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Abstract

Objective. To evaluate PAI-1 genotypes in a group of infertile women with or with-
out endometriosis and control subjects. Design. Case–control study. Setting . Human
Reproduction Center of Medicina do ABC Faculty. Population. One hundred and
forty infertile women with endometriosis, 64 women with idiopathic infertility
and 148 fertile women as control subjects. Methods. The PAI-1 4G/5G polymor-
phism was identified by restriction fragment length polymorphism–polymerase
chain reaction. Main outcome measures. Genotype distribution and allele frequency
of the 4G/5G polymorphism of the PAI-1 gene. Results. The frequencies of geno-
types 4G/4G, 4G/5G and 5G/5G of the PAI-1 gene in the infertile women with
endometriosis were 38.6, 37.1 and 24.3%, respectively, and in the control group
24.3, 33.8 and 41.9%, respectively (p=0.003). When the infertile women with en-
dometriosis were divided according to their endometriosis stage, genotypes 4G/4G,
4G/5G and 5G/5G were identified, respectively, in 36.7, 32.9 and 30.4% of the
patients with minimal/mild endometriosis (p=0.102) and in 41.0, 42.6 and 16.4%
of the patients with moderate/severe endometriosis (p=0.001); in the women with
idiopathic infertility, these genotypes were found at a frequency of 29.7, 34.3 and
36%, respectively (p=0.637). Conclusion. The data suggest that, in Brazilian women,
the PAI-1 4G/5G polymorphism may be associated with a risk of endometriosis-
associated infertility.

Abbreviations: CI, confidence interval; EDTA, ethylenediamine tetraacetic acid;
G, guanine; MgCl2, magnesium chloride; OR, odds ratio; PA, plasminogen
activator; PAI-1ag, plasminogen activator inhibitor-1 antigen; PAI-1 gene,
plasminogen activator inhibitor-1 gene; RFLP–PCR, restriction fragment length
polymorphism–polymerase chain reaction; SERPIN, serine protease inhibitor;
tPA, tissue-type plasminogen activator.

Introduction

Endometriosis is a common gynecological disease, defined as
the growth of endometrial tissue outside the uterine cavity,
that often results in a vast array of gynecological problems,
including dyspareunia, dysmenorrhea, pelvic pain and infer-
tility (1,2). Previous studies have revealed a great number of
genetic markers related to the immune, neuroendocrine and
reproductive function and of gene interactions, indicating an

association between the development of endometriosis and
genetic polymorphisms (3–5).

The fibrinolytic system includes a broad spectrum of pro-
teolytic enzymes with physiological and pathophysiological
functions such as fibrinolysis, tissue remodeling, tumor in-
vasion, and also participation in the reproductive process
(6,7). The plasminogen activator inhibitor-1 (PAI-1) gene, a
member of the serine protease inhibitor family, is a main reg-
ulator of the endogenous fibrinolytic system. It inhibits the
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