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With your help we have hope

Photos of individuals with Alström Syndrome 

Alström - so difficult to detect
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Alstrom Syndrome in both children and adults can often go undiagnosed. Alström Syndrome UK is now creating much greater awareness and spearheading important research.
Alström Syndrome is a very rare inherited condition which affects the body’s metabolism with particular impact on all major organs including the heart, lungs, kidneys and liver. Dilated cardiomyopathy is often detected in young babies and often leads to premature death. Kidney failure may also occur.
During childhood, patients suffer deteriorating eyesight, which may include nystagmus and photophobia, which often leads to blindness. Hearing loss and Type 2 diabetes is also common.
It is often difficult to detect Alström Syndrome. There are presently just over 700 cases known worldwide and about 200 families in the UK could be suffering although a history of poor diagnosis almost certainly hides many more. 

Alström Syndrome UK (ASUK) was formed in 1998 after the founder and chief executive Mrs Kay Parkinson’s children were diagnosed aged 15 and 18. She was told it was extremely rare and only 12 other patients were then known to have the syndrome.
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Alström Syndrome has 
similar characteristics to the Laurence-Moon-Bardet-Biedl Syndrome. Important differences between the two were first discovered by 
Carl-Henry Alström and
three associates in 1946.
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Alström Syndrome UK founder and Chief Executive: Kay Parkinson
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Our clinics are the first in the world
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ASUK maintains the only UK database of patients affected by Alström Syndrome and can ensure that everyone is seen at least once or twice a year at multi-disciplinary clinics - and more frequently if necessary. These clinics are the first in the world for this condition. 
ASUK is commissioned by The National Specialised Commissioning Team which was re-named NHS Specialised Services (AGNSS) from September 2010. It is the national organisation responsible for the commissioning of specialised services that help improve the lives of children and adults with very rare conditions.
ASUK not only maintains the UK database, but organises clinic listings and provides family support for this service.
The clinics are vital for maintaining
optimum health. They also provide a 
chance to meet with other patients 
similarly affected and provide mutual support. Identification of problems 
early will hopefully delay progression 
of the disease.
Preparations are currently in hand for the move of the adult clinic from Torbay to the Queen Elizabeth Hospital in Birmingham.

ASUK Chair – Dr Dan Jagger
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Dr Dan Jagger, ASUK Chair, has been involved with other University College London (UCL) scientists and representatives of family support groups, to set up the Ciliopathy Alliance UK (www.ciliopathyalliance.org.uk). 

It is now known that Alström Syndrome is a cilia condition and by uniting with others similarly affected we can widen our research and promote greater awareness of Alström Syndrome.

The alliance was officially launched at a Ciliopathy Awareness Day at UCL on 29th November 2010.  With the help of ASUK, the alliance successfully applied for an Awards for All grant (value £10,000) to help establish the organisation. 

More than 130 people registered for the symposium, representing universities, hospital departments, charities, family support groups, and policy-making organisations. The event was also supported by Deafness Research UK and the Beacons for Public Engagement.

The aims of the alliance are to:

· Share knowledge and understanding

· Promote awareness of ciliopathies and the respective patient organization

· Encourage collaborative research and facilitate where possible

· Apply for research funding from government, trusts and foundations
Highlights of the year 2010

· The start of a three-year world-leading research project, funded by a £350,000 Big Lottery Grant, which brings new hope for those suffering with Alström and other diseases.
· Establishment of a Child Development Post funded by a grant from BBC Children in Need. This ensures our children and young people are fully supported in their homes, at school and on organised activities.
· Development of the first specialist training programmes for Alström Syndrome to create much greater awareness particularly among people in the health, education and social sectors.
Chief Executive – Kay Parkinson
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Fundraising through voluntary income during 2008-09 remained steady despite the economic downturn. To maintain the momentum, we have a specific fundraiser to identify and build relationships with Charitable Trusts. Staff and families also play an important part in fundraising.
Income is used to provide equipment for those who need it and to support the work of the Family Development Officers e.g. by funding training, the annual family conference and raising awareness in schools where there may be an Alström child.

Our 12th annual family conference was held in Leeds at the Crown Plaza Hotel and we were fortunate to enlist some excellent speakers on a range of subjects from ‘How Alström Syndrome affects the Eye’ to presentation about  kidneys and explanations of autosomal recessive conditions. We received excellent feedback from our families and they also gave us some good ideas for future conferences. 
Our Asian family support worker has developed some very positive relationships with families living in and around the Leeds area. When the post was developed, only three Asian children were attending the multi-disciplinary clinics and we now have a total of 14. The majority of these children have quite complex needs.

The Child Development post, a three-year project funded from BBC Children In Need, is shared by two people who are able to cover the whole of the UK.  In this first year, we have focused on developing relationships with our families and learning about each young person and their individual needs and created awareness of Alström Syndrome within their communities.

