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Hello and welcome to our SWAN UK (syndromes 
without a name) quarterly newsletter!

We’ve got a packed newsletter for you this autumn. We 
share the results from our dads survey, tell you about 
European Reference Networks and how you can help 
protect them, fill you in on what we're up to in Scotland 
and feature a couple of our amazing fundraisers, and 
more! 

Check out some of our highlights below from the last 
few months. 

Highly commended
Genetic Alliance UK’s (the charity that runs SWAN 
UK) communications team were excited to be highly 
commended in the ‘Communications Team of the 
Year’ category at the Third Sector Awards! The 
communications team consists of staff across the 
organisation including Miriam from SWAN UK.
 

Mariana, Miriam, Sarah and Farhana at the Third Sector Awards

SWAN UK members in the spotlight
We always love hearing what SWAN UK members are up 
to and we've enjoyed seeing a few familiar faces pop up. 
If you have news to share with us please let us know!

Hugh goes viral
Back in the summer, Emma Murphy posted a heart-
warming video of her son Hugh and their new puppy, 
Barney. It turned out to be a massive hit, with other 
families posting their photos and getting a whopping 
171,932 likes and 28,826 retweets on Twitter.

Matilda wins a WellChild award
Matilda collected her ‘most inspirational child’ award at 

a star-studded awards ceremony. She even got to have a 
chat with the Duke and Duchess of Sussex!

SWAN UK mums feature in The Sun
We were delighted to see five mums and their children 
feature in The Sun in September sharing their 
experiences of having a child with an undiagnosed 
genetic condition. We’re always keen to get the word 
out about SWAN UK and what it means to have an 
undiagnosed genetic condition and you can help us! 
Your local paper and radio station are a great place to 
start if you want to share your story. If you're doing a 
fundraiser for SWAN UK it’s also a great  opportunity 
to get in touch with them. We are always here to help 
support you so please get in touch to let us know what 
you have planned. Email: info@undiagnosed.org.uk.

SWAN UK information events
We've already had our first autumn information event in 
London, which was our first evening event and was held 
at Great Ormond Street Hospital. We were lucky enough 
to have some fantastic speakers including Roald Dahl 
SWAN Clinical Nurse Specialist, Anna Jewitt, Dr Jane 
Hurst and Dr Helen Firth. We were also joined by Mike 
and Marie Pritchard who talked about their experience 
of raising a child with an undiagnosed genetic condition. 
 
We are looking forward to our upcoming information 
events in Glasgow on 2 October, Manchester on 16 
October, London on 19 November and Exeter on 22 
November. You can find full details of these on our 
Facebook page: facebook.com/SWANchildrenUK.

SWAN UK stay and plays
Warrington: 25 October, 24 November, 20 December
Rotherham: 7 October, 4 November, 9 December
Bristol: 28 October, 16 December

SWAN UK stands
We are always looking to reach out to families and tell 
professionals about SWAN UK. If you are interested in 
helping out on a SWAN UK stand in the future please get 
in touch and we can let you know of any opportunities. 
Alternatively if you know of an event that you think we 
should have a stand at (especially if it's free) let  us know. 
We will be on stand V12 at Kidz to Adultz North on 8 
November. 

For more information about anything in this 
newsletter or any queries please email: info@
undiagnosed.org.uk.

SWAN UK UPDATE

mailto:info@undiagnosed.org.uk
http://facebook.com/SWANchildrenUK
mailto:info%40undiagnosed.org.uk?subject=
mailto:info%40undiagnosed.org.uk?subject=
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Hi, I'm Maura and I live in Northern Ireland with 
my husband Ronan, who I’ve been married to 
for 23 years and our five boys: John 22, Ryan 21, 
Shane 19, Ronan 16 and Jack, our swan. 

When Jack was born he was small and was in intensive 
care and on oxygen. He suffers from a few problems now 

– scoliosis (where the spine twists and curves to the side), 
arthrogryposis (multiple curved joints in the body), low 
muscle tone, and is tube-fed over 24 hours due to low 
blood sugar. He has ongoing kidney problems, kidney 
reflux, no sight in his left eye, no speech and no mobility. 
He has two diagnoses – RYR-1 myopathy and malignant 
hyperthermia but they don’t explain everything Jack 
has. As a result, he has just been entered on the 100,000 
Genomes Project. I have malignant hyperthermia too 
but I’m not symptomatic like Jack so we’re looking for a 
piece of the missing puzzle.

