EA B A R BB S (BRGVER B STARBT R )
SEMEREE

S T8 P T IR Bt 2 ohE B SR AR R R D U &
FONY 7L A5

i tE)

&K E
E Wi ARER ¥ — BRI v ¥ — BEREMEE £&

MEEE HEERIEBEEEOFREMRE & HEREOBE - BEEORELRKE
Be LT, BEMREFRABEZINE T8 BRL, TONY7ILEEKT 2. 224
BEARE T, 16 HiRS O A5 123 MAEDOREORM T XIS, DNA MH 54 1kfk, HE
MR SR 69 Mtk B - B L, BARE LA X FRIEEBRA TIURGR S & 4
HARAT S EMERL L. BRGNP REEEEEHROESRHIL IR
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M, SFEBOREHEFICKECERTEILODEE RS,

A TEBH

HAEC HRIERNEFEDTRTE L 2 WEEE TR R
ESE DRI L REBEEOBE - BREEOREL R
WEEE LT, WToOBRBHERERRSZINE 758 -
R L, #ONy 7k ERET 5.

O WA EERE: #EE (DNA B X U'RNA),

¥ s g, HEIEAR
@ AR SR I SR AL R
® BEVMME - RHESEMR, LRk, mEANRE

@ &ile - wRE, MEEREMR, EmEi
i

® iPSHIME @ ERLO~OIEIR LEAL TIEK

B. BiRFG*

1. BEHRAEKRSHONE

AEFIIRE LA [EFRBRE=2T V] 2
ftoC, BEMRAEGE (B, B, e,
FE A, R, (BRI 2R L7, BT
FsUE (DNA) (R MR M, SRL (2 TRULE ATV,
DNA fith 1%, KEREH L ¥ ¥ —~fixsh. Ml

BaBi sz %179 720 OFREHRRUCINE T 2 5L, F
AHCAKRERE Y v & — D55~ Vb =X
F o — 7, HRRIEHEATA - 78R B A 23 % A
EH T HICANTREEREE 3= L, 5%
%, SRR CRIRER > & — 2B 7.

2. BRREARRaA L

MR R, BEEAEL T THE—MRES
Ww B L 7-. EGF/FGF2/LIF/B27supplement % &
TR 0 CIR R R AT, MR AL
fo. BEW, BEMES FRICHEYI%R, BELELZTTo
THE—MEBREBE®RLIER L7 10% 7 P ERMTE
(FBS) %= &TREHIZTHRELIT, HEMIZHIL
L7z, BB IAERE, CHRImARAR B & OV MR i,
AXIS-SHIELD #t Lymphoprep™ TEFEIZHE > THik
L7

3. BEETHET

4 &{=T (L1CAM, FGFR1, FGFR2 & & UF FGFR3)
O BIETFEFIENIEPCR- ¥ A LY P — 27 LY Rk
WTERLE. ¥/ 2028 —BBITIET7T 714 X b
] v 7 A Genome-Wide Human SNP Array 6.0 % fiv»
TTa ha— N> TERBL .
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(IHE A~ OELE)

WEFEETE [ EEA RN T R EE O TR BERRAT & h ik
BI%] % KARER L ¥ —EERBRERA~HHL,
FOARER - (CER 21458 B 26 H). SRRt
DAy Tr—=AF-arer iy, REEELERY
S -HBAXE, AEETHACTERSNL.

C. AEHER

1 SRR

2011 4F 3 R3TE, 15 Wik & &Rl 123 B O RE
P H Y, RUICE L EEERRE 2 IEL 2.

2. MR ZE

BRI O MREEANG, PR Bk MR, -

R1OELEEREE B

#HE g e g

BEHk 52

DNA R AR 2
fE R 6

il 10

EE - SEEMAR 7

FEEM B LR 22
RS TA 1R i) 1

F7 ¥ SR e SE R A 8

A AR 15

(&3h 123

+2 ERTECH AT ER K

BfEF%  UniGene  BERRSE S8k
LICAM  Hs.522818 13 2
FGFR1  Hs.264887 1 -
FGFR2  Hs.533683 2 -
FGFR3  Hs.1420 1 -
(&ED 17 2

&3 WRMIET AFERR~ DR 5 5
SR R

KRBT REREER LYY — - BEBHEH 3
IWERFEFE S BMmEE - NER
BISEBAERELD - NERFEHE

(B8 14

BN, B AR OB I & 2 BT L7z (3R
V. 7, (D, BRI, KM S & 4« Bk
SEEL T, BREL.

3. BETEATK

RUERSAFET, GEr1I9RB 2RI, 4
#f&zF (LICAM, FGFRI1, FGFR2 3 L U FGFR3) »
BHIBIT A ER L7 (£2). /7 538 -8R
Mgk VEEBIICx L CER L 72, MBET OB,
BFF 14 3B = BT AN O fth > 3 BF e 12435
L7 (%&3).

D. £ =

RELOMRRRE LT, Shskd o BB
S EE R E A ORM L 21T, &3T 1238
RINEL, 215 %A/ RIZFIHNT B & OIS T
BHEZBET LI LT L, FRELLBER
REUH 2 W e CHIE AR 3 2 RHIAHESR S
7. Bk, ZOBHESSICKEESELI LT, K
FROBEZERTLIEATRICLZEEZLND.

E # &

BRI B EERE ICHET L AR T e
TAHEMCHEEL, 123REORABINELITT-72. &
t’, SHLIZEBONENEEYER, FEEGREEL
S UMM & U - 5B - (ERRL, #n ooy 71k
EHLTWELWEEZL S,

F. REEREkRIER
ZL

G. MRRE

1. @wXEE

1) Kanemura Y: Development of cell-processing systems
for human stem cells (neural stem cells, mesenchymal
stem cells, and iPS cells) for regenerative medicine.
Keio ] Med 59 (2): 35-45, 2010

2) &FRE, F M, ASEF, PEgT Mk
W 701 ZEHIC L 2 aiigoiE - LEl
. BAEERE 9 (3): 4752, 2010

3) SRR RO B T A B R RS 2
VIS BAER. SR 39 1): 523, 2011

4) FEET, SHXE v FEREEERBEOSLE
FFif.  HAERS R FE SR, 2011, FIRH



2. FREER

1) Shofuda T, Kanematsu D, Yamamoto A, Fukusumi
H, Suemizu H, Nakamura M, Sugimoto Y, Furue-K
M, Kohara A, Okano H, Yamasaki M, Kanemura Y:
Generation of human induced pluripotent stem cells
from decidua-derived mesenchymal cells. ISSCR 8th
Annual Meeting. 2010.06.16-17; San Francisco, CA,
USA

2) Kanemura Y: Stem cell research of congenital
central nervous system malformations in pediatric
neurosurgery. International Symposium on Fetal
Neurology, 2010.10.24, Osaka, Japan

3) Shofuda T, Kanematsu D, Yamamoto A, Fukusumi
H, Suemizu H, Nakamura M, Okano H, Yamasaki
M, Kanemura Y: International Symposium on Fetal
Neurology, 2010.10.22-24, Osaka, Japan

