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Summary. The aim of this study was to evaluate the association of 509C/T promoter polymorphism of TGF- 1 gene with 
systemic lupus erythematosus (SLE) and clinical features in Bulgarian population. A total of 149 patients with SLE and 134 
healthy controls were genotyped for the 509C/T polymorphism of TGF- 1 by restriction fragment length polymorphism 
(RFLP) PCR assay. There were no significant differences in allele frequencies of 509C>T polymorphism of TGF 1 gene 
between the SLE patients and healthy controls. However, the frequency of heterozygous genotype among the SLE patients 
(53%) was higher compared to healthy controls (42%) with borderline significance and OR = 1.52; 95% CI, 0.96 2.59, P = 
0.059. In addition, heterozygous genotype was significantly higher in the SLE patients with haematological disorders (60%) 
compared to patients without these clinical features (38%) with OR = 2.41; 95%CI: 1.1 5.32; p = 0.016. The heterozygous 
genotype was also found to be slightly associated with anti-DNA positivity (OR = 2.0; 95%CI: 0.96 4.2; p = 0.045). In conclu-
sion, our results suggest that 509C > T polymorphism of TGF 1 may play a role in the susceptibility to SLE in the Bulgarian 
population. Also, TGF- 1 polymorphism was related to specific clinical manifestations of the disease pointing TGF 1 poly-
morphism as one of the genetic factors that explain the heterogeneity seen in/with SLE. 
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 1.      509C/T      TGF- 1  -
       

 (n = 149)  (n = 134)  
n   n   

OR (95% CI) p 

 
CC 48 0.32 49 0.36 0.82(0.49 1.39) 0.441 
CT 79 0.53 56 0.42 1.57 (0.96 2.59) 0.059 
TT 22 0.15 29 0.22 0.63 (0.33 1.21) 0.133 
A  
C 175 0.59 154 0.57 1.05 (0.74 1.49) 0.761 
T 123 0.41 114 0.43 0.94 (0.67 1.35)  
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-       
 (n = 26) 10 (39) 13 (50) 3 (11) 0.758 
 (n = 111) 35 (32) 59 (53) 17 (15)  

     
 (n = 32) 10 (31) 18 (56) 4 (13) 0.875 
 (n = 102) 35 (33) 54 (52) 16 (15)  

      
 (n = 55) 13 (24) 32 (59) 9 (17) 0.211 
 (n = 88) 32 (39) 40 (48) 11 (13)  

-       
 (n = 130) 42 (32) 71 (55) 17 (13) 0.043 
 (n = 7) 3 (43) 1 (14) 3 (43)  

      
 (n = 61) 17 (28) 33 (54) 11 (18) 0.413 
 (n = 76) 28 (37) 39 (51) 9 (12)  

-       
 (n = 122) 39 (32) 63 (52) 20 (16) 0.235 
 (n = 15) 6 (40) 9 (60) -  

      
 (n = 90) 24 (27)  54 (60)  12 (13) 0.047 
 (n = 47) 21 (45) 18 (38) 8 (17)  

-       
 (n = 65) 15 (23)  40 (62)  10 (15) 0.062 
 (n = 72) 30 (42) 32 (44) 10 (14)  

     
 (n = 26) 6 (23) 15 (58) 5 (19) 0.457 
 (n = 111) 39 (35) 57 (51) 15 (14)  

 P = 0.033 (CC vs.CT+TT), OR = 0.45  95%CI: 0.20÷1.01;  CC      
 P = 0.016 (CT vs.CC+TT), OR = 2.417  95%CI: 1.104÷5.324;  CT      
 P = 0.021 (CC vs.CT+TT), OR = 0.42  95%CI: 0.186÷0.939;  CC      -   
 P = 0.045 (CT vs.CC+TT), OR = 2.0  95%CI: 0.956÷4.199;        -    
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