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DISEASE:
Kniest dysplasia

NAME: Kniest dysplasia

DESCRIPTION:
Kniest dysplasia is a severe type II collagenopathy characterized by a short trunk and limbs, prominent joints 
and midface hypoplasia (round face with a flat nasal root).

ORPHACODE: 485

XREF(S):

Orphanet
MeSH
OMIM
ICD-10

ANALYTE(S): COL2A1
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RELATED CONTENT

Related Genetic Tests 

Achondrogenesis / Kniest dysplasia / Hypochondrogenesis
Cataract (gene panel)

Related Laboratories 

Centrum Medische Genetica - UZ Gent

Related Analytes 

collagen type II alpha 1 chain

Related Gene Panels 

Cataract - UGent
test
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