MHEMRBHREE DRI TAR

1. 2o,

QL AN B R FE OB O BRI FIEILE 5§ ~&) 2]

TADNFEIERLTE R M 27D D AT, BHER MRI AR A ATV, KRIMSCE TR E | ST IR
HEZHER T2, (ZL—RB) FERFRED L/ IMKETIE, MNEGEE 2 | BHECT THIKL
ST %, (V1 —KB)

[fiai]

MRS B BRI, IO AR FR I35 1T DA OB B AMAT S DR R I Jo T S
NDHZETED MOTERE B 2 & - LIDIRRE THH[32], T OREFEL CRRAERE D B i o3& @)
BT CADATE/RE OMRRERZ R T[], #HRAIROB BN IR DFBEE TR TOIL
IZRBWCHLNDN, ERORBEL TR EIEE O RENG - LB ICHNDDOIX KM E (R
(ZHTE) ThD, RKIMBCE OB, ARSI Ch D 8EAMD L ISR OB B & E A& 12
Fo TSNS, MR B B HE Tl JERE DL GBINIE ., Z/IMiKE], Bor ik A E 5
TRk, ZUGIE . FLIBIE) <0 B AT PE ORI RRRE O &5 (CRFTEIR E ., AL AR RIEK) &
729 REAITFRRAM DT LT FLIC Lo TRWSI T 723, BIFECIEEEH MRI k- TR
B[24], FHREANIOR B) S FE A S o RN B R AR B TR D IDIRIRAT L L T, RIS~
FEDZET BN TOD], B AR IRORIRIFEAE TR, BTHBMRIT 3% KM S E DA A
ROHNDH48], HEIRTETADA D B T 8-12% S KA DIE K B 2788 5[45,54], %
7o HERME CAM A TR Z 05 2/ NREI O 14BN KM E OTE AT D580 Hivd
[47,58], TAMAFRIESCR R A RO D5 A 1T, AR Bh JL 5 A 8 Bl 2 oD — D12 %
FC, BEER MRI O jis 2 AR5, e RAERRA NAT 7 A )L ZREYAE 2 & IR NS Tl FEFR
D2/ NIRIEIOIED K - EN A RAL A 78D D[17], A IRABIZIEES MRI T 23 #EL <, I
KIFMED L/ MEEI 25880 25 A 1B C T2 B INL TITOZENEELLY,

F1 RIMBCE TR TR BDEEIRFT R

i I3 FLIEH /N
e EhiE - JEEEE T « g P PR
K% RERR i B R - TAMAFELE
A MRISE W7 LIRS 1 A IR =Ticp b=t
HA ERRD/NER S RER * ORI RETE R
N RE « g P PR WIHE, S RNERE L VEER FRYE
-y A REATCADNEZ LT BRRE
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e RELH ‘MRI/CTH & - RERIEE) RAT
£

i B TR S “MRI/CT %%
« 1R 7L, K] FEAEHA - B
- PP R “CADA
- B H I /MRI/CTHRE R
R ER R/ W EE AR
“MRI/CTH

RBEX BB ZIRER

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 “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” 31 4

#2 Filters: English; Japanese 29 {4

PErpRERsR 2020 £ 11 A 1 H

#1 PRSI EN R FE or WEIMIE or BATMEIKEE or Z/MMIE or HNAE or FLAMIE or
T — T A— I —JEGERE or Miller—Dieker JEZRE 1854 F

#2 BERZWT/AL 7,417 1

#3 #1 and #2 31t

Q2 : R AL S B S i L S B SRR 2]

PG DR B PR R K L 22 WM D TERR S H 2 TR MR ST B,
/INBRE/ RERE , RTIMIGAE . ZKERAE ., A5 B PERE(LAE . £ KBOZ IR 15, ZEMaP LRl A- 8019
%)o

el 6 Bl S RE L2 03 MR R b (BB [ &SRR [T | SRATTMEIR VL (BB T AR SR AT
PR VR &b = 8 DR A IR S AT PR IR VB 20/ IMIMIRL B bR BB BT K SRANAE . FLIMIE 23 5
Mo, MR B R F R WE AN R EERE O R E O LT RFTEIK A E 2 il L2
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WrEsh o3, AL MRI MR LRSI D Z LM< 7 58 7 I S IEMEZR 2 I 8
HLNZEN DD, MR OB E) R IR R LRWMOTERRE L LT 1. EREES DR H
(ERIMIGE) | 2. #RREEZ VT OHFERE S LATT R — R CNEEE, REFAE, S5 20 iiao
¥R D BOE TP RR) [24], 3. BEBIEER PR OKEHAE) | 4. BEEEIER & CREEIPERELIE , Fhikk
AR IR, WR2F SO RV pehiet b SO, SRR T RIEaRAE) | 5. fhSHilan B8 T4
CTo 85 (ISR | RE I, i, SME R L OMBIR AN E] 70 & O 1E 52 5) 2381 B

