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DISEASE:
Multiple epiphyseal dysplasia type 4

NAME: Multiple epiphyseal dysplasia type 4

DESCRIPTION:

Multiple epiphyseal dysplasia type 4 is a multiple epiphyseal dysplasia with a late-childhood onset, 
characterized by joint pain involving hips, knees, wrists, and fingers with occasional limitation of joint 
movements, deformity of hands, feet, and knees (club foot, clinodactyly, brachydactyly), scoliosis and 
slightly reduced adult height. Radiographs display flat epiphyses with early arthritis of the hip, and double-
layered patella. Multiple epiphyseal dysplasia type 4 follows an autosomal recessive mode of transmission. 
The disease is allelic to diastrophic dwarfism, atelosteogenesis type 2 and achondrogenesis type 1B with 
whom it forms a clinical continuum.

ORPHACODE: 93307

SYNONYMS:

Autosomal recessive multiple epiphyseal dysplasia
EDM4
MED4
Polyepiphyseal dysplasia type 4
rMED

XREF(S):

Orphanet
MeSH
ICD-10
OMIM

https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=93307
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=93307
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ANALYTE(S): SLC26A2

CREATED: 13 May 2019 - 01:02

CHANGED: 22 Jun 2023 - 16:14

Source URL: http://gentest.healthdata.be/disease/3166

file:///var/www/gentest.healthdata.be/docroot//analyte/411
file:///var/www/gentest.healthdata.be/docroot//analyte/411
file:///var/www/gentest.healthdata.be/docroot//analyte/411
http://gentest.healthdata.be/disease/3166
http://gentest.healthdata.be/disease/3166
http://gentest.healthdata.be/disease/3166


RELATED CONTENT

Related Genetic Tests 

Multiple epiphyseal dysplasia

Related Laboratories 

Centrum Medische Genetica - UZ Gent

Related Analytes 

solute carrier family 26 member 2
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