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D B 0T R A ML AT SR T IS E T 2B CEI L e 0 . KR EREE 72 D,
JIRAE M L 40~50% 22 B AL, IR I L OWEF KB O JREIZ 72 5

JrOESEIE 30~45%IZ58D H AV D, BRI fE © To — @ PERUERSOEB RN A D 2 ERD D,

4. JRIEE

FEAMETAD TR LTI, FUCADAIKIZ X DIREBM T, 9 50~60% DAERI TR %72
D LN, FHAMGUEZ R T HEN DR TR0, FUTANAEDNRIGRD B WEE TR LT
X SEIBRIN b B S D, AR IR NI B M E 4 OFET 256 X FIRTEHR K #
Th D, IRHEPHOIEZE NI E A X 2 E8EME TANAITK LTI IMEEDIRR (kD)
O ERBEWTI M TN D 2, T ORICEBFEABEEL L TET LN 5,
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REBDD,
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No, L LARIIERNC K » TEZ LS BRHEEATBIBRIT oA > 7T & R Fiiv/e LB 2 2
THZLENDHD,

5. Tt

THAPARIEIIPICTADAIIBRE FIRGBRICI DV a2 b — L IN566 &H 505, & 7R8E
ENIRBEEM S G %2 OB ClX, BIEEERITMEIT 280727 E08 72\, R s s 5 22
WITREOLONLEED LD E THA THHN, TANAFRIEOIHIN % BFRI27/2 5,
TR EITIECTH 0 . R A2 5k,

O EHOHEBIZLELREH
1. TR B O IR AR RER AL
100 A AT
2. FE 97 OB
R GRIETREDHEESINTND,)
3. AR IR 71k
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4. EHOEE
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a FEM R AL FIEZ M EICB T 5 (640 TADA ] OEEFESERHEX Y. KOk
FHERA SHRIEICBT DEEIRK Sy, DEMEIR « RB/IBEHE ZdhaFih) # AT, BUF
DNTNNICHYT L EEERIG LT 5,
(G40 TAMA | DREEER RE /) P R AT
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2L DL S 3~5DH
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BT DREESERNK Sy, FEAER - BEREE iRl 2 VT BIFOWFhiniliE s+ 288 %

36



HRET D,
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4 HEERED O B DREE - BT IR LRI B A NEETH D - AR
7. BF, HELRAOMER, b LR I3 20N LT 508, R Mi#giiszt e Lk
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T HBEMHEBEEORIRTH Y | MR IRZR B RV A RZERIE 72 & OB R/ NRZEMEE . MELAS 0
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MMHERIGEN oD, IA 7 m—XANET 5L, BRPHUK, BFEEENKNEIZZR D,
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2. WHEREERE (SRR BXE 2T 5,

3. FIEEFLI /P ICTIREIR . SRR RERE E A BT 5,
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1. P - ESEEEEE ORI, BMIEZEIR, SR, SR EE 2780
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3. JJE - MRRAERA B 77174W@HE(TJ7W3#/%£k?6 ERVE . S
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AL JEIR
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2. BEROEWERAARBEEER (BEER) 2275,
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B. FAEAER
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2.%%£&% RIRIELE © @R 1 R OB, etz 452 b H D,
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D. #ERZkr
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E. &AM
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<ZWroOHT Y —>
Definite: AO3HEHA+BO1HAUE+CO2HEE+ EXWMIZLEZHD
Probable : AO3HEH+BD® 1HEHALU F+CoO2HB 2~ L. DOERTRXEBEZRIN LI
HD

<EEESE>
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XU LIERFRE (Y—R3—-FO—MNEBEE) BTN A2 (EER)
JE A SR AT e BB 4 (AR RS BORITZC F3)
[ CAD AT 2SR B

FERMERE EYEERBRE (T — R — - Fa—NERE) RIS (BERK)

1. 2o, #5)

[QU: KR FVEBRBRIEO W0 BARR FNETE 5 =& 2

EPRRIRET LU TR MEA M ER FRB A TR L . WRIZEEED I AR A Lo TG R 25802 &
whE ¥ %, (/1 —K B)

[fimit]

S RMERE EVEERBRHL (7 — A& —« Ra—NMEWERE)  1E, Worster—Drought 23200451 OJiE il 5 HER
FEMRZ T DI RRE O — D D EFRAEFEREE L CHEE L 7= (Worster-Drought, 1956; Worster-Dro
ught, 1974), e KM% EVEERBRIEL O BT RE L TR THLOIE, HAEREDSOME FHLITE AR
WEEL | 2 D% DIREHFEIEIZI W CREMIERE 5 AR AR RE /) & HLi U TSR M S RE RN 8
NDHTL TS (Clark, Harris, et al. 2010) , {24 BRIFRER |3l S0 Eh & 8 258k 72 B B sh & OfR#ED
REL PRI, ERILTRIGEEZR T THIENTERW— L TEME TR HSNLRIGELIFRTND
12E ORI HHS (Branden, et al. 2019), BOFEEL T, B REWAE, ARME- Fmle it Jc | /T
T (& 1 25 SHBAERIME . PNEURZRE) | DU O HfE  TEBhRS R | 408 DO B pRe | SEIRBRIEIR . B
IR OTGHEMEAR T | ARSI RS R A RERE | [RJSPE Y RE | BUMaE N O F | SR XN - ZBYE
(ADHD) , H ARSI LE | IREREBEE | CTADAFNE - IR 205 32282385 (Clark,
Chong, et al. 2010) , VERRE O [EEF2 WIS Brd DR E 37525, DI ERRE DR & e~
HEATECRBANHE ORI, TAMADEDFEME (Clark, et al. 2000)

Pe RIERZ L EERIBREL XA MEER BRI A EREIR &3 DB RAEMERE Cdov | fidd i 5 Fe 750 AR Aok o e
YURELZ LA TEIEE O A B4 12 LD Foix—Chavany—Marie syndrome (Weller, 1993) L1 X BI95, 57
FE D S RNMERZ L MEER B (F5 2 9T 132) 1T SR 2 D72 W ETE SIS (Braden, et al. 2019)
L L., Worster -Drought {55 SAUIIE B 0D HHIZ S /L e AZHIT BEREI Ot MRS BhE (Fi7 & 7
138) ZEVEBINE ENHZENHEZITEY (Leventer et al. 2010) , DA —DDEFE IR TH 5 A
BEMEDMR ST % (Clark, Chong et al. 2010; Clark and Neville. Am ] Med Genet 2008; Guerreiro
et al., 2000), EDT=D | T /VE T AZLTLFREI O A 5L 2 P ED 5 A b BRRFER 3 & Brg AUe R
PERE BRI EMEIZ DT EM 0D (JRFED S RIERE EIERRE) (Arbelaez, et al. 2000) Z&235, EFED

IR E T DREN DD, KD I RVAZ VLRI (55 E #E95 132) D2 IRV TE, BRRFT L
U CTAMEERIRHZ 29200 THY | 520, G S 2 D R L ORI DO 7= [ B IR A2V
A L AR LA TR 5 (Q3BR)

RBR- BB L &R
PubMed 5% :2020 4% 12 H 5 H
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SRR EIRFRE (D—R 23— -FO—MEBRE) 2BV (BER)
JEA TR TR A B & (AR RS BURMT 7R 2E)
[His D> T AT DEARTIE] BE
(“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
FErPRERRsR 2020 £ 12 H 6 H
(7 —AL—Ra—MEWRE/TH or 7—AX—Ru—NMEEERE/AL) or (Woster-Drought JE#E/TH or
Woster—Drought JE#E/AL) or GERMERZ EVERE/ TH or S RKIMERE VR /AL) and (F2W1/TH or
ZWr/AL) 0 7
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SRR EIRFRE (D—R 23— -FO—MEBRE) 2BV (BER)
LA B AT E ABh A (EEIE MR B BRI /e )
b TADAZBIT DRI BE
Q2 : e KPERZ - PR BRI LB RIS L5 & BRI 2]
IR A BT 2 EE ORI, Mr=a—r fiE, Rl & - HBEOAR S R 2RI D E
Wb, (J1—R B)
{AMEERIFRIEA 22 DI B E LT 2D AZGREFF RIS O T Al 58 12 Z DM M R R 8 S8 i (78
¥E955138) BIONRITEIR D AINHE 2 LV FESE 95 Foix—Chavany-Marie syndrome Z #5942, (/L —FK
B)
[fimi]

