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CONDITION

Infantile gaucher disease

Infantile Gaucher disease is a severe inherited condition that affects the brain, liver,
spleen, blood, and breathing.

WHATITIS
Severe inherited Gaucher condition beginning in infancy

BODY SYSTEM
Nervous system, liver, spleen, blood, and lungs

MAIN SYMPTOMS
Enlarged abdomen, feeding problems, stiffness, developmental loss

WHAT CAUSES IT
Inherited GBA1 changes causing glucocerebrosidase deficiency

HOW IT IS DIAGNOSED
Low glucocerebrosidase activity and GBA1 genetic testing

MAIN TREATMENT
Supportive care, symptom control, sometimes enzyme replacement

CAN IT BE CURED?
No - current treatment cannot stop brain damage

ISIT AN EMERGENCY?
Sometimes - breathing trouble, blue colour, or prolonged seizure

LONG-TERM OUTLOOK
Progressive and often life-limiting in early childhood

Overview

Infantile Gaucher disease usually means the severe, early-onset form of Gaucher disease
known as acute neuronopathic Gaucher disease, or type 2. "Neuronopathic" means that it
affects the brain and nerves.

The condition begins before birth or during infancy. It can affect movement, swallowing,
breathing, development, blood cells, the liver, and the spleen. A rare perinatal form starts
before or around birth and may cause fluid buildup, severe skin changes, or breathing
problems.

Gaucher disease is caused by low activity of an enzyme called glucocerebrosidase. Enzymes
help the body carry out chemical processes. Without enough of this enzyme, certain fatty
substances build up inside cells.
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Type 2 is different from type 1 Gaucher disease, which does not directly affect the brain, and
type 3, which usually has a slower neurological course. These types can overlap, especially
early in life. Specialists may need time and repeated assessments to understand a baby's likely
course.

Infantile Gaucher disease is serious and life-limiting. Treatment can relieve some symptoms
and support the baby and family, but current treatments cannot stop the progressive brain
injury.

Symptoms
Symptoms may be present at birth or develop during the first months of life. Not every baby
has the same combination.

The liver and spleen can become enlarged, causing a swollen or firm-looking abdomen. Low
red blood cells may cause paleness and tiredness. Low platelets, which help blood clot, can
lead to easy bruising or bleeding.

Effects on the brain and nerves may include:

Swallowing can become difficult. A baby may cough or choke during feeds, take a long time to
finish, or fail to gain weight. Milk or saliva may enter the lungs, known as aspiration.

Breathing may become noisy or strained. Some babies have repeated chest infections, pauses
in breathing, or difficulty clearing saliva and mucus. A high-pitched breathing sound called
stridor can occur when airflow through the upper airway is narrowed.

Babies with the perinatal form may have widespread swelling, fluid around internal organs,
enlarged liver and spleen, or thick, shiny, scale-like skin.

- Delayed development or loss of previously gained skills
- Unusual stiffness, arching, or muscle spasms

- Poor head control or reduced purposeful movement

- Abnormal eye movements

- Seizures

- Increasing sleepiness or reduced interaction

Causes andrisk factors

Infantile Gaucher disease is caused by harmful changes in both copies of the GBA1 gene. This
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gene provides instructions for making glucocerebrosidase, an enzyme found inside cell
structures called lysosomes.

Lysosomes break down and recycle cell materials. When glucocerebrosidase activity is very
low, fats called glucosylceramide and glucosylsphingosine accumulate. Certain immune cells
become enlarged Gaucher cells. The buildup and related cell damage affect several organs,
including the brain.

The condition is inherited in an autosomal recessive pattern. This means a baby receives one
altered GBA1 copy from each parent. Parents usually carry one altered copy and do not have
Gaucher disease themselves.

When both parents are carriers, each pregnancy has:

These chances start again with each pregnancy. Nothing a parent did during pregnancy caused
the condition.

- Alin4 chance of an affected child
- A1lin2chance of a child who is an unaffected carrier

- A1lin4 chance of a child who is neither affected nor a carrier

Diagnosis

Doctors may suspect infantile Gaucher disease when a baby has an enlarged liver and spleen
together with neurological, feeding, breathing, or blood problems. Because these findings can
have other causes, laboratory confirmation is important.

The main diagnostic test measures glucocerebrosidase activity in white blood cells or another
validated sample. Very low activity supports the diagnosis. A dried blood spot may be used for
initial testing, but an abnormal screening result may need confirmation with a more specific
sample.

Genetic testing looks for harmful changes in both copies of the GBA1 gene. This confirms the
inherited cause and can help with family testing. The exact gene changes do not always predict
how quickly symptoms will progress.

Blood tests may check red cells, platelets, liver function, and markers linked with Gaucher
disease. These results help assess the condition but do not replace enzyme and genetic
testing.

Further assessments may include brain and nerve examinations, hearing or eye-movement
tests, swallowing studies, chest imaging, and checks of growth and nutrition. A brain scan can
rule out other problems, although it may not show the full extent of the condition.
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Testing is often coordinated by a metabolic or genetic specialist. If a family's GBA1 changes
are known, testing during a future pregnancy may be possible.

Treatment and management

There is no treatment that cures infantile Gaucher disease or stops its effects on the brain.
Care focuses on comfort, maintaining nutrition and breathing, controlling symptoms, and
supporting the family's goals.

