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DISEASE:
Spondyloepimetaphyseal dysplasia congenita, Strudwick type

NAME: Spondyloepimetaphyseal dysplasia congenita, Strudwick type

DESCRIPTION:

Spondyloepimetaphyseal dysplasia congenita, Strudwick type is characterized by disproportionate short 
stature from birth (with a very short trunk and shortened limbs) and skeletal abnormalities (lordosis, 
scoliosis, flattened vertebrae, pectus carinatum, coxa vara, clubfoot, and abnormal epiphyses or 
metaphyses).

ORPHACODE: 93346

XREF(S):
Orphanet
OMIM
ICD-10

ANALYTE(S): COL2A1

CREATED: 13 May 2019 - 01:02

CHANGED: 22 Jun 2023 - 16:14

Source URL: http://gentest.healthdata.be/disease/3156

https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=93346
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=93346
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=93346
https://www.omim.org/entry/184250
https://www.omim.org/entry/184250
https://www.omim.org/entry/184250
https://icd.who.int/browse10/2016/en#/Q77.7
https://icd.who.int/browse10/2016/en#/Q77.7
https://icd.who.int/browse10/2016/en#/Q77.7
file:///var/www/gentest.healthdata.be/docroot//analyte/264
file:///var/www/gentest.healthdata.be/docroot//analyte/264
file:///var/www/gentest.healthdata.be/docroot//analyte/264
http://gentest.healthdata.be/disease/3156
http://gentest.healthdata.be/disease/3156
http://gentest.healthdata.be/disease/3156


RELATED CONTENT

Related Analytes 

collagen type II alpha 1 chain
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