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To ensure that everyone living with a diagnosis of Batten disease has
access to the best quality services and support to enable them to live
life to the full and to change lives by funding research into potential
therapies and ultimately a cure.
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Lay information and translation of resources
There are grants and funds available to ensure that the work
involved is affordable. An occupational therapist will consult on all
aspects of any adaptations and assist the family in undertaking
this process.

Will there be an impact on the child’s education?
Education will continue to be important for the child and family
and there will be many aspects that require consideration and
significant assistance from those around them. Specialist Visual
Impairment services exist to support both children and the
education professionals working with them and these will play
an important role in facilitating the appropriate quality of access
to education for those affected by juvenile CLN3 disease.
Communication is often another aspect that may need to be
focused on should individuals begin to have difficulties with
their speech. "Statementing" was the process where the child
becomes the subject of a Statement of Special Educational
Needs. This was a formal document drawn up by the local
Education Authority, based on advice from the health and other
professionals involved. It describes the child's educational needs
and makes recommendations for the appropriate educational
provision and allocation of resources.
The Children and Families Act 2014 came into force in September
2014. The introduction of the 0-25 Education, Health and Care
Plan should help children, young people and families affected
by NCL. Education, Health and Care (EHC) Plans will gradually
replace Statements of Special Educational Needs.
Children who do not yet have a Statement will have a statutory
Education, Health and Care Needs assessment. An EHC Plan will
be drawn up that is personalised to meet the education, health
and care needs of the child.
It remains probable that many parents will continue to need
guidance, understanding and support when trying to navigate the
process of statutory assessment and the drawing up of the EHC
Plan.
The BDFA has expertise in this field and can be approached by
any parties seeking information or help.
The BDFA Educational Advisor may be able to provide
specific support and can be contacted via
0800 046 9832 email: education@bdfa-uk.org.uk

In what other ways can families be supported?
The realities of caring for a young person who has juvenile CLN3
disease can place enormous strain on a family, both physical and
emotional. It will impact upon all members in numerous ways
and so being made aware that support is available to groups
and individuals to help with the challenges that will be faced is
important. This support extends to wider family members and
step-relatives.
There are several options to consider should families wish to
explore ways of maximising the time available to share with
their children, particularly in the earlier stages of the disease
progression. Contacting a charitable wish-granting organisation
may lead to them being able to create some valuable and
significant memories.

Where can I get additional information and
support?
The BDFA offers support to any family member, friend, professional
or organisation involved in caring for a child with juvenile CLN3
disease or any other form of NCL throughout the UK. We provide
informed guidance and assistance as well as seeking to increase
awareness of the disease and facilitate future research to identify
potential therapies and ultimately a cure.
We organise conferences, workshops and are able to arrange
connections with other affected families. The BDFA also
coordinates a Small Grants Scheme that can provide assistance
for a range of needs. The BDFA has a Support & Advocacy
Partner who is able to assist with many of the issues highlighted
in this document and can discuss each of them in greater detail
and on a more personal basis.
They can be contacted via our Freephone Helpline:
0800 046 9832 or email: support@bdfa-uk.org.uk
The BDFA can provide information on a number of local and
national organisations who are also able to offer various forms
of support and information that will be relevant to families. It may
also be appropriate for a referral to be made to a local children’s
hospice service, as this can offer an additional experienced and
skilled source of holistic support.
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CLN3 Disease, Juvenile
Are there any alternative names?

What are the chances of inheriting CLN3 disease?

CLN3 disease, juvenile may also be referred to as juvenile CLN3
disease. It has previously been called Spielmeyer-Sjogren-Vogt
disease and Juvenile Neuronal Ceroid Lipofuscinosis (JNCL);
though was more commonly known as Juvenile Batten Disease.

CLN3 disease is inherited as an autosomal recessive disorder,
which means that both chromosomes carry mutations in the
CLN3 gene. Therefore both biological parents, of a child with this
diagnosis, will be carriers of the disease but physically unaffected
by it.

What are Neuronal Ceroid Lipofuscinoses (NCLs)?
These refer to several different genetic life-limiting
neurodegenerative diseases that share similar features. Although
the different forms of NCL are sometimes described according to
the age of the child at the onset of the disease, they are actually
classified according to the gene identified as the cause e.g. CLN3
(gene) disease, juvenile (age of onset) and CLN1 (gene) disease,
infantile (age of onset).

