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 SWAN UK UPDATE

In this newsletter we’ll introduce you to Claire and 
Theresa, our new Parent Reps, let you know about our 
exciting new virtual coffee meetings, introduce you to 
SWAN UK members Kathy and her dad Simon, bring you 
updates from Wales and Scotland and tell you all about 
Rare Disease Day 2020! 
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Jayne Spink, CEO of Genetic Alliance UK at Rare Disease Day 2019

Undiagnosed Children’s Day last year was #ROARsome!

Hello, and happy new year! 
I’m Izzy, Communications and Support Officer 
at SWAN UK. Welcome to our first newsletter of 
2020. We hope that everyone has had a wonderful, 
festive holiday and is excited for what this new year 
will bring. 

Undiagnosed Children’s Day 2020: save the date!
We will be celebrating Undiagnosed Children’s Day 
2020 on Friday 24 April this year. For those of you who 
haven’t heard of it, Undiagnosed Children’s Day is our 
annual day to raise awareness of undiagnosed genetic 
conditions and funds so we can continue to provide 
support to families of children and young adults with 
a syndrome without a name. We’ll be letting you know 
more about Undiagnosed Children’s Day 2020 in the next 
couple of months so keep an eye out for our e-news and 
social media posts!

Speaking of social media, do you follow all our social 
media accounts? You can find our Facebook page at  
@SWANchildrenUK, follow us on Twitter at @SWAN_UK 
and Instagram @swanchildrenuk. Give us a follow 
and keep up to date with everything happening in the 
wonderful world of SWAN UK!

Dates for your diary
Undiagnosed Children’s Day 2020:  
Friday 24 April. 
Rare Disease Day 2020:  
Saturday 29 February. 
Kiddy Winx stay and play, Rotherham:  
Sunday 19 January, Sunday 16 February, 
Sunday 15 March. 
Warrington Play and Sensory Centre, stay and play: 
Sunday 19 January, Sunday 23 February, Sunday 29 
March. 
Kidz Middle:  
Wednesday 4 March. 

To find out more about anything in this newsletter, 
contact Izzy: info@undiagnosed.org.uk.  

Whilst we’re really excited for the new year ahead, this 
is also going to be the first ever year that we haven’t 
had a grant to fund the work we do. This means that 
at the moment we don’t have enough money to fund 
our family events. At SWAN UK headquarters we’re 
super busy applying for more funding grants, but in 
the meantime we’re now more reliant than ever on the 
money raised through community fundraising. If you’re 
interested in getting involved make sure you check 
out our fundraising section on pages ten and eleven of 
this newsletter for some top tips on how you can raise 
money for SWAN UK. If you want to find out more 
contact: fundraising@undiagnosed.org.uk. 

Izzy, Communications and Support Officer at SWAN UK 

https://www.facebook.com/SWANchildrenUK/
https://twitter.com/SWAN_UK
https://www.instagram.com/swanchildrenuk/?hl=en
mailto:info%40undiagnosed.org.uk?subject=
mailto:fundraising%40undiagnosed.org.uk?subject=


James struggles with days out usually – he 
doesn’t like noise, or people or smells. He gets 
frustrated when he can’t keep up, and often 
withdraws, refusing to speak or join in. When 
we attend an event with SWAN UK, it is easier 
somehow. James doesn’t feel so different, there 
are other children in wheelchairs, or wearing ear 
defenders, and he doesn’t feel like he stands out. 

Meeting other SWAN UK families is really important 
to us. It gives us the opportunity to talk to each other, 
support each other, laugh, cry and moan, within the 
safety of the SWAN UK community. I came away from 
the event feeling happier. It’s really valuable to be able 
to speak to people that understand. Our issues may be 
different, but there is an overwhelming sense of caring 
and community. It is great to feel part of something, as 
often we are made to feel different.  

This is the fourth SWAN UK event we have attended and 
it is lovely to see the children growing in confidence, 
forming friendships, and the parents and carers sharing 
experiences and support. 

I feel these events are really important in helping 
our children realise that they are not alone, and 
that there are many others that experience daily 
challenges just like them. 

SWAN UK has helped us find our people. Thank you.

