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What is Timothy Syndrome?
Timothy Syndrome (TS) is a rare, genetic
condition caused by changes to a gene
called CACNA1C.

Mission:
Our mission is to improve the
diagnosis, treatment and care
of children with Timothy
Syndrome and deleterious
CACNA1C gene changes, and
to support the families of
those diagnosed.
Our values:
Our values combine to form a
solid foundation for the way
we do things and what we
believe
in.
We
are
a
community,
determined,
supportive and empowering.

Most children with Timothy Syndrome have:
abnormal heart function
irregular heart beat
abnormal heart structure
neuronal developmental delays
immunodeficiencies
endocrinological dysfunction
gastrointestinal concerns
effects on smooth muscle
effects on skeletal muscle
facial anomalies
syndactyly (joined fingers or toes)
mild dental, skin, eye and hair
anomalies
Some children with Timothy Syndrome
have:
significant episodes of low blood sugar
levels (hypoglycemia)
seizures
an unusually low body temperature
(hypothermia)
Currently, there is no cure for Timothy
Syndrome.

Our Objectives and activities
To relieve the needs of those affected by Timothy Syndrome and all other
deleterious CACNA1C gene changes, their families, friends and carers by:(1) promoting greater understanding of the causes,
symptoms and treatment of Timothy Syndrome in all its forms including
by the promotion of research and sharing and disseminating of the
results of such research for the benefit of the general public; raising
public awareness of the symptoms, needs and related medical conditions
of those living with Timothy Syndrome and all other deleterious CACNA1C
gene changes.

Message from the Chair
Timothy Syndrome Alliance is the only non-profit and patient advocacy
community.
For our first year registered as a CIO, despite the impact of the COVID-19 pandemic
having been felt in every walk of life, TSA is succeeding in globally promoting its
presence and raising of awareness of Timothy Syndrome as a multisystem disorder.
We have increased the numbers in our support group by 22 families however this
still means there are less than 100 families worldwide that we know of diagnosed
with Timothy Syndrome and deleterious CACNA1C gene changes. There are
without doubt more families to find. Unswerving determination to raise awareness
and seek answers has produced an award winning awareness film and a successful
Timothy Syndrome Family Day to share experiences and learn as a community.
New and valuable relationships have been established within the rare disease
world and collaboration has enabled us to reach out wider with reliable
information and signposting. With the launch of an information filled TSA website
our voice will grow stronger still, driving progress towards a better future for all
those affected by Timothy Syndrome and deleterious CACNA1C gene changes.
As we look towards our second year with goals of a Natural History study, a patient
registry and a Family weekend with researchers and clinicians we must ensure
continued support for the TSA families - who are now also experiencing (more so
than ever) the pandemic's effect on service and resources. The immediate future
will no doubt be challenging, with what as many would refer to as normal
fundraising activities curtailed by the pandemic, however with the many
achievements to date and thanks to the people who have united with us,
including fundraisers, volunteers and researchers, TSA will rise to that
challenge.
Sophie Muir
Chair of Trustees

43
living
When TSA registered as
a charity in September
2019 there were around
43 known living patients
in the world. In the last
year we have welcomed
22 new families to our
Support Group.

ACHIEVEMENTS AND
PERFORMANCE
Raising Awareness
Critical messages that need to be heard, inspire, incite to
action and change behaviour can be shared across the globe
using social media. Timothy Syndrome has a low level of
awareness and so film making was the most powerful piece
of equipment in our communication toolbox. At the end of
2019 we created an awareness film introducing Timothy
Syndrome.
In February the film won ‘Best Aspiring Filmmaker –
Voluntary Group Collaboration’ at the Rare Film Festival 2020
| Rare Disease UK.
The film received official selection confirmation at Disorder:
The Rare Disease Film Festival. Due to the Covid pandemic
this festival was postponed however it was added to The
Disorder Collection, a streaming channel via Roku and
Amazon Fire TV with the goal being same as the festival's
goal: to spur collaborations among rare-disease stakeholders
that lead to cures and treatments. The Channel went live in
July.

