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Aim of the work: 
 

1) Studying frequency of sex chromosome disorders 

among Egyptian DSD patients. 

 

2) Phenotype–genotype correspondence of patients with 

sex chromosome DSD. 

 

3) Early detection of Y chromosome material for proper 

counseling of patients at risk of gonadal tumor development. 

 

 

 

 

 
 

 

 

 

 

 

 

 

 

 

 

 

 

 



Sex chromosome DSD  2015

 

  
2 

 
  

Introduction: 

Genetic abnormalities of sexual differentiation are now 

known as disorders of sex development (DSD) and defined 

as congenital conditions in which development of 

chromosomal, gonadal or anatomical sex is atypical 

(Hughes et al., 2006). 

DSD are not uncommon in Egypt. A previous study has 

reported an incidence of one newborn with ambiguous 

genitalia per 3000 live births (Temtamy et al., 1998). A 

more recent study has reported an incidence of 1/5000 with 

ambiguous genitalia per 20.000 newborns and infants 

(Mazen, 2008). 

Disorders of sex development are classified into three 

main categories: 1) Sex chromosome DSD, 2) 46,XY DSD 

(including XY gonadal dysgenesis, defects in androgen 

biosynthesis or action and ovotesticular DSD) and 3) 46,XX 

DSD (including XX gonadal dysgenesis, ovotesticular DSD 

and androgen excess) (Hughes et al., 2006) 

Human sex development is a highly complex process 

following a cascade of events controlled by multiple genes 

situated either on the sex chromosomes or autosomes 

(MacLaughlin and Donahoe, 2004). 

Y chromosome is strongly male determinant; its short 

arm contains the SRY gene which is proved to be the testis 


