT B I, MR FLE BB TR T OB 531328 /1M
), i fE P (L ECET) BETEIR B O =0 H Th oD, MR FEEEDO —2>THY | IR OTEEBL
IFEB Y RIBZFRD D, D IEF IRFEBNTIRISND, BB TE R 0 BT IR FVE A EO 720 MG R
BT, 7AIV T AIEGEREORZWNIIIZAR 5 Th D (Aicardi, 2005), 4L, EDBHIFILIEHOTAIA
FEAETHIET DAY, WD FEVRILTRIE M RIENELIE RIFAERE TAAMEA S Z L LIS D FEAE DK K%
| 8B 1 1FI O YEIH X IE & Th o7z Ly STV D(Palmer et al., 2006), REATAMA (TADA
PERSZ L) MBI E 72 & OMRIER T, BUE TSR L RPTEIK I EIC LD "Rk B A b, T
A PBVERL I DR THREE FTRETHY . TANAFIEDFRIERT Th->Th, LR DB RS P A
WHRETHIUL, TAINVT AIEGREOZWNIATRE Th D, F/o, Z<ITL R THHA, B IRFIH HE ST
FY(Chen, 2010), YERIZZ W E D HRE TR,

RBER BB U ZIRER

PubMed #5%:2019 4 12 H 2 H

(“Aicardi syndrome” AND clinical diagnosis) Filters: English; Japanese

#1 “Aicardi syndrome” AND clinical diagnosis 71 4

#2 Filters: English; Japanese 69 14

R EERMR AR 2019 4 11 A 10 A

(Aicardi JEfF#RE/TH or aicardi JEMH#E/AL) or (Aicardi SEWERE/TH or 7 A7 IEWGAE/AL) and (B
r/TH or ERIRFZWT/AL) 71

\
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Q2: T A TN T ASEGRELER SIS BITARITH 2]

KRIBETE RS & | e AR IREE R T 2 ST R B ICZE T BN D,
IR B2 I R AR 2D/ INIRERIE | Goltz SEMERE, IRASHERIE 245/ NIAE | AN B2 RIEWRE, 1p36 AR IJE ok
FEL BT ANV ARG E BT D,

[z ]

TATNT AFEAREED F R T, ORIN) BB RSB | I AR MEARKEIRERAL, A S X L FEAE, i
FLEADOA R —~THY, TNHBIOTNOOIERIFT A X - 3R EOER LB TH D, RIMBIE TR
HOZLITZ/NEIEITHY | o R IME LA RITMIE X R S D, BETHEIK BB OB L, MK
FITFTERRBLLITE D RBEBE IV Z 5,

BB R A8 A D/ NIRERAEMLS)Z BUTE [ 238 26 KA T4 PEDBRIR B R $2(LSDMCA) | & L TR R
F(HCCS, NDUFBI11, COX7B\ZLD 3BT/ FAZILTOD(OMIM #309801), W3 #uh XoBgH M C B ME B
DT=D LB D I NZFGET A(Wimplinger et al., 2006; Indrieri ef al., 2012; van Rahden et al., 2015), A A% 1L<
VXIRIPED /NIRER, A SR & B BT O B AR T A (14 | 3R LB ) DV T D, IR R AR MEIRAE I
it LR O CAMARIEEET- L, TA VT HJEGEREZHERIT D(Van den Veyver, 2002), 741 H/VT 4
SEMRRE CIEBF IR A2 W DT BFIRIE R HIMLS /LSDMCAE DEERI R Th %,

Goltz JEFEE(OMIM #305600)(%. focal dermal hypoplasia &diEav, BE IR O B K I ik . B # Lt F 0
kB  PNREKBLITER KA EET D2, BB L OO L EDOHITHIEL,
MLS/LSCMCA DB NERM SN TWed, Xpll1.23 IZHL & 5 PORCN 2 R 3R IK T
B R B EINTND, I LR K& B DR FL coloboma M # & L TWAH(Van den
Veyver, 2002; Bostwick et al., 2016),

R & 8 B 0E A fF 5 /0 BRE 13, H G K 8 VE B s DR K M B E - U N TR I - Y BEE A fE
I LI E 722/ BB SE Microcephaly with or without chorioretinopathy, lymphedema, or mental
retardation (MCLMR) (OMIM #152950)& ., ¥ Yt R PEBARDH G (18 55 P /] SHE &R #6618 15 e
autosomal recessive microcephaly and chorioretinopathy (MCCRP) (OMIM #251270)®
TSNS, MCLMR 13 10923.33 (ZALIE D KIF11 25D RIATHY, MCCRP 13, i A &
T (TUBGCP6, PLK4, TUBGCPDIZXVIHIZ 3 A (MCCRPLI-DIZHEINTWD, TAH
VT A E AR BE I N CU/NBRE 2V E T, /0 I B0 R ET R IR BE 2R 8 o rk R e B B R
FIIXENTHD, TAHVT AE & BE DR M B SE (35 0 B3 IAL & $20I2% L,
MCLMR/MCCRP @ ik #& #f8 5 hiE 1350 & #0 2 h0 8 L. B A i 5 7 13, HAL bl #1358 o
B E BN 72 A (Wong and Sutton, 2018),

RN R &I ¥ oculocerebrocutaneous syndrome (OCCS)IE., Delleman—Oorthuys JEEREE S LIXA ., Je R M
DPLSG R P& B, TRt NIRER . TR R & 2235, OCCS DT RS F IR FRIED 2 /M
[, BEETMEIK VL IR RABOMIC, FERRRFERZRL, T AV T HEBRCEEEL 95, OCCS Tl 9F
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SR D /N BRI R & F AL L 7= AR AR A SRR NS, TRIRIEARBA ThD 03, X Ytk D5e 421
fRoT-MNELZ AT MO 1 FILIS, R THMETHY , X HEHMEE R F O RAMIT Y A 72 BAHER S T
A (Moog and Dobyns, 2018),

1p36 KR ISEMEREIL, YRR R R ThoEb A S < FEREA, MBIREE | TANATIE, g
A ET2 T, —HOREGNIZ /MBI Z R E 3D BUE I AR 2 E T3, WM DO FLER/K 4 papillary
coloboma, MK ZFED KINTERL G . SREETAMNAZET-L Aicardi JEMEREEZWTS V-2 A C 1p36 58
12 6.4Mb D KRN HE ST D (Bursztejn et al., 2009),

TN ANV ZEGLCUE, FERFFRIED 2/ M a2 & 7o 3 e RIE A RAT e AV ARGIE LS | SR MY Bk
ARAE BER A (LCM)T A VARG T DD, o KM LOM U A VAT, 7L AV ARHIET5 RNA &
ANVAD LCM VANV AEIL T D, K 3 53D 1ITESER THLR, AL 7NV PREER A E7-L, EIER]T
VIR PRI D D BB R A 5 | S 23, R PNIRYL TI3 e R K IEE IRAS MR S | MEftass Bz o
Ffiz & 723 (Kinori et al.,, 2018),

