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Crouzon syndrome with acanthosis nigricans

Description 

Crouzon syndrome with acanthosis nigricans is a disorder characterized by the 
premature joining of certain bones of the skull (craniosynostosis) during development 
and a skin condition called acanthosis nigricans.

The signs and symptoms of Crouzon syndrome with acanthosis nigricans overlap with 
those of a similar condition called Crouzon syndrome. Both conditions involve 
premature fusion of the skull bones, which affects the shape of the head and face. 
Other common features of both conditions include wide-set, bulging eyes due to shallow 
eye sockets; eyes that do not point in the same direction (strabismus); a small, beaked 
nose; and a flat or sunken appearance of the middle of the face (midface hypoplasia). 
Less common features that can occur in either disorder include an opening in the roof of 
the mouth (cleft palate), dental problems, or hearing loss. People with Crouzon 
syndrome or Crouzon syndrome with acanthosis nigricans usually have normal 
intelligence.

Crouzon syndrome with acanthosis nigricans is distinguished from Crouzon syndrome 
by several features, including skin abnormalities. Acanthosis nigricans is a skin 
condition characterized by thick, dark, velvety skin in body folds and creases, including 
the neck and underarms. People with Crouzon syndrome with acanthosis nigricans may 
also have other skin abnormalities; for example, scars in the thick, dark areas of skin 
are flat and pale. These scars are usually from surgical procedures that are commonly 
needed in affected individuals. Additionally, in some people with the condition, one or 
both nasal passages are narrowed (choanal stenosis) or completely blocked (choanal 
atresia), which can cause difficulty breathing. A buildup of fluid in the brain (
hydrocephalus) can also occur. Nasal passage abnormalities and hydrocephalus are 
rare in Crouzon syndrome. Less common features of Crouzon syndrome with 
acanthosis nigricans include subtle changes in the bones of the spine (vertebrae), 
abnormalities of the finger bones, and noncancerous growths in the jaw called 
cementomas.

Frequency 

Crouzon syndrome with acanthosis nigricans is rare; this condition occurs in about 1 
person per million. For unknown reasons, it affects females more than twice as often as 
males.

https://medlineplus.gov/genetics/condition/crouzon-syndrome/
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Causes 

A mutation in the FGFR3 gene causes Crouzon syndrome with acanthosis nigricans. 
This gene provides instructions for making a protein that is involved in the development 
and maintenance of bone and other tissues. The genetic change involved in this 
disorder causes the FGFR3 protein to be overly active, which disrupts the normal 
growth of skull bones and affects skin pigmentation. These changes lead to the features 
of Crouzon syndrome with acanthosis nigricans. 

Learn more about the gene associated with Crouzon syndrome with acanthosis 
nigricans 
 
• FGFR3 

Inheritance 

This condition is inherited in an autosomal dominant pattern, which means one copy of 
the altered gene in each cell is sufficient to cause the disorder.

In some cases, an affected person inherits the mutation from one affected parent. More 
commonly, this condition results from new (de novo) mutations in the gene. These 
cases occur in people with no history of the disorder in their family.

Other Names for This Condition 
 
• CAN 

• Crouzonodermoskeletal syndrome 

Additional Information & Resources 

Genetic Testing Information 
 
• Genetic Testing Registry: Crouzon syndrome-acanthosis nigricans syndrome (https:

//www.ncbi.nlm.nih.gov/gtr/conditions/C2677099/) 
 

Patient Support and Advocacy Resources 
 
• National Organization for Rare Disorders (NORD) (https://rarediseases.org/) 

 

Catalog of Genes and Diseases from OMIM 
 
• CROUZON SYNDROME WITH ACANTHOSIS NIGRICANS; CAN (https://omim.org

/entry/612247) 
 

https://medlineplus.gov/genetics/gene/fgfr3/
https://medlineplus.gov/genetics/gene/fgfr3/
https://www.ncbi.nlm.nih.gov/gtr/conditions/C2677099/
https://rarediseases.org/
https://omim.org/entry/612247
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Scientific Articles on PubMed 
 
• PubMed (https://pubmed.ncbi.nlm.nih.gov/?term=%28%28crouzonodermoskeletal+

syndrome%29+OR+%28crouzon+syndrome+with+acanthosis+nigricans%29%29+A
ND+english%5Bla%5D+AND+human%5Bmh%5D+AND+%22last+3600+days%22%
5Bdp%5D) 
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