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Abstract

In 2005, we published a set of guidelines for the diagnosis and management of fetal hydrocephalus.
Because fetal hydrocephalus includes several kinds of fetal brain malformation (FBM), we next focused
on establishing criteria for the prenatal diagnosis of FBM. For this purpose, we created a data bank of
the patients with FBM. The data include clinical information, images, molecular genetic information,
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pathological findings, and biological samples such as tissues, cells, and DNA. The data server for this
project was established in-house. At the evaluation site, careful examinations were performed by a
pediatric radiology team, molecular biologists, and a fetal pathologist. From 46 institutes, 402 patients are
enrolled. From 45 institutes, 467 DNA samples and 196 cultured cell samples are stocked. Of the 402
cases, almost 250 were precisely diagnosed. Molecular analysis was performed by Sanger sequencing,
target gene analysis using a 285 neurologicalgene panel, and whole exome sequencing. The guidelines
for the diagnosis and management of FBM will include 2-year and 4-year outcome data. This data bank
will also support researchers seeking to clarify the pathological mechanism of FBM and to establish

methods for its prevention and treatment.

Key Words: Fetal Brain Malformation, Prenatal Diagnosis, Fetal Hydrocephalus, Molecular Biology.

KRRDNY I TSI F

1. BRIREAKEEEH A K54 AMERE T

1999 472 & 2005 4F 292kt L 7215 A 57 A
PRI ZEESE (BlaG4 R IR A A R
PR SEIFSE S LI C W27, D BIZek
MWENIz) O—D2THhD [PeRMUKFIE] PES
ik (EEREE LIRSS 205, AWF5EiEH
HL T 5. JRAEB R R SR SE S SE K
FERFZEPE D ZERT 1%, TS NIKIERE Td -
7208, INBOFERMKIEIED L ) ST SN
X203 -7z, 1988 4FE Dt E FALMZEE 12
L DE L, FRIMEREATIFZEE 12 X 5 1992 4F
M5 1998 4ETH A, 1999 4E(Z/KBESEMF7EPE %
FlEHRNTO 51, e RMKEEAEIZ T % Y
T, FRIBWIKEEDZI & GETA KF4 0D
YRR & KBERE D7 T BRI e % 2 Akt L L
Thta L 7=
FPFIHOIEFRETE-RL72. TNFET
VOB RMKBHAE D AT 1L, 1988 4F & 1993
£ 2 THILTED, 1999 FI2T-72d DI
e RMKEIESS 3 IREEEFHA L 7o o720,
B VK SERE DR WT A E DR Z 7 —~ 12 L
HEIIWLSOhH L, FF—DoHIE 3 RkES
AL DORER, 3 TR MAKERE DR 55 % 1354
WNZHEN TV Thsb, ~OHOHH
W&, FERMKEE I —DORETIE R A %
BEBIZE DR ) IRETH L7200, A
BT LWBICL VSR E L 5. B3I RE
ENEFHAOMBETY, BREER < B 19%,
SrBhiE L CHEAEDSTTREZR b DIE 29% & \v»

