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shot EPL. 3~5mn/5, FOV; 24cem. Matrix; 128X 128, b=700~ 1000, G i TIT > 7zo Wi fEBEMT 1 UL 5558
b R A B B AR T (R A AL B - RRTIFSE S5 2 B v TG & L7 Volume-one &L dATVLAD HLA & DY TiT o

WL fT, MO (TSP ICEEMROIZ T, W4 lM T 2k A0 &€/
(two-ROI:) o WL THFO AL/ E M fr ot PRINTOMERMAMEORY & <7 & (122FR) 1216
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2) Two-ROLI:IZ & b PBIN O HGEE M4k O ALY A3 A L
Bize $adB WA (G ORAEEZEPB
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METHBHIH, MCEHM L &9 ¥ 2t ET
ERTEEROND, ThbS, THREME T 51
HEF A & O  RWICMCT B L L H E§57
¥, MCHHEAE L & s il o % 5 IEPBO R A E &
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HEREER Y o SRt iy 1 K ol b 7 SV R b
SPERFEEE &

LICAMP 12 X A X-linked hydrocephalus &
VY2 AT N TR

KEUH BT RERGESR Ly ¥ —  SlRARR EEIRESHANT (v a1ty PoT) LSR5 -2
B3RP AR MR ESE - >~ BRIRIEEHL - MshaEsbat s

4 M @i REE? s FRIES

MREE

SR AT RE e iz X-linked hydrocephalus (BUFXLH) #3354 JRMORUHE & B HIVER 2 &% 5 4
WIS RV RN, ial B . IR & K e iR L T A BRI Td b TR E
FAERGAFLICAM (L1 cell adhesion molecule) T, SEELTFREVPRE SN T4, XLHOPHMEE T L
SORERE LT, B X702 76 (HSCR) & &4 2 8IAEE 341 Tv 3 (Okamoto et al. 1997, Vits
et al. 1998, Parisi et al. 2002 ) » HSCROITTETIXRET, EDN3, EDNRB, GDNF, SOX10%: &S T
Wik, TOME, FEOEFEESLICEHF T AHSCRAHI 6N TS (Amiel et al. 2001), LICAMG{Z- 3245
'E%WWﬁﬁmmm%fuﬁm% HHMERFOZ EAHONTE Y, ZEHTHOHSCROF M O—H % &

AtEZHiIS,
L@ $k 4 (IXLH E HSCR % &t 4 256, 3 FFR 4 Gl B TLICAMEHE T O 8 % [ L 720 THidgs
T 5,
HSCRTIZ S & S 74 koo 3 1 ELATH & /i de - T
A. HRE®

%o MﬂtH&R@ﬁMMTTKAMuf%' SO T
XLH®E R A HFLICAMU TN Th 5 v, HSCRDHREIH & L TOHLICAMYY T #MigT L7,
I & HERL & #u7z (Rosenthal et al. 1992) . LICAMIZ 6 18

DRBEIOT) R AL P ESHO T4 TR F Y B. WAT&

JE MR A A B L UBIE R A 1 2 MR A BN, s OBREE ERNT 5, dETFRNOR
A vhOBRENARETTT) Y A—)=7 7 3 — FEILAZER O @5 o, U 2o sER STk L7
DFEEThH B, LICAMBIZFEERIIXNG28ICH b, DNA% Blv CLICAMGHE 45 = 7 ) » 2 PCRTHGIRE L
LICAME LI M sr 2 R o M i DBl 3R 24T 12 R Y — 7 T ATHERG 2 duE Lz, £7, $%®

L. #fEROSEE, WEMOBT), MiigRiEfs & BRR & 2R T %,

CHETH L, LICAME P HURMERFH 20 T4 (L 3L

OMEEFAR O b BB AT H B, HSCR Case 1

DK TIILICAMDFEBIAM A LTV & Yonedah 12 FRMRIED o ¥ NF R TR R ORI 2 %
CAM-B 14 M3 HE 751 7 D aganglionic bowel T 7z KRS A D L ORI A2 MK TE A
LTwhI ke, CAM-FGFL 7§ LAt HIgMRE 2SN, —HEEETH72B1), E5612.
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XLHE#E 2 &5, B oamed, A%
FLEEEDH D, HSCREBE AN TR F ¥ % 72,
FOM%., 3 A BCEHFANK TR L. N
Bz, CT, MRITRIBNE QW ik e o7,

01O

OO é'j”‘.
oXexcxel § |

XLH only

XLH+HSCR

Case 2
casel @5 TR M flig Al PH % & 41 5 XLH & i
BT, ABIHATY Y » P %l HhHEH, JEE
Bz d: U, HSCREFIF Sz, FHENE L Bz,
LlCAMJ;E(fT—r'mtronl'W)Z T AREERLEL ) A

®&®mvxﬁ%m%uowfumﬁ¥mm&waa
WAt B DS o I AT E NS, EFRINTXLH
72T o8 & HSCRE R AT & © ICfF4ET & intrafamilial
heterogeneity D 52% B it 72,

Case 3

SO A A w AR, B iliA v B RNOKD
PRI TR IE CATTHE L Ao Twvd, HEE D
4 CHSCRODFAM & 504t 7o WML KA S 1, AKURAE &
IS Ao MR, IR, TE AL, R E
T, TP EHE & 0,

Wi et 1. KR EE R, T b o Hl s RE
Biipe kG, EWRR RO, WS, AR, K E
FHE O & & O fiukk T il e ¥ 5,

