DSHP .
Chromosem . Gena Amine Acid
Chri2 7 29503085 Heterozygous T 3 T RGN
chri2 29524366 29524366  Homozygous A - HNovael ERGIG2 INTRONIC
chr12 29604118 29604118  Homozygous A Cc Novel QVCH1 INTRONIC
chri2 31244748 31244748  Homozygous G A Novei DDX11 SYNONYMOUS_CODING
chri2 31244748 31244748  Homozygous G A Nove! DOX11 SYNONYMOUS _CODING
chri2 31244748 31244748 Homozygous G A Novel DOX11 SYNONYMOUS_CODING
chri2 31245854 31245854  Homozygous G A Naoval DOX11 INTRONIC
chri2 31245854 31245854  Homozygous G A Novel oox11 INTRONIC
chri2 31245854 31245854  Homozygous G A Novel DOX11t INTRONIC
chri2 31303173 31303173  Hatarozygous G A Novel GENIC
chri2 31820565 31820565  Hetsrozygous T - Novel C120rf72 INTRONIC
chri2 31820565 31820565  HeterozygousT - Novel C120rf12 INTRONIC
chr2 31820585 31820565  HeterozygousT Novel Cl20rf72 INTRONIC
chrl2 32145162 32145162  Heterozygous A - Navel C120rf35 INTRONIC
chri2 H A a Novel PKP2 SYNONYMQUS_CODING
chr12 32994009 32994009  Heterozygous A G Noval PKP2 SYNONYMOUS_CODING
chri2 40814916 40814916  HeterozygousC A Novel GENIC
chrl2 40939087 40938087  HeterozygousA - Navel GENIC
chr12 42707389 42707389  Heterozygous A T Nove! ZGRB1 INTRONIC
chri2 45771758 45771758 Heterozygous T C Novel ANOB INTRONIC
chr12 45771758 45771758 Heterozygous T C Novel ANOE INTRONIC
chri2 45771758 45771758 Heterozygous T [ Novel ANOS INTRONIC
chri2 45771758 45771758  Hetarozygous T [} HNovel ANOE INTRONIC
chri2 44246206 46246208  Heterozygous G T Novel ARID2 NON SYNONYIA->S
chri2 48349980 46349980  Heterozygous G [+ Novel SRSF21P INTRONIC
chri2 46622918 48622918  HeterozygousC T Novel SLG38A1 INTRONIG
chr12 46622918 46622918  HeterozygousG T Novel SLGC38AL INTRONIC
chri2 48091549 48091549  Heterozygous A - Havel RPAP3 INTRONIC
chri2 48091549 48081548  Heterozygous A - Novel RPAP3 INTRONIC
chri2 48091549 48091549  HeterozygousA - Noval RPAP3 INTRONIC
chr12 48152405 48152405  Hetarozygous G T Novael RAPGEF3  UPSTREAM
chr12 48152405 48152405  HeterozygousC T Navel RAPGEF3  UPSTREAM
chri2 48152405 48152405  HeterozygousC T Novel RAPGEF3  SPRIME UTR
chri2 48181927 48181927  Heterozygous G A Novel HDAC7 SYNONYMOUS_CODING
chri2 48181927 48181927  Heterozygous G A Novel HDAC? SYNONYMOUS_CODING
chri2 Hi ygo! - Novel SENP1 INTRONIC
chri2 49087593 49087593  HetorozygousA 4] Novel LOC144438 UPSTREAM
chri2 483087583 49087593  Heterozygous A o] Novel GONT1 SYNONYMOUS_CODING
chri2 H ygous G G Novel LMBRIL INTRONIC
chri2 1 H VE G Novel TUBA1IC INTRONIC
chri2 49959462 49959482 Heterozygous C A Novel MCRS1 INTRONIC
chri2 49959462 49959482  HeterozygousC A Novel MCRS1 INTRONIC
chri2 50035670 50035671 Heterozygaus - A Noval PRPF40B  INTRONIC
chr12 50035670 50035671 Heterozygous ~ A Novel PRPF40B  INTRONIC
chri2 50035670 50035671 Heterozygous ~ A Novel FMNLI JPRIME UTR
chri2 50035670 50035671 Hetarozygous ~ A Novel FMNL3 3PRIME_UTR
chr12 50386007 50386007  HeterozygousC A Novel RACGAP1  INTRONIC
chri2 50388007 50386007  HaterozygousC A Novel RACGAP!  INTRONIC
chri2 50386007 50386007  HeterozygousC A Novel RACGAP1  INTRONIC
chri2 50867998 50867999  Heterozygous T - Novel LARP4 INTRONIC
chri2 50867999 50867999  Heterozygaus T - Novel LARP4 INTRONIC
chri2 50867999 50867999  Heterozygous T - Navel LARP4 INTRONIC
chri2 50867998 50867999  Heterozygous T - Novel LARP4 INTRONIC
chri2 50867999 50867959  Heterozygous T Novel LARP4 INTRONIC
chri2 51053874 51053874  Heterozygous T - Novel DiP2B INTRONIC
chri2 513546892 51354693  Homozygous - T Novel HIGDIC INTRONIC
chri2 51639899 516839899 Heterozygous A G Novel DAZAP2 NON_SYNONYIN->D
chri2 51639899 51639893  HeterozygousA G Novel SMAGP SYNONYMOUS_CODING
chr12 51639899 51639899 Hestarozygous A G Novel SMAGP SYNONYMOUS_CODING
chr12 52159438 52159439  Heterozygous— T Novel SCNSA INTRONIC
chri2 52159438 52159439  Heterozygous~ T Navel SCNBA INTRONIC
chri2 52370381 52370391 Heterozygous G A Novel ACVRIB INTRONIC
chriz 52370381 52370391 Haterozygous G A Novel ACVRIB INTRONIC
chrl12 52370391 52370391 Heterozygaus G A Novel ACVR1B INTRONIC
chr12 52710348 52710348  HeterozygousC T Novel KRT83 SYNONYMOUS_CQDING
chri2 53291480 53291480  Heterozygous T C Novel KRT8 INTRONIC
chri2 53292234 53282234  Hsterozygous G - Navel KAT8 INTRONIC
chri2 53451375 53451375  Hetarozygous G A Novel TENC1 SYNONYMOUS_CODING
chri2 53451375 53451375  Hsterozygous G A Novel TENC1 SYNONYMOUS_CODING
chri2 53451375 53451375  Heterozygous G A Novel TENG1 SYNONYMOUS CODING
chri2 53515116 53515116  HeterozygousC A Novel SOAT2 NON_SYNONYIN->K
chri2 53703033 53703033  Heterozygous G [o] Novel AAAS SYNONYMOUS_CODING
chri2 53703033 53703033 Heterozygous G G Novel AAAS SYNONYMOUS_CODING
chri2 54367383 54367383  HeterozygousT [ Novel HOXC11 NON_SYNONYIS->F
chri2 55523587 55523587 Hetarozygous T - Novel OR8K2 EXONIC
chri2 55759182 55759192  Heterozygous T - Novel OR6CT5 EXONIC
chr12 H T A Navel GENIC
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55 55 Heterozygous A G Novel GENIC

Hi G c Noval GENIC

56220975 56220975  HaterozygousA - Noval DNAJC14  INTRONIC
$8487802 56487802  HeterozygousA G Novel ERBB3 INTRONIC
56733219 56733219  Heterozygous G ] Novel L23A NON_SYNONYIE->Q
56865780 56865780  Heterozygous A G Noval SPRYD4 DOWNSTREAM
56865790 58865790  HeterozygousA G Novel GLS2 INTRONIC
57397342 57397342  HeterozygousC A Hovel 87839 NON_SYNONYIA->S
57492293 57492293  Heterozygous G A Novel STATS SYNONYMOUS_CODING
§7482283 57482293  HsterozygousG A Novel STATS SYNONYMOUS_CODING
57492283 57482293  Heterozygous A Novel STATE SYNONYMOUS_CODING
574982293 57482293  Hsterozygous G A Novel STATE SYNONYMOUS_CODING
57492283 57492293  HeterozygousG A Novel STATS SYNONYMOUS_CODING
§7492293 57492293  Haterozygous G A Novel STATS EXONIC
57992919 57992819  HeterozygousC T Novel PIP4K2C SYNONYMOUS_CODING
§7992919 57992919  Hstsrozygous G T Novel PIP4K2C SYNONYMOUS _CODING
57982919 57892919  HeterozygousC T Novel PIPAK2C SYNONYMOUS_CODING
§7992818 57992819  HetsrozygousC T Novel PIP4K2C SYNONYMOUS_CODING
§7995183 57985184  Hasterozygous— AG Novel PIP4K2C INTRONIC
57995183 57985184  Haterozygous— AG Novel PIP4K2C INTRONIC
57995183 57995184  Heterozygous— AG Novel PIP4AK2C INTRONIC
57995183 57995184  Heterozygous — AG Noval PIP4K2C INTRONIC
58010627 58010627  HeterozygousA c Noval ARHGEF25 NON_SYNONYIT->P
58010827 58010827  HeterozygousA C Novel ARHGEF25 NON_SYNONYIT->P
58018327 58014327  HeterozygousT C Novel SLGC26A10  INTRONIC
58144349 58144348  HsterozygousC T Noval CDKé4 INTRONIC
62931861 62931861 Haterozygous T A Novel MON2 INTRONIC
63080373 63080873  HetarozygousG T Navel PPMH NON_SYNONYIP->Q
63964641 63964841 Hatarozygous A - Novel DPYigL2 SPLICE SITE
84057704 84057704  HaterozygousA - Noval DPY18L2 INTRONIC
64491003 84491003  Hsterozygous T - Noval SRGAP1 INTRONIC
84833080 84833060  HsterozygousC T Noval XPOT SYNONYMOUS_CODING
68628234 88628234  Haterozygous G T Novel IRAK3 INTRONIC
60628234 68628234  Haterozygous G T Novel IRAK3 INTRONIC
68896661 68696861 Heterozygous G A Novel MDM1 INTRONIC
88653776 69653776  Heterozygous T G Noval CPSF8 INTRONIC
70209122 70208122  Heterozygous T - Novel RABJIP INTRONIC
70208122 70208122  Heterozygous T - HNovel RAB3IP INTRONIC
70209122 70208122  Heterozygous T - Noval RAB3IP INTRONIC
70208122 70208122  Heterozygous T - Novel RABIIP INTRONIC
70209122 70208122 Heterozygous T - Novel RAB3IP INTRONIC
75708549 75708549  Heterozygous G T Novel CAPS2 INTRONIC
78780051 76780052  Heterozygous— A Navsl 0SBPLE SPLICE SITE
78780051 76780052  Heterozygous— A Novel 0SBPLE SPLICE SITE
77199251 77188252 Heterozygous AC - Novel ZDHHC17  INTRONIC
77209814 77209614  Heterozygous T - Novel ZDHHC17  INTRONIC
78593071 78593075  Homozygous AATTT — Navel NAV3 INTRONIC
80722385 80722388 Homozygous ~ T Novel GENIC
81102812 81102812  Heterozygous A G HMovel MYF8 3PRIME UTR
88448066 88448087  Hetarozygous~ T Novel CEP290 INTRONIC
88454565 88454565  Heterozygous G A Novel CEP290 INTRONIC
88502985 88502995  HeterozygousA c Novel CEP290 INTRONIC
88525005 88525006  Heterozygous— A Novel CEP290 INTRONIC
94976070 94976070  Heterozygous G A Novel TMCC3 NON_SYNONYIA->V
95498748 95498748  HeterozygousA - Novel FGD6 INTRONIC
95604851 85604851 Haterozygous G A Novel FGD8 NON_SYNONYIS->L
96132008 98132008  HeterozygousA o] Novel NTN4 INTRONIC
86259713 96259713  Heterozygous A - Novel SNRPF INTRONIC
96259713 96259713  HeterozygousA - Novel CCDC38 DOWNSTREAM
96386646 96386647  Heterozygous——— cCceT Navel HAL INTRONIC
97051928 97051928 Heterozygous A - Novel GENIC
87136168 97136168  HeterozygousC A Novel GENIC
87151391 97151392 Heterozygous TA - Novel GENIC
97339670 97339670  Heterozygous T - Naovel NEDD1 INTRONIC
87338670 97339670  Heterozygous T - Novel NEDD1 INTRONIC
97339670 97338670  Heterozygous T - Novel NEDD1 INTRONIC
87338670 97339670  Heterozygous T - Novel NEDD1 INTRONIC
100704721 100704722 Heterozygous TT - Naovel SCYL2 INTRONIC
101550881 101550962 Heterozygous—- AC Novel SLCSA8 3PRIME UTR
101732578 101732581 Heterozygous CTAT C— Novel uTP20 INTRONIC
101732578 101732581  Heterozygous CTAT — HNovel uTP20 INTRONIC
102131091 102131092 Heterozygaus AA — Novel SYCP3 INTRONIC
102131091 102131092 Heterozygous AA -A Novel SYCP3 INTRONIC
102131081 102131092  Heterozygous AA - Novel SYCP3 INTRONIC
102131081 102131092 Heterozygous AA -A Novel SYCP3 INTRONIC
102131091 102131092  Heterozygous AA — Navel SYCP3 INTRONIC
102131081 102131082  Heterozygous AA -A Novel SYCP3 INTRONIC
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End Zygosity Reference  SNP Call Match Symbol Consequence Change
10254177 Heterozygous 1 = Novel ClZorfdd  INTRONIC

104138970 Heterozygous G T Novel STAB2 SYNONYMOUS_CODING
104373729 Heterozygous - A Noval TDG FRAMESHIFT_CODING
104714848  Heterozygaus T - Novel TXNRD1 INTRONIC

104714848  Heterozygous T - Novel TXNRD1 INTRONIC

104714848 Heterozygous T - Novel TXNRD1 INTRONIC

104714848 Heterozygous T - Novel TXNRD1 INTRONIC

104714848 Heterozygous T - Novel TXNRD1 INTRONIC

105440459  Heterozygous A G Novel GENIC

105538271  Heterozygous T - Navel KIAA1033  INTRONIC

108138177 Heterozygous A T Novel PRODM4 INTRONIC

108138184  Heterozygous T A Novel PRDM4 INTRONIC

109623543  Heterozygous G A Novel ACACH NON_SYNONYIE->K
108948227 Heterozygous G A Novsl UBE3B NON_SYNONY!R->Q
109948227  Heterozygous G A Novel UBE3B NON_SYNONYIR->Q
110874504 Heterazygous T A Novel ARPC3 INTRONIC

111885356  Heterozygous TGGGG —— Novel SH2B3 SPLICE_SITE
112130610  Hetarozygous C T Navel ACAD10 STOP_GAINED R->Stop
112130610 HeterozygousC T Novel ACAD10 STOP _GAINED R->Stop
112147524 Heterozygous A [o] Novel ACAD10 INTRONIC

112147524 Heterozygous A C Novel ACAD10 INTRONIC

112220903  Heterozygous G A Novel ALDH2 INTRONIC

112451191 Heterozygous— C Noval TMEM116  UPSTREAM
112451191 Heterozygous - c Naovel TMEM118  UPSTREAM
112451191 Heterozygous - c Novet TMEM118  UPSTREAM
112451191 Heterozygous— c Novel ERP29 SPRIME_UTR
112451191 Hetarozygous ~ [ Noval ERP29 SPRIME UTR
112481733 Heterozygous T - Novel NAA25 INTRONIC

112807481 Heterozygous A C Novel GENIC

112885782 Heterozygous—~ AC Novel GENIC

112688167  Hetarozygous A c Novel GENIC

113440985  Heterozygaus G A Navel 0AS2 INTRONIC

113440985  Heterozygous G A Novel QAS2 INTRONIC

114358581 Heterozygous G [o] Novel RBM19 INTRONIC

114358581 Heterozygous G [ Navel RBM18 INTRONIC

114358581  Heterazygous G c Novel RBMIS INTRONIC

117014175 Heterozygous A - Novel MAP1LC3B2 3PRIME UTR
117188082 Heterozygous G T Novel RNFT2 SYNONYMOUS_CODING
117188082 Heterozygous G T Novel RNFTZ SYNONYMOUS CODING
117611893  Heterozygous G A Novel FBXO21 INTRONIC

117811893 Heterozygous G A Novel FBXO21 INTRONIC

118473176  Heterozygous G T Novel ws82 INTRONIC

118520157 Heterozygous A T Noval VSIGio NON_SYNONYIS->T
118615207 Heterozygous T A Novel TAOK3 INTRONIC

118673484  Heterozygous — A Novet TAOK3 SPLICE SITE
118821801  Heterozygous T - Novel SUDS3 INTRONIC

120150208 Heterozygous G [+] Noval CIT INTRONIC

120582090 Heterozygous C T Novel GCNILY INTRONIC

120812931  Heterozygous AA - Novel GCNILt INTRONIC

121176324  Heterozygous C T Novel ACADS INTRONIC

121201678 Homozygous A - Novel SPPL3 3PRIME UTR
121701550  Heterozygous T G Novel CAMKK2 INTRONIC

121701550  Heterozygous T G Novel CAMKK2  INTRONIC

121701550  Heterozygous T G Novel CAMKK2 INTRONIC

121701550 Hsterozygous T G Novel CAMKK2 INTRONIC

121701550  Heterozygous T G Novel CAMKK2 INTRONIC

121701550  Heterozygaus T G Novel CAMKK2 INTRONIC

121701550 Heterozygous T G Novel CAMKK2 INTRONIC

122017849 Heterozygous A - Novel KOM2B INTRONIC

122017849 Heterozygous A - Naovel KDM28 INTRONIC

122757371 Heterozygous TG - Novel CLIP1 3PRIME UTR
122757371 Heterozygous TG - Novel CLIPt 3PRIME UTR
122812704  Heterozygous G T Novel cLIPt SYNONYMOUS_CODING
122812704  HeterozygousC T Novel CLIPt SYNONYMOUS _CODING
123103009 Heterozygous— T Novel KNTC1 INTRONIC

1232536968  Heterozygous — AA Novel DENR 3PRIME UTR
123480156  Heterozygous G A Novel PITPNM2 INTRONIC

124218625 HeterozygousC T Novel ATP6VOA2  INTRONIC

124317929  HeterozygousC T Novel DNAH10 INTRONIC

124362257 Heterozygaus - G Novel DNAH10 INTRONIC

129298758  Heterozygous G T Novel SLG15A4  INTRONIC

129298775  Heterozygous G G Novel SLCI5A4  INTRONIC

129298777  Heterozygaus G A Novel SLC15A4  INTRONIC

129298780  Heterozygous CG TG Novel SLC15A4  INTRONIC

129298780 Heterozygous CG CA Novel SLC15A4 INTRONIC

129298797 Heterozygous G A Novel SLC15A4 INTRONIC

129429823  Heterozygous G A Novel GLTID1 INTRONIC
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Start End Zygosity Referance
130883555 130883555 Heterozygous T
131476668 131476668 HeterozygousA
131569000 131569000 Heterozygous T
133358858 133358858 HeterozygousC
133358858 133358858  Heterozygous C
133363219 133363219 HeterozygousC
133363219 133363219  HeterozygausC
133363222 133363222 Heterozygous G
133363222 133363222 HeterozygousC
133363232 133363232  Hetarozygous A
13336323, 13336323; Hi A
18999997 19999997  Heterozygous T
19999997 19999897  Heterozygous T
19999897 19999897 Heterozygous T
20000007 20000007 Heterozygous G
20000007 20000007  HeterozygousG
20000007 20000007  Heterozygous G
20608357 20808357 Hetarozygous G
20608357 20808357  HeterozygousG
20608357 20608357  HeterozygausC
20608357 20608357 Heterozygous C
25017678 25017679 Heterozygous ——
25416088 25416089 Heterozygous -~
25418088 25416089  Heterozygous—
25457398 25457398 Heterozygous C
25457538 25457538 Hetarozygous A
25534004 25534004 Heterozygous A
25538050 25536050  Heterozygous T
25536053 25536053  Heterozygous T
25839870 25833870 Heterozygous A
25894827 25894827  Heterozygous A
25894827 25834827  Heterozygous A
25899091 25899092 Heterozygous
25899081 25899092 Heterozygous -
25911051 25911051 Heterozygous T
25911051 25811051  Heterozygous T
26153950 26153950 Heterozygous G
26445406 26445406  Heterozygous T
28133957 28133957 Heterozygous A
29600313 29600313  HeterozygousG
32848308 32848908 Heterozygous C
33012742 33012742 Heterozygous A
36700339 36700340  Heterozygous TA
39542743 39542743 Heterozygaus T
39542743 39542743  Heterozygous T
38550715 39550715 Heterozygous C
38550715 39550715 Hetarozygous G
41034385 41034386  Heterozygous~
41034385 41034386  Heterozygous~
41034385 41034386  Heterozygous -
41330890 41330890  Heterozygous T
42734107 42734107 Heterozygous G
42734107 42734107 Heterozygous G
42780317 42780317  Heterozygous A
42780317 42780317 Heterozygaus A
42798584 42788584 Heterozygaus A
42788584 42788584 Heterozygous A
42875721 42875721 Heteraozygous A
45147264 45147264 Hsterozygous T
45964479 45964479 Heterozygous G
48528283 48528283 Heterozygous C
48562900 48562900  Heterozygous T
48828103 48828103 Heterozygous T
49913859 49913859 Heterozygous T
49913859 49913859  Heterozygous T
50306767 50306767  Heterozygous G
50746969 507463969 Heterozygous G
51855304 51855304  Heterozygous G
52513227 52513227  Heterozygous G
52513227 52513227 Heterozygous G
52952929 52952929 Heterozygous A
52952929 52952929 Heterozygous A
52997806 52997807  Heterozygous TA
53103430 53103430  HeterozygousC
60453347 60453347  Heterozygous A
60453347 50453347 Heterozygaus A
75910943 75910943  Heterozygous T
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Symbol Cenzsequence Change
RIMBP2 3PRIME UTR
GPR133 INTRONIC