4) &MRE, EALEF, BEETE BEFFRZ, LEERK
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¥ v MHRREROMBRNEETE F0REEHR
BIZ. HAEAN AR HENRIFEEE 69 B EMES,
2010.10.28 ; 4EH

5) FKRS, IEALEF, IWAEHRE, & T8, RHFEXT,
Wi, &Mk v MHEEMS S OMESR
RO GEE L ZOFEEN. 510 MH ABARESY
&4 2010.03.01 : HE

6) BAHBEAN, FAETF, FRRMA, LEEH, KHx
&, KAKEE, BHEE O LGRE SHEE &
Mk v biPSHIBRB Y ICB S e RS <
)y A0ERE £10EEFEEERESKES,
2010.03.01 ; it

H. AAMEEOLE - S8R
=L
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EEGEHH A AR E BT R BRI HEE)
SRS E

PEEINSE DO PR B F S ) 72 JL R 7E

W5
to#z

BACETRAT AR e %Ly 5 —

FRE R AREAT ST — A

MRES

AR AR D R L TR BRI ST R S 5 &, BB RRT 2 8 E
BEHERFIRROMEZ T CHRRABOBRELZMEES 2. HEEETEFI@E
ERETAAN AL ZHEL, TOMRBICESIWMBEORNELEMT L L ER
L7z, RAEYIZ IR0 L oM R OB EE R AN CIDH T 5 2 L 2 BHE Y.

A HEBEN

AR OB EALIZIE, 7Y 7R R AR S
MifeZe SRS 2 S EFSELMEFTEMER TS
RYY 5. MERK R T 2MREESHRT B &,
ZOPWmIAH - e mEM#EE 2V HEZHEML L9
E5h. L LAEHERFPRENEL XET 572
O, HEMERIBEHICZRIBRZTHRET LI LN
TERV. ZOL) RWRELERED, MAEROKE
NG ORETFREARETHLEERNTH 5. ik
%Tid, BEHERFYEEEZRET HMBENA S =
AL, ZOMBIEISHMBEORFE 2 BT
HAHERRETHIE2HIE L7

B. iRFG&#E

RENLBHEFEMERT TH A, Semaphorin 3A
(Sema3A) & Myelin-associated glycoprotein (MAG) @
TERWF e L7, FREREMEHRLERL, %
DO EMSETEICBERERFOM/NER IR © (F5
L7z, COBAHERTFIEEASELRET LI L%
RBL%, BEA#ETCOMBAY 7 nEB LY
MR OBIRE 2 WTARLEAT L7:. S HICEARERT
THOBESEELHETLERN KRG T LI LITE
D, BEM#EOREAEBIETE 20T EBIEL .

C. MEBRBLVEE

Sema3A & MAG W indbE#hBEEREL: T4
bt, TNOHEHERFOREGREIZESR L RE
ML, WREOFMIZRER L. REM#ESKES
N5BEET, BBEOD Sema3A & MAG |2 L 72T
DLABREMEMBEDO AN Y T AL+ ViBEISER
L, BEBEOWY AR (F7A) KEHETY FHA
b= ) BICHELE AN ITALF IR, F R
7B VBABERAN Y Za -V ERLTI T A
YU EREEZ Y P A =Y A2 REL
Monodansylcadaverine % 5 L T2 7 A1) VKT
IV RHA b= AR LR, FAEEE
BFicREINT, FICHEHERTFICA» - THE
L7z, Bk, BEHNH#ETOESHHTS FH A b—2
AGMFERLEBEOLELEMNTHH I EHH LI
ol KER%E, BEFE [Neuron] S THEEL L.
Stkit, FEHERFOZHEEPOZY FHA -
AR N2 % 2 7 F VAT O L R L, %
RHEHEFELZECRL L b TTOY 23T 5EH O
AENEFERS S

D. ¥ &
BRI RIETHAREANL Y, WHEMROBFED T
B EDTRBRIN.



52
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BERE e AR

Z L.

F. MRHEXR

1.

1)

2)

3)

2)

RIRE
Tamada A, Kawase T, Murakami F, Kamiguchi H
(2010) Autonomous right-screw rotation of growth
cone filopodia drives neurite turning. Journal of Cell
Biology 188: 429-441
Tojima T, Itofusa R, Kamiguchi H (2010) Asymmetric
clathrin-mediated endocytosis drives repulsive growth
cone guidance. Neuron 66: 370-377
Akiyama H, Kamiguchi H (2010) Phosphatidylinositol
3-kinase facilitates microtubule-dependent membrane
transport for neuronal growth cone guidance. Journal
of Biological Chemistry 285: 41740-41748

2 AT

. %I{ﬂ:%—i
) PR, A2 0%E, LOMZ - kRN

A5 ANBTEZ A AMKFERET Y K4~ —
TADEE. 562 B HAMBANFEAE KK,
201045 A 19 H

FEER, %2 0%E, LEOWwZ  EXFREs 5 A
JURFEB®TZ Y F9 A b= 2L 2 EM#EY 1
v AOEREIRERE. 48 33 [l H AR SRS - 8
53 [A] H &AM b2 K4 - 58 20 [A] H AR [A] B 5
SREEFKE, fH, 201049 A 2 H

3)

6)

7)

mERHE—, WEEL, BiEE, L0z, Hil
L= AR O I B 1T S CaMKK/CaMKI % 41
L7z A v A OREE. 5 33 [ H AR Fa R
55 53 [l H AE b2 R4 - 55 20 [l H A [l %
FEREERAKE, #H, 2000669 A3 H
ARILKEE, Jerry Silver, EL#Z /3% 1) v
U BRI & AR E A, 55 33 [0l H AHE
e Re - % 53 Il H AR Ly S RE - 520 [
HAMEREE S REER AL, #7, 201049 A
3H

Baltgid, LOWwZ  PBKIZL2MUNES A1 F 32
ABLUOBREEZEOREIMEFINEEZTH L., &
33 [Bl H At#E R & K4y - 56 53 | H Kb FE &
K& 5 20 Bl H At Rl A KRS G R RS, MH,
201049 H3H

Guy A, Nagatsuka Y, Greimel P, Nabetani T, Ito Y,
Ohta K, Hirabayashi Y, Kamiguchi H: Lipid-mediated
axon guidance in the developing spinal cord. Cold
Spring Harbor Laboratory Meeting on Axon Guidance,
Synaptic Plasticity and Regeneration, New York, USA,
Sep 21, 2010

Kamiguchi H: Lipid-mediated axon guidance in the
developing spinal cord. The 6th International Academy
of Perinatal Medicine, Osaka, Japan, Oct 23, 2010
ABRILEHE, Jerry Silver, LEIT#Z /8% ) @
VY ERAIC X 2 B E A, 58 33 M H AR5
WFERFES - 8 83 M H AL LSS KS, #MH, 2010
F£12H9H
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FASHER A AR S (EE R BRI s E)
SrEAf FEH s

