
Supplementary Figure S1

.fastq data from HiSeq 2000 (100bp pair end read)

Align to the human genome reference (hg19) using BWA

Remove PCR duplicates by Picard MarkDuplicates

Remove synonymous SNVs / ambiguous candidates

Rescue candidates registered in COSMIC V60 except for novel recurrent 
variants (n>=2) not reported somatic origins in the literature.

Remove Missense SNVs registered in known polymorphisms  database:
•In-house SNP database
•dbSNP131
•1000 genomes as of 2011/05/21
•ESP 6500

Final list of variants

Remove candidates, if the same variant allele is also detected in 53 
normal  samples with 0.25% allele frequency on average or identical 
candidates in 53 normal samples

Remove mapping errors by visual inspection with IGV

Remove candidates fulfilling the criteria:
•Missense SNVs with 0.45 ~ 0.55 allele frequency or on copy number 
change

Discard low-quality reads and low-quality bases:
•Reads with 5 or more mismatches
•Reads with < 25 mapping quality
•Bases with < 30 base quality

Detect variants fulfilling the criteria:
•with 10 or more total reads
•with 6 or more supporting reads
•with supporting read(s) from both direction
•with > 0.02 allele frequency



Supplementary Figure S2

0 20 40 60 80

100

120

140

160

180

0 - 0.025

0.025 - 0.05

0.05 - 0.075

0.075 - 0.1

0.1 - 0.125

0.125 - 0.15

0.15 - 0.175

0.175 - 0.2

0.2 - 0.225

0.225 - 0.25

0.25 - 0.275

0.275 - 0.3

0.3 - 0.325

0.325 - 0.35

0.35 - 0.375

0.375 - 0.4

0.4 - 0.425

0.425 - 0.45

0.45 - 0.475

0.475 - 0.5

0.5 - 0.525

0.525 - 0.55

0.55 - 0.575

0.575 - 0.6

0.6 - 0.625

0.625 - 0.65

0.65 - 0.675

0.675 - 0.7

0.7 - 0.725

0.725 - 0.75

0.75 - 0.775

0.775 - 0.8

0.8 - 0.825

0.825 - 0.85

0.85 - 0.875

0.875 - 0.9

0.9 - 0.925

0.925 - 0.95

0.95 - 0.975

0.975 - 1

Know
n m

utations found in the CO
SM

IC
database (N

=593)

Know
n SN

Ps found in dbSN
P131, 1000

genom
es, ESP5400, and in-house

database (N
=500)

Number of variants



Supplementary Figure S3

0 
0.05 
0.10 
0.15 
0.20 



Supplementary Figure S4



Supplementary Figure S5



-4q (TET2)

A

B

C

D

E

-7q (EZH2)

-7 (LUC7L2, EZH2)-5q (IRF1)

-5q (IRF1) -12p (ETV6) -17 (TP53)

+8q

-3q (STAG1)

-7q(LUC7L2, EZH2)-5q (IRF1) -12p (ETV6)

1 2 3 4 5 6 7 8 9 10 11 12 13 14 15 16 17 1819 20 2122 X

Supplementary Figure S6



Supplementary Figure S7



0% 

5% 

10% 

15% 

0.2  0.4  0.6  0.8  

N <500 
O <500 

0% 

5% 

10% 

15% 

20% 

0.2  0.4  0.6  0.8  

N 500-1000 

O 500-1000 

0% 

5% 

10% 

15% 

20% 

25% 

0.2  0.3  0.4  0.5  0.6  0.7  0.8  

N 1000-1500 
O 1000-1500 

0% 

5% 

10% 

15% 

20% 

25% 

0.2  0.4  0.6  0.8  

N 1500-2000 

O 1500-2000 

0% 

5% 

10% 

15% 

20% 

25% 

30% 

0.2  0.4  0.6  0.8  

N 2000-2500 
O 2000-2500 

0% 

5% 

10% 

15% 

20% 

25% 

30% 

35% 

0.2  0.4  0.6  0.8  

N >2500 
O >2500 

y = 1.0215x - 0.0003 
R  = 0.99147

0.00 

0.05 

0.10 

0.15 

0.20 

0.25 

0.00 0.05 0.10 0.15 0.20 0.25 

y = 1.0157x - 0.0002 
R  = 0.96408

0.00 

0.05 

0.10 

0.15 

0.20 

0.00 0.05 0.10 0.15 0.20 

y = 0.9065x + 0.0012 
R  = 0.97174

0.00 

0.05 

0.10 

0.15 

0.00 0.05 0.10 0.15 

y = 1.0627x - 0.0008 
R  = 0.96973

0.00 

0.05 

0.10 

0.15 

0.20 

0.25 

0.30 

0.00 0.10 0.20 0.30 

depth <500 500< depth < 1000 1000< depth < 1500

1500< depth < 2000 2000< depth < 2000

y = 0.995x + 6E-05 
R  = 0.97221

0.00 

0.05 

0.10 

0.15 

0.20 

0.25 

0.30 

0.00 0.10 0.20 0.30 

A

B

Supplementary Figure S8A-B



C

D

0.6

0.5

0.4

0.3

0.2

0.1

1 2 3 4 5 6 7 8 9 10 11 12 13 14 15 16

co
p

y 
n

um
b

er
-a

dj
us

te
d 

va
ria

nt
 a

lle
le

 f
re

q
ue

nc
ie

s

Cases

0.0

Supplementary Figure S8C-D
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Supplementary Figure S11 A-F



Supplementary Figure S11 G-L



Supplementary Figure S11 M-R



Supplementary Figure S11 S-X



Supplementary Figure S11 Y-Z
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Supplementary Figure S19
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Supplementary Figure S20

A B

DC

intermediate

high

very low

low

intermediate

very low

low

high

intermediate

lowvery high

high

intermediate

very high

high

n.s. P = 0.073

n.s. n.s.



Supplementary Figure S21
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