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PubMed #52:2020 - 11 H 1 H

((*Neuronal migration disorders” OR “lissencephaly” OR “heterotopia” OR “polymicrogyria” OR
”schizencephaly” OR “porencephaly” OR "Miller-Dieker syndrome”) AND “clinical diagnosis”) Filters:
English; Japanese

#1 (“Neuronal migration disorders” OR “lissencephaly” OR “heterotopia” OR “polymicrogyria” OR
”schizencephaly” OR “porencephaly” OR “Miller-Dieker syndrome”) AND “clinical diagnosis” 314
#2 Filters: English; Japanese 29 14

B EERMR SR 12020 4 11 A 1 A

#1 PRSI EN R EE or VBIMIE or BETMEIKEHE or Z/MMIE] or HINAE or FLINIE or IT7—-7 1
— I —JEMBRE or Miller-Dieker JEfERE 1854 {1

#2 BRIRZWT /AL 7,417

#3 #1 and #2 3
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TEALE , AR SR . W2 ST R M pe et b B JEIEE . AROR T ERatai i) | 5. #Rffia OB Ehe 1% (124
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IRl DL & L OO FLAMIEITH2 KEY72M4 H Lo AME 2 DM RIR7Z2 E L DI EETH D,

BB BB RE R
PubMed ##5%:2020 4% 11 H 1 H
((*Neuronal migration disorders” OR “lissencephaly” OR “heterotopia” OR ”polymicrogyria” OR
”schizencephaly” OR “porencephaly” OR “Miller-Dieker syndrome”) AND “differential diagnosis”) Filters:
English; Japanese
#1 (“Neuronal migration disorders” OR “lissencephaly” OR “heterotopia” OR “polymicrogyria” OR
”schizencephaly” OR “porencephaly” OR “Miller-Dieker syndrome”) AND “differential diagnosis” 361 {4
#2 Filters: English; Japanese 314 {4
PEpEkRRSR:2020 5 11 H 1 A

#1 (PRI B B or VEAMAE or FPTMEIKEVE or Z/NIKEl or HIE or FLAMAE or IT7—-7 1
— B —JEWERE or Miller-Dieker JEMERE) 1,854 {4
#2 (R WT/TH or #ERIZ2MI/AL) 168,948 1f
#3 #1 and #2 71
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INTATETC I 78%[ 141, BV Ry Ty AR b =2 ) DRIl £ 4K SR TR IR VL T T2%[ 150 TAm A FEIE D DFFE 538
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Do, 23.0% 03 E ST TADAEEIETAMDADIRTE, 6.9%0 B/ TA A 5. 79D RTEARZ R LTZ[19], 36 1
DAL/ INEETE 15 B FRAIE closed—lip ZMMIEA L L7 VS Tl TADARIED DS IZZENEN
28 BI(77.7%). 7 51(46.6%) T, TAMAAMEASZLOHFFITIH LS LT, FEAEM KR L LI A
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e 11 FIQROMIZFRD T, 53 Bl 43 BIORMIE 2L i, 29 F1(67%) 23k BEARIFIZ 80%LA ORI 271~
L. 14 B(33%) 13RI BEARELZ S0%ATE DO BERNIE 2 R U7 [21], % O SR IME . FrlZFLSh WL oo K BB ik
BLHE OFVER ML, CAMASEE RO BGE L ITFE B L 22V [22-24], AT LAk 2 FIV 72 i = ) DR i
REFTHEIR VB 8 B OFHMClE, CAMA MBS RTHEIK VB BT EE R LS ESET, TANASNE
FAT DT D AR EIIHR BRI FLR DM B L ST H[25],
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PubMed #5%:2020 4~ 11 H 3 H

(“Neuronal migration disorders” AND EEG) Filters: English; Japanese

#1 (“Neuronal migration disorders” OR “lissencephaly” OR “heterotopia” OR “polymicrogyria” OR
”schizencephaly” OR “porencephaly” OR “Miller-Dieker syndrome”) AND EEG 549 {4

#2 Filters: English; Japanese 509 {4



RN BB R FIE BRI AT AL (5 2 /R)
BT BB e (AR EFBORMITESEEE) TR TAD B 2ANsE) BE

PP EEREZ 20204 11 H 1 H

#1 PRSI BN R EE or VEMIE or FEPTMEIK AE or Z/MKIEl or ZMIE or FLIMIE or X7 —+7 1
— B —JEGERE or Miller—Dieker JEMERE 1854 {4

