4A. 144

AKT3 (ENST00000366539.1) :
3 i 5

rs10927051

E10 E9 E8 E6
0.76

G/G _-Q-_-_. ..... i
(n=221) :
0.8 H

G/C _-/_\-_-__ ..... i
(n=118) 0.86 5

crc -/ N -__- .....
(n=14) :

Significant Intron region Associated sQTL SNP
clu_56564 rs10927051
chr1:243727150-243736228 chr1:243805936

B = 0.301, P=1.26e-06, Q = 2.86e-04

4B. 2¢33.3
C20rf80 (ENST00000341287.4) rs7572263

3 P

H1He

E4 E3 E2 E1
0.0076
—am—a. - A
0.0037 (n=192)
— .. .  AG
0.00049: (n=142)
/_ —r\- G/G
— .. o)
Significant Intron t.'egion Associated sQTL SNP
clu_49792 rs7572263
chr2:209047771-209054677 chr2:209051586
B =-0.244, P=6.63e-10, Q = 1.62e-08
4C. 15g24.2
rs34213321 ETFA (ENST00000557943.1)
3 5
E10 E3 E2 E1
: 0.26
...... -_-_-Q- A/A
5 03 (n=85)
o i N Y
: L (n=167)
H 0.32
: A G/G
...... -_-_-/_\- (n=100)
Associated sQTL SNP Significant Intron region
rs34213321 clu_20348
chr15:76513240 chr15:76588078-76603691

B =0.361, P=1.36e-10, Q=1.31e-09

4D. 22q13.1

rs6000943 C220rf23 (ENST00000403305.1)
5 i3 3 L 5
MICALL1
(ENST00000215957.6)
E9 E10 E5 E4 E3
; 0
- e
: 0.022 (n=136)
_-_:_-_ ‘ \- ] T/C
: (n=174)
: 0.018
: ‘ R - - c/c
. — - (n=44)
Associated sQTL SNP Significani Intron region
rs6000943 clu_28314
chr22:38324323 chr22:38341132-38343288

B =0.238, P=1.10e-07, Q = 4.50e-05

1.0

Intron Usage
o o
d o

1N
kS

0.06

Intron Usage
o
o
'

4
Q
[

0.00

0.5

I
>

Intron Usage
o
w

°
[

0.1

G/G G/C c/C
rs10927051 genotype

Al

AA AG G/G
rs7572263 genotype

0.6

I
IS

Intron Usage

o
[N}

0.0

A/A A/G G/G
rs34213321 genotype

T T/C c/C
rs6000943 genotype



4E. 7p11.2

r$2699247
SEC61G (ENST00000415949.1) :

3 5 5 3
I -

RP11-745C15.2

(ENST00000439413.2)
E3 E2 E1 E1 E2
0.92 .
GG g/ oy g -
n=161 H
( ) 0.93 H
S S v— -
n=150 :
{ ) 0.94 :
AR g ey mm - .
(n=43)
Significant Intron region Associat-ed SQTL SNP
_,Clu_32096 rs2699247
chr7:54825287-54826851 chr7:54850626
B =0.445, P=8.51e-13, Q= 1.7e-10
4F. 7p11.2
rs2699247
SEC61G (ENST00000415949.1) :
31 5! 5! H 35
RP11-745C15.2
(ENST00000439413.2)
E3 E2 E1 E1 E2
0.065 .
OC g/ oy g -
(n=161) H
0.059 H
G/A l—E
(n=150) :
0.049 :
AR g e mm - .
(n=43) i :
Significant Intron region Associat-ed sQTL SNP
_,Clu_320%6 r$2699247
chr7:54825287-54826855 chr7:54850626
B =-0.39, P=7.23e-11, Q = 3.62e-09
4G. 11923.3
rs7125115 PHLDB1 (ENST00000361417.2)
5 .ﬁ). IIIIII ly Illha’
E1 E2 E3
. 0.016
m— am am o
: =1
‘' 0.03 (n=135)
= mm mm on
i 0045 (n=157)
i am  mm A
: (n=62)
Associated sQTL SNP Significant Intron region
rs7125115 clu_9440
chr11:118478330 chr11:118481241-118484009
B = 0.43, P=4.63e-23, Q=1.85e-21
4H. 11923.3
rs7125115 PHLDB1 (ENST00000361417.2)
E1 E2 E3
. 0.039
-_EL_;-_ G/G
: =1
i 0.055 (n=135)
-_;L_-\_-_ G/A
0.075 (n=157)
B mm mm NA
: (n=62)
Associated sQTL SNP Significant Intron region
rs7125115 clu_9440
chri1:118478330 chr11:118481241-118484531

