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MRI
B
1965 Aicardi A new syndrome: spasms in flexion, callosal agenesis,
ocular abnormalities (Aicardi et al., 1965)
2005 Aiardi
(Aicardi, 2005) 2005
(Aicardi, 2005)
18
11 (Palmer et al., 2006)
(Chen, 2010)
PubMed 2019 12 2
(“Aicardi syndrome” AND clinical diagnosis) Filters: English; Japanese
#1 “Aicardi syndrome” AND clinical diagnosis 71
#2 Filters: English; Japanese 69
2019 11 10
(Aicardi /TH or aicardi /AL) or (Aicardi /THor /AL) and (
/THor /AL) 7
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B
Goltz 1p36
B
(MLS) (LSDMCA)
(HCCS, NDUFB11, COX7B) (OMIM #309801) X
(Wimplinger et al., 2006; Indrieri et al., 2012; van Rahden et
al., 2015) ( )
(Van den Veyver, 2002)
MLS/LSDMCA
Goltz (OMIM #305600)  focal dermal hypoplasia
MLS/LSCMCA Xp11.23 PORCN
coloboma (Van

den Veyver, 2002; Bostwick et al., 2016)

Microcephaly with or without chorioretinopathy, lymphedema, or
mental retardation (MCLMR) (OMIM #152950)

autosomal recessive microcephaly and chorioretinopathy (MCCRP)

(OMIM #251270) MCLMR  10g23.33 KIF11
MCCRP (TUBGCP6, PLK4, TUBGCP4) 3
(MCCRP1-3)
MCLMR/MCCRP

(Wong and Sutton,
2018)
oculocerebrocutaneous syndrome (OCCS)  Delleman-Oorthuys
OCCs
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OCCS
X 1 X
(Moog and Dobyns, 2018)

1p36
papillary coloboma Aicardi
1p36 6.4Mb (Bursztejn et al., 2009)
(LCM) LCM
RNA LCM 3 1

(Kinori et al., 2018)

PubMed 2019 12 2
("Aicardi syndrome™ AND "differential diagnosis™) Filters: English; Japanese

#1 "Aicardi syndrome” AND "differential diagnosis" 18
#2 Filters: English; Japanese 16
2019 11 10
(Aicardi /TH or aicardi /AL) or (Aicardi /THor
/THor /AL) 7
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/AL) and (



(Chevrie and Aicardi, 1986)
and Aicardi, 1986) 18 1

(Palmer et al., 2006)

(Aicardi, 2005) -
(Palmer et al., 2006)

(Aicardi, 2005)
(Jocic-Jakubi and Lagae, 2008)

PubMed 2019 12 1
(“Aicardi syndrome” AND EEG) Filters: English; Japanese
#1 “Aicardi syndrome” AND EEG 60
#2 Filters: English; Japanese 60
2019 12 1
#1 (Aicardi /TH or aicardi /AL) or (Aicardi /THor

#2( /THor /AL 57,065
#1 and #2 39
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/AL) 225



MRI B
MRI (Smith et al., 1996)
(Palmer et
al., 2006; Gacio and Lescano, 2017)
MRI
CT
CT
MRI
17%—~50% (Hopkins et al., 2008; Govil-Dalela et al., 2017)

(Hopkins et al., 2008)

PubMed 2019 12 1
("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
#2 Filters: English; Japanese 84
2019 12 1

#1 (Aicardi /TH or aicardi /AL) or (Aicardi /TH or /AL 225

#2 (MRI/TH or MRI/AL) or (X CT/TH or CT/AL) 1,506,376
#1 and #2 44
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C
Rosser 71
17% 14% 12.7%
9.8% 7% 5.6% 1.4% 1.4% (Rosser et al.,
2002) 67% 3
ACTH Rosser 2002
45% 28%
2 (Chau et al., 2004)
19 CBD
50% 12 48 71% (Devinsky et al., 2018)
PubMed 2019 12 1

"Aicardi syndrome™ AND (therapy OR "Antiepileptic drug” OR anticonvulsant) Filters: English;
Japanese

#1 "Aicardi syndrome” AND (therapy OR "Antiepileptic drug" OR anticonvulsant) 50

#2 Filters: English; Japanese 48

2019 12 1

#1 (Aicardi /TH or aicardi /AL) or (Aicardi /THor /AL 225
#2 ( /TH or /AL) 41,458
#1 and #2 12
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C
(VNS)
(Podkorytova et al., 2016) 2 2,3
(Govil-Dalela et al., 2017)
6 6 1-3
1
(Podkorytova et al., 2016) VNS 5 2
1 (Rosser et al., 2002)
7 (Saito et al., 2009) Kasasbeh 4
2 1 90%
1 VNS
2 VNS
1 1 (Kasasbeh et al., 2014) Palmér 14
11 1
(Palmer et al., 2007)
(Uchiyama et al., 1997; Taggard and
Menezes, 2000; Pianetti Filho et al., 2002; Frye et al., 2007) (Chappaz et al., 2016)
(Akinfenwa et al., 2016) (Ortube et al., 2010) (Kiristioglu et al., 1999)
(Tsao et al., 1993) (McPherson and Jones, 1990; Umansky et al., 1994)
(Grigoriou et al., 2015) Nissen (Terakawa

et al., 2011; Toporowska-Kowalska et al., 2011)

PubMed 2019 12 1

"Aicardi syndrome™ AND (surgery OR "vagal nerve stimulation™) Filters: English; Japanese
#1 "Aicardi syndrome™ AND (surgery OR "vagal nerve stimulation™) 29

#2 Filters: English; Japanese 28

2019 12 1
#1 (Aicardi /TH or aicardi /AL) or (Aicardi /TH or /AL 225
#2 ( /TH or /AL) 2,074,237
#1 and #2 10
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X
B
X
(Molina et al., 1989)
Klinefelter (47,XXY) (Hopkins et
al., 1979; Zubairi et al., 2009; Shetty et al., 2014) 46,XY (Curatolo et al.,
1980) 1:1.7 14%
(Donnenfeld et al., 1989) X 7 3
skewing (Neidich et al., 1990) 10
(Hoag et al., 1997) X 3 Xp22.3

(Ropers et al., 1982)
(Donnenfeld et al., 1989; Neidich
et al., 1990) X
(Costa et al.,

1997)

1 1p36 (Bursztejn et al., 2009)
PubMed 2019 12 1
"Aicardi syndrome™ AND “genetic counseling™  Filters: English; Japanese
#1 "Aicardi syndrome™ AND "genetic counseling” 5
#2 Filters: English; Japanese 5

2019 12 1

#1 (Aicardi /TH or aicardi /AL) or (Aicardi /THor /AL 225
#2 ( /TH or /AL) 7,791

#1 and #2 0
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%

135 100 9 9.0
136 245 25 10.2
137 2,000 165 8.3
138 1,000 59 5.9
140 3,000 100 3.3
141 5,000 207 4.1
142 100 6 6.0
143 40 16 40
144 3,500 95 2.7
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25,412 1258 5.0
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RESL
2014 11 11 2015 11 30
45 41 40
1.0 (2018 9 18 )

West 31 68.89 31 68.89
8 17.78 39 86.67
Angelman 1 2.22 40 88.89
Landau-Kleffner 1 2.22 41 91.11
1 2.22 42 93.33
1 2.22 43 95.56
1 2.22 44 97.78
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11 24.44 11 2444

8 17.78 19 42.22
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5 11.11 31 68.89
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