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ABSTRACT Amenorrheaisanormal clinical featurein prepubertal, pregnant, and postmenopausal
females. It also accounts for 20% of patients with infertility. The physiology of menstruation and
reproduction has a strong corre-lation with the expression of the X chromosome. Thus, the role of
genetics in terms of diagnosis, risk assessment, and genetic counseling is significant. The genetic
contribution to amenorrheais studied both at the cellular and molecular level aiming at abnormalities
in chromosomes and mutations in genes. The present study aimed at performing chromosomal
analysisin patients present with primary amenorrhea (n=140) employing GTG banding. Thekaryotype
results revealed 71.2% (n=101) with normal chromosome composition and 27.8% (n=39) showed
chromosomal abnormalities. In patientswith abnormal chromosome constituents, 74% (n=29) exhibit
numerical aberration and 26% (n=10) showed structural abnormalities. The X-chromosome abnormality
was observed in 49% of the subject population which is consistent with results of studies conducted
inthepast. Also, theinvolvement of Y chromosome and origin of marker chromosome was confirmed
by FISH in four patients.
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