I, AR THILEN T 28%,
6%72-7270. =OHOHEMIZL, BRIEIIKERE
FERIOIET, HEMIITDN TV RET

IR L o C, BEILRE LT, R

HIZBWrsns, L Leds, JeRMKIEE

DEEPRED L) ITHERESNATH L TR L5070

D T LB A D 7 WIERIEDS, Z DIFEA

DFHWPETLOEREE LR L THD. FDIRR

i, JEERZE o TW BT EIL RO

5 LB SN BBRREICRE 2 AHER

bELFEREL D, LIELIEAEERERR D

WEWAREH, HEVIEbeS W EREL T

LEH)TLICE-T, REXAZIZIESYE, LWE

PDERIFTbDHLTCLE)ZLICEST, AH

B IAR AR THE 2 2 AL S e VIR LS

Wb Z bbb,

2. RREIKEEE, S HAMBEMESE
(Fetal brain malformation; FBM) ~
FOWRMEEEZ T L 7212, HIZEHED AR

LT, THRIBHIKEEAE &gy A4 Ko

4] 2F LD, H1RE 2005412, 520

2010 FFICHETTAHZ ENRTERY, Zhvnr

F L5\ THE DI - T E RS W

KOohdol. ZO—olL, HEORHTH

5. FIZISEBBIBE & V) —ODBEEN, Z

BN & o C, e, R, 7)) 5K,

BIRCIE 0B HE & B4 IR QW22 e Th

L. SHICHIOMESE LTI, LoFk4 i,

JEVEHAKBERE OBk & LC, JeRMET MK sk

SESERC TR 1 & b 72 ) KEEE, ¥ T

v F — A —IEERE 0 X9 7\ bW B IKEESE



SRR I T BRI 0 0D 5 Wk ¥ 225

R B DOAZHEL Tz, L2 L2 5
EPREBW SN AHIZIE, %< OMfafsEIkE
Ep OB EELS G N TN 2 LD
L0k o7z RRIBHINEILROERIE, #E
P T T — A TR A S BRI T TR
IT—ETH 5, MIKE=MEPIE (atrial width:
AW) EH10mm U ETH D, Zorn, RIS
H/KBESE A & $EFATE FBM A~ & B A % 51T
LB -T2 Fio, A OB AR
TRWHEE L 220720, HEEORELL S 5721
T 5, PEROFETILN ORI 2RI 3
HDOTIE R L, BEESHAAE L 20N H -
7z,

3. [RRREZHICH T 2E AR HEEED

SWEEDOMER] HROBE

29 LT2009ED51E [EIEZWICBITS
BT S OB IR AR e DR ] & L TR L
720 79 Mo E LTIE, 2009~2012 i,
JE AR 57 B RE 0 28 B G PR R v IR 2E 5
(FfEfgEE  ILIERSE), 2012~2014 135457
EEHFIFZE B - ASASEOBREFTH ORED
FHALIISEESE, iR eEa v -7
L2 X BRI FEARE D BIREER OfFI & B nT
ZWiAt Y T =2 (EERFGEE INGERER)
Tho7e.

FIHEE VIR ERERT SR O e A 1L, =
HORFALIERLREFEDIEIE T d 5 BT i R
[REFELEHIZ TH L. BHEGED e
& LT 1997 E4 5 1998 4R 2SR Rl - ek
PREME Rt LT, NPk EEsE
HEMBLFENCTIONETLRH S, 2009
HEICHGT A L X1, BHEFRIZBH LT
DOWFEIDORTH %[RRI O FLERT
(ZBE9 B BRPRAY - ZERERORISE | [ B TR S
—HAE L FER—] Wizt ne,

mxEROE®B

KWr7eo Bz, OBEZIIZEIT 2% FBM
DBWHEEDVER, T O@F BRI
VI 72 IRREFEATIIZE & SC8E 9 5, BRARIRRE, WifR
Tk, EETFIEH, BEHRAERGE G -
HiNL - DNA) R EDT—% — N2 7 ORESE L |

72, BEOMEED—>TH - 72 HEDETL
FEOBW ORI S 2 5ikT 572012, itk
TR TIE % CBEIEE Lz, B SEAE
UL, TERBECREZ WA T X 23— b
Lo TG EN TV ARV FHRLATHON
TWZaWnbnd L, H1EEFFIFEOE
HIZL Y, HEEFBMICBWT Y, FKEET
HBHOPIZR Y, HRESFLZLTwEH0
bdHbH., TNENOHMEP—EIZZLT, T
FIHETL, Lo & LBMiaBIe) 2
EDOEBFRIIKREW., Z0H 2T, RITEOF
BIRAEZIT, MAERTBRNE 2T 720 OBk
HHERENE1OHNTH AL, F20HMIL,
ARG D FHIE O AR NS OBED
L DFVIRBRDT, REFT—7 2L INbH
HHRAE - M EHETA2LTHS.

