TARNT AIEBRE BRIARTAL (8 2 1)
BT BB R (AR EFBORMITESEEE) TR TAD BT AN s BE

1. W48, B
QLU: 7AW T AEBEREDO IO BAER FIRTE ST ~E) 2|

SHHR MRI AR A CHRAMBCETERR S H | BEATHEIR FVE . B R AR 2 HERE L | MRS A CHERAS IR LA TERE 3
o

[fiRi]

T A TIVT A FEAGEREIL 196541 Aicardi® 23 T A new syndrome: spasms in flexion, callosal agenesis, ocular
abnormalities | &L CHIH TH A L CLLUK(Aicardi et al., 1965), sEHTAMN A, IGE R, IR (RIS RZEAL)
DEF B O = Th o7z, BB EIE2Er N ORI, 200541 ZAjardil X2 W EHED UGT 242"
(Aicardi, 2005), EIPNIZIIT DT A BT A SEMRE DS IT EEHEL 20064E OB W EEHEIZHEL TR S LT,
EHNAFAE (b LIZBZEOAFE) T2 WD AT B I, MR FLE BB TR T OB 531328 /1M
), i fE P (L ECET) BETEIR B O =0 H Th oD, MR FEEEDO —2>THY | IR OTEEBL
IFEB Y RIBZFRD D, D IEF IRFEBNTIRISND, BB TE R 0 BT IR FVE A EO 720 MG R
BT, 7AIV T AIEGEREORZWNIIIZAR 5 Th D (Aicardi, 2005), 4L, EDBHIFILIEHOTAIA
FEAETHIET DAY, WD FEVRILTRIE M RIENELIE RIFAERE TAAMEA S Z L LIS D FEAE DK K%
| 8B 1 1FI O YEIH X IE & Th o7z Ly STV D(Palmer et al., 2006), REATAMA (TADA
PERSZ L) MBI E 72 & OMRIER T, BUE TSR L RPTEIK I EIC LD "Rk B A b, T
A PBVERL I DR THREE FTRETHY . TANAFIEDFRIERT Th->Th, LR DB RS P A
WHRETHIUL, TAINVT AIEGREOZWNIATRE Th D, F/o, Z<ITL R THHA, B IRFIH HE ST
FY(Chen, 2010), YERIZZ W E D HRE TR,

RBER BB U ZIRER

PubMed #5%:2019 4 12 H 2 H

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

#1 “Aicardi syndrome” AND clinical diagnosis 71 4

#2 Filters: English; Japanese 69 14

R EERMR AR 2019 4 11 A 10 A

(Aicardi JEfF#RE/TH or aicardi JEMH#E/AL) or (Aicardi SEWERE/TH or 7 A7 IEWGAE/AL) and (B
r/TH or ERIRFZWT/AL) 71

\
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Q2: T A TN T ASEGRELER SIS BITARITH 2]

KRIBETE RS & | e AR IREE R T 2 ST R B ICZE T BN D,
IR B2 I R AR 2D/ INIRERIE | Goltz SEMERE, IRASHERIE 245/ NIAE | AN B2 RIEWRE, 1p36 AR IJE ok
FEL BT ANV ARG E BT D,

[z ]

TATNT AFEAREED F R T, ORIN) BB RSB | I AR MEARKEIRERAL, A S X L FEAE, i
FLEADOA R —~THY, TNHBIOTNOOIERIFT A X - 3R EOER LB TH D, RIMBIE TR
HOZLITZ/NEIEITHY | o R IME LA RITMIE X R S D, BETHEIK BB OB L, MK
FITFTERRBLLITE D RBEBE IV Z 5,

