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A rhabdomyosarcoma patient from a Li-Fraumeni syndrome family: a case report
and literature review
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Abstract: Li-Fraumeni syndrome (LFS) is a hereditary cancer predisposition syndrome, with the characteristics
of early onset of cancer and high cancer incidence. TP53 is widely accepted as a pathogenic gene of LFS. A 2 years and
6 months old boy is reported in this article, who was diagnosed with embryonal rhabdomyosarcoma (RMS) in the left
submandibular region. His brother died of RMS, and his grandmother was diagnosed with breast cancer. TP53 gene
mutation detection was performed in this patient and some family members, indicating a missense mutation in exon 8
of the patient: ¢.844C>T (p.Arg282Trp, heterozygous). TP53 mutation was also found in his mother and sister. The boy
met the diagnostic criteria for LFS. Among pediatric patients, the most common LFS diseases include osteosarcoma,
adrenocortical cancer, central nervous system tumor, and soft tissue tumor. Additionally, leukemia and lymphoma are
also involved. LFS patients have a high risk to suffer secondary or even multiple cancers. Therefore, it is necessary to
perform genetic detection for pediatric cancer patients, especially those with hereditary predisposition cancers. TP53
mutation often indicates poor prognosis, so it is important to take active treatment and systematic monitoring for LFS
family. [Chin J Contemp Pediatr, 2017, 19(12): 1263-1266]
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