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Be Inspired. Be You. Be Together

In true virtual style, we brought together families and professionals from 21
countries from around the world to learn from one another and share their stories
together. Our aim was not only to bring the community together, but provide global
insights through presentations from researchers, clinicians and families from across
the globe. In our experience, often living with a rare condition can be a lonely place,
feeling that no one really knows what you are going through. Events such as the
AS global conference are a great opportunity to bring everyone together, to show
the strength and resilience that is evident throughout the community and have
some fun!

On Friday 3rd December 2021, we had cosy fireside interactive chats with families
coming together for a pre-conference gathering to share stories and experiences. It
was lovely to bring the AS community together on a platform which enabled us to all
come together and chat no matter where we were in the world!

We had four sessions running at once:

Growing old disgracefully
In this session Melissa spoke about her work, life and the fun things she enjoys
doing such as cooking and holiday time with family and friends.

Yes you can!
In this session, Lexi spoke about the different sports and activities she has tried and
how she has never let the word ‘no’ stop her.

Braille in Business

In this session, Jamie shared her experience of the world of work. Describing how
she has turned her knowledge and expertise of Braille, into a paid job. Jamie
explained how she overcame many challenges and obstacles along the way, but
these never stopped her from seeking work in what she loved.

New to Alstrom

This session with Kerry, focused on those who had been recently diagnosed with
Alstrom and were seeking further information. Kerry is Mum to an adult with AS and
is also Chief Executive of Alstrom Syndrome UK so has a wonderful insight and
working knowledge of the condition and the services and support which may help.
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Strength for today, hope for the future

Be Inspired. Be You BeTogether

Saturday brought together presenters from China, the UK, America, Italy and the
Palestinian Territories. Our aim was not only to bring the community together but
provide a global insight through presentations from families, researchers and
clinicians from around the world.

The first sessions of the day, centred around research and
discoveries. Qianwen Zhang and Dr. Xiumin Wang, Chief of
Department of Endocrinology, from Shanghai’s Children
Medical Centre, discussed the continuing research across
China. Exploring the onset of symptoms compared with the
rest of the wider population throughout Turkey, America and
Poland. She also discussed her research into facial features
and whether this could be a diagnostic tool going forward.
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Dr Pietro Maffei Consultant Endocrinologist from Padua
University in Italy, was up next with his eagerly anticipated
presentation about the first baby born to a couple, where the
Mother is affected by Alstrom Syndrome. It was fascinating
to hear about the pregnancy. Although as he explained often
with AS, due to insulin resistance and fibrosis in the body, it
can be challenging to become pregnant.

The Mother who had a mild phenotype, carried the baby
until 35 weeks when health complications meant they
needed to perform an emergency caesarean. The baby was
born on the 22nd February 2021. Both Mother and baby are
doing well and were discharged from Hospital after 6 days.

The family would like to remain anonymous but we
f hope one day we may get to see a picture. The only

£ tmane W g one we have currently is from the ultrasound (pictured
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Next we welcomed Dr. Reham Khalaf-Nazzal, MD, PhD
(pictured right), Physiology and Medical Genetics from
the Faculty of Medicine from Arab American University/
Jenin and Dr. Emma Baple (pictured below), Clinical
Senior Lecturer (Genomic Medicine), Consultant in
Clinical Genetics from the Royal Devon and Exeter
Hospital, England. They discussed the partnership
between Exeter Hospital in England and the community
work happening across the Palestinian Territories. They
have found clusters of families affected by AS in a small
village in the Palestinian Territories and they are using
the facilities at Exeter Hospital, to implement diagnostic
genetic testing.

This community work between the two organisations
continues as they work together, to educate people on
the ground, in the communities and clinicians in the
Hospitals. They would like to work with ASUK to
promote the patient registry, translate the medical
handbook and work with the clinicians in Birmingham to
look at further testing and training for health care
professional and look at ways we can help these
communities going forward.
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Prof. Tim Barrett, Professor of Paediatric Endocrinology,
AS Paediatric Service Lead from Birmingham Women's and
Children's NHS Foundation Trust, talk was titled

‘Do you know your BP from your BMI?’

Prof. Barrett explained about how we can monitor our own
health at home and what the readings mean for us.

He gave some top tips throughout, about how we can lower
our blood pressure, such as reducing our salt, eating lots of
fruit and vegetables, avoiding saturated and trans fats and
tobacco, reducing our alcohol intake and having regular
exercise.

He also suggested that you take your blood pressure first thing in the morning as
this is when we are most relaxed, rather than when we have just finished a meal or
taken part in exercise. Everyone has their own targets, so always talk through
specific readings with your local health care provider.
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The next three talks were a real highlight, with families from
our community sharing their stories.

First up was Marina from Italy who shared her own family
journey of acceptance and resilience. Marina spoke about
‘reframing’:

Reframing is a way of changing the way you look at
something and you change your experience of it. It can turn
a stressful event into something either: traumatic or a
challenge to be overcome. It can depict a really bad day as
a mildly low point in overall wonderful life. It can see a
negative event as a learning experience.

