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Our Big Ambition is that 
every family affected by 

a syndrome without a name 
has the support they need, 

when they need it, regardless 
of whether they have a 

diagnosis or not.



Did you know that approximately 
6,000 children are born in the 
UK each year with a syndrome 
without a name?

Life for the families of these children is extremely isolating. 
SWAN UK (syndromes without a name) is the only 
dedicated support network available for them in the UK.  

But many of the families who could benefit from our 
support still don’t know we exist. 

We know they are out there, but we don’t know where 
they are.

So we’ve set ourselves a target to find them and double 
our membership in 2017. 

This Undiagnosed Children’s Day we’re asking you to help 
us achieve this.

In this pack you’ll find information to help you raise 
awareness of undiagnosed genetic conditions and the 
support SWAN UK can offer so you can help us reach out 
to more families.  You’ll find key information about the 
impact on families, how many are affected and ideas of 
how you can share this locally. 

Hello
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Being undiagnosed

When families first discover there 
is a problem with their child’s 
development, health or learning 
they assume they will go to the 
doctor who will perform some 
tests.  They expect the results will 
come back, they will be told the 
cause of their child’s problems and 
then if available, treatment will 
start.

It’s often a huge shock when they 
discover it might not be that 
simple. That in fact they might 
never find out the cause.   

With no diagnosis for their 
child’s condition, families can feel 
isolated and alone.  Many SWAN 
UK members have told us they 
don’t access support for families 
of disabled children because they 
feel that without a diagnosis they 
‘don’t fit in’. 

Many families struggle to access 
the basic services and treatments 
that their child needs. Siblings 

often miss out as caring for the 
undiagnosed child takes up so 
much of the parents’ time.  It can 
also be hard to explain to family 
and friends when they ask the 
dreaded question ‘what’s wrong 
with them’?

Many families would like to have 
more children but without a 
genetic diagnosis they have no 
idea if other children would be 
affected. 

For these families SWAN UK 
can be a lifeline. We are the only 
specialist support available in the 
UK.  

Many families affected by 
undiagnosed genetic conditions 
are still lonely and isolated, still 
leaving appointments with no 
information, not knowing where 
to turn for support. Still thinking 
they are the only family in this 
situation.

‘I genuinely thought we were the 
only family in this situation’
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Key stats

Approximately 6,000 children are born in the UK each year 
with a syndrome without a name – a genetic condition so 
rare that it is likely to remain undiagnosed.

Around 50% of children having genetic testing through the 
NHS won’t get a confirmed diagnosis for their condition.

Approximately 30-50% of children with severe learning 
disabilities/congenital abnormalities may not have a 
diagnosis to explain the cause of their disabilities.

The impact of raising a child with an undiagnosed genetic 
condition has a significant impact on parents:

–   87% experience feelings of isolation and exclusion.

–   61% experience anxiety, low mood and depression.

–   43% find it difficult to cope.

7 out of 8 undiagnosed patients feel they have not been 
provided with enough information and support 
during the diagnosis process.



Lisa’s story

There was no indication during 
my pregnancy that there was 
anything wrong with Amelia. 
After she was born she had a lot 
of trouble maintaining her body 
temperature.

She was a difficult baby. She 
constantly looked uncomfortable 
and was struggling to gain weight. 
I raised my concerns with the 
health visitor and my GP but it 
wasn’t until my nine-week check 
that we were pulled to one side 
and asked lots of questions by 
lots of people who then suggested 
conditions and carried out tests.

We were referred to Great 
Ormond Street Hospital, and the 
doctors there were fantastic. 
Amelia had lots of tests (some 
of which were horrific to see 
performed on a tiny baby), and 
saw many different doctors from 
various specialities, including 
respiratory and neuromuscular. 

We expected to be told exactly 
what was wrong with Amelia and 
find out the best way to treat her. 
But that didn’t happen. 

She had more tests, but these 

came back inconclusive.  We were 
left in a limbo, still facing the 
unknown. 

The doctors suggested she might 
have congenital myasthenia, 
but they didn’t want to start 
treatment which could make the 
situation worse without knowing 
the gene affected. As time has 
gone on Amelia has been referred 
to more and more specialists. 
Tests always throw up more 
questions than answers.

