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Study on the association between transforming growth factor o gene Taq I variant and cleft lip with or
without cleft palate ZHU Jiang-hui*, REN Ai-guo, HAO Ling, PEI Li-jun, ZHANG Bo-lan,
ZHOU Min-Xia, SUN Xia-mei , JIANG Mei- fang , CHEN Hai-lan , LI Zhu . "Institute of Reproductive
and Child Health , National Reference Laboratory on Reproductive Health Research Ministry of Health
Peking University, Beijing 100083, China

[ Abstract] Objective To study the association between transforming growth factor o gene( TGFa)
Taql variant and nonsyndromic cleft lip with or without cleft palate (nsCL/P) in Chinese population.
Methods TGFa Taql variant was detected using polymerase chain reaction-restriction fragment length
polymorphism for DNA samples of the 149 triads with nsCL/P affected child. We performed the
Transmission/disequilibrium test and the family-based association study(FBAT) to identify the associations
between this variant and risk of nsCL/P. Results Significant distortion of C2 allele at TGFa Taq I locus
in nsCL/P groups (P >0.05) was not found. In the family-based association test, C2 allele and offspring
C2C1 genotype was not found to be significantly associated with an increase risk of nsCL/P (P>0.05).
Conclusion Our findings did not suggest an association between offspring TGFa Taq I variant and the
increased risk of nsCL/P in Chinese population.

[Key words]  Cleft lips with or without cleft palate; Transforming growth factor «; Case-parent
study
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BEERSH, B 3 ZLB EA R R NRE MR
BT, AT AN SR 1993 — 2004 48 6] 78 15 U &
GHNEANESATERNERNABHREHBERBH,
ZPAAERERE, REFAFHTRBRHE,
43 nsCL/P R HIE O REE 149 4, H CL Bl
FEE 60 1 ,CLP #% L KB 89 ;W B4 3% 135 41,
Bl E 142 B, A 76 MEORERE D BRR
BivE AR A, 73 MO REREBRK MRS, £
EWw o, BB 86 B, LR 63 i, AHACTEHFE
R AkFEEREFCERRASHE,

2. FE# Bl : Wizard Genomic DNA Purification
Kit 1 B %2 [E Promega /A ¥ ; TagDNA B§ #1 dNTPs
W E %A ;Tag ] WHIEWE Eig4E T4
MERLHE

3. DNA HEAR 4 il £ : 8 Bk il DNA i 32 BUi% F]
A B UE B B 1 O BSR40 B DNA 958 R
% k(101

4. PCR ¥ 3% | B U1 K 3R 19 4 ok iz € JBc vl 0K
TGFa 3 H 51 ¥ F % A : El##:5°-TCA CTT CCC
CTT TTT CAT CTG T-3’; F ##:5’-CGA GGA
GGC TCT GAG GTG-3" . PCR R R %14 #:95C
5 min; 94C 30 s,58C 305,72 30,35 MMEHR;
72C 10 min, PCR 7= ¥ 4k 5, PR il £ A 40 8§
Taq T B§Y, 12 % B 79 6 B M 68 B LUK 23T

585152 B B SPSS 10. 08K 14 43 #7 8% L
KEE TGFo Taq | RANM M EE BN 4075 b
STATA 7.0844# 47 nsCL/P L REHR R TGFa
Taq 1 38 45 C2 E i R fE 3 K&K R (TDT);
K LA R BE N il 40 R B R 50 7 1 (FBAT) , i A
SR fhat 1.41, TEARRBRERE T, X TGFa
Taq [ 728 & 5 nsCL/P & 2 [6] ) KB # 174
PEE TR, AR R : TGFa Taq I R4
2 45 5 nsCL/P BUR 2 B Z A A A 78 % B 8 R 8K,

# R

L.PCR Y =Y M B EH 0 : TGFe E Y
B KA 178 bp, TGFa W Taq [ A £E
WHRI A C1C1 44 F (178 bp— ) .C1C2 & T
(178 bp 122 bpHi52 bp) F1 C2C2 #i & F (122 bpHi
52 bp) (B 1),

2.nsCL/P Wil R X4 TGFa-Taq I &%
(S BB E  TGFa Taq [ #5738 BT, 3%
Bl R H AR R C2 %5 o 2 BB 9 4 % 40 ) 2 7. 82.% Al