TG T b, b AN AT 3K ERSE L AED I BRI LD I O TH R & ORI BT MK BB E
BN FRE T D MR RO BV ERE(LIE D IM EBETERE I L OB RN 22/ INila] « RRE 1 I HY
PERRG S0 L% DFRBR R E (Z LD ZEMAMEMM ] DS & L DS, FLAMAE L2 K A7 0 H i <241 52
DR IR E EDERI LB THD,

RSB ZIRE R
PubMed f5%:2020 4= 11 A 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 1
#2 Filters: English; Japanese 314 {4

& HEEMSE 2020 4F 11 H 1 H
#1 (FRREAIIR B BN S HE or VBAMIE or SEFTIEIK AE or Z/NMIE] or ZUMIE or FLAMAE or
T — T 4 —H—JEWGERE or Miller-Dieker JEERE) 1,854 1
#2 (HEHI2WT/TH or HERIFZMT/AL) 168,948 14
#3 #1 and #2 71 14

2. At
Q3 : FHRE A B R R ISR U DI R A O E 31T 2|

PRGN RS B R E TIETANAFIED DRSS @O e DI MR A S B E T D, (T
—KA)
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HU

[fimit]
PR A B Bl B i C UL C A A TEAED DR RSB A i, SMERHRIE R A ED X ML T i
FECIE 100%[37], dy B VR AE Tl 90%Lh E[7], BB NIk ELFTHEIK BTl 93%[41], 240
JiE TUZ 81%[52], 26/ INIKIEITTIE 78%( 28], HLRYAA) 7 81 M b = ) [ 6 PR S P K 1 Ik
T2%[ 33N TAMMAFIED PR SFROBIND, i BRI INAE Tl 75%DAERI A A1 6 2> LLRTIC
TAMATENEETIET D, 35%-85%0D iy MR VR IMSE DRE B L REA T A AZ R T8, ki Tlde
TATYVAIT e RmSI2NZEb B H(36], i R I IMIE )72 0 R A2 I BT 7. & UL IR
I EIRIEZR M Y X L3R HALD[67], BB FAREFT I BB Tl ZE AN, 2t T
PINAAE R E IR DFROHNDA, BT ATVAIT 1 10%FREE L0722 [41], ZINIE 9 Bl Oftr ¢
VXBIE DOEBALIE—E L CEAMEDO TADAM R R SRDONIZ61], TADAZEIFELIZS
INIKIED 87 BIDFEHT T, TAMAFEIEDORIEIL L 6 5%, H Rl 3 7k G A= 2 ~37 7%) T\
64.6% 3N SUTAD A, 23.0%D3E ST AMA LB TAD A DIRTE, 6.9 2% TAh v, 5.7%
PN RTEARBZ /R UT2[23], 36 610D FrAIE 2 /M islal & 15 oD FrARIE closed-lip ZRMEA FiEE L 72
WA TlE, TADAFIEDODIRITZLE I 28 BI(T7.7%), T 11(46.6%) T, TADANER/ SZ LD
ORRIT I &b A DI FEVERI RN 12 &b 1o AU AA T IR IIT T2 23 fil
(82%). 5 f5(71.4%) T >72[39], Fi=, [FHME TiX, TANARIEE A T D7 HINEZ MR 28 4
1 21 BTSN REMER A 0 — X AZAED IEE R R A FEVEATRD | 21 BRI AN TEHERE I TIEXE
PRI TR dR I A S U, BEARRR LI X ZE T DB EEASEEANL | 9 ] TR MR B FRF o MR AR 82 208
FDOHITZ[39], [AICEEDITZEDH 66 Bl F ML/ NMikEl 2w L, 5365180%)IZ TAnAi
DFFEL, R MEEB R EA 2T, IR b I 25 BICERD | FEVERMI KN 3R itk
TR 25 WD S A 11 F120% R Tz, 53 BilHT 43 BID M 25 L Tid, 29 41
(67%) AN AEAR IR I 80%LA_E DRRERIE 27~ L, 14 BiI(33%) 1 2R AEAR IR 80%ATM O BRAR I %
ARLTz[22], S OB . R FLEN 0O KA B BT AR D FAEREINIL 1, TAdASVEE
FART O BAT LITAABIL 720 \[44,50,56 ], AT LAz 2 F W 7 v = ) B8 R ZL Ptk IR VR 8 451
DFHETIE, TADAE SR RFEIK VB BT RCE S LS ES LT, TAPASMEFIT DT
D D R E IR TRAIM GRS L B & ST 5[ 34],

