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D. Tanev, R. Robeva, S. Andonova, M. Nikolova, . Stoycheva, A. Tomova, Ph. Kumanov, A. Savov, R. Rash-
kov and Zl. Kolarov. SYSTEMIC LUPUS ERYTHEMATOSUS AND ESTROGEN RECEPTOR POLYMORPHISM IN 
BULGARIAN WOMEN 

Summary. Systemic lupus erythematosus (SLE) is an autoimmune disease, which affects predominantly women. Es-
trogens modulate the growth, differentiation and proliferation of lymphoid cells, the synthesis of cytokines and antibod-
ies, as well as the processes of apoptosis. Female sex hormones act on different tissues through the estrogen recep-
tors. The aim of our study was to investigate the role of the polymorphic regions PvuII T/C and XbaI A/G in the estro-
gen receptor alpha gene (ER ) for the development and clinical characteristics of systemic lupus. 112 women with 
SLE and 50 controls were investigated. The allele frequency of the two polymorphisms was similar among patients and 
healthy women. Some relationships between ER  polymorphisms and some of the clinical features of SLE were estab-
lished. In the patients with genotype  ( ), photosensitivity was less frequent, than in the others, while neuro-
logical involvement was not present in patients with genotype  ( GG). In conclusion, we suggest that PvuII T/C 
and XbaI A/G polymorphisms of ER  gene are not crucial for the development of SLE, but they presumably modulate 
the clinical features of the disease.  
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 1.   ER    PvuII  XbaI 

  e      

   ESR1 

   6q25.1 

   595  

    PvuII 
   XbaI 

 (F) 5’–CTG CCA CCC TAT CTG TAT CTT TTC CTA TTC TCC–3’ 
(R) 5’–TCT TTC TCT GCC ACC CTG GCG TCG ATT ATC TGA–3’ 

   PCR   1361 bp 

       (RFLP)  –  2.5%   

 PvuII   c.453-397 C >T  

 XbaI   c.453-351 G > A 

 RFLP     PvuII: C > T      -
 .   PvuII e      "P", 

     "p".   XbaI: G > A 
      .   XbaI 

e      "X",    -
  "x". 

     -
  

   (CC) : 1361 bp 
  (CT) : 1361bp + 935bp + 426bp 
  (TT) : 935bp + 426bp 

     -
  

   (GG) : 1361 bp 
 Xx (GA) : 1361bp + 980bp + 381bp 
 xx (AA) : 980bp + 381bp 
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