#2 (43 /TH or M /AL) 58,109 {4

#1 and #2 162 {4
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EHAE L T5[28], Caraballo Hi%, F 0> 2D X [E]L ARk MERR I RHGEME B AR AR 3 R4 I m— X
AL FIERTNT PRI A 70— X AZ BYL ST DTS BEUD 6 i, A7 AH AP 2 Hi T S
TN ZEnn, ARPICIERZEL | B4 7/m— XL AT VIR AVTF T LRIV TND
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TS Tl 32 i, ZERF 14 i, T~ —b 14§ T3 ~EBE L 13 il A7 AT B 12
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PubMed #5%:2019 4 12 H 2 H

((*Neuronal migration disorders” OR “lissencephaly” OR “heterotopia” OR “polymicrogyria” OR
”schizencephaly” OR “porencephaly” OR “Miller-Dieker syndrome”) AND (therapy OR ”Antiepileptic drug”
OR anticonvulsant)) Filters: English; Japanese

#1 (“Neuronal migration disorders” OR “lissencephaly” OR “heterotopia” OR “polymicrogyria” OR
”schizencephaly” OR “porencephaly” OR “Miller-Dieker syndrome”) AND (therapy OR ”Antiepileptic drug”
OR anticonvulsant) 904 {4

#2 Filters: English; Japanese 809 {4
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#1 PR EN R EE or JEIMIE or REPETMEIKAE or /KRl or ZANEE or FLANIE or IT7—7 ¢
— I —JEWERE or Miller—Dieker JEMERE 1854 {4
#2 FUTWILAH or FLTANASK 43,359
#1 and #2 94 {4
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0D 16 7% Tl 45%, 40%, 17 5L Tl 30%, 36%E . FINIRFOFERR DA MEE RV B IT D, FAE
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I G BERIT T D M A S L 528,310, iy BRIV NRE & B2 B R RIR BFTPEIR (VIS )E T 2 CADASL
BEFRTITE S 23D 72 SEFIHE D BRSO DA Th D, Kamida HIE West JEEREE 15 1 AR ISE(7 L
—R3REAEAL) O 11 2~ A LRI e R BERT T 247V FEEBRE 2N L7z L s L Cuna[32],
Bernasconi HITEEHAMEDHE S AAFEIEZ 1D BUE N AR BATHEIK B 8 Bl L, 2 BlCHRIES 2004, 1
BNZATEADIFRZE LB, 5 Bl R Z 5 oIS IRR, 1 B AT S I GBIk OB NI 21T > 72, 5 il
FERUGEZSRONT ., FE THREFTEIK A CTIX CTADLAE SR REL TOD5E THEAY)
bRz SCRF L7 SRR L CV5([33], Franco HI% 2 B0 BUE T PR BT MK BV IR AITAZ DTSRI A1 T
W1 BTTRAEBEEE DA | 9 1] T—RERIZR FEAE DI AR TR L FRR D FE AR ~ D[ 2 @t LT
2341, W= JE PHAS ERR TR VL DO AZ T F VL ATIE, AT VARG TAR T OFA SR EFRIET 38%
DEFTRIENTHEL, 819D BENF R THY, ST DG DO —EIREL TR BTV 5H[35-37],
[E N CIIARAGRIZ DS, HL6DIA Z A 0 il 8 TRN'S S 27 4 | (NeuroPace) & 8 151100 i == Ji&] [FH i i Ik L Al
PEIR VLIS L, -2 85. 7% VEDNBD L, 7 Bi1d 50%LA_EDOFMERD . 95 2 BlITRAEH AR EH
TWB[38], 2/ BB AR A R T 52 3 iE & LR U CIR RSO3 AR C L FRAEIR M [ gl e
%o MRUZEDIRE JLETZ T Tl AT VA IR IZ EDFAEE ORI O BT 5(39,40], hr b
WRIRBE ATV 12 B0 2/ INKIEN 692 Tk (BIBRIET 7 61, #ERERY - BREEMTIT 5 1) Ti, 5828
b LITHERT 21T o7 7 B 6 41(86%), FR o BIERAAT 72 5 il 3 fl(60%) THAEH L FHNT2[41], £
/NIRIEIDEIFR LT AN AN TR O FTREME A BD DT EITIT72 6720\ [42,43], HERMED Z/IMIMIE T RrITxt
D B BRI 738 55 5 1 3 ERBEWT T 23 806D © 41 5[39], Cossu HIE MRI T/ MMEIEZ s 47z 64 Bl 2 FEF
EEAOM], FHTHE 24 BNTH T TRRFT L7, FEPETHIEZELZ 40 8 451(20%). 18 11(66.7%), HLTADAZEDH
11X 1 61(2.5%). 6 $11(25%) T, EHITHEZZRD , MUNIRINS NI L/ MK ENZ BRE 2 HHE TAn A Tl
FWRELOS TP M) 8 5 2 &2 R LT [44],
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PubMed #5%:2020 4~ 11 H 6 H
((*Neuronal migration disorders” OR “lissencephaly” OR “heterotopia” OR “polymicrogyria” OR
”schizencephaly” OR “porencephaly” OR “Miller-Dieker syndrome”) AND (surgery OR “vagal nerve
stimulation”)) Filters: English; Japanese
#1 (“Neuronal migration disorders” OR “lissencephaly” OR “heterotopia” OR ”polymicrogyria” OR
”schizencephaly” OR “porencephaly” OR “Miller-Dieker syndrome”) AND (surgery OR “vagal nerve
stimulation”) 943 4
#2 Filters: English; Japanese 846 {4
5 EERR SR 12020 4 11 H 6
#1 PRSI BN EE or VEIMIE or BETMEIK ' or Z/MMIE or HANAE or FLIMIE or IT7—-7 1
— B —JEWERE or Miller-Dieker JEfERE 1854 £
#2 SBEFAN or SMPHERE 2,170,676 14
#1 and #2 151 f
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SHER {5 i B EBR R T RIS W ORI EEET T, B R NSO NS5 A TR IR & L O 3Rk A
FENOECAHR AT, & RS AIE Tl 2751 f8I D FISH A 2179,

