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DISEASE:
Ataxia-telangiectasia

NAME: Ataxia-telangiectasia

DESCRIPTION:
A rare disorder characterized by the association of severe combined immunodeficiency (affecting mainly the 
humoral immune response) with progressive cerebellar ataxia. It is characterized by neurological signs, 
telangiectasia, increased susceptibility to infections and a higher risk of cancer.

ORPHACODE: 100

SYNONYMS: Louis-Bar syndrome

XREF(S):

Orphanet
MeSH
MedDRA
ICD-10
OMIM
OMIM

ANALYTE(S): ATM
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RELATED CONTENT

Related Genetic Tests 

Ataxia telangiectasia
Dystonia (gene panel)
Hereditary cancer (Breast, ovary, colon) (26 genes)
Hereditary cancer (gene panel)

Related Laboratories 

Centre de Génétique Humaine - CHU Sart-Tilman 
Centre de Génétique-Institut de Pathologie et de Génétique (IPG)
Centrum Medische Genetica - UZ Gent
Centrum Menselijke Erfelijkheid - KUL

Related Analytes 

ATM serine/threonine kinase

Related Gene Panels 

Cancer (Breast, ovary, colon,…) (26 genes) - ULG
Dystonia (68 genes) - KUL
Hereditary predisposition to cancer (47 genes) - IPG
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