MR- 2E U RE R

PubMed 5% :2020 4F 11 A 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
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BErEEREZ: 2020 4E 11 H 1 H
#1 MRS EN R EE or VEIMIE or BATMEIKAE or Z/MKE] or ZAMSE or FLAMIE or
2T — T4 — I —JEWGERE or Miller-Dieker JEMERE 1854
#2 (43 /TH or Jisi/AL) 58,109 {f:
#1 and #2 162 4

3. 1A
Q4 RN B F i IE D T A A FIE CORIREEIZ /2120 2]

TN S CFEA 2RI 223 o b, (71— C)

HU

[fimit]

TR R A Bl B E O CAD A BT BRI ME THHZ LD L[65], FAIDH IOV T,
ZAPEFIHRED LT — AT Y —ZBIEIZBR OGS, Cleuta HIE, TE R O5ARIZE0 5y
AL SRS U A (REAR [R1-JE A ] ISR O iR BT PR IR VL, s s v e D R
FH UITEHTARFAZ/ MM Tl BB AR IEOFIEMHIAH - LB /O TANA
PEASZ LTS NDZEBHY | BIREIAFAEN S S LB A THY | L EXTIRAYIZ A fIHED
P Al 2 (BRSO I AR, o ELRMIE) T, CADMAAEA SR ATHLCAM A SRS
T 508, BAEREBIEIZIVERE THDH LR~ T 5[53], Saito HIF, MR A D /N
23 BT L, SRIEEIEEAHHIZ2e 7 DX (erratic twitching)lZIZ7 = /7L E X —) L YV =93
K. BALHIT DRE R THY . TADAMEA SR LI IL RN R BRI LB (ACTHRIE N
B THHT LA L TUD[31], Caraballo HIZ, Fr R 2D a1 AR I AR H) F5 foe PR R A4 8
TR a4 70— XANEL  BIERNI NN~ BE N 6 i, A7 AN RSB N 2 T
FERSI T2 M0, FEAISRITIEE AR L TWD[39], [RIUFEEBIX, £ D% 2/ MK
[m] 66 Bt 53 B TAMDABFIEBIZIRITL  FLTADAFRT SV T 0k 32§ TERIF 14
B, F\eT~—h 14§, IV ASA~BE L 13§ AT AN BE L 126, 7= /82 —)1 12
B, ZUIRY 8 i, 7a B RA 6 fil, LRFTEBLL S FlpE 3 & 53, =hAZIIR, 7N
Ph, ZVFT L SV T Al LA_F T A VFarTulR R BIERIEO AR
LT 5([22], Coppora Hid 3 i&b 43 ik ET CEEJ 15 75%) O RS LT EMMEFEIENH 2
[ LA _b & 2 Rt AR B B2 5 0E 69 BT 20 74 IR OB B A ET LI, 43 Bil(62%)1 X5 1E

135



23 50%LA B L. 2 BT FAENTE L. 18 (26T FAEN A 72<, 6 BI(8. 76T F/EN
fbL7zEHE L TA[20],

RBEX BB ZIRER
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
PErRERsR 2020 £ 11 A 6 H
#1 PRREAINORB BN R EE or VBMIE or SEFTIEIKHE or Z/NMIE] or ZUMIE or FLME or
RT— T 4 — B —JEWGERE or Miller-Dieker EERE 1854 {1
2 HUFWALAA] or HLTANAIE 43,359 1
#1 and #2 94 {4

Q5 R AR B LS 351 DA EHBR OISR 2|

FRTED TAAFIEIFREBI T TADASB FIN D ED DD, (L —F B) 72721, iy iR
TRIMAE & BT PR PTIEIK BB Tl S BIRIR OB RIZIRER THD, (Z'L—FC)