One time when we walked into 
a hospital ward for some tests, 
Amelia looked at me 
and said: ‘Mummy, when will they 
start hurting me?’

It is hard to explain that we’re not 
doing these things because we’re 
being awful, but because we want 
to get some answers for her. 

It has crossed our minds to 
consider at what point we should 
stop and say enough is enough. 
But then in the back of our minds 
we think what if we’re not giving 
her the right treatment? What 
if there’s something better out 
there? What if there’s more that 
we can do? 
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As Amelia grows up it’s becoming 
harder to answer certain things. 
She’s reached a point now where 
she wants to know why her 
muscles work one minute and don’t 
the next.  I’ll show her pictures of 
other children who have feeding 
tubes to make it normal for her. 
It’s frustrating when I can’t answer 
the questions that she has; I can’t 
say to her, ‘Well, you know, this has 
happened because of this,’ or, ‘We 
know that at some point this might 
happen.’ We just can’t do any of 
that.

I’ve been a member of SWAN 
UK for three years now.  For the 
first time I felt able to share our 
experience of Amelia and I felt 
really involved and supported. 

Our children’s issues are very 
different – there are children 
who are seriously medically 
complex, children who are affected 
emotionally or intellectually. Yet 
despite the differences, there’s 
a unique bond that holds us all 
together.



It can take years for genetic 
testing results to come back 
and even then they don’t always 
provide any answers. Some 
children and young people will 
never get a diagnosis.   

SWAN UK is part of the charity 
Genetic Alliance UK. We were 
established in 2011 thanks to 
a five-year grant from the Big 
Lottery Fund. We received further 
funding from the Big Lottery Fund 
with a three year grant in 2016 
which covers part of our annual 

costs but we have to fundraise for 
the rest.

We currently have around 2,500 
members, with more making 
contact every day.   We know 
however there are so many more 
who need our support.  

This year we want to double our 
membership and need your help 
to make it happen – we can meet 
this target easily if every SWAN 
UK member helped recruit one 
new member!

About SWAN UK

Many people don’t realise that it’s 
possible for disabled children and 
young people to be undiagnosed.
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–   We support families in hospital and at home offering  
 24/7 access to support and information.

–   We run regular events to bring families together and  
provide opportunities to make precious memories.

–  Our events allow siblings to make new friends who           
understand how difficult having an undiagnosed brother 
or sister can be.

–  We educate professionals about the issues faced by       
families affected by undiagnosed genetic conditions  
and help improve services so all families receive  
high-quality coordinated care and appropriate  
testing/treatment.

We work in partnership with 
our community to develop 
ways to overcome the issues 
affecting them.

What we do



Who We Support

Membership is free for any 
family in the UK with a child or 
young adult (0-25) affected by an 
undiagnosed genetic condition. 
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–  Have you been told your child has global developmental     
delay (GDD) or failure to thrive but have not been told the 
reason why?

–  Does your child have medical, physical or learning 
difficulties which are currently unexplained?

–   Is your child suspected to have a genetic condition but 
the doctors don’t know what it is?

–   Has your child had genetic tests, for example, micro-array, 
that have come back negative or of ‘unknown clinical 
significance’?

–   Is your child taking part in genetic research such as 
Deciphering Developmental Disorders (DDD) or the 
100,000 Genomes Project? 

–  Is your child having their exome or genome sequenced, 
or have they had exome or genome sequencing and the 
cause of their condition is still unknown?

If the answer to any of the above questions is yes then 
SWAN UK is here to offer support.

About SWAN UK
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Benefits of joining SWAN UK 
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–  £3,500 will cover the cost of a day trip for 25 families  
to make precious memories. 

–  £5000 will cover the cost of an all day information event 
about undiagnosed genetic conditions.

As a member of SWAN UK families 
can: 

9

–  Make contact with other families who understand 
the unique challenges of raising a child affected by an 
undiagnosed genetic condition.

–  Attend free, fun, whole-family events like our growing 
number of local stay and play sessions or regional day 
trips to theme parks such as Peppa Pig World and 
Flamingoland.

–  Access 24/7 information and support through our online 
forums.

–  Get opportunities to help raise awareness by speaking at 
events, sharing your story or even coming to Westminster 
to share your experiences with MPs.