B = 0.45, P=4.50e-22, Q= 1.30e-20

1.00
0.95
[
(=2
©
[}
=)
c
© 0.90
£
0.85
G/G G/A A/A
rs2699247 genotype
0.15
0.10
]
o
©
1]
=]
c
2005
£
0.00
G/G G/A A/A
rs2699247 genotype
0.5
0.4
o 0.3
o
©
[
=]
c 0.2 .
g . ¢ :
E ' :
{ jb 5
0.0 —_—
G/G G/A A/A
rs7125115 genotype
0.6
0.4
O
o
(]
[
=1
c
o . &
+= 0.2 .
£ ¥ [
A
)
0.0 J I
G/G G/A A/A
rs7125115 genotype



41. 11923.3

TMEM25 (ENST00000313236.5)

3

5. ‘ I I I I I I h rs11216924

5 3 5 - 4
TMEM25 (ENST00000354284.4) H_I_I_I_I_I_I_Dh _H
ARCN1

Intron Usage
o
o
5

o
o
o

0.004

4J.11q23.3

TMEMZ25 (ENST00000313236.5)

c/c C/G G/G
rs11216924 genotype

(ENST00000264028.4)

E8 E9 E9 E10
0.0026 .

c/ic _-—Q- _-_-E
(n=265) :
0.0057 :

e _gm—— 7 “mm — .
n=81 :
( ) 0.017 :

o gy 7 gy S
(n=6) .

Significant Intron region Associate& sQTL SNP
clu_9404 rs11216924
chr11:118412790-118416834 chr11:118470092

B = 0.33, P=8.51e-12, Q = 1.30e-09

5 3

5 3 5 i g
TMEM25 (ENST00000354284.4) H_H_I_I_I_I.CF\ q i I
ARCN1

(ENST00000264028.4)

E8 E9 E1 E2
0.00072 .
0.04 AA — — R —
(n=265) :
] 0.0018 :
3 :
3 - — } :
= (Ngz) ——a.—
n=i :
§ 0.02 0.0035 :
£ G/G — P = e
(n=7) :
Significant Intron region Associateci sQTL SNP
0.00 clu_9404 rs73023341
A Ve Py chr11:118405070-118419942 chr11:118445585
= 0.2, P=7.13e-08, Q= 1.17e-
rs73023341 genotype B=0 3e-08, @ e-08
4K. 11923.3 rs61900957
TMEMZ25 (ENST00000313236.5) :
5 . 3 5 I I 3
1.0 T PHLDB1
e —_— (ENST00000361417.2)
E1 E2 E3 E7 E8
1 0.96 .
0.8 : crc - -/\- - -
s . (n=291) 0.92 :
7] H
2 : 7 e mm  —moam
o = H
£06 , (n=57) 0.83 :
™" - -/\- P g
(n=6)
. Significant Intron region Associated sQTL SNP
clu_9432 rs61900957
c/C C/T T chr11:118402586-118402865 chr11:118501723
1 7 t
rs61900957 genotype B = -0.583, P=1.24e-09, Q = 2.84e-07
4L.11923.3
DDX6 (ENST00000264018.4) rs11217021
3’|||||||||§|| 5
0.5
E10 E9 E8 E5
04 0.01
T/T
0 03 (n=203) 0.006
g
1] T/C
= — i
= 0.2 (n=121)
I 0.002
E c/c 5
0.1 (n=28) —i .
. 1) .
Significant Intron region Associated sQTL SNP
0.0 Aﬁ —'L— hananusd clu_9452 rs11217021

