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2017: R phenomenal year!

Special points of
interest:

This year we've really seen a difference in
our group’s activities—from hosting a first
ever r(20) families conference in the world,
to launching a Research Fund Campaign, |
think you'll agree 2017 has been a phenom-
enal year for Ring20 Research and Support
UK CIO and all those who benefit from our

patient support group!

9 Hear ahout what our
Volunteers have been

up (page 2-3)

9 Catchup on the Sulli-
van family fundrais-
ing (pages 4-5)

We got some fantastic feedback from our
families and speakers for the conference
and everyone that attended said they'd
come again and would recommend the
event to other families. Yes, we crammed a
lot into the weekend, especially the presen-
tations and next time we will aim to get
better at our time management, - but we
just had so much to share with you all and
didn't want to leave anything out! We also
got some great ideas about things you'd like
to see/hear at future events such as hear-
ing more from families about their experi-
ences and having parent group sessions.
Our young people seemed to enjoy the
breakout session which went better than
expected, especially with the inclusion of he
siblings—who’s views are important too.

We know that lots of new friendships were
made that weekend, which is fabulous!

9 Highlights from our
recent r(20) families
conference (pages 6-
11)

INSIDE THIS ISSUE:

Research Fund Cam-| 1
paign Update

You’'ll have seen from our regular weekly
emails that we’ve been releasing the video
footage every few weeks and will continue
to do so over the coming months—there are
28 videos in total, so we didn’t want to over-
whelm you all at once! Based on your re-
quests we are talking to our video produc-
tion company and should be able to make
some DVD’s available, potentially at a small
cost, so do let us know soonest if you'd be
interested in receiving a DVD so we know

how many copies to make.

The conference certainly seemed to be a
pivotal point for many in terms of supporting
us - see below for the impact it’s had on our
Research Fund Campaign.

As Christmas approaches, | hope you've
finalised preparations —all your cards are
sent, presents wrapped and have the turkey
out of the freezer? However you choose to
spend the festive holidays, have a truly won-
derful Christmas with family, friends, neigh-
bours and we look forward to, what promis-
es to be, an exciting 2018!

Yours

Allison

Co-founder/Secretary

r(20) Research Fund Campaign
___£50,000

___£30,000

Events 2
Our Volunteers 3
L]
g | o5 Research Fund Campaign update
Family Conference Hi 6-11
lights Our Research Fund Campaign has really
Essex Lottery/ 12 taken off; in just a few months we've ex-
Data Protection upda ceeded our first £10,000—in fact we've
surpassed £12,500!
Much of this has been raised by the Sullivan
family, who's efforts you’ll hear more about
inside, but we’ve also received cheques
from Lakeland for over £1,000 and a St.
LAKELAND

James Place Foundation grant of £2,500.
Together with over £500 from the Jeans for
Genes 50:50 income scheme, various dona-
tions and fundraisers, this is truly a remarka-
ble effort and spurs us on to our first target
of £50,000.Gemma continues to submit
grant applications on our behalf; in fact we
have an assessment for a new grant in Jan
for up to £10k. Wish us luck!

Sk

ST. JAMES'S PLACE
FOUNDATION
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‘ Events

On 23rd Oct, Dawn and Allison had the fantastic
opportunity to attend the Cambridge Rare Disease
Network (CRDN) Summit 2017 at Robinson Col-
lege, Cambridge.

v

; X
are Disease Summit:Oct 23 2017,
Robinson College

© Robinson College
4 Mon, Oct 23 ot 9:00 AM-7.30 PM

dge Rare Dise:

ambridg

On arrival we handed over our patient journey
posters (see below) and got ourselves signed in to
some new tech to follow the conference on our
phones/tablets, whilst in the auditorium. The new

Dale Glisser technology allowed us to follow all the
speakers slides on our devices, and/or to make
personal notes, to interactively ask questions

atten ded the during the talks (as well as see questions posted
by others and ‘like’ them) and post slides with

Rare comments directly on twitter. It was pretty cool
technical innovation, if not a bit hectic to keep up

H with everything!

Disease

The event was opened by Alistair Kent OBE, Chair
Patient of CRDN.

