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CONDITION

Prader-labhart-willi fancone syndrome

A genetic condition that affects appetite, growth, muscle tone, development, and hormone

function.

WHAT IT IS

Genetic condition affecting appetite, growth, development, and hormones

BODY SYSTEM

Brain, hormones, muscles, breathing, and digestion

MAIN SYMPTOMS

Infant weakness, feeding problems, intense hunger, developmental delay

WHAT CAUSES IT

Missing activity of paternal chromosome 15 genes

HOW IT IS DIAGNOSED

DNA methylation testing, followed by genetic subtype testing

MAIN TREATMENT

Food security, hormone care, and developmental support

CAN IT BE CURED?

No, the genetic change remains lifelong

IS IT AN EMERGENCY?

Sometimes, with breathing trouble or sudden abdominal swelling

LONG-TERM OUTLOOK

Lifelong support, with health strongly influenced by weight management

Overview

Prader-labhart-willi fancone syndrome is generally known in current medical practice as

Prader-Willi syndrome , or PWS. It is a lifelong genetic condition caused by missing activity

from a group of genes on chromosome 15.

The condition affects the brain areas that regulate hunger, growth, hormones, sleep,

temperature, and emotions. It also causes low muscle tone, meaning the muscles are less firm

and powerful than expected.

The pattern changes with age. Babies often have weak muscles and difficulty feeding. Later in

childhood, an unusually strong and persistent drive to eat usually develops. Without carefully

managed access to food, this can lead to rapid weight gain and related health problems.
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Developmental, learning, behavioural, and hormone-related differences are also common.

Their type and severity are not the same for everyone.

PWS is separate from Fanconi syndrome , which is a kidney-tubule condition. If this longer

name appears in a medical record, the diagnosis and genetic test results can clarify which

condition is meant.

Symptoms

Low muscle tone is often noticeable from birth. A baby may feel unusually floppy, have a weak

cry, or struggle to suck and swallow. Some babies need special feeding support because they

do not take in enough milk.

As children grow, the symptoms often include:

The increased drive to eat is called hyperphagia . It is caused by altered appetite regulation in

the brain, not by poor discipline or a lack of willpower. A person may search for food, take food,

or eat unsafe items when access is not controlled.

Hormone differences may cause incomplete sexual development, delayed or limited puberty,

and reduced fertility. Some people also have low thyroid hormone levels or reduced growth

hormone activity.

Other possible features include small hands and feet, scoliosis, which is a sideways curve of

the spine, reduced sensitivity to pain, and difficulty regulating body temperature. Not everyone

has every feature.

- Delayed sitting, walking, speech, or other developmental skills

- Short stature and reduced muscle strength

- An intense, persistent interest in food

- Difficulty feeling full after eating

- Learning difficulties or mild intellectual disability

- Emotional outbursts, anxiety, rigid thinking, or trouble with change

- Repetitive behaviours, including skin picking

- Daytime sleepiness or disrupted breathing during sleep

Causes and risk factors
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PWS occurs when certain genes from the father's copy of chromosome 15 are missing or

inactive. These genes normally need to be active on the paternal copy because the matching

genes on the maternal copy are naturally switched off. This pattern is called genomic

imprinting .

Several genetic mechanisms can cause this loss of activity. A section of the paternal

chromosome may be deleted. A child may receive two copies of chromosome 15 from the

mother and none from the father. Less often, there is a problem with the genetic switch that

controls imprinting or another chromosome rearrangement.

Most cases happen as a new genetic event. They are not caused by anything a parent did

before or during pregnancy.

The chance of the condition occurring again in a family is usually low, but it can be higher with

certain imprinting changes or chromosome rearrangements. The specific genetic subtype

must be identified before recurrence risk can be estimated accurately.

Diagnosis

Symptoms may suggest PWS, but genetic testing is needed to confirm it. This is important

because other conditions can also cause low muscle tone, feeding problems, developmental

delay, or rapid weight gain.

The usual first test is DNA methylation analysis . Methylation is a chemical marking system that

helps switch genes on or off. The test can detect the abnormal chromosome 15 imprinting

pattern found in PWS.

Further tests are used to find the genetic subtype. These may include a chromosomal

microarray, tests comparing chromosome markers from the child and parents, or targeted

analysis of the imprinting centre. Identifying the subtype helps with genetic counselling.

After confirmation, assessments commonly cover growth, nutrition, hormone function,

development, sleep, breathing, vision, and the spine. These evaluations look for concerns that

can be treated or monitored; they do not change the underlying genetic finding.

Treatment and management

There is no treatment that removes the genetic change. Management focuses on healthy

growth, food security, development, hormone health, sleep, behaviour, and preventing

complications.
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Nutrition needs change over time. Babies may need feeding equipment, higher-calorie

nutrition, or temporary tube feeding. Later, energy needs are often lower than expected

because of reduced muscle mass and activity. A dietitian familiar with PWS can help plan

adequate nutrition without excessive calorie intake.

When hyperphagia develops, reliable control of food access is usually essential. This may

involve planned meals and snacks, clear routines, supervised food access, and locked food

storage when needed. Everyone in the home, school, or care setting should follow the same

plan. This structure protects the person from a biological drive they cannot simply switch off.