SERVERZ EVEERIBRELIZ, AR V2 O587 A4 W oD FE A TP b s 55 L 2 2 0 WA S S (BR ) oD e [ o
ZETL,WET, BA, S56, MR h— LV OBEEDNME T 32, TERITRE TR T 23, HE
T HZENTIRN, TR D — I ZNAH DN F T IR OB 28 T oY (Clark, Chong et al. 2010;
Clark, et al. 2000) , EREARPT B D EEE OB L IIF S RIS D, Fo, Fii=a—uar X3
PRIBAZ L DERBRIR (75 D55 77 « B R - ZEMEOAFAE, TR O R) <0 1 e - 5 - HEH O A it B
DI ED N PERRE R B (B /NS, RS T 0 H 270 8) bErs SIS (Braden, et al. 2019; Clark,
Harris, et al. 2010),

JRFED S RMAZ EMEERBREL A PR ER BRI 2 ESEMR &9 D e R B A O E TR THY, v e
7 AL S REIR O IR S B A RO R B B B, ZD TR T DRI D S KA BRI (5
I 132) IZFBWNTIEL, G B IR, BERIR SR D2/ NIKIE] (52 V&0 AZYEBRE) 130
MRS B S HE (FREHEPT 138) IS/ JES AL, A aERE E0ME R R E 70 & O AMEERRHAE R A 11
(Braden et al. 2019; Leventer, et al. 2010) , [FlC<{ZPEERFRBLA 9% Foix-Chavany-Marie syndrome
(L ey ZRZGEE IR R G2 &> THIE TS (Weller, 1993.), W9 40h | BEHE MRIICKHHI{
T A L0 i i L 2 iR T A2 E TN T A2 ENATRETH D (Q3 2 FR),

MBEX-SEBI L _RER
PubMed ##5%:2020 45 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 {4

HEER 212020 45 12 H 6 H
(U —AH — - Ra—NEGERE/TH or 77— A% — Ra—NE@RE/AL) or (Woster-Drought SEERE/TH or
Woster-Drought/AL) or (J& KM% M/ TH or 2o KM EM#E/AL) and G2/ TH or 2K
/AL) 0

111



SRR LR (D —RE2—-FO—MEEE) 2BIARF0 (BEER)
JEA IR AT B A B & (ERRYER RS BRI F )
b TADAZBIT DRI BE
2. A
\QS:%f‘f&*&“i‘rﬁiﬂﬁﬁL:%\%ifiﬂ“m’%E iR IE710h 2]

(AR ERIBRIBE 2 5 U I8 B 2 PR IR BB E DB RN D 7= 8O IZHRES MR R S LB CTh D, (ZL—R B)
[fimi]

AVEERREUE R 2 292 B LU B R MR EVEERBRE (FE B #E% 132) IAMTH, e 220

CEREIR DT R S B SOMM R 570 & DS B 5 A PED IR B D, ZIHDIRBEDER D701 81
# MRI 236 H Ch b,

Se RMERE MBI ZERES MRI 535U TR T AR 720 (Braden, et al. 2019; Christen
et al. 2000), —5 T, LMKl (52 /LB ZAZTEBHE) 13, B MRI B IC TR H 22—
BHOIE, & AESR AR JE OB LR 72 8 O T2 M5 (Barkovich et al. 1999;
Takanashi and Barkovich. 2003), $£7-. Foix-Chavany-Marie syndrome I, >/LE 7 AL EERE T D A
FEFERC AR AR R BUAE 72 & DO SEFFPERHR G T JLIC K> TR lra s (Nowak et al. 2010; Weller,
1993),

\

B BB IRE R
PubMed F5%:2020 4F 12 A 5 A
(“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

e GRS 12020 4 12 A 6 H
(U —AH— - Fa—MEFER/TH or 77— A% —Na—NMEfERE/AL) or (Woster—Drought SE{ZRE/TH or
Woster-Drought SEERE/AL) or (Yo RKMERZ EVERRE/TH or Yo KM EVERRE/AL) and G2/ TH or
ZWr/AL) 0 1
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XU LIERFRE (Y—R3—-FO—MNEBEE) BTN A2 (EER)
JE A SR AT e BB 4 (AR RS BORITZC F3)
[ CAD AT 2SR B

3. IRJE
@«%f@&iﬁﬁ%ﬁ@:&uﬁ»ﬂqy@%«@ﬁmme%@mwiaww

BRSO 2= — 2 a U EEASOXHRCHEL CTEiSNHZEREBIHHILD, (FL—FK C)
[fiai]

e RERE EVEERBRE DA a2 = — v a BB, BAEREC S B EARAE ) & IR LTI IC R
PESFEREDENDZEDFHETH S (Clark, et al. 2000; Neville, 1997), Je R IERE bPEBRFRELI AR5
K72 898 Ji151372< (Clark, Harris, et al. 2010), JMHERRE R DA 2= — g fEE SO X IGIZHED
THEIESNDHZENEDHILD (Pennington et al, 2019), MIERIEY BV T —La HART AL 12) &
1)

BB -BBIC L &R

PubMed ##3%:2020 4= 12 A 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 14

#2 Filters: English; Japanese 6 {4

5 EERR 12020 4 12 H 6 H

(7 —AZ—Fa—NEGERE/TH or 7—A&— Ra—NEfERE/AL) or (Woster-Drought JEfERE/TH or
Woster—-Drought JE{ERE/AL) or (G KPR EVERREE/TH or S RPEEE EMERREE/AL) and (21/TH or
2Wr/AL) 0 F:
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XU LIERFRE (Y—R3—-FO—MNEBEE) BTN A2 (EER)
=SB RERTSE BB 4 (EEIA LR B BRI Ze S 3)
[ CAD AT 2SR B

[Q5: 5 KiERE EHEERBRE O FFEEDORIIIE T 50

PR O T P ORI HEL CTEMSNDZEDEID OIS, (FL—F C)
[fimit]
P RMERE EPEERBRELIL, HIAEREDDHE T O EES % 235, FERITAREEICHE-TEIL  JERIZE
B2 5050, R LB A RIS 2 b — L RO RN #2055 803 %
W (Clark, Harris, et al. 2010), 55 RPERZ EVEBRFRBL RS S BO7 16 7 1A 72 I R 2 oDl e
EOIREICHEL THEMSNDZEDEID HND, PERIBEIAEY T —a TART A 12) B R)

BRI -BBIC U &R

PubMed #5%:2020 4£ 12 4 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 14

#2 Filters: English; Japanese 6 {4

5 EERH 12020 45 12 H 6 A

(7 —AH — R —NEERE/TH or 7 —AZ— Ra—NERE/AL) or (Woster—-Drought JEERE/TH or
Woster-Drought JEfERE/AL) or (Fe RKMRZ FERRE/TH or 55 RKIMERZE FIYERGE/AL) and G2Wr/TH or
2Wr/AL) 0
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[Website]
PR R EhE (FR EHEPS 138) ; Bl 1 # &2 4 —http://www.nanbyou.or.jp/entry/4397

(2020/12/05 77t &)

S RIMERE VR (P8 &5 132) ; #9931 # 2> % —https://www.nanbyou.or.jp/entry/4333
(2020/12/05 77 &R)
SUPRABULBAR PARESIS, CONGENITAL; https://www.omim.org/entry/185480 (2020/12/05 727 %