We enjoyed presentations from two patient sup-
NetWOl’k port groups:
An n Ual ﬂ Kay Parkinson CEO of CRDN and Alstrom

Europe who inspired the patient journey
poster competition, as previously a chance
poster presentation by Kay had led to collab-
oration to develop a drug treatment for Al-
strom Syndrome.

Daniel Lewi CEO of the CATs Foundation and
n warZsearch into Tay-Sachs and Sandhoff
diseaSe being undertaken at Cambridge

Meeting
in Cardiff q
(Oct 1
representing

The patient journey poster competition

A great innovation of the conference, and real
highlight for us was the patient journey poster
competition. Prior to the conference we were 1
of 33 different patient groups who took the
time to produce posters to summarise their
rare condition and their own patient journey. |
(Allison) have never produced a poster before
and have no background in Graphic Design, but
with some guidance from the lovely CRDN team
| gave it a go, because | felt the importance
was in getting the word out about r(20) syn-
drome, how it affects us and what we

want, not the quality of my artwork!

r(20)

Even more excitingly five poster authors were
selected to give a five-minute lightning talk
during the conference, telling the audience a
little about their condition and their three wish-
es for the future. Unfortunately, our poster
wasn’t shortlisted as we were up against some
very stiff competition, but it was great to hear their
wishes, which were often pertinent to all!

The whole event was a great showcase for rare
diseases, and some of the latest innovations.
There were talks on:

NEWSLETTER

9| Developing orphan drugs (drugs for rare

diseases) from Sobi a pharmaceutical

company who claim to ‘listen to patient

communities’

I drug repurposing; we heard from Dr Rick

Thompson from Findacure who suggested
that ‘The future IS drug repurposing’, given
that the cost of bringing new drugs to market
is ever increasing and the number of new
drugs being developed in decline. Rick gave a
very simple explanation of what drug repur-
posing is:

ﬂ gene editing that can cure some rare diseas-

es (currently being used for specific single
genes only at this stage, so not applicable for
r(20) syndrome, but an amazing concept just
the same!)

the ‘impatient patient revolution’ and the
power of patient support groups

ﬂ the advent of telemedicine and the need for

a Rare Disease Nurse Network.

ﬂ Mendelian - a new powerful rare disease

search engine for health professional
A key question was asked of the audience:
A key question was asked of the audience:

How do we get #RareDisease into the main-
stream?
TV campaign, changing the language of dis-
ease,
#education choosing right media GP training...

Did you know that Rare Disease is more com-
mon than cancer and AIDS combined?

At the end of the day there was time for a well-
deserved glass of wine to reflect on the day with
all attendees and a chance to meet up with a
great bunch of like-minded people - representa-
tives from other patient support groups; we call
ourselves the ‘Rare Revolutionaries’ as we all
subscribe to Rare Revolution magazine and are
advocates for change in our own Rare Diseases!
We look forward to meeting up again at future
events and keeping in touch on social media.
These guys teach us so much and the power of
information sharing and networking is invaluable.

Roll on the Rare Revolution!

\
r Ring Chromosome 20 Syndrome

| - r(20) syndrome
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Events (continued)

Ring Chromosome 20 Sy
- r(20) syndrome

Allison Watson
Ring20 Research and Sup,

Causes of the Condition

Ring Chromosome 20 Syndrome, also known as r(20), is a rare
chromosomal anomaly resulting from a break on each arm of
cchromosome 20 resulting in ring formation. It is one of the more
commonly seen ring chromosomes. There are several different
forms of the r(20) syndrome, with potential differences among
individuals in the size of the chromosomal deletions and
differences in the percentage of cells with the ring. The ring can be
associated with deletions at one or both ends and may occur.
‘when the fusion takes place; these deletions can be of different
sizes, with more or less genes deleted. Additionally, the ring can
be in every cell of an individual or it can be present in only a
subset of cells (mosaicism). These variables will impact the clinical
features associated with the ring. Almost allcases which have
been reported are sporadic with no family history.

r(20) syndrome is
K il likely
under-reported
| LY ] and
[T ) under-diagnosed.
&

7(20) was first reported in 1976; since then we counted 138 cases.
reported in literature, although as a patient support group we are
aware of significantly more cases.

To date there is still no published data on the incidence and
prevalence of r(20) syndrome.