Jack’s dad works full-time and I’m Jack's full-time carer.  
My other boys have done remarkably well considering 
the time we’ve had to be away from home for Jack’s 
hospital admissions which are every 10-12 weeks at 
Great Ormond Street Hospital. This means overnight 
trips, which are always tough for our other boys to deal 
with. They don’t let it get to them though and have done 
really well in school – three are at university and one has 
just done extremely well in his GCSEs. They are amazing 
with Jack and don’t wrap him up in cotton wool. 

We were always told that Jack would never be able to 
walk or use a wheelchair so our mission was to get him 
into one and he’s very independent in it. He can also 
stand independently for up to 10 seconds now. Jack is 
full of life and loves life. He has a cheeky personality and 
a great sense of humour. If you say ‘ouch’, he’ll just laugh. 
He is so happy and this helps us if we are having a bad 
day – we can look at him and think every day is tough for 
him so it gives us the strength to keep going. 

Having an undiagnosed child means the unknown – 
Jack is youngest of five and our other four are a lot older 
and are all healthy. As we know that he has a genetic 
condition his siblings have to be checked because I’m 
a carrier too. They’re starting to ask questions about 
genetics and it’s hard as you don’t want them starting 
relationships having to worry about things like this. I 
know they would cope with it and they love Jack but it’s 
the uncertainty of everyday life that’s hard. I never knew 
any other undiagnosed families until I joined SWAN UK, 
but since being a member I’ve been on nearly every 

event for Northern Ireland and even went to Edinburgh 
a few years ago with families from Northern Ireland to 
meet up with other SWAN UK families. A couple of us 
live close by so meet up for dinner, go for coffee or go to 
each other’s houses. 

Family day out at Tayto Park

In the summer I helped organise a trip for families to 
Tayto Park. I got to meet families I hadn’t met before and 
spoke to one parent who has the same condition as Jack 
and me so it was helpful finding out more.  

Jack enjoyed the lake and the circus and I think the 
event was a great support for everyone. Now that I’ve 
met new people face to face it makes it easier to talk 
to them about other things afterwards through the 
Facebook group. Having events like this takes away 
the isolation you can feel as we are all in the same boat 
and know what it feels like to not have a diagnosis how 
hard it can be. At Tayto Park there were two families 
whose children had been diagnosed with a similar rare 
condition so to see them meeting up and comparing 
notes means an awful lot. Some families I met had 
younger children and are at the start of their journey and 
I always send a Facebook friend request after meeting 
someone so we can stay in touch and they can send 
me a message if there is something they want to know 
about. Knowing that I can help them makes me feel 
good as I’ve had the same help from other parents.  

Going to an event like this is easier with SWAN UK. Other 
people don’t get it when you talk about all the tests you 
have had over the years, but other undiagnosed families 
understand, and as a SWAN UK member there is always 
somebody there to talk to or give you a hug. 

To keep up-to-date with our family events make sure 
you read our monthly E-News.

INTRODUCING  MAURA AND JACK 

http://


Hi I’m Bethan, the new Parent Rep for North 
Wales! 

I’m the Missus to Russ, mum to four-year-old Albie who 
is superhero obsessed, and two-year-old swan Caiden 
who is my very own superhero (he’s just missing the 
cape!) We live in Buckley, Flintshire, and we felt very 
alone when at 16 weeks old, Caiden was blue-lighted 
into Alder Hey hospital from a local eye outpatient 
appointment and we were told he needed brain surgery 
imminently for hydrocephalus. After dealing with weeks 
in hospital and then the shock of being told that CT and 
MRI scans showed nothing of what was expected and 
that Caiden’s issues were probably genetic, we were led 
to Doctor Google and months of sleepless nights.