¥ R K B

FBM & LT, UTFOEEENRIZT S,
1. ESEKEEE
O X HGH & K B

@)% DD BIEEKTERE
(3K TESESE T

2. ZEHINAIAE

3. AIHIE

4. FEEHIIAS B R AE

OMFEMTE BN R EE GBIE, HURHaa
i, EITHKEE)

QORI E BRI E (B NEIE, ZEE)

OFHHE A AERE))

5. ¥ U747 — N — e

6. RMEEE

7. TAvEEZE ()

8. IREBHEUE B X OERI A

9. THHHAFIRAE

10. Z Ao FECIZA4E S e WA R R T
;] pe

1. FEHIESR

BEORT =2 BLOWIGET— 5 2L
72, ESEME O T — ¥ —N—% 375 LT,
ETOEEE, web TBIZ7%9. HF— -5



226 1T
B ENLIR bR KPR - & — ERIRTZE &
—IZB L BB, 5000

PN ~NOL—HP—F§HE LT, /SAT—F
HEN B THEND, EEOIEFIEFK b D
%,ﬁ%?—&biﬁ@%ﬁﬁ%ﬁi.%%
T F L, RN B S R B Rk
Peo CRUERL, BT —F L& bizT— 9%&
F—N—|2, D, EHFHIIELNTEER
%, BEXLL, BEFETE2E)AT, HE - AE
BIE A M7y 795 (K1)

2. EPIREIRES

B - SEBIRRRTY A M2T v 7 ENTHERNIC
DWW, RRT— 7 RWRT— 5 ZHETT 5.
Ay MIEREZHEZADLV )R TERER
5. F7NRBEORR O X 28— M X5
NERURBIRET S TRE 2 LT, gL AR— |

2TV TS A, LR RBRETHNE, ax

EGIE - BEAMOEE

JFR

CINET
¥ N ERSBEIRIG TR KL, A0
FENENOT P TIr). F-wESET L

K= 2T v 795 DERELREREIZOW
TIE, &TF Y — AT EX2ITLT, R
OBETFT 21T . (M 2)

3. BEBXREMAEBONC V1L
OBH B RAE TR

FRERLA, Taiekik (B2 &d), K, W
E, WL, R SRR, SRR
QBFEAEFE ORXR, I OWT
OWFFEfEMT RO 38 - ORAF

A 2 - K BB RS, —ii 7%
FEEHAWTEM (DNABLURNA) BLO
5N B RHET B, F o0 EEHIEE
ATV, HMEARZVER T 5. S R SRR
MrREUE L U Cies - F 5, -85, &
ot R, 5 R iPS A

TR S _

http://fms.fetal-brain-malformation J§5:>

.

% - EHIRE DA b

1T

BRI - RY ST
EEEYA~ BEA1E

?
H5TT ﬁﬁ‘TT ﬁ%ﬁ}

DNA/RNA/Z iV &
R
R IR AR

BEBRIABA LYY

1T
| BHYA b
B ER
At

EH{R 1R

SE 1B 8% 15 H iR E%

1

BRI S O 5 -

BEARERO T



SRR I T BRI 0 0D 5 Wk ¥ 227

FHE - ERIRET 1 -

BTN

FABELRE

BRItSNEBEES IS IL Fe
BIS - BT RITEER Ij\ﬁmgg*jﬁlﬁ;ﬁiii

ESLanCREmR MERBAELE

Hﬁb%ﬁ%;ﬁ%g&ﬁ Bl - RIGFEFAER E %ﬁ‘j 5.[_' 4

KEEFEE e
il WAREEEE
RIS - MEPIRESTH A

R EEEPIE —

IC & ZREVIEW RIER
Y PREFAE
AR S RAERGE
fBE BTt

& BT
2 BIEE - SEBIETA b

OB EBI %299 (M3) BT R e D JRREFRAT & IGR IR 5] WhgEo
4. DWEEERICATEEULH FERNZDOWCTHKRE T2, 72, K054H%E
EFIEZEREL, Lohh & LBz o, 2 Hhisx COMBER A TOHE LT, TOK
B X 4RO FROMEZIT) . BT BEZIT TN,
25 7 o Dy SAE o 2 Ao
zéﬁ(ﬂ%@ﬁxﬂ@%ﬁuﬁ L, ks e+ BoE o =
1. EBIESE SR OISHEME O —
fasE A ORCR JS—, B i PV B B A (fetal brain
THERERICBWE, MAEREEE 200F malformation) H— 73— (http:/fms.fetal-brain-
RIS O CREE VB 2400 . s nTfT malformation.jp) %325 VY, JEBIESR
W HERIZEE L TSR EE - B A 57 46 figk 2B SR L T\ b, (M 4)
B4 - EERA L Vi TEne [e b7 A 2. Y= NN=DUEBHN > THH, 20094 12
BIZTEATIIZEIC B 2 MERTRET] B & iR H~20164F2 H ORIZ, FEBESERH i 46
PREEREE 10 2243 & 0 35 S 7z [BInsniats Bk 5 402 (R8s S 7.
BT 204 RI4 7] %855, KD 3. WRENTESINL, SRR R AR
SAEOFHENZE LT, P21 4F 9 HIZEIm ExHLIC, MEIFEbERY Y —