A Ay OFRED S MG T-HAHIKE T S 72,
intron542 BT, — G TR % RO 7L (IVS5+6T—G) o
ZOERIZ oW T I Hofstras L LT D, [F—JER)
PR O AR ATHE 2 S AL, — R IZ}IVSIR S 5
TOWMBEHIRE AT T A AL LB, L HINEED
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R T Bk % 0 % B v TSR % 21 U v Hofstra
&1 3in vitro TmRNAZ S~ f5 0L A7 5 4 AWEITE
U E G LA, A7 4 AEOITICL A
in vivo TOLICAM B 93 D AL E T & Tovy,

Case 4

4D ANRA » NG, KO3 S Kk B T
AL E I o e 8313 H2HE, HSCROD Fiff % 5e0
Tz, FERIAA S Y . Wi TXLHOR TR
ERRO o AR, IR, HEHER . AR ORI
Tdh o720 MTINELEHR & 38 72,

exon221 I — AN R stopT F 24 EL T
720 LICAM# N 5THG L 72401 LA S 30§, A
EFEZ LI,

F1 XEMMASHEE € 2 AT THROLHBINT L&

iy P | ERoEE VA4 Y| ARONE

Okamoto et al. | 1997 Exon 18 IFn2 2421delTG
Vits et al. 1968 Exon 15 Fnl R632P
Parisi et al. 2002 Exon 18 n2 V752M

Case1 & 2 A#iH | Intron 15 Fnl | IVS 1545G—A
Case 3 - Intron 5 Igl IVS 5+6T—>>G
Case 4 ” Exon 22 Fnd GIn992Stop

c. B

#FEOKLHEHSCROHIFFlic 2w T3 L D,

A kG253 TR AR BT & BT S iz, &
fo. HSCR, ID#isd, M Nl @l i, 7
HSCRDFifi 2560+, R B o v > P&
Too 3 RN THIMEIM BT, T RTINS & B T,
FE I BT R, T B IR LT Lol ag | ﬁf%
Gl ORI R RS L, FEF T LS o 22t
WAg 2 SXLH % 8ive . i T-Mr €47 o 720 £ OFE AL,
LICAMi& {3 = 7 7 » 1842 2 HE3E /K J: (2421delTG)
il i (Okamoto et al. 1997), 7L — 4L 27 PO 18
TFHAZRMIA by T R L LICAMSr-13Fn2d
BEREFTLOESNL G, D, BEFTET, &
FOMEEIE L b, BBITENRENE TH 722,

@Vits & iE 2 o UL WO THIFER . WIS,
HSCR. MAERERA . BRSO, DRIk & 24 541
T L 72e RE32P missense mutation & BLv 77 LA,

(@ Parisi & EXLH & HSCREEH 2B v Texonl8iZ
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V752M mutation & #i5 L7z, 7272 L, W CESEOXLH
HGub il E DFHEFEN TV HH, FOMICHSCRIT A
27,

SOOWEITINHIINA S E6ERTHN L B(R),
LICAMmutation s — £~ — 3 CIEBIN: L T 1535 0 4L fit
o
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FRBEFLEESHD LMD AT M TIEXLHD
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LVviREETH Do XLHOFEEEREG] TS T <
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SEOBEEIE L ('),
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&, Parisi® OFIZHSCRE &7 595, Yok Tide
fﬁ' L#Aadoatz, 2O L9 IZHSCRO G 22 W TIELICAM
RELZGTRAHEHATEL VAT S, £/, LICAM
oy 7T by ATIEHSCR S Ei{LAF S0 oLk
Zvr (Dahme et al. 1997),

HSCRiZ. RET proto-oncogene, EDNRB (endothelin-
receptor B)and EDN3(endothelin-3) . GDNF. Neurturin,
ECE. S0X10, SIP1 % b@M@ﬂﬁﬁK&%%@ﬁﬁ
HERNTWE, L L, Zhsoizg a8 avaiti
N Db IR TR O N I S Ty vy,

—Ji. LICAM ZiHALAE @473 M @ el R W2k
W T THE I LTI & T v B, HSCROGART
{ZLICAM D EBAMA L T b A 5 2 CAM-
positive #FEEHEATAT T I Zaganglionic bowel Tidid L
TwWA I & wg L7z, CAM-FGF signalling#*HSCR T
BEFELLTWEEF I, LICAMME HA T
HSCR% & U %A, {oftnd 1 RN O & 1E
FAHSCREIE oAb L E z 6 d, LICAMIZIEZN
TOHDEELZ 1 HFEEZ LS,

[EEHSCROBE M BT & L T s -z -3 &
NTEREELIICHD, 3114 1E bt B IRE
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LICAME@i{n #5422 ) =2 7 L7ehs, fimiR
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fif L 2 WHSCRILARD SEWI T2 LICAMM B 1T A2 h o T
PR s RN 0% €. L1 ¢ 9 I i 190 /o G UM EN B S /RK 8 d ERc o al |

e b2 B, S LRHINETHL,
D. &8
XLHE HSCRE &4 24+ ¥ ARBFH., 221 A

2 F#ATLICAME - &M % W L 72, LICAMS
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T\ s, M®ﬁEWﬂ@m&mﬂ&®ﬁﬁﬂMﬁHmm
RIEILVLTEEI LA,

XLH® EHEE - CLEHSCRATEER S N 12 v A TTHE
PEASE B TEERNEREE ) T LB O R A PR R &
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HSCRIFiTH ¢~ E40HETdH A, HSCRIZU LIZATE
28 AY, LICAMAGHET-1C & Mo —FHEHT
HLAHEND H L A5, BURTEIEN s Tk,
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