Hirschsprung 7z 5519 5 JC R K BAE

i st g

/I AR IR B
BERBRZELINEMERE  #EHR

WEsEth 1%

THET PRXE RETH
BEHE SRR B S NER

MREE LICAM ZERMKEEOFREERT & L TEETHS. LICAM HEER
FLELTHREMBERDOA L LT, EHMBERICLBHLTBY, SRMAKEEDAD
GHREETAIELUFRESNS, KFEMOBA ST 1997 IR REKEEICL IV
VaARTINVY TR EAHTAENTLCAMZER* DL I L2 R THOTHREL
e BSHEBRECHE, ERMWAREE VY 2A 70y FHEEH L SEIMERICD
WTRLHT A & & 10, T TSRS STy 5 8 FERI % #45 L, [Hirschsprung
WE AT 2 ERMKEE | ARBEM 2 2T TEEL R L 2. KESE 3B
AR B TH S5 —F, Hirschsprung 7% i3/NEHLENFHEE 2 AL T 5
BThsb MEXEHTLIREREPEET S Z &2/ NEHERE - NEEHEEARIEIZ
THERE LCIRMEL, 208HEZHLPIIL T LERED S,

A MEEW

LICAM 3% REKEEOFERERZT L LTEET
H5H., LICAM IZEEFRT L L THPRHEROAL S
T, FEHRRICIBELTEY, SRUKEEUS
DEFEXERET LI ENTFHEIND. FFFREOMAS
12 1997 FEVHRBABEECC VY 2 ATV k%
AT AERTLICAMER 2 BDH 5 Z L2 A TH
HTHE L. F0H, 20024 IKED 7 )V— 712
&) FRROEFA D HE SN, WHEOHMALE DEIER
THEWIEDPHLRII o7 361, WAL
2004 FEICRIBRDER % 3BIFHRE L7z, P, £E D
STEIHOEFNNEEST CIIePTlFAHRE I T
%, RERFETE, ERBKEE - V2 AT
YUREALIEBIEMIOWTRETIE LD
12, SNFTCXMICHE SN TV A EN*ENT 5.

B TIE, VS 2 ATy FRESE L KEE
FEBNZ DWW THE L, LICAM BEFEEIZ L) BE
FTEHRBOARY b I HIIDNWTEETS,

B. fARF*

(1) BREWMBAORELBAHICEREATHES
Hirschsprung 5 % &8F L 72JEBNIC oW TERFRIEIR %
a7,

(2) XEEZEAKEE PubMed 7— 5 N— A %
T, hydrocephalus AND Hirschsprung % ¥ —77 —

F&LTXmET> T/, "o IS IAEh
TR XEPH T, B>V THHREL .
18 5 N7 SCRROBRIR I RE R D v THBEET L /2.
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C. HEHER

(1) AFFESHEYE X 0 FEE S ER

im s CRIEKEEM EDbN, 2883 H FK
REAERATI6XY. HEEI7THI BFEFEDHRT
HidE, HA{KE 3088 g Apgar 9/9 (147/547). %
TRUZERMEKEE L EEZH SN/, Hiw15 VP
Yx v MR BERENAS Y Hirschsprung
Wb, HE 37 \CEBE AL MEAT, MREES
RO THEDU SNz HiER 43 CRILMES Y
B - ORI % FEAT 10 - ARRICARIGHT. VP v >~ b
METHLY, ThETY v MEBHERRV. B
CTHRAEZ EHMIZIT> T A D MEIL AL L.

1#%5~ AROHHATR -

HE 6390g, HE 673 cm, HEHFE 463 cm, HI
FEIRZEN, AAICRELTHE, HEmE 58 H
& B & HIRRZ L, TR ONEEmD . 1%7 -
HOBRRTRESH, BRI SLMEEITRETH 7.

(2) BEOHEHOEL

L1CAM % 21T, SFRMEAKIEIE L Hirschsprung
WEAH L ERIGAZEI S FIDHE ShTwa.

UFe, ERoEHERT (RD.

ETHBERET, BRAIEYVL BT Ens,
H—QEBHALZEL LI EMWNTES, KEEIE
W% &P AER, Hirschsprung # 83 AHED

YL, BEELMNEDEMTIE, FEBZEIIZBNE
ThbIEVIME 2oz,

D. €

AKEEJE & Hirschsprung S HFINEER L LT
8BlH 1, WRILES % & U Tl THEELL 725ER %
FELL 120KRERETHL LMY L7 §l
Eht X, FAEF O LICAM BRI % #£D 55 H Th
A,

LICAMZEMPRBEEDCPFER 25 Z L&, IhE
TOEIZL YVHSL 2 TH o 7245, LICAMEENE
@ X 9 |2 Hirschsprung /& % BE S € 2T I122WT
BARBETH o 72, REICRY, HBERFZED 2 ELRS
NTW5, BE* XY 5 BAEMERIIEBNEREO M
MR EOEENIC L VRS, EEERRIC
EENH L L, Hirschsprung BEFET 5. Wallace
51k b Hirschsprung & HHAFETF TH 5 SOX10
DTTABETSox10DA~T OEEEKT T AN
Llcam NER %A ¥ % & B3I Hirschsprung & % %
FETAHIEERL.

KEE 3 /N BRI A NETHIRETH S5 —4,
Hirschsprung & i3/MNEHELENRHER 2 AR T 5K
BThsb WELEWHTIEBVIEETAILE/AR
MR - NEHICENREICERE UCREEL, €

&1
Sex  Age Segments Associated Development Mutatioon
anomalies

1 Okamoto Netal 1997 M 3years Rectosigmoid cleft palate  No head control 2-bp deletion in exon 18
2 Parisi MA 2002 M 2years Shortsegment No head control V752M in exon 18
3 Okamoto Netal 2004 M 3 months ? ? ? IVS15+5G>A
4 M 6 months ? ? ? IVS15+5G>A

5 M 14 years ? ? ? Q992X in exon 22

6 NakakimuraS 2008 3years throughout colon Postaxial ? V31A in exon3

etal polydactyly

7 Jackson SRetal 2009 M 12 months Rectal ? ? R558X in exon 13

8 GriseriPetal 2009 M 10years Rectosigmoid Severe VUR A few meaning words p.Pro756Leufs95X

1 Okamoto Netal 1997 Hydrocephalus and Hirschsprung’s disease in a patient with a mutation of L1ICAM. J Med Genet 34:

670-671

2 VitsLetal 1998  Evidence for somatic and germline mosaicism in CRASH syndrome. Human Mutat Suppl 1:5284-S287.

3 Del Maestro RF 2000  X-linked hydrocephalus and Hirschsrpung’s disease. Can J Neurol Sci 27 (Suppl 2): S40-S41.

4  Parisi MA 2002 Hydroccephalus and Intestinal aganglionosis: Is LICAM a modifier gene in Hirschsprung disease?

5 Okamoto N et al 2004 Hydrocephalus and Hirschsprung’s disease with a mutation of LLICAM. ] Med Genet 49: 334-337

6 NakakimuraSetal 2008 Hirschsprung's disease, acrocallosal syndrome, and congenital hydrocephalus: report of 2 patients and

literature review.
7 Jackson SR et al 2009 L1CAM mutation in association with X-linked hydrocephalus and Hirschsprung’s disease
8 Griseri Petal 2009 Complet pathogenesis of Hirschsprung’s disease in patient with hydrocephalus, vesico-ureteral reflux

and a balanced translocation t (3; 17) (p12; q11)
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E #& &=#