A)
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TAINT AEGRE BRITARTA

1. -2, R
QU: 7AW N TF 1RO B WO BRI FIEILE ST =& ?|

SHHB MRI MR A CHRMBCETERR S H | FEATHEIR FVE . MM B R AR 2 fERE L, IR ESHR A TR RS B
RALZHERE T %, (FL—FB)

[fimi]
T A TIIVT AFEGEREIL19654F 1C Aicardis A3 TA new syndrome: spasms in flexion, callosal agenesis,
ocular abnormalities | &L CHI& TS L TLLR(Aicardi et al, 1965), JRIATAD A, BNGRKIE,
IR (HEARAEIEZLFL) O B 32D =1 CTh -7, SRBEIER 2 WA OHEARZ LD | 20054F12
Alardil X2 Wi B HEDO SET Z 428 L(Aicardi, 2005), [EWNIZIIT DT A VT AIEBEREOZ W FEEL
20054E DB W ELIEITHEL TIERRS I CUD, BBINTAFTE (B LB EOFTE) T 02 W DM
TH H 1, MRS I LE BB T R B ORER 313 2 NI Ia]) | MR D (LR ) AR
BOZIHE THD, PRI EESED— > TIEH D0, B TR0 BRI ([ 0k
DIV RIBHEIN T, 7 A VT A REGEREOZWNIIT A+ ThH(Aicardi, 2005), FELL
FOBFITASEDO TN AFNECTRIET D8, BAIORVEITIRE IRV EE R Y
TAIIAEASZBLIS DO FAEDKI A% 5 6d | 18051 F1 1 LI D WA I X IE 7 T o T L
S TWD(Palmer ef al., 2006), FIATADA (TAMAAMEA, SR L) LINIMIE 72 E O FERE IR
13 RETER S L BPTEIR VB LD RISk L E 2 B, TADAFIERN IR /ER
THREEATRETHY, TADLAFBIEOFIERT T > Th | IMEIRDIZ AR & Pt AR Thil
X, TAINT A FEEREOZ NI ARE Th D, o, Z<IT LW THHR, FIRHIH HEIILTERY
(Chen, 2010), HERZZENIIE DDHNETIER,

RSB ZIRE R

PubMed ##5%:2019 4% 12 A 2 A

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

#1 “Aicardi syndrome” AND clinical diagnosis 711

#2 Filters: English; Japanese 69 {4

5 EERFE 2019 45 11 H 10 A

(Aicardi JEMERE/TH or aicardi JE/EEE/AL) or (Aicardi JEBERE/TH or 7 A J1/VT A TEBRRE/AL)
and (FRPRZIT/TH or BRIRFZIWT/AL) 71
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Q2: T A NN T ASEGRELER S AN SIRBITRITH 2]

KNP ETERCFE & TR AR IR S & 2 S TR BRI 2 b D, (V71— B)
HTR B2 RE KB Z D/ NIRERAE . Goltz SEMRE, WRMSHERSIE 2 F15/INEE | AR B FE (R | 1p36
RIJEMERE RN ANV ARGz 4%, (71— B)

[

TATIVT AFEAGERED EEGIE, ORI BB TERCIRE | IR R MRS IR L, A/ S L8
B, BAREALEEO R —<THY, ZNEBIORTNLOHERIFT A &7 R B ORI AL E T
D, KR BEIERIL H D2 <IZZ/MMEITHY |y BB i IIE > A RIIMAE 7 13RS 1D, S
FTHEIR B OO S 2, IR R BILE KD LT RIBLBEIV 2 5,

HRAR B2 RAE A D/ NIRERIEMLSIZ, BUTE 238 e RAT A EDHRIR B R H(LSDMCA) | &L
CTRREAE F-(HCCS, NDUFB11, COX7TRIZ XY 3% I/ BES AL T A(OMIM #309801), W5
AUb XML T HMEBIED 723D 2 L D T FIE T2 (Wimplinger et al., 2006; Indrieri et al.,
2012; van Rahden et al., 2015), A% LIZMHAITED /INRER, 4 IEERE LB DB D B K
TR (R B FRILAE) DR T D, MG R MRS | FLIRH O TADAFMEZET-L .
T ATIVT AFEGEREICHELL TS (Van den Veyver, 2002), 7 A H/VT AEMERECIIR FEIE AL IT7R
WOT, KB AMLS /LSDMCAE DRI ST D,

Goltz JEFEE(OMIM #305600)1%. focal dermal hypoplasia &LiEAv, B IR O 7 & 1K B A% . &
et F OB RS  PIREKOLIIERR A B LTI, BHBIH OO L
DFHITFERE L, MLS/LSCMCA DB LI NS TWieds, Xpll.23 ITH2 & 7
%D PORCNZE R NRE THY, Bl B LI TW5D, I E LR K D2 AL
coloboma N & I TWA(Van den Veyver, 2002; Bostwick et a/., 2016),

R A% 8 B RE A FF O /0 BEE (3. W G IR B 1R B S O IR RS M8 BEAE - Vo oRIR I - S
Hy FE 2 2 E 96 LI AE D722V INBE SE Microcephaly with or without chorioretinopathy,
lymphedema, or mental retardation (MCLMR) (OMIM #152950)& ., % YR B PEBIE D F G
& 25 P /)N BEE LR #6 8 52 AE autosomal

recessive microcephaly and chorioretinopathy (MCCRP) (OMIM #251270)D —.
DAy SN D, MCLMR 13 10923.33 ILiE 95 KIF11ZE BARIKTHY, MCCRP I,
N & 15 7 (TUBGCP6, PLK4, TUBGCPHIZXVE5HIZ 3 % B (MCCRP1-3)I24y
HEINTWD, TAHIVT ¢ 6 B IS S C/NEEE A E T, %/ i [ 0 8 B %
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JKABEREOM BB B EIIENTHD, TAHIINVT 4E 5% BE O IR 8 I E
T D BB ICAL B B DIk L, MCLMR/MCCRP O Jl # #8 I AE 1350 & #5127 &
LR RE IR HZAbEE TR OOV E N E 725 (Wong and Sutton,
2018),

RN R &I ¥ oculocerebrocutaneous syndrome (OCCS)IE., Delleman—Oorthuys JEfEREE S L
EA, e RMED R G RAR, B RE B, FERatE NIRER, B R A 35, OCCS DMK
B IIIERIPRED L/ NKIE] BEETIE IR FVE | IR RO, - ERFAR R Z RL, T AL
T AIEGEREALIT D, OCCS Tl HxFRMED/MMEER IR s B RAL LA 2503 RIS
ROHND, FIRIIRITHL, X et fR DRI R T RIiEbE R T &0 1 FILS 2TH
TV, X BB R T O AHIEE 1 22 B )MHERIZ ATV D (Moog and Dobyns, 2018),

1p36 KIREBEREIT, Yot AR R CTh o EHBEEE AN S, FERBIH, JOREE, CADAS
TE, R MRS A X727, —EBONERNL 2/ MKIEI 2 R & 50 BB T AR 7 & & 72, Mo
FLEA/R A8 papillary coloboma, IMZE KB ZAED KIMIE RS | MEACANAZETZL Aicardi SEfE
BEL2Wr ST 2 LT 1p36 kI 6.4Mb DR HE S TS (Bursztejn et al., 2009),
e ANV REGL T, FEFRIED L/ NIMIE A Z 7230 RIE A NAT e AV R EGYEL | Je R
PRV SERME RIS BN IS (LCM) T A )V AEG N ZE T B, SR LCM 7 A VARG, 7L
A VABHI BT % RNA AL AD LCM ANV AEIL TS, 13 50 1 ITIERER CTHHN, A
VTNV PRRIERE & T2 L, BE I M MBI A D BSE RN & B | E 2T, M PIEY
TS RMEKBSE LRAE I | MMt 3R b R D FEH & & 7=~ (Kinori et al., 2018),