Enzyme replacement therapy provides manufactured glucocerebrosidase through a vein. It
may reduce liver and spleen enlargement and improve some blood abnormalities. However,
the enzyme does not cross the protective barrier between the blood and brain in useful
amounts. It therefore does not prevent the neurological progression of type 2 Gaucher disease
or reverse existing brain injury.

Whether enzyme replacement is offered depends on the baby's symptoms, expected benefit,
treatment burden, and the family's priorities. It requires repeated intravenous infusions and
should be discussed with an experienced Gaucher team.

Other care may include:

If swallowing becomes unsafe, feeding through a tube may reduce the effort needed to eat
and help provide nutrition. It cannot remove every aspiration risk because saliva or stomach
contents can still enter the airway.

Palliative care can be involved from diagnosis. This is not limited to the final stage of life. It
helps manage symptoms, plan for possible changes, support siblings and caregivers, and make
care fit the family's values. Some families also choose hospice or home-based end-of-life
support when appropriate.

Gene-based treatments and therapies designed to reach the brain are being studied, but they
are not established cures for infantile Gaucher disease.

- Feeding assessment, adapted feeding methods, or tube feeding

- Treatment for seizures, painful spasms, stiffness, or excess saliva

- Airway clearance and support for breathing problems

- Physical positioning and equipment for comfort and safe movement
- Blood transfusion or other support for significant blood problems

- Treatment of infections and relief of pain or distress
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Complications

Neurological damage can lead to increasing stiffness, loss of movement, seizures, swallowing
failure, and reduced awareness. Feeding difficulties may cause poor growth, dehydration, or
malnutrition.

Aspiration can lead to repeated lung inflammation or pneumonia. Weak coughing and
problems controlling saliva can make breathing more difficult. Respiratory failure is a major
concern in advanced type 2 Gaucher disease.

Low platelets may cause bruising or bleeding. An enlarged liver and spleen can increase
abdominal discomfort and place pressure on nearby organs.

Families may also face sleep loss, grief, financial pressure, and difficult decisions about medical
procedures. Support for caregivers is an important part of management.

Prevention

Infantile Gaucher disease cannot be prevented through diet, medicines, or choices during
pregnancy. The underlying GBA1 gene changes are inherited.

After a diagnosis, genetic counselling can explain the chance of the condition affecting
another pregnancy. Adult relatives may choose carrier testing if the family's gene changes are
known.

Options for future pregnancies can include prenatal testing or in vitro fertilisation with
preimplantation genetic testing. These are personal choices. A genetics service can explain
what each option can and cannot determine.

Living with it and what to expect

The acute neuronopathic form usually progresses over months rather than remaining stable. A
baby may gain some early skills and later stop gaining them or lose them. Feeding, movement,
and breathing support often increase as the condition advances.

The pace is not identical for every child. Some babies have severe problems from birth, while
others first appear well and develop symptoms later in infancy. Children whose neurological
changes progress more slowly may eventually be classified as having type 3 rather than type 2.

Most children with confirmed type 2 disease have a shortened life, often dying in infancy or
early childhood. The perinatal form can be fatal before birth or soon afterward. No test can give
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an exact timeline for an individual baby.

Regular follow-up may involve metabolic specialists, neurologists, feeding and respiratory
teams, palliative care professionals, and the child's primary care clinician. Visits may monitor
comfort, growth, swallowing, breathing, seizures, blood counts, and liver or spleen
enlargement.

Care plans often change as symptoms change. Families may discuss which treatments are
likely to improve comfort, which may add burden without meaningful benefit, where they
would prefer care to take place, and what to do during a crisis. These discussions can be
revisited at any time.

When to get medical help

Call emergency services if a baby:

Contact the baby's clinical team promptly for a new fever with cough, increasing choking,
reduced feeding, fewer wet diapers, unusual sleepiness, new seizures, or a clear change in
breathing.

Routine appointments remain important even when symptoms seem unchanged. They allow
the team to review nutrition, swallowing safety, breathing, comfort, blood counts,
development, and the family's care priorities.

- Isstruggling to breathe or has long pauses in breathing

- Develops blue, grey, or unusually pale lips or skin

- Chokes and does not quickly recover

- Hasa prolonged seizure or repeated seizures without recovering
- Becomes unresponsive or is very difficult to wake

- Has bleeding that does not stop

Common questions

Is infantile Gaucher disease the same as type 2 Gaucher disease?

Usually, yes. The term most often refers to acute neuronopathic, or type 2, Gaucher disease. A
severe perinatal form is also included in this group. Some babies with a slower course may later
be classified as type 3.

Can enzyme replacement therapy cure it?
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No. Enzyme replacement can improve some liver, spleen, and blood problems. It does not
reach the brain well enough to stop the neurological damage caused by type 2 Gaucher
disease.

Did something during pregnancy cause it?

No. The condition results from inherited changes in both copies of the GBAL gene. Food,
activity, stress, medicines taken as prescribed, or routine events during pregnancy do not
causeit.

Can a baby with infantile Gaucher disease develop normally?

Some babies gain early skills, but type 2 disease causes progressive injury to the brain and
nerves. Development usually slows, stops, or moves backward. The timing and pace cannot be
predicted precisely for one child.

Can future children have it too?

If both parents carry a harmful GBA1 change, each pregnancy has alin 4 chance of being
affected. Genetic counselling and family-specific testing can provide more precise
information.

Is palliative care the same as stopping treatment?

No. Palliative care actively treats pain, breathing distress, feeding problems, seizures, and
other symptoms. It can be provided alongside other medical care and helps families make
plans based on comfort and their priorities.
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