Bethan Edwards, Parent Rep for North Wales with Albie and Caiden

I don’t remember how or when I was told about SWAN 
UK, and that doesn’t seem right. The fact that SWAN UK 
is the only support network dedicated to supporting 
families of undiagnosed children should be on the tip 
of the tongue of every organisation who deals with 
children who have undiagnosed genetic conditions. I 
believe every parent who is told that their child has a 
genetic syndrome which may take years to diagnose 
should be given information on SWAN UK so they can 
access it when faced with the unknown future. 

As Parent Rep for North Wales, I want to initially find out 
what other parents and carers of undiagnosed children 
want. What information do they think is lacking? What 
social events do they want? What do they feel like 
they need to know in order to make it through the day, 
month or year? That’s what I would have wanted … to 
be able to feel like someone was there for me to speak 

to, when we were told that our family life would never 
be the same.

At first, I assumed SWAN UK was going to be a typical 
‘support group’ – people sitting down and talking about 
the problems they face, and that is so not me. I finally 
went to a stay and play session in the North West and 
wow, did my opinion change. We weren’t parents of 
disabled children, we were parents meeting up in a soft 
play centre that catered for our kids and didn’t care 
about meltdowns. They even asked if we wanted beans 
kept separate from our toast before I requested it. These 
people got us and our kids’ sensory issues!

In the 12 months since becoming a SWAN UK 
member, I’ve loved the virtual community that I 
see every day on Facebook, chatting with other 
families and watching their kids grow up. I’ve 
been taught the magical world of Twitter during 
recent Twitter Takeovers (thanks Miriam for 
bringing me into the 21st Century!) and I’ve 
learnt a heck of a lot from other undiagnosed 
families. 

I’ve also attended several events organised by Parent 
Rep Tina Nesbitt in the North West, and have made 
some wonderful friends from doing so. I really want to 
help support the network here in North Wales to help 
other SWAN UK families realise that they are not alone. 
So help me on my way and please get in touch and let’s 
start building the North Wales SWAN UK network!

 
Caiden

If you'd like to get in touch with Bethan email: 
northwales@undiagnosed.org.uk or find her on 
Facebook: bit.ly/bethanedwards.

INTRODUCING BETHAN   

mailto:newcastle%40undiagnosed.org.uk?subject=
http://bit.ly/bethanedwards
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INTRODUCING TEDDIE
In June 2016 Teddie came into our lives, born on 
her due date. Little did we know the unexpected 
journey we were about to embark on.
 
We were enjoying newborn cuddles when during the 
newborn check, it was noted that Teddie was floppy. We 
weren’t really concerned (as first time parents we had 
no idea what to expect). She was taken to see a doctor 
and it was decided she just needed some food. Teddie 
however struggled to feed and later on that day she was 
admitted to the special care baby unit. Hypoglycaemia 
was given as the diagnosis and again, we were initially 
unconcerned. The treatment was to get her blood sugar 
levels up and then slowly wean her off the glucose drip. 
It sounded simple enough.
 
On the eve of Teddie’s second day in the world we 
were taken into a private room. We were told that they 
thought Teddie might be in cardiac failure and someone 
from the Freeman hospital was coming now. We were 
told that her head was big as well as some of her organs 
(kidneys and spleen) all of which needed to be scanned. 
They thought her limbs were short and a full X-ray was 
needed. She also had low muscle tone. By the end of 
her fourth day she was on oxygen. We were devastated. 
By the end of Teddie’s second week the scans revealed 
nothing of note or that could explain what was going on. 
This was when Teddie was referred to genetics.

Teddie

The hospital beeping is scary, but it’s scary when it’s 
gone. We went home after three weeks (which felt like 
a lifetime). She came home on oxygen, which was a bit 
overwhelming but we quickly got used to it. We were 
making notes for months over everything – similar to 
what they did on the ward (such as how much milk she 
was feeding, her weight etc). But after a while we started 

Teddie

to calm down a bit and just enjoy Teddie being at home 
with us. I started taking her to baby groups and getting 
out of the house. You get stared at a lot but mainly 
people are kind and simply ask about the tubes and 
the tank. Our lives became (and still are) lots of hospital 
appointments. 
 