To find out more about SWAN UK family events email: 
info@undiagnosed.org.uk.
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SWAN UK TRIP TO SUNDOWN 
ADVENTURELAND

James and Isaac

James and Isaac at Sundown Adventureland

Hi all, I’m Vicky, married to Keith, and for us 
family life is pretty crazy. We have five children, 
Rosie aged 17, Katie aged 16, Ailsa aged 15, 
James aged 7 (who is a SWAN) and Isaac aged 5. 

We have been members of SWAN UK for a few years now 
after being signposted to the group by a friend. Initially 
when I joined the SWAN UK Facebook groups I was very 
much a lurker. I found reading other people’s posts 
interesting and informative, but I would never reply as I 
was nervous about other people’s reactions. 

As time went by though, I began to realise 
that SWAN UK is home to all sorts of families 
covering a broad spectrum of conditions 
and illnesses, and within all this there is an 
overwhelming feeling of support, friendship and 
understanding. As I started to get more involved, 
I started to realise that we had found a place 
where we fit in.

On Saturday 7 December, we were lucky enough to be 
able to attend the SWAN UK Christmas visit to Sundown 
Adventure Land. The children were excited to be able 
to see Santa in his Christmas House, but for us, the day 
was an opportunity to meet new people, put faces to 
names, and spend time with old friends. James was 
able to enjoy the day without feeling self-conscious, 
and spend time with people that are accepting and non-
judgemental. 

mailto:info%40undiagnosed.org.uk?subject=


I’m hoping that by being a Parent Rep I can help 
to build a sense of community among SWAN UK 
members based in Devon. I’m excited to be able 
to support local families that are experiencing the 
same difficulties accessing support as we’ve had, 
and to raise awareness of what it’s like to live the life 
of a family without a diagnosis. The lack of support 
that comes with having no diagnosis can be quite 
daunting, and currently there is no support in Devon 
specifically aimed at undiagnosed children. 

If you want to speak to Theresa, email  
plymouth@undiagnosed.org.uk.

Hi, I’m Theresa and I live in Plympton, Devon, 
with my lovely husband Leigh and our four boys. 
Our boys are Danny, aged 12, Taylor, aged 10, 
Sonny, aged 8 and Jack, aged 6 – the youngest 
two are undiagnosed.  

Hi, I’m Claire and I’m a Parent Rep for 
Caerphilly, South Wales. I have two little girls, 
Holly and Lucy, and my youngest daughter 
Lucy is undiagnosed.  
I work within the local health service with children 
and adults who have varying disabilities and health 
conditions, but it wasn’t until having Lucy that I began 
to appreciate how hard it can be bringing up a child 
with additional needs. I could see all the wonderful 
SWAN UK events happening around the UK and I really 
wanted to bring some of these events into my area, so 
six months after joining I applied to be a Parent Rep. 
I’m hoping that in my role as Parent Rep I can help 
create a larger support network in Wales for families 
living without a diagnosis for their children. 

You can get in touch with Claire at:   
caerphilly@undiagnosed.org.uk.
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INTRODUCING: PARENT REP 
THERESA

INTRODUCING: PARENT REP 
CLAIRE

Parent Rep Theresa

Parent Rep Claire

mailto:plymouth%40undiagnosed.org.uk?subject=
mailto:caerphilly%40undiagnosed.org.uk?subject=
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Hi I’m Mary, Project Support Officer here at 
SWAN UK, and I have exciting news for all 
our SWAN UK members – we’re relaunching 
Virtual Coffee Meets for the new year! 

The idea is simple, if you’d like to take part then once 
a month we’ll randomly pair you with another SWAN 
UK member. We’ll put the two of you in touch, and 
you can then arrange a virtual hangout at a time that 
suits you both – the coffee is optional! 

You can talk about anything you like, it doesn’t 
just have to be about your undiagnosed child. You 
and your coffee partner can decide whether to use 
Facebook messenger or videochat, email, Skype or 
old-fashioned phone for your Virtual Coffee. 

Virtual Coffee Meets are a great way for members 
to get to know others in the SWAN UK community, 
especially if it’s difficult for you to get out of the 
house, if Facebook isn’t your thing or if there are no 
face-to-face meetups in your area. We had over 600 
new members join SWAN UK in 2019, so why not 
meet some of them over a Virtual Coffee? 

