Additional File 4

KMT2D somatic missense mutations identified and confirmed in the discovery
and replication cohort. Listed are 161 somatic missense mutations identified in 144
individuals of the POG13K and CYN16K cohorts (N = 29,596). Each missense
variant has been manually reviewed independently by two researchers, by Integrative
Genomics Viewer with reads support (related to Table S11).
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1. KMT2D

1.1. chr12_49022759_C/T

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
111103679 chr12_49022759 C/T 32 9 KMT2D missense_variant
chr12 49,022,650 49,022,800 49,022,
- 111103679.cram

[0-671

KMT2D (ENSTR0000301067)

KMT2D (ENST§0000526209)




1.2. chr12_49026295_C/T

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence

17R05642 chr12_49026295_C/T 83 29 KMT2D missense_variant
18R12752 chr12_49026295_C/T 97 22 KMT2D missense_variant
19R23585 46 15 KMT2D missense_variant

chr12_49026295_C/T




19R23585_chet...bam Coverage.

19R23565_chr12_49026205 bam
‘Soquence. = || [CCTOCTCOATOACTTTGATTACAAACTCCGGCCOCCCOTTOTTCTCACCAATAG TToTI00 TCCAATAGATGCGCO TGGCCTCOTAGCCCACGGGATAGAGGGCAG TGGCAC TATOA,
Rofsoq Seiect




1.3. chr12_49026388_G/A

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Consequence

18R19160

chr12_49026388_G/A

18R19160_chr1.._bam Coverage.

18R19160_chr12_49026368 bam

44

missense_variant

TCCAATAGATGCGCGTGGCCTCG TAGCCCACGGGATAGAGGS CAGTGGCACTATGAAAG TCAGCCATCTGG TGAGGCAGCAGCTGTCCGATGGCG TGGAACACAAGGCCCCCCACACGGAACATGTGCAGCCGTTCTCCCCGCTGAATS

KMT2D.




1.4. chr12_49026389_G/A

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Gene

Consequence

18R12969

50

KMT2D

missense_variant

chr12_49026389_G/A

P e P e P e

10




1.5. chr12_49026445_C/T

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Consequence

17R05890

149

missense_variant

chr12_49026445_C/T

11




1.6. chr12_49026588_G/T

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Consequence

18R19172

18R19172_chr1._bam Coverage.

18R19172_che12_4s026588 bam

chr12_49026588_G/T

65

missense_variant

12




1.7.

chr12_49026644_G/A

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
4331232202 chr12_49026644 G/A 39 3 KMT2D missense_variant
chri2 49.02|6.550

49,026,700

4331232202.cram

KMT2D (ENST30000301067)

13




1.8. chr12_49026739_G/A

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
HD26_76 chr12_49026739_G/A 32 3 KMT2D missense_variant

HD26_76_chv12.._bam Coverage.

HD25,76_chri2 49026730 bam

Qisazhl aZiz o a2isl o aziaz 22 a3l a3z qz33 azAll  azazl A3T az432 G2a33

“wcmsmote . “wcmmote . P g , wanzio , om0t . “ocmote , om0ty

14




1.9. chr12_49026758_A/G

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Consequence

19R23942

chr12_49026758_A/G

126

missense_variant

15




1.10. chr12_49027021_C/A

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence

18R15076 chr12_49027021_C/A 52 4 KMT2D missense_variant

“o0zmge0tn “oomgeosn <0027 000 “o0r 200 o0z pi0n . el

18R15075_che1._bam Coversge | | i)

18R15076_che12_43027021. bam

16



1.11. chr12_49027220_G/A

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence

19R40419 chr12_49027220_G/A 79 6 KMT2D missense_variant

soczreonn R e el e el el e

17



1.12.

chr12_49027847_A/G

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth Gene Consequence

DP9241118
_D0404-1

chr12_49027847_AIG 17

5 KMT2D missense_variant

chri2:49,027,773-49,027,921

p1332 pI32 p123 pi2l pll2z  pill @iz Qi3 33 qi33 qiaz Qs @l @12 a3l i3z @2 230 B2 q233 ANl q242l @31 a2432 @433

150 bp.
49,027,780 bp 49027,800bp 4902782009 49,027,840bp 49,027,860 bp 49,027,880 bp 49,027,900 0p 49,027,920
| I I I | | | I I

DP9241118_D0. bam Coverage | 93} 2

c c T cc c ¢ 3

c c 3

T c 3

c

'DPO241118_DO404-1_chr12_490273
bam

Sequence

Refseq Select

= |[CACCCACCCCTTTTTCTCCCCCAGACCTACCTGTTTCAGGAGGCTCAAGATGTCTAGTTG

I D Q

CTCTTCAGGGTATAGCCAGGCAACACTGCATCAAACTGCTTCAGCCAATCAGGGCCAGTGTCTGGGCTCTTGCCTTCCAGACCCTTTT
o

KMT2D

18




1.13.

chr12_49027862_C/T

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Gene

Consequence

18R12753

18R12753_che12_43027862 bam

chr12_49027862_C/T

63

KMT2D

missense_variant

soczrpiow

150bp

swczramoy

soczrgeny

18R12753_ch1._bam Coverage || | ©

19




1.14. chr12_49027886_G/A

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence

17R10227 chr12_49027886_G/A 46 4 KMT2D missense_variant

17R10227_che1.__bam Coversge || | ©

17R10227_che12_ss027888 bam

20



1.15.

chr12_49028036_G/A

SamplelD

Variants (GRCh38) Ref_depth | Alt_depth

Consequence

18R09435

missense_variant

chr12_49028036_G/A 158 4

21




1.16. chr12_49028883_T/C

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
AAGCZ080 | chr12_49028883_T/C 58 4 KMT2D | missense variant

Az qrs ezt aziz o ania Gt 77 a3l a2 a3 ATl qzezl AT aza3z qza3T

4902882000 . i . “o0zpe00e . “o0zsga000 . o0z g0000 . “o0zgz000 . “o0zpa000
v

AAGC250603810_chv12_ss0288e:

