BEHII-11-2 7A ANT 4 S\l DIRITA R4 (&) v0.2

1. M7 - 4%,
QL: 7 A AT EBEREOBIO BT Y 5 &)

SEER MRT RS CRAMEC BT, FEATMEIK . RIAZHER L, IRIEART CHERISE S4rL A fife
BT 5, (F1L—NKB)

[fimii]
T A TIVT o SEEERET 1965 4512 Aicardi &A% TA new syndrome: spasms in flexion, callosal
agenesis, ocular abnormalities| é:L,TT%U&57T$EH:I/TTELQQ(Aicardi et al., 1965), MEATAD
Ao TRRRAR, IR (HEINREEIEEIAL) OEFE DM D = CTh -7, FHEREHEZEEIr oA L0 |
2005 4F{Z Aiardi i;ﬁﬁ%ﬁmmmﬂgﬂ L (Aicardi, 2005), EMIZHT DT A VT 4 SEBREDZ
WS 2005 FEOBWILIEIHE L TERR S LTS, 2FIFEED LB T 5L ﬁ’i)a”é%

V2R TEEE, MENRKEIRZRL & BB TR & OV 132/ IED) | I==)EE (& B8 R) Bk e &
—HBATHD, MMEKIE iigﬁﬁﬁ@*OT“ IH D0, BRI E SRR QB & 7Ry ‘HL’J%K
BEIMTIE, 74 INVT IEBEROBEIIIAR T4 Th 2 (Aicardi, 2005), L, LOBFITFLITH]
DT AMAFEIETIIETS D75, ﬁf%)]@%%ﬁ? TIREH IR IR & TADAMEA XL LIS D
FAEDFKI 2 D, 18 9 11 BIDOWIRIBITIER Th o7 e STV 2 (Palmer et al.,
2006)0 HEEE“C/W%/U(“C/u#/u’@X/\(’X\A) RO 72 & ORRIER 13, BOETERELH & SR A
B XD R & B 2 B, TR ORI THAERETH D . TANAFE
@%fﬁﬁu‘(“&)of%\ Jibh & ARDTEREEH T ASWE) T ot 13, 7 A VT 1 SEMGREDOZIN I T HE
b5, Flo, Z<UILRTH L0, BIAIHEHE SN TEHY (Chen, 2010), HHIAZZNIEZH H &
TRV,

AR - BB LT ZIRKER

PubMed #:5£:2019 4= 12 A 2 H

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

#1 “Aicardi syndrome” AND clinical diagnosis 71 4

#2 Filters: English; Japanese 69 {4

EARERR:2019 4F 11 H 10 A

(Aicardi JEfFERE/TH or aicardi JE(ERE/AL) or (Aicardi JE(ERE/TH or 7 A HI/VT 1 JEMERE/AL) and
(EPRZWT/TH or BRIRSZWT/AL) 7

Q2: 7 A LT 1 SEMERE L B S D S EREIE AT

KIMBEI R, MR, IR 2 & TR BDMERN ST s, (' L— R B) #RREZE K
2D /MBERIE, Goltz JEMERE, ARKEHEIEE 21 © /NEIE, HRAME REGERE, 1p36 KRIJEGERE, IR
WA IR EERT 5, (V' L—FK B)
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(fER] 77 A T o SEfRREO TRl L, ORI FEETERSR . AR, MRAESIRERL, AKX
LI AR, FRFEO A R—~ThH Y, ORI b OB RLZ & 7o REOERA B
T bb, KRMBEIREE 0% <132/ NKRITH Y | HIVEERGESSRIME T I3RS D, 5 P
PR AEOPHFE B L, IMERBITZERE S LU KRB L BRI 25, HREEREZED
/NIRERIE MLS) 13, BIE TZISERAIG AL 5 MRRAUE SR (LSDMCA) | & L CIRURIE =+ (HCCS,
NDUFB11, COX7B)IZd ¥ 3 FRERIC/VMES AL U5 (OMIM #309801), s XHBHMECHIEBSE DT80
LIROIITIIET H Wimplinger et al., 2006; Indrieri et al., 2012; van Rahden et al.,

2015), Fls U < (Xm0 MRER,  MAIBTEME & B b IEEOEIR TRk (%I ERIE) BRI TH

Do WRKIE, MR, FLIRMIO TADARIEZ &L, 7 A VT 1 SEBRETIERIT 5 (Van
den Veyver, 2002), 7 A BT A JEGERECIIRZEEIERILIANDO T, FEERAS MLS/LSDMCA & D
BER T 5,

