Newly diagnosed?
If you or someone you know has a child who has
recently been diagnosed with Rett Syndrome, or
who is being considered for a diagnosis, you may
have many questions.
You can find more information about how Rett
Syndrome is diagnosed and genetic testing on our
website.
Reverse Rett was founded and is run by parents of
children and adults with Rett Syndrome. Please get
in touch if you have questions or just want to talk
about the diagnosis. 0161 413 0585.

Reverse Rett Patient Registry
Reverse Rett holds the only active Patient Registry
for people with Rett Syndrome and related MECP2
disorders in the UK.

Ways you can help
We’re a charity dedicated to changing the lives of
children and adults with Rett Syndrome. We believe
change is not only possible, it’s within reach.
Set up a monthly donation via our website to
help us continue our vital work to make Rett
Syndrome a thing of the past.
Make a one time donation right here and
now by texting RETT00 £5 TO 70070
Visit our website to find out how you can help
raise the vital research funds we need to
help make Rett history.
Request your free action pack by emailing:
enquiries@reverserett.org.uk
Find us on Facebook, Twitter and Instagram
under 'Reverse Rett'

As treatment for Rett Syndrome becomes available,
it will be critical that we have accurate information
about how many patients with Rett Syndrome there
are in the UK and where we can find them.
If you are a health professional working with
someone with Rett Syndrome please pass this
information on to an appropriate family member or
support worker so that we can ensure no child or
adult with Rett Syndrome is left behind.
Please add your daughter or son to the Registry.
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What is Rett Syndrome?
Rett Syndrome is a post-natal neurological disorder
which most often affects previously healthy little girls
around the age of 12-18 months, leaving them with
severe disabilities and medical complexities for life.
Estimated to affect 1: 10,000 live female births, the
disorder is rarely seen in males.
Most people with Rett Syndrome are unable to
speak, walk or use their hands. Breathing problems,
feeding tubes, seizures, anxiety, gastrointestinal and
orthopaedic issues are common.

What causes Rett Syndrome?
Rett Syndrome is most often caused by mutations
on a gene called MECP2 on the X chromosome.
The gene makes a protein which everyone needs
for their brains to function properly. People with
Rett Syndrome do not have enough of this
protein.
In 2007, researchers at Edinburgh University
proved that a cure for Rett Syndrome is possible
by using genetic engineering to replace the
missing protein in a mouse model. These
experiments showed that when the protein is
replaced at the right level the symptoms of Rett
Syndrome go away. Gene therapy is one way that
the protein can be replaced.

Signs and symptoms:

What we do

The symptoms of Rett Syndrome can appear quickly
or take many months to develop. It is not always
obvious to begin with. A child with Rett Syndrome
may not have every symptom and their symptoms
can change as they get older.

We’re a charity that
works tirelessly to create
change, build momentum
and move ever closer
towards a cure for Rett
Syndrome.

Early signs: Low muscle tone, difficulty feeding,
unusual repetitive hand movements, delayed
speech, difficulty sitting, walking or crawling, lack of
interest in toys.

Working for a cure

Symptoms of regression may include: Loss of
purposeful hand use, repetitive hand movements,
unsteady or awkward walking or no walking, difficulty
chewing, swallowing and eating, stomach problems,
periods of distress.
Later symptoms: Later on, a child may experience
periods of rapid breathing or breath-holding. Children
who have learned to walk may lose their mobility as
they become older. Epilepsy, scoliosis and other
orthopaedic difficulties are common.
Adults with Rett Syndrome will require 24 hour
round the clock care and they may struggle with
urinary retention, kidney problems and respiratory
issues. Stiffness, motor difficulties, tremors and
dystonia affect many young people and adults with
Rett Syndrome.
All people with Rett Syndrome are at increased risk
for aspiration.
Despite these difficulties, recent research has shown
that with adequate medical care, people with Rett
Syndrome can live into their 50s. (Tarquinio 2015)

We're funding laboratory research focused on
projects seeking to replace the missing protein and
transform lives, in partnership with the US based
Rett Syndrome Research Trust.
The world’s first gene therapy trial in Rett
Syndrome is projected to start 2018/2019. Work to
refine gene therapy and other techniques to
address the underlying cause of Rett is ongoing at
Edinburgh University.

Delivering treatments
There are currently no FDA or EMA approved
drugs or treatments for the many symptoms of Rett
Syndrome.
We’re working in partnership with Professor
Paramala Santosh’s team at King’s College
London to support the first UK clinical trial for a
treatment for breathing difficulties in Rett
Syndrome. This work is ongoing.
Our aim is to build on this partnership with further
clinical trials and to map symptoms in the long
term, enabling earlier and more effective
intervention, which will improve quality of life.

