
Supplementary figure 3. Distribution Of All Constitutional Variants by Gene 
 

 
 
This figure shows the number of constitutional variants detected in the most frequently 
mutated genes across multiple cancer types. The x-axis lists the most frequently mutated 
genes, while the y-axis represents the total number of detected constitutional variants 
considering all the neoplasms. Bars are color-coded to indicate the different variant types, 
as shown in the legend on the right. Each bar is stacked to reflect the contribution of each 
variant type to the total variant count for a given gene. At the top of each bar, the percentage 
of the total number of variants for the corresponding gene relative to the overall total of 249 
constitutional variants is displayed in black. The total number of variants for every gene is 
also reported in brackets. 

3
5

.7
%

 (
8

9
)

2
0

.9
%

 (
5

2
)

6
.4

%
 (

1
6

)

6
%

 (
1

5
)

5
.6

%
 (

1
4

)

4
.4

%
 (

1
1

)

3
.6

%
 (

9
)

3
.2

%
 (

8
)

2
.4

%
 (

6
)

2
%

 (
5

)

2
%

 (
5

)

1
.6

%
 (

4
)

1
.2

%
 (

3
)

1
.2

%
 (

3
)

0
.8

%
 (

2
)

0
.8

%
 (

2
)

0
.4

%
 (

1
)

0
.4

%
 (

1
)

0
.4

%
 (

1
)

0
.4

%
 (

1
)

0
.4

%
 (

1
)

0

40

80

120

B
R

C
A

1

B
R

C
A

2

A
T

M

M
S

H
6

M
S

H
2

M
L
H

1

R
A

D
5
1
C

P
A

L
B

2

M
U

T
Y

H

B
R

IP
1

R
A

D
5
1
D

C
H

E
K

2

R
E

T

S
D

H
A

B
A

R
D

1

P
M

S
2

F
H

N
F

1

P
O

L
E

S
D

H
B

S
D

H
C

Gene

N
u

m
b

e
r 

o
f 
V

a
ri

a
n

ts

Variant Type

Frame_Shift_Del

Frame_Shift_Ins

In_Frame_Del

Missense_Mutation

Nonsense_Mutation

Splice_Region

Splice_Site

Total No. of germline variants: 249


