
I have Fabry disease and here is my story. Ellie W. (United States) 

Three years ago, I began experiencing some serious health issues. Halfway through fall 
semester of my sophomore year, I was feeling sicker than I ever have in my life. Next thing I 
knew, my parents were with me at the hospital. 

                Fast forward a couple months, and I was diagnosed with a rare genetic disease called 
Fabrys disease. Before that year, I had never heard of the disease, so naturally, I had a million 
questions. 

Some of those have been answered, and some of them never will be. I am writing this to share 
my story with other patients and anyone who is reading. I hope this will raise awareness for 
Fabrys disease, and help support the Fabry patient community.  

                The most basic way I can explain Fabrys is this: normally human cells have enzymes 
that break down fat in the body, Fabry patients have a serious deficiency of this enzyme, so over 
time, fats build up in most cell in the body including vital organs such as the kidneys and heart. It 
can create serious complications, some fatal, but because the diagnosis rate is so low, there is a 
lack of research.  Manifestations of the disease are still being discovered. 

                All Fabry patients have a unique combination of symptoms. For me, it started when I 
was about 6. Some nights when I went to bed, it felt like my feet were on fire, they ached so 
much I had my mom wrap them in cold wash cloths. Thirteen years later, the dots connected and 
I learned that this sensation is known as acroparesthesia to Fabrys patients, one of the 
neurological manifestations of the disease. Other symptoms such as angiokeratomas, stomach 
and bleeding issues became apparent in my late teens.  

                Part of the disease’s erratic symptoms is what causes Fabrys to be mis or undiagnosed. 
There are few hospitals around the country that specialize in the treatment of Fabrys disease, but 
treatments lack extensive proof of improving patient’s conditions and are consequently 
incredibly expensive. My hope is one day Fabrys disease will be recognized and treated by many 
doctors.   

Like any patient with a chronic disease, I have many fears. I think that is what is hardest 
about Fabrys; the unknown. So many possibilities of what the future may hold. I’ve had to think 
about situations I thought I never would face. Will I need dialysis? Can I have kids? How fast 
will this progress? I feel like a masochist letting these thoughts run through me, but it’s 
impossible not to think about. These thoughts, fears, and questions are what have changed my 
life. Some day’s symptoms are significantly worse, which forces me to realize Fabrys is real, all 
over again. 

It’s hard to convey in conversation what days are like with Fabrys. Some days I forget I 
have it, others it’s exceedingly apparent. But, either way it has improved my quality of life, 
which may seem incongruous. I don’t dread class or work anymore, I don’t live for vacations or 
breaks; its cliché, but, I cherish the little things. I have become more confident, less fearful, more 
patient and appreciative. I still have bad days, really bad days, but I take life a little less 



seriously. I hope we all have the opportunity in our lives to be reminded that we have the power 
to choose our attitudes, no matter the situation.  

                As strange as it may seem, I am thankful for the opportunity Fabrys has given me to 
appreciate life. I’m not pleased with the fear and pain it has brought me, my family, friends, 
other patients and their loved ones. It is a terrible illness, but the more patients share their stories, 
the more educated people become, which may lead to better diagnosis rates and increased efforts 
in developing and researching treatment options.  

 