KB E % &6 %), Hirschsprung #4
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FHCBLRETHDHZENFPL NI A7,
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FAESBFFMRERMDE @AM RE IR L)
Rl o

XSRS AERIC BT 5 SLCIAG Bz T EROEH

G iiiEy

- R
LA B NER

L7

MEEE WMEREEINEERBIBIARECRETHS., v/ OilHLILRE
EORRBEE,S VT TARREET CERLABEL L TELX LI ENTEA.
SEF BT F TARREENEELRE L EZ 5T 5 SLCIA6 BIZTFERIZ
0 XGESEBMER OB 21T, RFIZBIT S SLCIAG BIZTFEROKENI>W
TR L7, FOE, XEEEHER 14 O PICBEENEE INR P o728
TV Vv rERESEDNBYEE 22 5Id 1 51128\ T SLCIA6 R & [l E

A WREH
MERIZBOWTEELREEHLRZLTE YT TR
KR0S FEREORBIEA TS, L2 LEKNS
BETERIC L ZEBREORIImA SOV Iy
N Ths BHEFEORRE LTOVF 7TARKEE
WEH LT, MEREZEFOUEDTSH S SLCIAG EIE
FOERBT = X EFFHHEBEFEELIRE L TR
L7

B. BiRF*

X EEFBEHEERE 140, BIUBRKRIZT ¥
Vv VERER DN PEGENICBE SN
BiEE2FENRE L KEEMIKEEY / A
DNA % Fi\v» T, SLC9A6 B1xFZ AT IXBIER
3% PCRIFICTHEMRE L, BEHEY — 7 LY AHEIZT
T L 72

(REE~OERE)

ARG IEERFREREEMEHEOREERR
LQEREZT, BIChzo TR, TRE,LER
EARAEEHL.

C. RER

X ESEE M EE S BE 104 FlIZ BV TR,
R & HE SN/ SLCIAG B TFERIRIE S N
Motz BETHO—EEBHRLE LT, 3HEEOEE
BEFEE L. ZON2D (rs2291639, rs2307131)
WF—FN—ALICHEEL, FREEZ LR 1D
B F— /R —2FELEHHO—EEER
(c.1692 +10A > G) TH Y, THIZBLTEA v b
YRIZHFELFUERIBNEZE R 2P, WHOK
BRFICALTHIETE o2,

TV VIEBEENEDLN 22HD ]
BlloBwWT, Uy 2 l—HEREIZLETL—A
27 MEE (c44ldelG) *FEL. BHIIZOE
BEATOESRICELTEY, BRBECTH-72. =
DERIBHEDO T — 5 N— 3 FASEY, 72, 1E
FHay rOo—- VRS0 BBV TRES o7,

D. % %

SLCIAG 5 F ik X Je e Al 263 EICHFEL,
Na*/H* K #i#fi%k NHE6 # 73— F LT 5%, NHE6
IHIELA O pH *° Na iBE A HE T 2Lz A LTV
A, RARICBWTOBEICERLTBY, B ke
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TOYFTARBIZEE L Twa 2 G shTw
5.

N E TO SLCIA6 ZRDOFEIX, wWiE7 T«
W HEBERICU - R BRI A R L 2B RS IZ BV T
mEN, ZOR, XESEHEMERFOVLEOTH S,
Christianson fEfEHE T 5 & /e, T o OIEMER
(TEEEREMER, DMK, TAPALREERTHY
WX KBEBERTH L. RHEZ 2L, £TFL D
FRRMTIE R L, Lzd> T, X HEkEmEE o BE
WEENTVLHRRENIEZONE. 22T, #b
3, HARANX ESHRHER S EE DN B 104 F %
R & LT SLCIAG BIZ T DERMHN 21T - 72. ZD
FERTIE, —EELRIIFERE SN2, HREZD S
AERIFEESN o7z, Lo T, KEETFIE
XESEMEFOFELFERERT L IELE# . L
AL, XEEHREHIER O R KNS TIZEE0 1%9RE
LPED VDAL LALNTEY, LhxRo
RHER LIRS ELEZ HND.

—H, TyI o VEBEESEDNZ 22608
HEEOZ 2L, 1HRERTFERPRIES N &
D Z ki, SLCIS6 MInTFAEROEBAIZINE TO
REDE T v I VY v EBERIIUTVWL I L%
WA LIAEREEZ OGNS, FET vV V< Vil
HOJF &R F UBE3A (R ERIKTEN > - 7 AW ¥ 1k
BT 2 Z L AUR SN, SLCIAG b ¥+ 7 AT
EOMEDPHESINTEY, WHOHBETERIIBY
TELPRBBARENLZ L %2E 2 5L, UBE3A
& SLCIA6 & D35EMICIE LT 5 ¥ F 7T A IZB VT
I L 7R TRV TV S ITHEEATRIB S LA .

E # &

SLC9A6 14 H A N X L EH RS 11 0 1 2 70 5 R E A=
FTid7Ze vy, SLCIA6 EIZFAERIIHAANIIWTE T
v VIEERE LU RRB AR, L
A>T, UBE3A & SLCIA6 & DS 5EM D > + 7 A
BAZBWTHEL TV A RESEATRIE S NG,

F. BERRER
¥z L.

G. iREx
1. awCHEE
1) Sueda K, et al. MEG time-frequency analyses for pre

3)

4)

5)

6)

1)

3)

5)

H.

L.
s
2.
s

3.
S

and post surgical evaluation of patients with epileptic
rhythmic fast activity. Epilepsy Res 88: 100-107, 2010.
Asahina N, et al. Vaccine-associated paralytic
poliomyelitis in a non-immunocompromised infant.
Pediatr Int 52: 838-841, 2010.

Nakamura M, et al. MERRF/MELAS overlap
syndrome: A double pathogenic mutation in
mitochondrial tRNA genes. ] Med Genet 47: 659-664,
2010.

Yagyu K, et al. The applications of time-frequency
analyses to ictal magnetoencephalography in
neocortical epilepsy. Epilepsy Res 90: 199-206, 2010.
Saitsu H, et al. Dominant-negative mutations in
alpha-II spectrin cause West syndrome with severe
cerebral hypomyelination, spastic quadriplegia, and
developmental delay. Am J Hum Genet 86: 881-891,
2010.

