
Disorder of sexual development 

&mullerian abnormality &mullerian abnormality 







Intersex (DSD)

Normal karyotype

XY female

XX male ?? (ambiguous genitalia)

Abnormal karyotypeAbnormal karyotype

Turner syndrome XO

True hermophroditism (XX ,XY)   

Additional sex chromosomes

 (XXX ,XXY)



XY FEMALE



Presentation

Primary amenorrhea

Well developed female body image

Absence of pubic and axillary hair in case of 

androgen insensitivity androgen insensitivity 

gonades)  (Inguinal hernia

Primary infertility 



Investigation

Karyotype study

Imaging ( ultrasound ,CT ,MRI)  

Hormonal essayHormonal essay

Management

Socially determined

Sex diversion + HRT

Gonadectomy to avoid cancer







Ambiguous genitalia

XX female exposed to androgen which result in   
virilization and musculinaztion of female fetus this is   
called pseudohermophroditism

Androgen source either :Androgen source either :

- Endogenous as  CAH ,ovarian ,adrenal     

  tumour

- Exogenous due to maternal ingestion of                 
androgenic drugs during pregnancy



Congenital Adrenal Hyperplasia

CAH

Autosomal recessive inheritance

Due to enzyme deficiency in steroid pathway of  
adrenal gland

Of 2 types Of 2 types 

- salt wasting type

- non salt wasting type

Result in decrease in cortisone ,aldosterone and 

excess androgen production







 Presentation of CAH

Early onset  

ambigous genitalia +/- salt losing enteropathy

Late onset 

precocious puberty 

virilization ,   

amenorrhea and  

infertilityinfertility

Investigations

Hormonal and enzyme essay 

Karyotype study 

Imaging  

Electrolyte  



Treatment 

Replacement therapy of deficient hormones 

-steroid 

-mineralocorticoid

Corrective surgery for genitaliaCorrective surgery for genitalia

-success depend on severity 

-Timing of surgery ?? 

-Result in scarring

-Sexual dysfunction  















Mullerian abnormality



Mullerian abnormality



Types of anomalies
 unicornuate uterus) (-Mullerian dysgenesis

       
-Mullerian agenesis (complete &incomplete)

-Failure of fusion which either transverse or longitudinal

Transverse fusion  defect Transverse fusion  defect 

hymen is not of mullerian origin)(imperforated hymen 

vaginal septum

 
Longitudinal fusion defect

uterine septum (complete & incomplete) 

duplication of uterus only

Duplication of uterus and cervix

longitudinal vaginal septum  (complete & incomplete) 





Mullerian anomalies





Investigation 

Imaging technique

Ultrasound  

Hysterosalpingography

Saline sonographySaline sonography

vaginoscopic examination     
Hysteroscopic examination

MRI



Presentation of mullerian anomalies 
 female with normal secondary sexual characters and normal 

karyotype

Agenesis

Primary amenorrhea  

primary infertilty

Transverse defect result in obstruction

Primary amenorrhea  Primary amenorrhea  

Cryptomenrrhea

Longitudinal defect

asymptomatic

Menorrhagia

Dysmenorhea



Pregnancy and mullerian anomalies 

Depend on severity of defect

No effect   

Recurrent pregnancy loss 

Ectopic pregnancy

Abnormal placentationAbnormal placentation

Malpresentation

Preterm labour

    abnormal labour)(Dystocia

Increased operative delivery

Postpartum hemorrhage   



Treatment 

No intervention in mild defect

Usually surgical

-hymenectomy

-vaginal and uterine  septectomy-vaginal and uterine  septectomy

-Metroplasty for major defect    



Normal HSG



Diagnosis ???



Diagnosis ???



Diagnosis ???



Diagnosis ???



Thank youThank you


