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BEI-7T LUR N UBETRE 2110 Fl0E L
(LA R USERID SRR CTAMA & BRKBMETAMNAZRRWE)

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

impairment®

Neuropsychiatric ASD 355 (16.8%), ADHD 39 (1.8%), memory disturbance 104 (4.9%), aphasia 17 (0.8%), executive dysfunction

findings 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
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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

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.
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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 thanfimpairment*: 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)| Diet 8 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) | Diet4 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 | 22(91.7) | Bedridden 14 | 24 (100)
syndrome (45.8), 10 (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) [217(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: IQ/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
Etiolo 0 /male) (range, onset |seizure:| of main seizure other [|impairment:| neurologic/ | A or
8y median) |(range,| n (%) | seizure: types: than n (%) psychiatric |B/C or
median) > monthly | n (%) ASM: symptoms: | both:
n (%) n (%) n (%) n (%)
Structural
. ASD 21
Focal cortically nal gsia5 | 06717 |0-42(3) TN 69 (63.9) |49 (45.4) | S | 54 (50.0) [(19.4), paresis| 20
dysplasia (84.3) 53 (49.1) (88.9)
15(13.9)
Neuronal migration ) i Focal 29 Surgery 5 Paresis 6 36
Fisorders 37| 2116 | 0-48(18) |0-28(5) (78.4) | 26 (70.3) |22 (59.5) (135 | 22 (59.5) (16.2) 97.3))
Gelastic
. 72
Hypothalamic 72| 33/39 | 253(10) |0-10 (0)| (100), | 20 (27.8) |48 (66.7) | SUIBY | 95(34.7) |ADHD 7 (9.7 %2
hamartoma 70 (97.2) (58.3)
focal 24
(33.3)
Memory
Cavernous ) 1-73 |Focal 23 Surgery 9 . 16
hemangioma 25| 14/11 | 2-76 (40) @4 | (92.0) | 18 (60.0) |15 (60.0) (36.0) 3(12.0) dlsu(lflzo%r)lce:a (64.0)
ASD 6 (25.0),
Dysplastic tumor* | 24| 1113 | 252 (200 |0-36 (@) [F°@L24 9 (375) |13 (54.2) | SWEY | 10417 |, memory 17
(100) ’ 7119 (79.2) ) disturbance 3| (70.8)
(12.5)
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Paresis 12
0-73 |Focal 28 Surgery 7 (37.5) 27
Trauma 32| 527 5-77 (43) 1s) | 75 | 12 (37.5) |19 (59.4) 21 9§ 15(46.9) | executive (84.4)
’ ’ dysfunction 5 ’
(15.6)
Paresis 14
Hypoxic-ischemic ) ) 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) (1% 137 13 (31.7) memory (78.0)
’ ’ disturbance 7 ’
(17.1)
Mesial temporal lobe 0-75 Focal Sureer Memory 153
epilepsy with|197| 109/88 | 4-77 (41) (11) 197 |122(61.9) |116 (58.9) 117 (g59 i) 38 (19.3) | disturbance 777
hippocampal sclerosis (100) ) 26 (13.2) )
Sturge-Weber Focal 22 Surgery Paresis 13 32
syn dfome 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 (9.4)| 40 (78.4) |ASD 15 (29.4) ©94.1)
(17.6)
Focal Paresis 30
125 Surger (18.6) 105
Other structural 161| 80/81 0-85(28) |0-83(9)| (77.6), | 113 (70.2) | 80 (49.7) 40 (2g4 g) 75 (46.6) bedridael’l 14| (65.2)
tonic 18 ) (8.7) ’
(11.2) '
Genetic
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Tonic 5 Ataxia 8
(19.2), (30.8), 926
Angelman syndrome | 26 | 11/15 1-41 (10) |0-31 (1) |myoclon| 16 (61.5) |12 (46.2) 0 26 (100) sleep (100)
us b disturbance
(19.2) 10 (38.5)
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| 37/0 5-44 (14) |0-17 (4)|tonic 10| 16 (43.2) |10 (27.0) 0 37 (100)
(27.0) 14 (37.8), | (100)
) bedridden 10
(27.0)
Focal 28 ASD 22
: . . (45.2), Hormone (35.5), 60
Other genetic 62| 36/26 | 1-36(9.5) |0-25(0) ore 11 34 (54.8) |33 (53.2) 6 (9.7) 57 (91.9) bedridden 12 | (96.8)
17.7) (19.4)
Metabolic
Focal 8 Paresis 7
. ) ) (47.1), Diet 4 (41.2), 15
Metabolic disorder 17 5/12 1-47(7) 1 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
. . i ) 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) (21.7) (95.0)
Immune
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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)
Immune Memory
Other autoimmune 1-74 |Focal 26 9(32.1), disturbance 8| 26
Fisorder 28| 18/10 6-75 (41) ©2) | (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 68 267
(10) 333 35 (10.2), (19.9), (78.1)
Other focal epilepsy (97.4) hormone memory
without known 12 (3.5) disturbance
etiology 24 (7.0),
paresis 16
(4.7)
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
Other generalized (6.5) | (44.8), 3 (5.5) (77.6)
epilepsy without absence
known etiology 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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(Lafora Jp) K ONBYERRARIZ M 42 1
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R @ web ~— LB LUBENIZI T 5 &M
i) - (TMABAZE T A A & RPkIRIER] 70 &
D 30 FELLE, web X—T |
<http://epilepsy. med. kyoto—u. ac. jp/suppo
rtcenter_j/information>d X OFENIZ BT
LEMBA) E1To7z.

(2) ARTANATZTH T2 e S
& OREFEERE L I —

K100 4 OBMENRBH Y, HEEIFT— L
WRHCREIEICBED D K577 v r— h &% M L
A SR A 2 757

(3) %5 13 [A] AOEC (2021/6/10-14) (ZH\>
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BhDZETH% (Clark, Harris, et al. 2010) . RPEEKERELIREEIED) & M7 B BES) & O
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FEISENEND Z LM TH D (Clark, et al. 2000; Neville, 1997) . HeIoMks BMEBRIFREL 4y
BRRIRIFE T2 < (Clark, Harris, et al. 2010), MR AR 2=/ — 3 UEEEA~OXF
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PHETEN AR AEY T —v g VEYS BB SREFEAN BRI AE Y T—a VEY
DRI A RTA VRER, WM ) e T —a oA R4 UREZBS Rtk - IR
BINEYT—a A RTA 2 B20k @SR, 2014,
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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
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£ (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
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PRGBS BN BRI LRIV BT THY | BIBHHRA ROBNOZEN LU, £, BIZ 7/ LDHE
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