
Krabbe Disease

What is Krabbe disease?
Krabbe disease is a rare genetic disorder of the nervous 
system that usually results in death. 


People with Krabbe disease have a deficiency of 
galactosylceramidase production, which results in extensive 
degeneration of the myelin sheaths surrounding nerves in the 
brain. 


Without this myelin protection, cells in the brain will 
degenerate, and the body’s nervous system won’t work 
properly.


About 85 to 90 percent of Krabbe disease cases begin in 
infancy (onset by age 6 months), but it can also develop later in 
life. 


There’s currently no cure for Krabbe disease, and most infants 
with this disease will die before age 2.


Krabbe disease is also known by the following names: 


• galactocerebrosidase (GALC) deficiency

• galactocerebroside beta-galactosidase deficiency

• galactosylceramidase deficiency

• galactosylceramide lipidosis

• globoid cell leukoencephalopathy

• Krabbe’s disease

• leukodystrophy, globoid cell




• sphingolipidosis, Krabbe’s type


What are the symptoms of Krabbe 
disease?
The symptoms and severity of Krabbe disease vary. 

In general, the earlier the age of onset of Krabbe disease, the 
faster the disease will progress. People who develop Krabbe 
disease later in life may have less severe symptoms than 
infants who get the disease.

Early onset Krabbe disease
Infants with the disease may experience: 

• excessive irritability
• difficulty swallowing
• vomiting
• unexplained fevers
• partial unconsciousness. 

They may also be hypersensitive to sounds and therefore easily 
startled.

Problems with the limbs may also surface, including spastic 
contractions in the lower extremities and seizures. The legs are 
sometimes rigidly extended at the hip and knee. The ankles, 
toes, and fingers may be flexed. 

Blindness and slow mental and physical development may also 
occur, as well as peripheral neuropathy. Peripheral neuropathy 
is a condition characterized by: 

• muscle weakness

https://www.healthline.com/health/peripheral-neuropathy


• pain
• numbness
• redness
• burning or tingling sensations

Late onset Krabbe disease
Symptoms of late onset Krabbe disease in older children and 
adolescents include: 

• lack of control of voluntary movements
• progressive vision loss
• progressive rigidity of muscles in the legs

What causes Krabbe disease?
Krabbe disease is caused by a genetic mutation — a 
permanent change in the DNA sequence that makes up a 
certain gene. The mutation affects the product that the gene 
codes for. 

The gene for Krabbe disease can be found on chromosome 14. 
A child needs to inherit the abnormal gene from both parents to 
develop the disease. The abnormal gene results in a shortage 
of an important enzyme that your body needs called 
galactosylceramidase (GALC). 

However, late onset cases have a slightly different gene 
mutation.

GALC is an enzyme that breaks down galactosylceremide and 
psychosine molecules in the brain. Krabbe disease patients can 
have psychosine levels that are 100 times higher than those 
who don’t have the disease. 



Who is at risk for Krabbe disease?
Krabbe disease is very rare. It affects about 1 in every 100,000 
people in the United States and occurs most frequently in 
people of Scandinavian descent. Men are affected as often as 
women.

A child has a one in four chance of inheriting two copies of the 
defective gene and therefore developing the disorder if both 
parents have the defective gene.