GPR133 INTRONIC

GOLGA3 INTRONIC

GOLGA3 DOWNSTREAM
GOLGA3 INTRONIC

GOLGA3  INTRONIC

GOLGA3 INTRONIC

GOLGA3 INTRONIC

GOLGA3 INTRONIC

GOLGA3 INTRONIC

TPTE2 INTRONIC

TRTE2 INTRONIC

TPTE2 INTRONIC

TPTE2 INTRONIC

TPTE2 INTRONIC

TPTE2 INTRONIC

ZMYM2 INTRONIC

ZMYM2 INTRONIC

ZMYM2 INTRONIC

ZMYM2 INTRONIC

PARP4 INTRONIC

RNF17 INTRONIG

RNF17 INTRONIC

CENPJ NON_SYNQNYIG->S
GENPY INTRONIC
TPTE2P1T  INTRONIC
TPTE2P1 INTRONIC

TPTEZP1  INTRONIC

MTMR6 INTRONIC

NUPL1 INTRONIC

NUPL1 INTRONIC

NUPL1 {NTRONIC

NUPL1 INTRONIC

NUPLT INTRONIC

NUPL1 INTRONIC

ATP8A2 NON_SYNONYIL->F
ATP8AZ INTRONIC

LNX2 INTRONIC

MTUS2 NON_SYNONYIR->H
FRY INTRONIC

N4BP2L2  INTRONIC

DOLK1 INTRONIC

STOML3 INTRONIC

STOML3 INTRONIC

STOML3 NON_SYNONY!R->H
STOML3 NON_SYNONYIR->H
LOC6468982 INTRONIC
L0CA46982 INTRONIC
LOG646982 INTRONIC

MRPS31 INTRONIC

DGKH INTRONIC

OGKH INTRONIC

BGKH INTRONIC

DGKH INTRONIC

DGKH INTRONIC

DGKH INTRONIC

AKAP1{ NON_SYNONYH->V
Tsc22D1 INTRONIC
LOG1001909: INTRONIC

SUCLAZ NON_SYNONY!D->N
SUGLA2 INTRONIC

1TM28 INTRONIC

CAB3SL NON_SYNONYIK->R
CAB39L NON_SYNONYIK->R
KPNA3 SYNONYMQUS_CODING
ST13P4 EXONIC

FAMI24A  NON_SYNONYIP->L
ATP7B NON_SYNONYIT->M
ATPIB NON_SYNONYI T->M
THSD1 SPLICE SITE
THSD1 SPLICE SITE
VPS36 INTRONIC

TPTE2P3 EXONIC

DIAPH3 INTRONIC

DIAPH3 INTRONIC

TBCID4 INTRONIC



Start End ZM Reference  SNP Call -~ Match Symbel cmw Changa
77531 77531083 Heterozygous 1 T Noval GENIC
78211380 78211390  Heterozygous T [o] Navel SCEL INTRONIC
78211390 78211390  Heterozygous T c Novel SCEL INTRONIC
78211380 78211390  Heterozygous T G HNovel SCEL INTRONIC
78327545 78327545  Heterozygous T A Novel SLAINT INTRONIC
78327545 78327545  HeterozygousT A Novel SLAINT INTRONIC
96552957 96552957  HaterozygousC A Novel UGGT2 INTRONIC
98105322 99108322  HeterozygousC T Novel 8TK24 3PRIME_UTR
99105322 99105322  HeterozygousG T Novel STK24 3PRIME UTR
99174002 98174002  Haterozygous T G Novel STK24 INTRONIC
89174002 99174002  Heterozygous T G Novel STK24 INTRONIC
101020758 101020758 Heterozygous G T Novel PCCA NON SYNONYIW->L
101020758 101020758 Heterozygous G T Navel PCCA NON_SYNONYIW->L
101020758 101020758 Haterozygous G T Novel PCCA NON_SYNONYIW-DL
101192483 101192483  Heterozygous T A Novel GENIC
102235765 102235765 HeterozygousA - Nave! reaLt INTRONIC
108518715 108518715 HeterozygousC T Novel FAM1S5A  NON_SYNONYIR->Q
108717875 109717875 HeterozygousA - Novel MYO1s INTRONIC
110864130 110884133  Haterozygaus AAAG — Novel COL4A1 INTRONIC
113532640 113532640 Heterozygous G A Noval ATPTIA INTRONIC
113532840 113532840 Heterozygous G A Noval ATP11A INTRONIG
115002088 115002098 Heterozygous T - Novel coc1e INTRONIC
115002098 115002098 Hsterozygous T - Novel CDG18 INTRONIC
115051988 115051988 Heterozygous G A Novel UPF3A SPLICE SITE
115051988 115051988 Heterozygous G A Novel UPF3A SPLICE SITE
18117185 18117185  HeterozygousC A Novel GENIG
19118232 19118232 HeterozygousC G Novel GENIC
19118254 19118254  Heterozygous T A Novel GENIC
19118308 19118308  Heterozygous T o] Novel GENIC
18553494 19553484  Heterozygous G A Novel POTEG SYNONYMOUS_CODING
19653494 19553494  Heterozygous G A Noval POTEG EXONIC
19806550 19808550  HeterozygousA T Novel GENIC
20146338 20148338  Heterozygaus C T Novel GENIC
20216010 20216010  Heterozygous T [ Novel OR4Q3 EXONIC
20528308 20528309  Hetaerozygous G A Novel OR4L1 NON_SYNONYIG->S
20873540 20873540  HetarozygousG A Novel TEP1 INTRONIC
20817333 20917333  HeterozygousC T Novel OSGEP SYNONYMOUS_CODING
21500105 21500105  HeterozygousG A Novel RNASE13  DOWNSTREAM
21981333 21991334  Hetarozygous— GGT Novel SALL2 NON_SYNONYMOUS_CODIN
22946951 22948851 Hetarazygous A G Novel GENIC
23013105 23013105  HeterozygousG A Naval GENIC
23371570 23371570 Heterozygous G A Noval RBM23 NON_SYNONYIR->W
23371570 23371570  HeterozygousG A Novel RBM23 NON_SYNONYIR-O>W
23371570 23371570  Heterozygous G A Navel RBM23 NON_SYNONYIR-DW
23524790 23524790 Heterozygous G A Novel COH24 SYNONYMOUS _CODING
23524780 23524780  HetorozygousG A Novel COH24 SYNONYMOUS_CODING
23548776 23548777 Heterozygous GT GA Navel ACIN1 NON_SYNONYISA->SP
23548776 23548777 Heterozygous CT GA Novel ACIN1 NON_SYNONYISA->SP
23548776 23548777  HeterozygousCT GA Novel ACINT NON_SYNONYISA->SP
23612514 23612514  Heterozygous T C Novel 8LC7A8 INTRONIC
23612514 23612514  Heterozygous T c Novel SLC7AB INTRONIC
23744801 23744803 Heterozygous CAT - Novel HOMEZ NON_SYNONYMOUS_CODIN'
24112441 24112441 Heterozygous G A Novs! DHAS2 INTRONIC
24112441 24112441 Heterozygaus G A Novel DHRS2 INTRONIC
424224 4 H y T G Novel Cl4orf167 UPSTREAM
24424224 24424224  Haterozygous T G Naovel Cl4orf187 UPSTREAM
24424224 24424224  Heterozygous T G Navel Cl4orf167  EXONIC
24424224 24424224 Heterozygous T G Novel Cl4orfi87 UPSTREAM
24424224 24424224  HeterozygousT G Noval DHRS4 INTRONIC
24435672 24435672  Heterozygous A c Novel DHRS4 INTRONIC
Heterozygous C T Novel DHRS4LT  UPSTREAM
24511868 24511866  Heterozygous G A Novel DHRS4LT  INTRONIC
25076484 25076434  HeterozygousC T Noval GZMH NON_SYNONYIS->N
29261305 29261305  Heterozygous A - Noval Cléorf23 EXONIC
31617319 31617918 HeterozygousA G Novet HECTD1 SPLICE SITE
31618073 31618073 Heterozygous G - Novel HECTD1 INTRONIC
31625994 31625995  Heterozygous— A Novel HECTD1 INTRONIC
31626585 31626585  Hetarozygous T o] Noval HECTD1 INTRONIC
32142544 32142545  Heterozygous - T Novel NUBPL INTRONIC
35242710 35242710 HeterozygousA - Novel BAZIA INTRONIC
35242710 35242710 Heterozygous A - Novel BAZIA INTRONIC
36121088 36121088 Heterozygous A - Novel RALGAPAT INTRONIC
36121088 36121088 Heterozygous A - Navel RALGAPAT INTRONIC
38334906 36334306  HeterozygousT - Novel BRMSI1L INTRONIC
38310733 38310733 Haterozygous A G Novel GENIC
Hi T - Navel siP1 INTRONIC
39602850 39602850  Heterozygous T - Navel SiPt INTRONIC

Chromosem

e

chrid
chri4
chri4
chr14
chri4
chri4
chri4
chrié
chri4
chri4
chrl4
chrid
chrld
chri4
chri4
chri4
chr14
chri4
chri4
chrid
chri4
chri4
chri4
chrid
chri4
chri4
chrid
chrid
chri4
chri4
chri4
chri4
chri4
chri4
chri4
chrl4
chrl4
chri4
chr14
chri4
chri4
chri4
chri4
chri4
chri4
chrid
chri4
chri4
chri4
chri4
chri4
chri4
chrid
chr14
chri4
chrid
chrid
chri4
chri4
chri4
chri4
chri4
chri4
chri4
chri4
chrid
chri4
chrig
chri4
chri4
chri4
chrl4
chrl4
chri4
chri4
chr14
chri4

BSHNP .
Gane Baring Acid

3 3860281 Heterozygous T - %d ST TNTRONIC
39786048 38796048  Heterozygous T Novel CTAGES INTRONIC
39798049 39796048  Heterozygous T Novel CTAGES INTRONIC
38796048 39796048  Hsterozygous T Novel CTAGES INTRONIC
39798048 39736048  HeterozygousT - Novel CTAGES INTRONIC
45564466 45564486  HsterozygousA T Novel PRPF39 NON_SYNONYIE->D
50295722 50295722  HeterozygousA G Novel SDCCAG!T  INTRONIC

He T - Noval SDCCAG!  INTRONIC
50805267 50805268  Heterozygous— T Novel §082 INTRONIC
50605507 50605508  Heterozygous— A Noval $0s2 SPUCE SITE
50885476 50885476  HsterozygousA - Novel MAP4KS SPLICE SITE
50895476 50895476  HeterozygousA - Novel MAP4KS SPLICE SITE
51219249 51219248  HeterozygousC T Novel NIN NON_SYNONYIR->H
51219249 51219248 HeterozygousC T Novel NIN NON_SYNONYIR->H
51219249 51219249  HeterozygousC T Novel NIN NON_SYNONYIR->H
§1218248 51219249  HeterozygousC T Movel NIN NON SYNONYIR->H
51219501 §1218501 Heterozygous A - Novel NIN INTRONIC
51219501 51218501 Heterozygous A - Hovel NIN INTRONIC
§1219501 51219501 Heterozygous A - Hoval NIN INTRONIC
51219501 51219501  Hetsrozygous A - Novel NIN INTRONIC
§1348385 51348385  Heterozygous T o] Novel ABHD12B8  INTRONIC
51348385 51348385  Heterozygous T G Noval ABHD128  INTRONIC
51710543 §1710544  Heterozygous— T Hovel TMX1 INTRONIC
51716162 51716162  Heterozygous T - Novel TMX1 INTRONIC
52957732 52857732  HeterozygousA - Novel TXNDC18  INTRONIC
52957732 52957732 Heterozygous A - Novel TXNDC18  INTRONIC
55005126 55005126  HeterozygousA <] Novel CGRRF1 3PRIME UTR
55169338 55169339  Homozygous G A Novel SAMDAA INTRONIC
§5169338 55169339  Homozygous G A Novel SAMD4A INTRONIC
57113886 57113898  HeterozygousT A Novel C14orf101  INTRONIC
57676824 57876824  Homozygous T - Noval EXOCS INTRONIC
58825826 58825826  Haterozygous T - Novel ARID4A INTRONIC
58825826 58825826 Haterozygous T - Novel ARIDAA INTRONIC
58825826 58825826  HeterozygousT - Novel ARID4A INTRONIG
60485027 60485027  HaterozygousC - Novel GENIC
61448608 61446808  Heterozygous A - Novel TRMTS SPLICE SITE
61446608 81446808  Heterozygous A - Novel SLC3BAG  UPSTREAM
64676125 64878125  Heterozygous A G Novel SYNE2 INTRONIC
64676125 64676125  Heterozygous A G Navel SYNE2Z INTRONIC
65472875 65472875  Hetarozygous T - Novel FNTB INTRONIC
85472875 85472875  Heterozygous T - Novel MAX DOWNSTREAM
65733333 65733334  Heterozygous~ T Novel GENIC
65733782 65733792 Heterozygous T c Novel GENIC
85733794 65733794  Heterozygous T G Navel GENIC
86135866 66135966  HeterozygousC T Novel FUT8 SYNONYMOUS_CODING
66135966 66135968  HoterozygousC T Novel FUT8 SYNONYMOUS_CODING
86135966 66135966  HetorozygousC T Novel FUTS SYNONYMOUS_CODING
46135986 66135966 Haterozygous G T Novel FUTS UPSTREAM
66135966 66135866  HsterozygousC T Novel FUT8 SYNONYMOUS_CODING
60188404 66188404  Heterozygous G A Novel FUTS INTRONIG
66188404 66188404  HeterozygousG A Novel FUT8 INTRONIC
66188404 66188404  HeterozygousG A Noval FUT8 INTRONIC
66188404 68188404  HeterozygousG A Novel FUTS INTRONIC
66188404 66188404  HeterozygousG A Novel FUT8 INTRONIC
67859398 67859398  Heterozygous G c Novel PLEK2 NON_SYNONYIS->C
68028816 68028818  Heterozygous G - Novel PLEKHH1  INTRONIC
68129140 68129140  Hsterozygous T C Novel vTiB INTRONIC
68944357 68944357  Heterozygous T Cc Novel RADS51L1 SPLICE SITE
68944357 68944357  Hetsrozygous T (o] Naval RADSILY INTRONIC
68944357 68944357  Heterozygous T (o] Novel RADSILY INTRONIC
69376539 69376539  HeterozygousC G Novel ACTN1 INTRONIC
69376539 69376539  HeterozygousC G Novel ACTN1 INTRONIC
69376539 69376538 Heterozygous C G Novel ACTN1 INTRONIC
68522179 68522178 HeterozygousC G Novel DCAF5 SYNONYMOUS_CODING
89791444 69791444  HeterozygousC T Novel GALNTLT  NON_SYNONYIA-V
69791444 69791444  HeterozygousC T HNovel GALNTLI  NON_SYNONYIA->V
70478174 70478174  HeterozygousA - Novet SMOGH INTRONIC
70478174 70478174  HeterozygousA - Novel SMOC1 INTRONIC
71208342 71209342 Heterozygous T c Novel MAP3K9 INTRONIC
74343881 74343881 Heterozygous C G Novel PTGR2 INTRONIC
74343881 74343881 Haterozygous C G Novel PTGR2 INTRONIC
74343881 74343881 Heterozygous C G Novel PTGR2 INTRONIC
75139404 75139404  HeterozygousC T Novel KIAAO317  INTRONIC
76117924 76117924 Heterozygous C T Novel Cléorft NON_SYNONY!V->1
76238255 76238255  Heterozygous T - Noval TTLLS INTRONIC
76548739 76548739 Heterozygous G A Novel Cl4orf179  INTRONIC
76548739 76548739 Heterozygous G A Navel Ct4orfl79  INTRONIC



dbSHP

. Start End Zygosity HReference  SNP Call Match Symbol Censequence P
chri4 77101088 77101088  Heterozygous A G Novel GENIC

chri4 717302482 77302482 Heterozygous C T Novel Cl40rf1668 INTRONIC

chri4 77705728 77705728  Heterozygous A T Novel TMEME3C  INTRONIC

chri4 79433528 73433528 Heterozygous T - Novel NRXN3 INTRONIC

chri4 81574839 81574838 Heterozygous T - Novel TSHR INTRONIC

chrl4 81574839 81574839 Heterozygous T - Novel TSHR INTRONIC

chri4 81574838 81574833  Heterozygous T - Novel TSHR INTRONIC

chri4 81670710 81670710 Heterozygous C T Novel GTF2A1 INTRONIC

chrld 81870710 81670710 Heterozygous C T Novel GTF2A1 INTRONIC

chr14 81670710 81670710  HeterozygousC T Novat SNORA78  UPSTREAM

chri4 81964214 81964214 Heterozygous G (o] Noval SELIL INTRONIC

chri4 89082396 89082397  Heterozygous - T Novel EMLS INTRONIC

chri4 89082424 89082428 Heterozygous TTGTA ———— Novel EMLS INTRONIC

chri4 89310105 89310108 Heterozygaus - A Noval TTC8 INTRONIC

chri4 89310105 89310106  Heterozygous~— A Navel 1708 INTRONIC

chr14 89310105 89310108  Heterozygous— A Novel T7C8 INTRONIC

chri4 90455746 90459746 Heterozygous G A Novet TOP1 NON_SYNONYIR->H
chri4 90453746 90459746  Heterozygous G A Novel TOP1 NON_SYNONY(R->H
chri4 90752846 90752846  Heterozygous A - Novel C140rf102  INTRONIC

chri4 90752846 90752846  HeterozygousA - Novel C140rf102  INTRONIC

chrid 91633484 91633484  Heterozygous A ~ Novel Cl4orfl59  INTRONIC

chri4 91633484 91633484  Heterozygous A - Noval Cl4orf158  INTRONIC

chrid 91633484 91633484  HeterozygousA Navel GCl4orf159  INTRONIC

chri4 91833484 91633484  HeterozygousA - Novel C14orf158  INTRONIC

chri4 91633484 941633484 Heterozygous A - Novel Cl4orf159  INTRONIC

chri4 91666162 91666162  HeterozygousG A Novel C14arf159  NON_SYNONYIA->T
chri4 91666162 91666162 Hetarozygous G A Novel G140rf153  NON SYNONYIA-D>T
chri4 91666162 91866162 Heterozygaus G A Novel C140rf153  NON_SYNONYIA-DT
chrid 91886162 91666162  Heterozygous G A Novel C146rf159  NON_SYNONYIA->T
chri4 91666162 91666162  Heterozygous G A Novel Cl40rf158  NON_SYNONYIA->T
chri4 92948965 92948965  Heterozygous T G Naovel SLC24A4  INTRONIC

chri4 92948965 92048985  Heterozygous T G Novel SLC24A4  INTRONIC

chri4 92948985 92948965  Heterozygous T G Novel SLC24A4  INTRONIC

chri4 93712645 93712645 Heterazygous A - Novel BTBD7 INTRONIC

chri4 94778112 94776112 HeterozygousG T Novel SERPINA6  NON_SYNONYIR->Q
chri4 94847368 94847368  Heterozygous T G Novel SERPINAT  NON SYNONY!I->L
chr14 94847368 84847388  Heterozygous T G Novel SERPINAT  NON_SYNONY!II->L
chri4 94847368 94847368  Heterozygous T G Novel SERPINAT  NON_SYNONY!I->L
chr14 94847368 94847368  Heterozygous T G Novel SERPINAT  NON_SYNONYII->L
chri4 94847368 94847368  Heterozygous T G Novel SERPINAT  NON_SYNONYII->L
chrid 84847368 94847368  Heterozygous T G Novel SERPINAT  NON_SYNONYIF>L
chri4 94847368 94847368  Heterozygous T G Novet SERPINAT  NON_SYNONYUI->L
chri4 94847368 94847368  Heterozygaus T G Novel SERPINAT  NON_SYNONYII-)L
chri4 84847368 94847368  Heterozygous T G Novel SERPINAT  NON_SYNONYII->L
chrid4 94847368 94847368  Heterozygous T G Novel SERPINAT  NON_SYNONYII-L
chri4 94847368 94847368 Heterozygous T G Novel SERPINA1T  NON_SYNONYII->L
chri4 94848895 94848895  HeterozygousA G Navel SERPINAT  INTRONIC

chri4 Heter A G Novel SERPINA!  INTRONIC

chri4 Heter A G Novel SERPINA!  INTRONIC

chri4 9484 484; Heter A G Novel SERPINAT  INTRONIC

chri4 484 H A G Noval SERPINAT  INTRONIC

chri4 4 9484 H A G Novel SERPINA1  INTRONIC

chri4 488 Hy A G Novel SERPINAT  INTRONIC

chrl4 94848895 94848895  HeterozygousA G Novel SERPINA1  INTRONIC

chri4 4 Het: gous A G Novel SERPINAT  INTRONIC

chri4 94 H y A G Novel SERPINAT  INTRONIC

chri4 H A G Novel SERPINAT  INTRONIC

chri4 95912185 95912195  Homozygous T G Novel CtdorfA3  INTRONIC

chrl4 97002345 897002345 Heterozygous T c Novel PAPOLA INTRONIC

chr14 99989997 99969997 Heterozygous G C Novel CCNK INTRONIC

chrl4 101297637 101297637 HeterozygousC T Navel MEGJ INTRONIC

chri4 101287837 101297837 HeterozygousC T Novel MEG3 INTRONIC

chri4 101297637 101297637 HeterozygousC T Navel MEG3 INTRONIC

chri4 101297637 101297637  HeterozygousC T Novel MEG3 INTRONIC

chri4 101297637 101287637  HeterozygousC T Novel MEG3 INTRONIC

chrid 101297637 101297637 HeterozygousC T Novel MEG3 INTRONIC

chri4 101447388 101447388  Hetarozygous G T Novel SNORD114-2 EXONIC

chri4 101447389 101447389  Heterozygous G T Novel SNORD114-2UPSTREAM

chri4 101447389 101447389  Heterozygous G T Novel SNORD114~-2 UPSTREAM

chri4 102815038 102815038 HeterozygousG T Novel CINP SYNONYMOUS_CODING
chrid 102815038 102815038 Heterozygous G T Novel CINP SYNONYMOUS_CODING
chri4 102815038 102815038  HeterozygousC T Novel CINP 3PRIME UTR

chrid 103918229 103818229 HeterozygousC T Novel MARK3 INTRONIC

chri4 103918228 103918229 HeterozygousC T Novel MARK3 INTRONIC

chri4 103918229 103918229  Heterozygous G T Novel MARK3 INTRONIG

chri4 103918229 103918228 HeterozygousC T Navel MARK3 INTRONIC

chri4 103918229 103918229  Heterozygous C T Novel MARK3 INTRONIC

Chromosom
°

chri4
chri4
chr14
chri4
chrid
chri4
chrid4
chrid
chrid
chrl4
chri4
chrid
chrid
chri4
chri4
chri4
chri4
chri4
chr14
chrid
chri4
chri4
chri4
chri4
chri4
chri4
chrib
chri§
chr$
chri§
chr1
chri§
chr1s
chri§
chr1§
chr1§
chri§
chri5
chri§
chri5
chris
chrib
chr1§
chri5
chr15
chr15
chr5
chr1s
chr1d
chrl§
chr1§
chri§
chr15
chrl5
chri§
chri5
chr1§
chrl§
chr1§
chr1§
chrif
chrl§
chr1§
chri5
chr1§
chr1§
chri§
chri§
chris
chri§
chr15
chr1§
chri§
chri§
chris
chri§
chris

