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New to CDKL5 Deficiency Disorder (CDD)?

If you are reading this, your child or someone you are close to has
just been diagnosed with CDKL5 deficiency disorder (CDD).

You may be feeling a whole range of emotions, but the fact you are
seeking out information is a good thing.

This information booklet gives you a basic understanding of this
rare condition and what to do if you or someone you love has been

diagnosed.

If you have any particular questions or concerns, it’s always best to
speak to your CDD-specialist doctor.
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What is CDD?

CDD is a condition of the brain and nervous system, with seizures beginning
typically during the first three months of life. Symptoms can very however; in
some children seizures may start later on, whilst some children do not
experience seizures at all.

The story of CDKL5 begins with Rett Syndrome, another rare genetic condition,
first described in 1966 by Andreas Rett, an Australian paediatrician. CDD was
first described in literature in 2004, because it has overlapping characteristics
with Rett Syndrome. CDD became a distinct condition in 2012 and is believed
to occurin around 1:42,000-1:60,000 people, making it a rare condition.

CDD is caused by mutations in the CDKL5 (Cyclin-Dependent-Kinase-Like 5)
gene. The CDKL5 gene, although it’s exact role is not yet know, is believed to
provide instructions for making a protein that is essential for the development
of the brain and the nerve cells that send signals to the brain. Changes in this
gene interfere with this process, causing seizures and a delay in brain
development. Research studies have shown the CDKL5 protein may be
particularly important for brain development from the first few weeks of life
onwards.

If you want to understand more about the genetics and causes of CDKL5, you
can find lots of helpful information on the CDKL5 UK website:
https://curecdkl5.org.uk/history-of-cdkl5/.
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What do | do if my child is diaghosed?

Ensure you talk to your neurologist or diagnosing clinician about the
range of symptoms your child could experience. It is important they
are knowledgeable of CDD and if they are not, then ask for a referral
to the Rare Disease Collaborative Network for CDKL5 (Centre of
Excellence) which is based at Bristol Children’s Hospital. Once the
referral has been accepted you will receive a virtual appointment
with the CDKL5 Lead Clinician for the UK who is Dr Sam Amin, a
Paediatric Neurologist.

When you first contact the Centre of Excellence, the CDKL5
Research and Care Coordinator will ask if you want to join the
CDKL5 Registry. This is UK-based database and is essential in
improving awareness of CDKL5 in the UK. The registry will assist us
in collating the data of patients affected in the UK, and improve
access to trials. There is also a global registry at
www.cdklbregistry.org. Ensuring we have good quality data about
the number of patients diagnosed is essential as we move forward
with therapeutic treatments and cures.

This is not an easy diagnosis to receive. Always ask yourself before
joining social media groups “might the information | receive cause
me more distress?” If the answer is yes, then think carefully, there is
no rush!

Get in touch with us here at CDKL5 UK. We are here to help you, to
provide support for you and your family, and to signpost you to
other services if needed. As parents of affected children ourselves,
we have travelled a similar path. We recognise you may not want to
join social media groups, as it will take time to process, but we can
keep in touch via messages and when the time is right we can add
you to groups so that you can access wider or more specialised
support.
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How a person with CDD might be affected

Every person with CDD is different, however the majority of individuals with
CDD will experience at least some symptoms or abnormalities. It is important
to seek the advice of your CDD-specialist doctor if you have any concerns or if
your child is experiencing new symptoms.

e Epileptic seizures starting in the Breathing irregularities such as
first eight months of life hyperventilation

e Infantile spasms (in about 50%) Grinding of the teeth

e Many different types of epilepsy Episodes of laughing or crying for
usually including myoclonic jerks what appears to be no reason

e Hand stereotypes in the form of Low/Poor muscle tone
hand clapping, tapping, movements e Very limited hand skills

or mouthing e Some autistic-like tendencies
e Marked developmental delay e Scoliosis
e Limited or absent speech e Cortical Visual Impairment (CVI) aka
e Hypersensitivity to touch ‘cortical blindness’
e Lack of eye contact or poor eye e Apraxia

contact or intensive eye interaction e Eating/drinking challenges, such as
e Gastroesophageal reflux, and other refusal to eat and drink

gastrointestinal problems e Interrupted sleep
e Constipation e Characteristics such as sideways
e Small, cold feet glance, and a habit of crossing legs

What are the treatment options?

