
Women 
and Fabry

Fabry disease is an ‘X-linked’ genetic (inherited) disorder.  
The disease is caused by a change, called a mutation, in the 
DNA. This mutation happens on the X chromosome, and can  
be passed on to children by either a man or a woman. 

Thousands of women around the world have Fabry disease. 
However, in the past, women with the mutation that causes 
Fabry have been considered to be ‘asymptomatic carriers’ 
of the disease, meaning they could pass on Fabry without 
actually having any signs or symptoms of the disease. We now 
know that most women who have the mutation in the gene do 
experience some of the effects of Fabry, sometimes as severely 
as men who have the mutation. 

Women may first become aware of the effects of Fabry in 
their teens, but many are not diagnosed for at least 10 years 
after this. Symptoms may range from mild to debilitating, and 
researchers are still studying how Fabry affects women.

If you want to learn more about Fabry and its effects, contact your 
local patient organisation or talk to your healthcare professional.Women and Fabry
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More than physical

Despite all of these physical and psychological effects, 
some women still find that not all healthcare professionals 
take them seriously.

Even though researchers agree that women are not just 
carriers, as people used to believe, some healthcare 
professionals still need better education on Fabry.  
This can cause serious frustration and even mistrust  
of doctors or other healthcare professionals.

All of these things together – the physical, emotional 
and social effects of Fabry – can make it difficult for 
women to find the time and the energy to take care of 
themselves and to focus on their own health and well-
being. If women with Fabry are to live the best lives 
possible and continue to support those who count on 
them, they must make the time to recognise and meet 
their own needs.

Scientists are not completely certain why there is so much variation in the effects felt between women. Some believe that it has something to do 
with ‘X inactivation’. In each cell in a woman’s body, there are two X chromosomes. While a female foetus is developing in the womb, one of the 
chromosomes is inactivated. This could be the normal X chromosome or the X chromosome with the mutation associated with Fabry. This random 
selection of the X chromosome may explain the variation of Fabry symptoms between women. That is, the location and number of cells with an active 
X chromosome with a mutation can affect which organs are involved and the severity of a woman’s experience of Fabry. Regardless of the experience 
of each woman with Fabry, all women with the disease should speak to their healthcare professional about regular monitoring, as there can be 
significant effects of the disease.

As well as the physical signs and symptoms of the disease,  
many women living with Fabry have a reduced quality of life 
compared with women without Fabry.

We cannot forget that women often don’t just think of 
themselves and how they are doing or feeling. Many women 
have several roles - they may be working, managing a home, 
and caring for others with Fabry, including children, brothers 
and sisters, and parents. This could be overwhelming for 
anyone! Finally, we know that people with Fabry may have 
feelings of isolation, fear and guilt for having the disease and 
possibly passing it on to their children.

In one study, responses that women with Fabry and women 
without Fabry gave in a quality-of-life survey showed that 
pain was associated with lower mood and less enjoyment 
of life. Many women with Fabry had poorer impressions of 
their own vitality, social functioning and overall mental health 
than women without Fabry. In this study, researchers found 
depression in almost two-thirds of women with Fabry, and 
anxiety in more than one-third.

In another study, in which 202 Canadian women with Fabry 
filled in questionnaires on their quality of life, researchers 
found that women with Fabry had a quality of life similar 
to, and sometimes even worse than, that of people with 
multiple sclerosis and rheumatoid arthritis – other long-
term diseases commonly understood to have a major 
effect on people’s lives.

The diagram below shows some of the 
more common effects of Fabry in women.

Women with Fabry may experience all or some of these effects to 
different extents, or they might never experience any of them.

Dizziness  (vertigo)
• Experienced by  

approximately 25% to 85%

• Average age of onset: 30s

Fatigue
• Experienced by 

approximately 59%

Stroke
• Experienced by      

approximately 6%

• Average age of onset: 50s

Mini stroke (TIA)
• Experienced by       

approximately 7%

• Average age of onset: 40s

Ringing in the  ears 
(tinnitus)
• Experienced by     

approximately 27%

• Average age of 
onset: 30s

Hearing loss
• Experienced by    

approximately 37%

Effects on   
the heart
• Experienced by    

approximately 5% 
to 65%

• Average age of 
onset: 30s

Corneal  whorling 
(hazy rays on  
the cornea)  and 
Fabry-related 
 cataracts
• Experienced by    

approximately 36%

• Average age of 
onset: 30s

Gastrointestinal   
issues
• Experienced by    

approximately 11% to 60%

• Average age of onset: 20s

Pain
• Experienced by    

approximately 
53% to 90%

• Average age of 
onset: teens

Small red to purple 
spots on  the skin  
(angiokeratomas)
• Experienced by     

approximately  
13% to 55%

• Average age of  
onset: 30s

Effects on  
 the kidneys
• Experienced by     

approximately  
21% to 55%

• Average age of 
onset: 30s