chr11:118627996-118630631 chr11:118640828

T T/C c/C

rs11217021 genotype

B =-0.166, P = 6.12e-05, Q = 8.55e-03



4M. 16p13.3

LMF1 (ENST00000262301.11) rs34316274

. 5

“H+H+HHH

0.20]
EN E10 E9 E2
0.0039 ) 0.15
A/A :
(n=201) - L v Y :
0.0049 : § 0.10
AG ) /\-_- - p
(n=127) : g :
0 : £ )
G/G -_Q-_-_ ...... . 003 .
(n=26) : :
Signific;:t '1"228? region Associated sQTL SNP 0.004
ohr16:chr16:918097-918944 ctl:13 ::10%2‘;7 ﬁlsI:\;431 62%6I enot GéG
B = -0.168, P=3.67¢-06, Q = 1.31¢-04 genotyp
4N. 16p13.3

rs34316274 ¥

: | ey | RP11-161M6.2 (ENST00000565467.1)
: _H ° s [ A > RP11-161M6.2 (ENST00000563863.1)

LMF1
(ENST00000262301.11)
E2 E1 E2 E1 0.15]
; 0.015
— T _-—/\- A/A
: 0.0094 (n=201) got0 -
H @ .
—i——. _-—/\- AG 3 :
: 0 (n=127) 5
E m ~ am G/G Eoos :
— : :
: (n=26) :
Associated sQTL SNP Significant Intron |:egion .'.
rs34316274 clu_16093 0.004
chr16:1018697 chr16:1030705-1031145 AA AG G/G
B =-0.297, P=4.21e-07, Q = 2.43¢-06 rs34316274 genotype
40.16p13.3
rs34316274 ¥ ’
: _5—_ RP11-161M6.2 (ENST00000565467.1)
¥ I . 5 S mmmCmmm -~ RP11-161M6.2 (ENST00000565139.1)
MF1 05 .
(ENST00000262301.11) :
E2 E1 E2 E1
0.4
: 0.022
— —-A- AA .
: — 0.3
: 0.016 (n=201) )
o AG 3
: (n=127) 502
: 0.053 £ :
: n G/G = ; .
——— . (n=26) 01 :
Associated sQTL SNP Significant Intron region 0.0 ! —
rs34316274 clu 16094 -
chr16:1018697 1098071 AA AG G/G
chr16:1026071-1026778 rs34316274 genotype

B =0.308, P=1.87e-06, Q= 6.67e-06

4P. 16p13.3
rs4984741 3

: I . 5 RP11-161M6.2 (ENST00000565467.1)
¥ h a 5 3 [ WAUTEEE—— | RP11-161M6.2 (ENST00000568394.1)

LMF1
(ENST00000545827.2) 1.00 -
E2 E1 E3 e
. 0.049
: 0.75
—an a/G
: (n=194)
: 0.052 g
: G/A & 0.50 . -
. : - (n=130) 2
: 0.12 ] .
. A/A €
. ~ - .
——r= -@-— () 025 i
Associateci sQTL SNP PP o il {
rs4984741 S'g"'f'c‘;:g'g;gz region 0.00 d:l =
chr16:1025464 chr16:1026559-1026778 GG GA NA

