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1. The Prader-Willi Syndrome Association Ireland 

This submission is being made by the Prader-Willi Syndrome Association Ireland (PWSAI). 

PWSAI is a volunteer-run membership organisation, which was originally established by 

parents in the late 1980s as a support group for people with PWS and their families. PWSAI's 

mission is to raise awareness and understanding of PWS and to improve the choice and 

quality of care, education and support for persons with PWS.  Specific activities undertaken 

by PWSAI include the hosting of conferences and family support events and the provision of 

information about PWS to families and professionals.  More information about PWSAI can 

be found on its website: www.pwsai.ie 

 

2. An overview of Prader-Willi Syndrome (PWS) 

Prader-Willi syndrome (PWS) is a complex genetic disorder that results from the absence of 

normally active paternally expressed genes from the chromosome 15q11-q13 region.  Prader 

Willi Syndrome occurs equally in males and females and affects all races. 

The prevalence rate for PWS is commonly cited as 1 in 15,000 live births (Prader-Willi 

Syndrome Association USA 2014), although prevalence estimates have varied significantly 

across studies (Whittington, Holland et al. 2001).   PWSAI estimates that approximately 100 

people with a diagnosis with PWS are living in the Republic of Ireland
1
.   

A good overview of the health needs of children with PWS has been written by the 

Committee on Genetics of the American Academy of Pediatrics (The Committee on Genetics 

of the American Academy of Pediatrics 2011).  Published research on the use of medical care 

by adults with PWS is also available (Sinnema, Maaskant et al. 2013).  

 

                                                           
1
 The National Centre for Medical Genetics diagnosed 91 people with PWS between its opening in 1995 and 

2013.  PWSAI is aware of a small number of others who have a diagnosis of PWS and are living in Ireland. 
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While each person with PWS may be affected to a greater or lesser degree by different 

characteristics, key clinical features of Prader-Willi Syndrome can be identified and are listed 

here.   

 

Hyperphagia, which frequently results in obesity, has been described as the most striking 

feature of Prader-Willi Syndrome (Holsen, Zarcone et al. 2006). Regardless of their 

intellectual capacity, people with Prader-Willi Syndrome  typically need to live all their lives 

in environments in which all access to food is restricted.  "Without adequate weight control 

and management of eating behaviors, massive obesity and associated complications of 

diabetes, obstructive sleep apnea, and right-sided heart failure occur" (The Committee on 

Genetics of the American Academy of Pediatrics 2011). 

 

Reduced calorie needs.  People with PWS have significantly reduced calorie requirements 

relative to others (Miller, Lynn et al. 2013). While traditionally PWS was described as having 

two nutritional stages: poor feeding, frequently with failure to thrive (FTT) in infancy (Stage 

1), followed by hyperphagia leading to obesity in later childhood (Stage 2), more recent 

research has suggested a more gradual and complex progression of the nutritional phases than 

the traditional two stages described (Miller, Lynn et al. 2011). 

 

Gastroparesis and gastric rupture.  Recent research has suggested that gastroparesis is 

common in PWS and deaths have occurred due to gastric rupture and necrosis among people 

with PWS (Stevenson, Heinemann et al. 2007). 

 

Sleep disorders. Adults and children with Prader-Willi syndrome frequently have sleep 

disorders, including disruptions of the normal sleep cycle and sleep apnoea (Barbera, Voloh 

et al. 2010). 

 

Scoliosis. Scoliosis is very common in Prader-Willi syndrome and typically requires 

treatments including bracing and surgery (van Bosse 2010). 

 

Growth hormone deficiency.  Growth hormone is insufficient in all but a small number of 

children with PWS and growth hormone treatment is typically advised (Deal, Tony et al. 

2013). 
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Other Endocrine problems. These may include hypothyroidism, central adrenal 

insufficiency, hypogonadism and complications of obesity such as type 2 diabetes mellitus 

(Emerick and Vogt 2013). 

 

Behavioral difficulties. A characteristic behavioral pattern typified by temper outbursts, 

stubbornness, controlling and manipulative behavior, compulsive-like behaviors and 

difficulty with change in routine begins in early childhood in 70–90% of affected individuals 

(Dykens, Cassidy et al. 1999).   

 

Psychiatric disorders, including psychosis, are associated with PWS (Forster and Gourash 

2005).   

 

Self-injurious behaviours, most commonly skin-picking, are very common in PWS.  

Neither behavioural nor pharmacological treatments have succeeded in consistently reducing 

skin picking in PWS (Grant, Odlaug et al. 2012).   

 

Autism Spectrum Disorder.  Many people with PWS have co-occurring autism spectrum 

disorder (Dykens, Lee et al. 2011). 

 

Hypotonia is a key feature of PWS and results in developmental delays and difficulty with 

physical activity throughout life.    Osteoporosis is also common (Prader-Willi Syndrome 

Association USA 2008).  

 

Speech problems.  Speech is often delayed and poor articulation can cause communication 

difficulties throughout life (Lewis 2006). 

 

Intellectual disability. Mild to moderate impairment in intellectual functioning is common in 

PWS with average IQ often cited at around 70 (Prader-Willi Syndrome Association USA 

2014). 

 

Others: Hip dysplasia, urinary incontinence, dental and salivary abnormalities, eye 

conditions including strabismus, constipation, and incomplete sexual development are among 

the many other medical difficulties associated with PWS. 
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3. Medical Needs of People with Prader-Willi Syndrome 

 

The headings used in this section to describe the medical needs of people with PWS are those 

proposed by the Expert Panel in their online feedback form. 

 

GP Visits 

GP visits often result from respiratory difficulties, infections caused by skin-picking, gastric 

problems,  frequent/reoccurring chest infections and cellulitis. 

