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T A TIVT A FEAGREIL 196541 Aicardi® 23 T A new syndrome: spasms in flexion, callosal agenesis, ocular
abnormalities | &L CHIH TH A L CLLUE(Aicardi et al., 1965), sEHTAMN A, IGERHE ., IR (RIS RZELAL)
DEF B O = Th o7z, B EIE2Br N OMEAR LD, 20054 (2 Ajardil X2 W EHED UG 242"
(Aicardi, 2005), EIPNIZIIT DT A BV T A SEMRE DS I EEHEL 20064E OB W EEHEIZHEL TR S LT,
EHNAAE (b LIZBZEOFE) T2 WD AT B I, MR FLE BB TR AR T OB 31328 /1M
), = E P (L ECE T ) BETEIK B O =T H Th o, MR FE RO —2>THY | IR OTEEBL
IFEB Y RIBZFRD D, D IEF IRFEBN TR SND, BB TR0 BT IR FVE A EO 720 MG KR
BT, 7AIV T AIEBEREORZWNIIZA 5 Th D (Aicardi, 2005), 4L, EDBHIFFLILHOTALA
FEAETHIET 22N, D FEVRILTRIE R RIEN BRI RIFAERE TADAMEA S Z L LIS D FEAEDKI - $i A
5| 18BIH 1 1FI O YEIH X IE & Th o7z Ly STV D(Palmer et al., 2006), REATADA (TADA
PERSZ L) MBI E 72 & OMRIER T, BUE TSR LR IEIK BB D "Rk B A b, T
A PBERL I DR CHREE FTRETHY . TAMAFIEDRIERTTh->Th, LR DB RS P A
MHRIETHIVUL, TATNVT AFEGREOZWNIATRE Th D, F/o, <L THHA, B IRFIE HE ST
FY(Chen, 2010), YERIZZ W E D HRE TR,
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#1 “Aicardi syndrome” AND clinical diagnosis 71 4
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Q2: T A TN T ASEGRELER SN SIRBITARITH 2]

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

[fiRi]

TATNT AFEAREED F R T, ORM) BB RSB | I AR MEARREIRER AL, A S X L FE1E, i
FLEADOA R —~THY, TNHBIOTNOOIERIFT A X - 3R EOER DL B TH D, KIMBIE B
HOZLITZ/NEIEITHY | o R IME LA RITMIE X R S D, BETHEIK BB OB L, MK
FITFEREKBLLITE D REEBE IV Z D,

BB R A8 A D/ NIRERFEMLS)Z BUTE [ 238 26 KA T4 PEDBRIR B R #E(LSDMCA) | & LU TR RS
F(HCCS, NDUFBI11, COX7B\ZLD 3BT/ FAZILTOD(OMIM #309801), W3 #uh X gH M C 5 MBS
DT=D L RO I NZFIET A(Wimplinger et al., 2006; Indrieri ef al., 2012; van Rahden et al., 2015), A A% 1<
VXIRIPED /NIRER, A SR & B BT O B AR T A (14 | R L) DR T D, IR R AR MEIRAE I
B RO T ARIEE ST, TAINT ASEBERA IR D (Van den Veyver, 2002), 7 A H/LT 1
JEAGRE CIEB R IRIZ RN DT BRI K ASMLS/LSDMCA L DEE R T D,

Goltz SEMERE(OMIM #305600)1, focal dermal hypoplasia & iEAv, BE AR O K & (K ¥ ik . B #& & F O
Wk EE  PNREKBLITER KA M ET D2, BB EOTDO L EDOHITHIEL,
MLS/LSCMCA LD BP MBI M S TV, Xpll.23 ITALE §%5 PORCN ZE £ PR IA T
HY IR BEINTND, ML LR #E M DR FL coloboma 23# 5 AT 5H(Van den
Veyver, 2002; Bostwick et a/l., 2016),

R & 8 B 0E A fF 5 /0 BEE 13, H e K 8 YE B s DR K M B E - U N TR I - A BEE A fE
I LI E 72 W/ BB SE Microcephaly with or without chorioretinopathy, lymphedema, or mental
retardation (MCLMR) (OMIM #152950)& | # Qe iR 5 MR R D& e (4 (R 25 1 /1 BRJE & IR % 8 A e
autosomal recessive microcephaly and chorioretinopathy (MCCRP) (OMIM #251270)®
—OIZ &N D, MCLMR 13 10923.33 IALiE$ D KIF11 ZEHR DRI THY, MCCRP 1, iU A & 1=
F (TUBGCP6, PLK4, TUBGCPIZIVIHIT 3 B (MCCRPI-3)IZHEINTND, TAH
VT A E AR BE I N CUNBRE 2V E T, /0 BB ET R IR B E AR L o r R i e B B R
FIXENTHD, TAINVT ANE 5 BE O NRAS M8 BRE (3 O B ISAL [ 2 DITx Ly
MCLMR/MCCRP D ik # 8 B E (332 5 6 IS Ar & L, 1 AP RO 37 AL ba & 3R o
B E BN 72 A(Wong and Sutton, 2018),