Start

104473572
104481200
105174755
105174755
105208310
105208310
105349648
105348648
105414804
105415250
105415253
105416284
105416790
105918314
106092215
106174083
108174081
106235567
106235742
108235783
108236195
108236202
1066867902
106877562
107048787
107083574
20084188
20084246
22297857
22473167
22473171
22490019
22881843
22861843
23261024
23606317
25335146
25335146
25335146
25483244
25483244
25483244
26260457
28499714
28894038
31080874
31200481
31200481
31200481
31200481
31776484
32393487
32393487
33256217
33851877
34149964
34152697
34522109
34522109
34522109
34522109
34522109
34522108
34522109
35747083
39544277
40034147
41100104
41100104
41455326
41988185
41988195
42115789
42115789
42453852
42680144
42680144

End
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104473572
104481201
105174785
105174758
105208310
105208310
105349648
105349848
105414804
105415250
105415253
105416284
105418790
105816314
106082215
106174083
106174081
106235567
106235742
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25335148
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31200481
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33951977
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34522110
34522110
34522110
34522110
34522110
34522110
34522110
35747063
39544277
40034149
41100104
41100104
41455326
41988195
41988195
42115789
42115789
42453852
42680144
42680144

Heterozygous A
Heterozygous -
Heterozygaus C
Heterozygous C
Heterozygous A
Haterozygous A
Heterozygous G
Heterozygaus G
Heterozygous A
Heterozygous G
Heterozygous A
Heterozygous A
Heterozygous T
Heterozygous G
Heterozygous G
Heterozygous A
HeterozygousC
Heterozygous G
Heterozygous G
Heterozygaus G
Heterozygous G
Heterozygous G
Heterozygous ~
Heterozygaus A
Heterozygous G
Heterozygous C
Heterozygous ~
Heterozygous G
Heterozygous G
Heterozygous T
Heterozygous A
Heterozygaus T
Heterozygous C
Heterozygous C
Hetarozygous A
Homozygous T
Heterozygaus C
Heterozygous G
Hetarozygaus G
Heterozygous C
Heterozygous C
Heterozygous C
Heterozygous T
Heterozygous T
Homozygous ‘A
Heterozygaus C
Hetarozygous A
Heterozygous A
Heterozygous A
Heterozygaus A
Hetarozygous G
Heterozygous T
Heterozygous T
Heterozygous ~—~
Heterozygous T
Heterozygaus T
Homozygous -
Heterozygous CT
Heterozygous CT
Heterozygous CT
Heterozygous CT
Heterozygous CT
Heterozygous GT
Heterozygous CT
Heterozygous A
Heterozygous G
Haterozygous AAG
Heterozygous G
Heterozygous G
Homozygous C
Heterozygous T
Heterozygous T
Heterozygous C
Heterozygous C
Heterozygous A
Heterozygaus C
Heterozygeus C
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Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Noval
Novel
Navel
Noval
Navel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Navel
Novel
Novel
Novel
Navel
Novel
Navel
Novael
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Navel
Novel
Novel
Novel
Novel
Novel
Navei
Novel
Noval
Novel
Novel
Novel
Novel
Novel
Naovel
Novel
Noval
Navel
Novel
Novel
Novel
Novel
Novel

Gena Cansequence Aming Acid
TORDS INTRONIC
TDRDS {NTRONIC
INF2 INTRONIC
INF2 INTRONIC
ADSSL1 FRAMESHIFT_CODING
ADSSL1 FRAMESHIFT_CODING
KIAAD284  SYNONYMOUS_CODING
KIAAD284  SYNONYMOUS CODING
AHNAKZ SYNONYMOUS_CODING
AHNAK2 NON_SYNONYIP->A
AHNAK2 NON_SYNONYIS->P
AHNAK2 NON_SYNONYIV->A
AHNAK2 SYNONYMOUS_CODING
MTA1 INTRONIC

GENIC

GENIC

GENIC

GENIC

GENIC

GENIC

GENIC

GENIC

GENIC

GENIC

GENIC

GENIC

GENIC

GENIC
LOGT27924 INTRONIC

GENIC

GENIC

GENIC
TUBGCPS  SYNONYMOUS_CODING
TUBGCPS  SYNONYMOUS_CODING
GOLGASIP  EXONIC

GENIC

SNORD116-2 DOWNSTREAM
SNORD116-2 EXONIC
SNORD116-2 UPSTREAM
SNORD115-3 DOWNSTREAM
SNORD115-3DOWNSTREAM
SNORD115-3UPSTREAM

HERC2

FAN1
FAN1
FAN1
FANT
OTUD7A
CHRNA?
CHRNA7
FMN1
RYR3
RYR3
RYR3
TMEM8S
SLC12A6
SLC12A6
SLC12A6
SLC12A6
SLC12A6
SLC12A8
ATPBD4
C150rf54
FSIP1
DNAJC17
ZFYVELS

MGA
MGA
MAPKBP1
MAPKBP1
VPS33
CAPN3
CAPN3

GENIC

INTRONIC

GENIC

GENIG

INTRONIC
INTRONIC
INTRONIC
INTRONIC
SYNONYMOUS_CODING
INTRONIC
INTRONIC
INTRONIC
SYNONYMOUS_GODING
INTRONIC
INTRONIC

3PRIME UTR
DOWNSTREAM
DOWNSTREAM
DOWNSTREAM
DOWNSTREAM
DOWNSTREAM
DOWNSTREAM
INTRONIC

5SPRIME_ UTR
INTRONIC
UPSTREAM
INTRONIC

GENIC

INTRONIC
INTRONIC
NON_SYNONYIS->F
NON_SYNONYIS->F
INTRONIC
INTRONIC
INTRONIC



Chromosom g 2 Zygosity  Referencs
hib 32080144 42680144  Heterozygous G
chri5 42680144 42680144  HotsrozygousC
chr15 42880144 42680144  HeterozygousC
chri§ 42680144 42880144  HeterozygousC
chrt§ 43501440 43501440  HeterozygousC
chri§ 43501440 43501440  HeterozygousC
chri5 43552372 43552372  HeterozygousC
chrt5 43552372 43552372  Heterozygous G
chri§ 44080615 44080615  HeterozygousG
chrl5 44090252 44080252  Heterozygaus T
chrt5 44080252 44080252  Heterozygous T
chr1s 44097202 44087202  Heterozygaus G
chris 44858158 44858158  Heterozygous™
chrl5 44858158 44858159 Heterozygous T
chrl5 45848231 45848231 Heterozygous T
chrl§ 48522754 48522754  HeterazygousA
chrib 48522754 48522754 Heterozygous A
chrl§ 49160083 43160089  HeterozygousG
chris 50226457 50226457  HeterozygousC
chr15 50581870 50581870  HeterozygousA
chri§ 50581870 50581870  HeterozygousA
chr15 50581870 50581870  HeterozygousA
chr1§ 50681870 50581870  Heterozygous A
chrl§ 50581870 50581870  Heterozygous A
chrl5 50822215 50822216  Heterozygous—
chris 50928524 50926527  Heterozygous AAAT
chrl§ 52230440 52230440  Hetorozygaus T
chrl§ | 53178237 53178237  HeterozygousC
chrl§ §3815528 53815528  Heterozygous AG
chrls 54307813 54307813 Heterozygous T
chr1§ 55780401 55790401  Heterozygous T
chr15 55790401 55790401  Heterozygous T
chr1§ §5790401 55790401  Heterozygous T
chrib 58357681 58357691  HeterozygousA
chris 58357691 58357691 Heterozygous A
ohrls 44 59084435  H. ygous T
chr1s 59094495 59094495 Heterozygous T
chrl§ 62967564 62967564 Heterozygous T
chr1s 83017267 83017267  Heterozygous G
chr1§ 83030360 63030360  HeterozygousA
chri 63032723 83032723 Heterozygous A
chri5 83040517 83040517  Heterozygous A
chri§ 63638685 63638698  Heterozygous GATA
chri§ 63638695 63638698  Heterozygous CATA
chr15 H YE

chr1b 84011168 84011168  Heterozygous T
chri§ 64496612 644396612  HaterozygousA
chr15 84972781 84872762  Heterozygous TG
chr15 85624472 65624472 Heterozygous C
chrl5 H ygous C
chri 65684422 85684423 Heterozygous~
chris 85874368 65874389  Heterozygous—
chris 65874368 85874389 Heterozygous ~
chrl§ 66633407 66833407  Heterozygous G
chris Hi

chrt§ 69007719 89007718 Hetarozygous C
chrl5 68373215 69373215  Heterozygous G
chri§ 89709635 69709636  Heterozygous——
chri5 69709635 69709636  Heterozygous——
chrl§ 72231108 72231108  Homozygous A
chr1} 73542108 73542108  HeterozygousT
chri5 73542108 73542108 Heterozygous T
chrls 73542108 73542108 Heterozygous T
chri§ 73575430 73575430 Heterozygous C
chr15 73575430 73575430 HeterozygousC
chrl§ 73575430 73575430 HeterozygousC
chri§ 74426144 74426144  Heterozygous G
chr15 74426144 74426144  Heterozygous G
chri§ 74426144 74426144 Heterozygous C
chrl5 74426144 74426144  HsterozygousC
chrl$ 74560828 74560828  Heterozygous—
chr1$ 74836226 74836226 Haterozygous C
chri5 75649115 75649115  Homozygous T
chri§ 75649115 75649115  Homozygous T
chris 76248134 76248134 Heterozygous A
chris Hi ygous G
chri§ H G
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Novel

Gene Amino Acid
Symbol Consesquence o
CAPNS  INTRONIC
CAPN3 INTRONIC
CAPN3 INTRONIC
CAPN3 INTRONIC
EPB42 INTRONIC
EPB42 INTRONIC
TGMS5 NON_SYNONYIC->Y
TGMS INTRONIC
PDIA3 INTRONIC
SERF2 DOWNSTREAM
SERINC4  INTRONIC
MFAP1 3PRIME UTR
SPGI1 NON_SYNONYI -V
SPG11 NON_SYNONY!I->V
C15arf21 EXONIC
SLC12A1 INTRONIC
SLC12A1 INTRONIC
SHC4 INTRONIC
ATP8B4 INTRONIC
GABPB1 SPLICE SITE
GABPB1 SPLICE SITE
GABPB1 SPLICE_SITE
GABPB1 SPLICE SITE
GABPB1 SPLICE SITE
UsPso INTRONIC
TRPM7 INTRONIC
LEOY SYNONYMOUS_CODING
GENIC
WOR72 INTRONIC
UNC13C NON_SYNONYIY->H
DYX161 SPLICE SITE
DYXic1 SPLICE SITE
DYX1c1 SPLICE SITE
ALDH1AZ  INTRONIC
ALDH1AZ  INTRONIC
FAMBIB INTRONIC
FAME3B INTRONIC
TLNZ INTRONIC
TLNZ SYNONYMOUS_CODING
TLN2 INTRONIC
TLNZ INTRONIC
TLN2 INTRONIC
CA12 INTRONIC
CAl2 INTRONIC
HERGH INTRONIC
HERCH INTRONIC
CSNK1GT  INTRONIC
ZNFg09 INTRONIC
IGDCC3 INTRONIC
1GDCC4 SPLICE SITE
1GDCC4 INTRONIC
C150rfa4 INTRONIC
C150rfd4 INTRONIC
TIPIN INTRONIC
LCTL INTRONIC
GENIC
NCRNADO277EXONIC
KIF23 INTRONIC
KIF23 INTRONIC
MYQSA INTRONIC
NEO1 INTRONIC
NEO1 INTRONIC
NEO1 INTRONIC
NEO1 NON_SYNONYiR->C
NEO1T NON_SYNONYIR->C
NEO1 NON_SYNONYIR->C
ISLR2 NON_SYNONYIA->V
ISLR2 NON_SYNONYiA->V
ISLR2 NON_SYNONYI A->V
ISLR2 HNON_SYNONYIA->V
CCDC33  INTRONIC
ARID3B SPRIME UTR
NEIL1 DOWNSTREAM
MAN2C1 INTRONIC
NRG4 INTRONIC
GENIC
IDH3A NON_SYNONYIE->K

Chromesem Gt . End Zygesity  Raforsncs  SHPCal  Matsh
chrl5 78828022 76928022 Fleterozygous G A Novel
chr1§ 79058980 79058880  HsterozygousT [ Novsl
chr1§ 80414038 80414038 Heterozygous T o] Navel
chri§ 84442240 84442241 Heterozygous ~ ~T Novel
chrib 84442240 84442241 Heterozygous — T Novel
chri§ 85656767 85858767  Hetsrozygous G A Novel
chri§ 85656767 85656787 Haterozygous G A Novel
chris 88428899 88428900  Hasterozygous— A HNovel
chri§ 88428899 88428900  Heterozygous— A Novel
chrls 91549253 91549253  HeterozygousC T Novel
chris 93510829 93510829  Heterozygous T - Noval
chri§ 98513087 98513087  Heterozygous T - Novel
chrif 100331119 100331118 Homozygous C T Novel
chrl§ 100339833 100339833 Homozygous G c Hovel
chri§ 100340175 100340176  Heterozygous TC AT Novel
chri§ 100636407 100838407 Haterozygous T C Novel
cheld 541087 541087 Heterozygaus C T Noval
chr16 541087 541087 Heterozygous G T Novel
chrié 541082 541082 Heterozygous A G Novel
chr18 541082 541082 Heterozygous A G Novel
chri8 830885 830885 Hetarozygous A G Novel
chrig 836914 836914 Hetarozygous T G Noval
chrif 836914 836914 Heterozygous T G Novel
chr18 339987 839967 Haterozygous C T Novel
chr18 838987 839887 Heterazygous G T Novel
chri8 1281182 1281182 Heterozygous G T Novel
chri6 1573895 1673895 Heterozygous G A Navel
chrig 1642461 1842481 HetarozygousC T Novel
chrif 2098768 2008768 Heterozygous C G Novel
chrig 2098768 2098768 Hetarozygous G G Novel
chr16 2098768 2098768 Hetarozygous G a Navel
chr16 2098768 2098768 Heterozygous C G Novel
chrl8 2141958 2141958 Heterozygous C T Novel
chrl6 2141958 2141958 Heterozygous C T Noval
chr16 2153531 2153631 Heterozygous T [of Novel
chr16 2153531 2153531 Heterozygous T [} Navel
chrl8 2180358 2160358 Heterozygous C T Novel
chrig 2160358 2160358 Heterozygous G T Novel
chrlg 3434820 3434820 Heterozygous G T Novel
chrl6 3576345 3578345 Haterozygous G A Movel
chrlg 3576345 35768345 Heterozygous G A Novel
chrl6 4256758 4256758 Heterozygous G - Novel
chrl6 4700319 4700318 Heterozygous A - Novel
chrlg 4700318 4700319 Haterozygous A - Navst
chri8 4700319 4700319 Heterozygous A - Novel
chri6 4700319 4700318 Heterozygous A - Novel
chri6 4752158 4752158 Heterozygous G A Novel
chri@ 4334587 4934597 Haterozygous C T Novel
chri6 5143803 5143603 Heterozygous C T Novel
chrif 5143603 5143603 Haterozygous G T Novel
chr1g 8952382 8852382 Hetarozygous A C Novet
chrig 8952382 8952382 Heterozygous A C Novel
chr1B 8989118 8989119 Heterozygous A Novel
chri@ 10576102 10576102  HeterozygousC T Novel
chrif Hi VS - MNovel
chr18 10934475 10834475  Heterozygous T [ Novel
chri6 11133702 11133702 Heterozygous C G Novel
chri6 11370108 11370108 Heterozygous G A Novel
chrié 11444455 11444455 Homezygous A - Novel
chr16 11870553 11870553  Heterozygous T c Novel
chr1g 11935480 11935481 Heterozygous TC - Movel
chr18 120214868 12021486 Heterozygous G A Novel
chr16 15045766 15045766  HeterozygousG T Naval
chr16 15083383 15083383  HaterozygousG A Novel
chrl@ 15457642 15457642  HeterozygousG ] Novel
chrig 15501658 15501659 Heterozygous — T Noval
chr1é 15501658 15501659  Heterozygous— T Novel
chr1é 19020587 19020587 Heterozygous G T Novel
chrt6 19020587 18020587 HeterozygousC T Novel
chrl8 18063221 18063221 Heterozygous T - Novel
chr16 13063221 19083221 Heterozygous T - Novel
chr16 19580621 19580821  Heterozygous G A Novel
chrl8 19775082 19775082  Heterozygous A G Novel
chrif 19883080 19883080 Heterozygous G A Novel
chri6 20565046 20585046 Heterozygous C T Novel
chri6 20565046 20565046  HetesrozygousC T HNovel
chri6 21690225 21690225  HeterozygousC A Novel

CHRNB4
ADAMTS7
ZFANDG
ADAMTSL3
ADAMTSLI
PDESA
PDESA
NTRK3
NTRK3
vPs338
CHD2
ARRDC4
C1Sorf51
C150rf51
C15orf51
ADAMTS1T
RAB1IFIP3
RAB11FIP3
RAB1IFIP3
RAB11FIP3
MSLNL
RPUSD1
CHTF18
RPUSD1
CHTF18
TPSAB1
FT140
IFT140
NTHL1
TSC2
T5C2
TSC2
PKD1

