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Table 1. Recurrent variants found in young, middle-aged or older donors displayed together with the respective mean VAF of only repaired or both repaired and unrepaired libraries if present, the number of total observations in different donors (both repaired and unrepaired libraries) classified into Inter-domain (ID), Extracellular domain I-IV (EC I-IV), juxta-membrane domain (JM), Protein kinase domain (PKD), and C-terminal tail (C-T). 
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Variant Position CDS  AA Type

 Domain 

class

de novo 

ocurrence

Mean VAF Age gnomAD CADD SNP ID

1 chr17:39706998 c.G82A p.G28S missense ID 3 2.8E-04 46, 55,49 1.3E-05 34 rs564064363

2 chr17:39707055 c.C139A p.R47S missense ID 4 2.0E-04 44,34,35,46 23.2

3 chr17:39708394 c.G299A p.R100Q missense EC- I 3 2.0E-04 37,41,23 3.2E-05 28.4 rs756720659

4 chr17:39708403 c.G308A p.R103Q missense EC- I 3 2.4E-04 33,25,23 35 rs950730453

5 chr17:39709818 c.C580A p.P194T missense  EC-II 2 2.0E-04 63,29 10.81

6 chr17:39710107 c.G665A p.G222D missense  EC-II 3 1.6E-04 37,44,31 0.0E+00 17.65 rs1164981758

7 chr17:39710373 c.G793T p.E265X stop_gained  EC-II 2 2.2E-04 46,26 37

chr17:39710442 c.C862A 59 1.6E-05 rs1344559066

chr17:39710444 c.G864A 37,46,27

9 chr17:39715318 c.C1181A p.P394Q missense  EC-III 2 1.8E-04 37,44 23.9

10 chr17:39715470 c.C1247T p.P416L missense  EC-III 3 2.3E-04 32,46,23 4.0E-06 35 rs747327229

11 chr17:39715755 c.G1329A p.L443L synonymous  EC-III 2 1.8E-04 34,25

12 chr17:39715862 c.C1436T p.T479M missense  EC-III 3 2.2E-04 63,29,48 2.8E-05 32 rs201021373

13 chr17:39715933 c.G1507A p.E503K missense ID 3 2.8E-04 37,29 8.1E-06 20.6 rs758497995

14 chr17:39716306 c.G1519A p.E507K missense ID 3 2.4E-04 46,44,47 4.7E-06 7.105 rs1293998208

15 chr17:39716394 c.G1607A p.R536Q missense  EC- IV 7 2.6E-04 46,48,34,23, 33,37,49 1.2E-04 35 rs140980495

16 chr17:39716559 c.A1691T p.H564L missense  EC- IV 2 2.0E-04 26,41 25

17 chr17:39716561 c.C1693A p.P565T missense  EC- IV 3 1.8E-04 48,31,34 20.6

18 chr17:39723429 c.C2057T p.T686M missense JM 2 2.2E-04 32,31 34 rs1190122730

19 chr17:39723599 c.A2147T p.K716I missense JM 2 2.2E-04 28,25 33

20 chr17:39724850 c.G2432A p.R811Q missense PKD 3 2.3E-04 41,63,48 4.0E-06 35 rs775752713

21 chr17:39724859 c.G2441A p.R814H missense PKD 2 2.2E-04 19,25 33 rs1182733121

22 chr17:39724860 c.C2442T p.R814R synonymous PKD 7 5.7E-04 32,63,32 2.0E-05 rs553270501

23 chr17:39724865 c.G2447A p.R816H missense PKD 2 2.4E-04 32,28 8.0E-06 23.5 rs775394020

24 chr17:39724892 c.G2474A p.W825X stop_gained PKD 2 2.0E-04 26,31 44

25 chr17:39725097 c.G2542A p.A848T missense PKD 2 1.9E-04 46,31 34

26 chr17:39725101 c.G2546A p.R849Q missense PKD 4 1.8E-04 44,34,31,35 34 rs1295382957

27 chr17:39725106 c.G2551A p.V851M missense PKD 3 3.0E-04 41,63,43 8.0E-06 34 rs375043510

28 chr17:39725158 c.G2603A p.R868Q missense PKD 3 2.0E-04 48,31,48 35

29 chr17:39725175 c.G2620A p.E874K missense PKD 3 2.2E-04 31,63,29 4.0E-06 35 rs375637720

30 chr17:39725179 c.C2624A p.T875K missense PKD 2 2.0E-04 46,48 23.5

31 chr17:39725382 c.A2705T p.Q902L missense PKD 3 2.3E-04 23,55,33 32

chr17:39725730 c.A2749T 32

chr17:39725731 c.C2750G 28.1

33 chr17:39725751 c.G2770A p.D924N missense PKD 3 3.0E-04 23,33,33 1.6E-05 34 rs777570707

34 chr17:39725763 c.G2782A p.A928T missense PKD 2 2.4E-04 55,33 26.8

35 chr17:39727301 c.G3166T p.G1056C missense C-T 2 2.0E-04 63,25 23.9

36 chr17:39727442 c.A3307T p.T1103S missense C-T 2 1.8E-04 31,28 0.002

37 chr17:39727545 c.C3410A p.P1137H missense C-T 2 1.9E-04 63,25 26.1

38 chr17:39727825 c.C3549T p.D1183D synonymous C-T 2 1.9E-04 48,63 2.8E-05 rs767230649

39 chr17:39727915 c.C3639T p.F1213F synonymous C-T 2 2.0E-04 33,34 4.0E-06 rs1251128027

40 chr17:39727952 c.G3676Ap.D1226N missense C-T 2 1.7E-04 44,31 8.0E-06 18.97 rs539683889

41 chr17:39727977 c.C3701T p.P1234L missense C-T 2 1.8E-04 44,25 21.3

42 chr17:39728014 c.A3738T p.P1246P synonymous C-T 2 2.1E-04 55,31

55,34,49 missense p.T917S
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32 3 PKD 2.6E-04

p.R288R synonymous  EC-II 4 2.2E-04