–  Develop your own personal and professional skills by 
volunteering as a SWAN UK Parent Rep. 

– We’ll also send out balloons to cheer up your child when        
   they are unwell or in hospital.

SWAN UK members can:

Benefits of membership 



There are many ways you can help 
spread the word about the support 
SWAN UK can offer.

12

Resources Available

One of the easiest ways to help raise awareness of the 
support offered by SWAN UK is to share our information 
locally. 

We have lots of resources we can send you to share 
including:

–  General information leaflet.
– Posters.
–  Balloons.
– SWAN UK colouring in sheets.

We will also soon have lots of new leaflets about genetics 
including:

–  What does SWAN/being undiagnosed mean?
– Finding support for your child and family
–  What does getting a genetic diagnosis mean?
– How can I access genetic testing for my child?
–  What is exome and genome sequencing?
– What is a genetic test?
– What happens in a genetics laboratory?

To request any of these resources please email info@
undiagnosed.org.uk

Resources available
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 Information stands

These are a brilliant way to meet 
potential new members or the 
professionals who work with them.  
Why not see if your local hospital or child development 
centre will let you have a stand in the foyer? Or perhaps 
your local Parent Carer Forum hosts information events 
where you could have a stand? Don’t forget to see if other 
local members want to join you!

We’ll provide everything you need including balloons!

“Hi, I’m Emma, I have been 
involved in doing a stand for 
SWAN UK at Alder Hey. 

I have found being involved 
a really positive thing – it’s 
lovely to catch up with other 
members while doing the 
stand.  I have found all the 
members of the public and 
the professionals I have 
come into contact with 
through the stand to be 
very interested in SWAN UK, 
eager to know more, and 
very positive.

I feel a sense of pride being 
involved – it feels like I am 
able to give something back 
to a network that has given 
me (and my family) so much 
support and information. I 
find it very easy to talk about 
SWAN UK and what they 
represent – SWAN UK has 
made me brave!
I would encourage any 
member to take part in 
an information stand and 
represent SWAN UK.”

SWAN UK Member, Emma Mangan
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There are lots of places you could 
share our information. It could 
be as easy as dropping in some 
leaflets and posters or perhaps you 
could help arrange a visit for us to 
talk about the work we do. 

Where to share information

Local Offer website
Family Information Service
Parent Carer Forum
SEN/EHCP team
Community nurses
Genetics department
Transition team
SENDIASS
Parent Partnership
Health Visitors
Social care team
Child development centre
Community Paediatricians
School Nurses
SENCO 

Speech and Language team 
Physiotherapy team
Occupational therapists
Special needs school
Early years support team
Local Contact A Family
GP surgeries
Local hospice
Specialist epilepsy nurses
Local Bliss champions
Wheelchair services
Specialist dentists
Play therapists
Portage
Neonatal wards

Where do parents go in your local area to access services 
or information? Places to share information include:
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Twitter
Follow us at 
twitter.com/SWAN_UK

Every Wednesday we have a SWAN 
UK member taking over Twitter for 
an hour. This is usually 8-9pm.

Facebook
Like our Facebook page 
and share our posts 
facebook.com/SWANchildrenUK

Youtube
View our videos on our YouTube 
channel youtube.com/user/
SWANchildrenUK
  

Instagram
Visit our Instagram account 
instagram.com/swanchildrenuk

During April we will be running a 
daily instagram challenge - check 
out our account for more details.

Don’t forget to ask your 
friends, family and colleagues 
to follow our social media 
accounts too. It’s a great way 
for them to understand more 
about what life is like raising 
a child with an undiagnosed 
genetic condition.

From the 1st of April we will 
also have resources you can 
use on your social media 
accounts to help spread the 
word – these are a great way 
to get people talking!

You can also help by sharing information about the support 
we offer online.  By following our social media accounts you 
can share the stories we post with your friends/followers or 
in groups that you belong to. 

Share information online



Giving an interview to your local 
media outlets can be a great way 
to reach out to other undiagnosed 
families in your local area – even 
if they don’t hear/read the feature 
one of their family or friends 
might.

If you google your local paper or 
radio station you should be able 
to find the contact details for the 
news desk. 