Perkh KBRS > & — IR R AT [HmE HdLIEE, WRURSY: Ky #dod, dO



228 g5

(T lrihy)

ke Myelomeningocel

i,

FBE ()

b lissencehaly

[E&R

iPS cell

(Induced Pluripotent
Stem cell)

e

iPS cells from patients’
somatic cells

3 EEBERAMRABOWEIT O 720 D7k - fr4F

K BIEEO/NERERET R O = %
A= NTHERL L7z, = 3—%FIH L7z
Wy AT A% H, 1 ATy arlL
TLR- I 2EHESEDLEV) =T )
T, INFTIC186 BID L KR— b EERK L
TWwa, IhE THEEMBEBOHR THEDZ
WSz SN TWBIKRE/MZ 5L DI
7. ZOVAT AERFHLTHIO TR
SN o T2FER D £,

4. JRIEEFATRZWCIE, ROERREALERRRE: R
NEWRIeHE, BFHIETFEAE B2, chg
T 20 I < RPRAEG A SR L T 270 %
OFEFMIBIFEIC R STV 5.

5. BIRFHTIE, BEAIOBRTERDEEDN
BAEFNC DWW TIRBBZF T 2 B 2 7\,
JE R EIRF A RF OB LN L Tk
= L= BB L 72T — AT

WEAT L7200, KREUEICE T AEET L L
T X AR HKIED R KB AT CTh 5
L1 {5 FTE 38 ATV, 27 Bl #E (R T
TREREE L. 9 B2 2 floBARnREEs
T E GG, RIZEDRIOME D FO TS
NWE TS, AT XESHEMEEE T /KEIED
106 K412 96 FHFHD EI {5 2R % [FE L
TWAYY 209 b ARSI 1T-723
DIXEERTIE, 11BITEDH B 7Bl HAR
HBE T BRI ORI OWTHE L7729, g
BB E O BE T T T, DCX (double
cortin) UL TARANL 2 BTV, 1B 28 5
% AD7z. ARX BIGTHRAEIE 4 BIZATV, 2
BNCZERAE R L7 201370, /MR
%k 9 1B INGE D 6 112 TUBALA D&z AT
ATV, IPIICERZBED TV D, F 72
Cobblestone complex ({FfixfiE L&) o 3 Bl



B T PR T PR S5 D 2 M 2 229

Reviewing and evaluation cite

http://fms.fetal-brain-malformation.jp

* Googe| 41oG ERLTOR NE TR T
* ERE -

& FEELD | g RERL BEERGN. g EVTEYCr v g ADOEVTRFR. v

£ - (ot RERE . 8 Fewl b bate_ x

| Anonymous Patients information I

Rt Rz Mallormation

T001 : R CHEW)

S HEESROET, ERERNTT,
ErEaMcn. ATLNRELE.

&AL FERBSRBATI(0IA )
WS A
1iLAe T AT (1S T A

[wom[Fesssrmn] i .,‘-...]..[.;:..]

4 BEGE - W -

95 162, POMTI 225, 2 B2 ISPD 75 5%
AR Tz. NEIEFETIE, 1617T CASK iz
TR 24T o 72 I e o 72, BEERS
MIERE & 9E T, FGFRI, 2, 3 #fzn 1T %
13 B2F7\, 2 1> APERT JiEfiE#E (2 FGFR2
BRTARE 20, 2001213 FGFR3 D% %%
28 OMNHITIZ Thanatophoric dysplasia @
DWW, F RO 1B0L TWIST &1z
T DS % 8%, Seathre-chotzen fEMEHE L 2
Wrs i/, ZoErEnMisERE T, 360
T Zic2 1T, SHH #&fnT, SIX3 #&{nT,
TGIF 15T 7% EIZOWTHREEIT 2\, 16
|2 Zic2 AR 25 % 8% 72, Dandy Walker
FEMERE 4 Bl O W TRIZFEIT 21T, 1K
A VEBIZ FOXC1 O#E(nT AR EZFEL, 5
D1FEF VIEBNC PLG fnfi2a vy v K
AT UERFEREFE L7z, FUNE F 7222