’So wonderfully done and very moving.... it
really shows how rare this genetic syndrome is
and helps people understand what a journey
you are all on to find out more'
Widening our audience to the pharma, healthcare
communications and the NHS the film was entered into the
PM Society Digital Awards 2020 – Category for Charities at
which it was awarded Bronze.
We need to wait until 2021 to find out how the film is
received at the International Rare Disease Film Festival –
Berlin and PM Society Awards 2021.
In August we joined Media Trust, a charity that works in
partnership with the media and creative industry to support
charities and underrepresented communities across the UK
to build their communications skills through innovative
training, volunteering and content creation programmes.
Our volunteer immediately understood our mission and
goals in creating the TSA website ; to provide information
and direct support to families where a child has been given a
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PERFORMANCE
diagnosis and to bring together the scientific, clinical, and
family communities, making the site the ‘go-to’ knowledge
base for all things Timothy Syndrome. The website
successfully launched in November and can be accessed at
both timothysyndrome.org.uk and timothysyndrome.org
ensuring we maximise reach globally.

'A big compliment to the
www.timothysyndrome.org website, which is
super user-friendly, beautiful, touching and
especially informative.'

Community
"So glad to be part of this community"
"Hi. I am very grateful to be part of this family"
In December 2019 The Neuroscience and Mental Health
Research Institute hosted our first Timothy Syndrome
family day . The day was a huge success and featured talks
from international researchers and clinicians working with
Timothy syndrome and CACNA1C variants, including
Katherine Timothy herself after whom Timothy Syndrome
was named. It offered families from across the world an
opportunity to come together and share their experiences.
Eight Timothy Syndrome families from England, Scotland,
Wales and Dubai met for the first time ever. We experienced
tears, joy, friendship, learning and hope.
A recording of all the talks from the day has since been
shared with the families in the Support Group. The next date
for a Family TS weekend is 26/27 June 2021.

‘Having a chance to speak to other parents who
have been where we are now was a huge help
for us in terms of knowledge and mental
support.’

ACHIEVEMENTS AND
PERFORMANCE
Another opportunity to bring together the families, clinical
and research communities together came through the
International SADS Foundation and Timothy Syndrome
Alliance Virtual Conference kindly hosted by the SADS
Foundation on November 7th 2020. 49 attendees were
updated with research talks and tours of genetic labs,
Timothy Syndrome mouse models, iPSc studies, brain
abnormalities and an overview of the National History Study
currently in progress. Representing the research interest in
CACNA1C from the UK we were once again supported by Dr
Jack Underwood and the team from the Neuroscience and
Mental Health Research Institute, Cardiff University and
Elizabeth Tunbridge, Associate Professor, Oxford University.

"What an inspiring conference that was
yesterday about Timothy Syndrome. This is the
start of a long, challenging and hopeful journey
sharing and supporting each other in this
powerful community."
The conference identified the need for translation to other
languages, Brazilian Portuguese for example, to ensure all
families are able to access this valuable care, support and
research information. We shall be looking at how we can
address this ongoing need.

I am so touched by the efforts that went into
this year’s conference.
By connecting with the rare disease community globally we
can
signpost
the
scientific,
clinical,
and
family
communities to TSA.

" I’m so happy I found this group and hope to
make some connections with some of you 😊"
We are now:
a member of Genetic Alliance UK - a national charity and
an alliance of over 200 patient organisations, supporting
those affected by genetic conditions.
confirmed as a verified profile on RareConnect website for
families finding out they have a CACNA1C mutation.