BB R A8 A D/ NIRERAEMLS)Z BUTE [ 238 26 KA T4 PEDBRIR B R $2(LSDMCA) | & L TR R
F(HCCS, NDUFBI11, COX7B\ZLD 3BT/ FAZILTOD(OMIM #309801), W3 #uh XoBgH M C B ME B
DT=D LB D I NZFGET A(Wimplinger et al., 2006; Indrieri ef al., 2012; van Rahden et al., 2015), A A% 1L<
VXIRIPED /NIRER, A SR & B BT O B AR T A (14 | 3R LB ) DV T D, IR R AR MEIRAE I
it LR O CAMARIEEET- L, TA VT HJEGEREZHERIT D(Van den Veyver, 2002), 741 H/VT 4
SEMRRE CIEBF IR A2 W DT BFIRIE R HIMLS /LSDMCAE DEERI R Th %,

Goltz JEFEE(OMIM #305600)(%. focal dermal hypoplasia &diEav, BE IR O B K I ik . B # Lt F 0
kB  PNREKBLITER KA EET D2, BB L OO L EDOHITHIEL,
MLS/LSCMCA DB NERM SN TWed, Xpll1.23 IZHL & 5 PORCN 2 R 3R IK T
B R B EINTND, I LR K& B DR FL coloboma M # & L TWAH(Van den
Veyver, 2002; Bostwick et al., 2016),

R & 8 B 0E A fF 5 /0 BRE 13, H G K 8 VE B s DR K M B E - U N TR I - Y BEE A fE
I LI E 722/ BB SE Microcephaly with or without chorioretinopathy, lymphedema, or mental
retardation (MCLMR) (OMIM #152950)& ., ¥ Yt R PEBARDH G (18 55 P /] SHE &R #6618 15 e
autosomal recessive microcephaly and chorioretinopathy (MCCRP) (OMIM #251270)®
TSNS, MCLMR 13 10923.33 (ZALIE D KIF11 25D RIATHY, MCCRP 13, i A &
T (TUBGCP6, PLK4, TUBGCPDIZXVIHIZ 3 A (MCCRPLI-DIZHEINTWD, TAH
VT A E AR BE I N CU/NBRE 2V E T, /0 I B0 R ET R IR BE 2R 8 o rk R e B B R
FIIXENTHD, TAHVT AE & BE DR M B SE (35 0 B3 IAL & $20I2% L,
MCLMR/MCCRP @ ik #& #f8 5 hiE 1350 & #0 2 h0 8 L. B A i 5 7 13, HAL bl #1358 o
B E BN 72 A (Wong and Sutton, 2018),

RN R &I ¥ oculocerebrocutaneous syndrome (OCCS)IE., Delleman—Oorthuys JEEREE S LIXA ., Je R M
DPLSG R P& B, TRt NIRER . TR R & 2235, OCCS DT RS F IR FRIED 2 /M
[, BEETMEIK VL IR RABOMIC, FERRRFERZRL, T AV T HEBRCEEEL 95, OCCS Tl 9F
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SR D /N BRI R & F AL L 7= AR AR A SRR NS, TRIRIEARBA ThD 03, X Ytk D5e 421
fRoT-MNELZ AT MO 1 FILIS, R THMETHY , X HEHMEE R F O RAMIT Y A 72 BAHER S T
A (Moog and Dobyns, 2018),

1p36 KR ISEMEREIL, YRR R R ThoEb A S < FEREA, MBIREE | TANATIE, g
A ET2 T, —HOREGNIZ /MBI Z R E 3D BUE I AR 2 E T3, WM DO FLER/K 4 papillary
coloboma, MK ZFED KINTERL G . SREETAMNAZET-L Aicardi JEMEREEZWTS V-2 A C 1p36 58
12 6.4Mb D KRN HE ST D (Bursztejn et al., 2009),

TN ANV ZEGLCUE, FERFFRIED 2/ M a2 & 7o 3 e RIE A RAT e AV ARGIE LS | SR MY Bk
ARAE BER A (LCM)T A VARG T DD, o KM LOM U A VAT, 7L AV ARHIET5 RNA &
ANVAD LCM VANV AEIL T D, K 3 53D 1ITESER THLR, AL 7NV PREER A E7-L, EIER]T
VIR PRI D D BB R A 5 | S 23, R PNIRYL TI3 e R K IEE IRAS MR S | MEftass Bz o
Ffiz & 723 (Kinori et al.,, 2018),

