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DISEASE:
Weill-Marchesani syndrome

NAME: Weill-Marchesani syndrome

DESCRIPTION:
Weill-Marchesani syndrome (WMS) is a rare condition characterized by short stature, brachydactyly, joint 
stiffness, and characteristic eye abnormalities including microspherophakia, ectopia of the lens, severe 
myopia, and glaucoma.

ORPHACODE: 3449

SYNONYMS: Spherophakia-brachymorphia syndrome

XREF(S):

Orphanet
MedDRA
OMIM
OMIM
OMIM
MeSH
ICD-10

ANALYTE(S):
ADAMTS10
FBN1
LTBP2
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Related Genetic Tests 

Familial Thoracic Aortic Aneurysm (gene panel)
Glaucoma (gene panel)
Microspherophakia / Megalocornea / primary congenital Glaucoma / Weill-Marchesani syndrome 3 recessive type
Weill-Marchesani syndrome

Related Laboratories 

Centrum Medische Genetica - UZ Gent

Related Analytes 

ADAM metallopeptidase with thrombospondin type 1 motif 10
fibrillin 1
latent transforming growth factor beta binding protein 2

Related Gene Panels 

Ectopia lentis (3 gènes)
Familial Thoracic Aortic Aneurysm (21 genes) - UGent
Glaucoma - UGent
Weill-Marchesani - UGent
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