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ABSTRACT: 
Introduction: The hormones that play a role in the menstrual cycle are FSH, LH, estrogen and progesterone. For a hormone to function normally, the structural and functional integrity of its receptor is a pre-requisite. The Asn680Ser polymorphism in the FSHR gene has been the more studied polymorphism as it seems to play a role in the receptor function. The prevalence of the FSHR gene polymorphism in patients with primary amenorrhea and its possible significance has not yet been explored in the South Indian population
Methods: 139 subjects were taken for this study of which 92 of them had primary amenorrhea and 47 [controls] of them had regular menstrual cycles. Cytogenetic analysis was done by routine karyotyping methods to rule out the presence of a chromosomal abnormality. This was followed by DNA extraction using organic solvents phenol and chloroform. The extracted DNA was quantified and then amplified using primers designed for this study. The amplified PCR product was then purified and sequenced.
Observation & Results: 26.1% of the patients were found to have a homozygous mutant status while 12.8% of the controls were also found to have a homozygous mutant status. 
Conclusion: This is the first study to report the prevalence of the FSHR gene polymorphism in women with primary amenorrhea from the South Indian population. 26.1% of the patient group and 12.8% of the control group were found to have the polymorphism. While the FSHR gene polymorphism cannot be attributed as the sole cause of primary amenorrhea; other genes of the menstrual cycle need to be screened to get an answer for the same.
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