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Comparison of somatic mutation calling tools for second generation sequencing
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Abstract:It's always a scientific question to identify genomic mutations in cancer cells using next generation

sequencing data. This study used the high-throughput data from a cancer patient to estimate several tools that

identify somatic mutations. By comparing their methods and the validation rates, we found both their advantages and

short comings. Finally, we provide some advice to allow user to choose the suitable tool.
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Table 1 Number of mutation sites identified by VarScan
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Table 2 The genotype of SNV sites in both samples

R/R( 424 Somatic RRA) R/VI(4A LOH RZE)

R/R 0 53 414
R/V1 22 140 14 087
V1/Vl 67 6
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Notes: The genotype in normal sample is shown in column header ( R/R
and R/V1 at top), genotype in timor sample is shown in row header
(R/R, R/V1, V1/VI on the left). The number in cell is the number of
mutation sites with these genotype. R denotes the reference allele, V1

denotes the variant allele.
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Table 3 The genotype of indel sites in both samples

R/R( 424 Somatic IRA)  R/VI( 4~ LOH RE)

R/R 0 882
R/V1 1734 0
V1/V1 6 237
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oty P B R A AT 3k R (42l R/R \R/VLVI/VL) , B WA I
BER B AN S H . R FRSHRRFEFI, VI KR L F T
(W B FEAm A/ B ) .

Notes: The genotype in normal sample is shown in column header (R/R
and R/V1 at top) , genotype in timor sample is shown in row header ( R/
R, R/V1, V1/VI1 on the left). The number in cell is the number of
mutation sites with these genotype. R denotes the reference allele, but V1

is insert/delete variant.
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Fig.1 Distribution of CLR value among mutation sites calculated by SAMtools
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Fig.2 Distribution of t_log_fstar among mutation sites calculated by MuTect
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