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A message from the president

Advances in knowledge 
that lead to significant 
improvements in the lives of 
people with PWS and their 
families are inevitably slow 
and iterative in nature - small 
amounts of new knowledge 
accumulate, sometimes this 
knowledge leads nowhere, at 
other times a significant leap 
in understanding is possible 
from the combined published 
information. Examples of such advances include the 
original description of the syndrome from different countries 
following Prader’s own report; the delineation of the different 
genetic mechanisms that lead to PWS and, specifically, the 
identification of the importance of this genetic phenomena, 
‘genomic imprinting’; the characterization of the relative 
growth and sex hormone deficiencies and the development 
of the case for growth hormone supplementation; a better 
understanding of the different biological mechanisms 
that underpin the over-eating behaviour and therefore an 
improved understanding as to how the food environment 
needs to be managed; and a better characterization of the 
behavioural and mental health problems that commonly 
affect people with PWS and the forms of interventions that 
might be effective. These, predominantly clinical studies, 
are further informed by investigations of human brain tissue 
and the development of genetic mouse equivalents of PWS. 
Laboratory based research, such as this, aims to investigate 
the mechanisms that might explain why the genetic 
abnormality leads to the particular problems associated with 
having PWS. 

 

Where are we now with all this? My personal view is that we are beginning 
to move into a new phase of research, that of intervention trials. This has 
already happened with hormonal studies where findings from research 
have led to the use of growth hormone supplementation – this is now 
standard practice. The hope eventually is that other aspects of PWS will be 
amenable to interventions, such as the eating behaviour. In Cambridge we 
are undertaking a ‘proof of principle’ study of the use of a novel intervention 
for the over-eating behaviour – vagus nerve stimulation by the surgical 
implantation of a small stimulator (a bit like a heart pacemaker). The vagus 
nerve is one route whereby information reaches the brain from the gut 
thereby influencing eating behaviour. 

Vagus nerve stimulation has been used to treat very problematic epilepsy 
and has been shown incidentally to lead to significant weight loss in 
those who happened also to be obese. Whether this will enable people 
with PWS to have an improved sense of satiety and fullness after eating 
and thereby to eat less remains to be seen. However, it is an example of 
how a better understanding of brain mechanisms, together with, in this 
case, a serendipitous observation can lead to the potential for meaningful 
interventions. Similarly, at the University of Glasgow, a particular type of 
brain scanning is being used to investigate why people with PWS may all 
too readily develop mood disorders or a psychotic illness. This study aims to 
identify whether particular brain transmitter systems are unstable or in some 
way abnormal. The findings from such research should provide the basis for 
rational interventions. 

This year has seen the ending of the EU funded PWS research project. The 
basic science and clinical aspects of this project were briefly reported at a 
meeting held at Fitzwilliam College, Cambridge, in December 2008. These 
will be published shortly. As part of this initiative an internet-based secure 
clinical research database has been established to support studies across 
the EU so that some of the research difficulties relating to the rarity of PWS 
can be overcome. Unfortunately we failed in our bid for Big Lottery funding to 
take this development to the next stage but we will keep trying to obtain the 
necessary financial support from other sources. 

Progress is being made and the UK PWSA has always had a leading 
role in this. We have strong partnerships between the Association and 
research groups in the UK – this is essential both to support research and 
to disseminate any findings. Other developments, such as specialist clinics 
and the support networks, are very important however, like funding for 
research, they are potentially under threat because of the financial situation. 
The Association must continue its advocacy role and ensure that robust and 
credible arguments are put forward so that research continues and that local 
and expert support is available to people with PWS and their families.

Tony Holland
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what is 
prader-willi syndrome?

What is Prader-Willi Syndrome?
Prader-Willi Syndrome (PWS) is a complex medical condition that 
affects both boys and girls from the moment they are born and 
continues to affect them throughout their lives.

People with PWS have multiple disabilities which include:

•	 an obsession with food and eating from about the age of two 
	 years onwards (hyperphagia)
•	 poor muscle tone (hypotonia)
•	 learning difficulties, varying between mild and severe
•	 lack of normal sexual development (hypogonadism)
•	 emotional instability and lack of maturity in social skills
•	 short stature

Why is it called
Prader-Willi Syndrome?
A syndrome is a group of features that occur together to characterise a 
disorder. The characteristics associated with PWS were first described in 
1956 by three Swiss doctors: A Prader, H Willi and A Labhart - hence the 
name.

Why do people have
Prader-Willi Syndrome?
People do not catch Prader-Willi syndrome, nor can they grow out of it. It 
is a genetic condition caused by an abnormality on chromosome 15. It is 
rarely hereditary, usually being caused by an accidental occurrence at the 
time of conception, neither parent being to blame. It can therefore occur 
in any family and normally only one child is affected. The birth incidence is 
thought to be about 1:22,000, and it is believed that many people are still 

undiagnosed. However, as awareness and knowledge grows, 
more and more children are now being diagnosed at or shortly 
after birth. 

What is it like to have
Prader-Willi Syndrome?
After birth, babies with PWS have difficulty with sucking and 
feeding and may not thrive well in the first few months of life. 
Walking and talking milestones usually occur later than average. 
Between the ages of two and four years, the appetite increases 
and, in the vast majority of cases, results in an obsession with 
food and eating. This almost continual hunger is probably due to 
a disorder affecting the hypothalamus in the brain.

People with PWS also have poor muscle tone and an abnormal 
body composition and use up less energy than most other 
people. This, combined with the effects of overeating, means 
that if a person’s food intake is not controlled, gross obesity 
results, which can become life-threatening from an early age. 
However, with proper dietary management and controlled 
access to food, people with PWS are able to keep within 
reasonable weight levels. Growth hormone treatment has also 
been shown to help both muscle tone and stature in children 
with PWS for whom the treatment is appropriate.

Most people with PWS have learning difficulties, although in 
many cases these are relatively mild. They are usually warm, 
friendly and loving, but they may also have temper tantrums or 
rages, and many have obsessive or stubborn traits in speech 
and behaviour.

People with PWS need life-long support to reach their full 
potential, but when this is in place, they can make a valuable 
contribution to the community in which they live.

Patrons
HRH Princess Michael of Kent

President
Prof AJ Holland
BSc, MBBS, MRCP Psych, M Phil

Contact for Information
For further information about our work  
please contact:

PWSA (UK)
125a London Road
Derby DE1 2QQ
Tel. 01332 365676 Fax. 01332 360401
Admin@pwsa.co.uk
www.pwsa.co.uk

Donations
We are grateful for all donations towards our 
work. Cheques should be made payable 
to “PWSA (UK)” and sent to the contact 
address.

The PWSA (UK) is a registered charity, formed 
in 1981.
Reg charity no. 284583
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Improving the future 
for people 
with Prader-Willi Syndrome

Left to Right

Andrew Canning admiring family friend Frank O’Brien’s 
Flora London Marathon medal.

Marion Bird running across Tower Bridge during the 
Flora London Marathon.

Northern Ireland group supporters after completing the 
Hadrian’s Wall Walk.