[fimit]

R A Tl B i V58 R B ChY | BB A RDONLTEN L, T BIZ 700 /L0 R
HITELIK 95 genetic &, FRANDEIEEE TS inherit EOEWAZBMiEST DM B NHD, fHHI iR Eh 7
FIED R KRR Lo CIEZ ETHY, 7 A IE AN genetic 7273, Z/IMMEI Tl A MATT Y
ANVZDIENEEG 2 E R FEER OB EL @V, £7713, BHEMRIEHE T, WA BRI BT 52805K0 5
o, BAGYE genetic EREEEE KA E 2 HEIR EORHBIL, TR OIEATRIETHD, 8IS TR
LD TI, 2L RMBEDIREEZ AT D, TO—J7, VARAT BT A VAN L E FEE2E O
BREBT R TIEMANE T Th, WA DA LI I E A FERFRTHDENL N, 72721, Yefa ks FE (%)
M2 361 % 22q11.2 K2, 1p36.3 RKIRE) RX°o— DA T2 5 (TUBAIA, TUBAS, TUBBZB, TUBBS,
COL4AI, COL4A272E) TiL, IEXIFRMEINAE L 22D T, IERIFRIE T > THIBIEME genetic 75 E TE7R
[N

RN NAE 811 B DBAR T-ARHT TIE 81%IZE BAFRIEL . WaRIL L1S140%, DCX 23%, TUBAILA 5%,
ARX 4%, DYNCIHI 3% T\ At 12 B 1% 1%L FORIERTH-72[45], 7L —F 1O MR ENZEHF R H LA
T A7 7 % 15 B 1) 72 Miller—Dieker SEWEHREIX, LISI D5 YWHAE TR KU SRR TIEEEETHY,
FISH(fluorescence in situ hybridization)fi 4 C LISI DR LD FEIESNH[46], BTz L7 i i
FRIMIE ClE, LIST R I<D FISH [FIE I 40% T, Sanger (25D LIS 28 BA5128 20%, DCX 28 FH4A% 10%T
&2I47], FISH < Sanger 14 TA RZFE TE/RWEE T MLPA 15T, 52 il 18 Fi(35%WIZ LIS EAn TN
REHULITEBEZER, 9 BT DCX AR FHNR I LITEEZE RAFIESND48], w HRHIME,
SR 4 T L& R PR AT AL CIRKEAR - OHEE N AR TH D, LIST 2 BITHS BN DR A& ET- L, DCX
FLIXATBAENL DA A &7 3746, A IRDNEMKIE]CRM R R B A< L /NI R A PED 3 Bl d RELN 28 5
DEEIND, HRIREENL O SENEIAED U IZHMME TR KR, R B A Mg -/ N2 IE 5
AT ARX BRI, 1% 24 REE DINICIRE A E7- L, SMESREH (46, XY TEMERE L3N
X BB 25 A1 ARX ZRBFRTHH10], £, i BB E M KR, K6/ NI K
INESEZ DS BT TUBAIA BB OBEENE, DCX & ARX 1T X M85 1E, RELN L% Ytk B 5T
HY | JVHEERBISHED R DOND,