B BB U ZIRER

PubMed #5%:2019 4 12 H 2 H

(”Aicardi syndrome” AND “differential diagnosis”) Filters: English; Japanese

#1 “Aicardi syndrome” AND “differential diagnosis” 18 {4

#2 Filters: English; Japanese 16 14

S EERR AR 2019 4F 11 A 10 A

(Aicardi JEERE/TH or aicardi JEMERE/AL) or (Aicardi SEW@ERE/TH or 7 A 71V 45iEWGERE/AL) and (#5172
[/ TH or S&HIFZHT/AL) 71
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2. Wit
Q3: T A BN T AIEGREC BT BRI R A D BRI 2]

T AR IT AFEGERECOEIE T D TADADBIOT- DI MR E N L ETHD,

[fimit]

TANNT HEGERECIETADARIEE DL, SR CADANCHDLND TAMANEAR SR LY o L6 R
IRRVERCHD, 72720 TAUDANEA XK IET A DNT AEERED 4T% LR 5417 (Chevrie and
Aicardi, 1986), M ZHDPT L TIEA2 N, RIHTADNA T, I Ce T AT VAIT 2§ ZEMMEZWR, TAH L
TAREGEREC RV TC, B2 AT UAIT 1T 18%IZ LA FBAL720 M(Chevrie and Aicardi, 1986), £#(Z#)[A]
i Tl e 27 UAIT 1T 18 il 1 FILG80 BT 7 FIOMMEITIE R O E D DD (Palmer et al.,
2006), I i A Tl KBRS AP UL, MHRIE ORI SHUE OFER LARIRIES L Il S A7 ikig o
MK, T72bb YT Ly al - R—ANTHD, 2OV T L yia——ANIUFEAEFIZIEFRE T, 22
FEMEDFEFIT A AIMED S, BHAIME T o TH AL D RIEH-ER THAZL TAL D(Aicardi, 2005), Y7 Lyiai -
IN— ARG RSN G CH NI IXFERIFRED Z L0320 M(Palmer et al., 2006), TAMAAEA/ K LDIENERF
I 1A S X W R L 72 RIS A2 0 UIEUIE R O /3 AR iR AR Eh Mo AN S 5, 6
YRR R S & [RIRR I . FEAERFIM I TR B OIRIE VX e 22N BB, I IE BN SRR S TR 22 81
$72< | Lennox-Gastaut SEBERE CADIVDEEMIRIE A ITAT T HZEIXTEA LR, B R MED TN ANE
FLEPES UIXUITERO HILD(Aicardi, 2005), SR TANADOFRIERTNZIEEME B EEL IR TANAZE
RO BIHHRE S TIRY, FEAERMES A H Th S (Jocic-Jakubi and Lagae, 2008),

R BB IRER

PubMed #5%:2019 4 12 H 1 H

(“Aicardi syndrome” AND EEQG) Filters: English; Japanese

#1 “Aicardi syndrome” AND EEG 60 4

#2 Filters: English; Japanese 60 14

R EERRFE 2019 45 12 A 1 A

#1 (Aicardi JEERE/TH or aicardi JEWEAE/AL) or (Aicardi SEMERE/TH or 7 A /LT (JEWERE/AL) 225 {4
#2 (i3 /TH or ik /AL) 57,065 {4

#1 and #2 39 {4
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Q4 T A TN TSGR 6 BT AR A 1372120 2]

T ATIVT A FEAEREEDEFAE DM DT\ ZHHE MR RSB TH S,

[fiai]

TATNT HIEGREDO8 OO EEEDI L | R KHE , BUETERCI T | SATHEIK (VB BN, IRHS %
FLIEIEDO S5 D IX MM TERE AR IR . RrIZHAES MRI MRZIZ &> T2 WS a(Smith et al, 1996), i Ve HIHLIE
AR R OBRH R A 1T, LR M RAR D[R E D2 Wi 272 D (Palmer et al., 2006; Gacio and
Lescano, 2017), AMGE /K8 TIZAIIMEE % A DPE K (colpocephaly) 2NRFEI)THY . BHER A S I A CRIIN=
B DILRAEFBO TG A IR KB A 56D, SR & CIX R BRI R | ST VB ORI TN
HCThY | ST R A TR KBE RS TG AT MRURE ATV O E ORER LI Th D,
BEER CT A CHRADKETIUTBWI CEDLAELHDN, TADNT AFEMGERED B E IR I F 152/ ik E]
W<, BATHEIR VB S/ NSWIRZE N L, BEE CT A CORBHIREETHY . LV EJE O & OB MRI R
BEITORETHD, MERBITFTEEREOLE LD, H0 K 17%~50%245415(Hopkins et al.,
2008; Govil-Dalela et al., 2017), BUEJERLEL 132/ MMII232< | BIEAE S LB D AZET BT D
U FREIERA D2 UITUIEED, BFTHEIK VB = 8 B ARS ERR I TR B LU I L TRO LD, K
BT RITHEIK AELRDOIDH I PRI Tl LS/ MK THHZE A%\ (Hopkins et al.,
2008), BHZENFENUTET OFERHIRIZZ L BN, %IHEE, /DKIZHROBILD,

R BB IRER

PubMed #5%:2019 412 H 1 H

(“Aicardi syndrome” AND (“magnetic resonance imaging” OR “tomography, X-ray computed”)) Filters:
English; Japanese

#1 ”Aicardi syndrome” AND (“magnetic resonance imaging” OR “tomography, X-ray computed”) 87 {4
#2 Filters: English; Japanese 84 14

R EERRFE 2019 45 12 A 1 A

#1 (Aicardi JEHE/TH or aicardi JEMEAE/AL) or (Aicardi SEMERE/TH or 7 A VT AFEMERE/AL 225 4
#2 (MRI/TH or MRI/AL) or (X # CT/TH or CT/AL) 1,506,376 {1

#1 and #2 44 {4
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TAINT AIERRE BRATARTAL (& 25