Teddie is now two. We were discharged with a scary 
predicted prognosis. She is still too young to know 
what the long-term will be. She does have delayed 
development. She had heart surgery to repair a hole. 
She had gastric erosions (the stomach lining has worn 
away). She has hypotonia (low muscle tone), severe 
laryngomalacia (softening in the tissue about the vocal 
cords) and moderate trachemalacia (collapse of the 
airway when breathing). Her head circumference cannot 
be plotted in the red book as it is off the top of the page. 
We still have loads of hospital appointments, as well 
as additional input from portage, physiotherapy and 
speech and language therapy. She isn’t walking and 
hasn’t spoken a word yet. We’ve had a few hospital 
admissions too. She is still on oxygen though just at 
night. She has had several rounds of genetic testing and 
remains undiagnosed. The next step for us is the 100,000 
Genomes Project. 

Despite the unexpected and very bumpy ride, 
we couldn’t imagine our lives without her. The 
unexpected is scary. Not knowing what the 
future holds is also scary, but she is an absolute 
delight. She is so laid back and happy that it 
amazes me that she’s been through so much in 
her short little life. 
 
If you would like to share your story and help raise 
awareness of undiagnosed genetic conditions email: 
info@undiagnosed.org.uk.

mailto:info@undiagnosed.org.uk


DADS SURVEY RESULTS
Hi, I'm Miriam,  Communications and Support 
Manager for SWAN UK.

As part of our ongoing work to provide better support 
to dads of children affected by undiagnosed genetic 
conditions, we sent out a dads survey in August – the 
first we’ve ever had specifically for dads, and we were 
pleased to get responses from dads across the UK 
sharing their experiences.

Fatherhood
Dads told us about numerous challenges and were 
honest about some of the difficult feelings they 
sometimes have. When we asked them what impact 
their child having an undiagnosed genetic condition has 
had on their experience of fatherhood, responses were 
mixed and overall slightly more positive than negative. 
One dad said:

‘There’s lots of doubt - am I doing the wrong 
thing? Is there more I should do? Is something 
going wrong? Am I being too harsh or too soft in 
light of her health? It all robs me of my present 
with them.’ 

Highlighting the positive aspects of having an 
undiagnosed child another dad told us:

‘I believe it’s made me a stronger more caring 
and loving father who fights tooth and nail for 
my children. Just because they don’t have a 
voice I make sure they are heard though me.’

Biggest issue
Many dads mentioned ‘time’ as their biggest issue. This 

includes finding time to balance work and home life, 
being able to have some ‘me’ time, time to give proper 
care to their child, time spent trying to make different 
hospitals and healthcare professionals coordinate 
with one another, spending time trying to get relevant 
support services for their child, time spent trying to get 
the right support from school, as well as having a lack of 
time to spend together as a whole family unit. 

Another factor that dads reported was worrying about 
the future:

‘My biggest fear that sometimes kept me awake 
at night was that I might just walk in one day to 
find him dead. Now my child is a lot more robust 
but the reality is I still have no idea what the 
future holds for him and us.’

Impact on relationships
We asked dads if having a child with an undiagnosed 
genetic condition has caused difficulties for their 
marriage/relationship either now, or in the past. 57% 
said ‘some but we are ok’ and 4% said that it resulted in 
the break up of their relationship. One dad explained:

‘We blamed ourselves but we learned that it 
wasn't our fault. We are stronger now than 
before.’

For some, however, having a child with an undiagnosed 
genetic condition has a profound effect on relationships: 

‘It’s a massive strain all the time. Makes for stress 
and rows over decisions, uncertainty, making 
ends meet, just because we’re tired all the time.’

WHO UNDERTAKES THE BULK OF 
PARENTING DUTIES?

Child affected by 
an undiagnosed 
genetic condition

Other children in 
the family

Me (dad/stepdad) 14% 9%

Wife/partner 45% 29%

50/50 30% 30%

Other 11% 7%

(25% have no 
other children)
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n the future relating to finances were the costs of 
equipment, house adaptions and travelling to medical 
appoitnments. 

Finding SWAN UK
Almost 50% of dads who responded said that they 
heard about SWAN UK from their wife or partner. It 
was encouraging to see that 67% of respondents are in 
our Dads Facebook group but we know there are more 
out there who have yet to join. Only 50% of those who 
responded had attended any of our events. 