[fimi]

PRI IR B S HE T EHATED TANAFIED BN %L TAMAINELFlTEAT > T AEH]
INEECHRESI TS, 1971 FEHD 2000 4F £ TORR Ry B BIE R (FCD) &8 Te KA K BT
BRI EN IR T D PIRBTIE O R R IR LOE LD T, itk 1 FEOFRIEN I BEEI A1 45% (FCD
DIHHLLIT FCD 23 EARDIERITIZ 40%) T\ itk 2 £ TlE 43% (FCDTIE 39%) Tdh-72[43], F
7o ViERR | 2R 12 DFIEIH R R A FANF i T 28 TR Tl 56%, 57%. 1 %5 16 %
TIE 45%, 40%, 17 mcLh B TiE 30%, 36%L . FHTRFOERRENEE FEAEHIRITEm DS, FIE
TP I 23 200 B0 HE R 13 C & A2\ [43], Saito i, ML AR B i O IS E RIS
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DI RBEWTIN DA D IEZ R E L TODI31L, i SR INAE & BB T #RR BRI VLS 7%
TAMIANEF IR E DD 7 SEGIHR S BB SNDD I Th %, Kamida Hi% West JEFEFEA
45 iy BB NIE (7 L — R TR FAMENT) O 11 5 H 2o RIS S MR BTN A1 TV FEVEBEEE 3
D UTEHA L CUA([35], Bernasconi HIZHEEAMED M S AAFNEZ 1149 KB PRIk BT K B
B 8 FITRIL, 2 BNCHRIE T 204, 1 BINCRTEAOIRZELIRR, 5 HllHEE R ARZ & oAz
IBR, 1 BRI IR OB T 21T o 72, 5 Bk Btk Em a2 Gon ., g THR R
PEIR FVE TIE CADAE RS BTEL CODHA THE RUIBRE SR L2V SiEFRL 0D
[42], Franco 513 2 D BB T R BT MR B BURRTEZ D TRE R ATV, 1 B TR
FEDWD | 69 16T — R FAEO T R AT AT LRI O FEAESE ~DEIFAZHEL T D
[19], Ab=s & PRAS R B ATIEIR Q- DAZ T TV AT, AT VAR AT AR T OF A4
PEEIT 38%D B THRIENTHAL ., 819D BENE L THY | BRI DS A D —EIREL T
oo TA[3,13,27], ENTIXARARRIED, DAL ORI E TRNS AT A
(NeuroPace)z 8 510 Jiid = & PHifS FidR S AT MK BRI L | 245 85.7T%FE1EAN AL, 7 i
50%LL EDFEAERA . 5B 2 FIIFEMEHE IS RN EOL CDI6], /0 MMl O FRIRR
B R HRE L P L TR R ROER AL AN AR T L FEAEIRUED B 312570, MRIIC R DA RTER T
TR AT VA MR LD RN ERE R DORERR DM EN O HALTD[8,15], by M INRIHEE TTT4
72 12 B> L/ INIKIEN S k32 FAT Rl (BIBRIR 7 61, BEREADF-ERBERTIRT 5 1) TIk, 52 2bIBRD
UUEHEr 21T o7 7 1 H 6 51(86%), 43 BIBRAAT -7 5 Bilh 3 Bil(60%) THAEW KMFHIT
(9], Z/INIKEIDHFEFHI L TANAIMEL IO FTREME A SO 2 Z 21172 B2 18], Bk MEDZ /)N
MRIETC L R SHRI O F BRI D380 2 55 5 T BRBET T 238D H415[8], Cossu H1E MRI TZ /)i
[EEFZ WS 64 BIZIEFTFEAOH] . FIRRE 24 B3 TR LT, FIEIHRIZENZE I 8
1(20%), 18 51(66.7%), HFLTANAFEDH 11T 1 #1(2.5%), 6 Fi(25%) T, EHITH B AAZRD .,
YNTBRE N2/ MBI BEE 32 A CAD A TIREEMIRIE DS TAD AR T ENL
PRI HZ &% mELT2[16],

PubMed ##5%:2020 4F 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
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BErPEEREZ 2020 4E 11 H 6 H

#1 PRSI BN R FE or VEINIEE or BPTMEIK A or Z/MKIE] or ZNAE or FLANIE or
2T — T =B —JEMERE or Miller-Dieker JEERE 1854 {1