We plan to offer residential breaks next year where our young people will develop their independence, daily living and social skills. Our aim is to support families to improve health through diet and exercise and to reduce the isolation that many of our young people experience.  

ASUK have developed the first training programmes for Alström Syndrome in conjunction with training providers from Hearfirst, a specialist deaf/disability training organisation. 

The first one-day ‘Understanding Alström Syndrome’ course took place on 1st April 2010 at Torbay Hospital.  Courses in Worcester, Birmingham and Yorkshire followed.  A total of 56 people have now received the training and feedback has been very positive. Course attendees have come from a wide variety of backgrounds including teachers, doctors, social workers, school welfare staff etc., and parents will also be able to use the tutorials.

The one-day course is CPD approved by the Royal College of Physicians (code 55493) and is worth 6 credits (clinical).
The next one-day training course is planned for 28th April 2011 and will be in the North West.  To find out more contact Julie@hearfirst.org.uk
Major research brings new hope
New link with Cambridge University
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In the spring of 2010, ASUK started a three-year research project, “Giving hope to Alström Patients,” funded by a £350,000 Big Lottery Grant.
ASUK has brought together the UK’s foremost clinical experts in Alström Syndrome from Torbay General Hospital and Birmingham Children’s Hospital with world-leading research scientists at the Metabolic Research Laboratories in Cambridge University’s Institute of Metabolic Science. 

Led by ASUK, the project combines clinical studies using volunteer patients who attend the regular AS clinics and fundamental stem cell research. This is a unique collaboration, which will deliver:
· The first wide-ranging, structured research programme into Alström Syndrome 

· The first national clinical database of Alström patients

· The first Alström Syndrome tissue bank

· The first-ever stem cell research into Alström Syndrome

Importantly we expect:

· To discover more people who have never before been correctly diagnosed with AS and therefore not been given the best treatments

· To be able to improve management of this difficult to treat condition

· To be able to better predict the course of the disease 

· To take the first steps to genetically engineered treatments
The project is being managed by ASUK programme manager Dr Mike Hales. Dr Dan Jagger is a member of the steering committee for the Big Lottery award and has attended meetings to receive updates and plans for the period of the award.
The Directors

· Dr Daniel Jagger (Chair)

· Kevin Goodwin
· Jane Entwistle

· Mark Millais
· Alexander Rayson

· Elena Pryde
· Michelle Hough

· Lesley Porter
The Directors are assisted from time to time with input from Professor Timothy Barrett, clinical lead for the Alstrom’s children clinic at Birmingham Children’s Hospital, and Dr Richard Paisey, adult clinical lead at Torbay Hospital, and the Directors would like to formally express their gratitude for their dedication to Alström patients. 
They would also like to thank Dr Tarek Hiwat and Dr Rob Cramb from the Queen Elizabeth Hospital (QEH), Birmingham, for attending clinics in the past year in readiness for the adult clinic move to QEH.
Activity Breaks
Photo of paraglider taking off from hillside
With thanks to the Four Acre Trust we have been able to send a number of our young adults on activity holidays with the Calvert Trust.
These holidays provided new and enjoyable ways of exercising which is vital for our members’ health as well as proving to be great fun.
Other valuable sources of information
Graphics of Alström Syndrome newsletter, website and medical handbook
Newsletter: ASUK provide quarterly newsletters which are sent out to families, patients and carers. 
Copies are also available to download on the web site in various formats.
Website: For the benefit of the general public, patients, carers and professionals we provide and maintain a web site which gives details of the clinics, information about the syndrome and includes a medical section with all published papers on the disease.
Medical handbook:
ASUK also 
maintain and 
update the only 
medical handbook on Alström Syndrome.
Finances in Brief
Directors’ report - Year ended 31 March 2010

A summary from the financial statements of the company for the year ended 
31 March 2010
Total resources received - £214, 489 (£154,664 in year ended 31 March 2009)
(Donations, BBC Children in Need, Big Lottery, NCG Commissioning, bank interest)

Total resources expended - £172, 046 (£122,442 in year ended 31 March 2009) (Contracted services and support, financial support, fundraising costs, training, travel and accommodation, administration)

A copy of the full Annual Report and Accounts can be obtained from: 
ASUK Chief Executive Kay Parkinson

Registered Office: 49 Southfield Ave, Paignton, South Devon, TQ3 1LH
A Tribute

We shall never forget all those who have fought against the effects of Alström Syndrome with great determination and courage and we shall continue to find ways to bring fresh hope to those who battle with this condition daily - and to their families.
Alström Syndrome UK needs your continued support

There are many ways in which you can help. 

In the first instance, please contact Julia Scott through the ASUK office at 

49 Southfield Ave, Paignton, Devon, TQ3 1LH

Tel: 01803 524238 or email: info@alstrom.org.uk
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Major research work is being funded by a Big Lottery medical and scientific grant awarded to Alström Syndrome UK