B BEBIC U ZIRER
PubMed #52:2019 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 {4
EEEkZR 20194 11 A 10 H
(Aicardi JEfE#HE/ TH or aicardi SEMEHE/AL) or (Aicardi JEMEHE/TH or 7 A J /L7 AIEMEHE/AL)
and (BERIZ2Wr/TH or #E5I1ZZH/AL) (ELS

2. Wt
Q3: T AT AIEBREC BT DR R A O E 81372120 2]

120



T AR IT AFEGREHEIE T HTADA DB DT I MR E NN THD, (/1 —K B)

[fimit]

T AT AFEARRE TIZ TADATIEZ DL . MEBL CADANIHBID TAMNANEA/ SZ LD
SEBFHERIZR IR CThH D, 12120 TAMAMEZ S KX BIIT AT T AFEERED 4T L0338
¥ 5HiF (Chevrie and Aicardi, 1986), M ZHDPT R TIEeV, REATANA T, M T 277
AT HR T ZEMNENI, TAINT HEBERIZ W T, R 7 AT YAIT (T 18%IZ L)
53720 (Chevrie and Aicardi, 1986), F#IZFIBINME TiZ, b7 A7 YAIT I 18 #ifH1 1 L7
DOIT, T HIORGI X IE R L5385 (Palmer ef al., 2006), M RA Chch L<BIESND
TR, B HRIE DO ERIE L8 OREFE LARIRIED L IXIHI S AV M O IR L, 72 b7
v Al -N—=ANTH D, OV T L yiar-—"—ANKUEE AL FIIERFE T, 223MEORES
VEARIPED > TR Cdoo Th /A A DR -ER CHNZL TAEUA(Aicardi, 2005), 7 Lwias—
PN ARNEITREIRWNGE T L I ZIER D Z &3\ (Palmer et al., 2006), TAMAAEA S
R LDFANERERGEN I A SZ LRI LT SHRIE AR I CHY | LR UIREREE ORISR S0 | AR IR R A
B S T D, SRR IR & [FIRR LS JEVEREIM TR B OIRIG 1T /e A 22 B b
Do M TEEN SR R YT L 35281340 72< | Lennox—Gastaut JEGERE CTHOID BRI E S
ICBATT 28T EA LT, EARED TN AR E L LIZUIZR® Hivd(Aicardi, 2005),
SREATAD A DFIERNTBEE M R EAEO LR CADAZRBD T BN RS TR, JE1E
ki A Cd 5 (Jocic—Jakubi and Lagae, 2008),

BRBRA BB &R

PubMed Hi%%:2019 4 12 4 1 H

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

#1 “Aicardi syndrome” AND EEG 60 14

#2 Filters: English; Japanese 60 {4

FEPRERRR 20194 12 A 1 H

#1 (Aicardi JEMEHE/TH or aicardi SEBERE/AL) or (Aicardi JEMERE/TH or 7 A 7 /VT A i fBakE
/AL) 225

#2 (Wi /TH or ik /AL) 57,065 {1

#1 and #2 39 ff
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Q4 T A TN TSGR 6 BT AR R A 1372120 2]

TATINT AFEGEREL BERIEDZ I D 7= | ZHEES MRI & S4B Th D, (F1—NR B)

[fiai]

TATNT HIEGEREO8 SO FEEEDI L | G KRHE ., BB IER I | RPTHEIK A& BEN
FE AR HEFLEAIED 5O RE B AR A . FFIZEHE MRI AR A IZ o TR WS 5(Smith et
al., 1996), N IS U134 R I OB & i Al IR K I R D[R] E 372 2
M1z 72 A (Palmer et al., 2006; Gacio and Lescano, 2017), B2 /K38 CTIIIAM =14 M OIER (A
JiE) SR | B S AR CIRIMIE 278D 7o 55 G 1M R A 58D, BEER 5 AR
TILE B AR | BPTEIK VB ORERIZNEE CHY | SIS MR A CINR KRB -T2
AIXEEHE MRI A ZT TV MOIRE DGR EE T D, JEH CT A CHIRANRETFIUT
BWICEDGELBHD, T AT AFEGRED BB TR 132/ MRS 2L BATHEIR 1
H/NSUVRZE N L, BHES CT A CORMNIREETHY | TV O @O BEE MR R A Z1 79
NETHD, WRRATTEERBOTZE DLV, #53 KES 17%~50%(2 A5 % (Hopkins et
al., 2008; Govil-Dalela et al., 2017), BUE RS H 132/ INHRIAZ< | RTEAE S A ED ZZGE
(EALICGRO DAL, FREEARZ UITUIEED, FRFTEIK FVEL I == 8 PRI REERR I B L
IFZRLTROLND, FE T ERFTEIK FEGROHILLD, =8 I~ T72< | S
/IKTHDHZEDZ U (Hopkins et al., 2008), BHENZEIUIIEH O F-ERMZUCLL, MEN, %
S NMMICHERO LD,

RSB U ZIRER

PubMed ##5:2019 45 12 A 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 {4

FEPRERMR 20194 12 A 1 H

#1 (Aicardi JEERE/TH or aicardi SEERE/AL) or (Aicardi SEERE/TH or 7 A H VT AEBERE

/AL 225 {4

#2 (MRI/TH or MRI/AL) or (X # CT/TH or CT/AL) 1,506,376 {*:

#1 and #2 44 14
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3. IRJE

Q5: T AW N T AEMERED TADAFENETORIIEI /210 2]

D TADAAEGEREL RICFAFRU G UHEANZ R INT 52 L0380 s, (Z1—K 0)

[fimit]

T AN T AFEEREE L TOHLTADAFEDRERFRER T HE S TUVRY, T AT ASEBRED

TAMAFAEITT T DR O A0S LT FEFIHE S LT — AV — X SR RD I

Do TATINT AIEAERED TAMATAEIL, AN TAMN AR S K LG LT R EA RF

35, BRI S EZFRRBIENRESNTODLDN, SRRFEIEITLLEZH)D 720, Rosser HIT

5 71 BIOBIEETIE, TADAMEA SZNE 1%, IA 70 =—FVED 14%, FAIEDIRIEDS 12.7%,

BMEOTRIE I RTEVEDS 9.8%, FEAFEAVED T%, Wi JIFEVEN 5.6%, FRIEFEVEDS 1.4%, &K 4

FEAED 1.4% Tdho7=(Rosser et al., 2002), £7=, 6T%DIEFI THRAENE HHY | I 512X D%

VR IIE 3 BID I TH T, SESERPCAMAIR, ACTH #RiE, 7 ARiE Ml S L., Al

IR Rosser HIZ&2 2002 DL TIL, 2 L7 Bl RN A% 45%, RET~—h03 28%&, 13>
DOPLTADPAIRIZHE N E B ST e, JRBHTADANIKTL, FIIBLE TSN A 4%

HURENH R LT 2 IS ST (Chau et al., 2004), 19 BIOT A T3V T A FEGREIZ KT

3% CBD O#E-TiX, TAAFIE RIERUI SV TR IZ T2 50% =20 R ix# 5

12 3, 48 WEHIZ T1% Td >7=(Devinsky et al., 2018),

B BEBIC U ZIRER

PubMed #5%:2019 412 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 {4

P EERREE 20194 12 A 1 A

#1 (Aicardi JEfERE/TH or aicardi FEBERE/AL) or (Aicardi SEERE/TH or 7 A H VT A EBERE
/AL 225 {4

#2 B/ TH or HLCTAMASE/AL) 41,458 {4

#1 and #2 12 {4
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Q6: 7 A I T AR 510 DAMEHAR DI 13721271 2]

