Table $5: Compund heterozygous SNVs/Indels

K o = T . . o3t - 3 o 3 s 3
: 3 A > 5 ] £35g g 87 328F 48 £35. 23 seds Eg 8
= £ o H g s 53 _ ] 2 3 §g52 2 58 5229 43% Blays(s G0 5223 §5fa
< 5 k3 g 3 £ H 3£ z ¢ g . 2252 2 38 5389 ZEE 2289 25T 5985 $255 = w
I F § 38 £33 §2= £:38 2738 8281 Be0s g83t £52 $585% $§E8 & %
5 H K] 2 H H Q EX 5 T E3g $50 < 5 F % $5% g§g02 & %
L 3 g 53z T:g ag 3943 FEER PN 048 T g3 2dsy B B
< £ 3 g 2 £¢ s 0 g 3 5EE5 $ 56 g8 g8 §£E8 2f g3 88 233
H § s 2 E = ° 5 §c50 ¢ 8¢ 8558 8% ics g7 255 2<"3
Reported in 1 1ung
ND  missense C.137G>A  pRASSH 0001029 D D 340 adenocarcinoma pafient ND
Lzt YES NM_021020 leucine zipper fumor - Esophageal squamous cell COSN:-B w? lintesfi 26/0/0/2 1.4 ND 70/6/15/16 051 ND 008093 003918
- suppressor | carcinoma/AD/133239 ?gm" “'% Lo Sm‘é SR, . : :
ND  missense c338T>C  pllI3P 0003086 D D 27.4 LTI EEC ND
uncertain origin,
cPAM2 COSM3734029
missense C4537A>G _ DKISI3E 0000580 D B 199 ) ND ND
missense C.1959G>T  p.E4S3D N TP 16E L dherin relofed Dez’"esslfg//;’msss’ usher ND
PCDHI5 NO/YES NO/YES NM_001142769 profocadherin related - syndrome Reported in 1 colon 203/0/0/52  9.43 ND 371/50/107/158 430 ND 0.10415  0.82105
) 15 digenic/AD/601067; Usher : ]
missense C1591C>T  plUS3IF 0002555 D D 27.6 adenocarcinoma pafient ND
syndrome1F/AR/602083
COSM2147499
ND  missense C4721G>C__D.GI574A 0007042 D P 29.1 von Wilebrand facior ND D
VW, Yl . . NI X
A8 & ND_ missense  "M-O150%8  4S0CST  pisizm 0000118 DD 330 Adomain confaining8 > ND oo RIS "° D I 045 P 007414 001562
ND  missense C244G>A  ©D.DBN__ 0001968 D D 320 von Wilebrand facior ND 5
VWA2  YES NM_001272046 ND 19/0/0/1 72 ND 115/5/11 0.1 ND 001892 001702
ND_missense - c.1772G>A _pR591Q 0000116 T P 03 Adomain confaining2 ND oon g SRy 8
abnormal lung lobe
ND  missense c5177G>A  pRI726Q 0005102 D D 340 Short-rib thoracic dysplasia ND morphology. aorta ND
Crans 3 with or without puimonary
DYNC2HI  YES NM_001377 dynein cytoplasmic 2 polydactyly/AR-AD/613091; 25/0/0/6 093 Colateral arteries, 246/34/33/52 117 SHORTRIE 002974  0.04391
heavy chain 1 Short rib-polydacyly fracheoesophageal
ND  missense C7576A>G  p.2526V 0008637 T B 5.1 syndrome-IIB/615087and - Np fistula, abnormal ND
111/263510 respirafory system
morphology
D misere C1058C>G  p.P353R N D P 10.3 connectorenhancer ND /0/0/ 0. S— /13/12/ 0.01051  0.00654
CNKSRI YES ) NM_001297647 of kinase suppressor of ND 150/0/1 071 |ND 641131214 037 ALRETARD 0.01051 0.0065
CPAMIT ND  missense c2089C>T  pregrs 0002012 T 8 35T IR IBIEET ND ND
TUCl7  YES  NO/NG MEense oo ios C7733GST  bs2578 0000231 D D00 mucin 17, cellsuface |\ o D 187/0/0/27 IR no W r— o 6 00
e S NOMO rissense 001040105\ 55071>C_plal7ér 0000348 D P42 associaled. Probably ND 87/0/01 3 ND S 2 003646 004953
ND  missense C4871C>T  pT1624M 0000274 D D 24.6 helicase with 2nc ND ND
PAMI4 HELZZ  YE NM_001037: ND ND —NO 722504 . ND 1 07884
c s ND__missense 001037335 \l0pBGoA pRAIQ 0001279 D P 25.4 finger? ND o0 RS D e 08 010566 0.0785
ND  missense C2350G>A  pV7BAM 0000231 T B 14.4 PNNinferaching serine ND D
CPAMIS PNISR  YES N e NMLOISl P bo0lo0s b b 255 ond e ND NS 28/0/0/2 081 ND = 6/0/6/13 0.39 ND 003104 001262
missense c5921>G  p.Li98v 0005114 T P 06 ! Somaficin 1 Head neck sat D
