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About

What is

Krabbe disease?

Management

Krabbe disease is a rare disease with symptoms that most
frequently begin soon after birth
Krabbe disease is hereditary, meaning it could be passed down to children.
Currently, there is no cure for Krabbe disease and there are limited options
for treatment and symptom management. However, there is a lot that can be
done to help the quality of life and comfort of a child with Krabbe disease.

Clinical trials

Krabbe disease causes damage to nerve cells and the
nervous system; this is called neurodegeneration

Inheritance

Neurodegeneration is progressive, meaning it worsens over time,
and it causes muscle weakness that affects the entire body.

Support
Neurodegeneration in Krabbe disease is a result of
your child’s body not being able to make something
called galactosylceramidase (GALC) enzyme
GALC is important in protecting the body’s nerves.
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About

Management

How is Krabbe disease diagnosed?
Clinical trials

Krabbe disease is diagnosed through a blood test. Doctors may test for Krabbe disease in different scenarios:

Inheritance

Support

Newborn screening
Newborn screening tests are tests that occur
shortly after birth to see if a child has been born
with any conditions. This blood test can identify
Krabbe disease before a child experiences signs
and symptoms. Newborn screening for Krabbe
disease is available in the United States, but is not
available in all states. The availability of newborn
screening for Krabbe disease varies worlwide.
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After signs and symptoms
If a child with Krabbe disease is not
diagnosed as a newborn and starts to
show signs and symptoms of nervous
system damage, doctors will perform
blood tests (which may include genetic
tests) to confirm the diagnosis.

Before birth
If a doctor suspects that a child could be
at risk for Krabbe disease before birth,
they can perform genetic tests to see if
the child has inherited the disease. This
test does not tell doctors when a child
may start to show signs and symptoms.

Diagnosing Krabbe disease early is important for families. There are more options for
management if Krabbe disease is diagnosed before or early on in symptom development.

About

What are the signs and symptoms?
The signs and symptoms your child may experience can vary because there are different ages of onset of Krabbe disease.
Disease onset is when nerve damage begins and starts to cause symptoms.

Management

Below are the ages of onset in Krabbe disease and symptoms you may have seen or may see in your child.

Age of onset

Infantile

Early onset: Before 6 months

•
•
•
•
•
•
•
•
•

Extreme irritability
Feeding difficulties
Poor head control
Loss of acquired milestones
Severe weakness
Seizures
Fisted hands
Staring episodes
Blindness and deafness

Late onset: Between 6 and
36 months

•
•
•
•
•
•
•

Loss of acquired milestones
Abnormal muscle tone
Blindness and deafness
Irritability
Slowing of development of motor skills
Seizures
Walking abnormalities

Clinical trials

Inheritance

Support
Juvenile
Onset: Between 37 months and
16 years of age

Adult
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Onset: After 16 years of age
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Symptoms

• Loss of motor action related to mental processing
• Loss of vision

• Increasing weakness and stiffness of the legs
• Walking abnormalities

About

Management

What types of specialists care for
someone with Krabbe disease?
Many different healthcare professionals may be involved in caring for your child with Krabbe disease. Some specialists
can help with diagnosis and others help with treatment options and disease management—they often work together
as a team to provide the best care.

Specialists and their role in Krabbe disease care

Clinical trials

Inheritance

Pediatric neurologist
(often the leader in diagnosis and care)
• Diagnosis
• Managing neurological symptoms

Developmental pediatrician
• Assessing milestones
• Recognizing symptoms, diagnosis

Respiratory therapist and/or
pulmonologist
• Assess and support lung function
• Assist with breathing

Gastroenterologist
• Assist with feeding
• Help manage gastrointestinal
(GI) symptoms

Physical therapist
• Minimize loss of muscle tone

Medical geneticist
• Provide genetic testing
• Explain genetic testing and next steps

Support
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About

What causes Krabbe disease?
DNA is a code that acts
as a manual, and provides
cells instructions

Management

Nerve cells, called neurons, send
and receive signals from the brain
to other parts of the body

GALC is an enzyme
that helps neurons
function properly

GALC

Clinical trials

Cells make up all
parts of the body and
perform specific jobs

A section of
DNA is called
a gene

Healthy
nerve cell
(neuron)

Galactolipids

Healthy neurons make
galactosylceramidase
(GALC)

Psychosine

GALC is responsible for breaking down
galactolipids and psychosine, substances
that can harm nerve cells in large amounts.