7.94% . {BR[FI M TE B9 9 B Fn A B Y 2k R AU 43 A R
8 Hardy-Weinberg(H-W)F# (P >0.05)(F 1),

bp 1 23 4567 8M9

178

122

1. AXNE; 2.2 44 F; 3.5~7:CIC1 &i&F; 4.8:

C1C2 #4& F; M:Marker

Bl TGFa Taql R A A=W ARIKE R

3. nsCL/P #% L REM R TGFo-Tag I R E L
HACQEM#ER TDTHR . ERNE 2. REMRE
CL.CLP M CL/P .0 FBEH, TGFa Taq I fL 5 A
2B T REE LK C2 %075 A& 1% 49 4
(P>0.05),

#1 nsCL/PHRBRHRX B TGFa-Tag [ B

o7 P 3 R R A 5T 3R
TGFa- FHR” LEFE
Tagl CL CLP  CL/P CL CLP  CL/P
o2 0(0.0) 0(0.0) 0(0.0) 1(0.8) 1(0.6) 2(0.7)

QCl  10(16.7) 13(14.9) 23(15.6) 16(14.2) 24(14.6) 40(14.4)
CICL 50(83.3) 74(85.1) 124(84.4) 96(75.0) 139(74.8) 235(74.9)
hwl  0.04 0.0  1.095 0.026 0.0  0.011
P 0.841  0.82 0215 088 1.000 0.92

A S AMNEE A BB IE S BRI (%) « TR C2
G EFEMERT.82%; # LEF C2 FMERITERRNT. 94%

%2 nsCL/P BMAOFEM R TGFa-Taql AL 5
C2 S E R L REKE (TDT)

x
CL* cLp* CL/P®
2 Cl 2 C1 c2 Ct
&% C2 1 7 1 10 2 17
C1 9 96 11 139 20 235
10 103 12 149 22 252

* x2=0.060, P=0.803, OR=0.78,95% CI:0.26~ 2.27;
# ¥ =0.001,P=1.000, OR,=0.91,95% CI:0.36—2.30; Ay’ =
0.110,P=0.742,0R =0.85,95% CI:0.43~1.69

4. 0sCL/P i FBAT ST 4550 46 B0k bk 48
DRI R B A R A A o SR R B 2 SR
5 CL.CLP I CLIP R 9% R 2 MFEAE S 2% B84
XHE(P>0.05); 1 %A &I FX C2C1 HFE A A L
e hnH & A& nsCL/P BERE(P>0.05)(F 3).
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%3 nsCL/P B FBAT 458

b3 SR BMUER FUEESE  Fam S E(S) Var(S) Z i P 1§
CL o 2 0.087 15 7.00 8.00 4.00 -0.50 0.617
C1 0.913 15 23.00 22.00 4.00 0.50 0.617
B 2 0.087 15 7.00 7.75 3.69 -0.39 0.696
c1 0.913 1 - - - - -
583 2 0.087 1 - - - - -
Cl 0.913 15 8.00 7.25 3.69 0.39 0.696
H*HR 202 0.010 1 - - - -
Cc2C1 0.152 15 7.00 7.50 3.75 -0.26 0.796
ci1c1 0.837 15 8.00 7.25 3.75 0.39 0.696
CLP Ttk 2 0.077 20 10.00 10.00 5.00 0.00 1.000
Cl 0.923 20 30.00 30.00 5.00 0.00 1.000
B H 2 0.077 20 10.00 10.00 5.00 0.00 1.000
C1 0.923 0 - - - - -
1583 2 0.077 0 - - - - -
Cl 0.923 20 10.00 10.00 5.00 0.00 1.000
HEREE c2C2 0.006 0 - - - - -
201 0.143 20 10.00 10.00 5.00 0.00 1.000
C1C1 0.851 20 10.00 10.00 5.00 0.00 1.000
CL/P il 2 0.081 35 17.00 18.00 9.00 -0.33 0.739
Cl 0.919 35 53.00 52.00 9.00 0.33 0.739
B C2 0.081 35 17.00 17.75 8.69 -0.25 0.799
C1 0.919 1 - - - - -
Bk ) 0.081 1 - - - - -
C1 0.919 35 18.00 17.25 8.69 0.25 0.799
B H R 202 0.007 1 - - - - -
c2C1 0.147 35 17.00 17.50 8.75 -0.169 0.865
CICl 0.846 35 18.00 17.25 8.69 0.254 0.799
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