 

Medicines 

While medication requirements naturally differ from person to person and from age group to 

age group the following medications are frequently required by people with PWS: 

 Growth hormone; 

 Underactive thyroid medication; 

 Sex hormones; 

 SSRIs (e.g. Prozac); 

 Inhalers; 

 Osteoporosis medication (e.g. Fosamax); 

 Fish oils, Calcium, Vitamin D. 

 

Therapies 

From birth onwards  people with PWS typically require extensive and ongoing therapeutic 

interventions.  These include: 

 physiotherapy; 

 occupational therapy; 

 speech and language therapy; 

 hydrotherapy; 

 dietetics; 

 psychology; 

 orthotics; 

 dental inventions. 
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Aids and Appliances  

Babies and young children with PWS require a range of appliances oriented towards 

encouraging gross and fine motor development - e.g harnesses for hip dysplasia, walking 

frames and aids and special footwear.  Supportive seating is also typically required.  Back 

braces and casts are commonly used by those with scoliosis.  Inhalers may be required for 

respiratory difficulties.  CPAP and BiPAP machines are frequently used by those with sleep 

apnoea.  Growth hormone injection pens and needles are used.  For those with limited 

mobility, wheelchairs, hoists, stair lifts or modifications to stairs may also be required. 

 

In-patient treatments 

Newborn babies with PWS often spend the first months of their lives in intensive care units.  

Children and adults with PWS are typically seen by endocrinology consultants, respiratory 

consultants, orthopaedic consultants, ophthalmic consultants and gastroenterology 

consultants.  Common reasons for inpatient admissions include admissions for scoliosis and 

other orthopaedic surgeries, sleep studies for sleep apnoea, respiratory infections, testing for 

growth hormone, tonsillectomies, orchidopexies and eye surgeries.  Complications resulting 

from obesity can also lead to lengthy hospitalisations as can psychiatric illness.   

 

Respite care requirements 

There is currently one long-term residential (non-respite) unit that caters for 6 adults with 

PWS in Ireland.  While a PWS-specific respite service has long been an aspiration of 

PWSAI, no such service exists, which is putting an almost unbearable strain on some 

families.  Some families have accessed limited respite services (e.g. 3 hours per week) 

through various service providers in different parts of the country. 

 

 

4. The "hidden costs" of Prader-Willi Syndrome 

In addition to the overt medical costs associated with PWS, we would like to make the Expert 

Panel aware of the many "hidden costs" associated with PWS.  These costs may not be 

immediately apparent to outsider observers but are, nonetheless, a direct result of PWS.  They 

include: 
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Food security costs.  Food must generally be secured away from children and adults with 

PWS, requiring that kitchens and larders should be separate from other living spaces and 

locked. This can be a huge burden especially for people living in open plan homes and is a 

particular problem for families in rented accommodation where kitchen modifications may 

not be approved by their landlords. Significant costs arise as a result of this feature of PWS as 

families who own their own homes may need to modify them and renters may need to move 

to more appropriate and potentially more expensive homes. 

 

Restricted diet costs 

People with PWS require a carefully monitored diet, which results in specialist and more 

expensive low fat and low sugar content food products being necessary. 

 

Transport to and from appointments.  It is not uncommon for people with PWS to be in 

regular contact with up to 20 medical and therapeutic professionals.  For families based 

outside Dublin travel to and from the major children’s hospitals in Dublin is particularly 

expensive.   

 

Administration costs associated with medical, therapeutic and other appointments (e.g. 

phone calls, photocopying reports, writing letters requesting services).  High administration 

costs arise particularly in the case of rare disabilities like PWS where families often find 

themselves in the position of having to provide detailed information about the syndrome to 

the professionals caring for the person affected. 

 

Shoes and clothes.  While all people require shoes and clothes, the particular characteristics 

of many people with PWS often means that standard sizes simply do not fit and parents are 

forced to buy specialist products or pay for modifications to generic products where 

specialised products are not available. 

 

Individual care.  While children without disabilities can usually manage in group childcare 

and activity settings (e.g. afterschool clubs and summer camps) the many food-related, 

behavioural and physical characteristics of PWS means that most people with PWS need 

constant individual supervision.  This can lead to significantly increased care costs.   
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Exercise classes.  Exercise is essential but very difficult for most people with PWS due to 

poor muscle tone/balance.  As a result many families pay for individual sports classes on an 

ongoing basis (e.g. swimming lesson or hippotherapy classes, which help improve muscle 

strength). 

 

Learning and exercise aids.  Family members of people with PWS often spend significant 

sums of money on physical aids (e.g. exercise equipment, extra books, learning toys) to help 

their children exercise, keep up with school work and learn to participate to the best of their 

ability among their peers.  

 

Finally, having a child with PWS very often results in one parent giving up work to care 

fulltime for that child.  Not alone do many families with PWS have significantly increased 

costs, therefore, but they frequently also have significantly reduced incomes. 

 

5. Conclusion 

Prader-Willi Syndrome is a severely disabling genetic condition.  While some treatments are 

available there is no cure.  Although the rarity of PWS has resulted in a lack of awareness of 

the condition among the general public and, sadly, also on the part of some medical 

professionals, the medical needs of people with PWS are extensive and well-established.   

PWS-specific clinics take place in the Adelaide and Meath Hospital. Growth hormone 

treatment is recognised by the Irish state as an appropriate treatment for PWS and is covered 

under the Drugs Payment Scheme.  The need for appropriate long-term residential care for 

adults with PWS is recognised by the Irish state, which funds a residential house exclusively 

for adults with PWS in Dublin.  Due to the disabling nature of this life-long condition and the 

extensive medical needs of people with PWS, PWSAI calls for medical cards to be 

automatically granted to all those diagnosed with PWS. 
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