Goltz JEBERTE (OMIM #305600) 1%, focal dermal hypoplasia & JKifdv, BE 4R @ B2 & 1K 2 A% .
B A& E A OIERIEH . /NRERS L ITBHRERZ R & 35, AMUBSEDOT- Dt OHRITHE JE L,
MLS/LSCMCA & O#f Bl 1 2345 i ST eas, Xpll 28 (2L & 3 % PORON ZHEDFNTH Y |
BRI E SIVTND, B & RIS DZTL

coloboma 23R 45 Xt TV A (Van den Veyver, 2002; Bostwick et al., 2016), JRISHEBEZ LS
JNIIELT, W YLERE B OIRSHEIE « U o NZAE - 50 ) BE 25 B L IRV VIS BE
JiE Microcephaly with or without chorioretinopathy, lymphedema, or mental retardation (MCLMR)

(OMIM #152950) & HUAKHIERIROF Gt ¢ (R NITE & HEHIRIE autosomal
recessive microcephaly and chorioretinopathy (MCCRP) (OMIM #251270) ® —DIZ5y 8 Sihvb,
MCLMR 1% 10923. 33 I3 % KIF11 ZEAFKTHY . MCCRP 1%, JF A # = + (TUBGCPS,
PLK4, TUBGCPA)IZL Y S HIT 3 K M (MCCRP1-3) 125y FASI T\ D, 7 A IVT A SEBRHC AT
FRENNEEE T, 2/ HIERCRFTMIK VB 78 & OB EI X £ CTH D, 7 A WVT 1 SEBRED
JIRAEHBISIE 13 APLEBICALE S D D%t L, MCLMR/MCCRP ORRMSHEICREI LI AE L, Sihiks
(372 < AL BEHIIRRD IRV A D (Wong and Sutton, 2018),

NN FEE 7R oculocerebrocutaneous syndrome (0CCS) 1. Delleman—Oorthuys JEMEEEE & & 1T
. SERMEDBE A, B EY. Fha MREK, PRS2 29 5, 00CS DMz SEI3F %
FRIEDZ/ IR, BEFTHEIR A, IR OMIT, FERIESE AR L. 7 A v 7 1 SEGRH T
T %, 0CCS TiX. FERFRED/ INMHFERIEIZ & B U 7T-HZED RSO B0 biLd, JRIKIZAT
HDHN, X PREROERI W T-RNHbE R Lo 1 FILS, &2TH THo, X HEEHEEE oA
JEE A 7 ZEEHERN X210 TU D (Moog and Dobyns, 2018),  1p36 RIGEMGREIL, YRR R
ThHho b bEEENE S, FRRET, AR, TADAS 1E, BEEMEEL 73, —HoEpitZ
IMEN 2R & B BB B A & 7o, WIED FLSEKIR papillary coloboma, MMZZKIAZES
KBAFERRERH REHC A AZ E 7L Alcardi JiEfR & 2T STV AET 1p36 SIS 6. 4Mb DR
KHHRE STV D Bursztejn et al., 2009), MDA VARG TR, PO L/ VIR 4 X 72
TR A N AT A NVAREGYE L oK MY 2 ERMEARIS BRI (LCM) ™7 A L A G ZET B
Do FERME LM UA NAEGUE, 7 LT UANVARHTIET D RNA A )LAD L VA VARG TH
Do #1350 1 TR TH D, A IV E o PRERA & 72 U, EEF IR IR ) D
BHERIIN R 25| S 23, MAPIEGL TIRJeRMOKEE & I, Matasi bR DFEfiZ & 73
(Kinori et al., 2018),
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R - B LTz IRER}

PubMed #:3£:2019 & 12 A 2 H

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

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

#2 Filters: English; Japanese 16 {4

EHEERR:2019 4F 11 H 10 A

(Aicardi JEMERE/TH or aicardi JEBEEE/AL) or (Aicardi JEMERE/TH or 7 A J1/VT 4 JEERE/AL) and
(EERFZWT/TH or SEHIRZWT/AL) 7 1

2. s
Q3: 7 A IAT 4 EBERECHT DR OB RIT 1))

T A ANT 1 EBREHIFET D TADADBI O T OIS E T D, (71— B)