#2 SABLFRAT or SVEHAR 2,170,676 {1

#1 and #2 151 {4

6. Z A
Q6 : MRS B L W LT BIEHE R A L D IHITATHD 2]

SRR G AT L BRIR BT A E D W TR ATV, BURER D 5o NS5 6 2R K&+
DI R R Z FI RIS R E1T, (VL —F B)

(A

e e B B B iV 58 K72 B Chh | BIBHRA RDONLTENR L, T BIET
R ) DO TN 2 genetic &, FRNDOBARZE T D inherit &DE & BT 205
D%, AR IR B) 25 E O JR IR AU L > TS ESETHY oy SBE T 1 s m
genetic 7278, Z/MKEITIZHARAT O A VAD NG EBREE R OBEES @\, 71,
FEHEMRIER T, A IEREIC2 T2 LR HID, BIBME genetic D BRIEER ) EE 2
D EORHIE, TERLIL T DL MFME THD, AR T A RICI DM CIE, <038
FXREDIRE A AT D, ZD—J5 A RAT a7 A L AR LA 55 70 & 00 B B2 (K] T 48l
PETH-TH, HED AR I EAIERIFR CTHHIEN L, 72721, Yk B (22q11.2 K
&, 1p36.3 RKIRE) X0 — OB 1A F (TUBAIA, TUBAS, TUBB2B, TUBB3, COL4AI,
COL4A272E) TiX. IERTMEIR A A 232D T, FEFRE Th - ThIBIaME genetic Z 8 E TE
AN

o AL AMAE 811 BB AR T HEHNT Tl 81%IC B RAFE L, WNaRIX LIST 40%, DCX 23%,
TUBAIA 5%, ARX 4%, DYNCIHI 3% T, fl 12 Ein113 1%L FORERTH-7[11], Z71L—F1
O MR (A |2 BT O N AT I 2 £ 8L 72 Miller—Dieker SEMEREIL, LIST 30 YWHAE %
THRRIU T s TIEMERECHY, FISH T LISI DRI FIESND[40], Mo # T #EE
PEDZR T RN INAE Tl L1571 RO FISH [AE Z1% 40% T, Sanger EIZXD LIS1 28 FLHIH
20%, DCX 8 E 4573 10% Td H[29], FISH <° Sanger {5 TA BA[FE TX/R2WGETH MLPA 14
T, 52 Bl 18 B35 LIS IR TINR KB LITEEZL R, 9 BT DOX BB TN KK
HUITEBEZERDFESAD30], dr SRS IMAE X ST G L& R PR P AL CJR R s D
HETE DI ATRE T DD, LIST ZE BITAHTABNLOIR A A E T . DOX 2 BTSN DR AL A &I
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(40, B4 ARARDNEMR B TR GE R D72 /INIIRTE B A (D 5 Bl RELN ZZ B D gebib, 1458
AL Oy R i U I X BEMUIMIR] CIIM R R R | SRR S B A PE N TR /NS IE 7 70

BT ARX ZE R Gebod, A% 24 FEFLINITIEE 2 &7 L AMESRERE (46,XY TZMHRH 1L
IR R BRARIE R 2105 61 ARX ZRNRIK THA[37], £z, dr AR I e I AN GE )R
BB NI R, /NEIEAPED SR AT TUBAIA ZE BEOBEFE DN E N, DCX & ARX 13 X 34
P, RELNIXHE YRS IERIZ THY , JOEEEEHER RO LN,

Jibd == JE PR EIR B AT IR L, FLNA DIEDNEE S O H— & a1 B Lo — &1 b
(copy number variations) )35 XA CUNDLL,4], Id =R JE RS SR AT MR FE X, B CHFE
THGE L Mo e REF BRI O T 256030 50 X B EH D F M ik = J8 PAAS Btk 2
FTHEIR B FLNA 28 B DNRIR T (33, WD B 73 b = 8 BRAS Bk AT IR B g
TIE FLNAZEEEDN 26%% 58D 2, Jibd = J8) PRAS Eii R S AT K B Ehlers—Danlos fEREE 2 (5
THEEYH FLNAZ B3 5ebis, FLNA 1T X B THY . BHITBNESEE S 2 S otk &
AL CTHHN, THIBHERETHY, BHETHLTLLEEOMRIEREZ R T b TlIRnz Lol
ENNETHD,

