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RERFE S HEREES TG Bk 1 4]

B, &, 1ANA  BRERARBEITHERE 1 MARE.
BILHAESS 24 b REIGE, 28 RE K, B AT ERH
BhHEE, AR BNt 1% BEAN, HKAAE3.S5 kg, B
i, FT IR R IR ER R B e 4, B e & 5 ~ 6 IR/ 43, AL 148
PEETR  ROATRARSUSH S . YRR TR
B4, SNE MR AERKE (K2 7% Mlumina Hnman 666 W
- QuadBeadchip ;i fr 47 2 2 B 4H #5 W BHOE 4 47) 85
4q31.23 -35.1 E£X,38 Mb,9¢34.4 fiit5% ,1.3 Mb &= ..
4 SRAEKERS =K, BEE B/ 38 Mb,9 SHv@ ik
KB RmZEHRE 1.3 Mb, FOBRAZATK T (FISH) 7R
AR I et R B R L 3 A4S 4p35.1 R BB AE S,
Hp 1 AMET 9 SRAERKER, KX BEZRLLR LR
o ABRBETFAREGT, A RETRMLU ENGY &, 8%
Fad g 5k, RSB LA T 8% , T8 AU AT R B R 2,
ERRRFEREESE . RbLEFHRAE, TEEHR
BREAREELSBRIGR (FEBBEARLBR Soave
AR) ARG BIRE REF AR .

e R MHE 4 (Hirschsprung , s disease, HD) 3
PRI ETT 4 , B —FhRIM R 5 A B R F R m iy
S A IR 2 E R RO  7ERT A LR W2 1/5 000, FoR
RS ERET 4 ARER BRI KE=ZM40. BE
BHLIE] 22 M (Auerbach Jh ) FIRE T #1122 DA (Meisser ) ) &
MM, A gENE R HFEAL. BITBREMRE
RR, K2 3 ~8 em, BATERE WEERIINEBE, £
BRI KEG . T RBREIELS WS, R
RAERINE, EHEHY K ALE B, 56 KE. BT
RIS AL FIESE, BB 15 R MY IKE , #
SZHHRBERIEY,

SR E 251 i B AR B2 SR BR Valle (1924) B35
BEMFEREE SR RGN, EE B E N RADS,
IWRB X HESEBRBIZSRER VRS BORER, N
ZEAREZRARB/ER. 2T REZATEREESE BN
WHEEHR)S, BRE KRBT ILANREEE :RET £H,
GDNF %5 \END3 %[ \EDNRB 2 1 SOX10 HH% !,

RET J& J& & N ( proto — oncogene RET ) ; Takahashi &
Cooper(1987) ZEE 4 DNA HySEH ™ , B K Z 3 RET JFUBE
B, 2R TF 10q11.2 K. Pachnis 2(1993) &3, ¥4 RET &
BEED—EH, HETHRRARBTRBERN, LN
RET MMM ERGH A BT EERIEM. HEIESL RET £
RREBRSEEREELE B FEER ,50% KGR
E4H.7.3% ~20% B AR EES K, 5 RET ZHRE
HEo

TR0 B YRt 2278 32 N T (glia cells derived nurotro-
phic factor GDNF) : GDNF E &K & F 5p12 - 13. 1, 2y 32—
42 kd )RR, ER SN B F, —H 151 bp, —y 485 bp,
GDNF F:HRABFTRE5 R EREE S B , T A RET 238
ERNFEBRIRAARF . B, EXREE LB GDNF £
H AR 0.9%~5.5% ,

P Kz & B {& B(endothelin B receptor, ENDRB) £ ; ,EN-
DRB EHEMN T 13q22, 7 7 M B F. BRELEREE
R ERRTERA 24 KB 10 MR TERREES
B BUR M SEREE SR 74

SREEEHE&HFEER ARRK (Sah - Waaredenburg
syndrome ) ) /L35 , 55 EDN3 FEB K44 Bl A 5% R B F Sox10
(SRY - Box10) R ¥ H XK. AK Sox10 ERFEN T
22q13, H TZER G Y &M 5] e E 2 H (Sex - deter-
mining Region Y;SRY ) & #UF 51 Mifr & . Okamoto'™ I
SHEREH BRI EER Z R, Sox10 7B Wi I RKEIEH
F & W LIEL A KB T A FDGAALER AILIR] B ok 2 41 28 JR B 5 A
FIRETBHENRIER S — S AES (NOS) fi &4
KH T34k (GNFR) 52— . 4D SR 7IESE Soxl0
EREEAMNGHERENEEREMIIEAR, ™
Sox10mRNA 7EIRSEMRHF HISEREE £ B ILES Y KR B
1B REBZEEE, By kBMIER (E HD BIL) 45
HENHAPHREEBERZR , XMFRE AT TRESH
MERGHREFERR

SR E 45 B (Hirschsprung , s disease, HD) X #R G H#
S HNREE , R —Fh R IR 55 B R AL R R A 2k 40
PR R R P , R R R AR T, & & WSO
HRRRPOEFE 4 SRAERKERI=ZE, EEFEKR
/N38Mb,9 B R MRKE R A A BRE 1. 3Mb IR ER I
E 4515 53R iR E , K5 HD /) &% R B BB HE R IR
AIFHE—BH5E
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