This disorder appears to be pan-ethnic and non-gender specific.
Cases of this syndrome have been reported from many different
parts of the world involving different ethnicities

Finding the cause of a patient's epilepsy is enormously helpful to
physicians to guide treatment, identify other clinical problems that
patients may be at risk for, and provide prognostic information.

Diagnosing r(20):
Since chromosomal analysis or karyotype testing is not a routine
investigation when epilepsy first presents, the diagnosis of r(20)
may be delayed or go unrecognized. Therefore the physician must
be aware of the signs and symptoms first, in order to request
appropriate cytogenetic (chromosomal) testing.
The ring 20 has been seen in as few as 5% of cells, and it is
recommended to request a screen for chromosomal mosaicism.
Since r(20) can present as a mosaic with the ring in only a small
number of cells, a minimum of 100 cells must be analysed. Newer
array technology (CGH or SNP arrays) will NOT detect the ring

and lysis is

in the mosaic cases
or duplications have been detected in the reported cases

Acknowledgements: With thanks to Nancy B Spinner, Prof of Pathology and Laboratory Medicine Chief,

Neuropsychiatry, Universita degli Studi of Milan, Italy

port UK CIO

Symptoms and Treatments

QThis syndrome is characterized by medically intractable (difficult
to treat) epilepsy, nocturnal subtle seizures, behavioural
problems and intellectual disability (usually mild). Unlike other
chromosomal abnormalities, dysmorphism is rarely reported.

Key symptoms:
O In most of the cases normal childhood

ring 20

research & support uk

https://ring20researchsupport.co.uk/

Impact of the Condition

The main impact of living with r(20) syndrome is managing the
regular (often daily) seizures.

Seizures can occur anytime 24/7 usually without warning and are
often worse and/or more frequent at night, affecting quality of
sleep and putting the patient at risk of Sudden Unexpected Death
in Epilepsy (SUDEP). We know of at least 2 cases of loss of life due

of epilepsy

cal impaired

Q Medically refractory epilepsy with long lasting focal seizures
with impaired awareness with normal neuroimaging

QFrequent nocturnal seizures (in most of the cases subtle and of
frontal lobe origin)

Qinterictal EEG with characteristic appearance with log trains of
theta waves, with a peak at 5 Hz and a sharply contoured or
notchy appearance

QiEpilepsy (often onset between 4 and 11 yrs), may be associated
with cognitive difficulties (epileptic encephalopathy) and with
non convulsive status epilepticus

Qltack of other congenital i

QCognitive impairment/learning difficulties very often after the
onset of epilepsy

There are two distinct forms of r(20): mosaic and non-mosaic, with
the latter being where all chromosome 20 in the body are formed
in the ring. Non-mosaic cases of r(20) have the earliest reported
age of onset of seizures (which are generally of a higher frequency
and severity) can experience significant cognitive decline and
regressed development. Mosaic cases have a later age of onset of
seizures (typically between age 4-8) for which there is quite a
broad spectrum of impact including loss of function such as.

in r(20) patients.
Atits worst, a patient can have having anything up to 100 seizures
per day, comprising a mixture of focal, tonic clonic and myoclonic
(jerks). Seizures have a tendency to be prolonged and NCSE s
common.

Seizure triggers include:
Q

Q Bathing/showering
O Change in temperature (hot/cold)

Failure to control seizures adequately can lead
to cognitive decline.

Due to the nature of the seizures patients are prescribed
emergency rescue medication (which some use daily) however
many are admitted to A&E for seizures that cannot be stopped.
One patient has been placed in an induced coma to let her body
heal from a prolonged seizure.
These incessant seizures (and some of the side effects of the
medications) take a toll on the body and mind, making the patient
physically tired. Constant “background activity’ or non-clinical

i ity i.e. that which you cannot see, affects

mobility, ability to feed d in
addition to regular seizures, behaviour and cognitive impairment.

There are currently no

concentration and the brain’s ability to process information.

This has an impact on education and learning as well as an aduit’s
ability to gain/maintain employment

Families report behavioural issues with their children, including
aggressive outbursts, impulsivity and obsessive behaviour. Many
are said to be on the autistic spectrum.