We are hosting our second Dads’Summit in February 
2018 so  if you're a dad who would like to come along 
and/or would like to join our Dads’ Facebook group 
(or you know one who would be interested) please 
get in touch: info@undiagnosed.org.uk.

DADS SURVEY RESPONSE 

Impact on health
We were keen to find out about the impact on dads’ 
health, especially their mental health. One dad said: 

‘Working more hours to get everything done and 
not having time to spend as a family or a couple 
can raise stress levels. I struggle to sleep when I 
have too much on my mind.’

Work and finances
Our survey found that of respondents, 79% are working, 
with 65% in full time work and 14% in part time work. 
Dads overall said they were managing on their income  
although many experienced additional financial strain. 
Some felt that finances would become more challenging 
for them in the future, the biggest causes of worry i

Hi I'm Paul, Parent Rep for dads.

So, here is my two pence on the survey so far: there was 
a really interesting question in there about how dads 
would describe their experience of parenting. There 
were a whole list of options, both positive and negative, 
and from the list these words came up most: frustrated, 
stressed, isolated and rewarding.

Though the data says a lot more, and the comments 
were really interesting, that sums up to a greater or 
lesser degree how our community is feeling.  It certainly 
describes how I feel.

I was surpised at the number of physical health issues 
that being a swan dad can cause. I was less surprised at 
the mental health impact and financial issues.
 
Over 60% of dads have reported having some kind 
of difficulties with their partner. A lot of dads shared  
feelings that their relationship with their partner has to 

take a back seat to vital caring duties, but a few dads re-
ported that having all that pressure, instead of breaking 
a partnership, has squished them into something new. 

The fact that dads said they felt ‘isolated’ bothered me 
most. Many dads said they’d like to get out to stuff, but 
there’s nothing near them (we hear you, we'll put our 
thinking caps on, keep an eye in the Facebook group 
about the next dads’ meet-up). 

It was great to see lots of reports saying that dads think 
the Facebook group is a good thing. The last meet-up we 
had was great and we can do more. I’ve got some ideas, 
but if any of you have a killer idea, then ping it up on the 
Facebook group so that nothing gets lost. Lastly there 
are a few folks who said they’re not on Facebook, so 
we’ll try and keep communication up via emails too. 

 To join the Facebook group you can email:                               
info@undiagnosed.org.uk. You can also email me at: 
dads@undiagnosed.org.uk.

HAS HAVING A CHILD AFFECTED BY AN UNDIAGNOSED 
GENETIC CONDITION AFFECTED YOUR HEALTH? Physical health Mental health

No, I'm in good health 31% 24%

It's had an impact but I'm ok 45% 45%

Yes, I am/have been very unwell 4% 16%

Other 20% 15%

mailto:info@undiagnosed.org.uk
mailto:nfo@undiagnosed.org.uk
mailto:dads@undiagnosed.org.uk


Hi, I'm Farhana, Public Affairs Manager for Genetic 
Alliance UK and I'm going to tell you about European 
Reference Networks (ERNs) and why they matter.   

European Reference Networks (ERNs) connect 
healthcare professionals and researchers across Europe. 
They were created by the EU to tackle rare and complex 
conditions.

Every year in the UK approximately 6,000 children 
are born with a syndrome without a name – a genetic 
condition so rare that it is often impossible to diagnose.  
Sometimes this will be because the condition is so rare 
it has never been seen before, but sometimes it is simply 
because it is so rare that the doctor ordering the tests 
does not know about it. 

There are more than 6,000 rare conditions and no single 
doctor, no matter how experienced, can know about all 
of these conditions . A doctor in the UK might only come 
across a family affected by a specific rare condition only 
once in their career, if ever. It’s hard for doctors to know 
how to diagnose, treat or manage a condition which 
they have little or no knowledge about.

There are currently 24 ERNs and the UK is involved in 23 
of them. They were set up by the EU in 2017 and involve 
around 20,000 healthcare professionals across 
300 centres of excellence.

The UK’s withdrawal from the EU poses a risk 
to the UK’s ability to take part in ERNs. That’s 
why Genetic Alliance UK is working on a new 
campaign #ProtectERNs to make sure that after 
Brexit, patients affected by rare, genetic and 
undiagnosed conditions do not lose out.

