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My child has been diagnosed with
Krabbe disease: What do I do now?
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Finding out that your child has a serious illness
like Krabbe disease can be overwhelming.
This handout can help you understand the types
of medical assessments your child will need as
well as the types of treatment that are available.
What is Krabbe disease?
Krabbe disease occurs in people who have certain mutations in the
gene for the enzyme galactocerebrosidase (known as GALC). GALC
is needed to make myelin, which covers and protects the brain
and spine (in red) and peripheral nerves (in blue). Without enough
GALC, the brain, spine, and peripheral nerves become damaged
and do not work properly.
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The cells that make myelin surround the
nerves and help signals travel through
the nerves at a very fast speed. Without
myelin the signals slow down and stop.
Nerves have many important functions,
such as controlling muscle movement,
sending information from our senses
(vision, hearing, touch) to the brain, and
moving food through the digestive tract.
In addition, healthy nerves are needed for mental functions
like learning, remembering, thinking, and speaking.

There are different forms of Krabbe disease:
• Early-infantile onset Krabbe disease: Symptoms appear within the first 6 		
months of life. This is the most common form of the disease.
• Late-infantile onset Krabbe disease: Symptoms appear when the child is 		
between 6 months and 4 years old.
• Juvenile onset Krabbe disease: Symptoms appear when the child is between 		
4 and 8 years old.
• Late onset Krabbe disease: Symptoms appear in late childhood, adolescence, 		
or adulthood.

How does Krabbe disease
affect my child?
Krabbe disease is a progressive disease,
meaning that the disease gets worse, and
the child loses the ability to move, see,
hear, and eat. Eventually they lose their
ability to breathe, which results in death.
When symptoms appear early in life, the
disease is more severe and progresses
much more rapidly. The symptoms of
Krabbe disease are different depending
on the age symptoms begin. In general,
the following symptoms are seen in the
majority of patients.
• Changes in muscle tone and movement: poor coordination, difficulty moving, 		
and muscle tone changes (muscles get stiff )
• Vision and hearing loss
• Developmental problems: mental and physical development slow down, and 		
skills and abilities are eventually lost
• Respiratory system problems: infections, breathing problems
• Digestive problems: reflux, vomiting, constipation, and difficulty chewing
and swallowing
Babies with early-infantile onset disease usually appear normal in the first few
months after birth. By 6 months of age, parents notice that their baby is irritable, cries
frequently for no apparent reason, and has difficulty feeding. Without treatment, this is
followed by loss of muscle control, blindness, deafness, and seizures. In the late stages
of the disease, the baby is unable to interact at all with his or her surroundings. Most
babies with early-infantile onset disease die before they reach the age of 2 years.
Babies with later onset (late-infantile, -juvenile, or late onset) can appear normal
for months or even years. The first symptoms are often vision problems, muscle
weakness, and, in older children, attention deficit disorder. In general, children who
develop later-onset disease have fewer symptoms, which worsen more slowly. These
children often survive into adulthood with normal or near-normal understanding
but inability to move.

Your child’s first examinations
Your child’s doctor and other specialists will perform tests to understand whether damage
has already occurred to the nervous system. This information is needed to decide which
treatments are best for your child. Here is a list of tests that should be included in your
child’s first examinations:
• The brainstem auditory evoked response (BAER) test detects how the nerve damage
affects hearing. Sensors on the scalp and earlobes measure brain wave activity that
occurs when a clicking sound is heard.
• The visual evoked potential (VEP) test detects problems with how the nerve damage
affects vision. Sensors placed on the scalp and earlobes measure brain wave activity
that occurs while your child looks at a flashing light or checkerboard pattern.
• The neurodevelopmental examination includes a physical exam and developmental
testing to detect problems with physical and mental development. The specific tests
used will depend on the age of your child, and many of these tests will seem like 		
games. The tested areas of development include:
–
		

Movement that uses large muscles like crawling or walking (called gross
motor function)

–
		

Movements that use small muscles like grasping a small object with the hand 		
(called fine motor function)

–

Speech and language (the ability to speak and to understand what others say)

–

Cognitive skills such as memory and the ability to learn and solve problems

• Cerebral spinal fluid is obtained with a lumbar puncture (also called a spinal tap) to
test protein concentration, which is elevated in children with Krabbe disease. This 		
procedure is usually done under local anesthesia to minimize the child’s discomfort.
• Images of brain and nerve tissues are created by computed tomography (CT) or
magnetic resonance imaging (MRI). The MRI scanner can be loud, but both 		
procedures are painless and very safe. While minimal radiation is used in CT, none
is used in MRI.
• A nerve conduction velocity (NCV) test uses electrodes on the skin to test how fast
electrical signals move through the nerves. This procedure is very safe, and there is 		
minimal discomfort. It is generally done without anesthesia.
• An eye exam is performed to detect damage to the optic nerve.
• The electroencephalogram (EEG) uses sensors placed on the scalp to measure 		
electrical activity in the brain (called brain waves) to see if the child is at risk of
having seizures.

