
 

 
 

Stargardt Disease 
 
Stargardt disease can also be known as fundus flavimaculatus and Stargardt 
macular dystrophy. 
Stargardt disease is an inherited condition that affects the macular. It is a form of 
juvenile macular degeneration.  
 
It affects around 1 in 10,000 people.  
 
The retina is the light sensitive layer on the inner wall of the back of the eye. The 
macular is the area on the retina which we use for detailed vision such as reading.  
As the macular is the area which is most affected, it is the central vision (the vision 
you use when looking directly at something) that becomes reduced. Stargardt 
disease does not usually affect peripheral (side) vision. 
 
Stargardt disease is generally diagnosed before the age of 20 years. Children 
typically begin to experience central vision loss between the age of 6 and 12 years of 
age but occasionally the first symptoms may appear in adulthood.  
 
What are the symptoms of Stargardt disease? 
A child may first present to the optometrist or ophthalmologist due to a reduction in 
central vision or difficulty with reading and seeing in dim light. 
 
They may describe blurriness or distorted vision. 
 
The central vision also gives us our best colour vision and a decrease in colour 
perception may be noticed. 
 
People may notice grey, black or hazy spots in the centre of their vision. 
The progression of the disease can be variable; at first it may be slow but then can 
rapidly decrease.  
 
The vision loss cannot be corrected with glasses, contact lenses or refractive 
surgery. 
 
The visual acuity (this is what is tested when you read down a letter chart at the 
optometrist) will become reduced. The average visual acuity of a healthy eye is often 
written as 6/6 this means at 6 meters a person is seeing what would be expected to 
be seen at 6 meters. At the age of 50 a person with Stargardt disease may have 
visual acuity in the range of 6/60 - 6/120 (seeing at 6 meters what would be expected 
to be seen at 60 to 120 meters). 
 



What causes Stargardt disease? 
Stargardt disease is usually due to autosomal recessive inheritance of a mutation in 
the ABCA4 gene. 
 
Each cell in the human body contains about 25,000 to 35,000 genes. Genes carry 
the information that determines which features or characteristics are passed on from 
your parents. 
 
Genes come in pairs. Each of your parents has two copies of each of their genes, 
and each parent passes along just one copy to make up the genes you have.  
Stargardt disease is recessive which means you need to receive the faulty copy of 
the gene from both parents. Often the parents are unaffected and are called carriers 
as they only have one copy of the Stargardt gene. Each of their children will have a 
25% chance of inheriting the two copies of the gene. 
 
The ABCA4 gene makes a protein that clears away a by-product of normal cell 
function called lipofuscin. The photoreceptor cells of people with Stargardt disease 
accumulate lipofuscin which is a fatty substance that forms yellow flecks stopping the 
cells from working properly. 
 
How is Stargardt disease diagnosed? 
Early in the disease the macular may appear normal making it difficult to diagnose 
but in time yellowish flecks can be seen in the macular. A photo and a scan may be 
taken of the macular in order to look for these signs. 
 
Can Stargardt disease be treated?  

UV blocking sunglasses are often recommended to offer some protection.  
Now that the gene which is responsible has been discovered research is being done 
into possible gene therapy and also stem cell treatment but there is no treatment 
available at this time. 
 
What can be done to help? 

Low vision aids can be helpful for many daily tasks and lighting is also important. 
The learning and working environment needs to be adapted to allow both children 
and adults reach their full potential despite the challenges Stargardt disease 
presents.   
 
 
 
 
 