TAMIFAEIKRE T DARF RN FEE-CFAEMIAE , BE T RS L OOFRIE ISR D VAR
PTIoND, (F1—F C)

[fiai]

TATIVT HEGRED TADATENEL, FLCAD AT UIRPIEZ R4 2088, —EBDIE
BICIIABHERPSRAL N JEFIREL LT — A ) —RRFFEL L TRESH TS, TAH
VT AREBERED T AN AR T 2T 20T, - BREERT . BORTOIBR ., 4N 2Bl ok e fil
WEIE(VNS) DM T D(Podkorytova et al., 2016), BB YIBRZE= 172 2 B (2 5%, 3 %) 1%, TA
D AFNEDSIRE R AL 2D A HZ A~ B BLAZ DI B ~DIEAEREEE DD A7 72 (Govil—
Dalela et al., 2017), FEREA-ERBIEWTII 2321772 6 m%lT 6 2> H BIRIELE T AT UAIT 8L L
723 DB TADAMANSZ LG R 1-3 BIBLL 72, RREUIBRE =72 1 ki, FAEA D
UHR AL L7228, f8 H 3 EDNEE & TV D (Podkorytova et al., 2016), VNS Z321172 5 D5 2 5]
CHRAEDERIL | TR S L BRI A 521572 1 B, HUCADAIED BRI LA OF
L2 DBFAEDE R LTz (Rosser et al., 2002), SAMZHERTIE, IR RO 1HIIZ T, 58

ELFEVEDNEEL . € 0057 H 5 I TRERERY - ERBEWTIN 23T 041, 7 72 H IR I L7=(Saito et
al., 2009), Kasasbeh HIZT A A/L T AREWGHE 4 BIOFITATR O ZFER L TV D, AL HERT
s 2 BT T, 1 BNTEREITEMETH AR L tOFEVETLE 90%E L, MEIR, 5. B & ANE
BEEEDSSE L T2, B9 1 FillE VNS THRAIENHEALL . D% RSy KIRITKRIL , 2GBTS
TRV FARTIEIL ., 119 D EBOSME T | HEIRPEF A58 7, o 2 filiX VNS 23T,
L BNFAED A LT3, 65 1 FNIFEIEDZA TR > T (Kasasbeh et al., 2014), Palmér {3
14 BT A TN T AIEBREO R RS2 WG L, 11 5 T TAAAEFIT GEIZA) 25217
7o VBN R L2 GRS LT3 FE1EITTE L 7(Palmer et al., 2007),
TAIPAFIELIIMT KT T D BHER L LT kiS5 FLEANE (Uchiyama et al., 1997; Taggard and
Menezes, 2000; Pianetti Filho et al., 2002; Frye et al., 2007). "5 }N(Chappaz et al., 2016).
MR E(Akinfenwa et al., 2016), BAZEMIE(Ortube et al., 2010), I fE(Kiristioglu et al.,
1999). IENARE . M4 PWiE(Tsao et al., 1993) 0= 1 &2 (McPherson and Jones, 1990; Umansky
et al., 1994), THEMZIE(Grigoriou et al., 201502 FAPRIER FMIGERR . FH Al W jitiE
1295 Nissen Ffi(Terakawa et al., 2011; Toporowska—Kowalska et al., 201 )23 845 ST
e

PubMed ##52:2019 4= 12 H 1 H

”Aicardi syndrome” AND (surgery OR “vagal nerve stimulation”) Filters: English; Japanese
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#1 “Aicardi syndrome” AND (surgery OR “vagal nerve stimulation”) 29 14
#2 Filters: English; Japanese 28 14
PErpEkRRSR: 201942 12 H 1 A
#1 (Aicardi JEERE/TH or aicardi IEWERE/AL) or (Aicardi SEMERE/TH or 7 A 2 /VT A EMERE
/AL 225
#2 QML /TH or SMEHERE/AL) 2,074,237 {:
#1 and #2 10 {4

6. Z A
QT: T AN T IR GERAC T DB R E L DEIIATHN 2]
XGHESHEDOF AL LIS Z DI COD, JFIRITHIAL TR 59, S FIRIEN 1 F R
HINTRY, BIEHRAEEI T e O 6D, (VT—R B)
[fimi]
TATNT AFEARRE S X B EHPEDFT A SRR L > TELDEB AL T3, JRIRIEH] B
LT, Z<ITHIEBITHY | FIEMEI AR IEIED 15RO A STV D (Molina et al.,
1989), 7 AN T AFEMREITENED FIEN <, FMETIT Klinefelter FEMBREAT,XXY) THE S
AT BH(Hopkins et al., 1979; Zubairi et al., 2009; Shetty et al., 2014), 46,XY D B TH#HkS
LTUWDH(Curatolo et al., 1980), 7 A TVT 4 JEGREDIERE R RO B e bb)s 1:1.7 &b
LT, PREESRDY 14%Em 280, BT AEBIELE 2 b T D (Donnenfeld et al., 1989), X
e ARDARIEALIZ DWW TIE, 7 B 3 FlIZIRY skewing 238D HALTZ#H 5 (Neidich er al., 1990)
&L 10 BICANE L DIRVITFRD AL > T i A (Hoag et al., 1991)2MEAEL TW\D, X Guta ikl
3 BYLOAR DO EIHRIRE DS S S AL, GIBE AL Xp22.3 MR B OBEFHIENL &5 2 B TOD A
(Ropers et al., 1982), #&JHEBILT A J1 VT AIEGERED B LT B 700 | Z D% OB R
R CTH R RS OHEITZI T2 (Donnenfeld ef al., 1989; Neidich et al., 1990), 7 A5 /LF
AEAGERE LA VLD — IR AU SRS S CIsY | BBk C X YR O RIH b 57— 121
FEMIRINST-ZEMD | 52 KGR DORIE S5 BRI 0 F i LHERI ST D(Costa et al., 1997), ALEH
Thirio, IO RAR —~ | MR, FEEZ R T A VT A EGRREEZ STz 1
BT 1p36 KD HE SN TEY, BAZW LI THL(Bursztejn et al., 2009),

PubMed #i2:2019 4% 12 A 1 A
”Aicardi syndrome” AND “genetic counseling” Filters: English; Japanese

#1 “Aicardi syndrome” AND “genetic counseling” 5
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#2 Filters: English; Japanese 5 {4

BEEERTZ 201948 12 H 1 H

#1 (Aicardi FEMERE/TH or aicardi SEWERE/AL) or (Aicardi JEMERE/TH or 7 A BVT 4 fEGERE
/AL 225 {4

#2 GEIsFHRE/TH or EIZFHFE/AL) 7,791

#1 and #2 0 fF (F%%472L)
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RS RS EYIE (FBEHES 138) ; B s > % —http://www.nanbyou.or.jp/entry/4397
(2019/10/04 77 A)

TAHNT A FEAERE (FEEEER 135) ; #Epi 1 Ho # —http://www.nanbyou.or.jp/entry/4393
(2019/12/01 7 7&2A)
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MHEMRBHREE DRI TAR

1. 2o,

QL AN B R FE OB O BRI FIEILE 5§ ~&) 2]

TADNFEIERLTE R M 27D D AT, BHER MRI AR A ATV, KRIMSCE TR E | ST IR
HEZHER T2, (ZL—RB) FERFRED L/ IMKETIE, MNEGEE 2 | BHECT THIKL
ST %, (V1 —KB)

[fiai]