Rofsoq Seiect

22



1.17. chr12_49028929_ G/T

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence

18R12743 chr12_49028929 G/T 39 4 KMT2D missense_variant

18R12743_che12_49028929 bam

23



1.18.

chr12_49029126_C/T

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Consequence

19R23820

54

13

missense_variant

chr12_49029126_C/T

oompeos soomge0s

o0z 00t

4002918000

24




1.19.

chr12_49029153_G/A

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
01202227\’0 chr12_49029153_G/A 20 6 KMT2D missense_variant

25




1.20. chr12_49029153_GIT

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
18Ha7”1NN°8 chr12 49029153 _G/T 43 6 KMT2D missense_variant

4waz9,10000 . P . i . <waz9 6000 P i <002920000 ooz z0m

18HanNNoB71_chr12 49029155

26



1.21. chr12_49029207_G/A
SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
17R05513 chr12_49029207_G/A 79 4 KMT2D missense_variant

17R08513_che12_49029207 bam

17R05513_che1._bam Coverage | | [

27




1.22. chr12_49030617_G/T

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence

18R09411 chr12_49030617_G/T 29 4 KMT2D missense_variant

“chr12:49.030,
357 P32 ey e iz e a1z qsm @33 a3 ez qis ez aziz o anisr Gier Wz a2l G2 233 qzaTl  azazr ST azasz aza3

18R09411_chr1.__bam Coverage

18R08411_chr12_49030617.bam
Soquence. = ||[CCACCCTCACCT TCCCAAGAACTTCACTAT TCCCAAAAAATATTGCCATTTTTC TGACCTTGG TAAGCAGC TGGGAATAG TAG TCAGGGC CAGTGGGCAGCG CCCCAC TTCCAAAGGCCCCCCTCAGCTGGC TCTGCCCATIGACTSGS
Rofeoq Setect

oy

28



1.23.

chr12_49030729_C/T

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Gene Consequence

18R09112

43

KMT2D missense_variant

chr12_49030729_C/T

smeneeosy R e P e

ccccccccccccccccccccccccccccccccc

vvvvvvvvvvvvvvv

vvvvvv

.......................

29




1.24. chr12_49030953 C/A

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
18R12960 chr12_49030953 C/A 52 4 KMT2D missense_variant

18R12960_chr1...bam Coverage | | 1959

18R12060_che12_49030953 bam

30




1.25.

chr12_49030979_T/C

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Consequence

19R23543

66

30

missense_variant

31




1.26.

chr12_49031291_C/T

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Consequence

18R10737

18R10757_che1.._bam Coverage.

18R10737_che12_43031291 bam

48

missense_variant

32




1.27.

chr12_49031447_G/A

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
AAGgg331 2 chr12_49031447_G/A 75 35 KMT2D missense_variant

AAGC033120C._. bam Coverage

~AAGC0331206,_chv12_49031447

a5 ez

azi31azisz

“o0s15a000 , <o0s140000 \ <oos1azo0p “oos1aaone

“oos1aa000

33




1.28.

chr12_49031634_C/G

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Consequence

18R15076

chr12_49031634_C/G

18R15076_chr1._bam Coverage.

47

missense_variant

Ennm.w.m—

P13z P32 P12 Pizi pitaz it

<oostsane 490s1.8000p

34




1.29.

chr12_49031980_G/C

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Consequence

18R12978

51

missense_variant

chr12_49031980_G/C

35




1.30.

chr12_49031998_G/A

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Consequence

19R23979

44

missense_variant

chr12_49031998_G/A

36




1.31. chr12_49032139_C/G

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence

18R09316 chr12_49032139_C/G 63 27 KMT2D missense_variant

37



1.32.

chr12_49032140_C/T

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
65487 chr12_49032140_C/T 27 11 KMT2D missense_variant
chr12 49,032,050 : 49,032,200
- 65487.cram

g

KMT2D (ENSTR0000301067)

38




1.33.

chr12_49032176_GIT

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Consequence

18R19168

chr12_49032176_G/T

54

missense_variant

39




1.34.

chr12_49032183_T/G

SamplelD

Variants (GRCh38) Ref_depth | Alt_depth

Consequence

18R03425

missense_variant

chr12_49032183_T/G 94 3

40




1.35.

chr12_49032429 C/G

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
11110292 chr12_49032429 C/G 24 5 KMT2D missense_variant
chr12 49,032,350 : 49,032,500
- 11110292.cram
io-s6

KMT2D (ENSTR0000301067)

41




1.36.

chr12_49032795_C/A

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Gene

Consequence

18R12963

chr12_49032795_C/A

18R12963_chr1...bam Coverage.

18R12963_chr12_49032795 bam

29

3

KMT2D

missense_variant

chri2:49,032,72149,032.869
1332 132 123 R R R T o
150 bp
, G , somzrmty . asm ) . w0t . “wezgty , “wezpiot gty

K20

ACTTGCTGCTGCTGTTGTTGCTGAGGAGACAG TAAAG TTCGACTCTGG TTTAAAAGGCCCATCTGC TGCTGTTGCTGC TGCTG T TGAAACTGCTGE TG TTGTTGTTGC TG TTGC TG TTG TAGCTGC TG TTGC TGCTG T TGAAGC TG TTG

42




1.37.

chr12_49032798_C/A

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Consequence

18R03547

18R03547_che12_49032798 bam

chr12_49032798_C/A

44

missense_variant

18R03547_chet.._bam Coversga | | B2

TCGACTCTGGTTT

AAAAGGCCCATCTGGTGC TG TTGC

TG CTGC TG TTGAAAGTGC TGCTGTTGTTG T TGCTG T TGCTG T TG TAGE TGCTG T TGCTGC TG TTGAAGC TG T TGC T

43




1.38.

chr12_49032991_T/A

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence

18R03428 chr12_49032991_T/A 32 4 KMT2D missense_variant

19R23830 chr12_49032991_T/A 22 3 KMT2D missense_variant
AAGC25061279D chr12_49032991_T/A 37 3 KMT2D missense_variant

