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Abstract ; Objective To investigate the mutation of endothelin-B receptor ( EDNRB ) gene in sporadic
Hirschsprung’s disease in Chinese population, to study the relationship between EDNRB gene and the pathogenesis
of HD. Methods Genomic DNA was extracted from HD bowel tissues removed by surgery in 34 sporadic HD
patients. Exon 3, 4, 6 of EDNRB gene of EDN-3 gene were amplified by polymerase chain reaction (PCR) and
analyzed by single strand conformation polymorphism (SSCP). Results =~ EDNRB mutations were detected in 2 of
the 13 short-segment HDs, one’s mutant was in the exon 3, the another was in the exon 6. No mutations were
detected in the ordinary or long-segment HD. Conclusions The mutations of EDNRB gene were detected in the
short-segment HD of sporadic HD in Chinese population. The results suggest that the EDNRB gene plays an
important role in the pathogenesis of HD.
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St Kk E 45 1 5iE ( Hirschsprung ' s disease, HD)
/NIL—FE W IHALE R FRIE ., SR AT
MR FEERREESAE R T, HETAA
EZEEWLFEZmW, MHGE . HR AW EWE
PER 7 e SRR AL 7 4% . & R R Al DUAE T T
P A R R TE B B, AR R KA R R
- B %% {& ( endothelin-B receptor, EDNRB ) %I iz fift &
ARGk HEEZ/EM. EDNRB Z [0 1 5 5 14 i 4
2 B SRR TC R 2T A R . AR

I B #5:2003 -02 -07; {&1T HHH:2003 - 10 -20,
YEB T A7 : BB (1970 — ) 38 BRPE VY22 A, P22 A il ke — %
B VA BE N, LR ge AR L 30 B S S 77 T RIS

oA R G B BE I N - PABEM 4 £ 5 (PCR-
SSCP) # A 43 #r 34 5] v [ #t & HD EDNRB 3 [H 45
3,4,6 b T, T f% & & 45 EDNRB S [H 58 48 Je %%
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7E ik 34 ) HD BILE 5 ARG AR, T &
7 N UI B 9 B f4h i bR BOBk A8 B e ¥ ok B
WHA & Tem x 1 oem R/, F A B3R 7K ob ok T
J5 R B R E T TG W Y Eppendorf 45 1, - 80°C fi
fEo TR BFEC 12 6 /N JLIE % B W . £ R 45 W 41 8UPE
PO
1.3 EF 4 DNA gy

PBS wh U 41 ZUbR A%, 4K 5 AR B} 55 57 6% 45 A< 5
EE K WAL, 5, 55C 175 40 Bl A 25 4k
R Tris F- 5 By | B/ 05 IR A W &/ 7 R IR A
W, AR A, B0, B R E KM m A TGk & EE,
FOTIA), EH -20C A4 hy B0, IR TLE; &
BEVE %, B 05 BB JE,37C R4 T % DNA Ui 3,
A TE 2% w18 F o
1.4 PCR j & EDNRB £ F
1.4.1 314 A% EDNRB B 3,4,6 /g ¥
S ARG SCER AR, BAR R A W& 1. BT A 5l
Yy ¥4 H BioAsia 28 H) G A o

% 1 EDNRB 3 [H 5| ) ¥ 41

EIR /Rl KE
ATCTTCAGATATCGAGCTGTT

\
/

It ST
EDNRB 3 Jliijf

223 bp
JZI  TGAAATTTACCTGCATGAAAG

4 iy ATCCCTATAGTTTTACAAGACAGC 170 bp
S ATTTTCTTACCTGCTTTAGGTG
6 iy ACAGAAGCTACAATGACTAC 240 bp

JZI5 GAAAGGCTTATATTTGAGCC

1.4.2 PCR ¥ 34 DNA I 0.5 ml Eppen-
dorf 25 .0 4, FH G &L I FE 2% 4 51 n A PCR R & W)
(10 x 2B Wi 3ul,2.5mmol /L MgCl, 3pl,2. 5mmol/
L dNTPs 3 ul, 5147 11 pl, 5149 21 pl, £ 4z DNA 2l ,
ZHAEMK 17pl), Tag DNA RE 8 1U LKW A
B 30l SRS EALIEER . R A5l 94°C 35,
55°C 50s,72°C 1min, 3t 35 MW, 8% J5 75 72°C 4E
fit 10min , 3% & ¥ 14 {Y F§ AMPLITRON I PCR $" 3 1%
( % [ Barnstead 2\ v 7 i )

1.4.3 PCR ¥ ¥ >y SSCP( 24 M % 5 5) %
Mo 6% BN IE B 10m] R, BB A )G
BCH L, 1 x TEB HE Pk 2% o i 5 B PCR 47 3 7

Yy 5 BB oh WO 21 e A RE dh FLA, R B AR,
WA R 120V, A 3hy BN BE R, B 10 ~
20min , 5503 G B 4F o B A b W 5E HL K i B H i
ﬁ@
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PCR-SSCP 43 #7 & i 4f% 51 5% DNA 4" 3% 7 ¥ 75 h
PR SR N I Tk i B e b HL UK AT A AR Y 8 A Ok G D KR
BRIAZ 5%, 24 PCR 47 14 7= ) b & G 50 58 8 4 45 2
S, PR A T RY A BT AR, R AR Uk 3l A7 ( mobil-
ity shift) , 248 2 R&E & 525, 34 ] HD &)L & IE#
XFRE 4L 12 5], EDNRB L [H %5 3,4 ,6 4 & T ) PCR-
SSCP Y 4 Ji My, w] & fiE A &5 i HE 5 5 . 1E 34 1
HD £ JLAY 17 fi kg Bt & HD 2 fi| 5 EDNRB % [H
RS Horp 1 5] EDNRB 3 R 58 48 i #3765 3 b W F
(K1), 55 1 5 EDNRB K& 5 5 45 fi 55 7E 2 6 4h B+
(B 2) . % WA e K Be A K WL EDNRB % [H Fi1 EDN -
RB 3 LR & 4%