Some r(20) patients require 24hr care, whereas other can lead a

treatments for r(20) syndrome.
No consistent response to treatment has been reported in any
group of patients. Many patients report being on multiple AEDs
with associated side effects yet limited control over their seizures.
AEDs may generalised tonic cl but
do not influence the epilepsy. Patients have also tried NS,
cannabidiols and/or ketogenic dietary therapy — the latter with
some significant success in a number patients (though no
published data exists to support this). Interestingly, due to the
behaviour phenotype, the majority of French patients see a
psychiatrist before they see a neurologist.

relatively life, albeit often with a degree of support.
These combination of symptoms can impact the individual’s ability.
to socialise, friends and family may shy away and most individual's
can't travel independently.
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Hopes and Aspirations for the Future

At Ring20 Research and Support UK CIO, we and our member
families would like the following:

Increased awareness of the signs and symptoms of r(20) amongst
neurologists, paediatricians, epilepsy specialist nurses - to
understand when and how to test for r(20 . Better information for
test toinfluence test he is suspected,
to ensure appropriate testing is carried out to improve overall
diagnostic rates.

Recognition of the importance of confirming a diagnosis for an
¥(20) patient in terms of future treatment and prognosis, especially.
in adults, where the cause of their epilepsy is unknown due to
historic lack of availability/knowledge around genetic testing.
Increased understanding of the associated comorbidities of the
syndrome e.g. on cognition/behaviour.

Creation of a patient registry to determine the rate of incidence of
£(20) and to ensure patients have the opportunity to be involved in

propri. trials for p tobetter
characterize the syndromic features enlarging the number of cases
studied

More targeted treatment options to improve seizure control and
lessen side effects, or indeed lessen the impact of cognitive decline
if introduced early enough to prevent seizures. In the short term by
evaluating resp

through studying gene expression of the ring and/or clinical trials for
new innovative treatment options.

y of prog the future hold
for a patient with r(20)2 How will the disease progress and how will
this impact their lives?

We are hopeful that the introduction of the new EpICARE ERN for
rare and complex epilepsies will begin to address some of the
above, but we also want to progress these ourselves.

£(20) is a unique epileptic encephalopathy which is ripe for a
multitude of research studies to better understand the disease and
ultimately improve outcomes for patients. Indeed by studying the
cognitive and behavioural impact of r(20) we may unlock
information about how to treat other epilepsies. The appetite
amongst researchers to unlock these mysteries exists today,
however this vital work can only be realised through available
funding for clinical and/or genetic research. As a relatively small
group
goal alone. There is an opportunity for medical professionals, multi-
disciplinary teams and scientists to recognise opportunities in
studying this rare disease. Could you help us raise funds
or awareness?

Divigion of Genomic Diagnostics CHOP, Prof Sameer Zuberi, Consultant Paediatric Neurologist, Royal Hospital for Children Glasgow, Prof Maria Paola Canevini, Associate Professor of Child

j woq DAOEARNEXDEHTAON AR UEIBd QOEARO A£O0O0O OEI A

Our Volunteers

We rely on our volunteers, as without
them we couldn’t run our patient sup-
port group and provide the service we
do for you.

A mention must also go to Ann and
Andrea who very kindly gave up their
weekend in August to help with the
organisation of our families confer-
ence—ensuring everyone and every-
thing was in the right place, at the right
time (no mean feat) !

As well as Dawn and Dale’s activities
that you see on these pages, Jon Dunn
continues to help support our website,
Marie Ward has recently agreed to
begin to help out in the new year with
some of our communications and you’ll
read on the next pages all about how
the Sullivan family!

Andrea also helped with the prepara-
tion and production of a lot of the con-
ference materials. Subsequently An-
drea created feedback survey’s for our
attending health professionals and
exhibitors to complete and all of the
feedback forms that you kindly com-
pleted at the conference were input
and collated by Jamie Gray (Callum’s

brother).

We recognise how busy our families
are, so we are additionally seeking a
volunteer Communications Officer. We
have also been advertising for a volun-
teer Fundraising Officer to support
Gemma in her work of researching and
submitting funding applications for us.

ring 20
research & support uk
Lastly we have to thank Andrea for

helping us produce this newsletter...


https://ring20researchsupport.co.uk/wp-content/uploads/2017/11/Ring20-Research-and-Support-UK-CIO-final.pdf
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The
Sullivan
fundraising
total is
currently an
amazing:

£7,250!