Refsea Soiect

KKKKK

44




AAGC250812700_chv12_4903296

0 TTGCTOCTGAAG TTGCTOTTGCTGTTOTAGCTGCTGCTOCTOCTOCTOCTOAAG TTOCTOTTGCTOTTGCAGCTOCTGOCTOCTOCTOAAGCTOCTO TAAAGAGCCCATOGGCTOAGCOC TCAGTT TGGGCTOCCCACTOTOTOACATC

45



1.39. chr12_49033064_T/C
SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
19R23917 chr12_49033064_T/C 60 3 KMT2D missense_variant

i . soossgzote

om0t

1
soessosore

19R23917_che12_43033064 bam

19R25917_che1._bam Coverage | | 6

46




1.40.

chr12_49033141_G/A

SamplelD

Variants (GRCh38)

Ref _depth | Alt_depth

Gene

Consequence

18R12867

chr12_49033141_G/A

43 4

KMT2D

missense_variant

chr12:49,033,067-49,033.215
o q:Fu.I L L e - o e o B T
150bp.
4903300009 4903310000 4903312009 4903314000 4903316000 49.033.1800p 4903320009
1 1 1 1 1 1 1 1 1 i 1 i 1
18R12867_chr1...bam Coverage | | {8518
3
3 5 —
18R12667_chr12_49033141.bam
Sequence = | GACTCTGCTGAAGATGGGACAGCCCTGCCATGGACCCT gc tattaatactattattgctactactactgctaGGCTGTGACCAGCCTGTGTCCCATAAGGCCCTGACCCTGCTGTGCCAGCTGGGGGGAAC TGAGCACCCGGGACTGS
Retseq Select

47




1.41. chr12_49033262_G/A

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence

18R08997 chr12_49033262_G/A 55 4 KMT2D missense_variant

4903320080 e e e . e . e . R e . smemszo

18R08097_chr1.._bam Coverage.

18R08997_che12_43033262 bam

48



1.42.

chr12_49033363_C/T

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Gene

Consequence

BGPL032

chr12_49033363_C/T

18

3

KMT2D

missense_variant

BGPL502

chr12_49033363_C/T

32

13

KMT2D

missense_variant

chr12:49,033,289-49,033 437
p1332 pi32 pi23 pi21 pl122 piL1 q12 CIER) q13.13 qI33 q142 qi5  q2l.1  q212 Q2131 q2132 q22 q23.1 q232 q233 q2411 q2421 2431 q2432 q2433
150bp
49,033,340 bp 149,033,360 bp 4

49033.3000p 49033,3200p 49033380 bp 49033400 0p 490334200p
1 1 I 1 I 1 Il 1 1 I 1 I

BGPLO32_chrt...bam Coverage

i LT ARRENRRRNN [[]
|

BGPLOS2 chr12_ 49033363 bam
Sequence =]/ Tecce TGGGGTGG TTGA! ACAGCTGCTGGACCAGGAGGCCTTGGTGGCTGC TGGGAGGCATAAGGCCCTGGGGCT TGGGACCCAGAGCTTGGTTTGTCTGTACTCCAGGACCCTGCTGETGT
L) G 1@ H S S [P P LM G Q LP K IPL G UL A LG N I Q LV G LPY G L@ Q 1Q
Refseq Select
hrt2:49.033,289 49,033,437
Pi33z P32 pi23 izt prizz pi
150bp
. “eassz00tp . swass0tn . “wasssuot , swassss0tn . swasss0tn , 40033400 . 40035200 . “
8GPL502_chrt._bam Coverage || [E54)
BGPLS02_chr12_43033363 bam
Sequence - Tocce TGGGG TGG TTGAGGGGACAGCTGCTGGACCAGGAGGCCTTOGTGGCTOC TGGGAGGCATAAGGCCCTGGGGCT TGGGACCCAGAGCTTGGTTTGTCTG TACTCCAGGACCCTGCTGCTG T,
Refseq select
2D

49




1.43.

chr12_49033420_C/T

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
11250390 chr12_49033420_C/T 33 4 KMT2D missense_variant
chri2 49,03|3.350

49,033,500

r 11250390.cram

[o-611

KMT2D (ENST#0000301067)

50




1.44. chr12_49033421_C/T
SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
18R12755 chr12_49033421_C/T 43 4 KMT2D missense_variant

18R12755_che12_49033421 bam

18R12755_che1._bam Coverage | | [FIES

vvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvv

51



1.45.

chr12_49033492_T/A

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Consequence

19R23805

missense_variant

chr12_49033492_T/A

52




1.46.

chr12_49033581_G/T

SamplelD Variants (GRCh38)

Ref_depth

Alt_depth

Gene

Consequence

18R19172

chr12_49033581_G/T

27

4

KMT2D

missense_variant

chr12:49,033,507-49,033,655
1332 pi32  pi23 P2l pli2z  pill Q2 QBT qBB B3 asz a5 qll @iz g3l G232 @2 a3l GB2 a3 qaTl  qaézl A3 q2432 2433
150 bp
49033520 bp 49,033,540 bp 49,033,560 bp. 49,033,580 bp 49,033,600 bp. 49,033,620 bp. 49,033,640 bp.
1 1 1 1 1 1 1 1 1 1 1 1 1
18R19172_chr1...bam Coverage |
T
T
T
T
18R19172_chr12_4%033581 bam
T
c

‘Sequence = ||TTCTGGGCcagc tgeatacgttge tgctgcagetgcagetg

Refseq Select

cCTTTCCTGTAAAAGCCTTGAATCAGGTCCGAGGCTTCGAAGAGCAAGG TTGCCAGGGAAGAAGCCCCCTGAAGGGCCAGCCAGGGATCCAGCCCCACCAGAATGTTG

53




1.47.

chr12_49033612_C/A

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Consequence

18R13010

49

missense_variant

chr12_49033612_C/A

18R13010_che1.._bam Coverage | | g )

54




1.48.