AT BRI R I & (ERAMERBEBORIIEE ) T CAMNAIZBIT 2F88IE) BE
3. IRJE
Q5: T A BN T AEBERED TAAFEIETORISITARI) 2]
DT AN ASEBEREL R U AR S U SRR 2R IR B 2 LMD Hi D,
[fimit]
TATNT AFEAEREE L COHFLTANAIEDOEGIRRERI LA SIL TR, TA VT AIEBERED T A%
TEIZR 23K DA 20b LTI T JEFIRRES LT — A —=ZFRIZROND, T ATV T A e
DTADAFEIET, DIINITTADAAEA S LG UL IS SRR R M5, BEHIIICITS ES EAR%EN
HESNTODD, BRI IR AP 720, Rosser HIZED 71 FIOBELTIE, TAMANEA K AT 17%,
AT m=—FEAEDS 14%, FEVEDIRIEDS 12.7%, FRIELFATENEDS 9.8%, HERIEIEDS 7%, /1 FE1EDS 5.6%, FRIE
FEAEDS 1.4%, ERLURAFEAED 1.4% Tdh->7-(Rosser et al., 2002), £z, 6T9DIERI THRIENE B HY | FAIH
BAZEDRMENRIT 3 FIO R ThH oIz, SESFePITANAIK, ACTH Wik, 7 N BRIESMER S, /b
® Rosser HIZHLD 2002 FEOHE TIX, ST B RTL78 45%, T~ —hA% 28%& 1EZDDHTANAHE
(ZHEAREBEEE I E IS O, B CADAATKT L, FIIDE TSN 2 8 5 USRS TEATE AL L T2 2 A3
HESINTWA(Chau et al., 2004), 19 FIDOT A HIVT 4 JEGEREIZKTT S CBD O 5 CTlk, TAMNAZIE (5
VERNT P BAS VTR ITKET5 50%252h =138 G- 12 1, 48 M EHIZ T1% Toh-o7=(Devinsky et al., 2018),

RBER BB ZIRER
PubMed #5%:2019 4 12 H 1 H
”Aicardi syndrome” AND (therapy OR ”Antiepileptic drug” OR anticonvulsant) Filters: English; Japanese
#1 ”Aicardi syndrome” AND (therapy OR “Antiepileptic drug” OR anticonvulsant) 50 4
#2 Filters: English; Japanese 48 14
PEpEkRRSR: 201945 12 H 1 A
#1 (Aicardi JEEHE/TH or aicardi JEMERE/AL) or (Aicardi SEMERE/TH or 7 A VT AFEMERE/AL 225 4
#2 (FUHOIVAUEI/TH or HTUCAMASE/AL) 41,458 4
#1 and #2 12 {4
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Q6: 7 AT RSB IT DA BRI 2]

TAMAFEVEIKE T D8R A TFAN SO F A E ., B FREE RS DOOFRIEI T DABHAR M TS,
[z ]

TATINVT AFEAERED TADAFNEIL, FTTAPATRIT UIRSIEA R T 28032 —HEDSEFCIISNEHE
FENABDI, EFIHRED LT — A —AMFIEE L TRESILTND, TA TN T AFEGERED TADAFE
TRISRI DA =03, -EREEWT . B UIBR, RN GREENT . K ErRRRIRIE(VNS) 23T o5 (Podkorytova et
al., 2016), FI DL HEREOIbRE 1T T2 2 B (2 7%, 3 30 13, TADAFIEDIERIHAL S A HfL~, H B
AL AL ~DFEVEBE DD 278D 7= (Govil-Dalela et al., 2017), JRZ\ZBRE R /oA 2% 8O M RERY
ERBEITIN 232007 6 713 6 20 H FRIFEMELE T AT VAT I8 HRLIZHN, DB TAMANMEA S LDMER 1-3
BB 72, RO BERVEYIRZ 2T 72 1 ki, FEEBAD LAV L7223, f A BAEA R E TV D
(Podkorytova et al., 2016), VNS Z32(F72 5 D55 2 BITIRIEDEINL | FEHEE A SGEL | FERBEWTiT A2
F72 LB, FLCAD AT HAIREZ A LR ORIEDH I LIZ(Rosser et al., 2002), A2, fix
ARIZ R D 1HIZATod, TRIEFEAEDIRL . Z D50 A 12 I THERERI - ERBEBT I 23 T 4041, 7 72> H I 1ED
{HIL7=(Saito et al., 2009), Kasasbeh &IX7 A AVT AFEMRE 4 BIOFAATZ OFBEAZTHRL TWD, M
BEWTIRT 23 2 B CTT04L, 1 BITEREIRIESTHAL . fLORAERLE 90%E L, MEAR, 557, B ATERERED
FL72, B9 1 ll% VNS TIRAIENEALL . Z D%, GRS RIS U MG EEET AT o723 | FEMEITHE
AU, #OSEFOUSET | BEIRFE S 258072, fthod 2 Bi13 VNS 23 Thod1, 1 BlEFEIED D L2, $5 1 41
IIFAEDEAIZ72h > T (Kasasbeh et al., 2014), Palmer Hi% 14 FlOT A AT SEMBEFED R WA H
L. 11 i CTADASNEL R GERIZ AR 250072 1 B3 R 2 OF 38 L7223, 28 VEITH R L7 (Palmer
et al., 2007),

TAIPATIELIIMI KT T D BHER E LT, IRkiS &5 ALEAE(Uchiyama et al,, 1997; Taggard and Menezes,
2000; Pianetti Filho et al., 2002; Frye et al., 2007), W3 5&@(Chappaz et al., 2016). M E(Akinfenwa et
al., 2016), FEZEEMIE(Ortube et al., 2010), 14 fE(Kiristioglu et al., 1999). fglhlE. & RIE(Tsao et al.,
1993) 1 /= 1 Z&EZ4(McPherson and Jones, 1990; Umansky et al., 1994). FAAIZSE(Grigoriou et al., 2015)1Z
XD FATRIESC R . H BB UEIC %95 Nissen F1i7(Terakawa et al., 2011; Toporowska—
Kowalska et al., 201 DA3HEZIL TIN5,

PubMed #5%:2019 4 12 H 1 H
”Aicardi syndrome” AND (surgery OR “vagal nerve stimulation”) Filters: English; Japanese
#1 “Aicardi syndrome” AND (surgery OR “vagal nerve stimulation”) 29 14
#2 Filters: English; Japanese 28 14
PEpEkRRSR: 201942 12 H 1 A
#1 (Aicardi JEHE/TH or aicardi JEMEAE/AL) or (Aicardi SEMERE/TH or 7 A VT AFEMERE/AL 225 4
#2 GMEHFRAN/TH or SMEHER/AL) 2,074,237 4
#1 and #2 10 {4
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6. Z A

QT: TAINT AR BT BB KL L DLHITATHN 2]

XOHEGHMEDF AL BLE Z BN TWD, JRIRITHIFIL CRb 7| RIEEDFRIREN 1 F R B ESINTE
0 EEHEAEE I TN HILD,

[fimit]

T AT AFEGEREE X SO A ZERAE B Lo TAELDEB 2 BV TODA, JRIEIZHIBIL ThZeny,
ZITINFEGITHY | FIENEITARIEIE D 1F R DA S T D (Molina et al., 1989), Z<HilZIRITIE~
YLK DR ESNTRY, R hREEZITHIZEE2BEBL THIOM, 2R RARIUT R, TA D
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i, 7= )" H—L 12 il FVIRY 8 il 7aF B R4 6 il LRFFELLS FlRE NS, =hAy
IR, AW L ZVTFT A VTR L RTFTRE L VT aRTaAR SR BEIEOR IR
LCW5[21], Coppora B 3 55 43 ik £ C () 15 5%) OFESMHES LT EMMERIEN A 2 BILL ESH D4
IR B B E 69 B350 7 4 FIROBNRAERRFIL 72, 43 F1(62%)1XFEAED 50%LL BB, 2 4l
GWITFIENTE L, 18 fil(26%WILFEIENZ{bRL, 6 FlB. TITFIENHAL LIz L A L T D[29],

