+ 5775

FE#H RIE KR BEE s FHF EZBC FAR%

[FE] B8 5T 80 #il Ll P BUBK JE KM B 45 E ( Hirschsprung disease , HSCR) £ JL RET 3
7 12 13 15 SHME TR BT RR 2 85 single nucleotides polymorphisms ,SNPs) 5 HSCR RIRI5E
F. Fik WL F A T P 80 B U & M HSCR 34 11 80 {51l Ui filt i L.
BT RET S AN F IR I 00T, LA I 28NS S R AR IE AL 22 57 . 45 RETH
7 SHNE T A432A( GCA—GCG) LS AFAE LS 75 1 4L AR GT B 2 PP 32 A7 0 1 5 7 R [R1 A A1 o
TAAERETEZES (X =5.668,P <0.05) , K 2 3L N N G 251 2L, OR =3.05,95% A] {5 X [&]
1.218 ~7. 639 ;RET %:[H 13 SHMNET L769L( CCT—CTA) {37 SAEAE L 251k, a0 20 Fn s BR2H vhiZefi
(RS R i IR TE B 25 5 (X =37.458 , P <0.01) , KU 5 (i 5Lk G 25 (i 3L 18, OR =
4.632,95% {5 X 8]y 2. 832 ~7.577 . 7 S4BT D48IN( GAC—AAC) , 15 S4h B F S904S (TCC—
TCG) FAAEL AL R HILH- S IRALh P >0. 05 %07 5 55 B E e E, HADHGE Z 840
BARIRIE R A, &1 RET BT A432A L769L AYFEN £ 5055 80 4 LU P4 1% HSCR LY
RHEIIML,

[X#EiA] Hirschsprung #5; JUEIERE AN c-ret; 28V, PR

FeRME L5 4E (Hirschsprung disease , HSCR) MUBRIA JCHH 285 QU MLAE , 2/ N LANBLE TLAGTH AL TEREAR T F-ZEARAE S 45
sl B I NUZ SRR R )2 e 285 AR R | I e 2805 250, ABCE B B 2e i, i sn s I AUy sk 5 IR, B
RE S5, TS 80 N L A4 s B S A R T AL T AR . HSCR B AR 2 1/5000 , Hirp LA IR ARERAR, WM A\ &
BB kR g 4

HATZ U N & s i2: 5% 5 HSCR MR C R F N R T Y], LUESH 5 HSCR FHOC Y e ZZ A HE A 2
RET J5U# LA ( RET proto-oncogen ) , £ 50% HIZHETER 10% ~20% (B T HSCR 777E RET JEN 12748 . RET JREHE D &
BETYe AR 10q11. 2, 366 21 DMANBT, S B RS2 1R, BFFE2A8 i & A RET JEIN SR 2 251 ( SNP) 1 EfLf¥%
AT R A BE DB U 77 76, AT I HSCR RS

H i, B UESEAE m R AREH, A45A L7691 G691S . S836S . S904S 2545 i [X. SNPs 5 HSCR #H2¢, FEDUEAN O b, K
7 T IR D S TAESE A4S A 17691 £ A VE T BE S %HL X BUK A HSCR F1G . XISE @it RET 2K 5/ Kk
I3/ 2 AN BRI 5 HSCR AEAE B35 G 427% RET LR i VL% HSCR UL £ S IER . Tou 25 il 156 >
A(rs10900296 ) ,-1A > C(rs10900297 ) , 135G > A(rs1800858 ) , c1296A > G (rs1800860 ) L 2 ¢2307T > G (rs1800861 ) 44 HLf%
FIIFAIFS2H 5 HSCR 1% £ A A G PE, Robert 257 BFFE W] A45A Z 25 PE0IE 5 HSCR I R 3¢ B 10 7 7 72 B2 2% U1 AH 6
G691S 1 S904S 15 HSCR B B R —E XA,

B TG S S 225, AN R B ABRIFRGE h 2 SRR, HRTETCLL Y U HSCR AT R 22 50 a5 1
FEGE , AIRI 54 T 80 U HSCR DU LN 80 1 1EH UK JLEE RET JE[H 7,12 13 15 54k i+ 1y K 2 280
DL

— MRS

1 RS4RI 2008 41 1 H 28 2010 4F 12 A 1ILPE4 L BE B2 AR5 B Y] R IE 520 HSCR DU% & 80 41, Hrp 55
66 (i, 2 14 i, 3R (2.3 £0.7) % o YIRBUR M, TESE A% 50 5 AR R L 74 48 JL 36 5 B PR G g B VUG L 35 5 65
N, 215 N AR R (3.5 £0.6) 3 FHUE KL 3 ml, HIREBRERBLEE

