Supplementary Table 7: Putative pathogenic missense variants identified in each gene based on in silico software
programs SIFT, Polyphen-2 and Provean

cDNA position Protein Damaging* | Controls | Cases | Total
APEX1
¢.56C>G p.T19R No 0 1 1
c.62C>T p.P21L No 3 1 4
c.103A>C p.K35Q No 4 1 5
c.128C>T p.A43V No 1 0 1
c.190A>G p.l64V No 1 1 2
€.286G>A p.E96K Yes 1 0 1
¢.319G>A p.E107K Yes 1 0 1
€.385A>G p.5129G No 0 1 1
c.407G>A p.R136H No 1 0 1
c.413G>A p.C138Y No 1 1 2
c.442G>A p.D148N No 1 0 1
c.455A>C p.D152A Yes 1 0 1
c.467G>A p.R156Q Yes 0 1 1
c.542G>A p.R181Q No 0 1 1
c.560G>A p.R187H Yes 3 4 7
c.577C>T p.R193C No 0 1 1
c.578G>C p.R193P Yes 0 1 1
c.578G>A p.R193H No 1 1 2
€.709C>T p.R237C Yes 1 0 1
€.743C>T p.P248L No 1 1 2
c.756C>A p.S252R Yes 0 1 1
c.808A>G p.M270V No 0 1 1
c.827A>G p.K276R No 0 1 1
c.916G>A p.G306S Yes 0 1 1
c.920G>A p.S307N Yes 1 0 1
c.931C>A p.P311T Yes 0 1 1
APLF
c.28C>T p.R10W No 2 1 3
c.31G>A p.D11IN No 1 0 1
c.41C>T p.P14L Yes 0 1 1
c.56C>T p.A19V No 0 1 1
c.58C>T p.P20S No 0 1 1
c.86C>T p.P29L Yes 0 1 1
c.88C>A p.L30M Yes 1 0 1
c.125A>T p.H42L Yes 18 28 46
c.245A>G p.Y82C No 39 58 97
c.326T>C p.M109T No 0 1 1
c.413A>G p.H138R No 1 0 1
c.428C>T p.A143V No 1 0 1




APTX
c.971A>T p.Q324L No 23 19 42
c.946C>T p.P316S Yes 0 1 1
€.926T>C p.M309T No 0 1 1
C.742T>A p.L248M No 10 23 33
c.740G>A p.R247Q No 2 1 3
c.671T>C p.L224P Yes 1 0 1
c.617C>T p.P206L Yes 0 1 1
c.587C>T p.P196L Yes 1 1 2
c.553G>A p.D185N Yes 0 1 1
c.457A>G p.K153E No 1 0 1
c.431C>A p.S144Y No 55 78 133
¢.430T7>C p.5144P No 1 1
c.426C>G p.S142R No 0 2 2
c.425G>A p.S142N No 0 1 1




c.370A>G p.1124V No 1 0 1
c.315G>T p.K105N No 0 1 1
c.280T>A p.Y94N No 0 1 1
€.262C>T p.H88Y No 1 0 1
c.199A>G p.S67G No 0 1 1
c.191A>G p.N64S No 0 1 1
c.170A>G p.K57R No 1 0 1
c.85C>A p.R29S Yes 0 1 1
c.80T>C p.127T No 0 4 4
c.38G>A p.R13Q No 1 3 4
c.18G>T p.W6C Yes 9 13 22
c.8G>A p.R3Q No 1 0 1




c.1103A>T p.K368I Yes 0 1 1
c.1243A>G p.M415V No 1 0 1
c.1276G>A p.V426M No 0 1 1
¢.1297G>C p.E433Q No 0 1 1
c.1306G>A p.A436T No 8 6 14
c.1341C>G p.D447E No 1 0 1
c.1394G>A p.R465Q No 2 0 2
¢.1435G>C p.A479P Yes 9 5 14
c.1474G>A p.A492T No 2 0 2
c.1541T>C p.V514A No 1 0 1
¢.1558C>T p.P520S Yes 1 0 1
€.1609C>G p.Q537E No 1 0 1
c.1636C>T p.R546C Yes 6 2 8
c.1637G>A p.R546H No 0 1 1
¢.1640G>C p.R547P Yes 2 0 2
c.1687T>A p.S563T Yes 0 1 1
c.1693C>T p.R565C Yes 8 0 3
c.1727A>G p.H576R No 0 1 1
FANCL
c.1091G>A p.C364Y Yes 1 0 1
c.1087G>A p.E363K No 1 0 1
c.1067G>A p.S356N No 0 2 2
c.1066A>G p.S356G Yes 1 0 1
c.980A>G p.Q327R No 1 0 1
c.978T>A p.D326E Yes 1 0 1
c.877T>G p.L293V No 1 0 1
c.834G>T p.L278F No 2 1 3
c.825C>A p.N275K No 2 1 3
c.824A>C p.N275T Yes 1 0 1
c.754A>G p.M252Vv No 1 0 1
c.733G>A p.V245] No 1 0 1
€.728T>C p.1243T Yes 1 0 1
c.722T>A p.1241K Yes 1 0 1
c.719C>A p.S240Y Yes 1 1 2
c.710A>G p.N237S No 0 1 1
c.692G>A p.R231H Yes 1 0 1
c.685A>G p.T229A No 5 0 5
€.664G>C p.E222Q No 1 1 2
€.655C>G p.L219V No 0 1 1
c.558C>A p.S186R Yes 1 0 1
€.523G>A p.A175T No 0 1 1
c.493T>G p.Y165D No 0 1 1