chr12_49033645_C/A

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Gene

Consequence

18R15076

chr12_49033645_C/A

27

3

KMT2D

missense_variant

chr12:49,033,57149,033.719

1332 pi32 123 pi2i pll2z  pill

Qi2 Qi i k3 iz Qi5 a2l a2z 2131 G2z @2 a0 B2 a233 Al q242l @431 q2432 2433
150 bp.
490335809 4903380009 4903352000 4903384009 490338609 4903388000 4903370000 49033
I I I I I I I
18R15076_che1...bam Coverage | | [EE)
T
18R15076_chr12_49033645 bam
T
Sequence =||[CAGG TCCGAGGE TTCGAAGAGCAAGG TTGCCAGGGAAGAAGC CCCCTGAAGGGCCAGCCAGGGATCCAGCCCCACCAGAATGTTGCTGTTGETGCTGTTGGG CCAGAGCTGTAT TAAGGAAGGGGCCACCAGGCTGTCCAGG TAGTGCC
Refseq Select
KMT2D

55




1.49.

chr12_49033804_T/C

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Consequence

18R03066

18R03086_chet.._bam Coverage.

18R03006_che 12_43033504 bam

58

missense_variant

chr12_49033804_T/C

490337400 “oosss0te
0

0sa70vn

56




1.50. chr12_49034068_T/A

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence

19R23753 chr12_49034068_T/A 39 2 KMT2D missense_variant

“ohr12:49.033, iz

57



1.51.

chr12_49034135_C/G

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Consequence

18R12755

18R12755_che12_49034135 bam

51

missense_variant

18R12755_che1_bam Coverage || | ©.

58




1.52.

chr12_49034149_C/A

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Consequence

18R12726

18R12726_che12_49034149 bam

chr12_49034149_C/A

61

missense_variant

18012725 _che1__bam Coverage | |

59




1.53. chr12_49034150_C/T

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
19R23979 chr12_49034150_C/T 50 3 KMT2D missense_variant

60



chr12_49034425_C/A

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence

18R19160 chr12_49034425_C/A 23 4 KMT2D missense_variant

chr12:49,034,35149,034.499

P1332 P32 p123 piz1 pllzz il @iz QI 33 a3 a1z Q5 a2l @1z 2131 a2iaz W22 230 aB2 33 Qa1 azazl @431 q2432 2433

150 bp.

4903436009 4903438009 49,034.4000p 49034.4200p 4903444000 49,034.4600p 4903448009 49034
I I I | I I I

18R19160_chr1...bam Coverage | | 037

18R19160_chr12_49034425 bam

Sequence = || TCTTCCTCCATATGACCCAAACCACTCCCCTGCACC TTCCTCCCACGCCCCATACTCACTGATCAC TCCCTGAGCAAAAG TGGGCGGGTTGGGACGAGGCTGGGAGGGATCACCAGCACTCCGCTCCTGCAATGAGAGAGGCTG CTAAR

Refseq Select
KuTZD

61




1.54. chr12_49034436_GIT

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence

18R15004 chr12_49034436_G/T 42 4 KMT2D missense_variant

i3z P32 P12 Pizi pitaz piit a1z g @33 ar ar Qs ezl @iz azialgzisz Wz a2l G2 233 qzaTl  azazr AT azasz qzass

62



1.55. chr12_49034446_G/A

SamplelD Variants (GRCh38)

Ref _depth | Alt_depth

Consequence

AAGC031591D chr12_49034446_G/A

33

14

missense_variant

AAGCO31591D._..bam Coverage

AAGCO31591D_chi12_40034448 b,

Sequence. = |/cCACTCCCCTOCACCTTCCTCCCACGCCCCATACTCACTGATCACTCCCTGAGCAAAAGTGGGCGGGTTGGGACGAGG CTGGGAGGGATCACCAGCACTCCGCTCCTGCAATGAGAGAGG CTGCTAAAGGGTCATTGTTCCCTG CTAGS

63




1.56.

chr12_49034449_GI/C

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
18R12863 chr12_49034449 G/C 42 3 KMT2D missense_variant

18R12863_che12_49034449 bam

1812863 _che._bam Coverage | | 4

ccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccc

64




1.57. chr12_49034621_GIT
SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
18R09135 chr12_49034621_G/T 61 4 KMT2D missense_variant

18709135_chr1.._bam Coverage.

18R09135_che12_4s034621. bam

65




1.58.

chr12_49037259_C/A

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Consequence

18R03406

18R03406_chr1.._bam Coverage.

18R03406_che12_49037250 bam

66

missense_variant

66




1.59. chr12_49037311_T/C

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
18R02981 chr12_49037311_T/C 96 4 KMT2D missense_variant
18R15013 chr12_49037311_T/C 104 23 KMT2D missense_variant
19R23775 chr12_49037311_T/C 63 20 KMT2D missense_variant
AAGC033129C chr12_49037311_T/C 77 36 KMT2D missense_variant
AAGC25060493D | chr12_49037311_T/C 111 52 KMT2D missense_variant
101 45 KMT2D missense_variant

AAGC25060935D

chr12_49037311_T/C

49037.20000 49037.200 00

67




18R15013_chet...bam Coverage.

18R15013_chr12_49037311 bam.

19R23775_chet...bam Coverage.