CPAMI8 ZNFBO4B  YES D e NMLIBIsas S D ooy b b 24y Zncfingerprolein 8048 ND Sor 89/0/0/15 715 ND 2 195/25/49/123 2.59 ND 004171 002487
ND  missense C9329C>G  pS3I10C 0000926 D D 253 MYC binding protein 2, ND ; ) N D
MYCBP2  YES N NI B oot 1 b 48 tsbnin oo ND S 69/0/0/7 368  respiratory distress a 2 231/44/36/76 148 ND 003268 0.10894
CPAMI® ND  missense C3934G>C_ pEI3I2Q N D 0 1 yriquiinproteintgase o D
BRI YE NM_17491 - - 2 149 ND 101/15/13/19 .47 HANSC 070122 066117
v s ND  missense 174916 a680G>A  pNEIA 0000116 T B 146 E:C%‘;':.‘:i"em" syndrome/AR/243800 adenocarcinoma patients /00" . ND WAEAEY 0 JOHANSC 070122 - 0.66
COSM4054765
ND  missense C5360CST  pPI7&7L 0001006 T B 117 marker of profferafion ND ND
PAM20 MKIG7  YE NM_002417 ND 127, 427 D —Nb oy i ND 4496 007252
CPAM0 MKI6 s ND__missense -0 c890G>T__ pGwIV N D D 235 Ki-67 ND 101018 ’ ND a2l 50 004496 0.0725
ND  missense CI7053A5G pKSE8SE 0001166 D P 29.0 spechin repeat szrw'i'eﬁ‘;fDT:fzc;g‘gf ND ND
CCAM22 SYNEI  YES NM_182961 containing nuclear Sg.fngfeébe”w g 424/0/0/72 1345 is, small lung 525/91/76/282 479 SPINOCEF 0.04877 0.76574
ND  missense CB8557A>G  pJ2853A 0007166 D B 105 envelopeproteinl 1 e el0743 ND ND
ND  missense C3322A pYII0BN 0003018 D D 22 obscurn, cyloskeleial ND ND
BSCN  YE NM_00109862 ND 918 ND 472/76/87/12 Y ND 10292 0.07891
oBsc s ND__ missense 001098623 5867C>G  pT19565 0001006 T D 230 caimoduiin and fiin- ND 264210027 8 ND ez 308 010292 0,078
i Somaficin 1
) ) Doparmine beta- i
CPAM23  DBH YES ND - missense  \y ogo7g7  C-1088G>A  p.G363E 0001740 D D 263 dopamine beta- hydroxylase malignant_melanoma 29/0/0/4 102 ND ND) 55/14/11/11 029 ND 0.80889 076638
hydroxylase doficioncy/223360 patient COSM4398533
ND__ missense C.1498C>G  pl500V 0000699 D D 259 ND )
ND  missense c95S>C pu3aT 0001275 D P 22.7 Thioredoxin reductase ND D
TXNRDI  YES e MO0 S D oenies b b aep ) ND o 9/0/0/5 059 ND 2 49/7/414 021 ND 009237 006038
ND  splicing C2492+1G>A Gldonor _ 0.000347 NA N 23.5 kinesin family member ND D
CPAM24 KIFI7  YES N e NML0I2B7212 A e a0 1. cvioointon ND - 51/0/0/14 246 ND 2 911516117 0.51 ND 003334 005653
Confirmed somafic in 1
ND  missense c3019C>T  pRIOOZC 0000064 D D 340 colon adenocarcinoma ND
CPAM28 PLEKHAG  YES NM_014935 plecksfrin ND patient COSM6749567 24/0/0/5 182 ND 122/2413/25 0.45 ND 006985  0.0256
ND  missense C2606A>C  DHBEP 0002431 T D 240 ND
ND__ missense C494A>G  p.QIGSR 0001006 T P 152 ND D
ND  missense C9701C>T  p.A3234V_ 0003020 T B 229 famsmembrane Usher syndrome, Iype ND D
PAM: ADGRVI1 YE: NM, 2119 P ND 7 X ND ND ND
CPAMS0 ADG] s ND__ missense 03 C.10648G>T _p.D3550Y 0.001006 D P 135 receplor domain, ___ 2C/AR or digenic/605472 ND oroon ERichRs o 295
ND  missense c973C>G  pR32SG 0001279 T P 228 papiin, proleoglycan ND
PAM31  PAPLN YE NM_173462 ND 4 .. ND 4, 1 . ND .0189: .
CPAMS s ND__missense 173462 9ps9C>A  pNZSIK 0001610 T D 26.1 like suffated ND 9100/ IR iy o4 001895 000778

D: damaging; P: potentially damaging; T: tolerated; B: bening; ND: not described; NA: not applicable; AR: autosomal recessive; AD: autosomal dominant; ADC: Adenocarcinoma; MUC: Mucinous carcinoma; BAAC: Bronchioloalveolar adenocarcinoma; SCC: squamous cel;MUC*:Cysfic, Mucinous and Serous Neoplasms in TCGA;SCC*:Squamous Cell Neoplasms in TCGA.