c.452C>A p.T151IN Yes 1 0 1
c.354A>G p.1118M No 1 0 1
c.332A>G p.Y111C Yes 1 0 1
c.317C>T p.P106L Yes 0 1
c.252G>A p.M84| No 0 1 1
c.203G>C p.R68P No 5 3 8
c.191G>T p.S641 No 0 1 1
c.112C>T p.L38F Yes 26 22 48
€.108C>G p.F36L Yes 2 2
c.38C>A p.P13H Yes 0 1 1
c.19A>G p.S7G No 1 0 1

c.2T>C p.M1T No 0 1 1













PARP2
c.26C>A p.T9N No 1 1 2
c.41C>G p.A14G No 1 0 1
c.43A>G p.R15G No 5 9 14
c.67G>A p.v23i No 0 1 1
c.148A>G p.M50V No 0 1 1
c.197A>G p.Q66R No 2 0 2
c.4407>G p.V147G Yes 1 0 1
c.449G>A p.R150K Yes 0 1 1
C.454G>A p.G152S Yes 0 1 1
c.464G>A p.G155E Yes 1 0 1
c.475C>A p.Q159K Yes 1 0 1
C.482G>A p.S161N No 4 1 5
c.487G>A p.V163M No 0 1 1




c.503A>G p.N168S No 0 1 1
¢.509A>G p.N170S No 0 1 1
c.540C>G p.F180L Yes 0 2 2
¢.551C>T p.T184M Yes 1 0 1
€.610C>G p.L204V No 2 0 2
€.652A>G p.T218A No 1 0 1
c.785C>A p.T262N Yes 0 1 1
€.799C>T p.L267F Yes 1 0 1
¢.859G>A p.D287N No 0 1 1
c.868C>T p.R290W Yes 1 1 2
€.880C>T p.H294Y No 1 1 2
¢.895A>C p.M299L No 0 1 1
€.947G>A p.R316H Yes 1 1 2
€.950C>T p.T3171 No 1 0 1
€.965G>A p.R322Q No 4 6 10
€.10317>C p.1344T Yes 0 1 1
c.1043A>G p.K348R No 0 1 1
¢.1069C>G p.P357A Yes 0 1 1
c.1072T>A p.L358M No 0 1 1
€.1081C>T p.H361Y Yes 0 2 2
¢.1084T>G p.Y362D Yes 0 1 1
€.1108C>T p.R370C Yes 1 1 2
¢.1109G>A p.R370H No 0 1 1
c.1229A>G p.D410G No 1 0 1
c.1234G>A p.E412K Yes 3 2 5
c.1331G>A p.R444Q Yes 1 1 2
c.1398G>T p.M466l1 Yes 0 1 1
€.1399T>C p.S467P Yes 1 0 1
c.1442A>G p.N481S No 0 2 2
c.1445C>T p.T482| No 1 0 1
c.1468G>A p.V490I Yes 0 1 1
c.1600A>G p.S534G Yes 0 1 1
€.1638T>G p.I1546M No 1 0 1
c.1655A>G p.Y552C No 0 1 1
c.1670A>G p.N557S Yes 1 0 1
c.1691C>G p.P564R Yes 1 0 1
c.1708C>T p.R570W Yes 0 1 1
PARP3

c.51G>T p.Q17H No 0 1 1

c.53C>A p.T18N No 0 3 3

c.56A>G p.E19G No 0 8 8

c.57G>C p.E19D No 0 4 4







c.1189G>A p.V397M No 1 0
c.1198G>A p.A400T Yes 0 1
c.1204C>T p.L402F Yes 1 0
c.1219C>T p.R407C Yes 1 0
c.1220G>A p.R407H Yes 1 0
c.1243C>T p.R415C Yes 1 0
c.1244G>A p.R415H Yes 0 1
c.1316G>T p.G439V No 1 0
c.1324C>G p.H442D No 3 2
¢.1430T>C p.1477T No 1 0
c.1436G>A p.R479Q No 1 0
c.1447G>A p.E483K Yes 1 0
c.1505C>A p.P502H Yes 1 0
c.1561G>A p.E521K Yes 1 0
¢.1592G>A p.R531H No 1 0
¢.1597C>T p.R533C Yes 1 0
POLN
€.2684C>T p.S895L No 1 0
€.2672C>T p.P891L No 2 0
€.2671C>T p.P891S No 1 0
€.2648C>A p.S883Y No 0 1
€.2626A>T p.N876Y No 0 3
€.2609G>A p.R870H No 0 1
€.2609G>T p.R870L No 1 1
€.2590C>T p.P864S No 1 0
€.2548C>T p.R850C Yes 0 2
€.2435C>A p.P812Q No 0 1
€.2435C>T p.P812L No 0 1
c.2425G>A p.V809M No 1 0
c.2410G>A p.E804K Yes 0 1
c.2381C>T p.T794M Yes 0 1
c.2231C>A p.P744H Yes 1 0
€.2230C>A p.P744T No 1 1
€.2219G>C p.G740A Yes 1 0
c.2218G>A p.G740S Yes 0 1
€.2201G>A p.C734Y No 1 0
€.2198G>T p.G733V Yes 1 1
c.2194A>G p.T732A No 0 2
c.2168G>A p.R723Q No 7 2
€.2153T>C p.1718T Yes 0 1
€.2133T>G p.F711L Yes 2 0
¢.2075G>A p.R692Q No 1 2