2. BFFEJT (1) DNA $EEBUBIAR . F 4 il 56 20 DNA DUl SR BUR A & (bt 2ok R RHEA RA R W HE AW K, B/
S5/ SRS BURE B DNA | TE /7% , 282 1% B RIARI |, — 20 CIRAFEH . (2) PCR ¥4 . BRI DNA 2052847 RET
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FEHS 7 12 13 FI15 SAMEFHY PCR 718, Hopss 7 12 115 SAMNR TSRS 50ik™ 13 55190 Primer 04
Ui, 5 AR Y HORAT I A &R (R 1) 0 50wl Y PCR V(K 5 :10 x Buffer 5 pl, 2 mmol/L MgCl, 5 pl,
2.5 mmol/L dNTP 5 wl,10 wmol/L 514145 2 wl,1 U/pl Taq fiff 2 pl,100 ng DNA 2K 2 wl,ddH,0 27 wl, _EiRIRFIH Takara 2
Al SMBF AR :94 ©C 5 ming94 °C 30 5,62 ~66 C 30 5,72 °C 30 5,35 AMEFF;72 C 10 min,, 1. 0% HIBAEHIEER
HLUKULER Y 45

F£1 RETER 4 7.12 .13 15 4 B2FEI1Y)FH)

ST ElE/ 27 AR (C) PP BE (bp)
7 F:5"-GAATCTCTACCCTCAGGCCATT-3’
R:5'-ACCCTCCCTCCCTGGAG -3’ 64 358
12 F:5'-CTTTTCCCCCCTCTTCTCC-3"
R:5-GCATTGGGGGCTCTTCAGGGT -3’ 64 293
13 F:5"-GACCTGGTATGGTCATGG -3’
R:5'-AAGAGGGAGAACAGGGCTG-3' 62 254
15 F:5'-CCCCCGGCCCAGGTCTCAC -3’
R:5'-GCTCCACTAATCTTCGGTATCTTT-3’ 66 358

R2 RET HF 7 SIMNET A432A o 25 FE RUTBOR S 5 R R 40 A

- JE R 7Y () SR RE TR IR, (%) ]
AA AG GG it A G it
HSCR 41 0 6 74 80 6(3.75) 154(96.25) 160(100)
X e 28 0 17 63 80 17(10. 62) 143(89.38) 160(100)

W SRR LA, x =5. 668, P <0. 05

£ 3 RET HF 13 SHMNET L7T69L Ay 5 e RSB EE (B R R 3 A

15 R () “F DR R (%) )
TT TG GG it T G &it
HSCR 4 4 21 55 80 29(18.12) 131(81.88) 160(100)
X AR 17 47 16 80 81(50.63) 79(49.37) 160(100)

T SR LA, X =37. 458, P <0.01

£4 RET RN 7 SHMET DASON {7 5 Fk RIS BAN LS I [RIAFR S A

an HERAD (R0 S R [ KK, (% ) ]
GG AG AA At G A ait
HSCR 4 74 6 0 80 154(96.25) 6(3.75) 160(100)
popiisel 79 1 0 80 159(99. 38) 1(0.62) 160(100)

TS0 AL s, x® =2.337,P >0.05

R5 RET R 15 SHME T S004S A3/ s Fe D SBCNZE A7 FE PR SR A5

bl HE LR AL (R0 S FE R [ B, (% ) ]
ce CG GG &t c G Ait
HSCR 4 70 10 0 80 150(93.75) 10(6.25) 160(100)
X} AR 2 74 6 0 80 154(96.25) 6(3.75) 160(100)

TS AL S, x* =1.053,P >0.05



rh A I PR % D 25 ( FL

. 5777

80 80 250 250
6 GC B TT CA G 4 G GCBTTCAG ACCH ACCAGE ZCCB AccCiaA G €

N

gl el ﬂ =

Bl 7545 TA432A07 H. 1A: GGILAR, 1B: AGH:HA B2 75405 TD48INAT .
2A: AGHEEA, 2B: GGHLFH B3 1354ME TL769LA Ai. 3A: TTHEA, 3B: TGHRRFEA,
3C: GGERA B4 1554 B 17S904SH7 . 4A: CGHEKIZAY, 4B: CCHiEIHY

3. M R PCR F=4 B HEEA T IE B MU B 3  BE SR Al B P 8 AT vl 2 T4 TR ( i ) A BRA A SE R, Jifs
JF315 GenBank HIE# AJERI4LF 51 LA, 5 22 A5 5