PKD1

PKD1t

PKD1

PKD1

PKD1
ZNF434
CLUAP1
CLUAP1
SRL
MGRN1
MGRN1
MGRN1
MGRN1
ANKS3
PPL
FAMBBA
FAMBBA
CARHSP1
CARHSP1
USP7
ATF7IP2
EMP2

CLEC18A
PRM2
ClGorfls
ZC3HTA
RSLID1

NPIP
PDXDC1

MPV17L
MPVITL
TMC7
TMC7
TMC7
TMCT
Cl6orfti2
1aCK
GPRCS58
AGSM28
ACsMz8B
QOTCA

Amino Acid
Gonssquence ot
INTRONIC
SYNONYMOUS_CODING
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
NON_SYNONYIV->]
INTRONIC
INTRONIC
EXONIC
SPLICE SITE
EXONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
NON_SYNONYIK->Q
UPSTREAM
UPSTREAM
INTRONIC
SYNONYMOUS_CODING
SYNONYMOUS_CODING
SPLICE SITE
UPSTREAM
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
NON_SYNONYIT->A
NON_SYNONYIT->A
NON_SYNONYIV->M
MON SYNONYIV->M
SYNONYMOUS _CODING
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONICG
INTRONIC
SYNONYMOUS_CODING
SYNONYMOUS _CODING
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
NON_SYNONYIT->M
SPRIME UTR
GENIC
SYNONYMOUS_CODING
SYNONYMOUS_CODING
INTRONIC
INTRONIC
INTRONIC
GENIC
NON_SYNONYIL->F
INTRONIC
GENIC
INTRONIC
INTRONIC
NON_SYNONYIT-DM
SPRIME_UTR
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC



dhSHP

e Start End Zygosity Referenca  SNP Call Match Symbol Consequence Ch

helb 21901504 21901504  HeterozygousA T Novel GENIC

chri6 21902060 21802061 Heterozygaus ~ A Novel GENIC

chr1§ 22545865 22545885 Hetarozygous G c Novel LOC1001322: NON_SYNONY!A->P
chr1§ 22545897 22545898 Heterozygous GA GC Novel LOC1001322«NON_SYNONY I KT->KP
chrif 22545897 22545898 Heterozygous GA TA Novel LOGC1001322: NON_SYNONYIKT->NT
chri6 24820824 24820824  HeterozygousA - Novel TNRC6A INTRONIC

chrig 24836887 24886887  Homozygous G - Novel SLCSA11T  INTRONIC

chr18 28998098 28998098  Heterozygous G A Novel LAT INTRONIC

chr16 28998098 28998098  Heterozygous G A Novel LAT INTRONIC

chri§ 28998098 28998098  Hetarozygous G A Novel LAT INTRONIC

chri6 Hi y G A Novel LAT INTRONIC

chr1g 28113323 29113323 HeterozygousC A Naovel RRN3P2 EXONIC

chr18 29367272 28367272 Heterozygous C T Novel RUNDC2C  EXONIC

chr16 30001081 30001081  Heterozygous G A Novel TAOK2 SYNONYMOUS CODING
chrlg 30001081 30001081 Heterozygaus G A Novel TAOK2 DOWNSTREAM

chr18 30004603 30004603  Heterozygous T G Novel TAOK2 DOWNSTREAM

chrig 30004603 30004603 Heterozygous T G Novel HIRIP3 NON _SYNONYIE~>D
chri6 30005505 30005505 Haterozygous T C Novel TAOK2 DOWNSTREAM

chrl6 30005505 30005505  HeterozygousT [of Novel HIRIP3 NON SYNONYIT->A
chrl8 30731430 30731430 HeterozygousC T Novel SRCAP INTRONIC

chri6 31102595 31102595 Hetarozygous C G Novel VKORC1 NON_SYNONYIC->S
chrig 31102595 31102595  HeterozygousC G Novel VKORG1 NON_SYNONYiV->L
chrl6 32437070 3243707 Heterozygous - T Novel GENIC

chr16 33710045 33710045  Heterozygous G A Novel GENIC

chri6 48931607 48931607  HeterozygousC T Novel GPT2 SPRIME UTR

chr18 46931607 48931607  HetarozygousC T Noval GPT2 SYNONYMOUS_CODING
chrif 47703131 47703131 Hetsrozygous T G Novel PHKB SYNONYMOUS _CODING
chr16 47703131 47703131 Heterozygous T G Novel PHKB SYNONYMOUS_CODING
chrl6 50383879 50383879  Heterozygous T C Novel BRO7 INTRONIC

chrig 50383879 50383879  Heterozygous T C Novel BRD7 INTRONIC

chrié 53269032 53269032 Heterozygous G - Navet CHDY9 INTRONIC

chrig 53325587 53325597 Heterozygous C A Novel CHD9 INTRONIC

chr16 §3476621 53476621  HeterozygousA G Novel RBL2 SYNONYMOUS_CODING
chrl6 53498223 53498223 Heterozygous A T Novel RBL2 NON_SYNONYIN->1
chrif 56504721 56504721  Heterozygous T A Noval QGFOD1 INTRONIC

chri6 56535184 56535194  HeterozygousA - Navel BBS2 INTRONIC

chr16 56602672 58602672 Heterozygous T G Novel MT4 INTRONIC

chrlf 56855550 56855550  HeterozygousC - Novel NUP93 INTRONIC

chrl6 56870627 56870627  HetsrozygousA C Navel NUP93 NON_SYNONY!K->Q
chr8 57080877 57060877  Heterozygous G A Naovel NLRCS SYNONYMOUS_CODING
chrif $7788739 57788739  HeterozygousC G Novet KATNB1 INTRONIC

chrif 58030595 58030595  HeterozygousC T Novel ZNF319 SYNONYMOUS_CODING
chri6 58620361 58620361  Homozygous T G Novel CNOT1 INTRONIC

chr16 58620361 58620361  Homozygous T G Novel CNOT1 INTRONIC

chrig §87013186 58701318  Heterozygous G A Navel SLC38A7  SYNONYMOUS_CODING
chr16 58743518 58743518  Heterozygous C T Novel GOT2 INTRONIC

chrif 66432486 66432496  HeterozygousG A Novel CDHS INTRONIC

chr16 He ygous ~ G Novel CMTM1 INTRONIC

chrit 66605008 86605009 Heterozygous ~ G Navel CMTM1 INTRONIC

chrl6 Hy ygous G Navel CMTM1 INTRONIC

chr1g Hy yE! G Navel CMTM1 INTRONIC

chrlg 66605008 66605008  Heterozygous- G Novel CMTM1 INTRONIC

chrié 66605008 86605009  Heterozygous— G Nove! CMTM1 INTRONIC

chrif 68605008 68605009  Heterozygous~ G Novel CMTM1 INTRONIC

chr1g H ygous — G Novel CMTM1 INTRONIC

chrié 67265154 67265154  Heterozygous G c Novel TMEM208  DOWNSTREAM

chrié 67265154 87265154 Heterozygous G [¢] Novel FHOD1 SYNONYMOUS_COODING
chr8 67862706 67862706 Heterozygous G c Noval TSNAXIPT  DOWNSTREAM

chri6 67862708 67862706 Hatarozygous G C Novel CENPT NON_SYNONY:!P->A
chrl6 68112725 68112725 Heterozygous C T Navel DuszL NON_SYNONYIR->W
chrié 68842784 68842784 Heterozygous G A Novel COH1 INTRONIC

chrif 68143279 69143279  HeterozygousC T Novel HAS3 INTRONIC

chrl6 69143279 69143279 Heterozygaus C T Noval HAS3 INTRONIC

chr16 69352948 69352948  HeterozygousC A Naovel VPS4A INTRONIC

chrig 70010610 70010810  Heterozygous G T Novel PDXDC2P  EXONIC

chrlf 70182333 70182333 Heterozygous G o] Novel PDPR INTRONIC

chr16 70299580 70289591  Heterozygous— A Novel AARS INTRONIC

chr18 70367484 70367494  HeterozygousA c Novel DDX19B 3PRIME_UTR

chrif 70367494 70367494  HeterozygousA ] Novel DOoX198 3PRIME UTR

chrig 70367484 70367494 Heterozygous A c Novel DDX198 3PRIME UTR

chrif 70389914 70389914 Hetarozygaus C G Novel DDX18A INTRONIC

chr1é 70405898 70405898 Heterozygous A C Novel DDX19A 3PRIME UTR

chr16 70894 H B C Novel MTSS1L DOWNSTREAM

chr18 70698432 70658492 HeterozygousC T Novel MTSSIL INTRONIC

chrié 71799358 71799358 Heterozygous A G Novel AP1G1 INTRONIG

chri6 71799358 71799358 Heterozygous A G Novel AP1G1 INTRONIC

chrig 72130772 72130772 HeterozygousC T Novel DHX38 SYNONYMOUS_CODING

dbSNP

Chromogom . Gene Amina Acid
o Start End Zygosity Raference SNP Ca8 Match Symbol Canzsquence P

chrig 72831584 72821598 Heterozygous GCC — Novel ZFHX3 NON_SYNONYMOUS_CODIN
chrié 72821594 72821596 Heterozygous GCC d Novel ZFHX3 NON_SYNONYMOUS_CODIN:
chri6 72821615 72821615  HeterozygousG A Novel ZFHX3 SYNONYMOUS_CODING
chrig 72821815 72821615  Heterozygous G A Novel ZFHX3 SYNONYMOUS_CODING
chrlB 75674253 75674254 Heterozygous AA - Novel KARS SPLICE SITE

chr16 75674253 75674254  HeterozygausAA ~A Novel KARS SPLICE SITE

chrig 15674253 75674254 Heterozygous AA - Novel KARS SPLICE SITE

chrié 75674253 75674254  Heterozygous AA A Novel KARS SPLICE SITE

chrlf 75875514 75675514  Heterozygous T c Novel KARS NON_SYNONYIN->S
chrl6 75675514 75675514  Heterozygous T [o} Noval KARS NON_SYNONYIN->S
chrlg 77225217 77225218 Heterozygous - G Novel MON1B INTRONIC

chr18 78084752 78064752  HeterozygousG c Novel CLEC3A 3PRIMEUTR

chr18 81050938 81050938  HeterozygousA G Novel CENPN SYNONYMOUS_CODING
chri6 81050938 81050938  Heterozygous A G Noval CENPN SYNONYMOUS_CODING
chr16 81050838 81050938  Hetarozygous A G Navel CENPN SYNONYMOUS_CODING
chr18 81082157 81062157  Heterozygous T [} Novel CENPN INTRONIC

chrig 81062157 81062157  HeterozygousT o] Novel CENPN INTRONIC

chrif 81190430 81180430  HeterozygousC T Novel PKD1L2 INTRONIC

chrt§ 81192655 81192855  HeterozygousG A Novel PKD1L2 INTRONIC

chr16 81222448 81222448  HeterozygousA - Navel PKD1L2 INTRONIC

chr1g 81222448 81222448 Heterozygous A - Novel PKD1L2 INTRONIC

chrig 81293507 81293507  Heterozygous G c Novel BCMO1 INTRONIC

chrié 83711779 83711779 Hetarozygous T G Novel COH13 INTRONIC

chr16 4 Hy yE A Novel LRRCS50 NON_SYNONYID->N
chr16 84209580 84209530  HeterozygousG A Novel TAFIC DOWNSTREAM

chr16 84209530 84208590  HeterozygousG A Novel TAF1C DOWNSTREAM

chr16 87457532 87457532  Heterozygous T A Novel ZCCHC14  INTRONIC

chri8 88786904 88786904  HeterozygousG A Novel GENIC

chr1f 88576880 89576881  Heterozygous TT -T Novel SPG7 INTRONIC

chr16 88576880 89576881  Heterozygous TT — Novel SPG7 INTRONIC

chrié 89576880 89576881 Hsterozygous TT ~T Novet SPG7 INTRONIC

chr16 89576880 89576881  Heterozygous TT - Novel SPG7 INTRONIC

chrig 89629468 89629468  HeterozygousG T Novel RPL13 IPRIME UTR

chrif 39629468 89629488 Heterozygous G T Novel RPL13 3JPRIME_UTR

chr16 89629468 89629468  Heterozygous G T Novel SNORDG8  DOWNSTREAM

chri€ 89838157 89838157 Heterozygous C T Navel FANCA NON_SYNONYID->N
chrig H Ve T Novel DEF8 INTRONIC

chrl? 293292 293292 Heterozygous G [ Novel FAM1018 SPLICE SITE

chri? 602613 802613 Heterozygous G A Navel VPS53 NON_SYNONY!A->V
chri? 6026813 802613 Heterozygaus G A Noval VPS53 NON_SYNONYIA->V
chrl? 686589 686580 Heterozygous - T Novel GLOD4 UPSTREAM

chri? 686589 486590 Heterozygous - T Novel RNMTLI INTRONIC

chr17 1248686 1248686 Heterozygous G A Novel YWHAE 3PRIME_UTR

chrt? 1243686 1248886 Heterozygous G A Novel YWHAE EXONIC

chr17 1264612 1264612 Heterozygous A - Novel YWHAE INTRONIC

chrl? 1264612 1264612 Heterozygous A - Novel YWHAE INTRONIC

chr1? 1326754 1326755 Heterozygous — A Novat CRK 3PRIME_UTR

chri? 1328754 1328755 Heterazygous ~ A Novel CRK 3PRIME UTR

chrl? 1486521 1488521 Heterozygous G A Novel SLC43A2 NON_SYNONYIL->F
chr17 1959577 1958577 Heterozygous C G Novel HIC1 INTRONIC

chrl? 1959577 1959577 Hatarazygous G G Navel HIG1 UPSTREAM

chr1? 2239725 2239728 Heterozygous G A Novel TSR1 SPRIME UTR

chr17 2239725 2239725 Heterozygous G A Novel SGSM2 UPSTREAM

chrt? 2239725 2239726 Heterozygous G A Novel SGSM2 UPSTREAM

chr1? 2281267 2281267 Heterozygous A G Novel SGSM2 INTRONIC

chr? 2281267 2281267 Heterazygous A G Novel SGSM2 INTRONIC

chrl? 2867437 2867437 Heterozygous C T Novel RAP1GAP2 INTRONIC

chri? 2867437 2867437 Heterozygous G T Novel RAP1GAP2 INTRONIC

chel? 3030822 3030822 Heterozygous G A Novet OR1G1t SYNONYMOUS_CODING
chrl? 3301535 3301535 Heterozygaus G A Novel ORIE1 NON_SYNONYI T->M
chr1? 3962428 3962429 Heterozygous ~ T Novel ZZEF1 INTRONIC

chr17 4439731 4438732 Hetarozygous - A Novel SPNS2 INTRONIC

chrl? 4536123 4536123 Heterazygous T c Novel ALOX15 INTRONIC

chr17 4621818 46218139 Heterozygous ~ G Navel ARRB2 INTRONIC

chri? 4621818 4421819 Heterozygous ~ G Novel ARRB2 INTRONIC

chri7 5015129 5015128 Heterozygous G A Novel ZNF232 SPRIME_UTR

chri7 5035657 5035657 Hetarozygous G T Naval usPs INTRONIC

chr1? 5051848 5051848 Heterozygaus T C Novel UsPs SPLICE SITE

chr17 5268321 5268321 Heterozygous T [+ Novel RABEP1 INTRONIC

chri? 5268321 5268321 Heterozygous T [} Novel RABEP1 INTRONIC

chr1? 5268357 5268357 Heterozygous A - Noval RABEP1 INTRONIC

chr? 5268357 5268357 Heterozygous A - Novel RABEP1 INTRONIC

chr17 5268382 5268382 Heterozygous T G Novel RABEP1 INTRONIC

chrl7 5288382 5268382 Heterozygous T G Novel RABEP1 INTRONIC

chr1? 5268612 5268613 Heterozygous ~ T Novel RABEP1 INTRONIC

chri? 5268612 5268613 Heterozygous - T Novel RABEP1 INTRONIC

chr17 5433768 5433769 Heterozygous C A Novel NLRP1 INTRONIC



HSNP N
Chromosom Gane Amino Acid
. Start End Zygosity Referance  SHP Call Match Symbol Corssquance Change
hel? 5433769 5433760 HeterozygousC A Rve e EPTTTRONG
chri? 5433768 5433768 Heterozygous C A Navel NLRP1 INTRONIC
chr17 5433769 5433769 HeterazygousC A Noval NLRP1 INTRONIC
chr17 5433769 5433769 Heterozygous G A Novel NLRP1 INTRONIC
chri? 5436343 5434343 Heterozygous G A Novel NLRP1 INTRONIC
chri? 5436343 5436343 Heterozygous G A Noval NLRP1 INTRONIC
chr1? 5436343 5436343 Hetearozygous G A Novel NLRP1 INTRONIC
chri? 5436343 5436343 Heterozygous G A MNovel NLRP1 INTRONIC
chri? 5436343 5436343 Heterozygous G A Novel NLRP1 INTRONIC
chri? 6330227 8330227 Heterozygous T c Novel APLY NON_SYNONYI[->V
chr1? 8330227 6330227 Hsterozygous T c Novel AIPL1 NON_SYNONYI->V
chrl7 6330227 8330227 Heterozygous T C Novel AIPL1 NON_SYNONYII->V
chr17 8546267 8544287 Heterozygous A G Novel TXNDC17  SPLICE SITE
chrt? 6546267 8546287 Heterozygous A G Noval MED31 DOWNSTREAM
chr1? 6901880 6901880 Heterozygous G A Noval ALOX12 SYNONYMOUS CODING
chr1?7 8930397 8930397 Heterozygous G A Navel BCLEB SYNONYMOUS_CODING
chri? 7106694 71086894 Heterozygous G - Navel oLG4 INTRONIC
chrl] 7108694 7106694 Heterozygous G - Novel oLG4 INTRONIC
chr1? 7125654 7125654 Heterozygous T G Novel ACADVL  INTRONIC
chrt? 7125654 7125854 Heterozygous T G Novel ACADVL INTRONIC
chr17 7129429 7129429 Heterozygous G A Novel ACADVL DOWNSTREAM
chrt7 7129428 7128429 Heterozygous G A Novsl AGCADVL DOWNSTREAM
chrl? 7129428 7129429 Heterozygous G A Novel vz NON_SYNONY!P->S
chrl? 7211304 7211905 Heterozygous~ c Navel EIFSA INTRONIC
chrt? 7211904 7211905 Heterozygous ~ [+] Novel EIFSA INTRONIC
chrl? 7211904 7211905 Heterozygous - C Novel EIF5A INTRONIC
chr1? 7211904 7211905 Haterozygous - [ Noval EIFSA INTRONIC
chrl? 72523083 7259084 Haterozygous— G Navel KCTD11 DOWNSTREAM
chrl? 7259083 7258084 Heterozygous ~ G Noval TMEMS5 INTRONIC
chrl? 7668853 7868853 Heterozygous G T Nove! DNAH2 INTRONIC
chrl? 7671162 7871162 Heterozygous G C Novel DNAH2 INTRONIC
chr17 7879352 7479352 Heterozygous G A Novel DNAH2 NON_SYNONYIG->D
chr1? 7721200 7721200 Heterozygous C - Novel DNAH2 INTRONIC
chri? 7122127 7122127 Heterozygous G T Novel DNAH2 INTRONIC
chr1? 7722130 7722130 Heterozygous G [+] Novel DNAH2 INTRONIC
chr1? 7814868 7814608 Hetarozygous T o] Novel CHD3 INTRONIC
chrt? 7814668 7814668 Hetarozygous T ) Novel CHD3 INTRONIC
chri? 7814868 7814668 Hetarozygous T (o) Novel CHD3 INTRONIC
chri? 1814668 7814868 Hetarozygous T o] Novel L0GC284023 DOWNSTREAM
chri? 7948185 7948185 Hatarozygous G A Novel ALOX15B  NON_SYNONYIA->T
chrt? 7948185 7948185 Heterozygous G A Novel ALOX158  NON_SYNONYIA->T
chrt? 7948185 7948185 Heterozygous G A Naovel ALOX158  NON_SYNONYIA->T
chrt? 8044256 8044256 Heterozygous C T Novel PER1 3PRIME UTR
chri? 8045029 8045029 Heterozygous T - Novel PERt INTRONIC
chet? 8387443 8387443 Heterozygous G A Novel MYH10 INTRONIC
chri? 10367729 10387728  Heterozygous T A Novel MYH4 INTRONIC
chrl7 10398186 10398186  Heterozygous G A Noval MYH1 INTRONIC
chrl? 12799583 12799584  Heterozygous AA — Novel ARHGAP44  INTRONIC
chr17 13977813 13977814 Heterozygous —— TTTA Novel coxto INTRONIC
chri? Het: A T Novel CDRT4 NON_SYNONYIM->K
chr17 15468766 15468766  Haterozygous A - Navel FAM18B2  UPSTREAM
chr17 15488746 154687668  HeterozygousA - Novel FAM18B2  UPSTREAM
chri? 15973418 15973418 Heterozygous T - Novel NCOR1 INTRONIC
chr1? 15973418 15973418 Heterozygous T - Novel NCORI1 INTRONIC
chr17 16946210 16946210  HetarozygousC T Novel MPRIP SYNONYMOUS CODING
chr1? 16946210 16946210  HesterozygousC T Novel MPRIP SYNONYMOUS_CODING
chr1?7 17152384 17152384  HeterozygousA - Novel CoPs3 INTRONIC
chr17 17188063 17168054 Heterozygous — T Novel coPs3 INTRONIC
chr? 17168367 17168367 Hetarozygous A T Novel CcOoPSs3 INTRONIC
chr1? 17719368 17719368 Heterozygous A - Novel SREBF1 INTRONIC
chr7 17718368 17719368  HeterozygousA - Novel SREBF1 INTRONIC
chr? 18148858 18148858 Hsterozygous C A Novel LLGLt DOWNSTREAM
chrl? 18148858 18148858 Hetarozygous G A Novel FLI INTRONIC
chri7 16394676 18394676  Heterozygous T C Novel LGALSSC  INTRONIC
chrt? 18513456 18513458  Heterozygous G A Novel CCDC144B  EXONIC
chr1? 16186967 19186967  Heterozygous A [ Novel EPN2 NON_SYNONYIT-)P
chrl? 19186967 19186967  Heterozygous A c Novel EPN2 NON_SYNONYIT->P
chr17 19186967 19186967  Heterozygous A c Novel EPN2 INTRONIC
chr17 19283802 19283802  Heterozygous A G Novel MAPK7 INTRONIC
chri? 19283802 19283802 Heterozygous A G Novel MAPK7 INTRONIC
chrl? 19283802 19283802 Hsterozygous A G Novel MAPK7 INTRONIC
chri? 19283802 19283802  Heterozygous A G Novel MAPK? INTRONIC
chrt? 19643816 18643618  Hetorozygous G A Navel ALDH3A!1 INTRONIC
chri? 19643616 19643816  HeterozygousG A Noval ALDH3A!  INTRONIC
chri? 19643618 19643616 Haterozygous G A Novel ALDH3A1 INTRONIC
chri? 19850685 19850686 Heterozygous~ T Novel AKAP10 INTRONIC
chri? 20108027 20108027  HeterozygousC T Novel SPECC! NON_SYNONYIT->M