You’ll need to agree to our guidelines about the 
process and the use of your email address. Once 
you’re signed up, you’ll receive a monthly email 
matching you with another SWAN UK member. You 
will be free to opt out at any time.

If you’d like to sign up for Virtual Coffee Meets, 
or to find out more information, email: mary.
instone@undiagnosed.org.uk. 

VIRTUAL COFFEE MEETS

SWAN UK FACEBOOK GROUP 
UPDATES

Are you making the most of all our Facebook 
groups? 
Excitingly, since the launch of our online membership 
form last year we've had a record number of new 
members join SWAN UK. We want to make sure that all 
of our new members that use Facebook are benefitting 
from the different online support groups we have so, 
here is a list of all the different Facebook groups we run 
and the types of posts they can be used for: 

Main SWAN UK Group
All members are invited to join this group. This is the 
main place to come for information sharing and asking 
questions.  

SWAN UK Dads Group 
This group is dads – only! 

SWAN UK Mums Group 
And this one is for mums! The mums and dads groups 
are smaller and more intimate. They are a great place 
to go if you need emotional support, especially if it is 
more personal and less directly to do with your child.  

SWAN UK Graduates Group 
‘Once a SWAN UK member, always a SWAN UK 
member!’ Parents whose children have received a 
diagnosis since they became members are invited 
to join the SWAN UK Graduates Group to share their 
experiences of life post-diagnosis.

SWAN UK 16+ Group 
This group is for parents who have older children 
with an undiagnosed genetic condition. It can be 
useful to ask for advice in here that is specifically 
related to the experiences of teenagers or young 
adults.

SWAN UK Local Network Groups
We have many different groups for our Local 
Networks. Use these to ask questions about services 
in your local area and make contact with other 
members near you.

If you aren't a member of any of these groups and 
would like to be, add Izzy on Facebook and send her 
a message: http://bit.ly/izzyrundle.

mailto:mary.instone%40undiagnosed.org.uk?subject=
mailto:mary.instone%40undiagnosed.org.uk?subject=
mailto:/izzyrundle?subject=


Hi, my name is Simon. I'm married to Elaine and 
we have two, now grown up, children called 
Joanne and Kathy. Kathy is 25 years old and has 
an undiagnosed condition.  
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Kathy has a very engaging and endearing personality. 
She can be cheeky and mischievous but can also be 
a bit of a worrier and can get anxious in unfamiliar 
environments or with new people. She loves music, 
The Beatles particularly, and when she's in the mood 
sings a very long medley of their songs! She loves 
to paint and draw (I think you'd describe them as 
abstract!), enjoys Lego and watching Laurel and 
Hardy. For some reason Kathy doesn’t like rabbits or 
balloons, and changes to routine can upset her. 

She is  very popular with all the staff at the 
day care centres she attends and at her respite 
home that she visits every two weeks.

Kathy has many complex needs and disabilities. 
She has learning disabilities, developmental delay, 
scoliosis and autism – the autism was only officially 

INTRODUCING: KATHY AND SIMON

diagnosed when she was 18 years old. She has an 
unexplained muscular condition, skeletal deformities 
and a condition known as left atrial isomerism. This 
condition was discovered when Kathy was about 20. 
She went into Glenfield hospital for heart surgery 
after it was discovered that she had a very large hole 
in her heart. A device was to be fitted to cover the 
hole, a routine operation, or so they thought. It turned 
out that all of Kathy's arteries enter and leave her 
heart on the left side – basically her arteries all seem 
to go in the wrong direction. That routine operation 
was cancelled and she went back a few weeks later. 
After five hours in theatre the device was fitted by 
going through the liver. The operation was a success 
and now Kathy has never looked healthier. 

When Kathy was a baby she had lots of 
difficulties with her breathing, feeding and 
reflux. When she tried to feed she would stop 
breathing and go blue and if you laid her on her 
back the same thing would happen. This was 
because she had an enlarged epiglottis and 
surgery was required to correct it. The surgery 
was a success, but the recovery was slow and 
stressful, and Kathy spent several weeks in 
intensive care. 

