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DISEASE:
3C syndrome

NAME: 3C syndrome

Cranio-cerebello-cardiac (3C) syndrome is a rare multiple congenital anomalies syndrome characterized by
craniofacial (prominent occiput and forehead, hypertelorism, ocular coloboma, cleft palate), cerebellar
(Dandy-Walker malformation, cerebellar vermis hypoplasia) and cardiac (tetralogy of Fallot, atrial and
ventricular septal defects) anomalies (see these terms).

DESCRIPTION:

ORPHACODE: 7

Craniocerebellocardiac dysplasia

SYNONYMS: Ritscher-Schinzel syndrome

Orphanet
MeSH

ICD-10
XREF(S): OMIM
OMIM
OMIM
OMIM



https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=7
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=7
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=7
https://www.ncbi.nlm.nih.gov/mesh/?term=C535313
https://www.ncbi.nlm.nih.gov/mesh/?term=C535313
https://www.ncbi.nlm.nih.gov/mesh/?term=C535313
https://icd.who.int/browse10/2016/en#/Q87.8
https://icd.who.int/browse10/2016/en#/Q87.8
https://icd.who.int/browse10/2016/en#/Q87.8
https://www.omim.org/entry/220210
https://www.omim.org/entry/220210
https://www.omim.org/entry/220210
https://www.omim.org/entry/300963
https://www.omim.org/entry/300963
https://www.omim.org/entry/300963
https://www.omim.org/entry/619135
https://www.omim.org/entry/619135
https://www.omim.org/entry/619135
https://www.omim.org/entry/619435
https://www.omim.org/entry/619435
https://www.omim.org/entry/619435

VPS35L
DPYSL5
WASHCS5
CCDC22

ANALYTE(S):
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RELATED CONTENT

Related Genetic Tests

e Spastic Paraplegia (gene panel)
o cleft lip with/whitout cleft palate (virtual gene panel)

Related Laboratories

e Centre de Génétique Médicale UCL
e Centre de Génétique-Institut de Pathologie et de Génétique (IPG)

Related Analytes

coiled-coil domain containing 22
dihydropyrimidinase like 5

VPS35 endosomal protein sorting factor like
WASH complex subunit 5

Related Gene Panels

o Cleft lip and palate / dysmorphic facial features / craniofacial anomalies (255 genes)) - UCL
e Spastic Paraplegia (89 genes) - IPG
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