Your medical team is likely to start your child on the standard protocol for
seizures, and other medications to support gastrointestinal and sleep issues if
they are present. These recommendations have been set-up by the National
Institute for Health and Care Excellence (NICE), and the NHS. However, there
are a number of treatment options which are currently either approved orin
pre-clinical studies. Pre-clinical means they have not yet been tested on
humans in formal clinical trials.

However, it’s important to remember that everyone with CDD is different, and
it’s always best to seek the advice of your CDD-specialist doctor.
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How is CDD going to impact us as a family?

You are likely to have many questions as to how this happened to your child,
and generally the answer is we don’t yet know for sure. Mutations that cause
CDD are generally referred to as “de-novo” mutations, which roughly
translates to “new” and means they happen randomly and are not passed
down through families. In other words, there is nothing you could have done to
prevent it.

Many parents and families of children who are diagnosed with CDD will
experience a sense of loss and will grieve for the child they thought they would
see grow up. This is entirely normal. As with any grief, it will get easier to deal
with in time, but it will always be there, and it is OK to not be OK, even if you
have been living with CDD for many years. It is not unusual for life’s milestones
to re-trigger grief, so take time to recognise it and remember to be kind to
yourself.

If you have older children, it will be hard on them. They may have lots of
questions and it is important for them to have some answers if you are able to
give them in an age appropriate way, even if it is “we just don’t know”. Many
children and adults with CDD have very positive relationships with their
brothers and sisters.

There are lots of support groups out there on Social Media, and you will see
hundreds of children and adults with CDD, each with their own story.

It is so important not to try and
compare your child to others, or
your life living with CDD to others, as
although we share the journey of
CDD, the path each of us follows will
be very different. Learning to
understand your child and how they
communicate - even in the smallest
way - will help you to see your child
first and not CDD - don’t let CDD
define you or your child!
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The voice for the CDKL5 community in the UK

CDKL5 UK is a charity run by parents caring for a child with CDD. We fully
understand the challenges faced and recognise that it can feel isolating looking
after a child with a disability, but you are not alone.

At CDKL5 UK our aim is to provide support for families and carers, by sharing
information about the condition, organising family days, empowering the
community to get involved in important research, and supporting participation
in the latest clinical trials.

Our aim

There have been many breakthroughs in our understanding of the condition
but there is still much more we need to know. It’s our aim is to raise money to
support the global research effort.

We also want to educate the public and professional communities about
CDKL5 and be the voice for our children. We want to challenge assumptions
about people with disabilities and help our children and young adults fulfil
their potential.

Useful Links Contacts
www.sibs.org.uk Carol-Anne Partridge (CDKL5 UK Chair):
www.cdklbregistry.org carolanne@cdkl5uk.org

www.louloufoundation.org

Emma Claydon (CDKL5 Research and Care
Social Media Coordinator):

emma.claydon@uhbw.nhs.uk

www.curecdkl5.org.uk
@CDKL5UK
@CDKL5UK
@CDKL5UK
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The CDKL5 Counselling Service

Working in partnership with

rareménds

Mental Health for the Rare Disease Community

CDKL5 UK is pleased to be working in partnership with Rareminds to offer a
new free Confidential Counselling Service for individuals and family members
aged 18+ impacted by CDKLS5.

6 - 12 sessions can be provided either via video call, or by telephone. Both
evening and daytime appointments are available (weekdays only).

As living with CDKL5 happens within the context of your everyday life, it’s
inevitable that the ‘ups and downs’ of both impact on each other. You can talk
to our counsellors about anything that you are struggling with in living

with the emotional impact of CDKL5. This might include:

e impact on your family, social or work relationships

e anxiety or low mood

e identity (including feeling different, lonely or isolated)

o dealing with difficult, unpredictable or increasing symptoms
e the psychological burden of being the ‘CDKL5 expert’

e coping with unpleasant tests or treatment

e making difficult choices

e worries about the future

The CDKL5 UK Counselling Team are David Phipps (Lead Counsellor) and Anna
Smith. Both are trained and experienced therapists who have undertaken
additional training with Rareminds on Counselling for Rare Diseases.

It’s not always easy to access counselling. The CDKL5 UK Counsellors provide a
safe, confidential relationship to work through difficult thoughts or feelings, and
explore new ways of approaching your difficulties. If think you will benefit from
the CDKL5 UK Counselling Service, please email raremindsCDKL5@uhbw.nhs.uk
who can provide you with the relevant information to access the service.
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Disclaimer: We have made every effort to ensure that information in this publication is correct at the
time of going to print. We do not accept liability for any errors or omissions, and policy and practice may
change.