(i)
T A TNT AIEGRETII TADATBEE DR L, SEATADANIHRLID TADINEARX LN - &
BRI R NGl By 7277 Ly CAMANEAS R NEIT A HIVT 4 FEBERED AT LR D hi
9 (Chevrie and Aicardi, 1986)., WZEDATR TIE7RV, HMEATANATIE, MK CeE AT Y AI7T
BT T EMB, T A TINT A FEERECIW T, #RIR AT Y A I TIE 18%IE LA b
VM (Chevrie and Aicardi, 1986), FHIMIEME CIX, B 7 A7 UAIT7IE 18 fild 1 fIL2FE D6
N, T BIORITIES & OMENH % (Palmer et al., 2006), BHHRE THRD L<BIEEND TR
I, EIRIE ORI & BOR OB AR S L I3l SN MO0 R L, T7hbbd 7L vig
VN—ARNTHDH, ZOV T Lyva =R MIUTEAEFIZIESET, 228 MEOR TR
PEDS, TWETH > THEADKRCEERCTMNL L TAEL S (Aicardi, 2005), 7L yirai— /N—2
R EIRE RV T, R IEIERFRED = & A3ZU (Palmer et al., 2006), CADAMEA/ N ZLD
FEVEREIMI LA S LT RIS L7 SHRIR R T 0 | UIE LIZERIE O W I CIRRIE A Bt
FET D, FOERIIMINGE: & [FERIC, FETERPIMEIEBIOIRIBI T EA 2B O D, TR R
FITET 5 Z L1372 < Lennox-Gastaut JEMERETA DIVAHERIRIEES ITBATT D2 LidEE A
E7p0, EAEOTADANERE S LIZUITRO BD (Aicardi, 2005), SEATAMNADIIERTT
WEENERE RFEZ M ) IR CTADPAZRBDTBINHRE S TIBY . HIE Kk A HTH D (Jocic-
Jakubi and Lagae, 2008),

R - B LTz ZIREkR

PubMed F252:2019 4 12 A 1 H

( “Aicardi syndrome” AND EEG) Filters: English; Japanese
#1 “Aicardi syndrome” AND EEG 60 {4

#2 Filters: English; Japanese 60 {4

FEARERR 2019 4F 12 H 1 H
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#1 (Aicardi JEMEE/TH or aicardi JE(EEE/AL) or (Aicardi JEMEEE/TH or 7 A HI)VT 4 SEMERE /AL)
225 f:

#2 (Iz/TH or fixi/AL) 57,065 {4

#land#2 39 {4

Q4: 7 A T RGBT 221 ? |

T A TIVT 4 SEERE & DRFSIEDORZW - DIZEERT MRI BNV ETH D, (/' L—FK B)

(] 7 A VT A IEERED 8 DOFEMIED 5 6, IRKIE, BUEEAMES . Btk g, 5
HN e, RKSHEFLERIED 5 DI REmIGRA, RrCIHET MRT FRAIC K > T2l S D (Smith et
al., 1996), MRWEHI® U <1308 R0 BREREE SRl X, MERER, ISR DIRED MR BRI
72% (Palmer et al., 20065 Gacio and Lescano, 2017), HMGRKAE CIIBIAMEEE M4 O (PRIK IE) 23
R CTH Y | BN SR E CARIMIE 230 T G IR KB 2 58 5 . BT EEMRA CIIRER
PR BPMER HEOMGERIIREECTH v | BB TN B Z 5o 7o B3R MRT M
ATV, MOTREDOHEEN NI Th D, B CT A THREDRKE ITIUL ZBcE 258655
W T A TNT A SEGRED BB TE R R 132/ KRN < . BATEKAE b/NSV RN < BEED
CT A TOZBIIREETH Y . K VIEREDOEWIH MRT & Z1T ) N Th D, MREXBITERKIE
DEFEINBD, E5 KD 1T%~50%2 4 5415 (Hopkins et al., 2008; Govil-Dalela et al.,
2017), ROETRRCERIIS/ MBI < | BiISE & SV ey 2 20T ITEMICRD B, SRR
UIXUIERE S . BPEIK VB IS PSRRI B S LI R L TRO OIS, FUE FEFTMEIK
FELRO LMD, MEFPAIZHEARTOeL $0H /MK TH D Z L 23%\0 (Hopkins et al.,
2008), FHEHNFEIUTEFTOFERRIZICL <. MEN, % BHEE. MRcbRO6ND,

R - B LTz ZIREkR)

PubMed #:5£:2019 4= 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 1

#2 Filters: English; Japanese 84 {4

EHREMR:2019 4F 12 1 H

#1 (Aicardi JEMERE/TH or aicardi FEFERE/AL) or (Aicardi JEMERE/TH or T A J1/VTF 1 FEERE /AL
225 f

#2 (MRI/TH or MRI/AL) or (X ## CT/TH or CT/AL) 1,506,376 {4

#land#2 44 1
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3. TR
Q5: 7 1 VT A SEBRED T AN A SN COBIREIZA 7 |

DT A ASERRE & [F] < SEFRUDIG CEAN 2RI 5 Z Lo bbb, (71— F 0)