Treatments
There is no cure for Krabbe disease,
but there are different types of
treatments that can help your child
live the best life possible.
• Symptomatic treatments 		
improve the child’s ability to
relax the muscles, decrease
pain, and in some cases
temporarily improve function.
These treatments do not increase
the level of GALC enzyme in the body. However, these treatments are necessary 		
to prevent complications and by doing so, slow the disease progression.
• For some children, hematopoietic stem cell transplantation (HSCT) can significantly 		
slow disease progression by supplying the missing GALC enzyme. In order to 		
understand if this treatment could be beneficial, your child needs an in-depth 		
evaluation by experts in Krabbe disease.
Symptomatic and supportive treatments
Because Krabbe disease is rare and complex, it important that your child is treated by
doctors who specialize in this disease. Some of the specific treatments your child could
receive include:
• Medications for seizures, respiratory tract infections, muscle spasticity, reflux, 		
and irritability
• Hearing aids and eyeglasses
• Physical therapy to improve muscle tone or help prevent complications in the 		
bones and joints
• Occupational therapy may help your child be more independent in feeding. In 		
older children, with later-onset forms of the disease, occupational therapy may help
your child learn to get dressed, brush his or her teeth, and eat independently.
• A gastrostomy tube (G-tube) to assist in feeding. A G-tube is a tube that is inserted
into the stomach to feed infants and children who are unable to swallow or keep
food down. It can also be used for children who can eat by mouth but need extra 		
nutrition to gain weight. G-tube placement is important since babies with Krabbe
disease can easily become dehydrated. The G-tube is also helpful to give 			
medications that don’t taste good or are difficult to swallow.		

Equipment
If muscle weakness and spasticity are not severe, your child may be
able to stand and walk using special equipment such as standers,
walkers, and gait trainers (these are called ambulatory devices).
Children who are unable to stand or walk by themselves may need
a wheelchair or stroller to get around.
In addition, braces (also called orthotics) are often used to hold
spastic muscles in a more normal position.
Hematopoietic stem cell transplantation (HSCT)
In general this treatment can prevent further progression of disease but does not reverse
damage that has already occurred. For that reason, HSCT is useful only for newborn infants
who do not yet have symptoms and for children with later onset disease who have only
mild symptoms.
HSCT uses stem cells obtained from healthy people to supply the missing GALC enzyme.
The hematopoietic stem cells are infused into the blood. These cells travel to different parts
of the body where they make the enzyme. For some children, HSCT can:
• Help them live longer and healthier lives
• Preserve their intelligence and understanding
• Reduce hearing and vision problems
It is important to understand that some problems are not improved by HSCT. For example,
most children still have problems with motor function (especially walking) after treatment.
They usually need treatments to manage their muscles and might need some type of
ambulatory device like a walker. They can have trouble speaking clearly and can benefit
from speech therapy. In addition, they are usually smaller than typical children, but using
a gastrostomy tube for extra nutrition can improve their growth.
For infants with Krabbe disease, HSCT is performed as soon as possible after the
diagnosis is confirmed. Your baby will need a comprehensive evaluation to determine
if he/she would benefit from HSCT. Since every child is unique, this evaluation should be
performed at a center experienced in diagnosing and treating Krabbe disease. Infantile
Krabbe disease progresses very rapidly, affecting more of the nervous system every day.
For this reason, deciding to treat and preparing for the procedure must be done very
quickly to achieve the best results from HSCT. If this treatment is recommended for your
child, a transplant doctor will explain the procedure and its risks so that you can decide
what is best for your child.

Additional Resources
Although there is no cure yet for Krabbe disease, there are many treatments that can help your
child function and feel better. Your doctors and nurses will give you more detailed information
about the treatments that are best for your child.
Many parents wonder how they will cope with the daily care of a sick child. To help, there are
organizations that provide useful information on their websites or in newsletters. Through these
groups, parents can exchange information and give each other emotional support.
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