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Choriocarcinoma and Klinefelter Syndrome
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Abstract: A 13-year-old boy presented with diffuse metastatic pure choriocarcinoma at central
nervous system, lung and skin nodules. No primary testicular tumor was found. The patient’s bone
marrow cell karyotype was 47,XXY which is consistent with Klinefelter syndrome. The patient was
treated with combination chemotherapy and responded well. Pure choriocarcinoma, although rare
as primary germ cell tumor, can be found about 15% of extragonadal germ cell tumor and 30% of
germ cell tumors in Klinefelter syndrome (KS). The literature review confirms the association of germ
cell tumors of nonseminomatous subtype and young median age group KS patient. The finding of
extragonadal germ cell tumors in KS patient is also discussed.
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