19R23775_che12_49037311 bam

TGAGCTCTGCTGGGG TACCAAGCC TGCCTOCCCTCCATOCTGCCCACT TAGCATATGCCC TTGATTGGACACCATAGCCATOGATGGAGCCAGGCO TTGCTOGAGGGCATGAGC TG0 TG0 CTGGGTGGGCATCAG TGO CTGGGO CAAAC

K20,

TGAGCTCTGCTGGGG TACCAAGCC TGCCTOCCCTCCATOCTGCCCACT TAGCATATGCCC TTGATTGGACACCATAGCCATOGATGGAGCCAGGCO TTOCTOGAGGGCATGAGC TG0 TG0 CTGGG TGGGCATCAG TGO CTGGGO CAAAC

K20,

68



AAGE023129C._. bam Coverage

AAGE039120C_chr12_49097311

TGAGCTCTOCTGGGG TACCAAGCC TGCCTGCCCTCCATOCTG CCCACT TAGCATATGCCC TTGATT TAGCCATOGA ATGAGC TG0 TGGC TG00 TGGGCATCAG TGO CTOGGG CAAAC

K20,

o037 24000 40037280 0p. 49.037.2800p <0037 30000 49037.3200p i 49,057,300 bp Pl

TGAGCTCTOCTGGGG TACCAAGCC TGCCTGCCCTCCATOCTG CCCACT TAGCATATGCCC TTGATT TAGCCATOGA ATGAGC TGG TGO C TG00 TGGGCATCAG TGO CTOGGG CAAAC

K20,

69



TGAGCTCTGCTGGGG TACCAAGCC TGCCTOCCCTCCATOCTGCCCACT TAGCATATGCCC TTGATTGGACACCATAGCCATOGATGGAGCCAGGCO TTGCTOGAGGGCATGAGC TG0 TG0 CTGGGTGGGCATCAG TGO CTGGG0 CAAAC

K20,

70



1.60. chr12_49037664_T/C
SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
18R08820 chr12_49037664_T/C 36 3 KMT2D missense_variant

18R08620_chr12_49037664 bam

18R08820_che1.._bam Coverage | | g

71




1.61. chr12_49037668_C/A

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence

18R19192 chr12_49037668_C/A 60 4 KMT2D missense_variant

e ooz o037 si0 R e <0037 700 “oos7720 o037 7i0

72



1.62.

chr12_49038060_C/A

SamplelD

Variants (GRCh38) Ref_depth | Alt_depth

Consequence

18R09249

missense_variant

chr12_49038060_C/A 47 2

73




1.63.

chr12_49038292_C/A

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Gene

Consequence

18R09528

chr12_49038292_C/A

35

5

KMT2D

missense_variant

chr12:49,038,218-49,038.366
1332 P32 pi23 P21 pll22  pild @iz aETl qEis ass a2 a5 Qi @iz a3l @i G2 a3 B2 a33 Al ezl @31 a2432 a2a33
150bp.
, , G , 2019 , w002t , 4m0202mty , R g , 452034009 40009
tomoss2s_envt...am Coverage | (B8 R |
18R09528,_chr12_ 49036292 bam
Sequence = | CTCGTCTCCATTGAGCAGGTCATCCAAGTGGGGGTCATTGG TCTCCAGGTTTTC TAAGG TGCCAAG TTCATCATCACCCTTGGCCACATCCACACC CAGACCCAGG TGAGCAAGCTCTTCATCATCCTCTAGGGCCTTGTGGGCATCAA
>~ G L} i P N BT E BB N BB L L E D DG KA VID V.6 LG LIH AL ELE D D ELL ALK HLA DLF
E SD. G NN L B D LD L D
KuT2D

74




1.64.

chr12_49038543_GIT

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Consequence

18R08979

chr12_49038543_G/T

83

missense_variant

75




1.65. chr12_49038579_A/C
SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
10281420 chr12_49038579_A/C 61 7 KMT2D missense_variant
chriz 49,038,450 49,0360 49,03,750
10281420.cram :

|
\

o
KMT2D éENS'I’“mOSOlOGq

E! %D ! BCSTOOOOO549799!

76




1.66.

chr12_49038582_G/A

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Gene Consequence

18R08852

53

KMT2D missense_variant

chr12_49038582_G/A

e weosssior el

g

vvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvv

vvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvvv

77




1.67.

chr12_49038706_C/G

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
17R10039 chr12_49038706_C/G 35 3 KMT2D missense_variant

17R10039_che 12_49038708 bam

17R10039_chet_bam coversoe | |

“osssgiotn . “o0sageotn . o0sageotn . “o0saoon . ocsarzobn . <wossziot . “osaTeons , <oosar]

ccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccc

78



1.68. chr12_49038772_G/C
SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
10511925 chr12_49038772_G/C 16 4 KMT2D missense_variant
chri2 49,038,650 £ 49,039,800 49,038,950
- 16511925.cram

KMT2D (ENSTH0000301067)

KMT2D ( EHSTéODDOS‘%BEB)

79




1.69. chr12_49038801_G/T

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
18R12969 chr12_49038801_G/T 41 4 KMT2D missense_variant

18R12980_che12_49038801 bam

80



1.70. chr12_49038952_C/T

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
AAGgg3281 chr12_49038952_C/T 30 6 KMT2D missense_variant

49.03.9000p 490392009 . wonsot . 4wasngeoty . “wasngeoty . 0000000
v ! v

AAGC0328100_vam Covrago || i

~AAGC0328100_chi12_49038952 b,

81




1.71. chr12_49040068_G/A

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence

A0135 chr12_49040068_G/A 261 5 KMT2D missense_variant

132 P12 Pizi pitaz piit a1z qsm @33 a3 ez ars ezt

Wiz ezt @isz Wz a2l G2 233 qzaTl  azazr AT azasz qzass

“oos00 “oos0zo “oosi0 e “ooiogeose o000 “ooi0gz00 o000

A0135_ch12_a._bam Coverage.

A0135_chr12_49040068 bam

82



1.72.

chr12_49040263_C/T

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Consequence

19R23921

chr12_49040263_C/T

57

missense_variant

83




1.73. chr12_49040361_G/T
SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
18R13000 chr12_49040361_G/T 30 3 KMT2D missense_variant

chri2:49,040.267-49,040.435

18R13000_chr12_49040361 bam

18R13000_chr1.._bam Coverage | | 553

84




1.74. chr12_49040490_G/T

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence

18R12960 chr12_49040490_G/T 62 5 KMT2D missense_variant

150 bp
“ooi0z00 “ooioios “ooi g0 “ooi 0 “oois0 ooz o0 om0

85



1.75. chr12_49040499 _G/A
SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
18R15041 chr12_49040499 G/A 58 4 KMT2D missense_variant

18R15041_chr1._bam Coverage.

