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DISEASE:
Li-Fraumeni syndrome

NAME: Li-Fraumeni syndrome

DESCRIPTION:
A rare, inherited, cancer predisposition syndrome characterized by the early-onset of multiple primary 
cancers including breast cancer, soft tissue and bone sarcomas, brain tumors, adrenal cortical carcinoma 
(ACC), leukemias, and other cancers.

ORPHACODE: 524

XREF(S):

Orphanet
ICD-10
MeSH
MedDRA
OMIM
OMIM

ANALYTE(S):

CDKN2A
MDM2
TP53
CHEK2
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Breast cancer, hereditary / Li-Fraumeni syndrome (Hot spot mutation - 1100delC)
Hereditary cancer (Breast, ovary, colon) (26 genes)
Hereditary cancer (gene panel)
Hereditary cancer panel (gene panel)
Li-Fraumeni Syndrome
Li-Fraumeni Syndrome
Li-Fraumeni Syndrome (TP53 gene)
Li-Fraumeni syndrome

Related Laboratories 

Centre de Génétique Humaine - CHU Sart-Tilman 
Centre de Génétique Médicale UCL 
Centre de Génétique-Institut de Pathologie et de Génétique (IPG)
Centrum Medische Genetica - UZ Gent
Centrum Menselijke Erfelijkheid - KUL
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cyclin dependent kinase inhibitor 2A
checkpoint kinase 2
MDM2 proto-oncogene
tumor protein p53
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Cancer (Breast, ovary, colon,…) (26 genes) - ULG
Hereditary Cancer Solution (35 genes) - UCL
Hereditary predisposition to cancer (47 genes) - IPG
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