Fundraising

Enthused from our r(20) families conference,
Chris and Claire Sullivan (one of our member
families in Scotland) have been hard at work
fundraising for our Research Fund Campaign.
They have enlisted the help and support of
their friends and colleagues, their workplaces
and local businesses to put together a fabu-
lous program of events over the next year.

Here’s what Claire has to say...

With the support of family and friends, we're
excited to update that Jessica’s Sparky Hallow-
een Party was a huge success, and has us well
on our way to trashing our 12 month RE-
SEARCH fundraising campaign target of
£20,000.

This one event has raised £1,550. Matched
funding and a very kind donations has taken
the event total to over £2,000.

This is the first of many events to follow over
the course of the next 12 months.

We have also since held a bake sale and raffle
at SSE, raffled Noel Gallagher concert tickets
at the WEBATA Speakers Night, and a Christ-
mas jumper/bake sale at Advance Construc-
tion head office.

NEWSLETTER

Future events scheduled include:

Santa Sleigh - Dec 17

Jessica’s birthday - school event - Jan 18
Pub crawl - Jan 2018

Race night - Feb 2018

Work raffle - Mar 2018

Stirling Marathon - Chris +others- Apr 18
Gung Ho family event - May 18

1
1
1
1
1
1
1
9§  Ben Nevis Climb - Claire +15 people and
still more people joining event - May 18

On top of all that,
wee Jessica com-
pleted the Avie-
more (5k) Santa
Dash!

Here she is on her
run—well done
Jessical

JESSICA’S RING20 JOURNEY

.50 far!
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Save the date..21st April 2018

The h_i%hlight of the Sullivan family fundrais-
ing will be a Ring20 Gala Ball on Saturday
21st April 2018.

Due to be held at the lovely Radisson Blu
hotel in Glasgow, a venue hosting up to 500
people, the event will be kindly sponsored
by Advance Construction.

Prof Sameer Zuberi, from Glasgow Chil-
dren's hospital will be the guest speaker on
the evening.

This could be an opportunity for r(20) par-
ents to meet up again?

If you'd like to attend for what promises to
be a major r(20) event for 2018, then tick-
ets will become available early in the New
Year.

THE SULLIVAN'S ASK TO OTHER

Are there any fundraising activities that you
could arrange locally to support the Ring 20
RESEARCH fund too?

We can honestly say that we were worried we
wouldn’t have the time to dedicate to this but
now that we’re up and running, we finally feel
that as parents to a child with Ring 20, we're
doing our bit to RAISE AWARENESS and
FUNDS..... that will go straight into the new
Ring 20 RESEARCH fund.

WE CAN MAKE A DIFFERENCE IF WE ALL
WORK TOGETHER. Please get in touch with
Allison, Chris or myself if you're keen to find
out more. And just think, if these events could
be replicated by the families who attended the
conference alone, we could be running the
same events in numerous parts of Britain,

Nominated Charity of the Year

We are very pleased that one of our member
families put our group forward at their local
golf club AGM, who agreed to support Ring20
Research and Support UK CIO (alongside 2
other charities) as their nominated charities of
the year 2018. a third of proceeds raised
throughout the year will be donated to us.
Thank you
in advance
to East-
wood Golf
Club in
Glas-
gow.

Georgina's handmade jewellery

One of our patient members, Geor-
gina Clunas is hugely talented and
makes handmade jewellery, which
she sells at craft fairs, in Scotland.

Georgina has very kindly donated
10% of her profits to Ring20 Re-
search and Support UK CIO, which
has been matched by her parents.
We‘ve also received a generous
donation from another Clunas fami-
ly member.

Do check out Georgina’s Facebook
page (search for thlsilrlcraﬁs) and/

or her website: http:
www.thisgirlcrafts.co.uk/

MEMBER FAMILIES

Europe, America, Canada and even Australia
with all families looking for the same outcome,
a cure, targeted medication or even just a
better understanding of Ring 20 Chromosome
Syndrome.

You'll be amazed at just how many people and
established fundraising groups that have
come forward to offer help and donate monies
from their proceeds raised at other fund rais-
ing events just by raising AWARENESS alone
of Jessica’s condition.