Chromogom

e Start Epd Zygesity  Reforence  SWP Cal Mstch
chrl? 20108027 20108027 Heterozygous C T Novel
chrl? 20108027 20108027  HeterozygousC T Novel
chrl? 20108027 20108027  HeterozygousC T Novel
chrt? 20108050 20108052  Heterozygous GAG — Naval
chri? 20108050 20108052  Heterozygous GAG —— Novel
chrt? 20108050 20108052  Hetsrozygous GAG et Novel
chri? 20108050 20108052  Heterozygous GAG - Novel
chr17 20332058 20332056  Homozygous G T Novael
chel? 20332072 20332072  Homozygous A c Nove!
chr? 4 Heterozygous G C Novel
chr1? 20634664 20834684  HaterozygousG A Novel
chrt? 21319651 21318653  Heterozygous GAG - Novel
chrt7 26911788 28911789  HeterozygousC T Novel
chri7 27420017 27420018  HeterozygousCA AG Novel
chr17 27420017 27420018 Haterozygous CA AC Novel
chri? 27778538 277785968  HeterozygousG A Novel
chr17 27959284 27958284  HeterozygousG A Novel
chr17 28754635 28754635  Heterozygaus T G Novel
chr? 28888253 28898253  HeterozygousC T Novel
chr1? Hi ygous T [ Novel
chrl? He VE T Novel
chrl? 30348160 30348160  Heterozygous T [} Novel
chr1? 30470028 30470028  Heterozygous - C HNoval
chr17 30470028 30470028  Heterozygous— c Novel
chrt? 30470028 30470028  Heterozygous— [+ Novel
chrt7 33318215 33318215 Heterozygous T C Novel
chrl? 33318215 33318215 Heterozygous T c Novel
chr1? 33329653 33329653 Heterozygous C T Novel
chel? 33329653 33329653  HeterozygousC T Novel
chei? 33331358 33331356  Hetarozygous G A Novel
chr17 33331356 33331356  Heterozygous G A Novel
chri? 33445418 33445417  Hatarozygous~ A Novel
chri? 33445418 33445417 Heterozygous— A Novel
chrt? 33445418 33445417 Heterozygous— A Noval
chr1? 33806842 33806842  Haterozygous G - Navsl
chrl? 34539815 34539815  HeterozygousG c Novel
chrt? 35960838 35960838  HeterozygousC A Novel
chrl? 35960838 35960838  HeterozygousC A Novel
chrl? 35960638 35980838  Heterozygous G A Noval
chr7 H ygous C A Novel
chr17 H ygous C A Novel
chrl? Hi ygous C A Novel
chr1? H ygous G A Navel
chri? 37034514 37034514 Heterozygous C T Novel
chr1?7 37657460 37657461  Heterozygous~ T Novel
chri? 37657460 37657461 Heterozygous - T Novel
chr17 38935899 38935898  Heterozygous G [+] Noval
chri? 39135030 39135030  HeterozygousA T Navel
chri7 39137137 38137137  HeterozygousA G Novel
chr17 39183254 39183254  HeterozygousT c Novel
chri7 39186052 39186052  Haterozygous G A Noval
chr17 39186185 39186196  HeterozygausCA TG Novel
chri? 39180939 39180839  Heterozygous G A Novet
chr17 39197638 39197638  Heterozygous A G Novel
chr1? 39240627 39240627  Heterozygous T o} HNavel
chrl? 39254318 39254318  HeterozygousC T Novel
chri? 39254335 39254336  Heterozygous~ T Novel
chrl? 39258344 39258344 Heterozygous A G Novel
chri? 39274481 39274491 HeterozygousC T Noval
chri? 39279841 39279841 Hasterozygous G A Novel
chr17 39388811 39388811 Heterozygous C A Novel
chrl? 39537475 39537475 Heterozygous C T Novel
chri? 39621954 398621954  HeterozygousA G Noval
chr1? 39871804 39871804  HeterozygousA G Navel
chrl? Hi ¢ T Novel
chrl7 40839945 40939946 Haterozygaus ~ A Novel
chrl7 41121210 41121210 Heterozygous G - Noval
chri? 41121210 41121210 Heterozygous G - Novel
chri? 41121210 41121210 Heterozygous G - Novs!
chr17 41121210 41121210 Heterozygous G - Naovel
chrl7 42164729 42184731 Heterozygous AGA -— Novel
chrl? 42164729 42164731 Haterozygaus AGA -— Noval
chri? 42429371 42429371 Heterozygous C T Novel
chri? 42429371 42429371 Heterozygous G T Novel
chrl? 45017829 45017829  HeterozygousA G Noval
chr1? 45017829 45017829 Heterozygous A G Novel
chri? 45234407 45234407  Heterozygous A - Novel

Gane Aming Acid
Symbol Consequence Chenga
SPECC1 NON_SYNONYIT->M
SPECC1 NON_SYNONYIT->M
SPECC1 NON_SYNONY! T->M
SPECC1 NON_SYNONYMOUS_CODIN'
SPECC1 HNON_SYNONYMOUS_CODIN
SPECCH NON_SYNONYMOUS_CODIN
SPECCT NON_SYNONYMOUS_CODIN
GENIC
GENIC
GENIC
GENIC
KCNJ12 NON_SYNONYMOUS_CODIN:
SPAGS INTRONIC
MYO18A NON _SYNONYIV->G
MYO18A NON_SYNONYIV->G
TAOK1 SYNONYMOUS_CODING
SSH2 NON_SYNONYIA->V
GPD INTRONIC
GENIC
RAB1IFIP4  INTRONIC
RAB1TIFIP4 INTRONIC
LRRC378  SPRIME UTR
RHOT? INTRONIC
RHOT1 INTRONIC
RHOT INTRONIC
LiG3 INTRONIC
LG3 INTRONIC
LiG3 INTRONIC
uaGs INTRONIC
ua3 NON_SYNONYIR->H
Las DOWNSTREAM
RADS1L3 INTRONIC
RADS1L3  INTRONIC
RAD51L3  INTRONIC
SLFN12L FRAMESHIFT_CODING
CCLALY INTRONIC
SYNRG INTRONIC
SYNRG INTRONIC
SYNRG INTRONIC
SYNRG INTRONIC
SYNRG INTRONIC
SYNRG INTRONIC
SYNRG INTRONIC
LASP1 INTRONIC
CDK12 INTRONIC
CDK12 INTRONIC
KRT27 INTRONIC
GENIC
GENIC
KRTAP1-5 NON_SYNONYIT->A
GENIC
GENIC
KRTAP1-3  SYNONYMOUS_CODING
KRTAP1-1  SYNONYMOUS_CODING
GENIC
GENIC
GENIC
GENIG
KRTAP4~11 NON_SYNONYIR->H
KRTAP4-12 SYNONYMOUS CODING
KRTAPS-3  NON_SYNONY!Q->K
KRT34 INTRONIC
KRT32 INTRONIC
GAST NON_SYNONYIN->S
WHK4 SYNONYMOUS _CODING
WNK4 INTRONIC
AARSD1 INTRONIC
AARSD1 INTRONIC
AARSD1 SPLICE SITE
AARSD1 SPLICE SITE
HDAGCS INTRONIC
HDACS INTRONIC
GRN INTRONIC
FAM171A2 DOWNSTREAM
GOSRz 3PRIME_ UTR
GOSR2 INTRONIC
cbDe27 FRAMESHIFT_CODING



dbSNP dbSHP

ch-mnsm End Zygosi Refe SNP Cal  Match Gena c Amino Acid Clmnotomsm End Zygosi Refe SNPCa M Gene Gonge Amino Acid
YEOsty Gt Symbol Change e vgosity o Symbel enc Changa

chr1? 45234407 45234407  Heterozygous A - Novel CcDC27 FRAMESHIFT_CODING chri7 78325484 78325485  Haterozygous~— T Novel GENIC

chri? 45234417 45234417 Heterozygous A G Novel cDhG27 NON_SYNONY!{->T chri? 78871143 78871148 Hetarozygous C - Novel CHMPG SPLICE SITE

chr? 45234417 45234417 Heterozygaus A G Novel cbee? NON_SYNONYH->T chr17 79477898 79477899  HaterozygousC - Novel ACTG1 INTRONIC

chri7 45234449 45234448 Heterozygaus G A Novel cbe2r SYNONYMOUS _CODING chri? 79657194 79657194 Heterozygous A G Novel HGS INTRONIC

chrl? 45234449 45234443 Heterozygous G A Novel [elalery) SYNCNYMOUS_CODRING chr17 79827163 79827163 Heterozygous G T Novel ARHGDIA INTRONIC

chri? 45234760 45234761 Heterozygous A Novel cboa7 INTRONIC chrl? 78827163 79827183 HeterozygousC T Novel ARHGDIA  INTRONIC

chr17 45234760 45234761  Heterozygous— A Novel cbc27 INTRONIC chr1? 76827163 79827163  HeterozygousC T Novel ARHGDIA  INTRONIC

chr17 45738430 45738430 Heterozygaus T C Novel KPNB1 INTRONIC chri7 79862882 79882882 Homozygous C G Novel GENIC

chrl7 45820022 45820022 Heterozygous A 4] Novel TBX21 NON_SYNONYI T->P chr1? 80014585 80014585 Heterozygous G A Novel GPS1 SYNONYMOUS_CODING

chr17 45890774 45890774  HeterozygousG A Novel OSBPLY SPLICE SITE chr7 80014585 80014585  Heterozygous G A Novel GPS1 SYNONYMOUS_CODING

chrl? 45994535 45994535 Heterazygous G T Novel spP2 INTRONIC chr? 80014585 80014585 Heterozygous G A Novel DusiL DOWNSTREAM

chr1? 47284766 47284766  HeterozygousC T Novel GNGT2 NON _SYNONYIE->K chr17 80277448 80277443  Heterozygous G A Novel cb7 UPSTREAM

chri7 47583785 47583785  Heterozygous G T Novel NGFR SYNONYMQUS_CODING chri? 80277449 80277449  HeterozygousG A Novel SECTM1 DOWNSTREAM

chri? 48166653 48166853 Heterozygous G T Novel ITGAZ 3PRIME UTR chri? 80788713 80788713 Heterozygous G A Novel T8CD INTRONIC

chr1? 48166653 48166653  Heterozygous G T Novel ITGAS JPRIME UTR chr17 80789713 40789713  Heterozygous G A Novel ZNFT50 SYNONYMOUS_CODING

chr1? 48356126 48356126  Heterozygous G - Novel TMEMS2 INTRONIC chr17 80993059 80993053  Heterozygous T - Navel BIGNTL!  INTRONIC

chrl? 48542594 48542594 Heterozygous C G Novet AGSF2 INTRONIC chrl8 878638 878638 Heterozygous T C Novel ENCSF1 INTRONIC

chri? 48542594 48542594  HeterozygousC G Novel CHAD INTRONIC chr18 678838 §78638 Heterozygous T [+ Noval ENOSF1 INTRONIC

chri? H YEOUS ~ G Novel MYCBPAP  INTRONIC chrig 678638 878638 Hetarozygous T [+3 Noval ENOSF1 INTRONIC

chrt? 48918326 48918326  Heterozygous G A Novel WFIKKNZ  SYNONYMOUS_CODING chr1g 3085192 3085192 Heterozygous T - Novel MYOM!1 INTRONIC

chrl? 54450125 54450125  Heterozygous G A Novet ANKFN1 SYNONYMOQUS _CODING chri8 3085192 3085192 Heterozygous T - Novel MYOM1 INTRONIC

chrl? 54559800 54559800 Hetarozygous C T Novel ANKFN1 SYNONYMOUS_CODING chrl8 3094378 3094378 Hatarozygous A - Novel MYOM1 INTRONIC

chr17 54981572 54981572  HeterozygausA - Novel TRIM25 INTRONIC chrig 3094378 3094378 Heterozygaus A - Noval MYOM!1 INTRONIC

chrl? 55183110 55183110 Heterozygous G T Navel AKAP1 NON_SYNONY!L->F chr18 5397924 5397824 Heterozygous C T Novel EPB41L3 INTRONIC

chrl? 56572698 56572698 Heterozygaus C T Novel MTMR4 SYNONYMOUS_CODING chri8 7009178 7008178 Heterozygaus T G Novel LAMATL INTRONIC

chrl? 57683041 57683042  Heterozygous~ A Novel DHX40 SPLICE SITE chri8 7888198 7888198 Hetarozygous G T Novel PTPRM SYNONYMOUS_CODING

chrl? 57683041 §7683042 Heterozygous ~ A Navel DHX40 SPLICE SITE chrig 7888198 7888198 Heterozygous G T Novel PTPRM SYNONYMOUS_CODING

chr17 57721907 57721908  Heterozygaus ——~ TITG Noval CLTC INTRONIC chri8 11609883 11609863  Heterozygous G A Novel GENIC

chri? §7990098 57990099  Heterozygous G A Novel RPSEKB1  SYNONYMOUS CODING chr8 11619800 11619802  Heterozygous TGT -— Noval GENIC

chrt?7 H yg G Novel INTS2 INTRONIC . chrl8 13740225 13740225 HeterozygousC T Novel RNMT NON_SYNONYIR->C

chr1? 59946299 59946299 Hetarazygous A G Novel INTS2 INTRONIC chri8 14784279 14784279 Heterozygous G T Navel ANKRD30B  INTRONIC

chri? 59974783 59974783 Heterozygous C - Novel INTS2 INTRONIC chrig 19031974 19031974 Heterozygaus C T Novel GREBIL INTRONIC

chri? 59974783 59974783 Heterozygous C - Novel INTS2 INTRONIC chr18 21115710 21115710 Heterozygous G A Novel NPC1 INTRONIC

chrt? 60032666 60032667  Heterozygous CA - Novel MED13 INTRONIC chr18 21141454 21141454  Heterozygous T [of Noval NPC1 SYNONYMOUS_CODING

chrt? 60345670 60345670 Hetarozygous G T Naovel GENIC chrl8 21496554 21486554 Heterozygous G A Novel LAMA3 SYNONYMOUS_CODING

chrl? 81787813 61787813 HeterozygousC T Novel STRADA INTRONIC chri 21496554 21496554  HeterozygousG A Navel LAMA3 SYNONYMOUS_CODING

chrl? 81787813 81787813 Heterozygous C T Novel! STRADA INTRONIC chr18 21496554 21486554 Heterozygous G A Novel LAMA3 SYNONYMOUS_CODING

chrl? 81787813 81787813  Heterozygous G T Novel STRADA INTRONIC chr18 21496554 21496554  Heterozygous G A Novel LAMA3 SYNONYMOUS_CODING

chri? 61787813 61787813 Hetarozygous C T Novel STRADA INTRONIC chri8 21519457 21519457 Heterozygous G A Novel LAMAZ INTRONIC

chrt? 61787813 61787813 Hetarozygous C T Novel STRADA INTRONIC chr18 21519457 21519457 Haterozygous G A Novel LAMA3 INTRONIC

chrl7 61787813 61787813 HeterozygousC T Novel STRADA INTRONIC chrig 21519457 21519457  Heterozygous G A Novet LAMA3 INTRONIC

chr17 63534285 63534285  Heterozygous T A Novel AXIN2 INTRONIC chri8 21519457 21519457  Hetarozygous G A Novel LAMA3 INTRONIC

chri7 64172897 84172897 Heterozygous C T Novsl CCDC46 INTRONIC chrig 32886528 32886529 Haterozygous ———~ AGTC Novel ZNF2T1 EXONIC

chri? 64799302 84799802  HeteruzygousC T Novel PRKCA INTRONIC chri8 32886528 32886529  Heterozygous AGTC Novel ZNF271 EXONIC

chri7 68041872 86041872 Heterozygous T - Novel KPNA2 INTRONIC chr18 33283000 33283001 Heterozygous - T Novel GALNTH INTRONIC

chr1? Hi Y& G Novel FAM20A NON SYNONY!Q->E chri8 43487886 434878868  HeterozygousA - Novel KIAA1832  INTRONIC

chr17 86533692 66533692  Heterozygous G [of Novel FAM20A EXONIC chr18 46474797 46474797  Heteruzygous G T Navel SMAD7 SYNONYMOUS_CODING

chri7 67152133 67152133 Heterozygous G T Novel ABCA10 INTRONIC chrig 46474797 46474797 Heterozygous G T Novel SMAD7 SPRIME UTR

chrl? 67178977 87178977  Heterozygous A - Novel ABCA10 INTRONIC chr18 48474797 46474797  Heterozygous G T Novel SMAD7 SYNOGNYMOUS_CGDING

chrl7 67290705 87280705  Heterozygous T [ Novel ABCAS INTRONIC chrig 47107748 47107748 Heterozygous G c Novel PG INTRONIC

chr17 67290705 67280705 Haeterozygous T G Novel ABCAS INTRONIC chri8 52937014 52937014 Heterozygous A T Novel TCF4 INTRONIC

chr17 67515688 87515686  Heterozygous G A Novel MAP2ZKE INTRONIC chrig 52937014 52937014  HeterozygousA T Novel TCF4 INTRONIC

chrt? 71334388 71334368 Heterozygous C T Novel SOK2 3PRIME UTR chrig 55998083 55998093 Hetarozygous A [ Novel NEDD4L SYNONYMOUS_CODING

chr17 71748687 71746687  Heterozygous T - Novel Cl7orf54  INTRONIC chr18 55998093 55988093  HeterozygousA c Novel NEDDA4L SYNONYMOUS_CODING

chr1? 72340356 72340356  Heterozygous G T Novel KIF19 SPLICE SITE chr18 55998093 55998093  Hetarozygous A c Navel NEDD4L SYNONYMOUS _CODING

chr17 72429954 72429854  Heterozygous A G Novel GPRCSC INTRONIC chr18 55998083 55998093  HeterozygousA c Navel NEDDAL SYNONYMOUS_CODING

chri? 72429954 72429954 Heterozygous A G Novel GPRCSC INTRONIC chrig 55998093 55998093 Heterozygous A Lo} Novel NEDDAL SYNONYMOUS_CODING

chel? 72691806 72601808 Heterozygous A C Naovel RABJ7 INTRONIC chrid 55998083 55998093 Heterazygous A G Novel NEDD4L SYNONYMOUS_CODING

chr17 72691806 72691806 Heterozygaus A (o] Novel CD300LF INTRONIC chri8 55998093 55938093 Heterozygous A c Novel NEDDA4L SYNONYMOUS _GODING

chrl? 73038610 73038610  Heterozygous A G Novel ATPSH INTRONIC chr18 55998083 55998093  Heterozygous A [+ Novel NEDDAL SYNONYMOUS_CODING

chel? 73038610 73038610 Heterozygous A G Novel ATPSH INTRONIC chrig H VS c Novel NEDDAL SYNONYMOUS_CODING

chrl? 73487251 73487251  HeterozygousC T Novel KIAAQ1S5  INTRONIC chrig 56412882 56412883  Heterozygous - T Novel MALT1 INTRONIC

chr7 73502636 73502636  Heterozygous T c Novel CASKINZ  INTRONIC chri8 56412882 56412883  Heterozygous - T Novel MALT1 INTRONIC

chri7 73502636 73502636 Heterozygous T Cc Novel CASKIN2 INTRONIC chri8 56412966 56412966 Heterozygaus A G Novel MALT1 SYNONYMOUS_CODING

chr1? 73618062 73618083  HeterozygousCT ~— Novel MYO158 INTRONIC chri8 56412966 56412966  HaterozygousA G Novel MALT1 SYNONYMOUS_CODING

chri7 73753447 73753447  Heterozygous G A Novel 1TGB4 INTRONIC chr18 59806230 59806230  HeterozygousG A Novel PIGN NON_SYNONYIL->F

chrl? 73753447 73753447 Haterozygous G A Novel ITGB4 INTRONIC chri8 59806230 §3806230 Heterozygous G A Novael PIGN NON_SYNONYiL->F

chr17 73753447 73753447  Heterozygous G A Navel 1TGe4 INTRONIC chri8 59807608 59807609  Heterozygous— T Novel PIGN INTRONIC

chr1? 73753447 73753447 Haterozygous G A Novel GALK1 DOWNSTREAM chr18 59807608 59807609 Heterozygous - T Novel PIGN INTRONIC

chri7 74622071 74622071  HeterozygousG A Nove! STSGALNAC INTRONIC chrig 58821628 59821629  Heterozygous - T Novel PIGN INTRONIC

chri7 76471657 76471657 Heterozygous C G Noval DNAH17 INTRONIC chri8 59821628 §9821629 Heterazygous — T Novel PIGN INTRONIC

chr17 76499165 76499165 Heterozygous T - Novel DNAH17 INTRONIC chrig 61166282 51166282  HeterozygousA G Novel SERPINB5  INTRONIC

chr17 77082458 77082459  Heterozygous G A Novel ENGASE 3PRIME_UTR chrig 61280204 61260204  Heterozygous T c Novel SERPINB13 SYNONYMOUS CODING.SPL

chrl7 78078421 78078421  Heterozygous G T Novel GAA SYNONYMOUS_CODING chri8 63477287 63477287  Heterozygous G A Novel GDH7 INTRONIC

chrl? 78078421 78078421 Heterozygous C T Novel GAA SYNONYMOUS_CODING chrt8 83477287 63477287 Heterozygous G A Novel CDH7 INTRONIC

chrl? 78078421 78078421  Heterozygous C T Novel GAA SYNONYMOQUS CODING chr18 66344467 66344467  Heterozygous T [of Novel T™X3 INTRONIC