Marina explained to try and see life through new eyes, by accepting, seeing the
funny side of situations, finding your new norm and sharing together with others.

She encouraged everyone to be the change you want to see:

1.  Complete the patient registry to build a worldwide picture of Alstrém Syndrome

2. Sticking together, Internationally and globally to learn more and support one
another

It was great to hear her top tips and uplifting quotes and phrases she has picked up
along the way.

N OB
é’é\é Alstrom Syndrome UK 2021 %{

ngth for today, hope for the futu V

Be_insp.reck Be You BeTogether S

1Accep{iéi_?9' and Conn"eéﬁn |

BE THE

You o'nfy = 7
bve once~ g (our 'Limaﬁeo( edition’ CHANGE

_— L
. R ANING/ [fearn & oo
CONSCIoUS

Mafma, Vadent: DEC!SloN

ccepbanc
PMOlﬂ

a . lighth eart’ednes_c

B e qlim ]
(B ps g AT NI g
It’s of OPENINGS—

youre%ﬂﬂr&lﬂ& them ! "PURPosE A’L L’l H‘N'C‘E S

Bringing the Alstrom Community Together




Then we heard from Jennifer from America, about
her three Amigos—sharing her family story of her
three boys being affected by AS.

Their fun loving, get up and go attitude, showed
through; especially as Chad has recently faced

one of the toughest years of his life. Chad went
into heart failure and spent 111 days in cardiac

ICU, but after rehab he is now doing well with a
heart pump.

Jennifer’s top tips are to embrace everyday, remember that you are the expert, your
kids can accomplish anything they put their mind to and take advantage of all the
resources and support available to you.
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Lexi our own ASUK Vice Chair was up next. Showcasing how
she overcame Covid-19 and became a dressage champion.

Lexi explained about her journey of riding and her love for
horses and how with lots of practice, anything can be
achieved. Lexi has recently come 1st, 2nd and 3rd place in
Dressage Championships—showing us all how it is done.

Her motto

‘“f L can do Lk, anyone can oo Ltl’
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We were delighted to welcome Archana Kulkarni,
Consultant Ophthalmologist, Paediatric Ophthalmology and
Adult Strabismus from South Warwickshire NHS Trust,
Warwick Hospital and Birmingham Women and Children’s
Hospital.

Archana discussed sight, support and beyond, looking at
the different lenses, tints and support aids which can help
people affected by vision loss.
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Cathy Chadwick-Rayner from our Breaking Down Barriers
project brought us a quick snapshot of scams and how to keep
you and our loved ones safe.

She highlighted the different forms of scams and top tips to
keep safe. Reminding us all to take 5 before acting, take a
moment to think, is this legit or could it be a scam.

You can all view her top tips and the video from the
conference on this important topic via the link below:

https://lyoutu.be/XU58YOBBzbw
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Alyssa Mendel, Research Project Manager, from Coordination for
Rare Diseases at Sanford (CoRDS) gave us a whistle-stop tour of

the Sandford Research Unit and explained all about the AS Patient
Registry and why it is important for everyone to be involved.
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Robin Marshall (Alstrom Syndrome International) and Ann Chivers (ASUK
Executive) also went on to explore this topic further.

Co MMUNICATE

Robin explained ‘I implore you, wherever you be in the world to
take the time, find the person you need to help you translate it
and help you fill-it out. Get it done soon, because the sooner
you do, the sooner you greatly improve the chances that we
will indeed find further treatments. There are lots of wonderful
things happening in the world right now, because there are
lots of Scientists jumping in.’
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Thank you

On behalf of ASUK, ASI and ASSAI we would like to say a big thank you to all the presenters who
contributed in making this second virtual conference such a success; and of course a huge thank
you to everyone who attended, the more we know the better the treatment and management of
Alstrébm Syndrome. Alone we are strong, together we are stronger!

A HUGE THANK YOU to AS Canada who kindly supported the conference and future AS Global
work and to the Clinicians, Researchers and Presenters for giving their time so generously and
making this a truly memorable event.

%{iﬁ‘?ﬁl Alstrom S%\fdrome UK

Why not listen again? — you can find further information, including the conference recordings
on the ASUK website: http://www.alstrom.org.uk/as-global/#AS-Global-Conference-2021

What’s next?

Well, we will be collaborating with our friends, families and professionals from around the world to
host webinars throughout the year on topics to bring the AS community together. From
discussions around eye health, to staying healthy, through to ways to stay independent and ways
to keep everyone connected around the globe. If you would like to be involved, present or send
us an article then please get in touch with Catherine by email catherine.lewis@alstrom.org.uk

We look forward to seeing you all again soon!
“I think the global collaboration is wonderful! A dream come ftrue, really.”

‘I thought the last global conference was good but todays was exceptional, full
of information and stories from inspirational people from the Alstrom families
around the world. Well done Team!”

It’s all about team work!
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The numbers!
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