20000004181 10:00000004842 1000000004583
DlCoMe DICOMIRe {481} DICOMY L7A K (4981

BT
Diks

SEBIIRET Y A b DR

MMAERE T, 36112 COLA4AI #fr ¥R %
DY KEEFEREICIE, 16012 NSDI & (nT28
B4 10N AKTS #n 25 % 25112 PIK3CA
BIZTEREAHEELEZY. Zofi: LT
CREBBP 1#{r- {754 % 8%, Rubinstein-Taybi
SEBRE LB CTE72 10105 5.

6. WERLL—FT UL o TV AIRIEHY
WL, EHEHEORRIZEN TV,
FATI A IR A B BXIRIIZRE & M REEE O
BfR%E 70 ARy 74 TEHE LTHEHET
HHDNE ) POBE 1T T 5.

7. BEEMAFENT, 45 Hiiko 5 AR 663 ffk
ORI ORME 1T, DNA Wk} 467 feff, 55
AR 196 MR % 23 - Bz L, K4 fk
L7

8. LI #ZTRELATH X HEHMELRNEK
SEE R B BB 5 BIORE, IEENEZ: &



%5

230 1

5 PS M ORI L T b,

9. F7-THTEHEHLRE P CINEEAAR & A A 5
LA & RS L 72, HEGTE FBM B RO
AARGURRIE DN B AL, SRR B OHRRE
IR ECEMTE 20 DEER .

Z =

1. WGBS BIT 2 867 FBM Ok
DIERIZ BT B IFNTRIL T D7 S IV LORESE
2o, #EiEME FBM 2 ONEL K% 3
7Pt R & 9 B AKBEERE @ R aiE O BEOIG
I SRR IR R 55 b F 0tk
NEIE R BT A HOMIBBEEE 2 25 58
VIS E R A R AE & 2 7o R
D% COBIEER 7 ) — T o —HEO KA
FERFD 7 B HEERF OB NEEZE N I & 5 W
(ZIKEERNIE - ZEM0E - FLBNGEERE. ORI
B &, BRVEIIOME T o — MR CIEEERIC
ELZRTWHICHH L CTE7 FRICORIE
7)) — I3 — WA O REERER @G R I5E
NI 2\ ZIREERGE - ZEIE - FLINE
B ONMPEIEREICB VT, BWEERCH
ETFEEPFE S, BT ELT O/ % VL
OWEIZBBEREEZ L7256 L7

2. 20X RS T & T 5 12
BH7zoT, HEATEFBM O X 9 s
BWTIE, BRZWIHO CEETH L. /)
DERRERGAREE, /NIRRT, AN
B, /NERRENRE, 7 E&rBHTtorF
A%— M2 X % central review |46 C EE
THhb.

3. /NEHREROAREE, ERREmTAE, NE
R, AR/ NRRHEE, AR RS REE,
FERMNE 72 ERPE TO I 25— MR, i)
ML CET LM EMRELCTBY, AR

X

1) Moritake K, Nagai H, Nagasako N, Yamasaki M, Oi
S, Hata T. Diagnosis of congenital hydrocephalus and
delivery of its patients in Japan. Brain & Development
2008; 30: 381-386.

2) WIIEFRRSE, AEHOEEL WP, SFoTE B T

JFR

SN EYE
EOFEMk e LTid, M FHiiTE s, 4

FEHLH T—# DO ST % 8D 2 BRIR R IE D) T
HAHOT, SRERH L7z, web 2 FIH 74
I Y TEGERHmIIAH THh o 72,

4. VHRRFEEITIL, EEZRMEREEDH UL
TR C O BRI IR A AT T S L5 &
VO HIRDATL, Db EIZTE 5
HARITA T =7 —_R=ALHELEL R
V. BRIR & R - BRREROWIEE DS, id
PN 2wl R IZOWT—amIZa L
T, WEHABHT AL, EELIETH
N, TONHTIZEEIZHER SNAHRE
PR CE L. EROEE L, 25B L 14
RO TR ZITV, BRI =R
5.