It’s then as easy as emailing 
or calling them to tell them a 
bit about undiagnosed genetic 
conditions and your family story. 

It would be great if you can 
mention SWAN UK but usually it 
is your personal story they will be 
most interested in.

Danielle’s Story

Before I had Dylan a SWAN was 
a large aquatic bird, I had no 
idea genetic conditions could be 
undiagnosed!

In order to raise awareness for 
the many children, like Dylan, who 
are living with an undiagnosed 
syndrome, I decided to take 
‘Dylan’s Story’ public.  

Prior to Undiagnosed Children’s 
Day 2015 I saw a post on SWAN 
UK social media searching for a 
family to share their story live 
on the BBC’s Victoria Derbyshire 
Show the following morning.  
Without hesitation I volunteered. 

Quick DIY spray tan, sleep in 
rollers and, voilà, we were ready 

Local media

Local media are often interested 
in hearing about personal 
experiences of raising a child with 
an undiagnosed genetic condition. 

Don’t forget to let us know if you are featuring in your 
local paper or on your local radio station
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for our 6am pick up the next day. 

After a brief introduction to 
Victoria, then we were live on her 
sofa.  I hadn’t rehearsed, it all just 
came from the heart.   

As a result of my subsequent blog 
and Dylan’s social media, I was 
contacted by journalists wanting 
me to share our story. 

We appeared in several 
publications including; the Radio 
Times, What’s on TV, Channel 
5 News, local newspapers 
(Brentwood Gazette and Epping 
Forest Guardian), articles for 
various Great Ormund Street 
Hospital Magazines and we 
featured on BBC’s DIY SOS for 
GOSH. We even appeared on a 
South American breakfast show! 

Knowing people were watching 
and receiving their support 
encouraged me to continue raising 
awareness. My mission is to 
spread the word #undiagnosed.  

No one knows what the future will 
hold for Dylan, but no one knows 
what the future holds for any of 
us.  Dylan is an inspiration who 
continually reminds us what is 
truly important in life.  

In today’s age of tablets and 
smartphones, it is incredibly easy 
to communicate your story with 
the world.  I urge you, if you have 
a message you want to spread, 
publish blogs/vlogs, and create 
Facebook/Twitter accounts.  You 
will be amazed how much support 
you will receive and, what’s more, 
learn you really are not alone.
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SWAN stands for syndrome without a name.  It is a term 
used to describe a situation where a child or young person 
is suspected to have a genetic condition that doctors have 
so far been unable to identify.

Some genetic conditions are hard to diagnose because:

1. They are the rarest of the rare – a condition that has 
never been seen before so isn’t tested for.

2. The condition is an unusual presentation of a known 
condition – the child’s symptoms might be different to 
those of other children with the same condition.  The 
condition therefore isn’t tested for as it doesn’t appear to to 
be that condition.

3. Sometimes when genetic testing is undertaken genetic 
changes are found which are of ‘unknown clinical 
significance’. Sometimes this is because the change has 
been inherited from one of their parents who is unaffected 
by the condition, or because although the 
genetic material has moved around, it all 
appears to be there. 

Key facts



Text to donate
Text SWAN11 £3

 (or any amount up to £10) 
to 70070

Donate online
justgiving.com/swanuk

We know so many families 
are out there who still need 

our support. Our aim is 
double our membership 
in  2017 – to do this we 

need your help!

Thank you for 
your support!



SWAN UK (syndromes without a name) is a support network run by 
Genetic Alliance UK offering information and support to families  
of children and young adults with undiagnosed genetic conditions.

+44 (0) 20 7831 0883
info@undiagnosed.org.uk
undiagnosed.org.uk

SWANchildrenUK

SWAN_UK

SWANchildrenUK

SWANchildrenUK

Genetic Alliance UK is the national charity working 
to improve the lives of patients and families 
affected by all types of genetic conditions. We are 
an alliance of over 190 patient organisations.

Rare Disease UK is a multi-stakeholder campaign 
run by Genetic Alliance UK, working with the 
rare disease community and the UK’s health 
departments to effectively implement the UK 
Strategy for Rare Diseases.

Genetic Alliance UK
Registered charity numbers: 1114195 & SC039299
Registered company number: 05772999


