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]
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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)

126



[Website]

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)

Aicardi syndrome OMIM%304050 (2019/12/01 7Z7&X)
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