B BB U ZIRER

PubMed #5%: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 14

S EERR AR 2019 4F 11 A 10 A

(Aicardi JEERE/TH or aicardi JEMERE/AL) or (Aicardi SEW@ERE/TH or 7 A 71V 45iEWGERE/AL) and (#5172
[/ TH or S&HIFZHT/AL) 71
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2. Wit
Q3: T A BN T AIEGREC BT BRI R A D BRI 2]

T AR IT AFEGERECOEIE T D TADADBIOT- DI MR E N L ETHD,

[fimit]

TANNT HEGERECIETADARIEE DL, SR CADANCHDLND TAMANEAR SR LY o L6 R
IRRVERCHD, 72720 TAUDANEA XK IET A DNT AEERED 4T% LR 5417 (Chevrie and
Aicardi, 1986), M ZHDPT L TIEA2 N, RIHTADNA T, I Ce T AT VAIT 2§ ZEMMEZWR, TAH L
TAREGEREC RV TC, B2 AT UAIT 1T 18%IZ LA FBAL720 M(Chevrie and Aicardi, 1986), £#(Z#)[A]
i Tl e 27 UAIT 1T 18 il 1 FILG80 BT 7 FIOMMEITIE R O E D DD (Palmer et al.,
2006), I i A Tl KBRS AP UL, MHRIE ORI SHUE OFER LARIRIES L Il S A7 ikig o
MK, T72bb YT Ly al - R—ANTHD, 2OV T L yia——ANIUFEAEFIZIEFRE T, 22
FEMEDFEFIT A AIMED S, BHAIME T o TH AL D RIEH-ER THAZL TAL D(Aicardi, 2005), Y7 Lyiai -
IN— ARG RSN G CH NI IXFERIFRED Z L0320 M(Palmer et al., 2006), TAMAAEA/ K LDIENERF
I 1A S X W R L 72 RIS A2 0 UIEUIE R O /3 AR iR AR Eh Mo AN S 5, 6
YRR R S & [RIRR I . FEAERFIM I TR B OIRIE VX e 22N BB, I IE BN SRR S TR 22 81
$72< | Lennox-Gastaut SEBERE CADIVDEEMIRIE A ITAT T HZEIXTEA LR, B R MED TN ANE
FLEPES UIXUITERO HILD(Aicardi, 2005), SR TANADOFRIERTNZIEEME B EEL IR TANAZE
RO BIHHRE S TIRY, FEAERMES A H Th S (Jocic-Jakubi and Lagae, 2008),

R BB IRER

PubMed #5%:2019 4 12 H 1 H

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

#1 “Aicardi syndrome” AND EEG 60 4

#2 Filters: English; Japanese 60 14

R EERRFE 2019 45 12 A 1 A

#1 (Aicardi JEERE/TH or aicardi JEWEAE/AL) or (Aicardi SEMERE/TH or 7 A /LT (JEWERE/AL) 225 {4
#2 (i3 /TH or ik /AL) 57,065 {4

#1 and #2 39 {4
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Q4 T A TN TSGR 6 BT AR A 1372120 2]

T ATIVT A FEAEREEDEFAE DM DT\ ZHHE MR RSB TH S,

[fiai]