An example of this is the many coffee morn-
ings and fundraising events that are happen-
ing now in our local area to raise funds for the
Ring 20 cause.

Let’s do this!

Another of our member families in Wales also
successfully nominated us and we are
pleased to announce that Tai Tarian Homes
have selected us as their chosen charity for
2018. In fact 2 of their staff have already
signed up to run the Manchester Marathon in
2018!

TaiG‘_,
= Tarian

PAGE 4

Could you
fundraise to
help towards

for our
Research Fund
Campaign?

Or nominate us
as a charity
for the year to
a company you
know?

ring 20

research & support uk


http://www.thisgirlcrafts.co.uk/
http://www.thisgirlcrafts.co.uk/
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First Ever r(20)
Family Conference
in the world!

NEWSLETTER

R(20) Families Conference 2017

What an amazing weekend!

Twenty r(20) families attended the event, to-
gether with 9 health professionals (comprising
paediatric neurologists, geneticists, clinical
psychologist, ESN and Young Epilepsy transi-
tions worker) representing the UK, Belgium,
The Netherlands, Germany, Italy, USA, Canada
and even Australia.

A truly international event - we're still taking it
allin...

We had an official photographic team onsite to
record the event and videos of the speaker
presentations, now on our website and
YouTube channel. Look out for your email notifi-
cations as to when each video is released.

Families that attended the event, commented
that they had found a new extended family!

This event couldn't have happened without the
generosity and support of our funders. So we
would like to thank the Big Lottery Fund and

In the evening we arranged for a close-up magi-
cian to entertain our families, while they dined
and chatted. Everyone seemed to enjoy this as
it appealed to young and old alike. We were all
amazed and couldn’t work out his tricks?

Wee ke nd Where the Here’s what Richard (magician) had to say

magic happened...

about the evening:

| have performed at many events over the last
forty odd years and | can say that two events
stick out from all the rest ,the first one was at
the Hilton hotel for the orphaned children of
Chernobyl who sadly had lost everything that we
sometimes take for granted - family and homes.
The children were polite well mannered and
truly a credit to the parents they sadly lost.

The second one was at the Ring 20 event held
at Jury's inn Liverpool city centre on Saturday
night the 5th August.

There were families from all around the world
Australia ,America, the Netherlands to name
but a few . And it was humbling to see once
again children with health problems so well

Jeans for Genes and also our additional spon-
sors LivaNova for making this event possible.

Also we would like to thank our Exhibitors for
providing our families with lots of useful infor-
mation and take-aways: Nutricia, Epilepsy Ac-
tion, Young Epilepsy, Matthew's Friends, Rare-
Connect, MPS Tracker.

And we must also mention the numerous local
businesses and organisations who donated
items for our delegate packs and raffle prizes
Nutricia, Atkins, Allied Media, Cineworld, Nan-
dos, Trudi Jones Beauty, Waterstones, Tesco,
TK Maxx, Game, Wildwood, Bloomin' Jacks and
The Little

Florist.

mannered polite and respectful. | cannot speak
more highly of them and their families are won-
derful people.

| also want to wish all the people connected
with Ring 20 every success in whatever they do.

Richard t Smith
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Ring20 Young Ambassador Award

This is an analysis of how the R20 Liverpool
Conference for me (Dale Ward). At this confer-
ence | was a speaker talking about how | live
and cope with R20 (Ring Chromosome 20) as |
personally have R20. | decided to surprise my
mother that | was speaking so | set up a
presentation which | sent to Allison.

So after a long trip from Cardiff to Liverpool in
my Stepdad’s van we arrived at the hotel
where we unpacked, rested and cleaned our-
selves up ready for the pre-drinks. At the pre-
drinks we met up with other families of R20
being such a rare condition the families were
originated from all around the world, we met a
family from Scotland, Australia and America
which for me was a very good experience.

The pre-drinks was a chance to get to know
each of the families and how themselves cope
with R20 and it how it affects them. Many of
the comments | received were very similar to
how | was when | was younger.

| am one of the oldest known to have Ring
Chromosome 20 Epilepsy at the age of 24,
however that said that some were very similar
others were also very different. The pre-drinks
was very enjoyable but | could not drink too
much as | was speaking the next day, none the
less a very f

un and enjoyable night with great company.