Kathy

Kathy and her mum and dad

Kathy has had corrective surgery on her legs, ankles 
and hips and she also has photosensitive epilepsy 
which has been very well controlled. It’s difficult for me 
to say what part of her condition is the most significant.



Kathy has taken part in the Deciphering 
Developmental Delay (DDD) study. We became 
participants on the DDD study after we were referred 
to it by her behavioural psychologist six years ago. 
After five years we were told that no diagnosis was 
found but that they intend to continue with their 
search for a further two years. We currently have one 
year left.

We realised that things were going to be different the 
moment Kathy was born. During my wife's pregnancy 
nothing abnormal was detected and Kathy was born 
full term, but it was immediately apparent that not all 
was well.

In the beginning it was of course scary, 
but I was never intimidated by my roles or 
responsibilities. I knew life would never be 
the same but life is never the same regardless 
of disabilities – all children change your life. 
Having a child like Kathy has changed my 
view of the world, life and our place in it. 
Things that seemed important before are now 
irrelevant. When Kathy was two years old 
my wife became ill and I left work to care for 
Kathy, support my wife and bring up our other 
daughter, Joanne (Jo). That is what I did for 
twenty years and I now work for Mencap.

My immediate family (myself, my wife and my other 
daughter) are very strong and close although my 
wife has suffered terribly with severe depression. 
This was when Kathy was 2yrs old until about 7 years 
ago, then things settled and she has been stable 
since then. Kathy's Grandparents are no longer 
with us, she was close to them although they had 
difficulties understanding and dealing with Kathy's 
problems. It's fair to say the support from the wider 
family has been minimal. 

The main challenge we face due to the lack 
of diagnosis is uncertainty. I'm uncertain 
of Kathy's future health, her life span. I'm 
uncertain about the support network I have 
struggled to build for her which seems to be 
under constant threat from cuts and financial 
restrictions. Having said that, the best thing 
about our journey so far has been the love and 
getting to understand the things that really 
matter.

The future is something we rarely think about as it’s 
in the future, however we have come a long way and 
Kathy’s health is quite good and she is settled and 
happy. We have found a suitable care provider for 
her when we decide we're too old, so we are trying 
to be optimistic.

Are you interested in sharing your  
undiagnosed family story? Get in touch:  
info@undiagnosed.org.uk. You can read more 
undiagnosed family stories on our website. Just 
visit undiagnosed.org.uk/news-events. 
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Kathy, her sister and her sister’s partner

Kathy 

mailto:info%40undiagnosed.org.uk?subject=
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SCOTTISH UPDATE 

WELSH UPDATE

Hello, I'm Natalie, and I work as the Policy and 
Engagement Manager for Genetic Alliance UK in 
Scotland. 

Hi, I'm Emma, Genetic Alliance UK's Policy and 
Engament Manager in Wales. 

SAVE THE DATE: Rare Disease Day reception 
2020 at the Senedd. 
Join Genetic Alliance UK and stakeholders from across 
the rare disease community for Rare Disease Day 2020!  
This year, the Senedd reception sponsored by Angela 
Burns AM will be held on Tuesday 25 February at 
18:00 – 20:00 at the Senedd, Cardiff Bay. Please invite 
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Have your say on The Disabled Children and 
Young People (Transitions) (Scotland) Bill

In October 2019, Johann Lamont MSP made a proposal 
for a Bill in the Scottish Parliament that would require 
Scottish Ministers to introduce and implement a 
National Transitions Strategy to improve outcomes 
for children and young people with a disability in the 
transition to adulthood. The bill would also require 
local authorities to introduce a transitions plan to 
make sure that each child and young person with a 
disability receives appropriate care and support before, 
and during, the transition to adulthood.

The proposed Bill is now out for consultation and there 
is an opportunity for you to share your views on the 
proposed legislation.  The consultation will close on 
Wednesday 22 January 2020. 

You can read more about the Bill and complete a 
consultation response here: bit.ly/disabled-young-
people-transitions-bill-scotland.

your Assembly Member to join you at the reception to 
hear from inspirational speakers and to discuss issues 
affecting your community.
As soon as the Eventbrite link is available, we 
will email you an update so please do register 
once the link is released. In the meantime if you 
have any questions, email: info@undiagnosed.
org.uk.