TATNT HIEGREDO8 OO EEEDI L | R KHE , BUETERCI T | SATHEIK (VB BN, IRHS %
FLIEIEDO S5 D IX MM TERE AR IR . RrIZHAES MRI MRZIZ &> T2 WS a(Smith et al, 1996), i Ve HIHLIE
AR R OBRH R A 1T, LR M RAR D[R E D2 Wi 272 D (Palmer et al., 2006; Gacio and
Lescano, 2017), AMGE /K8 TIZAIIMEE % A DPE K (colpocephaly) 2NRFEI)THY . BHER A S I A CRIIN=
B DILRAEFBO TG A IR KB A 56D, SR & CIX R BRI R | ST VB ORI TN
HCThY | ST R A TR KBE RS TG AT MRURE ATV O E ORER LI Th D,
BEER CT A CHRADKETIUTBWI CEDLAELHDN, TADNT AFEMGERED B E IR I F 152/ ik E]
W<, BATHEIR VB S/ NSWIRZE N L, BEE CT A CORBHIREETHY . LV EJE O & OB MRI R
BEITORETHD, MERBITFTEEREOLE LD, H0 K 17%~50%245415(Hopkins et al.,
2008; Govil-Dalela et al., 2017), BUEJERLEL 132/ MMII232< | BIEAE S LB D AZET BT D
U FREIERA D2 UITUIEED, BFTHEIK VB = 8 B ARS ERR I TR B LU I L TRO LD, K
BT RITHEIK AELRDOIDH I PRI Tl LS/ MK THHZE A%\ (Hopkins et al.,
2008), BHZENFENUTET OFERHIRIZZ L BN, %IHEE, /DKIZHROBILD,

R BB IRER

PubMed #5%:2019 412 H 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 14

R EERRFE 2019 45 12 A 1 A

#1 (Aicardi JEHE/TH or aicardi JEMEAE/AL) or (Aicardi SEMERE/TH or 7 A VT AFEMERE/AL 225 4
#2 (MRI/TH or MRI/AL) or (X # CT/TH or CT/AL) 1,506,376 {1

#1 and #2 44 {4
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TAINT AIERRE BRATARTAL (& 25

AT BRI R I & (ERAMERBEBORIIEE ) T CAMNAIZBIT 2F88IE) BE
3. IRJE
Q5: T A BN T AEBERED TAAFEIETORISITARI) 2]
DT AN ASEBEREL R U AR S U SRR 2R IR B 2 LMD Hi D,
[fimit]
TATNT AFEAEREE L COHFLTANAIEDOEGIRRERI LA SIL TR, TA VT AIEBERED T A%
TEIZR 23K DA 20b LTI T JEFIRRES LT — A —=ZFRIZROND, T ATV T A e
DTADAFEIET, DIINITTADAAEA S LG UL IS SRR R M5, BEHIIICITS ES EAR%EN
HESNTODD, BRI IR AP 720, Rosser HIZED 71 FIOBELTIE, TAMANEA K AT 17%,
AT m=—FEAEDS 14%, FEVEDIRIEDS 12.7%, FRIELFATENEDS 9.8%, HERIEIEDS 7%, /1 FE1EDS 5.6%, FRIE
FEAEDS 1.4%, ERLURAFEAED 1.4% Tdh->7-(Rosser et al., 2002), £z, 6T9DIERI THRIENE B HY | FAIH
BAZEDRMENRIT 3 FIO R ThH oIz, SESFePITANAIK, ACTH Wik, 7 N BRIESMER S, /b
® Rosser HIZHLD 2002 FEOHE TIX, ST B RTL78 45%, T~ —hA% 28%& 1EZDDHTANAHE
(ZHEAREBEEE I E IS O, B CADAATKT L, FIIDE TSN 2 8 5 USRS TEATE AL L T2 2 A3
HESINTWA(Chau et al., 2004), 19 FIDOT A HIVT 4 JEGEREIZKTT S CBD O 5 CTlk, TAMNAZIE (5
VERNT P BAS VTR ITKET5 50%252h =138 G- 12 1, 48 M EHIZ T1% Toh-o7=(Devinsky et al., 2018),