ERNs allow hospitals in the UK to share health data 
and expertise with other doctors and specialists across 
Europe, providing patients with improved access to 
diagnosis and transformative care. It makes it possible 
for a healthcare professional in the UK, for example, to 
ask for advice from a surgeon in Germany in real-time. 
This means patients in the UK can benefit from expertise 
accross the EU without the burden of having to travel. 
Having access to doctors across Europe means that 
there is a greater chance that a doctor exists who will 
know about your child’s rare condition so can help 
diagnose it and potentially, treat it. 

For too long patients and families affected by rare 

conditions across Europe have had to struggle to 
access a correct diagnosis, specialist knowledge, and 
appropriate treatment. ERNs offer a unique opportunity 
to transform diagnosis, care and treatment for patients, 
but only if ERNs can utilise all the specialist knowledge 
and health data available to them. 

You can help support the #ProtectERNs campaign 
by adding your name here: protect-erns.eu. Finally 
if you have any questions or want to share your 
story about why collaboration is important, please 
email me: farhana@raredisease.org.uk. This will 
help Genetic Alliance UK to put pressure on the 
Government and EU to prioritise ERNs in their 
negotiations to leave the EU. To find out more about 
ERNs you can watch a short video here: 
europa.eu/!Np48ym. 

EUROPEAN REFERENCE 
NETWORKS (ERNs)

  
ERNs the UK is involved in are:
ERN BOND: Rare Bone Disorders
ERN CRANIO: Rare craniofacial anomalies/ENT 
disorders
ERN ENDO: Rare Endocrine Conditions 
EpiCARE: Rare and Complex Epilepsies  
ERKNet: Rare Kidney Diseases 
ERN-RND: Rare Neurological Diseases 
ERNICA: Rare inherited/congenital anomalies 
ERN-LUNG: Respiratory Diseases 
ERN-Skin: Rare/undiagnosed skin disorders  
EURACAN: Rare Adult Cancers (solid tumours) 
EuroBloodNet: Rare Hematological Diseases 
EURO-NMD: Rare Neuromuscular Diseases  
ERN-EYE: Rare Eye Diseases  
ERN GENTURIS: GENetic TUmour RIsk 
Syndromes 
EUROGEN: Rare Urogenital Diseases 
GUARD-HEART: Rare diseases of the HEART 
ITHACA : Rare Congenital Malformations and 
Rare Intellectual Disability 
MetabERN : Rare Hereditary Metabolic 
Disorders
PaedCan-ERN: Paediatric Cancer
RARE-LIVER: Rare Hepatological Diseases 
RITA: Rare Immunodeficiency, 
Autoinflammatory and Autoimmune
TransplantChild: Transplantation in Children 
VASCERN: Rare Multisystemic Vascular 
Diseases 

http://protect-erns.eu
mailto:farhana@raredisease.org.uk
http://europa.eu/!Np48ym
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NEWS FROM SCOTLAND

Hi, I'm Natalie, Genetic Alliance UK’s Policy and 
Engagement Manager for Scotland.

As Policy and Engagement Manager for Scotland my 
responsibilities include raising awareness of genetic, 
rare and undiagnosed conditions, influencing policy 
and service development and delivery in Scotland and 
providing the Secretariat to the Cross Party Group (CPG) 
on rare, genetic and undiagnosed conditions in the 
Scottish Parliament. You can find out more about the   
CPG here: bit.ly/scottishcpg.

 Natalie

Most recently I have been working with families, 
patient groups and support organisations to 
develop Rare Resources, an information resource 
for families with a child or young person with a 
genetic, rare or undiagnosed condition living in 
Scotland. 

The journey to diagnosis can take some time, and for 
some families a diagnosis may not be possible. We often 
hear from families that it can be difficult to find good 
quality information during this time and so the Rare 
Resources project was developed to create a resource 
to point families to reliable sources of information and 
support in Scotland.

The resource has been designed to so that families 
can dip in and out of it at their own pace as needed.  It 
contains information, top tips from other parents and 
links to further information and sources of support.  

Although the toolkit cannot provide condition 
specific information and we recognise that 
not everything in the toolkit will be relevant 

to all families, we hope that it will be a useful 
introduction to genetic, rare and undiagnosed 
conditions and a starting point for finding 
reliable information.