MRS B BRI, IO AR FR I35 1T DA OB B AMAT S DR R I Jo T S
NDHZETED MOTERE B 2 & - LIDIRRE THH[32], T OREFEL CRRAERE D B i o3& @)
BT CADATE/RE OMRRERZ R T[], #HRAIROB BN IR DFBEE TR TOIL
IZRBWCHLNDN, ERORBEL TR EIEE O RENG - LB ICHNDDOIX KM E (R
(ZHTE) ThD, RKIMBCE OB, ARSI Ch D 8EAMD L ISR OB B & E A& 12
Fo TSNS, MR B B HE Tl JERE DL GBINIE ., Z/IMiKE], Bor ik A E 5
TRk, ZUGIE . FLIBIE) <0 B AT PE ORI RRRE O &5 (CRFTEIR E ., AL AR RIEK) &
729 REAITFRRAM DT LT FLIC Lo TRWSI T 723, BIFECIEEEH MRI k- TR
B[24], FHREANIOR B) S FE A S o RN B R AR B TR D IDIRIRAT L L T, RIS~
FEDZET BN TOD], B AR IRORIRIFEAE TR, BTHBMRIT 3% KM S E DA A
ROHNDH48], HEIRTETADA D B T 8-12% S KA DIE K B 2788 5[45,54], %
7o HERME CAM A TR Z 05 2/ NREI O 14BN KM E OTE AT D580 Hivd
[47,58], TAMAFRIESCR R A RO D5 A 1T, AR Bh JL 5 A 8 Bl 2 oD — D12 %
FC, BEER MRI O jis 2 AR5, e RAERRA NAT 7 A )L ZREYAE 2 & IR NS Tl FEFR
D2/ NIRIEIOIED K - EN A RAL A 78D D[17], A IRABIZIEES MRI T 23 #EL <, I
KIFMED L/ MEEI 25880 25 A 1B C T2 B INL TITOZENEELLY,

F1 RIMBCE TR TR BDEEIRFT R

i I3 FLIEH /N
e EhiE - JEEEE T « g P PR
K% RERR i B R - TAMAFELE
A MRISE W7 LIRS 1 A IR =Ticp b=t
HA ERRD/NER S RER * ORI RETE R
N RE « g P PR WIHE, S RNERE L VEER FRYE
-y A REATCADNEZ LT BRRE
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PubMed #5%:2020 4= 11 H 1 H

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

#1 (“Neuronal migration disorders” OR “lissencephaly” OR “heterotopia” OR “polymicrogyria”
OR ”schizencephaly” OR “porencephaly” OR “Miller-Dieker syndrome”) AND “clinical
diagnosis” 31 4

#2 Filters: English; Japanese 29 {4

PErpRERsR 2020 £ 11 A 1 H

#1 PRSI EN R FE or WEIMIE or BATMEIKEE or Z/MMIE or HNAE or FLAMIE or
T — T A— I —JEGERE or Miller—Dieker JEZRE 1854 F

#2 BERZWT/AL 7,417 1

#3 #1 and #2 31t

Q2 : R AL S B S i L S B SRR 2]

PG DR B PR R K L 22 WM D TERR S H 2 TR MR ST B,
/INBRE/ RERE , RTIMIGAE . ZKERAE ., A5 B PERE(LAE . £ KBOZ IR 15, ZEMaP LRl A- 8019
%)o

el 6 Bl S RE L2 03 MR R b (BB [ &SRR [T | SRATTMEIR VL (BB T AR SR AT
PR VR &b = 8 DR A IR S AT PR IR VB 20/ IMIMIRL B bR BB BT K SRANAE . FLIMIE 23 5
Mo, MR B R F R WE AN R EERE O R E O LT RFTEIK A E 2 il L2
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WrEsh o3, AL MRI MR LRSI D Z LM< 7 58 7 I S IEMEZR 2 I 8
HLNZEN DD, MR OB E) R IR R LRWMOTERRE L LT 1. EREES DR H
(ERIMIGE) | 2. #RREEZ VT OHFERE S LATT R — R CNEEE, REFAE, S5 20 iiao
¥R D BOE TP RR) [24], 3. BEBIEER PR OKEHAE) | 4. BEEEIER & CREEIPERELIE , Fhikk
AR IR, WR2F SO RV pehiet b SO, SRR T RIEaRAE) | 5. fhSHilan B8 T4
CTo 85 (ISR | RE I, i, SME R L OMBIR AN E] 70 & O 1E 52 5) 2381 B

TG T b, b AN AT 3K ERSE L AED I BRI LD I O TH R & ORI BT MK BB E
BN FRE T D MR RO BV ERE(LIE D IM EBETERE I L OB RN 22/ INila] « RRE 1 I HY
PERRG S0 L% DFRBR R E (Z LD ZEMAMEMM ] DS & L DS, FLAMAE L2 K A7 0 H i <241 52
DR IR E EDERI LB THD,

RSB ZIRE R
PubMed f5%:2020 4= 11 A 1 H
((“Neuronal migration disorders” OR “lissencephaly” OR “heterotopia” OR “polymicrogyria” OR
”schizencephaly” OR “porencephaly” OR “Miller-Dieker syndrome”) AND “differential
diagnosis”) Filters: English; Japanese
#1 (“Neuronal migration disorders” OR “lissencephaly” OR “heterotopia” OR “polymicrogyria”
OR ”schizencephaly” OR “porencephaly” OR “Miller-Dieker syndrome”) AND “differential
diagnosis” 361 1
#2 Filters: English; Japanese 314 {4

& HEEMSE 2020 4F 11 H 1 H
#1 (FRREAIIR B BN S HE or VBAMIE or SEFTIEIK AE or Z/NMIE] or ZUMIE or FLAMAE or
T — T 4 —H—JEWGERE or Miller-Dieker JEERE) 1,854 1
#2 (HEHI2WT/TH or HERIFZMT/AL) 168,948 14
#3 #1 and #2 71 14

2. At
Q3 : FHRE A B R R ISR U DI R A O E 31T 2|

PRGN RS B R E TIETANAFIED DRSS @O e DI MR A S B E T D, (T
—KA)
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HU

[fimit]
PR A B Bl B i C UL C A A TEAED DR RSB A i, SMERHRIE R A ED X ML T i
FECIE 100%[37], dy B VR AE Tl 90%Lh E[7], BB NIk ELFTHEIK BTl 93%[41], 240
JiE TUZ 81%[52], 26/ INIKIEITTIE 78%( 28], HLRYAA) 7 81 M b = ) [ 6 PR S P K 1 Ik
T2%[ 33N TAMMAFIED PR SFROBIND, i BRI INAE Tl 75%DAERI A A1 6 2> LLRTIC
TAMATENEETIET D, 35%-85%0D iy MR VR IMSE DRE B L REA T A AZ R T8, ki Tlde
TATYVAIT e RmSI2NZEb B H(36], i R I IMIE )72 0 R A2 I BT 7. & UL IR
I EIRIEZR M Y X L3R HALD[67], BB FAREFT I BB Tl ZE AN, 2t T
PINAAE R E IR DFROHNDA, BT ATVAIT 1 10%FREE L0722 [41], ZINIE 9 Bl Oftr ¢
VXBIE DOEBALIE—E L CEAMEDO TADAM R R SRDONIZ61], TADAZEIFELIZS
INIKIED 87 BIDFEHT T, TAMAFEIEDORIEIL L 6 5%, H Rl 3 7k G A= 2 ~37 7%) T\
64.6% 3N SUTAD A, 23.0%D3E ST AMA LB TAD A DIRTE, 6.9 2% TAh v, 5.7%
PN RTEARBZ /R UT2[23], 36 610D FrAIE 2 /M islal & 15 oD FrARIE closed-lip ZRMEA FiEE L 72
WA TlE, TADAFIEDODIRITZLE I 28 BI(T7.7%), T 11(46.6%) T, TADANER/ SZ LD
ORRIT I &b A DI FEVERI RN 12 &b 1o AU AA T IR IIT T2 23 fil
(82%). 5 f5(71.4%) T >72[39], Fi=, [FHME TiX, TANARIEE A T D7 HINEZ MR 28 4
1 21 BTSN REMER A 0 — X AZAED IEE R R A FEVEATRD | 21 BRI AN TEHERE I TIEXE
PRI TR dR I A S U, BEARRR LI X ZE T DB EEASEEANL | 9 ] TR MR B FRF o MR AR 82 208
FDOHITZ[39], [AICEEDITZEDH 66 Bl F ML/ NMikEl 2w L, 5365180%)IZ TAnAi
DFFEL, R MEEB R EA 2T, IR b I 25 BICERD | FEVERMI KN 3R itk
TR 25 WD S A 11 F120% R Tz, 53 BilHT 43 BID M 25 L Tid, 29 41
(67%) AN AEAR IR I 80%LA_E DRRERIE 27~ L, 14 BiI(33%) 1 2R AEAR IR 80%ATM O BRAR I %
ARLTz[22], S OB . R FLEN 0O KA B BT AR D FAEREINIL 1, TAdASVEE
FART O BAT LITAABIL 720 \[44,50,56 ], AT LAz 2 F W 7 v = ) B8 R ZL Ptk IR VR 8 451
DFHETIE, TADAE SR RFEIK VB BT RCE S LS ES LT, TAPASMEFIT DT
D D R E IR TRAIM GRS L B & ST 5[ 34],