RBER BB ZIRER
PubMed #5%:2019 4 12 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 14
PEpEkRRSR: 201945 12 H 1 A
#1 (Aicardi JEEHE/TH or aicardi JEMERE/AL) or (Aicardi SEMERE/TH or 7 A VT AFEMERE/AL 225 4
#2 (FUHOIVAUEI/TH or HTUCAMASE/AL) 41,458 4
#1 and #2 12 {4
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Q6: 7 AT RSB IT DA BRI 2]

TAMAFEVEIKE T D8R A TFAN SO F A E ., B FREE RS DOOFRIEI T DABHAR M TS,
[z ]

TATINVT AFEAERED TADAFNEIL, FTTAPATRIT UIRSIEA R T 28032 —HEDSEFCIISNEHE
FENABDI, EFIHRED LT — A —AMFIEE L TRESILTND, TA TN T AFEGERED TADAFE
TRISRI DA =03, -EREEWT . B UIBR, RN GREENT . K ErRRRIRIE(VNS) 23T o5 (Podkorytova et
al., 2016), FI DL HEREOIbRE 1T T2 2 B (2 7%, 3 30 13, TADAFIEDIERIHAL S A HfL~, H B
AL AL ~DFEVEBE DD 278D 7= (Govil-Dalela et al., 2017), JRZ\ZBRE R /oA 2% 8O M RERY
ERBEITIN 232007 6 713 6 20 H FRIFEMELE T AT VAT I8 HRLIZHN, DB TAMANMEA S LDMER 1-3
BB 72, RO BERVEYIRZ 2T 72 1 ki, FEEBAD LAV L7223, f A BAEA R E TV D
(Podkorytova et al., 2016), VNS Z32(F72 5 D55 2 BITIRIEDEINL | FEHEE A SGEL | FERBEWTiT A2
F72 LB, FLCAD AT HAIREZ A LR ORIEDH I LIZ(Rosser et al., 2002), A2, fix
ARIZ R D 1HIZATod, TRIEFEAEDIRL . Z D50 A 12 I THERERI - ERBEBT I 23 T 4041, 7 72> H I 1ED
{HIL7=(Saito et al., 2009), Kasasbeh &IX7 A AVT AFEMRE 4 BIOFAATZ OFBEAZTHRL TWD, M
BEWTIRT 23 2 B CTT04L, 1 BITEREIRIESTHAL . fLORAERLE 90%E L, MEAR, 557, B ATERERED
FL72, B9 1 ll% VNS TIRAIENEALL . Z D%, GRS RIS U MG EEET AT o723 | FEMEITHE
AU, #OSEFOUSET | BEIRFE S 258072, fthod 2 Bi13 VNS 23 Thod1, 1 BlEFEIED D L2, $5 1 41
IIFAEDEAIZ72h > T (Kasasbeh et al., 2014), Palmer Hi% 14 FlOT A AT SEMBEFED R WA H
L. 11 i CTADASNEL R GERIZ AR 250072 1 B3 R 2 OF 38 L7223, 28 VEITH R L7 (Palmer
et al., 2007),

TAIPATIELIIMI KT T D BHER E LT, IRkiS &5 ALEAE(Uchiyama et al,, 1997; Taggard and Menezes,
2000; Pianetti Filho et al., 2002; Frye et al., 2007), W3 5&@(Chappaz et al., 2016). M E(Akinfenwa et
al., 2016), FEZEEMIE(Ortube et al., 2010), 14 fE(Kiristioglu et al., 1999). fglhlE. & RIE(Tsao et al.,
1993) 1 /= 1 Z&EZ4(McPherson and Jones, 1990; Umansky et al., 1994). FAAIZSE(Grigoriou et al., 2015)1Z
XD FATRIESC R . H BB UEIC %95 Nissen F1i7(Terakawa et al., 2011; Toporowska—
Kowalska et al., 201 DA3HEZIL TIN5,