RN R FEJE ¥ oculocerebrocutaneous syndrome (OCCS)IE. Delleman—Oorthuys JEEREE S LiXA ., Je R M
DPLSG R P& B, TRt NIRER . TR SR & 235, OCCS DM RS F IR FRIED 2 /M
[, BEETMEIK VB IR RABOMIC, FERFRFERZ RL, T A VT HEBRECEEL 95, OCCS Tid, 9F
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SR D /N ERIE T R & F AL L 7= AR AR A SRR N5, TRIRIEARB ThD 03, X Ytk D5e 421
fRoT-AMNELZ AT MO 1 HILIS, R THMETHY , X EEHMEE R F O RAMIE Y A 72 BAHER S T
" A(Moog and Dobyns, 2018),

1p36 KR ISEMEREIL, YRR R R ThoEb B S < FEREA, MBIREE | TANATIE, g
A E72 T, —HDREGNIZ /MK EIZ R S 3D BUE I AR 2 E T3, WM DO FLER/K 4 papillary
coloboma, MK ZLED KINTERL . SREBETAMAZET-L Aicardi JEMEREEZWTS V-2 A C 1p36 18
12 6.4Mb D KKV S TS Bursztejn er al., 2009),

TN ANV ZEGECUE, FERIFRIED 2/ M a2 & 7o 3 e RIE A RAT T AV ARGIE LS | SR MY/ Bk
RAE BEREI (LCM)T A VARG T DD, o KM LOM U A VARG T, 7L T AV ARHIE 5 RNA &
ANVAD LCM VANV AEIT D, K 3 53D 1IFESER THLR, A 7NV PRIER A E7-L, EIER]T
VIR PRI D D BB R A 5 | ZE 23, R PNIRYL Tl e R K IESE IRASHERR S | MR tass LRz o
Ffiz & 7= (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
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2. Wit
Q3: T A BN T AIEGREC BT BRI R D BRI 2]

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

[fimi]

TANNT HEGERECIETADARIEE DL, SR CADANCHDLND TAMANEA SR LD o L6 R
IRRVERCHD, 72720 TAUDANEA XK IET A NT AEERED 4T% LR 5417 (Chevrie and
Aicardi, 1986), M ZHDOPT L TIEA2W N, RIHTADNA T, I Ce T AT VAIT 2R3 ZEMMEVR, TAH L
TAREGEREC RV TC, B2 AT UAIT 1T 18%IZ LA B 41720 M(Chevrie and Aicardi, 1986), £#(Z#)[A]
i Tl e 27 UAIT 1T 18 il 1 FILG8O BT T FIONMIEITIE R O E D DD (Palmer et al.,
2006), I i A Tl KBRS AP UL, SHRIE ORI EHE OREFE LARIRIES L IZHHl S A7 ikig o
MK, 72T Ly ar - R—ANTHD, 2OV T L yia——ANIUFZEA L FIZIESFRE T, 22
FEMEDFEF T A AIMED S, BHAIME T o TH AL O RIEH-ER THAZL TA L D(Aicardi, 2005), Y7 Lyiai -
IN— ARG RSN G CH I IXFERIFRME D Z L2320 M(Palmer et al., 2006), TAMAAEA/ K LDIEERF
I 1A S X W R L 72 RIS AR 0 . UIEUIERIE O MR /3 AR iR AR Eh Mo i AN B 5, 6
YRR R S & [FIRR I . FEAERFIM I S B OIRIE I Z e 22N B0, I IE BN SRR 5 TR 22 81
$72< | Lennox-Gastaut SEBERE CADIVDIEMIRE A ITAT T HZEIXFTEA LR, B R MED TN ANME
FLE IS UIXUITERO HILD(Aicardi, 2005), FEATANADFRIERTNZHEEME B IEEL IR TANAZE
RO BIHHE S TERY, FEAERMES A H ThL(Jocic-Jakubi and Lagae, 2008),

R BB ZIRER

PubMed #5%:2019 4 12 H 1 H

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

#1 “Aicardi syndrome” AND EEG 60 4

#2 Filters: English; Japanese 60 14

R EERRFE 2019 4 12 A 1 A

#1 (Aicardi JEERE/TH or aicardi JEMEAE/AL) or (Aicardi SEMERE/TH or 7 A 1/VT (EWERE/AL) 225 {4
#2 (i3 /TH or ik /AL) 57,065 {4

