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DISEASE:
Treacher-Collins syndrome

NAME: Treacher-Collins syndrome

DESCRIPTION:

A rare genetic mandibulofacial dysostosis characterized by bilateral symmetrical oto-mandibular dysplasia 
including underdeveloped cheekbones (malar hypoplasia), a very small low jaw (micrognathia) and 
downward-slanting palpebral fissures, coloboma of the lower eyelids, microtia, hearing loss and without 
abnormalities of the extremities. Intelligence is normal.

ORPHACODE: 861

SYNONYMS:
Franceschetti-Klein syndrome
Mandibulofacial dysostosis without limb anomalies

XREF(S):

Orphanet
MedDRA
ICD-10
OMIM
OMIM
OMIM
OMIM

https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=861
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=861
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=861
http://bioportal.bioontology.org/ontologies/MEDDRA?p=classes&conceptid=10051456
http://bioportal.bioontology.org/ontologies/MEDDRA?p=classes&conceptid=10051456
http://bioportal.bioontology.org/ontologies/MEDDRA?p=classes&conceptid=10051456
https://icd.who.int/browse10/2016/en#/Q75.4
https://icd.who.int/browse10/2016/en#/Q75.4
https://icd.who.int/browse10/2016/en#/Q75.4
https://www.omim.org/entry/618939
https://www.omim.org/entry/618939
https://www.omim.org/entry/618939
https://www.omim.org/entry/154500
https://www.omim.org/entry/154500
https://www.omim.org/entry/154500
https://www.omim.org/entry/248390
https://www.omim.org/entry/248390
https://www.omim.org/entry/248390
https://www.omim.org/entry/613717
https://www.omim.org/entry/613717
https://www.omim.org/entry/613717


ANALYTE(S):

POLR1B
TCOF1
POLR1D
POLR1C
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RELATED CONTENT

Related Genetic Tests 

Treacher Collins (gene panel)

Related Laboratories 

Centrum Medische Genetica - UZ Antwerpen

Related Analytes 

RNA polymerase I subunit B
RNA polymerase I and III subunit C
RNA polymerase I and III subunit D
treacle ribosome biogenesis factor 1

Related Gene Panels 

Treacher Collins (3 genes) - UZA
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