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INTRODUCTION
Prader-Willi syndrome (PWS) is a rare and complex genetic dis-
order that affects approximately 1 in 15,000 people worldwide. 
It was first described by Swiss doctors Andrea Prader, Alexis 
Labhart, and Heinrich Willi in 1956. PWS is characterized by a 
wide range of physical, cognitive, and behavioural symptoms, 
making it a challenging condition to understand and manage. 
This will delve into the intricacies of Prader-Willi syndrome, 
exploring its causes, symptoms, diagnosis, and treatment op-
tions.

DESCRIPTION
Prader-Willi syndrome results from genetic abnormalities on 
chromosome 15. It is caused by the loss of specific genes on 
this chromosome, primarily in the 15q11-q13 region. Approx-
imately 70% of individuals with PWS have a deletion on the 
paternal chromosome 15, meaning that critical genes in the 
15q11-q13 region are missing. This deletion typically occurs 
de novo, meaning it is not inherited from a parent but aris-
es spontaneously. In about 25% of PWS cases, both copies 
of chromosome 15 are inherited from the mother, leading to 
UPD. In these instances, both copies of the critical genes are in-
active, resulting in the syndrome. The remaining cases may be 
due to imprinting center defects or mutations within the criti-
cal genes. These genetic irregularities disrupt the regulation of 
appetite, growth, and various other functions, contributing to 
the hallmark features of PWS. Prader-Willi syndrome is a mul-
tisystem disorder with a spectrum of symptoms that can vary 
in severity. Perhaps the most well-known aspect of PWS is an 
insatiable appetite. Individuals with PWS lack the sensation of 
fullness, which can lead to chronic overeating and obesity if not 
closely monitored. Infants with PWS often have poor muscle 
tone, leading to motor development delays. Many individuals 
with PWS suffer from growth hormone deficiency, resulting in 
short stature and delayed puberty. Individuals with PWS may 
have intellectual disabilities ranging from mild to moderate, af-
fecting learning and adaptive skills. PWS is associated with be-

havioural problems, including temper outbursts, compulsivity, 
and stubbornness. Individuals with PWS may have narrow fore-
heads, almond-shaped eyes, and a thin upper lip. Sleep distur-
bances, including sleep apnea, are common in individuals with 
PWS. Diagnosing Prader-Willi syndrome involves genetic test-
ing, typically through DNA methylation analysis to detect ab-
normalities in the 15q11-q13 region. Early diagnosis is crucial 
for effective management, as it allows for the implementation 
of strategies to address the unique needs of individuals with 
PWS. Prader-Willi syndrome is a lifelong condition, and there is 
currently no cure. However, there are various therapeutic ap-
proaches to manage its symptoms and improve the quality of 
life for affected individuals. Given the constant feeling of hun-
ger, individuals with PWS require strict dietary control. Caregiv-
ers and healthcare professionals must carefully monitor calorie 
intake, promote a balanced diet, and establish a structured 
mealtime routine. Growth hormone replacement therapy is 
often recommended for children with PWS to address growth 
hormone deficiency, improve height, and promote muscle 
mass development. Behavioural and psychiatric therapies are 
crucial for managing the emotional and behavioural challeng-
es associated with PWS. These interventions help individuals 
develop coping strategies and emotional regulation skills. Ad-
dressing sleep issues is essential to improve overall well-being. 
Identifying and treating sleep apnea and other sleep disorders 
can lead to better sleep quality.

CONCLUSION
Prader-Willi syndrome is a complex genetic disorder that pres-
ents a unique set of challenges for affected individuals and their 
families. While there is no cure, early diagnosis and a compre-
hensive, multidisciplinary approach to care can significantly 
improve the quality of life for those with PWS. Research into 
the genetic and neurological underpinnings of this syndrome 
continues, offering hope for more effective treatments in the 
future. Increased awareness, research, and support networks 
are essential in the quest to enhance the lives of individuals 
living with Prader-Willi syndrome.