Yamazawa K, et al. Parthenogenetic chimaerism/
mosaicism with a Silver-Russell syndrome-like
phenotype. ] Med Genet 47: 782-785, 2010.
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HA, MM, mEes, SEaFE &R 2,
FREG  REERN & B s R B R B o B
Wr, #5113 | H A/NBRFE SRS, Fli224E 4 A
23-25 H (%)

ARG, SR, MEES, FRE®, aaHH:
MHREEERE IS — - ) —EREEOEE
LENZECTH D, %52 B HANEMEEERS,
PRk 22 4£ 5 H 2022 H (F& )

WILRET, BEM— MIEE, & BITER, EiEAa 2,
HHME, SHER: y-7u7) v REBI VAT
0 A N7V ZFPFETEM L 7250 MuSK $itik &
FERFETIHE O — BB, 5 52 [ H A/NE R4
2, FRC22 45 H 2022 H (falH)

MARHES, KHEH =, HIGEFK, FEMEE  PWS
HBIA ARl e R E, 5555 [l B AR @iz
ey, FR22F 10 A 2830 H (SwizF)
MAZES, KH =, HINGEK FEME: 7 A
Jill V) oA 7 B8 B 2 5B Prader-Willi B8 o 223 R % 3 52
5 EIEFH R T OME, %33 B ARG TAEWES
£ P24 12 H 710 H (HF)

HMEY A EHEOHEE - BRI
FERFHUS

L

EN R S

L

Z D1

L




59

EAEFHHEF RIS (EREMREIRITEHESE)

SEBf PR &

BTN BB EE DR REFT D 723D DGR TH D % 8
B9 B MFZE © B RO RIPE AR Z R RIC

BFgesr iR
WA
RIEH AR EEHE Y 5 — DNEERL Y ¥ —  NEREE
AT
B BB B4
REHIMEERL Y 5 — NEERE Y 5 — NRRHES

MREE HAORMERBEEIL>TRETIRENS (Y, ERGZHTE L CH#
BUHTFRFHITFICTELRVLOPE Y, 20X LREBORT, HEREOR
WA Z R THEETRARNEAE D, WENEEFTIZIRR L T s IHERBEEL,
e ALYDOBCTRIETEEZFVESEFUIMNC LESCHB OB IR E L4
BEELCHEINL, CORBTRETIHEHEFOERRLEHEENETDOR/MEIIH L
Tid, RAEAMNICHESORRMIES 2iGEEL S5, LrL, FEERNE
BV TRNOEREE 2 bRz 2rb b, MORKEBEREOEELETHH
PREETALNIEEINIZVEZINE, REFZIZOLS RERIODVTOH
B2 EOTERT— 5 L L OIBIEFHERERET 5 A 28BS

A B ®

FRTER S & % AR MR B O BT IR R D LR
1, BE AR ORI R BGRE L HBZ R
EOFRLYVIToTWE, ZOSRIILALIDL)
RERMERBOHRT, EEEREGFEIBEGEIIIER X
DO EMICHEBERASIEE T AEET, REBEO:
HEFEOERERL, BEIEITIWIHEATEDK
IMEERT. 2 ORBIERRME L FHERBRMEICST
5N 5, HIE I Crouzon FEBEHE L LIZREI K, B
HHEGORYEEGTRLRT W/ -OEZEORELE
Fitbv, S5 EEERE () OBRBHL LHHE
P oEREOEEEAEEH, ZOKEEIEE FGFR
BET R EOBETFOEENERE SNDE. BETIE

REDVHEZEICRE LE—RE0RBEATE L, EE
BHICAOND L) REGTOERLDDOLITTN
Thby, FOBERFIAHTHL V. EEFEEOH
TRNROBSRBEOEEL BT HHME VN, ZOKE
RA V3 L S EERFEEOFICEH LT WREOERE
BARKEREICL DD ERTALT, HEmtkalwy, —
75, FHEBEBEOBITIIMOTRFE P KEEZ
BlixEhCTH i, BERIIAONZELINLHOSE
KBEOEEZETAHTEEIIEESINRELD. £
DERIEZEOHREECHEFHOF/MUIZL S D
Dh, FTAERYRS L0 L) BB S Ty
v, Z0LHI, EEOREEEIMOKEREEL
R+ 572912, MRIIZ X 2O ERE O F i,



60

BIEFEROREZITV, BOBmREREREE L OB
EREY 5.

B. iRFG*

BHEEILLDA v T+ —ALF -2k FE2ET,
Bk — % & LT, RERE, BEE, #MEE0NR
EERDLZ B L, B e L T MRIZ AW T
MO RE CTEBRE LR L, ZOROBRKES
THELCRET L. REIFLNLHITIX FGFR
BT 2 FOICBRETERORELRET 5.

155 N7 B AT R L B VA VRO B R e R R B 8
IZfEo TREE L, ERIEHRE &b ICHEREREY — N —
2B 5. BEE A o TEE I N ERIERI,
ENERDSEEEICEEINZA & — 2y b EICER
& N7z Fetal Brain Malformation @4 1 ~C, A5t
HOBLE 7 LR O N7 FRE HME 4 DR O FRREHR
PHBW, REHEZEEBRF LTV, FAEFES
Nis, WEE LIRERHENEGE 2 SICB L TF
RELTERR SN -—H 2 EFA L LTHY 5.

COERICEL TSI Y7+ =L K- oty b%
BEIZ L VTS, BRERSEERE 2 S O BB
ZOWTORERE, & M/ 4 - BT EAITIFZEIC
T 5 fmEest (FR 16 £ XHRFE - EEFHE -
REEEEERE 1), EEHRICHET S mEE
CERL 19 3RS - EEGBESRE15), &

ETFIEBRERT I T 2388t (P 16 4 3R
4 BEAEGBEERE25), WRITZEIZEEY A W
fEET (PR 20 FEAGBEETRE 4155), b MEd
fa% Fv 2 BRRITZEIC B3 488 (PR I8 FEA Y
B8 &R 425 5), EEGEEOITE T 5 ERHKRE
CBIT2BMEREOERIZME T 5 EARIES (P
184 6 H 1 HNWEEFBEREEFELEMEREE
) BLUHBEENFIES 207 T o 7o fmER
EH T BT 5.

C. HEHER

EFZIRRTH. EH4»AOBRT, HAEHRKE
VEFOLE (HHHZF) riEfMIhld, HEEDS X
UFHPEUOFEHREE IR0 Mo 7z, HE—T
THEIRH, RIEEICERTNE I Lidhr/, HER
OFE A X # 5 TR R EE G O F 5 TEREAL
OFfRZZED (K1), MEERKEEORIEE LZ
Wil 7z, EEEEOBESIEED T, FERBENL L HE
L 7z. MRI TIZHEZEOEFAE G RT#IF2HME L 72
DEFR %80, MEFDOT P LRILKZ RO, TE
BHICRE 2RO o7 (M2). H£#65»HICH
ERRBOMABLIUVHEBEOERABET 72012, B
HEF 2 & A fronto-orbital advancement % 17> THH
EARBEILANL, FRICEBEREZBELL. Mio
AL X R TIE, BB S ICIERL, EESR

1 BEEPHEM XHE (A% 3HE)
RS RS RESHOBELGE RO 5. G W& TERES OFEL
BEEEEL R, LFEFORERITERD %\,



61

X2 MRIT1 53R E & (£ 4 2 HE)
o RIRWAE, £ KRS

B3 FHEPHML X & (BHFELE, &1k 62 HE)
o IEEE. B AEE BERSVEREGOTSEIAL, HEAEL MY,
FHEENYE L7

AL EEERYEL: (K3). 4%, BEE VB —RE A BURE A E O FATHEAT B C P35 5 B
il L CIERSFERE L, BABEET). HIRTo 39 ~61% DB TEE, LHFENREF RO ET
EHREOENIZDO R V. ZOFIIZ2 VT FGFR BWEDHBH Y. T2, 100 B EOBE—#E 4 FHI#
BIZT &2 OICEIEFRT 21T . EOEBEHEISZAZ L, E—REFHEE 06
Z D &) REBFREES TR AR OREFI O BRE i DOFLE TR, Mk e AR EES R FEORFIR
REETERTEBECELEMIEZ LI LN TE b7t TrHELH LY. B RHESENY
i, HEOBIT, SR MERIEFHBNTH LY, &
UIRRREREE % 35 ~ 50% DBIIZFRD, ZhidZ DK

