








Transmission of 

haemophilia in females: 

rare and extremely rare cases 

Spontaneous 
Mutation

Haemophilia (X*X*)

or spontaneous mutations 
only in one X chromosome 
(X*X) 

Inheritance unpredictable. 

Mild Symptoms (X*X) while in 
cases of extremely skewed 
inactivation of non-mutated X, 
the woman may have severe or 
moderate haemophilia even in 
the presence of a single 
mutated gene

Carrier (X*X) + skewed 
X-Inactivation

Inheritance unpredictable. 

Moderate or severe symptoms 

Unpredictable, depends on 
the X-inactivation balance

One X-chromosome from an 
affected parent and the other 
one from a de novo mutation

X-chromosome abnormalities 
such as monosomy X (Turner 
syndrome, 45 X)

Inheritance unpredictable. 

Can be mild, moderate or 
severe

Unpredictable 

The condition of (X*X*) is 
rare -  where one mutation is 
inherited and the second is 
de novo.  If both mutations 
are de novo - extremely rare. 

Unpredictable 

Parents Daughter's inheritance Likelihood of gene transmission
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https://pmc.ncbi.nlm.nih.gov/articles/PMC8361713/
https://pubmed.ncbi.nlm.nih.gov/34327828/




https://pubmed.ncbi.nlm.nih.gov/38532560/
https://www1.wfh.org/publications/files/pdf-2525.pdf


https://cdn.ymaws.com/www.isth.org/resource/resmgr/ssc/isth-ssc_bleeding_assessment.pdf
https://cdn.ymaws.com/www.isth.org/resource/resmgr/ssc/isth-ssc_bleeding_assessment.pdf
https://cdn.ymaws.com/www.isth.org/resource/resmgr/ssc/isth-ssc_bleeding_assessment.pdf
https://community.ehc.eu/focus-area/wbd-women-with-bleeding-disorders/










https://pubmed.ncbi.nlm.nih.gov/34343384/
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