
Variability in neonatal 
genitalia 







































Gonadal development 











This is dependent on having 
normal gonads 
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Examples of conditions causing gonadal 
dysfunction 

• Turner’s syndrome 

 

• Klinefelter’s syndrome 

 

• Complete gonadal dysgenesis 

 

 

• Partial gonadal dysgenesis 

• 45 X 

 

• 47 XXY 

 

• 46 XX 

• 46 XY (Swyer syndrome) 

 

• 45 X / 46 XY 

• 46 XY 



But even if the gonads are 
normal…. 



• Luigi De Crecchio 1865 

•Described at autopsy 

• External male 

• Internal female organs 

• Enlarged adrenals 
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Complete or partial 21-hydroxylase deficiency 





0 – 4% 
 

Mortality from salt wasting 
in congenital adrenal 

hyperplasia 



2019; 104: 653-657 



Of those detected clinically…….. 

•Almost all females identified by ambiguous 
genitalia 

 



Of those detected clinically…….. 
 

 

•None of the males identified by ambiguous 
genitalia 

 

•One (10%) had a pigmented scrotum 



Male Female 

Detected by 
screening 

57 14 

Detected 
clinically 

10 23 



When are subtle differences 
significant? 



Females 

• Inguinal hernia 

 

• Gonad palpable in the labia 

 

• Labial rugosity or pigmentation 

 

• Labial fusion 

 

• Cliteromegaly 













Males? 







The Journal of Urology (2002): 168: 2170-2172 



1.84% 
Incidence of intersexuality in patients 

with isolated cryptorchidism 



The Journal of Urology (2013): 189: 1892 - 1896 



27% 
Incidence of intersexuality in patients 
with isolated proximal hypospadias 



Proximal hypospadias and cryptorchidism Proximal hypospadias alone 



The Journal of Urology (1999): 162: 1003 - 1007 



47% 
Incidence of intersexuality in patients with hypospadias  

and  

one or two impalpable testes 



How to manage a patient  



Review the history 



Examine the patient 

Review the history 



Talk to the parents 

Examine the patient 

Review the history 



 

• Penile webbing 

 

• Chordee 

 

• Distal hypospadias 

 

• Unilateral impalpable testes 
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Thankyou 



https://tinyurl.com/v4qfvkf 