#1 and #2 39 {4
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Q4 7 A T TSGR 6 BT AR R A 1372120 2]

T ATIVT A FEAEREEDEFAE DM DT 1 ZHHE MR RSB TH D,

[fiai]

TATNT HIEGREDO8 OO EEEDI G | R KRAE , BUETERCI R | SETHEIK (VB SR, RHS %
FLIEIEDO S5 D IX MM TE RE AR IR . FrIZEARS MRI MRZIZ L > T2 WS a(Smith et al, 1996), i Ve HIHLIE
AR R OBRH R A 1T, LR I KRR D[R E DN 2 Wi 272 D (Palmer et al., 2006; Gacio and
Lescano, 2017), AMG: /K8 TIZMAIIMEE T A DL K (colpocephaly) 2NRFEI)THY . BHER A S I A TN
B DILRAEFRO TG A VIR KA 56D, SR 5 A CIXR BRI R | SATHEIK VB O MR IT A
HCThY | ST R A TR K BE RS TG AT MRURE ATV, O ZE OB LI TH D,
BEER CT A CHRADKETIUTBWI CELL A LD, T AN T AIEAGERED B E R I H 132/ ik E]
W<, BATHEIR VB S/ NSUWIRZE N L, B8 CT R CORBHIREETHY . LR O & OB MRI R
BEITORETHD, MERBITFTEEREOLE LD, H0 K 17%~50%2 45415 (Hopkins et al.,
2008; Govil-Dalela et al., 2017), BUEJERLEL 1328/ MMII232< | BIEAE S LD AZET BT D
U FREIERA D2 UITUIELED, BRI = 8 B AS ERR IR B LU I L TRO LD, X
BT RITMHEIK AELROOIDH, I PRI T e AL/ MK THhHZE A%\ (Hopkins et al.,
2008), BHZENFENUTEFT OFERHIRIZZ L BN, %IEEE, NKIZHROBILD,

R BB ZIRER

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 4 12 A 1 A

#1 (Aicardi JEEHE/TH or aicardi JEMERE/AL) or (Aicardi SEMERE/TH or 7 A /LT 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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JEA TR AR IS (ERAMER BEBORIIEE ) T CAMNAICBIT 2F8&IE) BE
3. IRJE
Q5 : T A BN T AEBERED TAAFEIETORISIZARIT) 2]
DT AN ASEBEREL R U ARG SRR 2R IR B 2 LD H D,
[fimit]
TATNT AFEAEREE L COHFLTANAIEDO IR LA SHL TR, TA VT AIEBERED TAA%E
TEIZR 23K DA 20b LTI T JEFIRE S LT — A —=ZFRIZROND, T ATV T AR
DTADAFEIET, DIINUTTADAAEA S LG UL T SRR R M5, BEHIIICITS S EAR%EN
HESN D, BRI IR A D720, Rosser HIZED 71 FIOBELTIE, TAMANEA K AT 17%,
AT m=—FEAEDS 14%, FEVEDIRIEDS 12.7%, FRIELFATENEDS 9.8%, HERIFEVEDY 7%, I /1FE1EDS 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 M BESMER S, /b
® Rosser HIZLD 2002 FEOHE TIX, ST B RTL78 45%, T~ —hA% 28%& 1EZDDHTTANASE
(ZHEAREBEEE I IS O, B CADAATKT L, FIIDE TSN % 8 5 USRS TEATE AL L T2 2 A3
HEINTWA(Chau et al, 2004), 19 FIDOT A HIVT 4 JEGEREIZKTT S CBD O 5 Clk, TAMNAZIE (5
TERNT P BAS AV CUVR) ITKET5 50%252h =138 G- 12 1, 48 LI T1% Toh-o7=(Devinsky et al., 2018),

RSB U 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: 201942 12 H 1 A
#1 (Aicardi JE#HE/TH or aicardi JEMERE/AL) or (Aicardi SEMERE/TH or 7 A VT AFEMERE/AL 225 14
#2 (FUHOIVAUEI/TH or HTUCAMASE/AL) 41,458 4
#1 and #2 12 {4
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Q6: 7 AT RSB IT DA EHA TR OISR 2]

TAMATEVEITKE T DR FAN SO FFEMIABE ., B FREE RS DOOFRIEI T DABHER M TN,
[z ]