Inaugural Genomics Showcase for Wales
On 6 May 2020 the inaugural Genomics Showcase will 
take place in Cardiff City Hall and is being organised 
by Genomics Partnership Wales (GPW) and Wales Gene 
Park (WGP). This new and exciting event will bring 
genomics to the people of Wales with activities for 
everyone; including public talks, educational films and 
animations, and interactive stands from charities and 
GPW partners. 
We'll update you about this nearer the time, 
but for now if you would like to find out more, 
please contact Rhys Vaughan: vaughanR4@
cardiff.ac.uk.

Natalie, Policy and Engagement Manager 

Emma, Policy and Engagement Manager 

http://bit.ly/disabled-young-people-transitions-bill-scotland
http://bit.ly/disabled-young-people-transitions-bill-scotland
mailto:info%40undiagnosed.org.uk?subject=
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mailto:vaughanR4%40cardiff.ac.uk?subject=


basis because of his rare diseases. I also spoke about our 
journey being undiagnosed and the support we got from 
SWAN UK.

How did you find the experience?

I always find talking about Jack and our journey very 
emotional. It was nerve wracking, but I definitely got 
some kind of satisfaction from talking about our journey. 
Jack was born extremely poorly and we were never 
given much hope of him surviving. Talking about that 
is really upsetting, but then watching him celebrate 
birthdays makes us happier and talking about that 
makes us realise how far he has come and how much he 
has achieved. I love telling Jack’s story because it raises 
awareness and encourages support for us and others 
who live or have lived with an undiagnosed or rare 
condition. 

Why is Rare Disease Day important to you? 

We need to let people know that living in 
the world of a rare disease can be lonely and 
isolating. On this day we get to talk about Jack’s 
rare diseases and we gain support from doing it! 

Last Rare Disease Day I used the hashtag of Jack’s two 
rare diseases, and from that managed to make contact 
with another family. I feel like Rare Disease Day is our 
day, as Jack’s conditions are too rare to have their own 
awareness day yet. 

Watch Maura, Ronan and Jack’s Rare Disease Day 
2019 video here: bit.ly/JacksRareReality.

To find out more about EURORIS and Rare Disease 
Day visit: rarediseaseday.org/. 

Want to know more about Rare Disease UK? Take a 
look at their website: raredisease.org.uk/.  

7

RARE DISEASE DAY 2020
This year we will be celebrating Rare Disease 
Day on Saturday 29 February. 
Rare Disease Day is an international campaign 
championed by EURORDIS (Rare Disease Europe) to 
raise awareness of rare diseases. Genetic Alliance UK, 
the charity that runs SWAN UK, also runs Rare Disease 
UK, the national campaign for people with rare diseases 
and all who support them. Rare Disease UK work to raise 
the profile of rare diseases in the country by sharing the 
experiences of patients and families. 

Did you know that being undiagnosed also 
means you are a member of the rare disease 
community?  
Keep an eye on our social media where we’ll keep you 
updated on how you can get involved with Rare Disease 
Day 2020.

Here is SWAN UK member Maura to tell you about how 
she was involved in Rare Disease Day last year:

Hi Maura, please can you tell us a bit about how 
you were involved in Rare Disease Day last year? 

Myself, my husband Ronan and our son Jack were 
invited to make a video about our experiences of living 
with a rare disease. 

Jack has two rare diseases – RYR1 myopathy, 
which relates to his muscle problems, and 
HECW2, which explains his learning difficulties, 
absence of speech and seizures. 

During the video I had the chance to explain how 
Jack’s conditions have changed our lives and to raise 
awareness of all the things that we do for Jack on a daily 

Jack's Rare Reality star made by Maura last Rare Disease Day

Maura, Ronan and Jack in their Rare Disease Day 2019 video

http://bit.ly/JacksRareReality
http://rarediseaseday.org/
http://raredisease.org.uk/


It is important to make sure that you only bag-pack in a 
store once you have their permission and remember to 
make sure you stick to any rules they give you.  We can 
send you our handy template letter that you can use to 
contact your local supermarket.  

