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Molecular genetic analyses of central nervous system germ cell tumors in
children aged &#8804;5 years old
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Of these 16 cases, four were pathological yolk sac tumors and 12 were noted
to be teratomas, in contrast to high prevalence of germinoma in older children and adult.2 cases out
of 8 recurrent cases relapsed as different types of GCT, so-called “ metachronous GCT” , more than

5 years after onset.

Molecular genetic analyses revealed SMARCA4, TP53, and PTEN mutations in one of the teratoma cases.

DNA methylation analysis revealed that infantile teratoma and yolk sac tumor were clustered together
in older children, except for the SMARCA4 mutant teratoma, which was classified as an atypical

teratoid/rhabdoid tumor harboring SMARCA4 mutation.Copy number analysis presented 12p gain, which is
regarded as a poor prognostic factor in older aged GCT, in four cases, consisting of three yolk sac
tumors and one relapsed teratoma case.Overall, a subset of infantile CNS-GCT may be clinically and

molecularly different from its tumor counterpart observed in older children and adults.
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