RBER BB U ZIRER

PubMed #5%:2019 4 12 H 2 H

((*Neuronal migration disorders” OR “lissencephaly” OR “heterotopia” OR “polymicrogyria” OR
”schizencephaly” OR “porencephaly” OR “Miller-Dieker syndrome”) AND (therapy OR ”Antiepileptic drug”
OR anticonvulsant)) Filters: English; Japanese

#1 (“Neuronal migration disorders” OR “lissencephaly” OR “heterotopia” OR ”polymicrogyria” OR
”schizencephaly” OR “porencephaly” OR “Miller-Dieker syndrome”) AND (therapy OR ”Antiepileptic drug”
OR anticonvulsant) 904 {4

#2 Filters: English; Japanese 809 {4

PE P Ek ISR 2020 45 11 H 6 A
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#1 PR EN R EE or JEIMIE or REPETMEIKAE or /KRl or ZANEE or FLANIE or IT7—7 ¢
— I —JEWERE or Miller—Dieker JEMERE 1854 {4
#2 FUTWILAH or FLTANASK 43,359
#1 and #2 94 {4
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Q5 - HFAIIA R B i E L L T C A AR I A 2> 2]

HIRYED TAMATEIEBFREB TIX TANASIE T BIO DD, 72720 o BRI INAE & 5B T HRR AT
PEIK B TR SUIBRIT ORI RIIBRER) TH D, RSLFEVEITRI LTI, I EERTiT 2398512725,

[fimit]
PR B BRI, EEAYE GE YD F 7R BOPT AN ARE 2 TV CTHOREIHI NGO
) DTADAFEDGFREN L L TN AR TN EAT S TIEBIN ZHERE ST D, 1971 4225 2000
FETORFMELE R A(FCD) & T KIM BB TR kT D FITRE DR K LD E LD T, Itk
1 FEORMEH IBHEIBIL 45% (FCD O AHAE LT FCD A FERDAERF]TId 40%) T, i 2 45T 43% (FCD
TIE 39%) TH-72[30], Fiz, 14514, 2FE % DOIAEIH R 2 TRl Tl 2L, 1A Tl 56%, 57%, 1
0D 16 7% Tl 45%, 40%, 17 5L Tl 30%, 36%E . FIRNIRFOFERR DA MEE RV IR IT D, FAE
TRt AT 3 720 BifeliZ2 Bl 13 C & 721 [30], Kawal H& Saito HIE, MHAIMERMEZ AL H D RSIRIEITRT 5
I G BERIT T D MR S L 528,310, iy BRIV NE & B2 B R RIR BRFTPEIR VIS )E T D CADASL
BEFTITE S 2D 72 SEFIHE DSBS DDA TS, Kamida HIE West JEEREE 1D 1 AR IMSE(7 L
—R3REAEAL) O 11 7~ A LRI R BERT T 2470 FEIEBRE 2N LIz L s L Cuna[32],
Bernasconi HITEEHAMEDHE S AAFEIEZ 1D BUE N AR BATHEIK B 8 Bl L, 2 BllZHRIE 2004, 1
BNZATEADIFRZEEIER, 5 Bl R Z 5 oIS IER, 1 B AT S I GBIk OB NI 21T > 72, 5 il
FHERUGEZRRONT ., BB THREFTEIK A E TIX AL AE S RTEL TOD5E THEAY)
bRz SCRF L7 SRR L TV 5([33], Franco B 2 Bl BUE TR BT MK BV N RIR AITAZ DTSRI A1 T
W1 BTTRAEBEEE OB | 9 1 T—RERIZR FEAE DI AR TR L FRR D FE AR B ~ D[ 2 @t LT
2341, B4R J& PHAS ERR R ATHER VL DO AZ T F VL ATIX, AT VAR T AR T OTA SR EEEFRIET 38%
DEFTRIENTHEL, 819D BENF R THY, ST DG DO —EIREL TRID BTV 5H[35-37],
[ N CIIARAGRIZ DS, HL6DIA Z A 0 il 8 TRN'S S 27 4 | (NeuroPace) % 8 151100 i == J&] [FH i & Ik B Al
PEIR VLIS L, -2 85. 7% VEDNBD L, 7 Bi1d 50%LA_EDOFEMERVD . 95 2 BT RAEH AR EH
TWB[38], 2/ BB AR A R Th 2 3 iE & e U CIR RSO 3 AR C L FRAEIR M [ gl e
%o MRUIZEDIRE JRLETZ T Tl AT VA IR IZ EDFAEE ORI D BT 5(39,40], hr b
WRIRBE ATV 12 B0 2/ INMIEN 692 Tk s (BIBRTET 7 61, #ERER 1 BREIEMTIT 5 1) Ti, 5828
b LT 21T o7 7 B 6 41(86%), FR o BIBREAT -7 5 il 3 fl(60%) THAEH L FHNT2[41], £
/NIRIEIDEIFR LT AN AN TR O FTREME A BD D LTI 6720 \[42,43], HERMED Z/IMIMIEI T Rt
D B R 738 555 5 13 ERBEWT T 23 806D © 41 5[39], Cossu HIE MRI T/ MMEIEZ s i/ 64 Bl 2 FEF
EEAOMH], FATHE 24 BINTH T TRRET LT, FEPETHRIEZELZ 40 8 4511(20%). 18 i1(66.7%), HLTADAZEDH
11T 1 61(2.5%). 6 $11(25%) T, EHITHEZZRO  MUNTRINS NI/ MK ENZ BRE 2 EHE TAn ATl
FWRELOS TP TN M D 5 2 &2 R LT [44],
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MBI R EIE DBRIARTAL 2 1K)

JEAE TR e A B 4 (AT BEFBORITTE ) TR TADAIZET 2FEN9E] BE
PubMed #5%:2020 4~ 11 H 6 H
((*Neuronal migration disorders” OR “lissencephaly” OR “heterotopia” OR “polymicrogyria” OR
”schizencephaly” OR “porencephaly” OR “Miller-Dieker syndrome”) AND (surgery OR “vagal nerve
stimulation”)) Filters: English; Japanese
#1 (“Neuronal migration disorders” OR “lissencephaly” OR “heterotopia” OR ”polymicrogyria” OR
”schizencephaly” OR “porencephaly” OR “Miller-Dieker syndrome”) AND (surgery OR “vagal nerve
stimulation”) 943 4
#2 Filters: English; Japanese 846 {4
B EERR SR 12020 4 11 H 6
#1 PRSI BN EE or VEIMIE or BETMEIK ' or Z/MMIE or HANAE or FLIMIE or IT7—-7 1
— B —JEWERE or Miller-Dieker JEfERE 1854 fF
#2 SBEFAN or SMPHERE 2,170,676 14
#1 and #2 151 f
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6. Z A
Q6 : A B LS BB R A L D IHITATHD 2]