18R15041_che12_49040499 bam

86




1.76.

chr12_49040610_G/A

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
61851 chr12_49040610_G/A 22 2 KMT2D missense_variant
chr12 49,040,550 49,049,700
- 61851.cram

[o-691

KMT2D (ENST#0000301067)

87




1.77. chr12_49040626_G/A
SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
18R08990 chr12_49040626_G/A 90 14 KMT2D missense_variant
18R15048 chr12_49040626_G/A 45 10 KMT2D missense_variant
18R15160 chr12_49040626_G/A 46 11 KMT2D missense_variant
AAG28331 9 chr12_49040626_G/A 46 12 KMT2D missense_variant
BGPL502 chr12_49040626_G/A 27 5 KMT2D missense_variant

hr12:49,040,552.49,040.700
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18R15048_chet...bam Coverage.

18R15048_chr12_49040626 bam
‘Sequence. - AGG TTGGGG TCAATGGGGGCTOAGCATATGGGTCAG TG TAGGAGCCAGGGCGAAAGATOTCTGGGTGACTTGGAGGAGAAGG TGCCAAAG
Rofsoq Seiect

18R15160_chet...bam Coverage.

K20,

18R15160_chr12_49040626 bam
‘Sequence. = |lor T0A0co Tcrc A6 TT0660 TCAATGGGGGCTOAGCATATGGGTCAG TG TAGGAGCCAGGGCGAAAGATOTCTGGGTGACTTGGAGGAGAAGD TGCCAAAG
Rofsoq Seiect

K20,
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AAGE03194C._. bam Coverage

AAGEO39194C_chr12_40040626 5

BGPLS02_cht..bam Coverage:

or

TCAATGGGGGCTOAGCATATGGGTCAG TG TAGGAGCCAGGGCGAAAGATOTCTGGGTGACTTGGAGGAGAAGD TGCCAAAG

chr12:49,040,
p1332

K20,

IF:-:_:-::_:_:I_:.:-:W R [EAERTER) aiaz Q15 a2l QiZ 2131 a2iaz W22 q23.0 G232 233 q2anl  aza2l Q2331 q2432 2433

150bp

BGPLS02_chr12_49040626 bam
‘Sequence. ™ |GTCGGAGGGCAG TGAGCGAGGGGG CAGAGCACAGCAGCTCTCAGGGGGCGGAGG TTGGGGCCGAGGAGTCAATGGGGG CTGAGCATATGGGTCAGTG TAGGAGCCAGGGCGAAAGATGTCTGGGTGACTTGGAGGAGAAGG TGCCAAAG
Refseq Select




1.78. chr12_49040661_C/A

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
18R09454 chr12_49040661_C/A 55 6 KMT2D missense_variant

18R08454_chr.._bam Coverage.

18R09454_chr12_49040661 bam
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1.79. chr12_49040662_G/A

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
67353 chr12_49040662_G/A 19 6 KMT2D missense_variant
chr12 49,040,550 | 49,049,700 49,040, ¢
- 67353.cram

[0-49]

'

KMT2D (ENST#0000301067)
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1.80.

chr12_49040718_T/C

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Gene

Consequence

BDF11910170475

chr12_49040718_T/C

24

3

KMT2D

missense_variant

chr12:49,040,644-49,040,792
OE pi32  pi23 P2l piizz  pill qi2 Q3T q3i3 qis3 a2 a5 @l @iz @il iR @2 a3l a2 a33 @Al a2l @A q2432 @233
150 bp
40000860tp 40000880tp 49040.7006p 49060720bp 49040740bp 49040760p 49040.7806p
I ] I 1 1 1 1
BDF 119101704, bam Coverage || 9533
c 3 c ¢
c
G 3 0
T T
c
c
c
BOF1110170475.chvi2_ 4904071
c
i c
g o o
c
c G e @ s
S c
c ¢

Sequence -

Refseq Select

KT2D

CAGTGTAGGAGCCAGGGCGAAAGATGTCTGGGTGAC TTGGAGGAGAAGG TGCCAAAGCCTGGGCAGGGGETGGCTCCTGGGGCC TTAGGCCCAAGCCCGGGCTCTGGGGCTCTACCTGAGATGCCCGAGGGG TCAGGGGGGCTT TGAAG
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1.81. chr12_49040724_G/A

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
18R15160 chr12_49040724_G/A 42 12 KMT2D missense_variant

e R Rt sosiogzone oo P e R e 40
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1.82. chr12_49041084_G/A

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
19R23522 chr12_49041084_G/A 41 2 KMT2D missense_variant

19R23622_che1.._bam Coverage | | [HE) 1 !

19823522 ch12_45041084 bam
=
e . 0000000000000
Seauenco. = | TATCCAGEGAGGGGCAGEGGGG TTTGAGGAATGGG TCAGE TG TGGAGG GG TGS TG TCTGG GGG TGCEAGG TG GGG TAG TG TGGAATTCCC G TGGCTGGCCAG COCCAGGACGAG ATGAGS CGCEEAGCATEG GGGGCT
Refseq select
w20,
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1.83. chr12_49041169_T/G

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence

17R09655 chr12_49041169_T/G 47 2 KMT2D missense_variant

i3z P32 P12 Pizi pitaz piit a1z g @33 ar ar Qs ezl @iz azialgzisz Wz a2l G2 233 qzaTl  azazr AT azasz qzass
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1.84. chr12_49041172_G/A

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
110101165 chr12_49041172_G/A 36 5 KMT2D missense_variant
chri2 49.04|1,050 49.04},200 49,04|l.350

r 110101165.cram
[0-61]

S

KMT2D (ENST#0000301067)
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1.85.

chr12_49041174_T/G

SamplelD

Variants (GRCh38) Ref_depth | Alt_depth

Consequence

17R09655

missense_variant

chr12_49041174_T/G 48 2

98




1.86. chr12_49041202_G/A

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence

18R12718 chr12_49041202_G/A 57 4 KMT2D missense_variant

swour o . P el F e R seonze R e

18R12718_chr1._bam Coverage.

