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DISEASE:
Ellis Van Creveld syndrome

NAME: Ellis Van Creveld syndrome

DESCRIPTION:
A rare chondral and ectodermal dysplasia characterized by short ribs, polydactyly, growth retardation, and 
ectodermal and heart defects.

ORPHACODE: 289

SYNONYMS:
Chondroectodermal dysplasia
Mesodermic dysplasia

XREF(S):

Orphanet
OMIM
OMIM
MeSH
OMIM
MedDRA
ICD-10

https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=289
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=289
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=289
https://www.omim.org/entry/617088
https://www.omim.org/entry/617088
https://www.omim.org/entry/617088
https://www.omim.org/entry/618123
https://www.omim.org/entry/618123
https://www.omim.org/entry/618123
https://www.ncbi.nlm.nih.gov/mesh/?term=D004613
https://www.ncbi.nlm.nih.gov/mesh/?term=D004613
https://www.ncbi.nlm.nih.gov/mesh/?term=D004613
https://www.omim.org/entry/225500
https://www.omim.org/entry/225500
https://www.omim.org/entry/225500
http://bioportal.bioontology.org/ontologies/MEDDRA?p=classes&conceptid=10008724
http://bioportal.bioontology.org/ontologies/MEDDRA?p=classes&conceptid=10008724
http://bioportal.bioontology.org/ontologies/MEDDRA?p=classes&conceptid=10008724
https://icd.who.int/browse10/2016/en#/Q77.6
https://icd.who.int/browse10/2016/en#/Q77.6
https://icd.who.int/browse10/2016/en#/Q77.6


ANALYTE(S):

DYNC2LI1
GLI1
EVC
EVC2
PRKACA
PRKACB

CREATED: 13 May 2019 - 01:02

CHANGED: 22 Jun 2023 - 16:14

Source URL: http://gentest.healthdata.be/disease/192

file:///var/www/gentest.healthdata.be/docroot//analyte/458
file:///var/www/gentest.healthdata.be/docroot//analyte/458
file:///var/www/gentest.healthdata.be/docroot//analyte/458
file:///var/www/gentest.healthdata.be/docroot//analyte/489
file:///var/www/gentest.healthdata.be/docroot//analyte/489
file:///var/www/gentest.healthdata.be/docroot//analyte/489
file:///var/www/gentest.healthdata.be/docroot//analyte/490
file:///var/www/gentest.healthdata.be/docroot//analyte/490
file:///var/www/gentest.healthdata.be/docroot//analyte/490
file:///var/www/gentest.healthdata.be/docroot//analyte/491
file:///var/www/gentest.healthdata.be/docroot//analyte/491
file:///var/www/gentest.healthdata.be/docroot//analyte/491
file:///var/www/gentest.healthdata.be/docroot//analyte/1188
file:///var/www/gentest.healthdata.be/docroot//analyte/1188
file:///var/www/gentest.healthdata.be/docroot//analyte/1188
file:///var/www/gentest.healthdata.be/docroot//analyte/6086
file:///var/www/gentest.healthdata.be/docroot//analyte/6086
file:///var/www/gentest.healthdata.be/docroot//analyte/6086
http://gentest.healthdata.be/disease/192
http://gentest.healthdata.be/disease/192
http://gentest.healthdata.be/disease/192


RELATED CONTENT

Related Genetic Tests 

Ciliopathy (gene panel)
Ellis-van Creveld syndrome (2 genes)

Related Laboratories 

Centre de Génétique-Institut de Pathologie et de Génétique (IPG)
Centrum Medische Genetica - UZ Gent

Related Analytes 

dynein cytoplasmic 2 light intermediate chain 1
EvC ciliary complex subunit 1
EvC ciliary complex subunit 2
GLI family zinc finger 1
protein kinase cAMP-activated catalytic subunit alpha
protein kinase cAMP-activated catalytic subunit beta

Related Gene Panels 

Ciliopathy (120 genes) - UGent
Ellis-van Creveld (2 genes) - IPG
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