chr17 78109664 78109664 Heterozygous A T Novel EIF4A3 INTRONIC chri8 66355061 66355061 Heterozygous T [¢3 Novei T™MX3 INTRONIC
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chrig 6377167 86377187 Hetarozygous A - Novel TIX3 INTRGRIC ohrid 0220818 10220616 Heterozygous G A Novel PPAN SYNONYMOUS_CODING
chrig 66377408 66377403  Heterozygous— A Novel TMX3 INTRONIC chrig 10220618 10220816  HsterozygousG A Navel PPAN-PZRY1EXONIC
chri8 70532186 70532186  HeterozygousA - Novel NETO1 SPLICE SITE chrl® 10220616 10220616  HsterozygousG A Novel SNORD105B DOWNSTREAM
chri8 70532186 70532186  Heterozygous A - Novel NETO1 SPLICE SITE chrlg 10220818 10220818  Heterozygous G A Novel PZRY1 UPSTREAM
chrig 70532186 70532186  HeterozygousA - Novel NETO!1 SPLICE SITE chrl8 10228341 10226344  Heterozygous TGCC — Navel PPAN-P2RY1DOWNSTREAM
chri8 71796830 71796830  HeterozygousA - Novsl FBXO1§ INTRONIC chr1g 10226341 10226344  Heterozygous TGCC — Novel P2RY11 DOWNSTREAM
chri8 71796890 71786890  HeterozygousA - Navel FBXO1§ INTRONIC chr19 10226341 10226344  Heterozygaus TGCC —— Novel EIF3G INTRONIC
chr18 72187334 72187334  Heterozygous G A Novel GENIC chrig 10445947 10445847  Hetorozygous G A Novel RAVERT UPSTREAM
chrl8 74616389 74618399  HeterozygousA G Noval ZNF238 NON_SYNONYIN->S chr19 10445047 10445847  Heterozygous G A Novel CAM3 SYNONYMOUS_CODING
chrid 77097187 77087188  HeterozygousGT - Novel ATPSB INTRONIC chri8 10738986 10736896  Heterozygous G - Novel SLC44A2  INTRONIC
chri8 430776 430778 Heterozygous G A Navel SHC2 INTRONIC chr19 10736986 10736996 Heterozygous G - HNovel SLC44A2 INTRONIC
chr1g 1011858 1011856 Heterozygous C A Novel C19orf INTRONIC chrig 10741882 10741882  Heterozygous A - Novel SLC44A2  INTRONIC
chrl9 1011856 1011856 Heterozygous G A Novel C19orfe INTRONIC chrig 10741682 10741682  Heterozygous A - Novet SLC44A2  INTRONIC
chr19 1110976 1110877 Heterozygous GA - Novel SBNO2 INTRONIC chrtg 10746076 10746076  HetarozygousC T Novel SLG44A2  INTRONIC
chr19 1110976 1110877 Heterozygous GA — Naoval SBNO2 INTRONIC chri9 10748076 10746076  HaterozygousC T Novel SLC44A2  INTRONIC
chrig 1272080 1272080 Heterozygous C T Novel Cl9arf23  UPSTREAM chr9 10812972 10812973  HeterozygousAG — Novel QTRT1 INTRONIC
chrig 1272090 1272080 Hetarozygous G T Novel CIRBP INTRONIC chrig 11230851 11230854  Heterozygous AAAC — Novel LDLR INTRONIC
chrig 1272090 1272080 Heterozygous G T Moval CIRBP EXONIC chrig 11319636 11319636  Heterozygous G A Novel DOCKE NON_SYNONYIA->V
chr19 1272090 1272080 Heterazygous C T Naoval CIRBP EXONIC chri9 11328001 11328001  Heterozygous A G Novel DOCKE NON_SYNONYIF->T
chrig 1399877 1399877 Heterozygous G A Novel GAMT NON_SYNONYIA-V chrig 12128814 12128814  HeterozygousT - Novel 2ZNF433 INTRONIC
chrig 1399877 1399877 Heterozygous G A Hovel GAMT NON_SYNONYIA->V chrlg 12222411 12222411 Heterozygous A G Novel ZNF788 EXONIC
chri9 1461125 1461125 Heterozygous G A Novat APC2 SYNONYMOUS_CODING chr18 12223852 12223852  Heterozygous T o} Novet ZNF788 EXONIC
chr19 2137695 2137695 Haterozygous G - Noval AP3ID1 INTRONIC chr19 12461829 12461829  HeterozygousG A Novel ZNF442 SYNONYMOUS_CODING
chrig 2137895 2137685 Heterozygous G - Novet AP3D1 INTRONIC chrig 12637688 12637689  Haterozygous G A Novsl ZNF564 SYNONYMOUS_CODING
chrl9 2351684 2351684 Heterozygous G T Novel SPPL2B INTRONIC chrig 128208192 12826192  HeterozygousT c Novel TNPO2 INTRONIC
chrl9 2351684 2351684 Heterozygous G T Novet SPPL2B INTRONIC chrig 12826192 12826192  Heterozygous T C Noval TNPO2 INTRONIC
chr19 2402118 2402119 Hsterozygous G A Naval TMPRSSS  INTRONIC chr19 12826192 12826192  Heterozygous T o} Novsl TNPO2 INTRONIC
chrl8 2427205 2427205 Heterozygous T - Novel TMPRSSS  DOWNSTREAM chrl8 12883294 12883294  Heterozygous G [+ Novel HOOK2 INTRONIC
chrlg 2427205 2427205 Heterozygous T - Novet TIMM13 INTRONIC chr19 12883294 12883294  HeterozygousG [} Novel HOOK2 INTRONIC
chrlg 2427205 2427205 Heterozygous T ~ Novel LMNB2 DOWNSTREAM chr1g 12976482 12876484  Heterozygous AAGC — Novel MAST1 INTRONIC
chr1g 3013561 3013561 Heterozygous C T Novel TLE2 INTRONIC chr19 13397605 13397605  Hetarozygous G T Navel CACNATA  EXONIC
chr19 3013561 3013561 Hetarozygous C T Novel TLE2 INTRONIC chr1g 13397605 13387605  HeterozygausC T Hovel CACNATA  NON_SYNONYIG->S
chr19 3013561 3013561 Heterozygous C T Novel TLE2 INTRONIC chrig 13397605 13387605  HeterozygousC T Novel CACNATA  NON_SYNONYIG->S
chr19 3771728 3771728 Heterozygous G G Novel RAX2 NON.SYNONYIS->R chrlg 13397605 13387605  HeterozygousC T Novel CACNATA  EXONIC
chr19 3964448 3964443 Haterozygous T c Novel DAPK3 INTRONIC chrig 13397605 133897605  HeterozygousC T Novsl CACNAIA  EXONIC
chrlg 4297858 4297858 Homozygous A - Novel TMIGD2 INTRONIC chr18 13862839 13862639  HeterozygousC T Novel CCDC130  INTRONIC
chel9 4297856 4297858 Homozygous A - Novel TMIGD2 INTRONIC chrlg 13940977 13840977  HeterozygousC T Novsl ZSWiM4 INTRONIC
chr19 4345684 4345684 Heterozygous G A Novel MPND INTRONIC chrig 14104688 141048389  Heterozygous T - Hovel RFX1 SPRIME UTR
chr19 4345684 4345684 Heterozygaus G A Novel MPND INTRONIC chrig 14217733 14217733 Heterozygaus G T Novel PRKACA  INTRONIC
chrig 4512423 4512423 Haterazygous G T Novel PLIN4 NON_SYNONYIV->1 chr19 14217733 14217733 HeterozygousC T Novel PRKACA  INTRONIC
chrig 4947063 4947083 Heterozygous T - Novael UHRF1 INTRONIC chrl9 14939105 14838105  HsterozygousG A Novel OR7A5 SPRIME_UTR
chr19 4947063 4847063 Heterozygous T - Novel UHRF1 INTRONIC chr19 15740203 15740203  HeterozygousA G Novel CYP4F8 EXONIC
chr19 5648013 5648014 Heterozygous - T Novel SAFB INTRONIC chr19 ! ygous G T Novs! MED28 SYNONYMOUS_CODING
chr18 5719718 5718718 Heterozygous G (o} Naval LONP1 NON_SYNONY!I->M chr19 17296801 17296801  Heterozygous A G Novel MYOdB INTRONIC
chrtg 5719718 5719718 Heterozygous G c Novel TMEM146  UPSTREAM chrig 17296901 17296901  Heterozygous A G Novel MYO98 INTRONIC
chrig 5831634 5831634 Heterozygous G T Navel FUTS STOP_GAINED Y->Stop chri8 17615694 17615697  Heterozygous TTTC — Novel SLGC27A1  3PRIME UTR
chrlg 5831634 5631634 Haterozygous G T Noval FUTE STOP_GAINED Y->Stop chr19 17744075 17744076  Heterozygous - c Navsl UNG13A INTRONIC
chrtg 5843822 5843822 Heterozygous T o} Novel FUT3 SYNONYMOUS _CODING chri8 18965656 18985656  Heterozygous T G Novel UPF1 INTRONIC
chrig 5843822 5843822 Heterozygous T c Novel FUT3 SYNONYMOUS_CODING chr19 19032575 19032575  HeterozygousC T Novel DDX48 INTRONIC
chrl9 5843822 5843822 Heterozygous T [+ Novel FUT3 SYNONYMOUS_CODING chr9 18032575 18032575  HeterozygousC T Novel DDX48 INTRONIC
chrlg 5843822 5843822 Heterozygous T [+ Novel FUT3 SYNONYMOUS_CODING chrlg 19258537 19258537  HsterozygousA C Noval LOC729991-1 SYNONYMOUS_CODING
chrl8 8047451 8047451 Heterozygous C T Novel RFX2 SYNONYMGUS_COBING chr1g 19258537 19258537  Heterozygous A c Novel L0C729991~| EXONIC
chrig 6047451 8047451 Heterozygous C T Navel RFX2 SYNONYMOUS_CODING chrtg 19258537 19258537  HeterozygousA o] Novel LOG729991-1 EXONIC
chr19 6187582 8187582 Heterozygous G T Novel ACSBG2 INTRONIC chrig 19258537 19258537  Heterozygous A o} Novel MEF28 SYNONYMOUS_CODING
chr19 6368580 6368580 Heterozygous C T Noval CLPP SYNONYMOUS_CODING chrig 19304616 19304816  HeterozygousC T Novel LOG729991~UPSTREAM
chr1g 6586474 6586474 Heterozygous G - Novel cD7e INTRONIC chr18 19304618 19304616  HeterozygousC T Novel LOC729991~1 UPSTREAM
chrig 6696778 8696778 Heterozygous C T Novel c3 INTRONIC chr19 19304616 19304616  HeterozygousC T Novel LOC729991-1 UPSTREAM
chrig 6833163 6833163 Heterozygous T - Novel VAV1 INTRONIC chrig 19304616 19304616  HeterozygousC T Novel LOC729891 UPSTREAM
chri9 6308654 6908654 Heterozygous G T Navael EMR1 INTRONIC chri9 19304616 19304616 Haterozygous C T Noval L0C729991 UPSTREAM
chr19 7755241 7755242 Heterozygous ~ c Navel FGER2 INTRONIC chri9 19304816 18304616  HetarozygousC T Noval RFXANK INTRONIC
chr1g 7854460 7854480 Heterozygous G - Novel CLEC4GP1  EXONIC chrig 19304618 19304618  HeterozygousC T Novel RFXANK INTRONIC
chrl9 8326870 8326870 Heterozygous G A Novel LASS4 SYNONYMOQUS _CODING chrig 20116891 20118892  HeterozygousCT — Novel ZNF682 FRAMESHIFT_CODING
chrig 8520545 8520545 Heterozygous A G Noval HNRNPM  INTRONIC chr19 20116881 20116892  HeterozygousCT — Novel ZNF882 FRAMESHIFT_CODING
chrlg 8520545 8520545 Heterozygous A G Novel HNRNPM  INTRONIC chr19 22363796 22363796  HeterozygousA G Novel ZNF676 SYNONYMOQUS_CODING
chrig 8616841 8a16841 Heterozygous T G Novel MYO1F INTRONIC chrig 23837454 23837454  Heterozygous G A Novel ZNF875 NON_SYNONYiS->F
chr19 8932087 8932087 Heterozygous G A Novel ZNF558 INTRONIC chrlg 30312757 30312757 Heterozygous A G Novel CONET INTRONIC
chrlg 9049991 9049391 Hetarozygous G A Novel MUC16 NON_SYNONY!A->V chr1g 30312757 30312757  Heterozygous A G Novel GCNET INTRONIC
chr19 9056879 9056881 Heterozygous AGA — Novel MUC18 NON_SYNONYMOUS_CODIN chr19 32944052 32944052  Heterozygous G T Novel DPY19L3  NON_SYNONYIA->V
chr1g 9085315 9085315 Heterozygous G A Novel MUC18 NON_SYNONYIP->L chr19 32944052 32944052  Heterozygous C T Novel DPY1SL3  NON_SYNONY!IA->V
chrlg 9091095 9091095 Heterozygous T c Novel MUG1t8 SYNONYMOQUS_CODING chr19 34934788 34934788  Heterozygous T G Novel UBA2 SYNONYMQOUS_CODING
chr19 9236698 9236693 Heterozygaus ATGGT Novel OR7G3 EXONIC chri8 35898786 35898797 Heterozygaus ~ c Novel GENIC
chr1g 9297078 9297079 Heterozygaus G A Navel OR7D2 NON_SYNONYIV->1 chrig 35899037 35899037  Heterozygaus T [+ Novel GENIC
chr19 9801441 9801445 Heterozygous CTCTC — Novel GENIC chr19 Hy ygous T c Novet DMKN INTRONIC
chri9 10090437 10090437 Heterozygous A G Novel COL5A3 INTRONIC chrig F ygous T C Novel DMKN INTRONIC
chr9 10096487 10096487  HeterozygousC A Noval CCL5A3 INTRONIC chrig H ygous T o} Novel DMKN INTRONIC
chr19 10097187 10097188  Heterozygaus~ c Naovel COLS5A3 INTRONIC chrtg H ygous T c Novel DMKN INTRONIC
chr19 10097443 10097443  Heterozygous T A Novel COL5A3 INTRONIC chri1g Hi ygous T c Novel DMKN INTRONIC
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chrig 35996606 35996606  Heterozygous T [+ Novel DMKN INTRONIC
chr18 35996606 35996606  Heterozygaus T C Novel DMKN INTRONIC
chrl9 H £ [+ Novel DMKN INTRONIC
chrig Hy yeous T [ Novel DMKN INTRONIC
chr19 36145410 36145410  Heterozygous A - Novel [slerdii:h] INTRONIC
chr19 36223074 36223074  Heterozygous C T Naval MLL4 INTRONIC
chrig 37130213 37130213 Heterozygous G A Novel ZNF461 NON_SYNONYI T->I
chr19 37155496 37155496  Heterozygous A - Novel ZNF461 INTRONIC
chrlg 38795547 38795549 Heterozygous GAA - Novel YIF1B 3PRIME UTR
chrig 38795547 38795548 Haterozygous GAA —— Novel YIFiB 3PRIME UTR
chrig 38795547 38795549 Heterozygous GAA — Novel YIF1B 3JPRIME_UTR
chri9 38795547 38795549 Heterozygous GAA — Novel YIF1B 3PRIME UTR
chr1g 38795547 38785548  Heterozygous GAA - Novel YIFIB 3PRIME UTR
chrig 38795547 38795549 Heterozygous GAA — Novel YIFiB 3PRIME UTR
chr19 38795547 38795548  Heterozygous GAA -— Novel YIF1B 3PRIME UTR
chr19 38795547 38795549  Heterozygous GAA o Novel C19arf33  NON_SYNONYMOUS_CODIN:
chrig 39196670 39186670  Heterozygous T A Novel ACTN4 INTRONIC
chr19 39299312 39289312  Homoazygous G A Novet LGALS4 INTRONIC
chr19 39688642 39688642  HeterozygousG A Novel NCCRP1 INTRONIC
chr1g 39867323 39867323  Heterozygous T - Novel SAMD4B INTRONIC
chr1g 41008178 41008178  Heterozygous A G Novel SPTBN4 SYNONYMOUS_CODING
chrig 41133102 41133102 Hetarozygous G A Novel LT8P4 EXONIC
chrig 41133102 41133102 Heterozygous G A Novel LTBP4 EXONIC
chr1g 41133102 41133102 Heterozygous G A Navel LTBP4 EXONIC
chrlg 41350708 41350708  HeterozygousA G Novel CYP2AE INTRONIC
chrig 41748818 41748818  Heterozygous G T Novel AXL NON_SYNONYIW->L
chrig 41748818 41748818 Heterozygous G T Novel AXL NON_SYNONY!W->L
chr19 42474467 42474487  Haterozygous G A Novel ATP1A3 SPLICE SITE
chrig 42474775 42474775 Heterozygous G A Novel ATP1A3 INTRONIC
chrig 42583327 42583327 Heterozygous G c Novel ZNF574 NON_SYNONYIG->A
chrig 42795827 42795827  Heterozygous G c Novsl cic NON_SYNONYIG->A
chr19 43372097 43372087  Heterozygous T G Novel PSG1 IPRIME UTR
chr19 43585171 43985171  Heterozygous G T Novel PSG2 SYNONYMOUS_CODING
chrig 43687588 43687588  Heterozygous G A Naovel PSGS INTRONIC
chr18 43687589 43687589  Heterozygous G A Novel PSGS INTRONIC
chr19 43859817 43859817  HeterozygausA G Novel cD177 SYNONYMOUS CODING
chr19 44169680 44169680  Heterozygous T C Novel PLAUR INTRONIC
chr1g 44169630 44169680  Heterozygous T c Novel PLAUR INTRONIG
chr19 44169690 44169690  Hesterozygous T G Noval PLAUR INTRONIG
chrig 44351030 44351030  Heterozygous T - Novel ZNF283 INTRONIG
chrlg 44513019 44513019 Heterozygous G A Novel ZNF230 SYNONYMOUS_CODING
chrig 44611657 44811657  HeterozygousC T Novel ZNF224 SYNONYMOUS_CODING
chr19 44947003 44947003  Heterozygous T c Novel ZNF229 NON_SYNONY!K->R
chrig 44976829 44976830  Haterozygaus— A Novel GENIC
chrig 45024880 45024881  Heterozygous GT - Novel CEACAM20 INTRONIC
chrlg 45024880 45024881 Heterozygous GT - Novel CEACAM20 INTRONIC
chr18 45024880 45024881  Heterozygous GT - Novel CEACAM20 INTRONIC
chr19 45024880 45024881  Heterozygous GT - Novel CEACAM20 INTRONIC
chr19 45477900 45477300  Heterozygous A C Novel CLPTM1 INTRONIC
chri9 45493642 454393642  HeterozygousC T Noval CLPTM1 INTRONIC
chrig 45572248 45572248 HeterozygousA - Navel CLASRP INTRONIC
chr1g 46815963 46815870  Heterozygous — GT Novel HIF3A INTRONIC
chrtg 46815969 46815870  Heterozygous— GT Novel HIF3A INTRONIC
chrig 46815969 46815970  Heterozygous—— GT Novel HIF3A INTRONIC
chr19 46842740 46842740 Heterozygous G A Novsl HIF3A INTRONIC
chrg 48842740 48842740  Heterozygous G A Novel HIF3A INTRONIC
chr18 46842740 48842740  Heterozygous G A Novel HIF3A INTRONIC
chrlg 47969498 47869499  HeterozygousC T Novel SLC8A2 SYNONYMOUS_CODING
chrlg 47995399 47995388 Heterozygous G T Noval NAPA INTRONIC
chrlg 48735017 48735018  Heterozygous - TT Novel CARDS FRAMESHIFT_CODING
chr1g 48735017 48735018  Heterozygous —— T Novel CARDS FRAMESHIFT_CODING
chrlg 48735017 48735018  Heterozygous — T Novel CARDS FRAMESHIFT_CODING
chrig 48735017 48735018  Heterozygous -~ 17 Novel CARDS EXONIC
chr19 48735017 48735018 Heterozygous —- TT Novel CARDS EXONIC
chrig 48735017 48735018  Heterozygous— 7 Novel CARDS EXONIC
chrl9 48735017 48735018 Heterozygous — TT Novel CARDS FRAMESHIFT_CODING
chrig 48878783 48878793  HeterozygousC G Noval SYNGR4 INTRONIC
chri9 48132201 49132201  Hetarozygous T [} Novel SPHK2 NON SYNONYiL->P
chr19 48132201 48132201  Heterozygous T [+ Novel OBP DOWNSTREAM
chrig 49232778 49232778 Heterozygous C T Novel RASIP1 NON_SYNONYIG->R
chri9 H ygous G A Noval PPFIA3 SYNONYMOUS_CODING
chrig 48652522 49652522  Heterozygous G A Novel HRC DOWNSTREAM
chrig 50040272 50040272 Heterozygous A - Novel RCN3 INTRONIC
chr1g 50040518 50040518  HeterozygousC T Novel RCN3 INTRONIC
chr18 50123757 50123757  Heterozygous G - Noval PRR12 INTRONIC
chrig 50208160 50208160 Heterozygous T - Novel CPTIC INTRONIC
chrtg 50208160 50208160  Heterozygous T - Novel " CPTIC INTRONIC
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Start End Zygosity Referenca
50243510 50243510  HeterozygousC
50321694 50321634  HeterozygousC
51362914 51362914  HeterozygousG
51362914 513682914  Heterozygous G
51362914 51362914  HeterozygousG
51412122 51412122 Heterozygous C
51481023 51481023 Heterozygous T
51481023 51481023  Heterozygous T
51534207 51534207  HeterozygousC
51534207 51534207 Heterozygous C
51534207 51534207  HeterozygousC
51856604 51858604  HeterozygousC
§1858604 51856604  HeterozygousC
51883629 51883629 Hatarozygous G
51883629 51883629 Heterozygous C
51914246 51814246 Heterozygous A
51914248 51914246  HeterozygousA
51914246 51814246 Heterozygous A
51914246 51914246  Heterozygous A
51914246 51914248  Heterozygous A
51914246 51914246  HeterozygousA
51914248 51914246  HaterozygousA
51914248 51914248 Heterozygous G
51914248 51914248  HeterozygousG
51914248 51914248 Heterozygous G
51914248 51914248 Heterozygaus G
51914248 51914248  Heterozygous G
51914248 51914248 Heterozygous G
51914248 51914248  HaterozygousG
51919435 51919435 Hetarozygous A
51919435 51919435 Heterozygous A
51919435 51919435  HeterozygousA
51919435 51819435 Heterozygous A
51919435 51819435  HeterozygousA
51919435 51919435  HeterozygousA
§1919435 51919435  HeterozygousA
51819435 51919435 Heterozygous A
52023420 52023420  HeterozygousG
5! 420 H ygous G
§2023420 52023420  Heterozygous G
52023420 52023420  HeterozygousG
52023420 52023420  Heterozygous G

