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DISEASE:
Revesz syndrome

NAME: Revesz syndrome

DESCRIPTION:

Revesz syndrome is a rare severe phenotypic variant of dyskeratosis congenita (DC; see this term) with an 
onset in early childhood, characterized by features of DC (e.g. skin hyper/hypopigmentation, nail dystrophy, 
oral leukoplakia, high risk of bone marrow failure (BMF) and cancer, developmental delay sparse and fine 
hair) in conjunction with bilateral exudative retinopathy, and intracranial calcifications.

ORPHACODE: 3088

SYNONYMS:
Dyskeratosis congenita with bilateral exudative retinopathy
Retinopathy-anemia-central nervous system anomalies syndrome
Revesz-DeBuse syndrome

XREF(S):
Orphanet
OMIM
ICD-10

ANALYTE(S): TINF2

CREATED: 13 May 2019 - 01:02

CHANGED: 22 Jun 2023 - 16:14

Source URL: http://gentest.healthdata.be/disease/1121

https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=3088
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=3088
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=3088
https://www.omim.org/entry/268130
https://www.omim.org/entry/268130
https://www.omim.org/entry/268130
https://icd.who.int/browse10/2016/en#/Q82.8
https://icd.who.int/browse10/2016/en#/Q82.8
https://icd.who.int/browse10/2016/en#/Q82.8
file:///var/www/gentest.healthdata.be/docroot//analyte/713
file:///var/www/gentest.healthdata.be/docroot//analyte/713
file:///var/www/gentest.healthdata.be/docroot//analyte/713
http://gentest.healthdata.be/disease/1121
http://gentest.healthdata.be/disease/1121
http://gentest.healthdata.be/disease/1121


RELATED CONTENT

Related Genetic Tests 

Dyskeratosis Congenita (gene panel)

Related Laboratories 

Centrum Menselijke Erfelijkheid - KUL

Related Analytes 

TERF1 interacting nuclear factor 2

Related Gene Panels 

Dyskeratosis Congenita (18 genes) - KUL
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