MR- 2E U RE R

PubMed 5% :2020 4F 11 A 3 H

(“Neuronal migration disorders” AND EEG) Filters: English; Japanese

#1 (“Neuronal migration disorders” OR “lissencephaly” OR “heterotopia” OR “polymicrogyria”
OR ”schizencephaly” OR “porencephaly” OR “Miller-Dieker syndrome”) AND EEG 549 {4
#2 Filters: English; Japanese 509 {4
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BErEEREZ: 2020 4E 11 H 1 H
#1 MRS EN R EE or VEIMIE or BATMEIKAE or Z/MKE] or ZAMSE or FLAMIE or
2T — T4 — I —JEWGERE or Miller-Dieker JEMERE 1854
#2 (43 /TH or Jisi/AL) 58,109 {f:
#1 and #2 162 4

3. 1A
Q4 RN B F i IE D T A A FIE CORIREEIZ /2120 2]

TN S CFEA 2RI 223 o b, (71— C)

HU

[fimit]

TR R A Bl B E O CAD A BT BRI ME THHZ LD L[65], FAIDH IOV T,
ZAPEFIHRED LT — AT Y —ZBIEIZBR OGS, Cleuta HIE, TE R O5ARIZE0 5y
AL SRS U A (REAR [R1-JE A ] ISR O iR BT PR IR VL, s s v e D R
FH UITEHTARFAZ/ MM Tl BB AR IEOFIEMHIAH - LB /O TANA
PEASZ LTS NDZEBHY | BIREIAFAEN S S LB A THY | L EXTIRAYIZ A fIHED
P Al 2 (BRSO I AR, o ELRMIE) T, CADMAAEA SR ATHLCAM A SRS
T 508, BAEREBIEIZIVERE THDH LR~ T 5[53], Saito HIF, MR A D /N
23 BT L, SRIEEIEEAHHIZ2e 7 DX (erratic twitching)lZIZ7 = /7L E X —) L YV =93
K. BALHIT DRE R THY . TADAMEA SR LI IL RN R BRI LB (ACTHRIE N
B THHT LA L TUD[31], Caraballo HIZ, Fr R 2D a1 AR I AR H) F5 foe PR R A4 8
TR a4 70— XANEL  BIERNI NN~ BE N 6 i, A7 AN RSB N 2 T
FERSI T2 M0, FEAISRITIEE AR L TWD[39], [RIUFEEBIX, £ D% 2/ MK
[m] 66 Bt 53 B TAMDABFIEBIZIRITL  FLTADAFRT SV T 0k 32§ TERIF 14
B, F\eT~—h 14§, IV ASA~BE L 13§ AT AN BE L 126, 7= /82 —)1 12
B, ZUIRY 8 i, 7a B RA 6 fil, LRFTEBLL S FlpE 3 & 53, =hAZIIR, 7N
Ph, ZVFT L SV T Al LA_F T A VFarTulR R BIERIEO AR
LT 5([22], Coppora Hid 3 i&b 43 ik ET CEEJ 15 75%) O RS LT EMMEFEIENH 2
[ LA _b & 2 Rt AR B B2 5 0E 69 BT 20 74 IR OB B A ET LI, 43 Bil(62%)1 X5 1E
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23 50%LA B L. 2 BT FAENTE L. 18 (26T FAEN A 72<, 6 BI(8. 76T F/EN
fbL7zEHE L TA[20],

RBEX BB 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
PErRERsR 2020 £ 11 A 6 H
#1 PRREAINORB BN R EE or VBMIE or SEFTIEIKHE or Z/NMIE] or ZUMIE or FLME or
RT— T 4 — B —JEWGERE or Miller-Dieker EERE 1854 {1
2 HUFWALAA] or HLTANAIE 43,359 1
#1 and #2 94 {4

Q5 R AR B LS 351 DA EHBR OISR 2|

FRTED TAAFIEIFREBI T TADASB FIN D ED DD, (L —F B) 72721, iy iR
TRIMAE & BT PR PTIEIK BB Tl S BIRIR OB RIZIRER THD, (Z'L—FC)

[fimi]

PRI IR B S HE T EHATED TANAFIED BN %L TAMAINELFlTEAT > T AEH]
INEECHRESI TS, 1971 FEHD 2000 4F £ TORR Ry B BIE R (FCD) &8 Te KA K BT
BRI EN IR T D PIRBTIE O R R IR LOE LD T, itk 1 FEOFRIEN I BEEI A1 45% (FCD
DIHHLLIT FCD 23 EARDIERITIZ 40%) T\ itk 2 £ TlE 43% (FCDTIE 39%) Tdh-72[43], F
7o ViERR | 2R 12 DFIEIH R R A FANF i T 28 TR Tl 56%, 57%. 1 %5 16 %
TIE 45%, 40%, 17 mcLh B TiE 30%, 36%L . FHTRFOERRENEE FEAEHIRITEm DS, FIE
TP I 23 200 B0 HE R 13 C & A2\ [43], Saito i, ML AR B i O IS E RIS
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DI RBEWTIN DA D IEZ R E L TODI31L, i SR INAE & BB T #RR BRI VLS 7%
TAMIANEF IR E DD 7 SEGIHR S BB SNDD I Th %, Kamida Hi% West JEFEFEA
45 iy BB NIE (7 L — R TR FAMENT) O 11 5 H 2o RIS S MR BTN A1 TV FEVEBEEE 3
D UTEHA L CUA([35], Bernasconi HIZHEEAMED M S AAFNEZ 1149 KB PRIk BT K B
B 8 FITRIL, 2 BNCHRIE T 204, 1 BINCRTEAOIRZELIRR, 5 HllHEE R ARZ & oAz
IBR, 1 BRI IR OB T 21T o 72, 5 Bk Btk Em a2 Gon ., g THR R
PEIR FVE TIE CADAE RS BTEL CODHA THE RUIBRE SR L2V SiEFRL 0D
[42], Franco 513 2 D BB T R BT MR B BURRTEZ D TRE R ATV, 1 B TR
FEDWD | 69 16T — R FAEO T R AT AT LRI O FEAESE ~DEIFAZHEL T D
[19], Ab=s & PRAS R B ATIEIR Q- DAZ T TV AT, AT VAR AT AR T OF A4
PEEIT 38%D B THRIENTHAL ., 819D BENE L THY | BRI DS A D —EIREL T
oo TA[3,13,27], ENTIXARARRIED, DAL ORI E TRNS AT A
(NeuroPace)z 8 510 Jiid = & PHifS FidR S AT MK BRI L | 245 85.7T%FE1EAN AL, 7 i
50%LL EDFEAERA . 5B 2 FIIFEMEHE IS RN EOL CDI6], /0 MMl O FRIRR
B R HRE L P L TR R ROER AL AN AR T L FEAEIRUED B 312570, MRIIC R DA RTER T
TR AT VA MR LD RN ERE R DORERR DM EN O HALTD[8,15], by M INRIHEE TTT4
72 12 B> L/ INIKIEN S k32 FAT Rl (BIBRIR 7 61, BEREADF-ERBERTIRT 5 1) TIk, 52 2bIBRD
UUEHEr 21T o7 7 1 H 6 51(86%), 43 BIBRAAT -7 5 Bilh 3 Bil(60%) THAEW KMFHIT
(9], Z/INIKEIDHFEFHI L TANAIMEL IO FTREME A SO 2 Z 21172 B2 18], Bk MEDZ /)N
MRIETC L R SHRI O F BRI D380 2 55 5 T BRBET T 238D H415[8], Cossu H1E MRI TZ /)i
[EEFZ WS 64 BIZIEFTFEAOH] . FIRRE 24 B3 TR LT, FIEIHRIZENZE I 8
1(20%), 18 51(66.7%), HFLTANAFEDH 11T 1 #1(2.5%), 6 Fi(25%) T, EHITH B AAZRD .,
YNTBRE N2/ MBI BEE 32 A CAD A TIREEMIRIE DS TAD AR T ENL
PRI HZ &% mELT2[16],