D. £ = BUNOBEE LD 3~5M/12h7% V), ZDEEIIHE
ek, HEFEFHRASREIBSEDFNIIBIT HMOER ENETELZRTEEGINLEZVE SN VY, o
HREEEEHOEENETEL R LBRBETS £912, BYOEBENEITE & N E R E O 5
EEZBNRTW, Lo L, EENEEZKLIZL AEEOREBREED LN Lo T HHED D



62

579 Fi:, EBEOBRFHROFEIIEDLLT,
R EOEELZ A LT wE SR BEDLH
50 x5z, BEOSEHEES MR R
WET DLV EIEUI R, FEIFHR CHMEERmTO
HBIHETELVETIREY 2, REFHLER
ERBIITEDHEN AL R ETERE R W 1 &
h, fEwme LTRHFEMIC L > THREREOLEIRR
RDBRNETDEZNDD.

D XN, FHERBEE CROBKRBIEEOEEHNR
ETH8FE LTEAHTSY, KEFRTIDESN%
EDTERETEROFELTRETHILIZEIST, &
EFEROEEIIDVWTRITELLEbR A,

E X ®

1) JWAEIE 4 5 MAERMER, HEFRESEHEEIE,
NIERRMREAREE, ME R, LRRE, RAE
IR#RE, ppd05-431, 2009

2) Becker DB, Petersen JD, Kane AA, Cradock
MM, Pilgram TK, Marsh JL: Speech, cognitive,
and behavioral outcomes in nonsyndromic
craniosynostosis. Plast Reconstr Surg 116: 400-407,
2005

3) Starr JR, Kapp-Simon KA, Cloonan YK, Collett BR,
Cradock MM, Buono L: Presurgical and postsurgical
assessment of the neurodevelopment of infants with
single-suture craniosynostosis: comparison with
controls. ] Neurosurg 107 (2 Suppl): 103-110, 2007

4) Da Costa AC, Walters I, Savarirayan R, Anderson
VA, Wrennall JA, Meara JG: Intellectual outcomes
in children and adolescents with syndromic and
nonsyndromic craniosynostosis. Plast Reconstr Surg
118: 175-183, 2006

5) Kapp-Simon KA: Mental development and
learning disorders in children with single suture
craniosynostosis. Cleft Palate Craniofac J 35: 197-203,
1998

6) Magge SN, Westerveld M, Pruzinsky T, Persing
JA: Longterm neuropsychological effects of sagittal
craniosynostosis on child development. J Craniofac
Surg 13: 99-104, 2002

7) Gewalli F, Guimaraes-Ferreira JP, Sahlin P,
Emanuelsson I, Horneman G, Stephensen H, et al:
Mental development after modified pi procedure:
dynamic cranioplasty for sagittal synostosis. Ann Plast
Surg 46: 415-420, 2001

8) Arnaud E, Renier D, Marchac D: Prognosis for mental
function in scaphocephaly. ] Neurosurg 83: 476-479,
1995

9) Mathijssen I, Arnaud E, Lajeunie E, Marchac D,

10)

11)

12)

13)

14)

-

1)

2)

3)

4)

5)

6)

Renier D: Postoperative cognitive outcome for
synostotic frontal plagiocephaly. J Neurosurg 105 (1
Suppl): 16-20, 2006

Speltz ML, Kapp-Simon KA, Cunningham M, Marsh
J, Dawson G: Single-suture craniosynostosis: a review
of neurobehavioral research and theory. J Pediatr
Psychol 29: 651-668, 2004

Kapp-Simon KA, Speltz ML, Cunningham ML, Patel
PK, Tomita T: Neurodevelopment of children with
single suture craniosynostosis: a review. Childs Nerv
Syst 23: 269-281, 2007

Kapp-Simon KA: Mental development in infants with
nonsyndromic craniosynostosis with and without
cranial release and reconstruction. Plast Reconstr Surg
94: 408410, 1994

Bottero L, Lajeunie E, Arnaud E, Marchac D,
Renier D: Functional outcome after surgery for
trigonocephaly. Plast Reconstr Surg 102: 952-960, 1998
Virtanen R, Korhonen T, Fagerholm J, Viljanto J:
Neurocognitive sequelae of scaphocephaly. Pediatrics
103: 791-795, 1999

HRFEER

WXRER

WAHEE : 4888 - ZREE 5 BHERE,
EFEZERE. WETE 3 EBM o0 s s
OHFEEGH. A VAN - BE BN %,
WERES, EARHERME, pp241-243, 2010
WA £ 4ENE-LREE 6. BHEERAME.
WETHE 3K EBM I0#0 MR E B ARG
g, AVANE -, TR, BN R, BEH4L,
ERKELME, pp244-245, 2010

WARTERE, HAPREEGL @ BRI R S O TR RE R
L EFREDOREICNT COBRRBROEHEICE T
LHFFE. BRIEZWIC BT L BEERRIEREEEDS
WK (BESEREMEERDE (FEE
EEUREEE) T2l £E8E - EMERE
& : 5558, 2010

YWAHNE, BV NEOME 4. NE0BE-
EE OS5, ETE 4 BRARARER =27V
M%. a7 rH—-Txsr, HE W Mk,
pp563-578, 2010

WAHEE, WEREERL V. HMEOME 36.Battered
child (B rEefElR) .  UETE 4 IR AEIRIER~ = 2
TAIE a7V vh—-Vyny, ER &
HEH, pp587-593, 2010

WAEE  IZ2%H# AZSFH#ORE LD
S5O ERICEHTAKEENT Y. KELE-
G R T vy, HHBEAARIZGEE - K
FHAEMFEEIRERER, #5, MR {5 (LWAERERE,
pp156-162, 2010



7) WA, WREHEL: I FHOER [HirhEE]
NS NOW No.11 /R #RMNBLFHE, AT AN 2 —
#, EE, AR OB, #IiHF —, JWISSRE KER
H#E, pp9-15, 2010

8) BURHWNE, MEEEL:V. N 7. HEEEHRAEH
BEENTH FEERIIIEEEREO#ES L
RAE ? EBMEHRSEEEDRE. P ESM,
X, B4 Z, #HiH — HAEER &8
R 2R, pp375-382, 2010