99



chr12_49041300_C/T

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
10671923 chr12_49041300_C/T 17 6 KMT2D missense_variant
chr12 49,041,250 49,041,400
- 10671923.cram

[0-54]1

KMT2D (ENST(0000301067)
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1.87. chr12_49041338_CT/GC/GT
SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
11110266 chr12_49041338_C/G 17 5 KMT2D missense_variant
chri2 d9.04]1.250 49,04]1.400

r 11110266.cram

¥

S —

lo-51)

KMT2D (ENST§0000301067)
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1.88.

chr12_49041447_G/A

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Consequence

18R09389

chr12_49041447_G/A

18R09389_che12_49041447.bam

51

missense_variant

Ennwuwu.u‘

P13z P32 P12 Pizi pitaz it

49041.3800p , <oou1ao00e . <wonazone
P
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1.89. chr12_49041451_G/C
SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
19R23480 chr12_49041451_G/C 41 15 KMT2D missense_variant

19R23480_che1.._bam Coverage.

19R23480_chr12_49041451 bam

=3 e =3 =3 g
50 bp.
e , so0stcom , o . o , o , o . o . soonszor
1 LTIl

ccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccccc
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1.90. chr12_49041471_G/A

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence

18R12868 chr12_49041471_G/A 47 4 KMT2D missense_variant

‘chr12:49,041,397-49,041,545

CEES P32 123 pizi pit2z  piit

freon oot won g

[rrpree— ' T

18R12868_chr12_49041471 bam

Sequence. = ||[ARATGG TGGGGG CAGCAG CGGGGGGCGGGC TGCCCAG TGCCCCTGGCTGCGGGGGAATGCGGAGATG TAGGG CCOG TCGG TCAG TCTTACGGGCTATG TCGCCCACCT TGGTCTGCTTGTTGATCTGGCTCTCAGCCTGCTACAGGGGS
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1.91. chr12_49041978_C/T

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence

AAGC031733D chr12_49041978 C/T 20 4 KMT2D missense_variant

chri2:49,041,904-49,042,052
1332 pI32 pI23 pi2l pll2z pill Q2 qi31l g3 a3 aiaz Qs qll 1z 231 ezi3z W22 q23.1 32 233 q2a1l  qé2l Q2331 q2432 a2433

150bp
ooty . “onizomty

:
3

49.041,8400p 49.041,900p
| |

;

49042040 0p

MGO017330.__tam Coveage | 5B ]

AAGCO31733D_chr12_ 4904178

Seqence = [CTTTCTGECTCACCAGE TAGGGGGCTTTGTCAGCTG CTGGAACCTTTC TCCAGAGCTTCATGATTTG TTTGCAACGGE TTGACCAG TCTGGAGGGCAGAGAG AG TGAG TCAGAG AAGACT TGGCAGGCGACTCCTCCACCTGCCATETT
- Emmmemmemmen LV TP A LK D LA A TRV DK R WL KM D0 LK C TR S LS W Dy
.
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1.92.

chr12_49042127_GIT

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Consequence

18R19194

18R19194_chr._bam Coverage.

18R19194_che12_49042127. bam

chr12_49042127_G/T

53

missense_variant
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1.93.

chr12_49042764_G/A

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
AAGC033041C chr12_49042764_G/A 52 23 KMT2D missense_variant
AAGC033062D chr12_49042764_G/A 23 7 KMT2D missense_variant

AAGCO33041C._..bam Coverage

AAGC023041C_chr12_40042704.

150bp

4004273000

= -
f—

iz

150bp

00270005 8027200 80427400 00276000 00278000 se025000p se025200 10
1 1 1 ] 1 ] L ] ] ] L ] 1

AAGC0330620_ bam Coversge || (B
AAGC0330620_che12 45042704 b3
‘Sequence = | TGGAGGCAAGCTTGGTTATGTCAGTCTTCAGACCACTCCCACCTGTATTACCTTGAAGAAAGGGCCTCTGCAGTGGCG TACGGCTGCCTTCTAGGCCAGGGG TTCCACAACCCAGATGCTGTTCTCGTTCAGAGCCCAGAACATCCTTG
Retseq Saect

o
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1.94. chr12_49043171_C/A

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
18R15037 chr12_49043171_C/A 42 4 KMT2D missense_variant

18R15037_che12_49043171. bam
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1.95. chr12_49043745 C/A
SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
19R23780 chr12_49043745_C/A 61 3 KMT2D missense_variant

19R23780_che12_49043745 bam

16R23780_chet.._bam Coversga | | 18319)
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1.96. chr12_49043778_GIT

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence

18R15075 chr12_49043778_G/T 45 3 KMT2D missense_variant
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1.97.

chr12_49044253_T/C

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
17R04998 chr12_49044253_T/C 174 5 KMT2D missense_variant
CNS0134133 39 3 KMT2D missense_variant
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1.98.

chr12_49044267_GI/C

SamplelD

Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence

18R12975

chr12_49044267_G/C 36 3 KMT2D missense_variant

chr12:49,044,193.49,044.341

p1332 132 p123 piz1 pllzz il @iz QI a3 a3 ez Q5 a2l @1z 2131 G213 @22 230 G232 233 Qa1 aza2l 2a31 qz432 G243

49044.2000p 49044.2200p 49044.2000p oozt oozt 49,044,300 0p 49.044,3200p L

18R12975_chr12_49044267 bam

18R12075_che1.._bam Coverage || 52

[HRNRRNRNRRRNRNRRNRRRREERN

GTCTCACCCTCG TCOGGC TGCCCATCCCCACTCAACACCTCCGCCTGTGCAGCAGGCCCCTTTTTCGTGCGTGTGTGGGATTTCCGCTGTCGCACCATGAAACCACCAATGCCTATGAGG AGGCAGAGTTGTGGATGAGAAGCCGCTGE
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1.99.

chr12_49045936_C/T

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
112301667 chr12_49045936_C/T 38 16 KMT2D missense_variant
chri2 49,04?.850

