
Zellweger Syndrome 
 
Zellweger syndrome is the most severe form of a spectrum of conditions 
called Zellweger spectrum. The signs and symptoms of Zellweger syndrome typically 
appear during the newborn period and may include poor muscle tone (hypotonia), 
poor feeding, seizures, hearing loss, vision loss, distinctive facial features, and 
skeletal abnormalities. Affected children also develop life-threatening problems in 
other organs and tissues, such as the liver, heart, and kidneys. Children with 
Zellweger syndrome usually do not survive beyond the first year of life. Zellweger 
syndrome is caused by mutations in any one of at least 12 genes; mutations in 
the PEX1 gene are the most common cause. It is inherited in an autosomal 
recessive manner. There is no cure for Zellweger syndrome; treatment is generally 
symptomatic and supportive 
 
 
 
 
 
 
 
 

 
 
 
 
Symptoms 
 
The signs and symptoms of Zellweger syndrome typically become apparent within 
the first few hours or days of life. Affected newborns often have poor muscle tone 
(hypotonia); seizures; feeding difficulties; liver cysts with liver dysfunction; vision 
loss; hearing loss; and distinctive facial characteristics including a flattened face, 
broad nasal bridge, high forehead, up slanting palpebral fissures, and epicanthal 
folds. Some people also have an abnormally small or large head size 
(microcephaly or macrocephaly, respectively); protruding tongue; neck skin 
folds; cataracts; glaucoma; and/or nystagmus. Many affected infants have skeletal 
abnormalities, which may include a large space between the bones of the skull 
and bone spots known as chondrodysplasia punctata that can be seen with an X-ray. 
The function of the central nervous system (brain and spinal cord) is typically 
severely affected. Children with Zellweger syndrome also develop life-threatening 
problems in other organs and tissues, such as the liver, heart, and kidneys. 



Cause 
 
Zellweger syndrome is an autosomal recessive condition caused by 
changes (mutations) in any one of at least 12 different genes that 
are involved in the creation and proper function of peroxisomes. 
Peroxisomes are structures in cells that are involved in many chemical 
processes needed for the body to function properly. They are vital for the 
proper breakdown of fatty acids and the production of certain lipids (fats) 
that are important to the nervous system and digestion. They are also 
play a role in waste disposal and help with the development and function 
of the brain. Mutations in the genes responsible for Zellweger syndrome 
cause dysfunction of peroxisomes, which leads to the signs and 
symptoms of the condition.[5] 
 
 
 
 
 
 

 
 
 


