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DISEASE:
Inherited cancer-predisposing syndrome due to biallelic BRCA2 mutations
NAME: Inherited cancer-predisposing syndrome due to biallelic BRCA2 mutations
Inherited cancer-predisposing syndrome due to biallelic BRCA2 mutations is a rare cancer-predisposing
syndrome, associated with the D1 subgroup of Fanconi anemia (FA), characterized by progressive bone
_ marrow failure, cardiac, brain, intestinal or skeletal abnormalities and predisposition to various malignancies.
DESCRIPTION: : . . :
Bone marrow suppression and the incidence of developmental abnormalities are less frequent than in other
FA, but cancer risk is very high with the spectrum of childhood cancers including Wilms tumor, brain tumor
(often medulloblastoma) and ALL/AML.
ORPHACODE: 319462
Orphanet
XREF(S): ICD-10
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ANALYTE(S): BRCA2
CREATED: 13 May 2019 - 01:02
CHANGED: 22 Jun 2023 - 16:14

Source URL: http://gentest.healthdata.be/disease/1753



https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=319462
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=319462
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=319462
https://icd.who.int/browse10/2016/en#/D61.0
https://icd.who.int/browse10/2016/en#/D61.0
https://icd.who.int/browse10/2016/en#/D61.0
https://www.omim.org/entry/605724
https://www.omim.org/entry/605724
https://www.omim.org/entry/605724
file:///var/www/gentest.healthdata.be/docroot//analyte/843
file:///var/www/gentest.healthdata.be/docroot//analyte/843
file:///var/www/gentest.healthdata.be/docroot//analyte/843
http://gentest.healthdata.be/disease/1753
http://gentest.healthdata.be/disease/1753
http://gentest.healthdata.be/disease/1753

RELATED CONTENT

Related Genetic Tests

e Hereditary Breast and Ovarian Cancer, HBOC (13 genes)
e Hereditary cancer (Breast, ovary, colon) (26 genes)
e Hereditary cancer (gene panel)

Related Laboratories

e Centre de Génétique Humaine - CHU Sart-Tilman
e Centre de Génétique-Institut de Pathologie et de Génétique (IPG)

Related Analytes

o BRCA2 DNA repair associated

Related Gene Panels

e Breast cancer, hereditary (13 genes) - ULG
e Cancer (Breast, ovary, colon,...) (26 genes) - ULG
e Hereditary predisposition to cancer (47 genes) - IPG
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