Jibd =5 5] [ B PR B T K VL. FLNA DIEDNTHE K D B — T8 s B Lo’ —#% {F(copy number
variations) DS # i SAVTVD[2,49], b= 8 PHAR ERR ST BB B CIEE T D% L. o SE R H
TEAEREC DR T D856 23 D, X B DO F MM =R 8 PRAS SR AT IK =X FLNA B RBFERCTHD
(151, TR 0D BRR f 75 164 2 J) R B R SR T IR VB Cl FLNA ZE 5873 26%% (55D 2, i =5 J] RS FiibR 5

10
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FTMEIK FUEIZ Ehlers—Danlos SEMEREA F 38§28 60 FLNA RGOS, FLNA L X ##HMETHY, 5
PEIZIENBIELE 2 DIV THLH, T EFMEEE THY, BT T LS EEOMHRIER AL R
TIERNWZLITHEBLETHD,

Z/NMEI DR RIT, BAREREERRER DO ELONNE 2 HiLD, Z/MEEIO R RITARMEF A RAT ey A
JVAREGHEDS 12-30%& 5 B TRY[2], KM EE DR 2 EIZIBITHAIAT BT AV AD R NI G
D AREME =<2 5[9,50), MY 7T A~ Mg, FARIEZB U ANVA AT 4 ZADJENEEGES 25/ NIk RO J5
RELTHESnB, BIES 2/ IMREIDOY AR - L725[52], Z/INKEIORIKE R T8l E S Tng
P RIS F A FESNOEIATE 2058 E ThD[2], Aroisie:, ZHMEDERRE | ERE, AERED
7RV INBEIED DRI, 2/ NIKEIDSBIRME Ch D2 Ea w5, ERMIEEZ/NMKEIOFF7IEL, mTOR # KD
PIK3R2, PIK3CA72E DI FEN G0 5[53,54], 25/ INIKENZ B D B MAE LR T IPIEOR, 2 B72 4K
BRERA PO AT, ~ VAT — DA RO R SHIR N EE O A LT TH[55),

OO R R BRI L, [N IS (LR e RIERG Y A a7 ¢ — D RS E O, &I R Y AR 7 ¢

YR YERIZ THY  IRT-OFFEEIT 25% Th 5561, DDA KRB B Ak (Walker-Warburg
JEMERE, 5 - R 05 . 45) BB S ClE 2 TR RS M THD[57],

FLIMHE & RIE D SRR 1L, BAR BRI EBREE BRI 3 D03, BB ER &L THIBAL TW5 COL4AL,
COLIAZTH ME TR LD IR DREEME 2 b2 22U BRI LD O XL #EThH5H[58-601, fL
JIbIE I 61 fi 10 FI(16%)1T . ZRHE TiX 10 B 5 Fl(50%)IC COLIAL 28 BN RS 1 5[59],

T R B D 43 TR AN RUTRRITHEAR L CHY, i OE AL ZENEE ThH D,

PubMed #52:2020 4= 11 H 7 H
(“Neuronal migration disorders” OR “lissencephaly” OR “heterotopia” OR “polymicrogyria” OR
”schizencephaly” OR “porencephaly” OR “Miller-Dieker syndrome”) AND “genetic counseling”  Filters:
English; Japanese
#1 (“Neuronal migration disorders” OR “lissencephaly” OR “heterotopia” OR ”polymicrogyria” OR
”schizencephaly” OR “porencephaly” OR “Miller-Dieker syndrome”) AND “genetic counseling” 90 {4
#2 Filters: English; Japanese 85 14

PEpEkRRSR:2020 45 11 H 7 A
#1 PRI EN R EIE or VEINIE or BPTMEIKAE or Z/NKEl or EIE or FLAKIE or IT7—-TF 4
— I —JEfRE or Miller-Dieker JEfERE 1854 {1
#2 GEASHRR/TH or B{=HFR/AL) 8341
#1 and #2 21 {4
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[Website]
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