
Juvenile X-linked retinoschisis

What is Juvenile X-linked retinoschisis?
Juvenile X-linked retinoschisis is a rare inherited retinal disease (IRD), primarily
affecting boys and young men.

How is it identified? 
The disease causes splits between the retinal layers, which can be seen as gaps on
cross-sectional scans of the retina known as optical coherence tomography (OCT)
images.

The retina split causes damage to the cells in that area, leading to localised vision
loss. Although the part of the retina that is affected by the disease will have poorer
vision, very few people with the condition will lose all of their vision. 

What are the symptoms?
Affected boys are usually identified in primary school, but occasionally are
identified as young infants. Most boys present with a mild decrease in central vision
in primary school that may be subtle and not perceptible. They may continue to
lose vision into their teens. Once they are adults, their vision often stabilises until
they are in their 50s or 60s.

Juvenile X-linked retinoschisis patients are more susceptible to retinal detachment
and eye haemorrhage (bleeding) than other people, and they should have regular
examinations with an ophthalmologist (specialist eye doctor). When detected
early, a retinal detachment can be treated surgically to prevent further vision loss. 

Patients are also more susceptible to retinal detachment and eye haemorrhage
(bleeding) than other people and they should have regular examinations with an
eye doctor. When detected early, a complicating retinal detachment can be
treated surgically.

What is the cause and how is it inherited? 
The exact prevalence of juvenile X-linked retinoschisis is currently unknown, but it is
thought to affect between one in 5,000 to 25,000 people. 
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The disease is usually caused by mutations in the RS1 gene, which is located, as the
name suggests, on the X chromosome and inherited through from the mother. In
some circumstances, female carriers can also experience symptoms. 

What treatments are available?
Currently, there are no treatments available for juvenile X-linked retinoschisis.
 
If a patient develops a secondary issue, like a bleed or tear of the retinal tissue,
these can be managed surgically by an ophthalmologist. Regular eye checks are
vital to monitor for these changes. 

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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