c.2057A>G p.Y686C Yes 0 1 1
€.2048C>T p.A683V Yes 0 1 1
€.2041G>A p.V681M No 3 2 5
c.2026C>A p.Q676K No 0 1 1
¢.1996G>A p.V666M No 1 0 1
c.1939G>A p.E647K No 1 0 1
c.1916C>A p.P639Q Yes 1 0 1
€.1886T>C p.L629S Yes 0 1 1
c.1862C>T p.A621V Yes 1 0 1
c.1852A>G p.T618A No 6 5 11
¢.1803G>C p.K601N No 0 1 1
c.1754A>G p.H585R Yes 1 0 1
c.1730C>T p.P577L Yes 0 1 1
c.1729C>A p.P577T Yes 0 1 1
€.1615C>T p.H539Y No 1 0 1
c.1547A>G p.E516G No 0 1 1
c.1520G>A p.G507E No 1 0 1
¢.1520G>C p.G507A No 0 1 1
c.1517C>T p.T506M Yes 1 1 2
€.1454G>T p.R485L Yes 0 1 1
€.1436C>T p.T479M No 8 2 10
€.1403C>T p.A468V No 0 1 1
c.1399G>A p.E467K Yes 1 0 1
c.1394A>G p.E465G Yes 0 1 1
c.1379G>A p.R460H No 0 1 1
c.1378C>T p.R460C Yes 0 2 2
c.1348A>G p.M450V No 1 0 1
c.1264C>A p.Q422K No 0 1 1
c.1184A>G p.Q395R No 1 1 2
c.1159A>C p.N387H No 1 0 1
¢.1075A>G p.S359G No 1 0 1
c.1057G>C p.A353P Yes 1 0 1
€.937A>G p.K313E No 0 1 1
€.928A>G p.M310V No 0 1 1
c.928A>C p.M310L No 51 39 90
c.913G>A p.V305M No 1 1 2
c.907C>T p.R303W No 0 1 1
c.826T>C p.S276P No 0 1 1
c.793C>T p.P265S No 22 24 46
€.734G>A p.R245K No 0 1 1
c.677T>C p.M226T No 0 1 1
c.656C>T p.A219V No 0 1 1




c.575C>T p.A192V No 1 0 1
c.572G>A p.G191E No 1 0 1
€.548G>T p.G183V No 4 0 4
c.488A>C p.N163T No 1 0 1
c.470A>G p.K157R No 1 0 1
c.452G>A p.S151N No 0 2
c.370C>G p.Q124E No 1 1 2
c.353T>C p.L118S No 1 1 2
c.319A>G p.K107E No 0 2 2
€.290C>T p.T97I No 1 0 1
c.254C>T p.A85V No 0 1 1
c.227T>C p.L76S No 0 1 1
c.167A>G p.Y56C No 0 1 1
c.151A>G p.K51E No 0 1 1
c.149A>C p.N50T No 0 1 1

¢.83T>C p.M28T No 1 0 1

c.47C>T p.P16L Yes 1 1 2




SMUG1

c.770A>G p.E257G No 1 0
c.700G>A p.vV234M Yes 0 1
c.698A>G p.Q233R No 0 1
c.667C>T p.R223W Yes 0 1
c.659G>A p.R220Q Yes 1 0
c.622C>T p.R208W Yes 1 0
€.605T>G p.V202G Yes 0 1
c.547C>T p.P183S Yes 0 1
c.527A>G p.N176S Yes 0 1
c.523C>T p.R175C Yes 1 0
c.466T>C p.F156L Yes 1 0




€.313CT p.R105W Yes 5 15
€.256C>G p.P86A Yes 1 0
€.218G>A p.C73Y Yes 0 1
€.212G>A p.R71H Yes 0 1
c.169C>A p.P57T Yes 1 1
€.143C>T p.S48L Yes 3 5
c.106C>T p.L36F No 1 0
C.67T>A p.C23S No 0 1
c.44G>T p.G15V No 3 1

c.2T>C p.M1T No 0 1

*Predicted damaging by 2 out of three in silico software programs: SIFT,
Polyphen-2 and Provean







