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PHYSIOLOGY 

 Occurs in about 1 in 
every 20,000 births  

 Onset: during the 
creation of the embryo,  
when the sperm that reaches 
the egg has a SRY gene mutation. 

 Target: Reproductive system/ gonads. 

 People notice they have sex reversal when they see that their 
private parts are smaller than most other people’s (applies to 
males), when they don’t seem to go through puberty or when they 
notice that they have developed small breasts (applies to both). 

 Symptoms: Infertility, little pubic hair, androgynous appearance. 

 Females (XY): small breasts, shield-shaped chest, no menstrual 
cycle, tall. Think Turner Syndrome (XO) 

 Males (XX): short, have azoospermia, hypogonadism, 
gynecomastia. Think Klinefelter’s Syndrome (XXY) 
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Molecular Cause 

 The SRY gene is a transcription 
factor that binds DNA, and results 
in the formation of testis. It is at 
location Yp11.31 

 Y-linked 

 Females (XY): SRY is deleted from the Y chromosome. 
“SRY-negative XY female” 

 Males (XX): SRY is translocated from it’s position 
on the Y chromosome onto the X chromosome. 
“SRY-positive XX male” 

 In the father, when he’s creating spermatozoa 
through meiosis, there is an accident during the 
separation of the chromosomes. 

 SRY activates other genes by coding many other 
transcription factors. Like a domino effect. If SRY is not 
present, or is not activated, then ovaries form. 
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Treatments & Cures Under Study 

 SRY males take androgen supplementations. 

 Helps with developing secondary characteristics. 

 If they have gynecomastia, they have to go through breast 
reduction surgery. 

 Does not help with sperm count. 

 SRY females take estrogen and progesterone 
supplementations. 

 Helps with forming secondary characteristics. 

 Take it when they reach puberty age. 

 These do not cure their infertility. 

 Geneticists are experimenting with SOX3 by activating it 
and putting it in the early gonads. 

 Used mice and succeeded. The mice grew testis. 

 



Proposal 
 Determine whether or not the mother is carrying a child with the disease 

using an amniocentesis test (look at karyotype) and an ultrasound test. 
If the tests come out with different results, then the mother is carrying 
an SRY patient. 

 Will be hard because not everyone will suspect themselves to have a child that 
has sex reversal. Also, money might be a problem because there lots of 
pregnant women all at once. 

 Make the baby undergo Sex Reassignment Surgery. If the baby has 
ovaries and a vagina, then replace with testes and a penis. If the baby 
has ovaries and a vagina, then replace with testes and a penis. 

 Taking out the gonad and storing it is possible, shown by Dr. Sherman Silber 
when he took out fifteen girls’ ovaries and stored them. Dr. Pascal Piver was 
also able to transplant ovaries, and the woman who got her ovaries taken out 
was able to give birth to a health girl. Professor John Radford was able to 
successfully transplant testes. 

 Rejection is a possibility, but can be lowered with tissue typing. 

 Donors will be hard to find. 

 Give child Factrel®, a gonadotropin-releasing hormone. Inject it through 
the skin or into a vein because it is soluble. It will make the body 
produce more luteinizing hormone and follicle-stimulating hormone. 
These hormones then work together to induce follicle growth and Sertoli 
cells (men), regulate the menstrual cycle (women), and sperm 
production (men). They should also take androgen and estrogen and 
progesterone supplementations with their corresponding genders in 
order to help form their secondary sex characteristics. 
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