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Context & Objectives: Sexual ambiguity is defined as a state of a human being whose genital organs are difficult or impossible 
to define as male or female. These ambiguities are due to various etiologies. The objective of our work is to highlight the role of 
cytogenetic and molecular diagnostics in the determination of sex. 

Materials & Methods: We analyzed six cases of sexual ambiguity with new born to 39 years, collected from the cytogenetics 
and molecular biology service of the Oran University Hospital (EHU). We reported the analysis of the standard karyotype 
with Giemsa coloration to search the sex chromosomes. Moreover, we explored all regions of the Y chromosome for possible 
deletion or translocation using multiplex PCR.

Results & Discussions: In this study, the karyotype shows a genetic sex opposite to the civil one in one case. In authors case 
suspected as female patient, the karyotype formula shows a mosaic turner syndrome (46, XY/45, XO). The multiplex PCR show 
a deletions of Y chromosome regions in four cases respectively; SY86 locus (case n°3), SY208 locus (case n°4), SRY locus and 
of SY145, SY152, SY242, SY208, SY254, SY255, SY157 locus (case n°6).

Conclusion: In this study, we highlighted the role of karyotype and multiplex PCR in the cases of sexual ambiguity studied. 
Indeed, it represents the first orienting element towards the real nature of sex. We have thus shown that the cytogenetic and 
molecular study occupy an important place in the etiological diagnosis of these sexual ambiguities.
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