c.2466T>C

PMS2CL reference
GATTGGEGACTGCTCT IAACACAAGCGAGATG

i ?

Read sequence GATTGGGACTGCTCT¢AACACAAGCGAGATG —» Mapping Quality =0

C.*92dupA

i ?

¥
GATTGGGACTGCTCTTAACACAAGCCRAGATG
PMS2 reference

PMS2CL reference
TTGI TTTAAAATGAAACCTGCTACT TAAAAA

Filtered out read

False negative

Read sequence TTGTTTTAAAATGAAACCTGCTACTTAAAAA —» Misaligned read

o

TTGI TTTAAAATGAAY CCTGCCTACTTAAAAA
PMS2 reference

False negative

Cabanillas et al. Figure S4