Z/NIKEIDJRRIL, BARER EREEER O EBO003E 2 6D, 2/ KB DR K58 KM
ARATT O AV AFEGIEDS 12-30%E5 2 HAIVTIV[1], KIMABEORE 21558138512 Ak
AHATANVADRENIEG O ATREMED Ei<7e5(17,38], "V T TR~ M, HREB T AL A
DI ANV ADRENIEGES 2/ NIKEI DR K U T S4B, RS 2/ IMKIEIDU A7 K] - L7805
[12], Z/INIKIE] D IR A T 1Z 2R A S QOB 28, RIS S 108 A E S LD EI AT 20%FL
ThoI1, arfBle, 23O SR | BIME. BE R ORV/NEIEOPRFEIL, Z/IMKm]
INRIBMECTHDHT Lz 2, BEIMESZL/INMEIOHFFEIE, mTOR ¥ D PIK3RZ, PIK3CA 73
EDERNEEDND[2,26], Z/IMKIEN T O A EMIEL BRI | FFER, 2 RER IR

G, AV — DA R MRE SHIR AR O R A e LTI TH[49],

A RR R E BRI L, EIN ClEAE (LR RYERT Y A7 4 — DRI &, 3 L 5 R
VAT 4T YRS AR THY | IR DI FEIT 26% TH H[46], TOMOE AR E
FIE Rk (Walker-Warburg JEMERE, #7- IR < s . 55) BB A CII B TH R AKRS R THD
[14],

FUIIE L RIE DR IRNE, AR BN L BRI 070 5708, BARZEER LU THIBIL T D
COL4AL, COLIAZTH MAE TR LDIERFE DN ZE (A 2L | BRIZL DM DRI
i CH5[10,21,25], FLIMAE T 61 BiH 10 FI(16%)1Z, ZH045E Tl 10 Bl 5 FI(GOWIZ
COL4AI ZEFH RS s[21],

JRTE AL & D 43 BRI FLIZ B0 ITEAR L TR, DI MA L ENEETHD,
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PubMed #5%:2020 %= 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 {4

PErRERsR 2020 £ 11 A 7T H

#1 PRSI EN R FE or VEIMIE or BATMEIKEE or Z/MMIE or HMAE or FLAMIE or

T — T 4— I —JEGERE or Miller—Dieker JEERE 1854 F

#2 GRAZAHFR/TH or JEHRFHRK/AL) 8341 ff:

#1 and #2 21 {4

[Website]
AR AN EIE (F5 C R 138) ; #R 5 o Z —http://www.nanbyou.or.jp/entry/4397
(2020/11/04 727t&A)

[ 3Ciik]

1) Oegema R, Barakat TS, Wilke M, Stouffs K, Amrom D, Aronica E, Bahi-Buisson N, Conti V,
Fry AE, Geis T, Andres DG, Parrini E, Pogledic I, Said E, Soler D, Valor LM, Zaki MS,
Mirzaa G, Dobyns WB, Reiner O, Guerrini R, Pilz DT, Hehr U, Leventer RJ, Jansen AC,
Mancini GMS, Di Donato N. International consensus recommendations on the diagnostic work-
up for malformations of cortical development. Nat Rev Neurol. 2020 Sep 7, 10.1038/s41582-
020-0395-6: doi:10.1038/s41582-020-0395-6

2) Shi X, Lim Y, Myers AK, Stallings BL, McCoy A, Zeiger J, Scheck J, Cho G, Marsh ED,
Mirzaa GM, Tao T, Golden JA. PIK3R2/Pik3r2 Activating Mutations Result in Brain
Overgrowth and EEG Changes. Ann Neurol. 2020 Aug 27, 10.1002/ana.25890:
doi:10.1002/ana.25890

3) Bourdillon P, Rheims S, Catenoix H, Montavont A, Ostrowsky-Coste K, Isnard J, Guenot M.
Malformations of cortical development: New surgical advances. Rev Neurol (Paris). 2019 Mar,
175(3): 183-188. doi:10.1016/j.neurol.2019.01.392

4) Cellini E, Vetro A, Conti V, Marini C, Doccini V, Clementella C, Parrini E, Giglio S, Della
Monica M, Fichera M, Musumeci SA, Guerrini R. Multiple genomic copy number variants
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5)

6)

7)

8)

9)

10)

11)

12)

13)

14)

associated with periventricular nodular heterotopia indicate extreme genetic heterogeneity. Eur
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