B =0.24, P=1.26e-05, Q = 4.10e-05 rs4984741 genotype



4Q. 16q12.1

rs2287197
HEATR3 (ENST00000299192.7) ;
0.15
E3 E4 E5 E6
0.0035 .
v, - .
(n=28) ' » 0.10
0.0057 : 2
T/C —_— ; B—. 3
(n=163) . §
0.0025 : £ 0.05 '
crc G E - - :
(n=162) : . ' H
Significant Intron region Aséociated sQTL SNP 0.00 :
clu_17584 rs2287197 ’
chr16:50102778-50109482 chr16:50106594 '|'/'|'22871 9;l'/C ) c/C
B =-0.33, P=1.09e-20, Q = 1.92e-18 e genotype
4R. 16q12.1
rs2287197
HEATR3 (ENST00000299192.7) i
0.08
E3 E4 E5 E6
0.0018 N
T / ) -' - 0.06
(n=28) ’
0.0023 : o
. o
T/C i \ - -I . & 0.04
(n=163) ' 2 ’
0.0049 H <]
crc N : £ :
(n=162) . 0.02 :
Significant Intron region Aséociated sQTL SNP
clu_17584 rs2287197 0.00
hr16:50102778-50103156 .
chr chr16:50106594 T T/C c/c
B =-0.3, P=1.35e-15, @ =5.16e-14 rs2287197 genotype
4S. 16q12.1
rs2287197
HEATR3 (ENST00000299192.7) ;
0.100
E3 E4 E5 E6
0.0011 N
T /\ ] 0.075
(n=28) ‘-_-_-_-‘.
0.0032 : S
TIC - [ \- - 3 0.050 :
(n=163) ; c
0.003 : 2
c/c AN\ : = :
4 0.025
(n=162) —-—-—-—-' - :
Significant Intron region Asgociated sQTL SNP 0.000
clu_17584 rs2287197 .
chr16:50103200-50104089 chr16:50106594 T T/C c/C
B =-0.28, P=1.15e-13, Q= 2.23e-12 rs2287197 genotype
4T. 16q12.1
rs8046344
HEATR3 (ENST00000299192.7) ;
E3 E4 E5 03
0.0035
crc /\ —
(n=27)
0.0048 02
c/G — A - R— g
(n=162) 2
0.0081 S
G/G £ 04
(n=164) \ :
Significant Intron region Associated- sQTL SNP - ‘ 5
clu_17584 rs8046344 0.0 -
chr16:50102778-50104055 chr16:50121773 c/C C/G G/G

B =-0.21, P=1.17e-07, Q = 8.63e-07

rs8046344 genotype



4U. 16q12.1

rs12932038
HEATR3 (ENST00000299192.7) :
5 i 3

I

E1 E2 E3 ES
0.41
7T -Q-_-_
(n=27)
0.26
™ mml Sum g
n=163
( ) 0.18
c/c -Q}-_-_
(n=163)
Significant intron region Associated- sQTL SNP
clu_17583 rs12932038
chr16:50100180-50100278 chr16:50108615
B =-0.34, P=8.69¢-09, Q = 4.57e-06
4V. 16q12.1
HEATR3 (ENST00000299192.7)

rs2058815

5 I 35 I I

' CNEP1R1

(ENST00000458059.3)
E1 E2 E5 E6 E7
: 0
E—a— —-—-&-— 1
: 0.0037 (n=26)
: -’ O g T/G
: - - (n=166)
; 0.0054
: G/G
E—a.— (n=162)

Associated sQTL SNP - L
Significant Intron region

rs2058815
" clu_17585
chr16:50058219 chr16:50109622-50109966
B =-0.193, P=1.23¢-06, Q = 1.64¢-04
4W. 16q12.1
152058815 HEATR3 (ENST00000299192.7)
i 5 3 5
' CNEP1R1
(ENST00000458059.3)
E1 E2 E5 E6 E7
: 0
é /'\ T
: 0.0037 (n=26)
o —a— —amam gm O
H (n=166)
E 0.0047
: N G/G
L L _-_-—-_ (n=162)
Associated sQTL SNP L .
Significant Intron region
rs2058815 “lu 17535
chr16:50058219 chr16:50110000-50112652
B =-0.17, P=1.96e-05, Q = 2.64e-04
4X. 20913.33
156062487 TNFRSF6B (ENST00000369996.1)
5 I 3 5 3
RTEL1-TNFRSF6B
(ENST00000482936.1)
E9 E10 E1 E2 E3
. 0.0076
: A/A
ﬂ (n=300)
: 0.019
. . - AT
: (n=50)
: 0.018
: 7
———-.— (n=2)

Significant Intron region
clu_30388
chr20:62328544-62329633
B = 0.334, P=6.10e-05, Q = 1.96e-02

Associated sQTL SNP
rs6062487
chr20:62308245

1.00

[=]
N
a

Intron Usage
e
a
o

o
n
a

0.25

° ° °
2 2 2
o 3] (=]