2. EEER

1) SRR, MKkEL, FHETF  DERMTE (X
TUIEEFE) 8 FRERECHKE. %520
HAUNEHREERE  2010/5/22 &R

2) FARWEE, AHREESL, FHET  NERMAESEE
Wothy FA¥o4 > 0&EH. 438 FHFNEMH
B E#E 2010/6/4 E LN

3) BRI, REsL, FHES THBEE, AEWL
M, FERERERNBENICRE L EBENTEERYT-
7o R b RRER OEBET %, 5 38 | H AN B
NS 2010/6/4 B

4) BFORMEEG, AMBREL, FHES, SHEW, SHB
AR EEREEETRESETRSECHHIE
. 5538 mHAVNEMEARIES  2010/6/5 B L

5) WA : HRAMEE [/NNEREEONEEE]
& 15 [0 H RWifE S o/ Rt Es 2010/10/3 KR

6) WA  [MEELEREICHE) AEEEDF Ly »

63

KAV b BRYZMEBREOER] F44 EHARNS
RAGWFESFMES 2010/10/9 KK

7) WA EE [FROEREERLGE] EERRE
BHRREY VR Y Y A 2010/10/22 KR

8) WA MRFRG, FEED, Lh—8, SH#ET,
EHES, L B R M, HEIEE: R
E4FE @ atypical teratoid /rhabdoid tumor (233 % %%
RGROBRE BE., HEEANBRpEMENFES
5% 69 EZAiTAEE  2010/10/27 1R

9) Sakamoto, Y Matsusaka, T Morooka, A Terada, M
Yoshimura : Long-term follow-up results of pediatric
moyamoya disease after direct bypass combined
with indirect bypass. 38th Annual Meeting of the
International Society for Pediatric Neurosurgery
2010/11/1  Jeju, Korea

10) AR, WERL, RSN, SHE, R d—,
HE B BEHF ARER, MEKRDEER
HEEBEOZMT & IEE. 6 26 B HA/NB A ESEMN
&4 2010/12/17 KBR

11) WA, wiREL, MEEh FHEF, FHE
BN ERARARERICBY ALY FAES
FrOBEER BEHENRPAFZFEHRES
2010/12/18 KK

G. HMHIFRAEEOREBRR
=L



65

B4 MR ERRMNS ERHRETRTESH)
AR FE RS E

BTG VE T B e e D S MR IZ B9 B WESE

wrses 8

BBl &
HRBIC L bRE RIKER

HMEEE HEMREREYEROZHESBREY, SHAECETAIRF 2T
ERGEIE, FraRRoRE, BAMENRINERTRE BB L THHEES LS RE
TH oD, SHEOBRE TII—EORHRERZ Ry Tl 37 B LR E BRI F Y
BHETVI &R CTIRDOEERE1T) OFBEHLEEZ R,

A #® 8§

W Z S IRBEIITE B NIC BT A IR
THHREMBERBEE ZELN T2 TOERSEMN S
NHEEALZ->TEBY, Z06EMT 85 FIAFHK
MRREE PR SN YR T 2 LEICHEMEMIZS
b, BREBICBUATBEDER 2 HEETHED
KL 1,000 12 1 OB CHRHRERORE L5 S
NIzRIR b, BEEREREELETAHEROS
BILHEOBEMROFPLEL Sh, B2HLAThE
FREAGVERYD L, L) LHANTRICE
W HERTEZ T O ) BENI NG 2 ERET D720
WH/AE v, L LEEHEREEREER T 58
DT R BB R B A AT IR 22T
RENTWRW, SEIZEA OFRL /-8 flizow
THHR LD THRET B,

B. 5 &
JeREGEMERERBEESEDN-BEIZZLE I
falRra—, BEMRI Z1To7. JBEMRIIZE->T
AR RS ORE DB, HERONFRLEDN
PETH &I S N5E BB & HE BN
ECirhbhrz, HAERRINIE S 2 ONFHELE AL
BLEZONLGEREELEEZONIHEIL, 37
BUBEF Y & 2 0BO RIS 5 s & R

HTC, BII—EOINREBBR LT 7. WLURIE
PR IR A R E 22 B & FREREE CREI KA R0 5
NLBIT, EEPBONIBEITERL 2.

cC.®#% =5

AR R B ORI FRERERRE 26 I, FHEM
FREESE 6 171, H B2 A 2R 3K 5 1, — IR = B K 4 41,
/R4 8 B, Dandy-Walker SEMREE 3 B, /DRI
12 5, SEEMER 3G, MES 2, MEE 26
Thot:. 0FTHEEDRINBREI N/, FRME
JEHT 22 B, DAL /KEESE > Dandy-Walker JiE f& B
FTRHEWRPBELRGETH 5.

FBBIER I E LA HEST L0 SRR
&, JKEEIE, MRRIBLHEKBEED IHT, FEH
Y LI CHREUR AT o720 28 ThH o 72,
BRI T3 A SRR R ATV B SEE SR
L CIHEBBEOBRIIY Y v FhDWIEE =YY
P N—DRBEZTo 7. SRR LR ICHE
HLUTROTRICEBETLSHERED FiZ Lo
AR

D. & &
AR R R 0 B R, TR
M3 AME 24T o /2. EMAME, FraBroH T,



66

Bt RES RO RE T 2 2 B L CHSME SN DN E
THHY, SO TIE—EBOEEILER & BT
(3 37 LI I ETE A 123 EYIB 2 T Bl & v T
DEREAT) ONEBHEE 2 Sh.

E. WXEZX

1) BERALE, i BEIRRWE S 2z e R M AR A e
D AR T O i R B A E. B A
FEH - AR R A HERE 46: 1052-1055, 2010

2) Shirane R. [Congenital anomalies in the central
nervous system (1) diagnosis of fetal CNS anomalies].
No Shinkei Geka. 2010 Dec; 38 (12): 1133-43.

3) Hayashi T, Shirane R, Yokosawa M, Kimiwada T,

4)

Tominaga T. Efficacy of intraoperative irrigation with
saline for preventing shunt infection. J] Neurosurg
Pediatr. 2010 Sep; 6 (3): 273-276.

Mugikura S, Higano S, Shirane R, Fujimura M,
Shimanuki Y, Takahashi S. Posterior circulation and
high prevalence of ischemic stroke among young
pediatric patients with Moyamoya disease: evidence
of angiography-based differences by age at diagnosis.
AJNR Am J Neuroradiol. 2011 Jan; 32 (1): 192-198.
Hayashi T, Shirane R, Fujimura M, Tominaga
T. Postoperative neurological deterioration in
pediatric moyamoya disease: watershed shift and
hyperperfusion. J Neurosurg Pediatr. 2010 Jul; 6 (1):
73-81.



A S R il & (MHE TR E TR 7E35€)

/J%. T/L;’u!u

HETR PEIGTIE B B EhE D AVEHARIC B T 5
Ji " MRI A4 HPEIC B9 % WEoE

ge st
vl —

il R genT  Iapie s R0 Bh#k
Wr7etn )&

B T
griaEdEY o 7 — B sb e

A THEEM 17 6, A3 BITH - 7.