SHER {5 i B EBR R T RIS W ORI EEETT, BRSO NS5 A TR IR & L O 3Rk A
FENOECAR AT, i RS AIE Tl 2751 583D FISH A 2179,

[fimit]

AR A Tl B i VS8 R B ChY | BB A RDONLTEN L, T BIZ 700 /L0 R
HITELIK 95 genetic &, FANDEIEEE TS inherit EOEWAZBMiE$ DM B NHD, iR Eh 7
FIED R KRR Lo CIEZ ETHY, A IE AN genetic 7223, Z/IMMEI Tl A MATT Y
ANVZDRE NG 2 E R FEER OB EL @V, £7713, BEMRIEHE T, WA EMEICZ BT 52805K0 5
o, BAGYE genetic D EREEEERD A E 2 HEIR EORHBIL, TR OIELTRIETHD, 8BS 7RI
LD TI, 2L RMBEDIREZ AT D, TO—J7, VARAT BT A VAN L E FEE2E O
BB TIEMANE TH-Th, WA DA LI A FERAFRTHDHIEN L, 72721, Yeta ks FE (%)
M2 361 % 22q11.2 K2, 1p36.3 RKRIRE) RXo— DA T2 5 (TUBAIA, TUBAS, TUBBZB, TUBBS,
COL4AI, COL4A272E) TiL, IEXIFMEINAE L 22D T, IERIFRIE T > THIBIEME genetic 275 E TE7R
[N

o RN NAE 811 FIDBAR T-ARHT TIE 81%IZE BAFRIEL . WARIL L1S140%, DCX 23%, TUBAILA 5%,
ARX 4%, DYNCIHI 3%, At 12 A= F1% 1%L FORIERTH-72[45], 7L —F 1O MR BN EHF R H LA
T 27 7 % 15 B 1) 72 Miller—Dieker SEWEREIX, LISI D5 YWHAE TR KU MHSER R TIEEEETHY,
FISH(fluorescence in situ hybridization)f 4 C LISI DRI FEIESNH[46], BT EE L7 i i
FRIMIE ClE, LIST R I<D FISH [FIE I 40% T, Sanger (25D LIS 28 BA5175 20%, DCX 28 F4 A% 10% T
&BI47], FISH < Sanger 14 TA RZFE TE/RWEE T MLPA 15T, 52 il 18 F(35WIZ LIS EAR TN
REHULITEBEER, 9 AT DCX AR FHNR I LITEEZE RNFIESND48], w HRHIME,
SR 4 T L& R PR T AL CIRKEAR - OHEE N AR TH D, LIST 2 BIIHS BN DR A& ET- L, DCX A
FLITATBAENL O A A & 73746, A IRDN MR CRM R R B A< L /NI R A PED 3 Bl d RELN 28 5
DEEIND, HRIREENL O SEIEIAED U IZHUME TR AR, FRIEAZ B AR Mg - /NS IE 5
AT ARX BRI, 1% 24 REEI DINIIR A E7- L, SMESREH (46, XY TEMERE L3N
X BB 205 A1 ARX ZRBFRTHH10], £, i BB ME TN KRR, K6/ T K
INESEZ DS OE TUBAIA BB OBEENE, DCX & ARX 1T X 851, RELN 1T % Ytk S5 T
HY | JVHEERBISHED R DOND,

Jibd =2 5] [ B R BT K VL FLNA DIEDNTHE K D B — T8 s B Lo’ —#Z {F(copy number
variations) S # i SAVTVD[2,49], = 8 PHAR ELR ST FVE L, B CIFEE S D56 L o Se R H
TEAEREC DR T D856 03 D, X B DO F MM =R 8 PRFS SR R AT IK =X FLNA B RBFERCTHD
(151, IR 0D BRR f 75 164 2 J) R B R SR P IR VR Cl FLNA ZE 583 26% % (55D 2, i =8 J] RS FiihR 5
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PR BN R EE 2RI ARTA (8 2 1R)

AT BRI R I & (ERAMERBEBORIIEE ) T CAMNAIZBIT 2F88IE) BE
FTMEIK FUEIZ Ehlers—Danlos SEMEHEA F 38§25 60 FLNAZERN DD, FLNA L X ##HMETHY, 5
PEIZIENBIELE 2 DIV THDN, T I FMEEE THY, BT T LS EEOMRIER AL R~
TIERNWZLITHEBMLETHD,

Z/NMEI DR RIT, BARERERRER DO ELONNE 2 HiLD, Z/MEEIO R RITA R ARAT ey A
JVAREGEDS 12-30%& 5 2B TRY[2], KM EE DR 2 EIZIBITT A AT BT AV AD R &G
D AREME =<2 5[9,50), "V 7T X~ Mg, FARIEZB U ANVA AT 4 ZADJENEEGES 25/ NIk Rl 0O J5
RELTHESBL, BIES 2/ IMREIDY AR - L725[52], Z/INKEIORIKE R T35S S Tng
P RIS F R FESNOEIATE 2058 E ThD[2], arpiie:, ZHMEDERRE | ERE, AEREO
7RV INBRIED DRI, 2/ NIKEIDSBIRME Ch D Z EamE T 5, ERMIEEZ/NMKEIO 1L, mTOR # KO
PIK3R2, PIK3CA72E DI FEN G0 5[53,54], 2o/ INIKENZ B D B MAE LR T IPIEOR, 2 B72 4K
BRERZ PO IT, ~ VAR — DA RO R SHIR N BE O & LT TH[55),

BOO KRR BRI L, N IS (LR S RIERG Y A a T 4 — D RS E O, &I R Y AR 7 ¢

YR YERIZ THY  IRT-OFIE T 25% Th 5561, DDA KRB FI A (Walker-Warburg
SEMERE, 5 - R 5 . 45) BB S CIE & TR RS M E THD57],

FLIMHE & RIE D SRR 1L, BAR BRI EBREE BRI 3 D03, BB ER &L THIBAL TW5 COL4AL,
COLIAZTH ME TR LD IR DREEME 2 b2 22U BRI LD M O X BIEH #EThH 5 [58-601, fL
JIbIE U 61 f 10 Fl(16%)1T . ZRHE TiX 10 B 5 Fl(50%)IC COLIAL 28 BN R NS 5[59],

T R B D 43 TR RN RUTRURITHEAR L CHY, BiOE AL ZENEE ThHD,

PubMed #52:2020 4= 11 H 7 H
(“Neuronal migration disorders” OR “lissencephaly” OR “heterotopia” OR “polymicrogyria” OR
”schizencephaly” OR “porencephaly” OR “Miller-Dieker syndrome”) AND “genetic counseling”  Filters:
English; Japanese
#1 (“Neuronal migration disorders” OR “lissencephaly” OR “heterotopia” OR ”polymicrogyria” OR
”schizencephaly” OR “porencephaly” OR "Miller-Dieker syndrome”) AND “genetic counseling” 90 {4
#2 Filters: English; Japanese 85 14

PE PR SR 2020 45 11 H 7 A
#1 PRI EN R EIE or VEINIE or BPTMEIKAE or Z/NKEl or EIE or FLAKIE or IT7—-TF 4
— I —JEfRE or Miller-Dieker JEfERE 1854 {1
#2 GEASHIRE/TH or SB{=HFR/AL) 8341
#1 and #2 21 {4
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[Website]

Tl A R BhiiE (R E 9T 138) ; Ml 15 o4 —http:/ /www.nanbyou.or.jp/entry/4397 (2020/11/04 77

tR)

[CiEk]

L INERBLIR. whi I Eh R E D 7M. 1A NEEIF247E. 2007, 111(11): 1361~
1374.