(f#ii] 7 A BT ¢ EEREE L COBCADASRDBEHRRBRITH S SN TWRy, TA BT ﬁﬁ
ERED TADAFIECKRTT 2EANOAN S L IFMhiL, EFEE S L 137 —A v Y —XgRIC
HAL Do TA TNT A SEGERED TAMAFIEIL, FINZIETADANEA R L L ITE '53%14575:5%%
M 95, RIS ESERBENIE SN TODH, BRI Y720, Rosser HIZL
% 11 BIOBIEETIE, TADAMEASRZ LT 1T%, IA7 v =—3(E0 14%, FIEORIEN 12. T%,
EPEOTRERIRIENEDS 9. 8%, HERIFEIEDS T, MTIFEIED 5. 6%, FREFEIED 1. 4%, ERIRA FIE
N 1.4%9TdH->7- ([Rosser et al., 2002), E£7-. 6T%DIEFITRIENEHH VY | FAEIZ L D3 1FY
KT 3 BloAHTH Tz, SESERFITANASE, ACTH L, 7 FBFREMER S, 7 dBo
Rosser HIZX D 2002 FOWETIL, »Vv7afg) h U U LD 45%, FET~— ks 28%& . 1T D
PUCADASK ARSI ST e, REETADAIUSKI L, I LET AN a2 5L
FAEDTEAL LT 2 BN S CWD (Chau et al., 2004), 19 BIOT A AT (IEGERACH $5
CBD DFH- T, CTADAFRME CGEIFEUIH S CORUI) T2 50%Z5hRidie s 12 i, 48 ¥
EHIZ T1% TH 7= (Devinsky et al., 2018),

[RFE - BB LT ZIREER

PubMed #:22:2019 &= 12 A 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

EHEEME:2019 &£ 12 A 1 H

#1 (Aicardi JEMERE/TH or aicardi JEMERE/AL) or (Aicardi JEWMERE/TH or 7 A J1/VT ¢ fEMERE /AL
225 {iF

#2 (B WILAAI/TH or FTTAMNASE/AL) 41, 458 fi

#landff2 12 14

Q6: 7 A T 1 SEBRECIT DAMEHEBOMIGIE 1A ? |

TAMDAZEIEIZT T DEFITIT, JEECEAAIEAE, W TS & OESEICRHT 2 EREE 2T
nb, (ZL—FK 0

(i)l 7 A T A SEGREO TADAFIEL, FUTADPAZT LI~ 2 3% <, —
DIE PITIIIHERDTAZ DAL, JEFIRE S L <37 —A v U —=Xgee LTHRESH TS, 71
B VT A SERRED T AAFEIE T3 DI, ek, FOE IR, AR, At o

127



£ (WS) 2741 % (Podkorytova et al., 2016), FCEUIRESZT72 2 B &%, 3 W)L, TA A
FEAEDSRFRIHAL 6 A BN~ HHALD O BN ~OFRIEE D) 27872 (Govil-Dalela et al.,
2017), FERERUEERBEMMN 2521072 6 i 6 2ZHARPBEL e 727V AI TR HEL 7223, ZO%T
PIPIAEA S Z B3 A 1-3 BB U7z, BUEUIRRZ 72 1 i, F8EDNED LHEE(L L72as,
5 HRAFEAVEL & TS (Podkorytova et al., 2016), WS &521J7= 5 Bl 55 2 ] THRAEDMER
L. SREEEAUCE U, FEREETT 2520072 1 B, S CADASEROBEANEE G L7220s BIETEDNH
& L7z (Rosser et al., 2002), SMZEEENT. MRARIERRD 1 FIATHIL, 7R EFEIESEER L, €D
5 AR ITHERERDERBIEWTIT M Todu, 7 2o H RIZEIEDNHE L7z (Saito et al., 2009), Kasasbeh ©
(37 A VT 1 JEERE 4 BIOFRHETRORE 2R LT\ D, G 15725 2 FI bt 1 filik
AETEIEANHEI L, fOFIFILG 0% L, MR, 500, HFAERE BeENdeE L, O 1 filix
VNS THEAEBHEAL L, £, MR RIS U, 2REES 1Thondzas, FIEImL, #7195
DERIME T, BEHREEAZEDZ, o> 2 Flix WS 23 Thin, 1 FIERIERED Lz, 9 1 4
IIFAEDZIE 2D > 7= (Kasasbeh et al., 2014), Palmér Hi% 14 BIOT A VT 1 SEBEREO R IR
Wz L, 11 W CTADASIETFIR GEIIAE) 220 7= 1 SRR A GRS L7zas, J67E
M L7z (Palmer et al., 2007), TAMAFIELSNIGT 20MHERE LT, i FLEE
(Uchiyama et al., 1997; Taggard and Menezes, 2000; Pianetti Filho et al., 2002; Frye et al.,
2007), W FEN (Chappaz et al., 2016), HAWEFIE (Akinfenwa et al., 2016), BAZRESE (Ortube
et al., 2010), MAEME (Kiristioglu et al., 1999). NEMAME, M&ANE(Tsao et al., 1993), HIEH
ZZd (McPherson and Jones, 1990; Umansky et al., 1994) . FAHAIEYE (Grigoriou et al., 2015)1Z
%925 TP TSGR, B RIEWE (2595 Nissen Fff (Terakawa et al., 2011;
Toporowska—Kowalska et al., 2011) 2SR I TV5,