52084811 52084813 Heterozygous GAG

52129263 52129269  HeterozygousT
52498104 52438104 Heterozygous G
53014216 §3014216 Heterozygous A
53050854 53050654 Heterozygous C
H ygous C
53057794 53057794  HeterozygousC
53453218 53453218  HeterozygousG
53760887 53780887  Heterozygous G
53905130 53905130  HeterozygousA
54745835 54745835  Heterozygous G
54758504 54758504  HeterozygousC
54758504 54758504 HeterozygousC
54758504 54758504  HeterozygousC
Hy A
55049087 55048087 Hetarozygous A
H T
H: T
55399503 55399503 Homozygous T
55399503 55398503  Homozygous T
55398503 55399503 Homozygous T
55399503 55399503 Homozygous T
393503 Ho T
H T
§5399503 55393503  Homozygous T
55451603 55451803  Homozygous G
55451603 55451603  Homazygous C
55451603 55451603 Haomozygous C
55776597 55776597  Homazygous C
§5778587 55776597  Homozygous C
55865722 55885722  Homozygous C
55865722 55865722  Homozygous G
56284511 56284511 Heterozygaus C
56836474 56696474  Homozygous A
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Novel
Novel
Navel
Navel
Novel
Navel
Novel
Novel
Novel
Novel
Novel
Novel
Novel!
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel

gmt Consequance Amino Acid
TEKS NTRONIG
MED25 SYNONYMOUS_GODING
KLK3 INTRONIC
KLK3 INTRONIC
KLK3 3PRIME UTR
KLK4 INTRONIC
KLK7 INTRONIC
KLKT INTRONIC
KLK12 INTRONIC
KLK12 INTRONIG
KLK12 INTRONIC
ETFB INTRONIC
ETFB INTRONIC
LiM2 INTRONIC
UMz INTRONIC
SIGLEC10  3PRIME UTR
SIGLEC10  3PRIME UTR
SIGLEC10  3PRIME.UTR
SIGLEC10  3PRIME.UTR
SIGLECIO  3PRIME UTR
SIGLEGI0  3PRIME_UTR
SIGLEGI0  3PRIME UTR
SIGLEG10  3PRIMEUTR
SIGLEC10  3PRIME UTR
SIGLEGI0  3PRIMEUTR
SIGLEGI0  3PRIME.UTR
SIGLEGIO  3PRIME_UTR
SIGLEC10  3PRIME UTR
SIGLEC10  3PRIME.UTR
SIGLEGI0  INTRONIG
SIGLEG10  INTRONIG
SIGLEG10  INTRONIC
SIGLEGI0  INTRONIC
SIGLEC10  INTRONIC
SIGLECI0  INTRONIC
SIGLEC10  INTRONIC
LOG10012901INTRONIC
SIGLECE  SYNONYMOUS_GODING
SIGLECS  3PRIME.UTR
SIGLECE  SYNONYMOUS CODING
SIGLECS  3PRIMEUTR
SIGLECE  3PRIMEUTR
SIGLEGE  SYNONYMOUS_CODING
ZNFI75  INTRONIC
SIGLECS  INTRONIC
ZNFE15  INTRONIC
INF578  SYNONYMOUS GODING
ZNFE08  INTRONIC
ZNFB0S  SYNONYMOUS CODING
ZNFB0S  NON_SYNONYIT->M
ZNF81§  STOP_GAINED Q->Stop
VNIR2 UPSTREAM
ZNF765  INTRONIC
LILRAG  INTRONIG
LLRBS  INTRONIC
ULRBS  INTRONIC
LILRBS  INTRONIG
KIRIDXT  INTRONIG
KIRIDX1  INTRONIC
FCAR NON_SYNONYIL->P
FGAR NON_SYNONYIL->P
FCAR NON_SYNONYIL->P
FCAR NON_SYNONYIL->P
FCAR NON_SYNONYIL->P
FCAR INTRONIC
FCAR NON_SYNONYIL-P
FGAR INTRONIC
FCAR NON_SYNONYIL->P
NLRP7 STOP_GAINED W->Stop
NLRP7 STOP_GAINED W->Stop
NLRF7 STOP_GAINED W->Stap
HSPBP1  INTRONIC
HSPBP1  INTRONIC
COX6B2  INTRONIC
FAM71E2  DOWNSTREAM

GENIG
GALP INTRONIC



Chromozom gt End Zygsty  Reference  SNPCeR  Match . %0 Consequenca A0 Acid Chromosom et £ Zygosty  Refersnce SHPCall  Mawh - oo Gonsaquence 2470 Acid
chr1g 56406474 5aB0BATA  Homozygous A [ ‘Novel GALP THTRONIC chr20 47160878 42100879 HeterozygousG A Novel “TIMBILT . SYNONYMOUS.CODING
chrlg 56719389 56719389  Homozygous T G Novel GENIC chr20 42635167 42635167  HeterozygousA G Novel Tox2 INTRONIC

chrig 56719632 56719632  Homazygous G A Novel GENIC chr20 42635167 42635167  HeterozygousA G Novel TOX2 INTRONIC

chrig 58385748 58385748  HetorozygousG A Novel INF814  NON SYNGNYIA-V chr20 42635187 42635167  HeterozygousA G Novel TOX2 INTRONIC

chelg 58385762 58185762  HeterozygousC G Novel ZNF814  SYNONYMOUS CODING chr20 42635167 42635167  HeterozygousA a Novel TOX2 INTRONIC

chr1g 58640910 58640910  HeterozygousA G Novel ZNF323  INTRONIC chr20 H c T Novel soc4 INTRONIC

chr20 480603 480603  HeterozygousA - Novel CSNK2A1  INTRONIC chr20 44108341 44108341  HsterozygousC T Noval WFDG2  INTRONIC

chr20 480803 480603  HeterozygousA - Novel CSNK2A1  INTRONIC chr20 44682143 44682143  HaterozygousC T Novel SLC12A5  INTRONIG

chr20 480603 480603  HeterozygousA - Novel CSNK2AT  INTRONIC chr20 44882143 44632143  HeterozygousG T Novel SLCI2A5  INTRONIG

chr20 629547 629547  HeterozygousG A Novel SRXNI SYNONYMOUS_CODING chr20 44693886 44693886  MeterozygousT A Novel NCOAS  INTRONIC

chr20 861958 861859  HeterozygousG A Novel ANGPT4  INTRONIC chr20 45131121 45131121  HaterozygousA T Novel ZNF334  NON.SYNONYI->N
chr20 2474137 2474137 HetarozygousA - Navel INF343  INTRONIC chr20 45131121 45131121 HaterozygousA T Novel ZNF334  NONSYNONYI-N
chr20 2621821 2621823  Heterozygous AAG — Noval ™G2 NON_SYNONYMOUS _CODIN: chr20 45221080 45221060  HeterozygousG A Novel SLC13A3  SYNONYMOUS_CODING
chr20 2778834 2778834 HeterozygousG A Novel CPXM!1  NONSYNONYIS->L chr20 45221080 45221060  Heterozygous G A Novel SLC13A3  SYNONYMOUS_CODING
chr20 2778834 2778834  Heterozygous G A Novel CPXMI  NONSYNONYIS->L chr20 45221060 45221060  Heterozygous G A Novl SLG13A  SYNONYMOUS_CODING
chr20 2797765 2737765  Haterozygous G - Navel C200rfl41  DOWNSTREAM chr20 45221080 45221080  Haterozygous G A Novel SLC13A3  SYNONYMOUS.CODING
chr20 2797765 2787785  HeterozygousG - Novel LOG 1002887 3PRIME UTR chr20 45221080 45221060  Heterozygous G A Navel SLC13A3  SYNONYMOUS.CODING
chr20 3018838 3018833  HaterozygousT A Novel PTPRA  3PRIMEUTR chr20 47585887 47585887  HaterozygousC T Novel ARFGEF2  INTRONIC

chr20 3018839 3018839  HeterozygousT A Novel PTPRA  3PRIMEUTR chr20 47615075 47615076  Haterozygous A - Noval ARFGEFZ  INTRONIC

chr20 3018838 3018839  HeterozygousT A Novel PTPRA  GPRIMEUTR chr20 48098841 48088841  HeterozygousC T Novel KCNB1 SYNONYMOUS_CODING
chr20 3541462 3541462  HeterozygousA T Novel ATRN NON_SYNONYIT->S chr20 Heterozyg T Novel SLCSAB  INTRONIC

chr20 3541462 3541482 HeterozygousA T Novel ATRN NON_SYNONYIT->S chr20 51629365 51629385  HoterozygousA c Novel TSHZ2 INTRONIC

chr20 3740821 3740622  Heterozygous CA — Novel C200rf27  INTRONIC chr20 51870163 51870163  HaterozygousA G Novl TSHZZ  NON_SYNONYIT->A
chr20 5556687 5550688  Haterozygous AC - Novel GPCPD!  INTRONIC che20 51870163 51870163  HeterozygousA G Naval TSHZ2 NON_SYNONYIT->A
chr20 13055267 13055268  Heterozygous— A Novel SPTLC3  INTRONIC chr20 54072408 54972408  HeterozygousA G Novel CSTF1 SYNONYMOUS_CODING
chr20 16509124 16509124  Heterozygous A G Novel KIF188  INTRONIC chr20 54972408 54972408  HeterozygousA G HNovel CSTF1 SYNONYMOUS_CODING
chr20 17639878 17630876  Heterozygous T o Novel RRBP1 INTRONIG chr20 54072408 54972408  HaterozygousA a Novel CSTF1 SYNONYMOUS_CODING
chr20 17639878 17639876  Heterozygous T G Novel RRBP1 INTRONIC chr20 56814709 58814710  Heterozygous— T Novel PPP4RIL  SPLICE SITE

chr20 17956388 17956088  HeterozygousA G Novel C200rf12  SYNONYMOUS_CODING chr20 57246452 57248452  HaterozygousT G Novel STX18 INTRONIC

chr20 18295808 18295808  HeterozygousG G Novel ZNF133  NON_SYNONYIP->A chr20 57248452 57246452  Hetarozygous T a Novel STX18 INTRONIC

chr20 Hetarozyg: G Novel ZNF133  NON_SYNONYIP->A chr20 57248452 57248452  HaterozygousT a Novl STXIB INTRONIG

chr20 20585738 20585736  HeterozygousG T Novel RALGAPA2 INTRONIC chr20 57246452 57248452  HaterozygousT G Novel STX18 INTRONIG

chr20 20117241 21117241 Haterozygous T - Novel PLKIST  INTRONIC chr20 57767938 57767939  HeterozygousT G Navel ZNFB31  NON_SYNONYIV->G
chr20 21117241 21117241 Heterozygous T - Novel PLKIST  INTRONIC chr20 58045823 58645823  HeterozygousA G Noval C200rf197  NON_SYNONYIR-5G
chr20 21117241 21117241 Heterazygous T - Novel PLKIST  INTRONIC chr20 60587773 60587773  Materozygous A - Novel TAF4 INTRONIG

chr20 23514877 23514877  HeterozygousG T Novel CSTT EXONIC chr20 60708512 80708512  Heterozygous T c Novel LSM148  SYNONYMOUS CODING
chr20 25187283 25187283  Heterozygous G A Novel ENTPD6  INTRONIC chr20 60772608 60772808  Haterozygous A a Novel GTPBPS  INTRONIC

ohr20 25187283 25187283  HeterozygousG A Novel ENTPDS  INTRONIC chr20 60885203 60885203  HaterozygousT c Novel ADRM1  DOWNSTREAM

chr20 25061771 25261771  Heterozygous G T Novel PYGB INTRONIC ohr20 60885203 60885203  Heterozygous T c Noval ADRM!  DOWNSTREAM

chr20 25262818 25262818  Heterozygous G A Novel PYGB INTRONIC chr20 0885203 60885203  HaterazygousT ¢ Novel LAMAS  INTRONIC

chr20 25434093 25434094  Heterozygous AG - Novet NINL FRAMESHIFT_CODING chr20 0908358 60908358  HeterozygousA G Novel LAMAS  INTRONIC

chr20 20823210 29623210  Haterozygous G T Novel FRGIB  EXONIC chr20 60969346 80969346  Heterozygous G A Noval CABLES2  INTRONIC

chr20 29632643 29632643  HeterozygousT c Novel FRGIB  EXONIC chr20 61453507 61453507  Haterozygous G T Novel COLISA3  SYNONYMOUS_CODING
chr20 29632674 29632675  Heterozygous~ A Novel FRGIB  EXONIC chr20 82312117 82312117 Heterozygous G A Novel RTEL1 INTRONIC

chr20 29632772 29632772  Hetsrozygous G A Novel FRGIB  INTRONIC chr20 62312117 82312117 Heterozygous G A Novel RTELI INTRONIC

chr20 30060720 30060721  Heterozygous— cA Novel DEFB124  INTRONIC chr2t 10908797 10908797  Hetarozygous T c Noval TPTE INTRONIG

chr20 30408157 30408157  HaterozygousG T Novel MYLK2  NON_SYNONYIP->L chr2t 10908797 10308787  Heterozygous T c Novel TPTE INTRONIG

chr20 30525108 30525108  Haterozygous G A Noval TTLLS INTRONIC chr21 10908797 10808757  Heterozygous T ¢ Noval TRTE INTRONIC

chr20 30738531 30738531  Heterozygous G A Novel TMISF4  INTRONIC chr2i Hetorozygous G A Novel TPTE INTRONIC

chr20 31044043 31044043  Heterozygous T G Novel C200rfi12  NON SYNONYII->L chr21 10903629 10809629  Hoterozygous G A Novel TPTE INTRONIC

chr20 31294315 31294315  HeterazygausA - Novel COMMD7  INTRONIC ohr21 H G A Noval TPTE INTRONIC

chr20 31204315 31204315  HetarazygousA - Novel COMMD?  INTRONIC chr2t 10920253 10920253  HetarozygousC T Novel TPTE INTRONIC

chr20 32228199 32228199  HeterazygousG G Novel CBFA2T2  SYNONYMOUS CODING chr2t ! ¢ T Novel TPTE INTRONIC

chr20 32228198 32228199 HeterozygousC G Novel CBFA2T2  SYNONYMOUS.CODING chrat 10920253 10920253  Haterozygous G T Novel TPTE INTRONIC

chr20 32228199 32228199  HaterozygousG G Novel CBFA2T2  SYNONYMOUS.CODING chr2t 10921867 10921867  HeterozygousC A Novel TPTE INTRONIC

chr20 H c T Novel ZNF341  SYNONYMOUS.CODING chr21 10921867 10921867  Heterozygous C A Novel TPTE INTRONIC

chr20 33502196 33502196  Heterozygous A c Novel ACSSZ  NON SYNONYIT-P chr21 10921887 10921867  HetarozygousG A Novel TPTE INTRONIC

chr20 33502196 33502196  HeterozygousA c Novel ACSS2  EXONIC chr21 10921939 10921939  HeterozygousG T Novel TPTE NON_SYNONYIA->T
chr20 33502186 33502196  HetarozygousA c Noval ACSSZ  NON_SYNONYIT-P chr21 10821938 10921935  Heterazygous G T Novel TPTE NON_SYNONYIA->T
chr20 33591006 33591006  Heterozygous G A Novel TRPC4AP  SYNONYMOUS GODING chr21 10921933 10921939  HeterozygousG T Novel TPTE NON_SYNONYIA-T
chr20 33591008 33591006  HeterozygousG A Novel TRPC4AP  SYNONYMOUS.CODING che21 10344518 10944519  Heterozygous G A Novel TPTE INTRONIC

chr20 34312662 34312662  Heterozygous T c Novel RBM3?  INTRONIC che21 10344518 10944519 Hetorozygous G A Noval TPTE INTRONIC

chr20 34312662 34312662  HeterozygousT c Noval RBM3S  INTRONIC che2t 10944519 10944518 HeterozygousG A Noval TPTE INTRONIC

chr20 34317342 34317342 Heterozygous C T Noval RBM33  INTRONIC chr21 11021163 11021164  Heterozygous— A Novel GENIC

chr20 34317342 34317342 Heterozygous C T Novel REM3S  INTRONIC chr21 11021215 11021216 Heterozygous— A Novel GENIC

chr20 37267829 37267829  Heterozygous G T Novel GENIC chr21 11029631 11028631  HeterozygousG - Novel GENIC

chr20 39981179 39981179  Heterozygous A T Novel LPING INTRONIC chrz1 11047522 11047522  Haterozygous G A Navel GENIC

chr20 39987269 39987269  HeterozygousG T Novel LPIN3 INTRONIC ohr21 14414855 14414855  HeterozygousA G Navl ANKRD30BP: EXONIC

chr20 39987263 39987269  HeterozygousG T Novel EMILINI  DOWNSTREAM chr21 14418433 14418433  Heterozygous G A Novel ANKRD30BP: INTRONIC

chr20 39930481 39990481  HeterozygousG T Novel LPING DOWNSTREAM chr2t 14418677 14418677  HeterozygousT A Novel ANKRD30BP; INTRONIC

chr20 39990481 39980481  HeterozygousG T Novel EMILIN  SYNONYMOUS_CODING chr2t 14424170 14424170 Heterozygaus G G Novel ANKRD30BP; EXONIC

chr20 Hetarozygous C G Noval CHDS NON_SYNONYID->H che2t 14424181 14424181 Heterozygaus T c Novel ANKRD30BP: EXONIC

chr20 Heterozygous G T Novel CHDS NON_SYNONYIA->T che21 14469658 14469659  Homazygous A c Novel ANKRD30BP: INTRONIG

chr20 40911034 40811034  Meterozygous G T Novel PTPRT  INTRONIC chr21 14470443 14470443 Homozygous G - Novel ANKRD30BP: INTRONIC

chr20 40911034 40911034  Heterozygous G T Novel PTPRT  INTRONIG chr2t 14486031 14486031  Homozygous G A Novel ANKRD3OBP: INTRONIC

chr20 42088567 42088567  Heterozygous T c Novel SRSF8 INTRONIC chr21 14917383 14917383 HeterozygousT A Novel GENIC

chr20 42088567 42088567  Heterozygous T ¢ Novl SRSF§  INTRONIC chr21 15347563 15347563  Heterozygaus G T Novel C2iorf81  INTRONIC
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Chromasom Start End Zygos Ref SNP Call Match Gena c Amino Acid Chromesom Start €nd Zygosit Ref SNP Cat atch Gene c e Amino Acid
a YEosity c Symbel Change L] c Symbel Change
chr21 18931473 16931473 Heterozygaus A - Novel CXADR INTRONIC chr22 16287513 18287513 HaterozygousC T Nove! POTEH NON _SYNONYID->N
chr21 18653343 19653343  Heterozygous T - Novel TMPRSS1S  INTRONIC chr22 16414031 16414031  Homozygous G A Novel GENIC

chr21 33873873 33873873 Heterozygous G [o] Noval C21orf63 INTRONIC chr22 18871348 16871346 Heterozygous C T Novel GENIC

chr21 33948071 33948071  HeterozygousC G Novel TCP1OL 3PRIME UTR chr22 17447138 17447138  HetorozygousC G Novel GAB4 NON_SYNONYIG->H
chr21 34 4 H YE - Novel SYNJ1 INTRONIC chr22 18072807 18072807  Heterozygous G A Novel SLC25A18  INTRONIC

chr21 34050940 34050940  HeterozygousA - Novel SYNJ1 INTRONIC chr22 18910451 18810451  HeterozygousA - Naval PRODH SPLICE SITE

chr21 34050940 34050940  HeterozygousA - Novel SYNJ1 INTRONIC chr22 18810451 18910451  HeterozygousA - Novel PRODH SPLICE SITE

chr2i 34050940 34050940  Heterozygous A - Novel SYNJ1 INTRONIC chr22 20132980 20132980  HeterozygousC - Novel GENIC

chr2t 34050988 34050988 Heterazygous G G Noval SYNJ1 NON_SYNONYIA->P chr22 20761182 20781193 Heterozygous GC T Novel ZNF74 NON_SYNONYIKL->NF
chr21 34050988 34050988  HeterozygousC G Novel SYNJ1 NON_SYNONYIA->P chrz2 20761192 20761193  Heterozygous GC T Novel ZNF74 EXONIC

chrzl 34050988 34050988 Heterozygous C G Nove! SYNJ1 NON_SYNONYIA->P chr22 21363262 21363262  Heterozygous C T Noval FLJ39582 EXONIC

chr2t 34050988 34050988  HeterozygousC G Novel SYNJ1 NON_SYNONYIA->P chr22 21363262 21363262  Heterozygous G T Novel MGC18703 EXONIC

chr2i 34060492 34086492  Heterozygous T c Novel SYNJ1 INTRONIC chr22 21407852 21407852  HeterozygousA G Novet LOC400831 EXONIC

chr21 34066492 34066432 Heterozygous T C Novel SYNJ1 INTRONIC chr22 21537977 21637977 Hetarozygous G A Novel GENIC

chr2t 404 H e c Novel SYNJ1 INTRONIC chr22 21537998 21537998  Heterozygous A G Novel GENIG

chr2t 34068492 34066492  Heterozygous T c Novel SYNJ1 INTRONIC chr22 21538046 21538046  Heterozygous T [+ Novel GENIC

chr21 34127440 34127440 Heterozygous A - Novel GCFG1 INTRONIC chr22 21663563 21663563 Heterozygous G [o] Novel GENIC