FRHAIRR R LSR5 A R JERE T I B W T, RIT 45314 B, — bt & L ChtiAT S AL A
E kARAS & L CREMZ: 3D /4D ;fxrﬁ‘zwé' R
J6UE MRI % 4atE, ARABESHZEN TS, BE
WAL, WEroRet, M, HEWE R ICRAE D

/f\‘
E

ZIFHENLETERTVDA, REOHRICKE L _ DeﬂTh
., Termination (18-22w) 3
AT IRE SN LA B A, —7, JENE MRI IE, Intrauterine 4

Afterbirth (day0-8) 9

il
H-EOWE TRl 255 2 S TE 5720,

B R AR S A LD IR A D o T i 4
. . 47 (70%) A4
H'rcé L. ZDOET, RAEAVEIEIZ & o TIZEIG A s y
SV TH 5. Foll ‘
i ollow-up
IR k i /\ q J I |
i n/HroJot A N THEAR P o0 F WA R i ) 47 (7-114) ronths

iz )
vz H wt L2 WARIIZB VT, JEME MRI o i
BNEERIC R TA RS EHL NI T A % Fig. 1 CNS anomalies 67 cases

ZN Jﬁ’?fd) Higk L7,

(hy

Average 30.0weeks l
B. HRAE
2001 4F 1 A5 2009 4= 12 A @ 9 42 Hr 8 K
R A48 A b © MRI 2 #f§ L 7200w 313 Bl ) 5,
FRARARCR R O AT H 09 TR MRI %217 - 72 67 1
(21%) ZWFgeri e s L7z, WRZExt 5 67 Bl % bp\ 7z
246 Fl ORI, PSR R FCE DAL O G R R 7
135 {5 (43%), FHAYLHE Y111 6] (36%) Th - 7-.
67 v, WA BB EREEm A ke 72 D 1% 47 #1 (70%) T,
X e B A% 16 1 (24%), Hnl@ ASBHA 4 1 (6%)
THho7 (Fig. 1). FE1C 16 Filr 3 Flid A Tk
Tdhb. BEFMTRO 47 B, BIW27 6, K Fig. 2 Gestational week at first MRI

Frequency




68

Surgery 23

: Holopro- Brain
il = 272008
3 2

No surgery 14
Mild Agenesis of
Ventriculomegaly corpus callosum
7 5

Holoprosencephaly

Apert
D-w ICH

Cytomegalovirusinfection

Fig. 3 Diagnosis

THREPIERM S, kR E L TR MRI % #xf%
LT, WIEFREOIENGHALIZ T 30.0 (18-39)
(Fig. 2) T, #fI2B L Cilm=e s IR o ifrb3
Bk THhifT L 72, Single shot T 3 F#{4% 17
kB, ) DHRARIER 1349 15-24
o7z, Wi$121L GE #1#L : Signa EXCITE HDx,
Philips £ % : Intera Achieva, Siemens #1:% : Magnetom
Vision @ 3 Ff i K H 1.5T MRI %€ i& % H v», T1WI,
T2WI, heavily T2WI % 14:7=.

RS NZBE MRIFT R 205, 1) 1KY MRI 2
DIEZE, 2) FMREGIOBERINR, 3) FrFiHl, 4)
HAER D IEETFRRIZOWTIRGHEI T L7z, % B,

(ZEEE, ERELIZS

=0T AT

FEETHRIZOWTIIRE T HE &%

FL7.

C. MRE#HER
1) J&Y MRI #Z o k7%
A P B BRIl 0 6 5 47 Bl rh 10 14585 Y2 MRI ©
B e, [ REEd ) | LBIrs
1

M7t 37 1 ’)b‘fi‘l'ﬂfl Tz L 7:
25, 2PITRIOMEZ MR L 72, 1FI3EE MRI
AT 5 'IJHII o Z2R#EEFLIHIE LS

B3, AR e DI AR/ N o AR L B & B S 7

AIEBNIEHZE S HHIZV-P v > M2 fiifT L7-. i

O 1 NI PR A & IV MRLAT H 20 & R =3

REE SR s /zns, WA MRIFEH 2 S &85

B RAE LS Lz, ABNIEISE O A TR LT

W5, o, HF'I/ MRI Z WD 1EF25813 96% Ty - 7z.
FATRE G D R AR

Flg‘ :)):: r'[’“‘ﬂ"ﬂ }K\L,&) )J A_n/” xﬁl.f\_ d7

BIOFEFINFR A, FAES 38 & OFEFATEFIL 51
TR, I MRIZHC Mf’%-izfl!!a’:ﬁﬁw;ﬁf'éjﬁ) nle&
HIr S 4172 37 B 23 15 (58%) T, HYUAERR I Hx eyt
BHFilA T 2 7z FRHEFRONRIE, 7 5

+ R 9 1, AKHEAE 4 9, RiiKAEE 3 41, 385
P 2060 & K UEAE T4 B i A K ER 4Ty - 7.

3) Filr il

FAfriZ 42 0-333 H H 1247, FI9fil 32.1 H,
HHE 2 HTd o 72, BGW MRI SIS (2 2R 2 Tl
DEEZ ML 7o 9 TlE, A 8 B2 o & 5
47 Bilrp 21 B TR & Tl L & TRl AshelT S 11
Tw7: (Fig. 4, Fig. 5). —7J;, FMAELFHIL /-

16 BITIE, 2B THAERTMZELTWA. 1613
JE MRI G5 C 5 BE i =2 411 )\'. SAEHFEOR N L

9
S, MAERIS "Apert SEfERE LW S /-2 R
(Fig. 6) T, A5 » HIRIZHEZFIZMAN 2 Hif7 L 7z
oo 1 6%, 7EfE 23 DA E MRIZ W T MK
oL ah, 1ok 35 M me’“du NIiE { Bk I 2L
N2 TRl H 5 L
T, RIS KK ‘I’*-fiJE!HJ’:?%é‘ﬁH&' DG W \mﬂ Hift
FE 0 Bl B Al 2 10 7 JJH—:'? (AT L 72 2 VIJL;UJr’H,
MRIZW TO T FUMANEETH 7L DD, &
HATH A W T I IAETH - 72,
4) HHEROIEET % (Fig. 8)

BERFEIT 5 47 Bl oV a0 X, 44 ~ H (8-
114 » H). 2o BlEE MRI TIES &2l S 4172 10
FE, BN TET 4'@;‘1‘?’: W RO o7z I
W MRI T [HhRupiE A bidy ) | & 3B & 47z 37 6
D9 B FMEAT 21 Flo 5 E J"’f'i’;li. e 2, HEEE
PRk 9 B, #EEE 8 B, 1B 2 Th -7z L 2 B,



ormal MRT
10 (21%)

Suggested
for surgery

21(45%)

69

Surgery was
| predictable
inall 21.

Suggested for
observation
Surgery was 16(34%)

neededin 2 of 16.

Fig. 4 Necessitation for surgical interventions

8/23:787

—

_
(o]

Total 23 cases

o]

o

Median:Day2

Frequency

b

Apert IC

94 172 333

Average:Day30

Fig. 5 Age at first surgery

®Fetal MRI NI TN

28weeks

B sl vesitriculomesaly.
Single shot TSE ' ild ventriculomegaly

‘ Trigonocephaly s/o
/

®Postnatal CT

Apert syndrome
®5 months

Operation : Craniofacial remodeling
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