ACHIEVEMENTS AND
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RareConnect is a place where rare disease patients can
connect with others globally.
listed as a Patient Support Group on the Orphanet
website. Orphanet is a unique resource, gathering and
improving knowledge on rare diseases so as to improve
the diagnosis, care and treatment of patients with rare
diseases. Orphanet also maintains the Orphanet rare
disease
nomenclature
(ORPHAcode),
essential
in
improving the visibility of rare diseases in health and
research information systems. The definition of Timothy
Syndrome on Orphanet has now also been updated with
the assistance of Katherine Timothy.
an associate membership of EURORDIS. With over 900
direct member organisations, EURORDIS is recognised
and listened to as the European organisation specialised
in the needs of patients with rare diseases.
listed as a Patient Support Group on GARD | Genetic and
Rare Diseases Information Centre website. GARD is a
program of the National Centre for Advancing
Translational Sciences (NCATS) and funded by two parts
of the National Institutes of Health (NIH): NCATS and the
National Human Genome Research Institute (NHGRI).
listed as a support organisation on NORD | National
Organisation for Rare Disorders website. NORD, a 501(c)(3)
organization,
is
a
patient
advocacy
organisation
dedicated to individuals with rare diseases and the
organizations that serve them. NORD, along with its more
than 300 patient organization members, is committed to
the identification, treatment, and cure of rare disorders
through programs of education, advocacy, research, and
patient services.
We have:
worked together with Unique | Understanding Rare
Chromosome and Gene Disorders to create a Timothy
Syndrome quick reference guide leaflet available via their
website.
worked together with Contact | For families with disabled
children to create a Timothy Syndrome information
leaflet available via their website.
In November TSA was a media partner for CRDN’s
RAREfest2020, a virtual all inclusive rare disease inspired
science, technology, arts and film festival - a great platform
through which we could promote TSA whilst raising
awareness of Timothy Syndrome.

ACHIEVEMENTS AND
PERFORMANCE
Early and accurate diagnosis
Most of the time, CACNA1C pathogenic variants appear
randomly in a child and are not identified in either parent.
This is known as de novo. Occasionally a parent can pass on
the CACNA1C pathogenic variant to their child if it exists in
an egg or sperm cell, or in a few of their body’s cells. This is
known as mosaicism. As far as we are aware, parents with a
mosaic CACNA1C pathogenic variant are unaffected, since
the variant only exists in a few specific cells.

"So when the surgeon says she's looked at the
TSA website, you know you are in good hands"
TSA worked with Genetic Alliance on a joint survey to gather
data for the Human Fertilisation & Embryology Authority
(HFEA)
with
regard
to
the
reproductive
technique
Preimplantation Genetic Diagnosis (PGD), which enables
couples with a particular inherited condition in their family
to avoid passing it on to their children.
Timothy Syndrome was successfully approved for license by
the HFEA Committee in response to 23 surveys completed by
our TS families.

Research and education

Both the team at the Neuroscience and Mental Health
Research Institute, Cardiff University and Elizabeth
Tunbridge, Associate Professor, Oxford University have an
interest in the CACNA1C gene and neuropsychology. The aim
of their research is to understand the psychiatric/
psychological and neurological differences experienced by
those with Timothy Syndrome, and then attempt to see how
those map onto that person’s respective genetic variant. The
hope is it will be useful for those getting diagnosed, as if they
see patterns people might know what to expect, and also for
them as researchers to look at the specific effects of different
variants on pathways in the brain.

ACHIEVEMENTS AND
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' 'Proud to be working with @tsa_charity'
Although these studies are still at an early stage we are
excited about their potential, and look forward to better
understanding Timothy Syndrome, and to work towards
effective treatments. We are thankful for the research work to
date and for all the planning that the Neuroscience and
Mental Health Research Institute, Cardiff University put into
hosting our 2019 TSA Family Day.
We are excited too that Timothy Syndrome will be the
subject of a dissertation study in 2021-22 for students
enrolled on the MSc in Genetic & Genomic Counselling at
Cardiff University.
TSA was happy to be the focus of two articles in the media,
the first for Pharmafile.com, a leading portal for the
pharmaceutical industry and the second with Genetic
Alliance UK. The articles may be found at the following links:
http://www.pharmafile.com/news/562528/patient-experienceliving-timothy-syndrome
https://geneticalliance.org.uk/news-event/the-start-of-ourtimothy-syndrome-journey/

