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Analysis of genetic heterogeneity of medulloblastoma with Gorlin syndrome
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This study aimed to clarify the molecular basis of medulloblastoma
development in Gorlin syndrome (GS). We examined genetic features associated with Sonic Hedgehog
(SHH) signal mainly in two medulloblastoma with GS with immunohistochemistry and comprehensive gene
analysis of tumors. As a result, we investigated two hits of PTCH1 in tumor cells, MYCN
amplification associated with chromothripsis and loss of function mutation of GNAS, and they
contributes greatly to tumorigenesis or malignant transformation in GS. Moreover, somatic mosaicism
of maternal heterodisomy of GNAS may cause clinical phenotype of POH and GS.
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