Cell
DNA

Inheritance

In Krabbe disease, a genetic mutation stops neurons from producing GALC

A change in a
gene’s code is
called a genetic
mutation

Support
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Neuron with
a GALC gene
mutation,
which
causes
Krabbe disease

Galactolipid buildup

No GALC causes
both galactolipids
and psychosine to
build up

Psychosine buildup

Galactolipid buildup causes nerve cells
to lose a protective coating called myelin
(myelin loss is called demyelination).
Too much psychosine harms neurons
and other important cells.
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Can Krabbe disease

be treated?

There are currently no approved disease-modifying treatments for Krabbe disease. A disease-modifying treatment is
a treatment that addresses the underlying cause of a disease.
In the US, hematopoietic stem cell transplantation (HSCT) has been used in children with Krabbe disease.

Clinical trials

Inheritance

In Krabbe disease, HSCT may be considered when diagnosed:
• With infantile onset, within the first 30 days of life
• Before symptoms appear or for those with mild symptoms

There are risks associated with HSCT and infants who benefit from
stem cell transplants may still experience disease progression such
as difficulties with speech, walking, and other motor skills.

Support
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If you suspect that your child has Krabbe disease or if your child has
already been diagnosed, it is important that you talk to your doctor
as soon as possible about your child’s options.

7

About

What else can doctors do
for a child with Krabbe disease?

Management

There is a difference between treating a disease and managing symptoms. In Krabbe disease,
doctors manage symptoms through supportive care, or palliative care.

Clinical trials

Inheritance
Treatment addresses the
underlying cause of a disease

Supportive or palliative care
focuses on relieving symptoms
of a disease and giving the
child the best quality of life

If your child isn’t able to receive treatment
for Krabbe disease, their doctors will use
medicine to reduce symptoms such as pain,
digestion difficulties, and seizures

Support
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With limited treatment options for Krabbe disease, it is important to consider the role of clinical trials.

About

Management

Clinical trials

Why are clinical trials
important for Krabbe disease?
Clinical trials are the way potential treatments become available for diseases. There are many treatments being
studied that could help children with Krabbe disease—even those who are not eligible for stem cell transplantation.
The medicines being studied seek to be disease-modifying, meaning they help the body produce enough GALC.

There are clinical trials
for Krabbe disease
that are studying a
potential treatment
called gene therapy

Gene therapy starts with a
healthy gene that can instruct
the body to produce GALC

Doctors then
introduce that
gene to the body

Inheritance
Cells read the new gene
and make GALC enzymes

Support

Glossary

Gene therapy is often given to people through different types
of injections. Talk to your doctor about the different ways gene
therapy may be given to a child with Krabbe disease.

Your child may be eligible to participate in a clinical trial for Krabbe disease and receive treatment that could help them.
It is important to learn about the requirements and risks for individual trials. To learn more about clinical trials in Krabbe disease, visit clinicaltrials.gov.

9

About

What is a clinical trial?
Clinical trials are research studies where doctors see if a potential treatment is safe and effective in people

Management

The effectiveness, or ability of a treatment to help people, is often called efficacy. Doctors who work on clinical trials are called
Principal Investigators, or PIs. People choose to be in clinical trials because they may benefit from the potential treatment being
studied or because they want to help answer a specific health question.

How a potential treatment
gets approved

1.

Scientists gather lots of
evidence that a potential
treatment could help treat
a disease or disorder

All of the prescription therapies available
to you today have been studied in clinical
trials before approval.

Clinical trials

2.

PIs study the potential treatment in people with the disease. There are often 3 phases of clinical trials:
• Phase 1 tests safety and dose
• Phase 2 tests effectiveness and safety
• Phase 3 tests effectiveness and safety in a larger group of patients

Inheritance

In rare diseases, where there are low numbers of patients and limited treatment options, researchers often combine phases to answer more questions in a
smaller group of patients. For example, you may see a trial labeled as Phase 1/2. This can speed up the time it takes to get treatments people need approved.

3.

Study results are evaluated to
determine whether the potential
treatment significantly benefits
people with the disease

Support

4.

The Food and Drug Administration (FDA)
and other government agencies around
the world assess the results of potential
treatment and approve only those
treatments that show safety and efficacy
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About

How did my child get Krabbe disease?
Krabbe disease is a genetic disease. This means that the genetic mutation that causes it is inherited by a child from one or both parents.
You receive one copy of every gene from each parent. This means you have 2 copies of every gene in your body.

Management

In some diseases, 1 copy of a healthy gene is enough to instruct cells to work properly.

Healthy GALC gene

Clinical trials

One working gene makes
enough GALC enzyme to
prevent symptoms.
No symptoms = no disease.

Mutated GALC gene

Inheritance

Mutated GALC gene

No working genes means
the body can’t make GALC,
causing symptoms.
Symptoms = Krabbe disease.

