
www.haemophilia.org.au1 Haemophilia testing in women and girls
HAEMOPHILIA FOUNDATION AUSTRALIA

There are a number of steps to identify if you have an 
alteration in your F8 or F9 gene that causes haemophilia. The 
steps are outlined here and then explained in greater detail in 
the rest of this education resource.

In some cases a family history of haemophilia will identify 
whether you have the gene alteration. In genetics this is 
described as being an obligate carrier, because the pattern 
of inheritance means you must have the altered gene. 

Obligate carriers include:
• ALL daughters of a man with haemophilia 

• Mothers of one child with haemophilia, and who have 
at least one other family member with haemophilia

• Mothers of one child with haemophilia, and who have 
a family member who is a known haemophilia carrier

• Mothers of two or more children with haemophilia.

• Clotting factor level tests do not take the place of genetic 
testing. However, if factor VIII (8) or factor IX (9) tests 
show that you have lower than normal factor levels, this 
suggests that you are likely to have the gene alteration 
and be a carrier.

• Normal or borderline clotting factor level tests will not tell 
you whether you carry the gene alteration. Many women 
and girls have normal factor levels and no symptoms but 
still have the gene alteration that causes haemophilia. 

Gene changes
Everyone has many gene changes throughout their DNA. 
These gene changes are called variants or mutations 
or alterations. Some are common and some are rare. 
Some gene changes have no effect on your health, while 
others can cause genetic conditions, like the alterations 
to the F8 and F9 gene that can result in haemophilia.

What is a haemophilia carrier?
In genetics females who have the gene alteration for 
haemophilia are described as ‘carriers’. Most carry the 
gene alteration without symptoms. Some with the gene 
alteration have a bleeding tendency and have the medical 
condition haemophilia. A female with the gene alteration 
can pass it onto her children, whether she has bleeding 
symptoms or not.

You may need to have genetic testing to confirm if you have  
the altered copy of the F8 or F9 gene. 

There are a number of gene alterations causing haemophilia  
and families will share a specific alteration.

Identifying the gene alteration in your family can be part of the 
process in genetic testing. If your family gene alteration is not 
already known, this will involve some steps before you have 
genetic testing:

• Usually genetic testing of a male with haemophilia in 
your family - or less commonly, an affected female

• Once the genetic alteration in your family is known, you  
can have genetic testing for the same known or familial 
alteration to see if you are a carrier. 
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To find more information about haemophilia and carrying the 
gene alteration, or to find out how to get in touch with your 
local Haemophilia Foundation or a specialist Haemophilia 
Treatment Centre, contact:
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