2. Oegema R, Barakat TS, Wilke M, Stouffs K, Amrom D, Aronica E, Bahi—Buisson N, Conti
V, Fry AE, Geis T, Andres DG, Parrini E, Pogledic I, Said E, Soler D, Valor LM, Zaki MS,
Mirzaa G, Dobyns WB, Reiner O, Guerrini R, Pilz DT, Hehr U, Leventer RJ, Jansen AC,
Mancini GMS, Di Donato N. International consensus recommendations on the diagnostic
work—up for malformations of cortical development. Nat Kev Neurol. 2020, 16(11): 618-635.

3. Barkovich AJ, Guerrini R, Kuzniecky RI, Jackson GD, Dobyns WB. A developmental and
genetic classification for malformations of cortical development: update 2012. Brain. 2012,
135: 1348-1369.

4. Everitt AD. The NSE MRI study : structural brain abnormalities in adult epilepsy patients
and healthy controls. Epilepsia. 1998, 39(6): 140.

5. Li LM, Fish DR, Sisodiya SM, Shorvon SD, Alsanjari N, Stevens JM. High resolution
magnetic resonance imaging in adults with partial or secondary generalised epilepsy
attending a tertiary referral unit. ./ Neuro/ Neurosurg Psychiatry. 1995, 59(4): 384-387.

6. Semah F, Picot MC, Adam C, Broglin D, Arzimanoglou A, Bazin B, Cavalcanti D, Baulac M.
[s the underlying cause of epilepsy a major prognostic factor for recurrence? Neurology.
1998, 51(5): 1256-1262.

7. Brodtkorb E, Nilsen G, Smevik O, Rinck PA. Epilepsy and anomalies of neuronal migration:
MRI and clinical aspects. Acta neurologica Scandinavica. 1992, 86(1): 24-32.

8. Steffenburg U, Hedstrom A, Lindroth A, Wiklund LM, Hagberg G, Kyllerman M. Intractable
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767-T775.
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Table 1

Demographics and clinical features of 2110 cases registered in Epilepsy Syndrome Registry.

Gender; n

Female 1021, male 1089

Ages (range, median);
years

Age at registration, 0-85, 17; age at seizure onset, 0-83, 3

Main seizure

Focal impaired awareness seizure 723 (34.3%), spasm 323 (15.3%), bilateral tonic-clonic seizure 310 (14.7%),
focal aware seizure 292 (13.8%), tonic 198 (9.4%), gelastic 76 (3.6%), myoclonus 55 (2.6%), clonic 35 (1.7%),
absence 27 (1.3%), atonic 12 (0.6%), nonconvulsive status 19 (0.9%), convulsive status 14 (0.5%), others 16

Seizure type

Single 954 (45.2%), multiple 1156 (54.8%)

Frequency of main
seizure

Daily 578 (27.4%), weekly 356 (16.9%), monthly 395 (18.7%), yearly 266 (12.6%), less than yearly or disappeared
515 (24.4%)

Neurological findings

No neurological findings 1391 (65.9%); hemiparesis 146 (6.9%), diplegia 21 (1.0%), quadriplegia 176 (8.3%),
ataxia 121 (5.7%), involuntary movement 66 (3.1%), dysphagia 86 (4.1%), others 105 (overlapping) (5.0%),
bedridden 205 (9.7%), no head control 84 (4.0%), artificial respiration 12 (0.6%), unknown 20

Intellectual impairment*

Not impaired 843 (40.0%); mild 334 (15.8%), moderate 248 (11.8%), severe 633 (30.0%), unknown 52

Neuropsychiatric
findings

ASD 355 (16.8%), ADHD 39 (1.8%), memory disturbance 104 (4.9%), aphasia 17 (0.8%), executive dysfunction 46
(2.2%), other cognitive dysfunctions 28 (1.3%); delusion-hallucination 45 (2.1%), affective disorder 53 (2.5%),
personality disorder 76 (3.6%), sleep disturbance 49 (2.3%), other psychiatric symptoms 38 (1.8%)

Laboratory testing

Gene mutation 228/301 (75.7%); SCN1A (71 cases), PCDH19 (9), CDKL5 (8), KCNT1 (6), STXBP1 (6) and others
Cytogenetic abnormality 104/332 (31.3%): chromosomes 21 (23 cases), 15 (23), 20 (16), 1 (6) and others

EEG

Normal 159 (7.5%); suppression-burst 22 (1.0%), hypsarrhythmia 148 (7.0%), generalized spike-waves 292
(13.8%), CSWS 19 (0.9%), focal spikes 892 (42.3%), multifocal spikes 360 (17.1%), other paroxysms 88 (4.2%),
rapid/fast rhythm 67 (3.2%), abnormal background activity 308 (14.6%); information not available 32
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CT/MRI Abnormal 1290 (61.1%) (bilateral 363); information not available 43

Etiology Malformation of cortical development 264 (12.5%), tumor 176 (8.3%), neurocutaneous syndrome 117 (5.5%),
infection 76 (3.6%), hypoxic-ischemic encephalopathy 69 (3.3%), cerebrovascular disorder 50 (2.4%), trauma 34
(1.6%), immune-mediated disorder 32 (1.5%), metabolic 25 (1.2%), degenerative disorder 18 (0.9%), others 486
(23.0%), unknown 767 (36.4%)

Therapy Drug 2031 (96.3%), hormone (ACTH, steroid) 349 (16.5%), diet 65 (3.1%), surgery 547 (25.9%) (resection 327,
hemisherotomy/-rectomy 37, callosotomy 102, stereotactic surgery 69, vagus nerve stimulation 68, other 12:
multiple surgery 60); no previous treatment 39

Social status Preschool 476 (22.6%), school 642 (30.4%) (school for disabled 420), employed 428 (20.3%) (employment for
disabled 105), housekeeping 126 (6.0%), job training 44 (2.1%), job seeking 187 (8.9%), in need of life care 167
(7.9%) [150/956 (15.7%) of those aged > 20 years]

ASD, autism spectrum disorder; ADHD, attention deficit hyperactivity disorder; CSWS, continuous spike waves during sleep; diet,
ketogenic diet therapy

* Intellectual impairment: mild, IQ/DQ between 50-69; moderate, IQ/DQ between 35-49; severe, IQ/DQ less than 35. Assessed by the test
results in 969 cases, otherwise from the information of caregivers.