Mutated GALC gene

How Krabbe disease
is inherited
Krabbe disease is an autosomal
recessive disease, meaning only
those with 2 mutated copies of
the gene get the disease.

CARRIER

CARRIER

A person with only 1 mutated copy is a
carrier. Their children can inherit this copy.

Support

Only someone with 2 mutated
copies will have the disease.
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DISEASE NOT PRESENT

CARRIER

CARRIER

HAS SYMPTOMS
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Inheritance

Do others

in my
family
need to be

tested?

There are genetic counselors who can help you understand
the risk in your family. They may recommend further
genetic testing for you, your partner, or your children.
There are organizations and programs that provide
genetic counseling and free genetic testing.

Visit Invitae to learn about free
genetic testing and counseling.

Support

Visit National Society of Genetic
Counselors to talk to a genetic
counselor about your family.
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You’re not alone as you navigate
Krabbe disease with your family
There are communities dedicated to fighting Krabbe disease. These organizations are committed to helping
children with Krabbe disease, supporting families, furthering research, and broadening awareness.

Krabbe disease patient advocacy organizations can help you and your family:

Clinical trials

Understand your child’s
options for care

Inheritance

Connect with physicians,
experts, and other
families

Establish a community of
logistical and emotional
support

Support
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KrabbeConnect.org

huntershope.org

Info@KrabbeConnect.org

hope@huntershope.org

(651) 252-4117

(716) 667-1200

Identify financial
assistance programs

About
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Autosomal recessive disease – A disease that is only developed by a person
when they inherit 1 copy of a mutated gene from each parent.

Management

Clinical trials

Carrier – An individual who has a mutated gene whose child can inherit the
mutation. A carrier may or may not show symptoms of the condition associated
with the mutation.
Cell – A unit that makes up all living things and the parts of the body. Cells
provide structure for the body, take in nutrients from food, and perform tasks
that help the body work properly.
Clinical trial – A study designed to evaluate the safety, effectiveness, and dosing
of a new treatment in people.

Demyelination – The loss of the protective coating of nerve cells called myelin.

Inheritance

Disease onset – The first time a disease starts to affect a person’s health with
signs or symptoms.
DNA – The code that instructs cells how to work. DNA is hereditary material
that is in every cell in the body.

Support

Enzyme – A substance in the body that helps bring about chemical reactions.

Galactolipids – a component of cells made up of a lipid (fat) and a carbohydrate
(sugar) that are found in the membrane of nerve cells.
Galactosylceramidase (GALC) – An enzyme that is responsible for breaking
down a type of waste in cells, called galactolipids.
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Genes – Sections of DNA that determine specific genetic traits.

Gene therapy – A medical approach where an individual gene is introduced to the
body in order to correct a genetic disease.
Genetic disease – A disease caused by one or more genetic mutations.
Genetic mutation – A change in the code of a specific gene.
Hematopoietic stem cell transplantations (HSCT) – The process of introducing
a healthy, immature blood cell into the body to replace unhealthy stem cells,
allowing healthy cells to form and work properly in the body. There are risks
associated with HSCT and infants with Krabbe disease who benefit from stem cell
transplants still experience disease progression such as difficulties with speech,
walking, and other motor skills.
Myelin – A substance that forms a protective layer around nerve cells. Myelin
helps signals travel throughout the brain and spinal cord.
Neurodegeneration – The loss of the structure and ability of nerves to work.
Palliative care – Specialized medical care for people living with serious illnesses
focused on providing the best quality of life (often used interchangeably with
supportive care).
Proteins – Particles that play many different important roles in the body. Proteins
do most of the work in cells and make up much of the body’s tissues and organs.
Psychosine – A galactolipid that is toxic to cells. Psychosine builds up in the
nervous system if GALC is not present.
Supportive care – The prevention and management of symptoms and side effects
of a disease and its treatment, focused on providing the best quality of life (often
used interchangeably with palliative care).
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About

Passage Bio is committed
to transforming lives

Management

Clinical trials

Inheritance

Patients drive every decision we
make, from which therapies to
pursue to how we will pursue them.
We focus on developing effective
treatments that are desperately
needed for central nervous system
(CNS) disorders, like Krabbe disease.

We believe that collaboration is
important. We are committed to
working with patient advocacy
groups that are also committed
to transforming lives.

For more information about
Passage Bio and our work to
develop an effective treatment
for Krabbe disease, please visit
us at PassageBio.com.

Support
If identified quickly, patients with Krabbe disease may be eligible for clinical trials, so early diagnosis is critical
If you would like more information, please talk with a healthcare professional or send inquiries to Passage Bio at patientservices@passagebio.com.
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