Support

"I always try to follow the posts, I confess that I
still haven't been able to read everything from
the beginning. More than what I read, it helped
me a lot with many of the doubts I had."
TSA admins an online Support Group for families of Timothy
Syndrome and LongQT 8 offering 24/7 access to emotional
and practical support and information via our families. The
benefits of this are huge enabling
the meeting and befriending of other people with the
same rare disease and similar experiences from across the
world
learning about the disease
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giving and receiving emotional support
having a place to speak openly about the disease and
one's feelings
learning coping skills
feeling empowered and hopeful.
The support group is growing as we find more families and a
recent need discussed at the TSA conference is to have
support Zoom drop-in sessions monthly. We shall be looking
at how we can fulfill this ongoing need for our community.

When your child gets a super rare disease
diagnosis, you never dream of anything like this
being available to provide such support.Thank
you for all that you do!!!

Fundraising

Our initial fundraising objectives are to enable TSA to:
raise
awareness
to
drive
research
and
clinical
development,
by
establishing
and
maintaining
a
worldwide Timothy Syndrome patient registry and
biobank.
enhance scientific understanding, by funding TSA
Conferences to connect families with experts and
researchers.
reduce the isolation faced by families and get reliable
information to those who need it – online, in print and on
video.
The impact of the pandemic has changed the fundraising
sector and what would be seen as ‘normal’ activities available
to generate income for the charity to achieve its fundraising
objectives.
A lack of awareness of Timothy Syndrome as a rare disease
and Timothy Syndrome Alliance as a charity makes
fundraising even more of a challenge. By widening our digital
reach through the TSA website, Facebook, Instagram and
Twitter and using creative ways to engage audiences we are
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connecting and actively growing our support base. TSA was
approved by Facebook for Giving Tools in June and this
allowed for a donate button as well as the ability for
followers to create fundraisers to support our work. The first,
we hope of many, birthday fundraisers was successfully
completed in August.
Thanks goes to the incredible generosity of our supporters
and our inspirational volunteers who have joined our journey.
Donations have come from a variety of sources, but whether
from regular monthly donations, a one off gift or a fundraiser
your support really does make a huge difference. We would
like to thank every supporter for each vital pound donated
this year.

Thank you for all that you guys do - it's so
helpful to not feel so alone in this journey!

Special thanks to Limestone Media, the team at the
Neuroscience and Mental Health Research Institute, Cardiff
University, Elizabeth Tunbridge, Associate Professor, Oxford
University and Dmitry Kran.
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Structure, governance and management
Timothy Syndrome Alliance (TSA) is a registered charity number 1185523,
governed by the Charities Act 2006. The charity is a Charitable Incorporated
Organisation registered on 27 September 2019 under the Foundation Governing
Document.
Public Benefit
The Trustees confirm that they referred to the Charity Commission's general
guidance on public benefit when reviewing the Charity's aims and objectives for
the year. Public benefit has been achieved as per the activities outlined in the
Achievements and Performance section of this report.
Trustees' responsibilities statement
The trustees are responsible for preparing the trustees' report and the financial
statements in accordance with applicable law and United Kingdom Accounting
Standards (United Kingdom Generally Accepted Accounting Practice).
The trustees are required to prepare accounts for each financial year, which
reflect the receipts and payments of the charity and of the surplus or deficit of
income against payments for the year.
The trustees are responsible for:
• keeping proper accounting records which disclose with reasonable accuracy at
any time the financial position of the charity; and
• safeguarding the assets of the charity and hence for taking reasonable steps for
prevention and detection of fraud and other irregularities.
8/03/2021 and signed on behalf of
The trustees annual report was approved on ........................
the board of trustees by

Sophie Muir
Chair of Trustees