4. GO R RO (X)) , KB KIE « =0. 05, HIXT GRS JE (OR) LA K 95% vl {5 X &, i ] SPSS 13. 0 48 it-#k
HEFTAHT

5

80 5 HSCR U A8 J LA 80 %) BEIUE L #E RET JE[H %5 7,12 13 15 S 4N F /751 5 GenBank 1 RET £:[X DNA J341)
(NG_007489 ) LbX}, K& BUAE ) LAINE # L ZE B B U Fh 22807 05, 45008 7 5408 F A432A (GCA—GCG) , D48YN( GAC—
AAC) ,13 BHMBF L769L( CCT—CTA) LI K 15 S4MEF S904S(TCC—TCG) (Kl 1 ~4)

Hor |7 S4BT Ad32A(GCA—GCG ) v 55568 BRI 191 4 255 07 JE IR 43 A ISR AT AE B ME 25 57, X7 =5. 668 , P <0. 05, X
W25 LRl G 4L, OR =3. 05 ,95% M5 X W] (1. 218 ~7.639) (£ 2) , 13 SHMET L769L( CCT—CTA) fir 5 % IR 2H #1
SIS F N S A R AR B 5 5, X =37.458 , P <0.01, RS S 5L 0 G 457 3L, OR = 4. 632,95% AJ {Z X ]
(2.832~7.577) (#£3), 7 SHMNET DABIN(GAC—AAC) (F£4) ,15 SHMEF S904S( TCC—TCG) (2 5 ) Fi il Anxet FELH He s
TGt F 25, P>0.05, SNP B ECHRIER RET JEH 7 5 12 5 13 S4b BT L2807 5 G46R V454V L746R . R749T .
P785P ARV v A LI

=g

HSCR LI 38 A s 2715 200 58 S Bk T AL TE & B WG NRRIE 3240 1k HSCR M R i AR S8 B0 T, 98 e B 5
KA GBI SFREMIC, fEfERNE T, HSCR R K ZIEF R, 52 HK M FEF A RET,GDNF NTN EDN3 4% 10
AR HrP R AR RET FUE AL, 640 BRI F RET JEH 2848, LUK 21 AM4M G F iy WL 7 A5 2 254, 405
7 A45A V125V A432A G691S ., L7691 S836S 59045, Hirt A45A 17691 [ £ 451 5 HSCR 240",

AL IR EE N HSCR MEEZEAE ], v BB AR AN R AR A tp L R R 5 RRIMTE R . RIRIFFE 45 R B, A4324A
L7691 FPH 235 43 A AR 1E & 2 AN R 22 78 G2 S0, B S5 5 G, U X B A3k ) 228 ME 1T RE 5 LU e Ui
ABER) HSCR A7AE—E BIAHSETE, 17 DASON , SO04S 3 K 22 25 4341 8 X R 26 s (9] 28 =22 [A) TG e 127 1 S, M % 2 A5k
SRR S I PSR HSCR R BTG, A SCHRRIE , Borrego 251 B 45 & I 17691 25437 JE1R 4345 £E HSCR. Hh I BR A v 114
A WEXES N RIZO S TTRES HSCR KHRAISE, Lantier 25" ZBEIINZR AT, L7691 5 S904S 5 HSCR & HiAIE, Garcia-
Barcelo 25 & #rh [# Fvts ABETD  RET 3P 22507 15 A432A L7691 S904S 7555 191 4 AT BAL rpr &5 1 5L A i b 25 5
XU BBETE & B S904S FEH Z 4415 HSCR A 5, %L 18 WA o (R IP IR 2, AL JEAA S SE ST 3
X L7691 LD A5 et — i 2 25 L (HAR K I S904S Z74HE . Chin 25 KL GV HLIX A DASON £ 4k (H AR %A 5
SO aARSEE . DX AT BE R AR AL PR RN IR K R, AR WO IR R e B R EL R 7 .12.13 .15 BAN B F
G446R V454V 1746R R749T P785P L5 ke 2y

ARRAFELE R http ://www. nebi. glm. nih. gov/snp/Z0HE 22 HEXT , R A BUBT I Z A0S ISR KEEARIE— L5 Wi i
NG PEE VUG IO 2507 . R ARy gE i 80 6Ll PY v HE HSCR /L RET R 225 M AHT, B A4 = 1L vy
APURNRE RET HEK 7 12 (13 |15 HM i P 280385 0 A BORE, S UG A OCIR BT, BRAS R 3 Tl 2% |

AYGRIAUBFFE T 1LIPGIU% ARE 80 il HSCR L RET HE #4040 i T2 2801 SH A MIEME . Yunia 255 HF5E W
4> B RN RET JEP A9, IR T5 0 A R SMNE F B 0 & F 237 05 LU 32 B R IEA 7087, P B 28 LA
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