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We present first report on novel and previously reported chromosomal mosaicism and genetic copy number variation in 
histopathologically characterized medulloblastoma (MB) in North Indian cases using array based comparative genomic 

hybridization (CNV-targeted; CytoScan 750K Array). In first case, the results revealed gain mosaic (CN state=2.91)/gains 
(CN=3.00) at Ch: 1q and Loss Mosaic (CN=1.22) at Ch: 1p, Ch: 2 q37.1-37.3 (CN=1.50), Ch: 4 q28.1-35.2 (CN=1.18) and Ch: 
8 q22.3-24.13 (CN=1.73). Importantly, Loss of HHIP gene at 4q31.21, suggests it to be SHH Type of MB. In second case, gain 
mosaic of 17 q (CN=3.00), 16p (CN=2.23) 12 (CN=2.48; Gain at 3 regions) 2p (CN=2.91)7 (CN=3.00) and 1q (CN=2.91) and 
loss mosaic of 17 p (CN=1.61), 16q (CN=1.27) 13 (CN=1.61) 11 (CN=1.56), 10 (CN=1.27 and Loss at 10q), 8 (CN=1.67), 2q 
(CN=1.62) was observed. Additionally, amplification at MYCN at 2p24.3, CDK6 at 7q21.2, GLI1 at 12q13.3, Loss of MYC at 
8q24.2, IRS2 at 13q34, Tp53 in 17p31.1, SUFU at 10q24.32, PAX6 at 11p13, SFRP1 at 8p11.21 classify this case into SHH group 
of MB. Gain of 17q, 7 and 1q and Loss of 17p, 16q, 11p, 10q and 8 have been previously reported, however gains in Ch: 16p, 
12, 7, 2p, 1q and X, as well as losses of Ch: 20, 13q, 11, 10, 8, 4q and 2q were the novelty. The results validate the previously 
reported as well as novel alterations in onco- and tumor-suppressor genes and classify both the samples as SHH type of MB.
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