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XY pure gonadal dysgenesis-1 
Clinical findings of a patient with XY pure gonadal dysgenesis. 
 (A) Normal external female genitalia with an intact hymen.  
(B) Small uterus (asterisk).  
(C) Left streak ovary (arrow) and fallopian tube (arrowhead).  
(D) Right streak ovary (arrow) and fallopian tube (arrowhead).  
(E) Left streak ovary and fallopian tube transected with LigaSure.  
(F) Right streak ovary and fallopian tube transected with LigaSure. 
 
 
 
 
  

Jung E.J., Im D.H., Park Y.H., Byun J.M., Kim Y.N., Jeong D.H., Kim K.T., An H.J., Jung S.J., 
Lee K.B. Female with 46,XY karyotype. Obstet. Gynecol. Sci. 2017;60:378��382 
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Cause of DSDs:  
Congenital adrenal hyperplasia 

�‡ Congenital adrenal hyperplasia (CAH) is the most common cause of 
DSDs 

�‡ The incidence of CAH is 1 in 15,000 
�‡ The most common cause of CAH is 21-hydroxylase deficiency 

resulting in virilization of a child with 46,XX 
�‡ Prompt diagnosis of the underlying cause of DSD is essential; 75% 

of those with 21-hydroxylase deficiency have salt-wasting 
nephropathy 

�‡ Gender identity is not necessarily the same as phenotypic or 
chromosomal sex 

�‡ A team or multidisciplinary approach to treatment is essential; thus, 
gender assignment of a child with a DSD is best made after parents 
have been counseled by a gender medicine team 
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