
Best disease

What is Best disease
Best disease, also known as vitelliform macular dystrophy, is another inherited
macular degeneration. As the macula is in the centre of the retina, it affects central
vision (reading, face recognition etc). 

It is usually diagnosed during the teenage years, but vision does not generally
deteriorate until later in life.

The progression of visual loss varies between individuals, but peripheral vision
usually remains unaffected. Therefore, there are usually minimal issues with
independent mobility. 

How is Best disease identified? 
Best disease has a characteristic clinical appearance, where the retina has a
yellow, egg-yolk-like lesion at the macula in the early stages of disease (known as
a vitelliform lesion). 

In later stages, this lesion breaks down and takes the appearance of “scrambled
eggs” – this is known as the vitellidisruptive stage.

Vision loss can occur during both stages of this disease and is permanent once it
occurs. 

What are the symptoms?
The first symptoms can vary from person to person, but always involve the central
vision. In the initial stages, a fatty yellow pigment (the vitelliform lesion) builds up in
the cells underneath the macula.

Over time, the abnormal accumulation of this substance can damage the cone
photoreceptor cells located in the macula, leading to a blurring or distortion of
central vision.

Best disease generally doesn’t affect peripheral or side vision. It does not always
affect both eyes equally, with one eye having milder symptoms in many cases. 

https://retinaaustralia.com.au/resources/anatomy-of-the-eye/


What is the cause and how is it inherited?
Best disease is caused by mutations in the BEST1 gene and is passed down through
an autosomal dominant pattern of inheritance. 

In autosomal dominant inherited retinal disease one parent is affected, and each
pregnancy has a 50% chance that the child will be affected. Males and females are
equally affected. A person only needs one copy of the mutated gene to develop the
inherited retinal disease. 

Owing to the variable expression of the BEST1 mutation some people who have the
mutation may have very mild, or sometimes no symptoms at all. 

What treatments for Best disease are available? 
Currently, there are no treatments.

A number of emerging treatments are being developed that may assist in the
future. 
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Disclaimer
While every reasonable care has been taken in the preparation of the information on this publication, it is for general information only. We
advise that medical advice should always be sought from a qualified doctor or eye health care professional who can determine your
individual medical needs. Retina Australia makes no guarantee or warrant of any kind, either implied or expressed that the information
provided in this publication is accurate, suitable or relevant for your purposes or without errors or omissions. Retina Australia does not accept
responsibility and cannot be liable for any error or omission in information contained in this publication or for any loss or damages arising
from its provision or use, nor from any access to it. This publication may contain links to other websites that are not under Retina Australia’s
control. Retina Australia is not responsible or liable for the contents of any of the links in this publication to other websites, and inclusion of a
link does not imply any endorsement or association by Retina Australia with the site or any goods or services provided by the website or its
operators. 
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