Rare Resources will be tested by families over the next 
six months and we are delighted that over 100 families 
responded to our call for testers. We would be delighted 
to accept more families as testers and would welcome 
involvement of more undiagnosed families in Scotland. 

Developing and expanding the Rare Resources 
project will be an important and exciting part of 
my work in the coming year. 

Over the next few months we will also be holding a 
number of workshop events to introduce the resource, 
share more about the Rare Resources project and 
provide families with the opportunity to provide 
feedback and to meet other families with genetic, rare 
and undiagnosed conditions.

I’m always keen to hear the experiences of families 
in Scotland and would be delighted to provide more 
information about my work in Scotland and how 
families can get involved. Please get in touch with me 
by email at: natalie.frankish@geneticalliance.org.uk.

                                                                                                                  

Following on from the 100,000 Genomes Project, NHS 
England is beginning to implement its genomic medi-
cine service to provide consistent and fair care across 
the country. It will include a reconfiguration of labora-
tories and a new directory of tests that will be available           
nationally. Genetic Alliance UK produced a webinar for 
its members discussing the future of genomics in Eng-
land following the 100,000 Genomes Project.  

If you'd like to have a watch please email us and we'll 
send you the link. Email: info@undiagnosed.org.uk.

NEW GENOMIC 
MEDICINE 
SERVICE

mailto:info@undiagnosed.org.uk


Hi, I’m Josh and this summer I cycled from 
London to Paris with my colleagues from AND 
Digital. I roped in my friend Steven (Miriam from 
SWAN UK’s husband) and the two of us thought it 
was a great opportunity to raise money for SWAN 
UK!

How much did you raise?
Between Steven and me, we raised over £3,000 from 
around 125 people!

How did you encourage people to donate?
Nag, nag, nag. Sometimes when people say they’ll 
donate they sometimes forget, so it’s good to remind 
them. I used a lot of social media, but sometimes it’s the 
personal touch that helps.

Why did you choose to raise money for SWAN UK?
My friend Miriam who works for SWAN UK twisted my 
arm! I always try to raise money for new and interesting 
charities and organisations, rather than just the big ones, 
and having heard about SWAN UK through Miriam, it 
sounded like an extremely worthwhile cause that does 
real good for families affected by undiagnosed genetic 
conditions.

What inspired you to take on this challenge? 
Mainly fear of missing out, but it’s something I’ve always 
wanted to do as a keen cyclist. When my work decided 
to do it, and the cost was about half of what a company 
would charge, I chomped at the bit. 

Had you done much cycling prior to this?
I’ve done a lot of cycling in my time, and have been 
through a few countries and challenges. I hadn’t done 
much recently though, so it was good to get back into it. 
Also, I had only been road cycling for about four months.

How did you manage the training?
It was tough, I’m not going to lie. Leading up to the event 
we had to do long 100km cycles at the weekends, and 
short cycles or spinning at the gym mid-week. It was a 
pretty big commitment. However, by training so hard, it 
made the actual event more fun and manageable. Plus 
the whole charity aspect got me through those wet and 
windy training days.

Did you have a secret weapon?
Pink grapefruit energy gels were a lifesaver, especially 

before a big climb. I had not understood the benefits of 
drafting (following each other in a line) either before this 
event. It made the cycle so much easier, and the group 
bonded more as a team.

What was the hardest moment?
There were a couple of tough moments, the first one 
being the rain on the way to Dover with no proper jacket. 
Having to change the route on the second day to avoid 
gravel, and cycling an extra 10 miles along a busy main 
road was really tough for me. 

What was the best moment? 
You would think cycling over the Alma bridge and seeing 
the Eiffel tower, but it wasn’t for me. I felt ridiculously 
elated after finishing day two. Combining the tough 
day’s cycle, with sore legs and a few hardships that day, 
getting to the delightful hotel in Amiens was one of my 
favourite bits. We had completed two days out of three 
and I was in full belief that we would finish the cycle.

Steven and Josh at the finish line

Would you do something like this again? 
Absolutely! 100%. I’m trying to work out what the next 
challenge will be.