PubMed #:22:2019 & 12 A 1 H

“Aicardi syndrome” AND (surgery OR “vagal nerve stimulation”) Filters: English; Japanese

#1 “Aicardi syndrome” AND (surgery OR “vagal nerve stimulation”) 29 {4

#2 Filters: English; Japanese 28 {4

EHEEMEE:2019 4 12 H 1 H

#1 (Aicardi JEMERE/TH or aicardi FEERE/AL) or (Aicardi JEMERE/TH or T A J1/VTF 1 FEERE /AL
225 {if

#2 OMRLFAT/TH or SMPHERE/AL) 2,074, 237 4 #land#2 10 {4

6. < Dfth,
Q7: 7 A FAT 4 FEGERHCRT DA E LD X 512475 2]

X EEPEOFAL R LB Z LN TODA, FRITHBA L TR o9, FEMORIIEIEN 1 RS Sh
TV, BIHREZEEIATO ZLDED LD, (71— B)
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[fin]

T A TIVT 4 SEBERAT X S OFT AESSRERIZ Lo TEL L EEZ BTSN, JRIRIZHEA LT
W, Z<UTIEBITH Y . FHMEIAHRIGIED 1 FZRDOHHE S TND (Molina et al.,

1989), 7 A JIVT 1 SEGRETLNEDIIENZ < . BT Klinefelter JEMBRE(47, XXY) THES 41
TUW5 (Hopkins et al., 1979; Zubairi et al., 2009; Shetty et al., 2014), 46,XY OEMETHH
HEN TS (Curatolo et al., 1980), 7 A BT 4 SEMEREOIERBIFIIO B LA 1:1.7 L4cbk
18 NLC. PREERD M4%E N LD, BIRIBAERSE L & 2 53TV 5 (Donnenfeld et al.,

1989), X BLRDAEIZOWTIE, 7 B 3 BIZRY skewing 2388 HALIZHE (Neidich et
al., 1990) &. 10 I CHRIEALDORY 1378 HZeh - -85 (Hoag et al., 1997) 2NEEL CTW15D, X
Quafk & 3 FFYLAIRDOLBARMARE) S IS4, U Xp22. 3 MRBOGRHRALE B 2 b TD
2% (Ropers et al., 1982), WAPEGNIT A VT 4 SEGREOHMIH L 13720 | ZOH%OMIGEETFHY
FREE T H RILEDHAT ST (Donnenfeld et al., 1989; Neidich et al., 1990), 71 H/v
T FEfERE R R O — IR SR ST D | AR T X YR O AR 2 — T 2
WIRo T2 Enh | KGO FIWIOR T LHEN ST S (Costa et al., 1997), #FH T
Aotdo, WHIOFEAa v R —~ | IRKRIE, FEEEM AR LT A VT o iEfeft L sz 1 BT
1p36 RIMHEZITEY . BANSHILETH S Bursztejn et al., 2009),

PubMed #:22:2019 & 12 A 1 H

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

#2 Filters: English; Japanese 5 {4

EHEEMEZ:2019 42 12 H 1 H

#1 (Aicardi JEMERE/TH or aicardi JEEEE/AL) or (Aicardi JEMERE/TH or T A J1/VT 1 FEERE /AL
225 f#

#2 GESAHIR/TH or BHAMHER/AL) 7,791

#1 and #2 0 fFGEZ4E72 L)

[Website]
TR BYE (FREEER 138) ; #BPfE -z > & —http://www. nanbyou. or. jp/entry/4397 (2019/10/04
T ER)
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(2019/12/01 77 & A)
Aicardi syndrome OMIM%304050 (2019/12/01 7 7 & X)
Sutton VR, Van den Veyver IB. Aicardi syndrome. GeneReviews create date:2014/11/06
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