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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 ónoô 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. 

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! 
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The first sessions of the day, centred around research and 
discoveries. Qianwen Zhang and Dr. Xiumin Wang, Chief of 
Department of Endocrinology, from Shanghaiôs 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. 

 

 

 

 

 

 

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. 



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 
hope one day we may get to see a picture. The only 
one we have currently is from the ultrasound (pictured 
left) which shows the baby developing at the regular 
rate with no health complications. 
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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  
óDo you know your BP from your BMI?ô  

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. 