74



Table 2. Seizure characteristics and associated symptoms of patients with various epileptic syndromes.

n |Gender| Ageat | Ageat |Type of A: B: C:
(female |registrati| seizure | main [Frequency of Multiple| Therapy | Intellectual | Prominent | Either A
/male) on onset [seizure: main seizure [other than[impairment*:| neurologic/ |or B/C or
(range, | (range, | n (%) seizure: type: ASM: n (%) psychiatric both:
median) | median) > monthly | n (%) n (%) symptoms: n (%)
n (%) n (%)
Dravet 89 | 47/42 |0-38(10) 0 GTC 51| 67(75.3) |71(79.8)| Diet8 75 (84.3) Ataxia 43 | 86 (96.6)
syndrome (57.3), (9.0) (48.3),
focal 18 ASD 45 (50.6)
(20.2)
Epilepsy of | 15| 10/5 | 0-15(3) | 0-2(0) |Focal 7| 13(86.7) |13 (86.7)|Surgery 2| 15(100) | Bedridden 10 | 15 (100)
infancy with (46.7), (13.3) (66.7)
migrating tonic 6
focal seizures (40)
Epilepsy with| 11 | 3/8 | 3-15(6) | 0-5(3) |Myoclon| 7 (63.6) | 9(81.8) | Diet 4 6 (54.5) ASD 4 (36.4) | 9(81.8)
myoclonic ic atonic (36.4)
atonic 11 (100)
seizures
Epileptic 36 | 11/25 | 4-19(9) | 0-7(3) |Focal 21| 12(33.3) |28 (77.8)|Surgery 6| 26(72.2) |ASD 16 (44.4),| 33 (91.7)
encephalopat (58.3), (16.7) paresis 10
hy with absence (27.8)
CSWS 8(22.2)
Lennox- 85 | 50/35 |5-50 (17)| 0-11(2) |Tonic 58/ 75 (88.2) |80 (94.1)| Hormone | 84 (98.8) | ASD 22 (25.6), | 85 (100)
Gastaut (68.2), 29 (34.1), paresis 17
syndrome surgery 37 (20.0)
(43.5)
Ohtahara 24 | 8/16 | 0-19 (4) 0 Tonic 11| 17 (70.8) |11 (45.8) |[Surgery 10| 22 (91.7) | Bedridden 14 | 24 (100)
syndrome (45.8), (41.7) (58.3)
spasm 8
(33.3)
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Progressive | 31 | 17/14 |4-80 (33) | 1-52 (12) [Myoclon| 20 (64.5) |20 (64.5)| Others 2 | 17 (54.8) Involuntary | 29 (93.5)
myoclonus us 16 (6.5) movement 17
epilepsy (51.6), (54.8), ataxia

GTC 11 11 (35.5),

(35.5)

West 303(147/156| 0-51 (3) | 0-2(0) | Spasm | 226 (74.6) 137 | Hormone | 259 (85.5) | Bedridden 108|289 (95.4)
syndrome 263 (45.2) 1217 (71.6), (35.6), ASD 40
including (86.8), surgery 48 (13.2)
Aicardi (16.0)
syndrome

ASM, antiseizure medication; ASD, autism spectrum disorder; ADHD, attention deficit hyperactivity disorder; CSWS, continuous spike
waves during sleep; Diet, ketogenic diet therapy; GTC, generalized tonic-clonic seizure; Hormone, ACTH or steroid therapy.
* Surgical therapy includes vagus nerve stimulation. ** Impairment: 1Q/DQ less than 70.
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Table 3. Seizure characteristics and associated symptoms of patients with epilepsy grouped according to etiology.

Gender Age at Age at | Type of A: B: C:
(female |registration | seizure | main |Frequency | Multiple | Therapy | Intellectual | Prominent |Either
. /male) (range, onset |seizure:| of main seizure other |impairment:| neurologic/ | A or
Etiology n . . . . Lo
median) | (range,| n (%) | seizure: | types: than n (%) psychiatric |B/C or
median) > monthly | n (%) ASM: symptoms: | both:
n (%) n (%) n (%) n (%)
Structural
, ASD 21 (19.4),
Focal corticalngl g3ia5 | 0-67 (17 |0-42 3) | FOALI| 69 (63.9) | 49 (45.4) | SUESY | 54 (50.0) paresis 96
dysplasia (84.3) 53 (49.1) (88.9)
15(13.9)
Neuronal migration . . Focal 29 Surgery 5 Paresis 6 36
disorders 37| 21/16 | 0-48(18) |0-28(5) (78.4) | 26 (70.3) |22 (59.5) (135 | 22 (59.5) (16.2) 97.3))
Gelastic
Hypothalamic ) i 72 (100), Surgery 42
hamartoma 72| 33/39 | 2-53(10) |0-10 (0) focal 24 20 (27.8) | 48 (66.7) 70 (97.9) | 25 (34.7) |ADHD 7(9.7) (58.3)
(33.3)
Memory
Cavernous ) 1-73 |Focal 23 Surgery 9 . 16
hemangioma 25| 14/11 2-76 (40) (24) | (©92.0) 15 (60.0) | 15 (60.0) (36.0) 3 (12.0) dlStl(l;‘;)abr)lce 3 (64.0)
ASD 6 (25.0),
Dysplastic tumor* | 24| 1113 | 2-52 20) |0-36 @) [F0°% 24 9 375) |13 (54.2)| SWEY | 19417y |, memory | 17
yep (100) ‘ “119(79.2) " | disturbance 3| (70.8)
(12.5)
Paresis 12
0-73 |Focal 28 Surgery 7 (37.5) 27
Trauma 32 | 5/27 5-77 (43) 18) | s75) | 12 (37.5) | 19(59.4) (21.9) 15 (46.9) executive | o\
dysfunction 5
(15.6)
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Paresis 14
Hypoxic-ischemic i i Focal 22 Surgery 2 (48.3), 29
encephalopathy 29 | 9/20 1-53 (20) | 0-20 (2) (75.9) 22 (75.9) |16 (55.2) 6.9) 25 (86.2) Bedridden 5 | (100)
(17.2)
Paresis 14
0-66 |Focal 35 Surgery 7 (34.1), 32
Vascular disorder 41| 11/30 6-69 (37) 24) | (85.4) 17 (41.5) |18 (43.9) (17.1) 13 (31.7) _memory | "y
disturbance 7
(17.1)
Mesial temporal lobe i Focal Memory
epilepsy with 197| 109/88 | 4-77 (41) (()171? 197 | 122 (61.9) 116 (58.9) ligr(%‘;ri) 38 (19.3) | disturbance (715’?;)
hippocampal sclerosis (100) ‘ 26 (13.2) '
Sturge-Weber . . Focal 22 Surgery Paresis 13 32
syndrome 35| 18/17 0-60 (5) | 0-27(0) (62.9) 17 (48.6) | 22 (62.9) 95 (71.4) 21 (60.0) (37.1) (91.4)
Focal 32
Tuberous  sclerosis ) . (62.7), Surgery 48
complex 51| 24/27 0-48 (11) |0-16 (0) tonic 9 37 (72.5) | 31 (60.8) 15 (99.4) 40 (78.4) |ASD 15 (29.4) 94.1)
(17.6)
Focal Paresis 30
125 Surgery (18.6) 105
Other structural 161| 80/81 0-85 (28) |0-83 (9) (77.6), 113 (70.2) | 80 (49.7) 40 (24.9) 75 (46.6) bedridden 14 | (65.2)
tonic 18 (8.7)
(11.2) )
Genetic
Tonic 5 Ataxia 8
(19.2), (30.8), 96
Angelman syndrome | 26 | 11/15 1-41 (10) |0-31 (1) 'myoclon| 16 (61.5) | 12 (46.2) 0 26 (100) sleep (100)
us b5 disturbance
(19.2) 10 (38.5)
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Focal 10

