
Internal exon

Position with relation to start of exon

ESE/ESS density across 24,924 exonic regions

Upstream intron Downstream intron

P
ro

po
rt

io
n 

of
 p

os
iti

on
s 

w
ith

 a
n 

E
S

E
/E

S
S

ESE density

ESS density

-100 -50 0 50 100 150 200

0.
0

0.
1

0.
2

0.
3

0.
4

0.
5

0.
6

exon
P

ro
po

rt
io

n 
of

 p
os

iti
on

s 
w

ith
 a

n 
E

S
E

/E
S

S

0.
0

0.
1

0.
2

0.
3

0.
4

0.
5

0.
6

-20 -15 -10 -5 0 100 105

3’ splice site (23bp)

5’ splice site (9bp)

Position with relation to start of exon

Ectopic SAVs ‘Ectopic-like’ hSNPs
30

25

20

15

10

5

0

30

25

20

15

10

5

0

1 2 3 4 5 6 1 2 3 4 5 6

3’ splice site 5’ splice site

100

90

80

70

60

50

40

30

20

10

0

∆SS < 1 ∆SS >= 1
and ectopic SS >= 

natural SS

∆SS >= 1
and ectopic SS <

natural SS

Ectopic SAVs

Skipping SAVs

hSNPs

(a)

(c)

(b)
%

 o
f V

ar
ia

nt
s

%
 o

f V
ar

ia
nt

s

Exon section
Variants that create a 3’ ectopic splice site

Variants that create a 5’ ectopic splice site