Would you recommend it to others? 
Yes! Get some training in though, as it really helps and 
makes the cycle more enjoyable.

How would you sum up the experience?  
22 hours in the saddle, 258 miles, 3942m ascent. Sore 
legs, tired behinds and happy faces.

If you'd like to do a fundraiser for SWAN UK get in 
touch: fundraising@undiagnosed.org.uk.

All Party Parliamentary CYCLING TO PARIS FOR SWAN UK 

mailto:fundraising@undiagnosed.org.uk


Hi, I’m Alex. In the run-up to Undiagnosed 
Children’s Day this year, SWAN UK members 
were encouraged to try a ‘virtual’ marathon 
travelling the distance of a marathon over the 
period of a month, by running, walking, or 
being pushed in a buggy.

Just over 26 miles in a month? I mocked. That’s less 
than a mile a day! What an easy way to get the kids 
excited about exercise, get a free certificate, and maybe 
even foster some long-term enthusiasm for getting out 
and about instead of playing on their iPads …

So, I signed my three children – six-year-old Jackie, 
two-year-old Caitlin, and my four-year-old swan, 
Benjamin – up. It wasn’t compulsory to raise money, 
but on the off-chance I pinned up a couple of sponsor 
sheets at home and at church, and was amazed to get 
pledges totalling well over £300! So we really had to go 
for it. I installed an app on my phone that enabled me 
to log how far we’d gone, and we were off!

Jackie, Caitlin and Benjamin

Some of us found it easier than others to rack up the 
miles. For Benjamin, in the comfort of his buggy, it was 
a piece of cake really – he has no choice but to come 
with me every day as I drop his older sister at school in 
one direction, then his younger sister at nursery in the 
other direction, then maybe pop into the High Street 
to do some shopping, rain or shine. His marathon was 
done and dusted in a fortnight, and my arm and leg 
muscles took the brunt of it! Not that he could relax 
then though, he carried on the same punishing regime 
for the rest of term and must have completed several 
full marathons by now.
 
The littlest also did the majority of her marathon in her 

FACEBOOK 
DONATE  
Facebook
Click on the donate button on our 
public Facebook page. You can find 
this under our cover picture on the 
right-hand side. All money goes straight 
to SWAN UK. Click here to check out 
our Facebook page: facebook.com/
SWANchildrenUK.

Did you know that you can also set 
up a Facebook fundraiser? Click  
‘fundraisers’ in the left menu of your 
News Feed. Click ‘Raise Money’.  
Select ‘Nonprofit/Charity’. Select SWAN 
UK as charitable organisation!

A MARATHON IN A MONTH 
pushchair, or more often squished alongside Benjamin 
in our increasingly-cramped double buggy. Having 
a typical two-year-old’s disdain for road safety, the 
stretches that she walked were spent firmly restricted 
by a pair of reins (made more acceptable to her by 
the addition of a dinosaur backpack and hood), and 
the parts that she balance-biked were quite frankly 
terrifying…

Counter-intuitively, it was my eldest daughter who 
struggled to make the distance, despite adding in some 
extra walks at weekends. ‘But Mummy,’ she complained, 
‘it’s not fair: you don’t measure the miles and miles I run 
around in the playground at lunchtime.’ And it’s true, I 
didn’t. Nonetheless, even Jackie managed to scrape 
through before the end of the month, completing her 
26.2 miles in a total of ten hours and 52 minutes. Around 
2.3 miles an hour is pretty good going for a six-year-old.
So, I think all three of them – super-speedy Benjamin, 
super-squashed Caitlin, and super-persevering Jackie, 
totally deserve their big, shiny, SWAN UK medals, 
although we still haven’t stopped arguing over who gets 
to stick the certificate on their bedroom wall first! 

In total (with a generous addition of £100 from a local 
group of footballers I’ve never even met) we raised £481 
for SWAN UK. I think we’ve all earned a bit of iPad time 
now.

http://facebook.com/SWANchildrenUK
http://facebook.com/SWANchildrenUK


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.

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 200 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

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

SWANchildrenUK

SWAN_UK

SWANchildrenUK

SWANchildrenUK

mailto: info@undiagnosed.org.uk
http://undiagnosed.org.uk

