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April is Fabry disease awareness month, and if you have never heard of Fabry disease you are not 
alone.  
 
Fabry disease is a rare disorder caused by a defective gene in the body. It is currently estimated that 
Fabry disease affects approximately 5,000 to 10,000 people worldwide. 
 
Fabry disease results from abnormal deposits of a particular fatty substance (called 
globotriaosylceramide or GL-3) in blood vessel walls throughout the body. The primary defect which 
allows this to occur is the inherited deficiency of the enzyme, alpha-galactosidase A, which is normally 
responsible for the breakdown of GL-3. 
 
Since this fatty compound (lipid) is not being broken down and removed, it begins to accumulate. Thus, 
Fabry disease is often referred to as a "storage disorder" due to this abnormal accumulation.  
 
As the abnormal storage of this fatty compound increases with time, the channels of these vessels 
become narrowed, leading to decreased blood flow and decreased nourishment of the tissues normally 
supplied by these vessels. This abnormal process occurs in blood vessels throughout the body, 
particularly affecting vessels in the skin, kidneys, heart, brain and nervous system. 
 
Fabry disease can affect anyone who inherits the faulty gene — both males and females. Virtually all 
males with the Fabry gene develop the disease and are likely to express some or many of the classic 
Fabry symptoms. The symptoms include ongoing pain and burning sensations in the hands and feet and 
the pain ‘crises’ which are intense episodes of excruciating pain. Impaired sweating, exercise 
intolerance, and dark red purple skin lesions on the lower half of the body are also common signs of 
Fabry disease. 
 
In women with the Fabry gene, however, symptoms can range from none to very serious manifestations 
similar to those seen in males. That’s because the level of symptom severity often depends on the 
amount of enzyme produced in the body.  
 
Because the progression of Fabry disease varies from person to person it also means that symptoms 
appear at different ages and with differing severity. Of the many symptoms of Fabry disease, it is often 
pain and heat-related discomfort that appear first in young children with Fabry disease. Parents should 
therefore be careful not to expose young children with Fabry disease to extremes of temperature. 
 
Fabry disease is slowly progressive. Symptoms result from damage to the kidneys, heart and central 
nervous system and usually appear between the ages of 30 to 45. In some individuals with Fabry 
disease it is only when tests are carried out to find the cause of problems with the heart or kidneys that 
the accumulation of GL-3 is identified and a diagnosis of Fabry disease made. 
 
There are two parts of treatment that need to be considered in Fabry disease: the management of 
symptoms and also the clinical management of the disease itself. It is extremely important that a person 
with Fabry disease is seen by a ‘Fabry Expert’ at one of the Australian Fabry Treatment Centres. 
Doctors at these centres monitor Fabry disease and understand the symptoms and typical treatment of 
this disease. 
 
The Fabry Support Group Australia is a not-for-profit Patient Organisation formed by patients and 
families directly affected by a rare genetic disorder known as Fabry Disease. 
 
Whether you are a person diagnosed with Fabry Disease, a family member of a person with Fabry 
Disease, or a health care professional treating a Fabry affected patient, Fabry Support Group Australia is 
a source of information, support and assistance on issues related to Fabry Disease especially relevant to 
the Australian region www.fabry.com.au. 
 
 