TATINVT AFEAERED TADAFAEIL, FTTAPATRIT UIREIEA R 28032 —HDSEFTIISNEHE
FENASDI, JEFIHRED LT — A —AMFIEE L TRESILTND, TA TN T AREGERED TADAFE
TRISRI DA =03, -EREEWT . B UIBR, R GREENT . K ErRRRIRIE(VNS) 23T o % (Podkorytova et
al., 2016), FI D ZHERVEOIbRE ST T2 2 B (2 7%, 3 30 13, TADAFIEDIERIHAL S HfL~, H B
AL AL ~DFEVEBE DD 278D 72 (Govil-Dalela et al., 2017), JRZ\ZBRE R /i A 2% 8O M RERY
ERBEITIN 2320072 6 73 6 20 H IR MELE T AT VAT 8 HRLIZN, DB TAMANMEA S LDMER 1-3
BB 72, RO BERVEYIRZ 2T 72 1 ki, FEEBAD LAV L7223, f A AEAEETWD
(Podkorytova et al., 2016), VNS Z32(F72 5 D55 2 BITIRIEDEINL | FEHEEE 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 BRI 23 T 4041, 7 72> H I8 1ED
{HIL7=(Saito et al., 2009), Kasasbeh &IXT7 A A/VT AFEWGRE 4 BIOFAATHZ OFBEAZTHRL TWD, M
BEWTIRT 23 2 B CTT04L, 1 BITEREIRIESTHARL . fLORAERLE 90%E L, MEAR, 557, B ATERERED
FL72, B9 1 fll% VNS TRAIENEALL . Z D%, GRS /3 RIS U, MG EEET AT o723 | FEMEITHE
AU, $15SEFOUSMET | BEIRFEEH 258072, thod 2 i1 VNS 23 To41, 1 BlIEFEIED D LT3, $5 1 4
IIFAEDEAIZ72h > T (Kasasbeh et al., 2014), Palmer Hi% 14 FIOT A AT SEMBERED R WA Hi
L. 11 & CTADAINEL TR GERIZ AR 250072 1 B3 R 2 OF 38 L7223, S8BT R L7 (Palmer
et al., 2007),

TAIPATIELIIMI KT T DN BHERE E LT, kS &5 ALEAE(Uchiyama et al,, 1997; Taggard and Menezes,
2000; Pianetti Filho et al., 2002; Frye et al., 2007), W3 5&0(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., 20151
XD FATRIESC R . H BB U IC %95 Nissen F+1i7(Terakawa et al., 2011; Toporowska—
Kowalska et al., 201 DA3HEZI TS,

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: 201945 12 H 1 A
#1 (Aicardi JEHE/TH or aicardi JEMEAE/AL) or (Aicardi SEMERE/TH or 7 A 1VT AFEMERE/AL 225 4
#2 QBN /TH or SMEHER/AL) 2,074,237 4
#1 and #2 10 {4
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6. Z A

QT: T A BN T AR BT BB KL L DLHITATHN 2]

XOHEGHPEDF AL BLE Z BN TWD, JRIRITHIFIL CRb 7| RIEED RIIREN 1 Z R B EINTE
0 EEHEEAEE ITITI IO HALD,

[fimit]

T AT AFEGEREE X SO A 28R BUZ Lo TAELDEB 2 BV TODA, JRIEITHIBIL THhZeny,
ZUFINFEGITHY | FIENEITATRIEIE D 1 KR DA S T D (Molina et al., 1989), Z<FilZIRITIE~
DYLAONR R PR ESN TR, P hREEZITHIZ LA BB THIOM, 2R RARIUT R, TA D
VT AIEAEREN T2 M D FIEDI < . BTl Klinefelter JERREE(AT,XXY) THE ST A(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 AFEMGRREDIENE BRI D T 2 ey 1:1.7 LLCHEENL T RERD 149 m W\ 2emb, BT AR
FELE 2 BTV D (Donnenfeld et al., 1989), X YeafKDOARIEALIZ OWTIL, 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 KB RA L S iy S, DI oD Xp22.3 AR BN L 2 HivT
W5 DMRopers et al., 1982), BEJEFNLT A J1/VT A SEBERED PG 21X B 720 | D% OB RFHIRMZE T
H R I DA TSN TV (Donnenfeld et al., 1989; Neidich et al., 1990), 7A 4T AJEMERELAE R VLD
— PR A VAN S S TR | AR T X YR DRI L S — AR ZED RIS T2ZEM D, RGO
el 5y BRI D Fws LHERIS AL TS (Costa et al, 1997), sEATADNA, BIRIOFLIAT R —~ | KA,
IR 2R AT ASEEREE 2 STz 1T 1p36 RADHEIITEY, BRAZKBLETHS
(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

B EERR AR 2019 4 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 GRAZAHFR/TH or JEARFAFR/AL) 7,791 14

#1 and #2 0 fF (F%%47eL)
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