49,046,000

[ 112301667.cram
; [0-661

KMT2D (ENST#0000301067)
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1.100.

chr12_49046166_T/C

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
10511592 chr12_49046166_T/C 38 4 KMT2D missense_variant
chr12 49,045,050 49,045,200 49,0853t
- 10511592.cram

KMT2D (ENST30000301067)
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1.101.

chr12_49046275_C/G

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
10302494 chr12_49046275 C/G 35 5 KMT2D missense_variant
chr12 49,046,150 5249,049,300 49,046,450

10302494 .cram

KMT2D (ENST80000301067)
e
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1.102. chr12_49046392_G/A

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence

19R23579 chr12_49046392_G/A 56 4 KMT2D missense_variant

wostssane “ooise0 w00 “o0is 0 “oois iz “oos o . “oois o

19R23670_che1._bam Coverage | | 8

19R23570_che12_49046302 bam
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1.103. chr12_49046702_A/G

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence

19R23934 chr12_49046702_A/G 44 4 KMT2D missense_variant

12:49,046,628 49,046

123

19R23934_che1.._bam Coverage | | 8380

19R23934_chr12_49046702 bam
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1.104. chr12_49047984 GIT
SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
18R09527 chr12_49047984 G/T 45 4 KMT2D missense_variant

337 152 23 ar
50 bp
004752009 swosiom swoirseon woeom woiagom g g e
16R09527_che1...bam Coverage | | B-7 ! I |
18R005327_chi12_45047584 bam
Seauence = |G TARGAAATAAC TGAGGC TATTGCCCAGCC TACACC TCTTGGGCCETGAACTCACCTTGC TG TTGACAGAG TAAGGS TGATAGCAC TOAGAGCACTGCGAACAGGCAAGGAGG TGGCCCTCTGCCCCCCOGCCAAAGC TOCCACATACS
Rofseq Seiect
w20
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1.105.

chr12_49048754_T/C

SamplelD

Variants (GRCh38)

Ref _depth | Alt_depth

Gene

Consequence

18R09255

chr12_49048754_T/C

32

3

KMT2D

missense_variant

18R02255_chr._bam Coverage || [R5

18R09255,chr12_49048754.bam

chr12:49,048,680-49,048,828
pmzl: uuz. v|z.3. m.l pn.z.z piLI qlz. qls:!l ql).:B qus- Q42 a3 @l Gz qa3l G232 @2 a1 aB2 a3 Gl a2e2l @31 q2432 a2433
150bp

49048700 0p umlm o

490487400p
1

umq;lwm ﬂ“&l'm bp.

49048800 0p
1

49048520p
1

|

1

TGTGTTGGAGAAGAGAACCACGGTATTCTGCATGGTGTCATCATCTTCTTCCTCCTCCTCCTTACTGGGAGAGCTATCAATG TCAGCAACCTGATGGGCAGAGAGTTATGGAAAG TGAGG CAGATAAATCTGCCCCCACCAAGCTACTT
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1.106. chr12_49049119_T/C

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence

18R08867 chr12_49049119_T/C 47 3 KMT2D missense_variant
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1.107. chr12_49049185_G/A

SamplelD

Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence

18R12884

chr12_49049185_G/A 36 3 KMT2D missense_variant

18R12634_chr12_49049185 bam

chri2:49,049,11149,049,259
p1332 pI132 p123 pI21 pll2z  pill @iz Q3T

CIEAERETEE] aiaz Q5 @2l @12 31 i3z W22 q23.0 232 233 @A qa20 G431 q2432 2433

sommm sominm 49049,1600p somim 49049.2000p 490492200p sonzom 4,

H

18R12884_chr1...bam Coverage || 143

1

AGTCTCAATGGAAGAAGCAGTTGACTTTAGCCGGGCCCGTCCTCTACCACG TCCTCCATGGGCTCC TCCACGAGGCCGGCGTCTTCCTGGGAAACTGCTGCTGCGACCCTGAG TGAAAGAAGGGGACAATGACAGGAGCATG TCAAGGG
T UEY | IS" s AN T ST K LI R UAY R LG R NG R LG G 'HY A 6 G 'RY P 'R" R 'R P F .S SIS R .G
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1.108. chr12_49049190_C/A

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence

18R08796 chr12_49049190_C/A 50 3 KMT2D missense_variant

[ ez
T P

i3z P132 P12 piz T prizz

o020 . o000 . w000 . w0z . w0200 . “oow02200 . w0200 . “oow2s0

18R08796_che1.._bam Coverage | | 4

18R08796_che12_43049190 bam
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1.109. chr12_49049762_C/T
SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence
100603676 chr12_49049762_C/T 43 4 KMT2D missense_variant
chr12 49,049,650 49,049,800 49,049,¢
100603676 cram :

KMT2D gacsr&ooeoaomsn
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1.110. chr12_49049941_G/A

SamplelD Variants (GRCh38) Ref_depth | Alt_depth Gene Consequence

18R09150 chr12_49049941_G/A 55 4 KMT2D missense_variant

2
i3z =2 23 Tz e ne T T et T Qs ezl @iz azialgzisz Wz a2l G2 233 qzaTl  azazr AT azasz qzass

“ocisgan “oos0 “oossgzon “oosoio “ooigeorn . “ooigeo

18R09150_che1._bam Coverage | | [BER1

18R09150_che12_49049941 bam
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1.111.

chr12_49050016_G/A

SamplelD

Variants (GRCh38)

Ref_depth

Alt_depth

Consequence

18R09224

95

missense_variant

chr12_49050016_G/A
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1.112.

chr12_49050173_GIT

SamplelD

Variants (GRCh38)

Ref_dept<ns1:XMLFault xmlns:ns1="http://cxf.apache.org/bindings/xformat"><ns1:faultstring xmlns:ns1="http://cxf.apache.org/bindings/xformat">java.lang.OutOfMemoryError: Java heap space</ns1:faultstring></ns1:XMLFault>