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DISEASE:
Severe achondroplasia-developmental delay-acanthosis nigricans syndrome

NAME: Severe achondroplasia-developmental delay-acanthosis nigricans syndrome

DESCRIPTION:

Severe achondroplasia-developmental delay-acanthosis nigricans syndrome is characterised by the 
association of severe achondroplasia with developmental delay and acanthosis nigricans. It has been 
described in four unrelated individuals. Structural central nervous system anomalies, seizures and hearing 
loss were also reported, together with bowing of the clavicle, femur, tibia and fibula in some cases. The 
syndrome is caused by a Lys650Met substitution in the kinase domain of fibroblast growth factor receptor 3 
(encoded by the FGFR3 gene; 4p16.3).

ORPHACODE: 85165

SYNONYMS: SADDAN

XREF(S):
Orphanet
ICD-10
OMIM

ANALYTE(S): FGFR3
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RELATED CONTENT

Related Genetic Tests 

Short Stature (gene panel)

Related Laboratories 

Centre de Génétique-Institut de Pathologie et de Génétique (IPG)

Related Analytes 

fibroblast growth factor receptor 3

Related Gene Panels 

Short Stature (46 genes) - IPG
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