The next day was the conference which began
early in the morning and had some brilliant
and encouraging speeches from the other
speakers. | was then called and welcomed
kindly to the front to present my speech | went
up feeling confident and knowing | was going
to do a good job. The only nervy part in my
head was that it was my first time being a
speaker.

The presentation was put up for me and given
control of the slides to me ready for the talk, |
had put the presentation slides by age making
it easier to explain. | started by talking about
how | was before | had epilepsy as | was diag-
nosed when | was eight, how my life was
turned upside down

By becoming very isolated and having very
many seizures, this is where it started to get a
little difficult talking about my past experienc-
es. | knew and hoped that in the end that this
would inspire and encourage young people
who are struggling not just with R20 but peo-
ple struggling with similar conditions. | came
off the stage with a big round of applause
which surprised me but also made me very
proud.

People congratulated me, | found out my
mother had been recording me and that my
mother as well as others had been brought to
tears, | was immensely overwhelmed with
pride.

| sat back in my seat and listened to the rest of
the speakers which again was very inspiring.

Feature article

After they had finished | was surprised to find
out they had made a Young Ambassador
award for me which they again called me to
the front and presented to me. This caught
me in shock and | didn’t really know what to
say | shook Don’s hand, thanked him and had
a photo with him. | sat back down still in shock
and admired my award; | couldn’t believe what
had happened.

| am still very thankful to my good friends at
R20 for the award. We then finished the con-
ference and went on a tour of the stadium
which | enjoyed a lot as it is one of the stadi-

)
ums | had yet to tour, the Dixie Dean tributes H er e S
impressed me the most about the stadium. We
then went back to the hotel and got ready for Dale Ward had
the tea time gala dinner.
The gala dinner was very fun as we had some tO Say abOUt
delicious food and a great laugh. We got to
know each other much better, | met another the event...

Welsh lad who had a son with R20 we have
since kept in contact and plan to meet up soon
as we got on really well at the conference.
There was a raffle and a magician which made
an all round good day.

The next day there was a tour of the Beatles
Museum which | could not attend as | needed
to travel home but by what | have heard was a
very enjoyable day. Knowing that | could not
attend the tour with the group my Mother,
Stepdad and myself went on a mini tour and
had a quite one the day we
arrived.

Overall it was a fantastic
weekend and when the
next pops up sign me up!

Many thanks goes out to
Allison Watson, Don Gordon
and the rest of the team
who have put in their time
and effort to make this
happen.
Dale Ward

RFSFARCH AND
SUPPORT UK

YOUNG Do | ring 20

n
IASSADOR
M) ) research & support uk

at
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Welcome Reception

On the Friday evening, after having travelled
from far and wide, our r(20) families met for
the 1st time, for informal drinks and
nibbles. It didn’t matter that no-one
knew each other previously, everyone came
together as one, forging new friendships. They
now describe themselves as a ‘new extended
family’ and have vowed to keep in touch!

presentations, everyone was ready to relax

d Ieptigeir hair down. It also provided time to
chat about the weekend’s events, sharing
thoughts and experiences of living with r(20)
with others who know and understand what
you're going through. Its really comforting
when you say ‘My son/daughter does that
too!”

NEWSLETTER

For families t
being a suppor
anot her . Fami |l
forever and al
the light in t
and will al waydeg
other see th
through the
done! !

We kicked off with welcome drinks and all
enjoyed a 3-course meal, whilst being enter-
tained by our magician. For a bit of fun and
fundraising, we hosted a game of ‘Heads and
Tails’, where everyone joined in and of course,
we had a raffle with some amazing prizes,
including weekend spa breaks, a pair of ICE
watches, £50 of shopping vouchers, hamper
and more...
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Amazing
location.
Loved it!

Conference Highlights—Everton FC

A few memories of a hugely informative
day! A massive thank you to all our speak-
ers who gave up their weekend to be with
us and enlighten our families, and each
other on the latest information on r(20)
syndrome.

It was important to us to share video cover-
age of the day’s events, so more families
and health professionals can benefit from
this new knowledge on r(20) —not just
those that were able to attend in person.

