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We report 3 individuals with 46XX sex
reversed male. They had normal external
genitalia and azoospermia. We studied them
under clinical, cytogenetic and molecular aspects
to find out the origin of sex reversal. Patients
had markedly elevated level of serum FSH,
elevated LH and decreased or normal range of
serum testosterone. The volume of testes were
small (3-8ml). Testicle biopsy revealed Leydig
cell hyperplasia in two patients. We obtained the
result of normal 46, XX with cytogenetic analysis
and XY dual FISH which could rule out the
presence of Y chromosome mosaicism. By using
PCR, we amplified centromere, heterochromatin
and the SRY, ZFY and DYS14 loci region on
the short arm of the Y chromosome, We were
unable to find the centromere and heterochrom-
atin region sequences. SRY gene was detected
in all the three patients. ZFY and DYS14, which
are adjacent to SRY, amplification patterns were
different in these patients; One had three
amplified loci (SRY+ ZFY+ DYS14+), another
had two loci (SRY+ ZFY+ DYSI4-) and the
third had SRY locus only (SRY+ ZFY-
DYS14-). We suggest that the testis develop-
ment was due to translocated SRY gene. We
have found that each patient’s translocation
elements had different breakpoints at down-
stream of the SRY gene region.
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