PubMed ##5%:2020 4F 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
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BErPEEREZ 2020 4E 11 H 6 H

#1 PRSI BN R FE or VEINIEE or BPTMEIK A or Z/MKIE] or ZNAE or FLANIE or
2T — T =B —JEMERE or Miller-Dieker JEERE 1854 {1

#2 SABLFRAT or SVEHAR 2,170,676 {1

#1 and #2 151 {4

6. Z A
Q6 : MRS B L W LT BIEHE R A L D IHITATHD 2]

SRR G AT L BRIR BT A E D W TR ATV, BURER D 5o NS5 6 2R K&+
DI R R Z FI RIS R E1T, (VL —F B)

(A

e e B B B iV 58 K72 B Chh | BIBHRA RDONLTENR L, T BIET
R ) DO TN 2 genetic &, FRNDOBARZE T D inherit &DE & BT 205
D%, AR IR B) 25 E O JR IR AU L > TS ESETHY oy SBE T 1 s m
genetic 7278, Z/MKEITIZHARAT O A VAD NG EBREE R OBEES @\, 71,
FEHEMRIER T, A IEREIC2 T2 LR HID, BIBME genetic D BRIEER ) EE 2
D EORHIE, TERLIL T DL MFME THD, AR T A RICI DM CIE, <038
FXREDIRE A AT D, ZD—J5 A RAT a7 A L AR LA 55 70 & 00 B B2 (K] T 48l
PETH-TH, HED AR I EAIERIFR CTHHIEN L, 72721, Yk B (22q11.2 K
&, 1p36.3 RKIRE) X0 — OB 1A F (TUBAIA, TUBAS, TUBB2B, TUBB3, COL4AI,
COL4A272E) TiX. IERTMEIR A A 232D T, FEFRE Th - ThIBIaME genetic Z 8 E TE
AN

o AL AMAE 811 BB AR T HEHNT Tl 81%IC B RAFE L, WNaRIX LIST 40%, DCX 23%,
TUBAIA 5%, ARX 4%, DYNCIHI 3% T, fl 12 Ein113 1%L FORERTH-7[11], Z71L—F1
O MR (A |2 BT O N AT I 2 £ 8L 72 Miller—Dieker SEMEREIL, LIST 30 YWHAE %
THRRIU T s TIEMERECHY, FISH T LISI DRI FIESND[40], Mo # T #EE
PEDZR T RN INAE Tl L1571 RO FISH [AE Z1% 40% T, Sanger EIZXD LIS1 28 FLHIH
20%, DCX 8 E 4573 10% Td H[29], FISH <° Sanger {5 TA BA[FE TX/R2WGETH MLPA 14
T, 52 Bl 18 B35 LIS IR TINR KB LITEEZL R, 9 BT DOX BB TN KK
HUITEBEZERDFESAD30], dr SRS IMAE X ST G L& R PR P AL CJR R s D
HETE DI ATRE T DD, LIST ZE BITAHTABNLOIR A A E T . DOX 2 BTSN DR AL A &I
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(40, B4 ARARDNEMR B TR GE R D72 /INIIRTE B A (D 5 Bl RELN ZZ B D gebib, 1458
AL Oy R i U I X BEMUIMIR] CIIM R R R | SRR S B A PE N TR /NS IE 7 70

BT ARX ZE R Gebod, A% 24 FEFLINITIEE 2 &7 L AMESRERE (46,XY TZMHRH 1L
IR R BRARIE R 2105 61 ARX ZRNRIK THA[37], £z, dr AR I e I AN GE )R
BB NI R, /NEIEAPED SR AT TUBAIA ZE BEOBEFE DN E N, DCX & ARX 13 X 34
P, RELNIXHE YRS IERIZ THY , JOEEEEHER RO LN,

Jibd == JE PR EIR B AT IR L, FLNA DIEDNEE S O H— & a1 B Lo — &1 b
(copy number variations) )35 XA CUNDLL,4], Id =R JE RS SR AT MR FE X, B CHFE
THGE L Mo e REF BRI O T 256030 50 X B EH D F M ik = J8 PAAS Btk 2
FTHEIR B FLNA 28 B DNRIR T (33, WD B 73 b = 8 BRAS Bk AT IR B g
TIE FLNAZEEEDN 26%% 58D 2, Jibd = J8) PRAS Eii R S AT K B Ehlers—Danlos fEREE 2 (5
THEEYH FLNAZ B3 5ebis, FLNA 1T X B THY . BHITBNESEE S 2 S otk &
AL CTHHN, THIBHERETHY, BHETHLTLLEEOMRIEREZ R T b TlIRnz Lol
ENNETHD,

Z/NIKEIDJRRIL, BARER EREEER O EBO003E 2 6D, 2/ KB DR K58 KM
ARATT O AV AFEGIEDS 12-30%E5 2 HAIVTIV[1], KIMABEORE 21558138512 Ak
AHATANVADRENIEG O ATREMED Ei<7e5(17,38], "V T TR~ M, HREB T AL A
DI ANV ADRENIEGES 2/ NIKEI DR K U T S4B, RS 2/ IMKIEIDU A7 K] - L7805
[12], Z/INIKIE] D IR A T 1Z 2R A S QOB 28, RIS S 108 A E S LD EI AT 20%FL
ThoI1, arfBle, 23O SR | BIME. BE R ORV/NEIEOPRFEIL, Z/IMKm]
INRIBMECTHDHT Lz 2, BEIMESZL/INMEIOHFFEIE, mTOR ¥ D PIK3RZ, PIK3CA 73
EDERNEEDND[2,26], Z/IMKIEN T O A EMIEL BRI | FFER, 2 RER IR

G, AV — DA R MRE SHIR AR O R A e LTI TH[49],

A RR R E BRI L, EIN ClEAE (LR RYERT Y A7 4 — DRI &, 3 L 5 R
VAT 4T YRS AR THY | IR DI FEIT 26% TH H[46], TOMOE AR E
FIE Rk (Walker-Warburg JEMERE, #7- IR < s . 55) BB A CII B TH R AKRS R THD
[14],

FUIIE L RIE DR IRNE, AR BN L BRI 070 5708, BARZEER LU THIBIL T D
COL4AL, COLIAZTH MAE TR LDIERFE DN ZE (A 2L | BRIZL DM DRI
i CH5[10,21,25], FLIMAE T 61 BiH 10 FI(16%)1Z, ZH045E Tl 10 Bl 5 FI(GOWIZ
COL4AI ZEFH RS s[21],

JRTE AL & D 43 BRI FLIZ B0 ITEAR L TR, DI MA L ENEETHD,
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