Prof Zuberi

Very well
structured
and organ-
ised!

Y

v ‘ .
/')""Laura ‘ ' ) Nancy Spinner
Conlin

Feedback from our speakers:

What for you, were the highlights of the conference?

3  State of the art on clinical and genetics of ring 20 syndrome. Pa-
tients and families’ inputs

3  Meeting with overseas experts and hearing from colleagues. It was
also great to network with families.

ring 20

research & support uk

3  Meeting all the families’ Children/teenagers/siblings talking about
current issues they have and the impact of Ring 20

Would you recommend this to another r20 Family or come again? 100% of respondents said YES!
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NEWSLETTER

Young People’s Breakout Session

Ring 20 Weekend away: Break out session

The aim of the break out session was to pro-
vide engaging activities for each young person
present, including their siblings. All the activi-
ties were planned to ensure everyone was
able to participate regardless of age, ability or
circumstances.

The break out session was planned, so it was
a free space to talk away from parents. The
focus was for each young person to develop
strategies of how to deal with the current pres-
sures they face, whatever challenges they
each have. To begin with everyone discussed
what their dreams were for the future. The aim
was to support each young person in believing
in themselves. They were then put into three
groups:

I'he aim was lo supporl cach young

person in believing in themselves. The
participants were then put into three
groups:

Living with Ring 20 can have a detrimental
impact on a young person'’s self-esteem and
wellbeing. This can result in low aspirations,
poor engagement at school/college and issues
achieving independence into adulthood. It is
important that parents regularly talk to their
young person and help set goals for them to
gradually become as independent as they can
be, so they can reach their full potential.

It was also very evident from the session, that
being a sibling of a young person with Ring 20
also faces psychological struggles and chal-
lenges. Young people will naturally want to
help care for their sibling. However, it should
not ever be expected that the sibling takes on
the role as care giver. It was also apparent
that the siblings are also given individual time
on their own with their parents, in order for
their needs to be met.

Emma Ninnis (Clinical Nurse Specialist GOSH)

David and Georgina presenting

‘What we want!’

IS Al
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Beatles Museum and Goodbye!

On the Sunday morning, some of us a little weary from a very
busy couple of days, we strolled down to the Beatles Museum

on the historic Albert Dock.

A truly interactive experience suitable for all the family.

The morning gave us time to reflect, but before we knew it, it
was time to say goodbye, as we all went in our separate direc-
tions home.

We hope you all enjoyed the whole weekend as much as we did
and certainly from your feedback we hear you’d like to do this

again!

Essex Lottery

We now participate in the Essex Lottery, with support our cause: https://

50% of funds raised from our supporters going  www.essexlottery.co.uk/support/ring20-
to Ring20 Research and Support UK CIO. research-and-support-uk-cio

Its only £1 per week and you don’t have to live

in Essex to play (although you do have to be in

the UK). You have a chance of winning up to

£25,000! For more information or to signup to

Data Protection Update

. Many of you will be aware that there are new EU regulations
Ring20 Research and Support UK CI0 for D)z/ata )I;rotection coming into force in May 2018. %s a result
26 Headley Chase we ne.ed to know you're still ha.ppy for us to kee.p in touch.
Warley, Brentwood We will be sending out_an email sh_ortly requesting you to up-
Essex CM14 5BN date your contact details and provide consent for us to con-
England tact you.

Please do respond before its too late, as failure to do so, may
result in us losing contact.

Phone: 00 44 1708 403620
Emailring20@ring20researchsupport.co.uk We hope you have enjoyed reading our latest newsletter.

If you wish to receive future editions (we are anticipating pro-
ducing these periodically, approx. 6 monthly), please ensure
you signup to our mailing list on our website here:

http://www.ring20researchsupport.co.uk/

Find us on the web: Any feedback on content and what you’d like included in future
editions, please contact us to let us know. And of course, we
would welcome any contributions of your own for inclusion.

http://www.ring20researchsupport.co.uk,

Supporting families, individuals
and professionals affected by

]
or who come into contact with
Ring Chromosome 20 Syndrome rlng

research & support uk

Any medical information included herein is merely to signpost readers to information that is freely available. Ring20 Research
and Support UK do not provide medical advice and patients seeking such, should always consult with their own medical team.