Ring 20 epilepsy ) ) (62.5) Surgery 2 16
syndrome 16| 11/5 6-65(20) |1-14 (7) NCSE 4| 18 (100) |11 (68.8) (12.5) 10 (62.5) 0 (100)
(25.0)
Focal 12 ASD 25 (67.6),
sleep
(32.4), .
. disturbance 37
Rett syndrome 37| 370 5-44 (14) |0-17 (4) |tonic 10| 16 (43.2) | 10 (27.0) 0 37 (100) 14 (37.9) (100)
(27.0) 87.8), 00
: bedridden 10
(27.0)
F(ZC;IZ)ZS Hormone ASD 22 (35.5), 60
Other genetic 62 | 36/26 1-36 (9.5) |0-25 (0) 77| 34 (54.8) | 33 (53.2) 57 (91.9) | bedridden 12
GTC 11 6 (9.7) (96.8)
(19.4)
(17.7)
Metabolic
Focal 8 Paresis 7
o ) ) (47.1), Diet 4 (41.2), 15
Metabolic disorder 17| 5/12 1-47(7)  |0-42 (1) tonic 4 10 (58.8) | 7(41.2) (23 5) 14 (82.3) bedridden 5 | (88.2)
(23.5) (29.4)
Infectious
: : ) ) Focal 54 Surgery Paresis 13 | 57
Infectious disease 60 | 24/36 1-55 (26) | 0-38 (7) (90.0) 45 (75.0) | 38 (63.3) 12 (20.0) 42 (70.0) 91.7) (95.0)
Immune
Hormone
Rasmussen . . Focal 20 11 (55.0), Paresis 15 20
encephalitis 20| 9/11 10-48 (19) |0-25 (4) (100) 19 (95.0) | 2(10.0) surgery 9 14 (70.0) (75.0) (100)
(45.0)
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Immune Memory
Other autoimmune 1-74 |Focal 26 9(32.1), disturbance 8| 26
disorder 28 | 18/10 6-75 (41) 29) | (92.9) 23(82.1) |16 (57.1) surgery 4 5(17.9) (28.6) (92.9)
(14.3)
Unknown
342| 155/187 | 0-85 (27) 0-83 | Focal | 198 (57.9) [157 (45.9)| Surgery | 128 (37.4) |ASD 68 (19.9), 267
Other focal epilepsy (10) 333 35 (10.2), ‘memory (78.1)
without known (97.4) hormone disturbance
tiolo 12 (3.5) 24 (7.0),
© &y paresis 16
(4.7
Other generalized 58 | 26/32 | 1-63(20.5) | 0-42 |GTC 26| 30 (51.7) |28 (48.3) |Hormone| 27 (46.6) |ASD 10(17.2)| 45
) : (6.5) | (44.8), 3(5.5) (77.6)
epilepsy without
known etiology absence
10 (17.2)
27| 9/18 0-63 (25) [0-49 (9)|GTC 13| 10(37.0) |13 (48.1) | Others 2| 13 (48.1) Ataxia 3 19
Unclassified epilepsy, (48.1), (7.4) (11.1), (70.4)
without known focal 6 involuntary
etiology (22.2) movement 3
(11.1)

NCSE, nonconvulsive status epilepticus.
*Dysplastic tumor includes dysembryoplastic neuroepithelial tumor and ganglioglioma.
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Table 4

Number of patients with seizures occurring less than monthly and without comorbidities

n Seizure frequency: | Seizure frequency: Total
yearly <yearly or none n(%)
n (%) n (%)

Angelman syndrome 26 0 0 0
Dravet syndrome 89 3 0 3(3.4)
Epilepsy due to autoimmune disease 28 1 1 2(7.1)
Epilepsy due to cavernous hemangioma 25 3 6 9 (36.0)
Epilepsy due to dysplastic tumor 24 1 6 7(29.2)
Epilepsy due to focal cortical dysplasia 108 7 6 13 (12.0)
Epilepsy due to hypothalamic hamartoma 72 0 28 28 (38.9)
Epilepsy due to hypoxic-ischemic encephalopathy 29 0 0 0
Epilepsy due to infectious disease 60 2 1 3 (5.0)
Epilepsy due to metabolic disorders 17 0 2 2(11.8)
Epilepsy due to neuronal migration disorders 37 1 0 1(2.7)
Epilepsy due to other genetic disorders 62 2 0 2 (3.2)
Epilepsy due to other structural disorders 161 9 10 19 (11.8)
Epilepsy due to trauma 32 1 4 5 (15.6)
Epilepsy due to vascular disorder 41 3 5 8 (19.5)
Epilepsy of infancy with migrating focal seizures 15 0 0 0
Epilepsy with myoclonic atonic seizures 11 0 2 2(18.2)
Epileptic encephalopathy with CSWS 36 1 2 3(8.3)
Lennox-Gastaut syndrome 85 0 0 0
Mesial temporal lobe epilepsy 197 12 27 39 (19.8)
Ohtahara syndrome 24 0 0 0
Other epileptic syndromes 11 1 0 1(9.1)
Other focal epilepsy without known etiology 342 39 31 70 (20.5)
Other generalized epilepsy without known etiology 58 3 8 11 (19.0)
Progressive myoclonus epilepsy 31 0 2 2 (6.5)
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Rasmussen encephalitis 20 0 0 0
Rett syndrome 37 0 0 0
Ring 20-epilepsy syndrome 16 0 0 0
Sturge-Weber syndrome 35 1 2 3 (8.6)
Tuberous sclerosis complex 51 0 3 3 (5.9
Unclassified epilepsy without known etiology 27 3 5 8(29.6)
West syndrome incl Aicardi syndrome 303 1 10 11 (3.6)
Total 2110 94 161 255 (12.1)
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