Intron Usage

o
=)
a

o
=]
=]

T T/C c/C
rs12932038 genotype

0.25

0.20

0.15

Intron Usage
o
o
o

o
1=
a

0.00

0.15

Intron Usage
o
o
o

o
o
a

0.00

T T/G G/G
rs2058815 genotype

7 T/G G/G
rs2058815 genotype

B o cr 0n e e

L

rs6062487 genotype



4Y. 20913.33
RTEL1-TNFRSF6B (ENST00000482936.1)

rs2150910
STMN3 0.5
(ENST00000370053.1) E5 E5 E6 E7
: 0.023 0.4
H T/T
. (n=t)
: 0.04 % 0.3
e wm L mmam c 5 ;
: (n=66) £ 0.2 .
: 0.024 o .
: b\ c/c = .
- (n=284) 0.1 i
. : Significant Intron region - . t
Ass°°f':;‘;:§} SNP clu_30376 0.0 ==
chr20:62272658 chr20:62294908-62297357 T T/C c/c
B =-0.346, P = 1.18e-06, Q = 7.94e-04 rs2150910 genotype
4Z.20q13.33
RTEL1-TNFRSF6B (ENST00000482936.1)
rs1295810
5 I 3 3 5
0.124
ARFRP1
E23 E24 E25 E7 (ENST00000440854.1)
0.0 0.0011 .
: . . G/G :
. (n=209) -—
g 0.0048 :
€ 0.061 :
] G/A [ -
= (n=125) :
s . 0.011 :
E ) : : NA :
0.034 .
; (n=20) ; -—
. ,—'v—l Significant Intron region Associated sQTL SNP
0.00 clu_30381 rs1295810
G/G G/A A chr20:62321563-62321639 chr20:62330484
rs1295810 genotype B =0.216, P=6.60e-10, Q = 3.32e-07
4Aa. 20q13.33
RTEL1-TNFRSF6B (ENST00000482936.1)
rs4809328
5 3 5 3
ZGPAT
0.3 . (ENST00000369967.3)
E30 E31 E32 E2 E3
0.0051 .
02 O g - gm —mmam—
o (n=30) :
o 0.015 H
] N :
3 AT o e e
s n=148 :
o1 . : (n=148) 0.019 :
c - s .
- ; ‘ LA NS
! l (n=174) :
0.0 | | Significalnt Intron region Associated sQTL SNP
- clu_30385 rs4809328
c/C C/T T/ chr20:62325841-62326419 chr20:62348327
rs4809328 genotype B =0.211, P=4.88e-05, Q = 2.75e-02
4Ab. 20q13.33
rs6122154 LIME1 (ENST00000309546.3)
5 I 3 5 14 3
1.00 ZGPAT
(ENST00000369967.3)
E2 E3 E1 E2 E3
0.75 . 0.78
: : : c/C
° s : i (n=210)
o .
$ 0.50 : 0.78
2 = . em
E=.’ : (n=123)
£ . 0.86
= 0.25 : Q 7
———-.— (n=18)
0.00 - - . Associated- sQTL SNP Signifiéant Intron region
e o — rs6122154 _ Clu_30812
chr20:62359345 chr20:62368064-62368886

122154 genot
rs6122154 genotype B = 0.318, P= 2.04e-06, Q = 1.52¢-04



4Ac. 20q13.33

1.00 - -
0.75
[
o
& 0.50
=] s
< e
g 1 |
€ 0 -
= 0.25 :;.:‘ e
3 i
e tale .
0.00

c/C Cc/T T
rs6122154 genotype

rs6122154

ZGPAT
(ENST00000369967.3)
E2 E3

5

it

Associated sQTL SNP
rs6122154
chr20:62359345

3

5 3

H_H_l_h LIME1 (ENST00000309546.3)

, 3
5 2N n u LIME1 (ENST00000496820.1)

Signif:icant Intron region
clu_30312
chr20:62367538-62368886

B =-0.23, P=1.41e-04, Q = 9.40e-04
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