A child born to parents who both carry the autosomal recessive
mutation in the CLN3 gene, has a 25% (1 in 4) chance of
inheriting the abnormal malfunctioning genes from both parents
and developing CLN3 disease.
Unaffected
Carrier
Father

They will have a 50% (1
in 2) chance of inheriting
one abnormal gene, which
would make them a carrier
who is unaffected by the
disease. There is a 25% (1 in
4) chance of the child being
born with two normal genes
and therefore being nonaffected (not a carrier).
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What causes NCL?
Since the first genes causing NCL were identified in 1995, over 400
mutations in 14 different genes have been described that cause
the various forms of NCL disease. Our cells contain thousands of
genes that are lined up along chromosomes. Human cells contain
23 pairs of chromosomes (46 in total). Most genes control the
manufacture of at least one protein. These proteins have different
functions and include enzymes which act to speed up molecular
chemical reactions. The NCLs are caused by abnormal genes,
which are unable to produce the required proteins. As a result,
the cells do not work properly and this leads to the development
of symptoms associated with these diseases.

What specifically causes CLN3 disease?
The gene called CLN3 was discovered in 1995 and lies on
chromosome 16. This gene codes for a transmembrane protein
and mutations (mistakes) in the CLN3 gene cause deficiencies
that result in abnormal storage of proteins and lipids (fats) in
neurons (nerve cells) and other cells. The most common mutation
is a deletion of part of the gene, which is present in 85-95% of all
CLN3 disease. The cells then cannot function properly and this
leads to the development of the symptoms associated with CLN3
disease.

How are NCLs inherited?
Most forms of NCL are inherited as “autosomal recessive”
disorders. This is one of several ways that a trait, disorder, or
disease can be passed down through families. An autosomal
recessive disorder means that both copies of the gene are
abnormal (one inherited from each parent) with neither working
properly. The disease does not depend on the sex of an individual.
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When it is known that both
parents are carriers of the
abnormal gene, we refer to
there being a 2 in 3 chance of
a child being a carrier, once it
is established that they are
unaffected by the disease.

With any pregnancy, the probability of a child inheriting one or
both genes from their parents is the same each time, irrespective
of any sibling’s status.

How is it diagnosed?
Children will probably have been seen by a paediatrician and
paediatric ophthalmologist due to a progressive loss of vision. A
number of investigations will often have been undertaken to look
for the cause of the presenting visual impairment. The diagnosis of
juvenile CLN3 disease is usually made by tests on blood samples,
though a skin biopsy may also be necessary.

How common is it?
Approximately 3 - 4 children are diagnosed with juvenile CLN3
disease each year in the UK. We estimate there are currently
between 30 - 40 affected children in the UK. Children have been
diagnosed with this condition in many countries and from a variety
of ethnic backgrounds.

www.bdfa-uk.org.uk
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Feedback to consortium members

• Develop a methodology to enable all patients and patient groups to engage
and participate in study
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NCL International Disease Registry

Norway
Ingrid Helland, MD
Oslo University Hospital

USA
Ron Crystal, MD PhD
Weill Cornell Medical College

Germany
Angela Schulz, MD , Co-ordinator
University of Hamburg

Denmark
Jon R. Ostergaard, MD
Aarhus University Hospital

Argentina
Ines Noher de Halac, MD
Universidad Nacional de Cordoba

Italy
Alessandro Simonati MD
University of Verona
UK
Ruth Williams, MD
GSTT, London
Finland
Laura Aberg
Folkhälsan, Helsinki

France
Catherine Caillaud MD PhD
INSERM, Paris
Turkey
Meral Topcu, MD PhD
University Children’s Hospital, Ankara

Brazil
Charles Lourenco, MD PhD
University of São Paulo

India
Pratibha Singhi, MD
PGIMER, Chandigarh

BATCure research consortium by Tristan McKay
McKay group Batten Disease research by Lorna FitzPatrick
Question & Answer session
Lunch
Tour of the labs with some observation of their work
Tea, summary and farewell
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