£
Al

&
JRWREEWIIZ BT %8G FBM O 2L #E o
YERE, M OGRS M) 72 R RE AT IR
FeEIIET A, BRTRRE, BIRIEHR, #ETFE
e, BEHRAMAGE GHER - #i2 - DNA) 7%
EOT =8 =Ny 7 OWEEL, HERAETEINERE
WZEDESHRDOIEEL 25 LD TH 5.

E i i

IEFIBSRRCTBWNIC SRIT7272 & F LA T4
A, VS TORE, THRESERS, K ek, B
PFZSEE, MEGASEE, ANGHERERSEE:, gl
Jerk, FEMNGEE, SORMIRSEE, HEETEE, R
B, ORI, AR, & Ak,

Bt INHSEAA R L BT E T
F 72N 7 OREFRF - HEE AT o T B IEALE TR,
FRFRR S A, S ES AZEHHT L RIS

%

BAZR 3R S BTERY R AH BUIRTE X 22 v,
[y
B, R A RREIKSERE OB & ink R L O R
Fth RERIVEE Y ¥ —F 0 2011; 20: 322-329.
3) Yamasaki M, Nonaka M, Bamba Y, Teramoto C, Ban

C Pooh R Diagnosis. Treatment, and Long-Term
Outcomes of Fetal Hydrocephalus Seminars in fetal &



SRR I T BRI 0 0D 5 Wk ¥ 231

Neonatal Medicine 2012; 17: 330-5.

4) WIS © BB RIIKEBEIE A 4 B 7 1 VilRERHS,
JEVEHIKEERE B &G A NI A ¥, &E W
#R - 2005.

5) WIS © [hWRBIKEEE Bl L iGET A K74
CUET2M IR RIER SRR, 5, TR, 2010.

6) Shofuda T, Kanematsu D, Fukusumi H, Yamamoto A,
Bamba Y, Yoshitatsu S, Suemizu H, Nakamura M,
Sugimoto Y, Furue MK, Kohara A, Akamatsu W, Okada
Y, Okano H, Yamasaki M, Kanemura Y: Human
Decidua-Derived Mesenchymal Cells are a Promising
Source for the Generation and Cell Banking of Human
Induced Pluripotent Stem Cells. Cell Med 2013; 4: 125-
147.

7) Itoh K, Yaoi T, Yoshifuji K, Pooh R, Yamasaki M,
Fushiki S. Semilobar holoprosencephaly with a unique
traversed sylvian sulcus. Neuropathol Appl Neurobiol
2011; 1365-2990.

8) Itoh K, Pooh R, Kanemura Y, Yamasaki M, Fushiki S.
Hypoplasia of the spinal cord in a case of fetal
akinesia/arthrogryposis sequences. Neuropathol Appl
Neurobiol 2013; 39: 441-444.

9) Okamoto N, Miya E Tsunoda T, Kato M, Saitoh S,
Yamasaki M, Shimizu A, Torii C, Kanemura Y, Kosaki
K: Targeted next-generation sequencing in the
diagnosis of neurodevelopmental disorders. Clin
Genet 2015; 88: 288-292.

10) Miya E Kato M, Shiohama T, Okamoto N, Saitoh S,
Yamasaki M, Shigemizu D, Abe T, Morizono T,
Boroevich KA, Kosaki K, Kanemura Y, Tsunoda T: A
combination of targeted enrichment methodologies for
whole-exome sequencing reveals novel pathogenic
mutations. Sci Rep 2015; 5: 9331.

11) Kanemura Y, Okamoto N, Sakamoto H, Shofuda T,
Kamiguchi H, Yamasaki M: Molecular mechanisms
and neuroimaging criteria for severe L1 syndrome
with X-linked hydrocephalus. J Neurosurg: pediatrics
2006; 105 (5 Suppl): 403-412.

12) Hiraki Y, Okamoto N, Ida T, Nakata Y, Kamada M,
Kanemura Y, Yamasaki M, Fujita H, Nishimura G, Kato

M, Harada N, Matsumoto N: Two new cases of pure 1q
terminal deletion presenting with brain malformations.
Am ] Med Genet A 2008; 146A: 1241-7.