Bag packing etiquette
 – Introduce yourself to the checkout operator at your 

designated spot. 
 – Make sure you ask each customer if they would like 

help to pack their shopping before you make a start. 
 – Explain to the customer who SWAN UK are, what we 

do and why SWAN UK is so important to you. 
 – If they don’t want you to help, make sure you move 

out of the way!
 – Ask the customer if they are using their own bags or 

store bags. 
 – Remember to bag heavy items at the bottom of bags.
 – Keep non-food items separate from food items. 
 – Pack raw meat or fish separately. 
 – Try to keep similar items together (such as fruit and 

vegetables). 
 – After packing, help lift the bags back into the trolley.
 – Make sure you thank each customer for their donation. 

FUNDRAISING UPDATE
Hello, I’m Parisa and I’m the Fundraising 
Officer here at SWAN UK. First of all, we'd 
like to say a massive thank you to everyone 
who bought our SWAN UK Christmas cards. 
You helped us raise funds which will let us 
continue to support families affected by 
undiagnosed genetic conditions!  
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As I’m sure you’re aware by now, this year is the first 
year we have no grants to help us fund the work that 
we do. This means that we’re more reliant than ever on 
the money raised through community fundraising to 
help us cover the costs of running SWAN UK.

So, we thought we would use this newsletter’s 
fundraising update as an opportunity to share some 
fundraising ideas with you. If anyone has any 
questions about fundraising for SWAN UK, feel free 
to get in touch with us: fundraising@undiagnosed.
org.uk. 

Supermarket bag-packing
One of our fab fundraising ideas is a good old fashioned 
supermarket bag packing session! SWAN UK member 
Hayley, her son Harrison and his dad bag-packed to 
raise money for us. She said: 

‘Bag packing turned out to be a massive 
success. People got to meet Harrison which 
made everyone want to give more money as 
they could directly see who they would be 
helping. It was nice to be out there spreading 
awareness of undiagnosed genetic conditions 
and sharing SWAN UK’s message.’

Parisa, Fundraising Officer for SWAN UK

Member Harrison and his dad bag packed in their local Tesco to raise 
money for SWAN UK

mailto:fundraising%40undiagnosed.org.uk?subject=
mailto:fundraising%40undiagnosed.org.uk?subject=


Fundraising for Undiagnosed Children’s Day 
2020 

Are you going to fundraise for SWAN UK this 
Undiagnosed Children's Day? If you're thinking about 
it, then keep an eye out for our fundraising pack that 
we will be bringing to you soon! It will be packed full 
of fab ideas about how you can get involved and help 
raise money so we can continue to provide support to 
families affected by undiagnosed genetic conditions. 

We'll make sure we share all of our Undiagnosed 
Children's Day fundraising updates on our social 
media and our website. Visit: undiagnosed.org.uk/
get-involved. 
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In 2018, Parent Rep Amanda ran the London Marathon for SWAN UK

Balloons!
Last year we sent a whopping 120 bouqets of balloons 
to SWAN UK members. We send 'get well soon' balloons 
to children who have had an extended stay in hospital 
and 'celebration' balloons to random members just to 
remind them that we think they're awesome! 

Next year you can help us continue putting smiles on 
our members' faces by sponsoring a bunch of balloons 
on our website.

Visit our online shop and take a look: bit.ly/SWAN-
UK-buy-balloons.

Match funding
Remember, if you have a date set for your fundraising 
plan then make sure you let your employer know in 
advance as they may want to match your funding. 
Some employers will support their staff’s fundraising 
efforts by matching a certain percent of the total 
amount raised. Some will even double it by donating a 
pound for every pound raised!

Don’t forget to tell us if you are fundraising 
for SWAN UK and we can help to share your 
fundraising page on our social media.

Are you interested in fundraising for SWAN UK? If 
you have any questions, get in touch with Parisa: 
fundraising@undiagnosed.org.uk.

SWAN UK member Lexi and his parents completed the Newcastle 
Inflatable 5K for Undiagnosed Children's Day 2019!

Who doesn't love balloons?!

http://undiagnosed.org.uk/get-involved
http://undiagnosed.org.uk/get-involved
http://bit.ly/SWAN-UK-buy-balloons
http://bit.ly/SWAN-UK-buy-balloons
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Genetic Alliance UK
Registered charity numbers: 1114195 & SC039299
Registered company number: 05772999

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.


