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Be Inspired. Be You. Be Together 

In true virtual style, with over 100 registrationsé the Alstrºm community came 
together; to learn from one another and share their stories at the 2022 AS Global 
conference. This year it was bigger than ever with families and professionals from 
24 countries joining online.  

The 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. 

We know that having an ultra-rare condition like Alstrºm Syndrome can sometimes 
be a lonely place; feeling that no one really knows what you are going through. The 
global conference is an opportunity to talk and learn together. It shows us all the 
strength, resilience and support for each other throughout our ultra-rare community. 

On Saturday 3rd December 2022, the day started with a warm welcome from Ann 
Chivers, AS Global Executive Director this was followed by presentations from 
Germany, Italy, the UK, and America who shared their knowledge and experience.  



 

Bringing the Alstrºm Community Together   

The first session of the day, centred around a Dadôs ambition to 
provide support and research opportunities in Germany. Bernd 
shared his story of how his 10 year old Son Ben, creates artwork 
that is joyful; inspiring others to follow their dreams.  

Bernd explains that he felt he couldnôt accept doing nothing after 
his Son, Ben was diagnosed at the age of 4. So he shared his 
emotional journey to find more families affected by AS in 
Germany to try and support them through research, awareness 
raising and building a supportive network. 

Bernd said that Benôs art captures peoples imagination, raising 
awareness to empower others to be ambitious and do what they 
love doing. 



Dr Pietro Maffei, Consultant Endocrinologist from Padua 
University in Italy led next with his popular session óLive Life 
on the Med!ô, all about the benefits of following a 
Mediterranean diet. Pietro shared his top tips of how 
discovering the delicious and colourful fresh food of the 
Mediterranean can help keep you healthy. 

The diet originated from Southern Italy and Greece in the 
1960ôs, where Physicians began to recognise the link 
between fewer cardiovascular disorders in those who had 
fresh, good quality foods. 

They studied the diet; it centred around an abundance of 
fresh fruit and vegetables, wholemeal pasta, bread, grains and olive oil as their 
main source of fat. Dairy and cheese was eaten in limited amounts. Fish and white 
meat was eaten several times a week, whereas red meat was restricted to only a 
few times a month. Sugary sweets and sweet bakery products were very limited. 

The concept was simple, no calorie counting or complex tracking and no foods 
were forbidden. Using herbs, spices, garlic, onion and lemon to flavour food. 

Pietro shared some statistics which showed the importance of education and a 
whole team and family approach to eating well. 

Pietro also stressed the importance of physical activity alongside a Mediterranean 
diet to look after your health and wellbeing. 
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Next we welcomed Professor Rick Steeds, Consultant 

Cardiologist, Queen Elizabeth Hospital, Birmingham, Deputy 

Director of Clinical Research, Institute of Cardiovascular Sciences  

and the Chair of the AS Medical and Scientific Advisory Group. 

Rick took us on a tour of the research happening across Europe. 

Rick emphasised the amount of growth in published papers about 

research into AS. This is mainly limited to single centre studies; either describing 

clinical manifestation or in basic research. Few studies are analysing therapy or 

disease. 

It was fascinating hearing all the developments and interest about AS around the 

world, the main points from his session were: 

¶ Heart transplants may have many limitations but it still remains an option 

¶ Future drug therapy may assist weight reduction for those with AS 

¶ Basic research into the ALMS1 protein indicates that this protein has an 
important role in the cell cycle 

¶ Identification of a potential new therapy for insulin resistance in France 

¶ One study showed a higher bone density on those with AS, related to 
reduction in bone turnover and this may be related to insulin resistance 

¶ Audiology research indicated that 94% of those with AS had dual-sensory loss, 

their hearing deteriorated with age at a rate of 1.23 dB per year 

¶ Research indicated 74% of those 
with AS had buccofacial apraxia 

which may be why patients often 

struggle to give the puff on a lung 

function test. 

 

Rick discussed the development of the 

AS Medical and Scientific Advisory 

Board, who had met twice in 2022 to 

look at worldwide collaborative work 

and identify gaps in research so we 

can look at ways to improve diagnosis, 

care and treatment for all affected by 

AS now and in the future.    
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The next presentation was given by Professor Rob Semple, Chair of 
Translational Molecular Medicine at the Centre of Cardiovascular 
Science, University of Edinburgh and Eleanor McKay, PhD student in 
Cardiovascular Science. They gave an overview of their research into 
the role that unhealthy fat tissue plays in diabetes, heart and liver 
problems that are often seen in people affected by AS. 

Eleanor explained the use of mice to study heart failure and diabetes 
for those affected by AS.  

The first part of the research looked at understanding heart failure. 
When they looked at the mice with the ALMS1 gene they had all the 
symptoms apart from heart failure, only the mice who were over 30 
years old and female showed some markers. Therefore mice arenôt a 
viable option at the moment for investigating heart failure. 

The second part of the study looked at why many people affected by AS have early 
onset and severe diabetes. The evidence showed that fat tissue looks damaged in 
AS and the importance the fat plays in health and energy. The results showed that 
if AS mutations are only in the fat tissue, the mice would still develop diabetes and 
they still had a fatty liver, caused by ófatty failureô. 

Two journal articles are planned to be published looking at the heart and 
metabolism.  

 