13) Nakakimura S, Sasaki F, Okada T, Arisue A, Cho K,
Yoshino M, Kanemura Y, Yamasaki M. Todo S
Hirschsprung's disease, acrocallosal syndrome, and
congenital hydrocephalus: report of 2 patients and
literature review. ] Pediatr Surg 2008; 43: E13-17.

14) Takenouchi T, Nakazawa M, Kanemura Y, Shimozato
S, Yamasaki M, Takahashi T, Kosaki K: Hydrocephalus
with Hirschsprung Disease: Severe End of X-linked
Hydrocephalus Spectrum. Am J Med Genet A 2012;
158A: 812-5.

15) Yamasaki M, Kanemura Y: Molecular Biology of
Pediatric Hydrocephalus and Hydrocephalus-related
Diseases. Neurol Med Chir (Tokyo) 2015; 55: 640-646.

16) Yamasaki M, Nonaka M, Suzumori N, Nakamura H,
Namba A,Kamei Y, Yamada T, Pooh RK, Tanemura M,
Sudo N, Nagasaka M, Yoshioka E, Shofuda T,
Kanemura Y. Prenatal molecular diagnosis of a severe
type of LICAM syndrome (X-linked hydrocephalus)
J Neurosurgpediatrics 2011; 8: 411-418.

17) Ttoh K, Pooh R, Kanemura Y, Yamasaki M, Fushiki
S. Brain malformation with loss of normal FGFR3
expression in thanatophoric dysplasia type INeuropa-
thology 2013. 4.

18) Yoneda Y, Haginoya K, Kato M, Osaka H, Yokochi K,
Arai H, Kakita A, YamamotoT, Otsuki Y, Shimizu S,
Wada T, Koyama N, Mino Y, Kondo N, Takahashi S,
Hirabayashi S, Takanashi J, Okumura A, Kumagai T,
Hirai S, Nabetani M, Saitoh S, Hattori A, Yamasaki M,
Kumakura A, Sugo Y, Nishiyama K, Miyatake S,
Tsurusaki Y, Doi H, Miyake N, Matsumoto N, Saitsu H.
Phenotypic Spectrum of COL4A1 Mutations: Poren-
cephaly to Schizencephaly. Ann Neurol 2013; 73: 48-57.

19) Harada A, Miya F, Utsunomiya H, Kato M, Yamanaka
T, Tsunoda T, Kosaki K, Kanemura Y, Yamasaki M:
Sudden death in a case of megalencephaly capillary
malformation associated with a de novo mutation in
AKT3. Childs Nerv Syst 2015; 31: 465-471.



232 Rk 2% 3

— E&E7O07 14—
LI k3% Mami Yamasaki
PrE - Wk AR N R b N R R - RIPER
g BE WRIS34FE HUEBIT LRI R R A A
WEANS74E 9 H B RBOmbER s R
P9 4 H o EN BRI R > & — R R
PH244F 4 A~BE  HREREAECSERREEEIbE R
R 8HETH~FIKIE6 H KEF— AT T RY ) — T KRR
PER
B NIRRT VRRE (EREE, NRIERRIC X B EEEIME)
RAITEIRD 2 = & hReT, AMEREOfGE
F 734 0 1. Yamasaki M, Arita N, Hiraga S, Izumoto S, Morimoto K, Nakatani S, Fujitani K, Sato N, and Hayakawa
T: A clinical and neuroradiological study of X-linked hydrocephalus in Japan. ] Neurosurg 1995; 83: 50-
55.
2 . Yamasaki M, Nonaka M, Suzumori N, Nakamura H, Namba A,Kamei Y, Yamada T, Pooh RK, Tanemura
M, Sudo N, Nagasaka M, Yoshioka E, Shofuda T, Kanemura, Y. Prenatal molecular diagnosis of a severe
type of LICAM syndrome (X-linked hydrocephalus) ] Neurosurg pediatrics 2011; 8: 411-418.
3. Yamasaki M, Nonaka M, Bamba, Y, Teramoto, C, Ban C Pooh R Diagnosis, Treatment, and Long-Term
Outcomes of Fetal Hydrocephalus Seminars in fetal & Neonatal Medicine 2012; 17: 330-5.