PubMed #5%:2019 4 12 H 1 H
”Aicardi syndrome” AND (surgery OR “vagal nerve stimulation”) Filters: English; Japanese
#1 “Aicardi syndrome” AND (surgery OR “vagal nerve stimulation”) 29 14
#2 Filters: English; Japanese 28 14
PEpEkRRSR: 201942 12 H 1 A
#1 (Aicardi JEHE/TH or aicardi JEMEAE/AL) or (Aicardi SEMERE/TH or 7 A VT AFEMERE/AL 225 4
#2 GMEHFRAN/TH or SMEHER/AL) 2,074,237 4
#1 and #2 10 {4
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6. Z A

QT: TAINT AR BT BB KL L DLHITATHN 2]

XOHEGHMEDF AL BLE Z BN TWD, JRIRITHIFIL CRb 7| RIEEDFRIREN 1 F R B ESINTE
0 EEHEAEE I TN HILD,

[fimit]

T AT AFEGEREE X SO A ZERAE B Lo TAELDEB 2 BV TODA, JRIEIZHIBIL ThZeny,
ZITINFEGITHY | FIENEITARIEIE D 1F R DA S T D (Molina et al., 1989), Z<HilZIRITIE~
YLK DR ESNTRY, R hREEZITHIZEE2BEBL THIOM, 2R RARIUT R, TA D
VT AIEAEREI T2 D FIEDI < . BTl Klinefelter JEEREE(AT,XXY) THE S TCVA(Hopkins et al.,
1979; Zubairi et al., 2009; Shetty et al., 2014), 46,XY O B THE A S TS AN Curatolo ef al., 1980), 7
ATINT AFEMGRREDIEMEBIFIN D T 2 ey 1:1.7 LLCHEENL T RPERD 149 m W\ 2emb, BT AR
FELE 2 BTV D (Donnenfeld et al., 1989), X YetafRKDOARIEALIZOWTIL, 7 7 3 FIlIZIRY skewing 2378
DB (Neidich et al, 1990)&, 10 B TRELDRVITFRD DR -7 (Hoag et al., 1997)HNEAE
LD, X Gefafil 3 B Y ta (R RA L S s S, DI D Xp22.3 AR BN EE 2 HIvT
WA DMRopers et al., 1982), BRJEFNET A T /VT A SEBERED PG 21X 720 | D% OB RS ZE T
H R I DA TSN TV (Donnenfeld et al., 1989; Neidich et al., 1990), 7A 1T AJEMERELAE R VLD
— PR A VAN S S TR | R T X YR DRI L S — AR ZED RIS T2ZEM D, ZRE% O
el 5y BRI O Fws LHERIS AL T D (Costa et al, 1997), sUEATADNA, BIRIOFLIAT R —~ | KA,
IR 2R AT ASEEREE 2SIz 11T 1p36 RADHMEIITEY, BRAZKBLETHD
(Bursztejn et al., 2009),

PubMed #5%:2019 4 12 H 1 H

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

#1 “Aicardi syndrome” AND “genetic counseling” 514

#2 Filters: English; Japanese 5 {4

i EERR AR 2019 4 12 A 1 A

#1 (Aicardi JEHE/TH or aicardi JEMERE/AL) or (Aicardi SEMERE/TH or 7 A VT AFEMERE/AL 225 4
#2 GRAZAHFR/TH or JEARFAFR/AL) 7,791 1

#1 and #2 0 fF (G%%47eL)
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BTG BR AR (AR B EBORITTEEEE) TR TANAICBIT 238Am) Bt
[Website]
FRER AN AR BIE (Fs BB 138) ; BB 15 ¥ & % —http://www.nanbyou.or.jp/entry/4397 (2019/10/04 72
)
TATNT AEGERE (FRE S 135) ; #9917 # 22 # —http://www.nanbyou.or.jp/entry /4393 (2019/12/01
T R)
Aicardi syndrome OMIM%304050 (2019/12/01 7 2% %)
Sutton VR, Van den Veyver IB. Aicardi syndrome. GeneReviews create date:2014/11/06(2019/12/01 7 2%
)

[CiEk]
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