Growth hormone treatment may improve height, body composition, muscle mass, and physical

ability in suitable children and adults. Assessment is needed before and during treatment,

especially for breathing and sleep problems. Other hormone treatments may be considered for

low thyroid function, delayed puberty, or reduced sex hormone production.

Physical, occupational, and speech therapy can support movement, daily skills, feeding, and

communication. Education plans can address learning needs. Behavioural and psychological

support may help with anxiety, emotional outbursts, rigid routines, and skin picking.

Snoring, breathing pauses, or marked daytime sleepiness should be assessed. Sleep studies

may be used to look for obstructive sleep apnoea, in which the airway repeatedly narrows or

closes during sleep.

Regular care may also include dental checks, eye examinations, spine monitoring, and tests for

diabetes, cholesterol problems, and bone health.

Complications

Uncontrolled weight gain can increase the likelihood of type 2 diabetes, high blood pressure,

heart and circulation problems, fatty liver changes, joint strain, and obstructive sleep apnoea.

Reduced muscle tone and abnormal breathing control can add to sleep-related breathing

problems. Respiratory infections may be harder to manage in some people.

The stomach can occasionally become dangerously enlarged, especially after a large amount

of food is eaten. People with PWS may have a reduced ability to vomit or may not show as

much pain as expected. New abdominal swelling, significant pain, repeated retching, or unusual

weakness therefore needs prompt assessment.

Other possible complications include choking, scoliosis, hip problems, low bone density,

fractures, and skin infection from repeated picking. Some adults develop severe mood

changes or psychosis, particularly with certain genetic subtypes. Sudden major changes in

sleep, behaviour, or thinking need medical review.
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Prevention

PWS usually cannot be prevented because it results from a genetic change that commonly

occurs by chance.

Genetic counselling can explain the chromosome finding and the chance of it happening again

in a future pregnancy. If a family-specific mechanism is known, prenatal or embryo testing may

be possible. These are personal reproductive choices rather than ways to prevent symptoms in

someone who already has the condition.

Complications can sometimes be reduced through secure food access, appropriate nutrition,

physical activity, sleep care, hormone assessment, dental care, and routine health monitoring.

Living with it and what to expect

PWS changes over time. Feeding difficulty and weak muscles dominate infancy.

Developmental differences become clearer during early childhood. The drive to eat often

grows later and usually remains a major lifelong concern.

Most people continue to need some level of supervision around food, even when they

understand nutrition and health risks. Predictable routines and consistent boundaries often

reduce anxiety and conflict. Plans need to cover school, travel, celebrations, work settings, and

supported living.

Strength, communication, practical skills, and independence can improve with therapy,

education, and experience. Many people take part in school, recreation, work, and community

life. The amount of support needed in adulthood differs, but fully independent access to food

and money may be unsafe.

Long-term health is strongly affected by weight, breathing, hormone care, and access to

informed support. Regular follow-up remains important because some concerns, including

diabetes or sleep apnoea, may develop gradually without obvious symptoms.

When to get medical help

Arrange routine medical follow-up for growth, nutrition, development, hormone function,

sleep, behaviour, spine health, and weight-related risks.

Seek a timely appointment for:

Get urgent medical help for sudden abdominal swelling, significant abdominal pain, repeated
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retching, vomiting, or marked weakness. Abdominal symptoms can be serious even when pain

seems mild.

Call emergency services for severe trouble breathing, blue or grey lips, collapse,

unresponsiveness, a seizure lasting several minutes, or choking when the person cannot

breathe or speak.

- Increasing snoring, breathing pauses, or daytime sleepiness

- Rapid or unexplained weight change

- New swallowing problems or repeated choking

- Persistent skin wounds or signs of infection

- New back curvature, pain, or difficulty walking

- Major changes in mood, behaviour, sleep, or thinking

Common questions

Is Prader-Willi syndrome the same as Fanconi syndrome?

No. Prader-Willi syndrome affects appetite regulation, development, muscles, and hormones.

Fanconi syndrome affects the kidney tubules. The long or uncommon name used in some

records should be checked against the genetic diagnosis.

Can someone with PWS ever feel full?

Some people describe limited fullness, while others remain focused on food even after eating.

The brain's appetite signals do not work in the usual way. Planned portions and controlled food

access are therefore safety measures, not punishment.

Why does a baby with PWS feed poorly but later overeat?

The condition changes in phases. Low muscle tone and weak sucking can make early feeding

difficult. Later, altered appetite control creates persistent hunger while energy requirements

may remain low.

Can Prader-Willi syndrome be cured?

No current treatment removes the chromosome-related change. Treatments and structured

support can improve growth, strength, sleep, development, behaviour, and long-term health.

Can people with PWS live independently?

Some people gain strong practical and social skills, but most continue to need support with

food access, money, healthcare, or daily routines. Supported housing or supervised community
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living may allow meaningful independence while keeping food access safe.

Is Prader-Willi syndrome inherited from a parent?

Usually it results from a new genetic event rather than a change directly passed down by a

parent. Some less common genetic mechanisms can have a higher chance of recurring, so the

laboratory subtype matters for family planning.
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