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DISEASE:
CK syndrome

NAME: CK syndrome

CK syndrome is a rare, genetic, X-linked syndromic intellectual disability disorder characterized by mild to
severe intellectual disability, infancy-onset seizures, post-natal microcephaly, cerebral cortical
malformations, dysmorphic facial features (including long, narrow face, almond-shaped palpebral fissures,
DESCRIPTION: epicanthic folds, high nasal bridge, malar flattening, posteriorly rotated ears, high arched palate, crowded
teeth, micrognathia) and thin body habitus. Long and slim fingers/toes, strabismus, hypotonia, spasticity,
optic disc atrophy, and behavioral problems (aggression, attention deficit hyperactivity disorder and
irritability) are additional features.

ORPHACODE: 251383
SYNONYMS: X-linked intellectual disability-microcephaly-cortical malformation-thin habitus syndrome
Orphanet
XREF(S): ICD-10
OMIM
ANALYTE(S): NSDHL
CREATED: 13 May 2019 - 01:02

CHANGED: 22 Jun 2023 - 16:14



https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=251383
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=251383
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=251383
https://icd.who.int/browse10/2016/en#/Q87.0
https://icd.who.int/browse10/2016/en#/Q87.0
https://icd.who.int/browse10/2016/en#/Q87.0
https://www.omim.org/entry/300831
https://www.omim.org/entry/300831
https://www.omim.org/entry/300831
file:///var/www/gentest.healthdata.be/docroot//analyte/1764
file:///var/www/gentest.healthdata.be/docroot//analyte/1764
file:///var/www/gentest.healthdata.be/docroot//analyte/1764

Source URL: http://gentest.healthdata.be/disease/940



http://gentest.healthdata.be/disease/940
http://gentest.healthdata.be/disease/940
http://gentest.healthdata.be/disease/940

RELATED CONTENT

Related Genetic Tests

¢ |chthyosis (gene panel)
o cleft lip with/whitout cleft palate (virtual gene panel)

Related Laboratories

e Centre de Génétique Médicale UCL
e Centrum Menselijke Erfelijkheid - KUL

Related Analytes

e NAD(P) dependent steroid dehydrogenase-like

Related Gene Panels

o Cleft lip and palate / dysmorphic facial features / craniofacial anomalies (255 genes)) - UCL
¢ Ichthyosis and erythroderma (98 genes) - KUL
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