1,3,5,6 A5 FRRB Y. Kb 1 AKES HD lHHH,
SHIEWHAN,S AR BEA HD ¥ KB 21,6 K% WA
HD i 2041 ;7 Jy PGEM-3zf/ Hae Il Marker ; 8 y FH ¥ % 18 ;2 K
[ P XF B 54 AR Y

1 EDNRB % [H 4} i ¥ 3 PCR-SSCP %%

1 24 PGEM -3 zf/ Hae Il Marker;2 by BH ¥ %F B ;5 I BAPEXT B 5 6
HRZEFY . 3,4,7,8 HEALMIN R FRESY: Ho,3 K
KB HD Al , 4 RIEHMHAL,7 KB HD ¥ 5k B
HZ,8 Jy i WAL HD Jig 2 4

2 EDNRB # [H 4} g F 6 PCR-SSCP 4%
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EDNRB 3% [H fif T 13q22, %) 24kb, % 7 4 &
T NN T, Hmm=9hEAE 442 4 H %
MR EAR, kA HEERES, ENMFHER
WX AT HBMIER KRB A EEEH. M
H 335 EDNRB N 2 40 il = 5 N i R #0iE — A1k
RAEMWS R, MLBE XM S HD T X R,
EDNRB 7 i 5 il L0 Bk (%) I PN Rz 40 B b A AE
Bl S PR B A7 AE E S5 o, 0 R AE L R e
MBI T2 M BT 9 1M 45 4140 9 . Hosodal ! i
i3 PR A 24 5 0 HIF 52 EDNRB. 3 [R5l 26 0] DL 7= A B
ZEf . X Fh I B RN T RET SRR GG R & A
SR AR TG A 2N 4N M & B UE 2 5 . EDNRB S
[N D A0l A A A BN NEE R A Sl 7]
At 2 R R R B 4G i P T R 2 T Al B, TS 2 A
45 , iAo EDNRB G 05 0 82 38 F I R 1
HD ., H EDNRB 3 [N 4 4 X 28 4% #E Mennonite % JiE #i
KB B 2 i EDNRB K [N 8 A8 18 % 1 kA
KM HD e il vh g & B, H AT = & B 18 Fh R [H
ff) EDNRB J& [H %€ 45 8 i 812 =1 . 7 B 4 ¥) EDNRB
7 B H o, B ik 11 % Shah- Waardenburg %5 & fiF
(WS2, lifi R FFAE N J& 3 il e MEWT 138 2%, (6 %W )
4 3 HD , Mennonite Z %t HD K 13q 2k 4b, H 4
[’y EDNRB €45 s 45 3 5]y K 1 M HD Hl 9 ] # &
P HD . Z5 4 4y B i A HD i 3% EDNRB %8 4% (1) fit i
A LA Z W HD [ EDNRB 28 748 S AIE F #l &t
HD [ 275 3 5 5 HD 8 & 1 1% 20 R I W 32 {4 ( recep-
tor tyrosin kinase , RET) 3t [H % 25 #] it , & 4% EDNRB
M RET ) 28 75 % # AR (I , EDNRB 28 48 ) HD & % £
Jyk Be # HD, RET % 48 1) HD & % £ h K B A&l
HD'® | | R4 X EDNRB 3 [H %8 45 1 F 58 %f 42 19 2
R 3E N o A S 56 BF 78 & B 2 i) 4 B R o [E % HD
I8 A EDNRB %t [H %8 48 , EDNRB J [F 58 A5 {3 &5 7E 55
3,6 AW o 3 P L R R AR AT 5]k — 3% ROy B 2k
G, S ECE LR T Y 0y e A, HE T 5] R 3 R 3R
EEKREEWAIEN, 2wy iE gy 4080
MAEE . ALK KB AR K B A HD {78
EDNRB 3t [H %8 7%

ZEA G 1994 £ 4 HD £ 2 5 8 3 H 1 R
AR ET 00 (e 2)  HD L FE S R R
RAK, N RE A R Ath K 43 B . 4R HD J& —

N

2 B DR B2 W 1) 5 KR B 0 5 AN g2 BT A HD g ] R RE
FH B — D 9 A8 1 & AR O R
Bk 7 EDNRB J& [H , if A 1F 2 i 5 Aih 3% 2 F1AE 9
Gy F AT LASZ WA i pl 2 A R IS R B . HD Y
K A] R R 22 B 3 BRI AR W 4y S TR A A A R
F 2 HD FE 5 B EF MR AEN WS

RATEH RALFIEIE ARG RAER(% )
RET 67 322 20.8
EDNRB 11 334 3.3
EDN-3 8 324 2.5
&it 86 980 8.8
S 30k
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