chr2t 34127440 34127440  HeterozygousA - Novel GCFC1 INTRONIC chr22 22317166 22317186  HeterozygousA G Novel TOP3B NON_SYNONYII->T
chr21 34127440 34127440  Heterozygous A - Novel GCFC1 INTRONIC chr22 22326235 22326235  HeterozygousA c Novel ToP3B INTRONIC

chr21 34835080 34635080 Heterozygous T - Novel {FNAR2 INTRONIC chr22 22453425 22453425 Heterozygous G G Novel GENIC

chr21 34635080 34635080  Heterozygous T - Navel IFNAR2 DOWNSTREAM chr22 22453469 22453489  HeterozygousC T Novel GENIC

chr21 34635080 34635080 Hetarozygous T - Novel IFNAR2 DOWNSTREAM chr22 22518786 22516767 Heterozygous — TC Novet GENIC

chr21 34900917 34900918  Heterozygous— A Novel GART SPLICE SITE chr22 22681862 22681962  Hstarozygous T [ Novel GENIC

chr21 34800917 34900918 Heterozygaus— A Novel GART SPLICE SITE chr22 23114878 23114873  Heterozygous G A Novel GENIC

chr21 34900817 34800818  Heterozygous~ A Novel GART SPLICE SITE chr22 23247117 23247117 Heterozygous G [ Novel GENIC

chr21 34900917 34300918  Heterozygous— A Navel GART SPUICE SITE chr22 23262089 23262088  HeterozygousG T Novel GENIC

chr2l 34307637 34907637 Heterozygous A - Noval GART INTRONIC chr22 232682118 23282118 Heterozygous C A Novel GENIC

chr2t 34907637 34907837 Heterozygous A - Novel GART INTRONIC chw22 23265027 23265027 Heterozygous G A Novel GENIC

chr2i 34807637 34907837  HeterozygousA - Novel GART INTRONIC chr22 23541310 23541310 Heterozygous A - Novel BCR INTRONIC

chr21 34907637 34907637  Heterozygaus A - Novel GART INTRONIC chr22 23541310 23541310 Heterozygous A - Novel BCR INTRONIC

chr2l 35757741 35757741 HeterozygousA T Novel FAM1658  INTRONIC chr22 23658703 23856703  Heterozygous C T Novel BCR INTRONIC

chr21 37413058 37413058  Heterozygous G A Novel SETD4 INTRONIC chr22 23656703 23656703  Heterozygous C T Navel BCR INTRONIC

chr21 37775127 37775127 Heterozygous G T Novel CHAF1B SYNONYMOUS_CODING chr22 23742049 23742049 Hetarozygous G A Novel ZDHHC8P1  EXONIC

chr2t 38439587 38438597  Homozygous C T Novel PIGP NON_SYNONY!S->N chr22 - 24807730 24807730  HeterozygousC T Novel SPECGIL  INTRONIC

chr2l 38439537 38439597 Homozygous G T Novel PIGP NON_SYNONYIS->N ~ chr22 24807730 24807730 Heterozygous G T Novel SPECCIL  INTRONIC

chr21 38439587 38439597  Homozygous C T Novel PIGP EXONIC chr22 24940080 24840060  Heterozygous G A Novel C220rf13  INTRONIC

chr21 38536312 38536312  HeterozygousA G Novel T7C3 INTRONIC chr22 25153812 25153812 HeterozygousA - Novel PIWILS INTRONIC

chr21 38536312 38536312 Heterozygous A G Noval TTC3 INTRONIC chr22 26219400 26218400 Heterozygous G T Novel Myo1ss INTRONIC

chr21 38877499 38877499  Homozygous A G Novel DYRK1A INTRONIC chr22 29169681 29169681  HeterozygousC G Naoval CCDG117  INTRONIC

chr21 38877498 38877499  Homozygous A G Novel DYRK1A INTRONIC chr22 28196043 29196044  Heterozygous~ T Novel XBP1 INTRONIC

chr21 38877499 388774989 Homozygous A G Novel DYRK1A INTRONIC chr22 28198043 28196044  Heterozygous— T Novel XBP1 INTRONIC

chr21 38877498 38877498  Homozygous A G Novel DYRK1A INTRONIC chr22 30374873 30374873  Heterozygous T - Novel MTMR3 INTRONIC

chr2l 39772655 39772665  HeterozygousG A Novel ERG INTRONIC chr22 30374873 30374873  Hetarozygous T - Novel MTMR3 INTRONIC

chr2l 39772655 39772855 Heterozygous G A Novel ERG INTRONIC chr22 30374873 30374873 Heterozygous T - Novel MTMR3 INTRONIC

chr21 39772655 39772855  HeterozygousG A Novel ERG INTRONIC chr22 30805444 30805444  HeterozygousC T Novel SEC14L2  SYNONYMOUS CODING
chr21 397726855 39772655 Heterozygous G A Novael ERG INTRONIC chr22 30805444 30805444  HeterozygousC T Noval SEC14L2 SYNONYMOUS_CODING
chr21 40646231 40646232  Heterozygous GA hd Naoval BRWD1 INTRONIC chr22 31013374 31013374  HeterozygousG T Novel TGN2 NON_SYNONYIT->M
chr2l 40848231 40646232  Heterozygaus GA - Novel BRWD1 INTRONIC chr22 31013374 31013374  HeterozygousC T Novel TCN2 NON_SYNONYIT->M
chr2t 43221228 43221228  HeterozygousA C Novel PRDM15 DOWNSTREAM chr22 31042716 31042716  Heterozygous G A Novel SLC35E4  NON_SYNONYID->N
chr21 43221228 43221228 HeterozygousA C Novel PRDM15 3PRIME_ UTR chr22 31942829 31942830  Heterozygous - T Novel SFI INTRONIC

chr2t 43277279 43277280  Heterozygous- T Noval PROM15 SPLICE SITE chr22 31942829 31942830  Heterozygous~ T Novel SFIt INTRONIC

chr2t 43277279 43277280  Heterozygous~ T Novel PRDM15 SPLICE SITE chr22 32081438 32081438  HeterozygousA - Novel C22arf30  3PRIME.UTR

chr2i 43279318 43279316  HeterozygousG A Nove! PRDOM1S SYNONYMOUS_CODING chr22 32113164 32113164  Heterozygous T G Novel C220rf30  NON_SYNONYIS->R
chr21 43279316 43279316 Heterozygous G A Novel PRDOM15 INTRONIC chr22 32435508 32435507  Heterozygous AA GC Novel GENIC

chr2i 43557778 43557778 Homozygous C T Novel umooLt INTRONIC chr22 32754513 32754513 Heterozygous G - Noval RFPL3 INTRONIC

chr21 43557778 43557778  Homozygous C T Navel umaoDL1 INTRONIC chr22 32754513 32754513 Heterozygous G - Novel RFPL3 INTRONIC

chr21 43708431 43708432  Heterozygous - [o} Novel ABCG1 INTRONIC chr22 32754513 32754513 Heterozygaus G - Novel RFPL3S DOWNSTREAM

chr2l 43708431 43708432 Heterozygous - [+ Novel ABCG1 INTRONIC chr22 32754513 32754513 Heterozygous G - Novel RFPL3S DOWNSTREAM

chr21 43708431 43708432 Heterozygous - [} Noval ABCG1 INTRONIC chr22 33327428 33327428 Heterozygous G A Novel SYNS SYNONYMOUS_CODING
chr2l 43708431 43708432 Heterozygous ~ 4] Novel ABCG1 INTRONIC chr22 33327428 33327428 Heterozygous G A Novel SYN3 SYNONYMOUS_CODING
chr21 43708431 43708432 Heterozygous ~ ] Nozel ABCG1 INTRONIC chr22 33327428 33327428 Heterozygous G A Novel SYN3 SYNONYMOUS_CODING
chr2t 43708431 43708432 Heterozygous— C Novel ABCGH INTRONIC chr22 33967987 33987987 Heterozygous T A Novel LARGE INTRONIC

chr2t 45709479 45709478  Heterozygous G T Novel AIRE INTRONIC chr22 33967987 33967887  Heterazygaus T A Novel LARGE INTRONIC

chr2t 45709479 45709478 HeterozygousC T Novel AIRE UPSTREAM chr22 35789655 35789655  Heterazygous G [+7 Novel HMOX1 3PRIME UTR

chr21 45736185 45736185  HeterozygousG A Novel PFKL EXONIC chr22 35808729 35808729  Heterozygous G A Novel MCMS INTRONIC

chr2t 45736185 45736185 Heterozygous G A Novel PFKL NON_SYNONYIR->H chr22 H ygous C T Novel FOXRED2  NON_SYNONYIV->M
chr2t t ygous A G Novel C21orf28  INTRONIC chr22 H gous C T Naoval FOXREDZ  NON_SYNONYiV->M
chr2t 45959280 45959280 Heterozygous A G Novel KRTAP10-1 NON_SYNONY!C->R chr22 37260160 37260160  Heterozygous A C Novel NCF4 NON_SYNONY!T->P
chr21 48066466 46066486 Heterozygous T o] Novel C21orf28 INTRONIC chr22 37280160 37260160  HeterozygousA c Novel NCF4 NON_SYNONYIT->P
chr21 46066466 46066466  HeterozygousT c Novel KRTAP10-11 NON_SYNONY!C->R chr22 38259111 38259111  Heterozygous T - Novel EIFJL INTRONIC

chr21 46716200 46716200  HetarozygousG T Novel LOC642852 EXONIC chr22 38891038 38881038  Heterozygous G A Novet 0ox17 SYNONYMOUS_CODING
chr21 47545369 47545370 Heterozygous - Cc Novel COLBA2 INTRONIC chr22 38891038 38891038 Heterozygous G A Novel DOX17 SYNONYMOUS_CODING
chr21 47545369 47545370  Heterozygous— G Novel COLBA2 INTRONIC chr22 39813741 39813741  HeterozygousC T Novel TAB1 NON_SYNONYIP->L
che21 47545389 47545370  Heterozygous— G Novel COLBA2 INTRONIC chr22 39813741 39813741 Heterozygous G T Novel TAB1 NON_SYNONY!P->L
chr22 16267115 16267115  Hsterozygous T [} Novel POTEH INTRONIC chr22 39918173 39918173 HeterozygousA G Novel ATF4 NON_SYNONY!I->V
chr22 16287156 16287156 Heterozygous T [o] Novel POTEH INTRONIC chr22 39918173 39918173 Heterozygous A G Novel ATF4 NON_SYNONY!I->V
chr22 16287372 16287372  HeterozygausC T Novel POTEH NON_SYNONYIV->1 chr22 40708407 40708407  Heterozygous G A Novel TNRCEB INTRONIC



BSHP Geng
SHP Gl Match Symbol cmm

Chromosom grart End Zymsty  Refarence
chr22 40708407 40708407 Hsterozygous G
chr22 40708407 40708407  Heterozygous G
chr22 41322501 41322501  Hetsrozygous G
chr22 41832522 41832522  Heterozygous A
chr22 42072853 42072853  Heterozygous T
chr22 42072853 42072853 Heterozygous T
chr22 42611265 42611265  HeterozygousG
chr22 42611285 426811285 Heterozygous G
chr22 43524559 43524559  Heterozygous T
chr22 44181271 44161271 HaterozygousG
chr22 44181271 44161211 Heterozygous G
chr22 44692800 44692800  HeterozygousC
chr22 45241216 45241216 Heterozygous G
chr22 45241216 46241216  Heterozygous G
chr22 45785583 45785583  HaterozygousA
chr22 45929595 45929595  HeterozygousG
chr22 L G
chr22 45929595 45929595  HeterozygousG
chr22 45929595 45929595 Heterozygous G
chr22 45958768 45958769  Heterozygous TG
chr22 45858768 459858768  Heterozygous TC
chr22 45958768 45858769  Heterozygous TG
chr22 50682061 50682081 Heterozygous A
chr22 50682081 50882061 Heterozygous A
chr22 50682081 50682081  HeterozygousA
chr22 50724809 50724808 Heterozygous T
chr22 H ygous G
chr22 50926200 50926200  HeterozygousC
chr22 50926200 50926200  HeterozygousC
chr22 51011933 51011833 Heterozygous T
chr22 §1011933 51011833  Heterozygous T
chr22 51011933 51011833  Heterozygous T
chr22 51011833 51011933  Heterozygous T
chr22 51011933 51011933 Heterozygous T
chr22 §1011933 51011933 Heterozygaus T
chr22 §1011933 51011933  Heterozygous T
chr22 51011833 51011933  Heterozygous T
chr22 51160707 51180707  Heterozygous G
cheX 2728157 2729157 Heterozygous T
chrX 2729157 2729157 Heterozygous T
chrX 2729157 2729157 Heterozygous T
chrX 2774761 2774764 Heterozygous TCTA
chrX 2774761 2774764 Haterozygaus TCTA
chrX 2774761 2774784 Heterozygous TCTA
chrX 2714761 2774764 Heterozygous TCTA
chrX 2714161 2774784 Heterozygous TCTA
chrX 3586198 3588198 Heterozygous G
chrX 8434198 8434188 Heterozygous G
chrX 8434191 8434191 Heterozygous G
chrX 8434278 8434278 Heterozygous G
chrX 8434367 8434367 Hatarozygous G
chrX 8434432 8434433 Heterozygous AG
chrX 8434448 8434448 Heterozygous G
chrX 9000595 9000595 Heterozygous G
chrX 11200071 11200071 Hatarozygous A
chrX 11200071 11200071 Haterozygous A
chrX 11200071 11200071 Heterozygous A
chrX 12994868 12994868  Heterozygous T
chrX 13337363 13337363  Heterozygous T
chrX 13397001 13387001  HeterozygousC
chrX 13785563 13785564  Heterozygous—
chrX 15332452 15332452 Heterozygous T
chrX 15332452 15332452  Heterozygous T
chrX 15554626 15554626  HeterozygousA
chrX 15554626 15554626  Heterozygous A
chrX 15567900 15567900  HeterozygousC
chrX 15567900 15667900  HeterozygousC
chrX 15589926 15589926 Haterozygaus A
chrX 16761749 16761749 HeterozygousA
chrX 16761749 18761743  HeterozygousA
chrX 16852341 16852341  HeterozygousC
chrX 16852341 16852341 Heterozygous C
chrX 17767602 17787602  Heterozygous C
chrX 17767602 17767602  Heterozygous G
chrX 17787602 17767602 Haterozygous G
chrX 17767602 17767602 Heterozygous C
chrX 18183098 18183088  HetsrozygousA
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Noval
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novet
Novel
Novel
Novel

Novel
Novel
Novel
Navel
Navel
Novel
Novel
Navel
Navel
Novel
Navel

Novel
Noval

Navsl
Novel

Noval
Novel
Novel
Novel
Navel
Novel
Novel
Noval
Novel
Novael
Novel
Novel
Novel
Novel
Naovel
Novel
Novel
Novel
Naval
Novel
Novel
Novel
Navel
Noval
Novel
Naval
Novel
Novel
Novel
Novel
Novel
Novel
Novel
Novsl
Navel
Novel
Novel
Noval
Novel
Novel
Naovel
Novel
Novel
Navel

Amino Acid
TNRCEB INTRONIC
TNRCEB INTRONIC
XPNPEP3  3PRIME UTR
TOoB2Z SYNONYMOUS_CODING
NHP2L1 INTRONIC
NHP2L1 INTRONIC
TCF20 NON_SYNONYIS->T
TCF20 NON_SYNONY|S->T
BIK NON SYNONYIS->R
EFCABE SPRIME_UTR SPLICE SITE
EFCABS SYNONYMOUS _CODING.SPL
KIAA1644  INTRONIC
ARHGAP8  STOP_GAINED E->Stop
ARHGAPS  STOP GAINED E->Stop
SMe1B INTRONIC
FBLN1 INTRONIC
FBLNT INTRONIC
FBLNT INTRONIC
FBLN1 INTRONIC
FBLN1 INTRONIC
FBLN1 INTRONIC
FBLN1 INTRONIC
TUBGCPS  INTRONIC
HDAC10 DOWNSTREAM
HDAC10 DOWNSTREAM
PLXNB2 INTRONIC
GENIC
ADM2 DOWNSTREAM
MIoX INTRONIC
CHKB-CPTTHINTRONIC
CPTIB INTRONIC
CPTIB INTRONIC
CPTIB INTRONIC
CPTIB INTRONIC
CPT1B INTRONIC
CPTIB INTRONIC
CPTIB INTRONIC
SHANK3 SYNONYMOUS_CODING
XG INTRONIC
XG INTRONIC
XG INTRONIC
GYG2 INTRONIC
GYG2 INTRONIC
GYG2 INTRONIC
GYG2 INTRONIC
GYG2 INTRONIC
PRKX INTRONIC
VveX38 NON_SYNONYIE->Q
VeX38 NON_SYNONYIV->M
VGX38 NON_SYNONY!IQ->E
VCX3B SYNONYMOUS_CODING
VCX38 3PRIME UTR
VCX38 3PRIME UTR
FAMSB INTRONIC
ARHGAPS  INTRONIG
ARHGAPG  INTRONIC
ARHGAPG  INTRONIC
TMSE4X INTRONIC
ATXN3L NON_SYNONYIR->G
GENIC
OFD1 INTRONIC
ASB11 INTRONIC
AsB11 INTRONIC
BMX INTRONIC
BMX INTRONIC
BMX INTRONIC
BMX INTRONIC
ACE2 SPLICE SITE
SYAP1 INTRONIC
SYAP1 INTRONIC
TXLNG INTRONIC
TXLNG INTRONIC
SCML1 NON_SYNONY!A->V
SCML1 NON_SYNONYIA->V
SCML1 SPRIME UTR
SCML1 SPRIME UTR
BEND2 3PRIME UTR

Chromosom

e X Start End Zygmeity Raforence SHP

chrX 18234833 18234833 Hsterozygous C T Novel
chrX 18234833 18234833  HeterozygousC T Novel
chrX 18582647 18582848  Heterozygaus AT — Novel
chrX 18582647 18582648  Heterozygous AT - Moval
chrX 18024427 19024427 Heterozygous A - Hovel
chrX 19024427 19024427  Heterozygous A - Novel
chrX 19024427 19024427  HaterozygousA - Noval
chrX 19024427 18024427  HeterozygousA - Novel
chrX 18024427 19024427  HeterozygousA - Novel
chrX 18024427 19024427  HeterozygousA Novel
chrX 18024427 19024427 Heterozygous A Navel
chrX 19024427 18024427 Heterozygous A - Novel
chrX 18024427 18024427  HeterozygousA - Novael
chrX 18037667 19037668  Heterozygous TT ~-T Noval
chrX 18037667 19037668  Hetsrozygous TT — Novel
chrX 19037687 18037668  Heterozygous TT ~T Novel
chrX 19037867 18037668  Heterozygous TT - Novel
cheX 18037667 19037688  HeterozygousTT ~-T Novel
chrX 18037667 19037688  Haterozygous TT - Novel
chrX 18037687 15037668  Heterozygous TT -7 Hovel
chrX 18037667 19037668  Heterozygous TT — Noval
chrX 18037667 19037668 Heterozygous TT ~-T Novel
chrX 18037667 18037668 Haterozygous TT — Movel
chrX 19037687 19037668  Heterozygous TT -T Novel
chrX 18037687 19037688  Heterozygous TT - Novel
chrX 18037667 19037688  Heterozygous TT -T Movel
chrX 19037687 18037688  Heterozygous TT — Novel
chrX 16037687 19037688  Hesterozygous TT -T Novel
chrX 18037687 19037688  Haterozygous TT - Noval
chrX 18037667 18037668  Heterozygous TT -T Novel
chrX 19037667 19037668  Haterozygous TT - Navel
chrX 19363864 19363884  HeterozygousG - Novel
chrX 19363864 19383884  HetarozygousC - Novel
chrX 19363864 19363884  HeterozygousC - Novel
chrX 19363864 19363864  HeterozygousC - Novel
chrX 193809768 19380876  HsterozygousA - Naval
chrX 19380876 19380978  HeterozygousA - Novel
chrX 19380976 19380876 Heterozygous A - Novel
chrX 19380376 19380976  Heterozygous A ~ Novel
chrX 19687235 19587235  HeterozygousC T Novel
chrX 19587235 19587235 Heterozygous C T Movel
chrX 19587235 19587235 Heterozygous G T Novs!
chrX 20042960 20042960  Heterozygous A G HNoval
chrX Hatar A G Novel
chrX Heter A G Novel
chrX 0 Hat: A G Novel
chrX 20204543 20204549  HeterozygousA - HNovel
chrX 23693085 23693085  HeterozygousT - Novel
chrX 23899112 238939112 Heterozygous C T Novel
chrX 23899112 23889112  HeterozygousC T Navel
chrX 24073777 24073777  HeterozygausC A Noval
chrX 24808450 24808451  Haterozygous-— T Novel
chrX 30671605 30871605 Heterozygous G G Novel
chrX 30871805 30671805 HeterozygousC G Novel
chrX 30671605 30871805  HeterozygousC G Mavsl
chrX 31227669 31227869  Heterozygous T c Novel
chrX 31227669 31227668  Heterozygous T C Novel
chrX 31227889 31227669  HeterozygousT C Novel
chrX 31227669 31227663 Heterozygous T G Noval
chrX 31227663 31227669 Heterozygous T c Novel
chrX 31227669 31227863  HeterozygousT c Novel
chrX 31227669 31227669  Heterozygous T c Novel
chrX 31227669 31227869 Heterozygous T (] MNovel
chrX 31227669 31227669  Hetarozygous T [+ Navel
chrX 31227869 31227869 Heterozygous T o] Novel
chrX 31227868 31227669 Heterozygous T [ Novel
chrX 31227668 31227669  Heterozygaus T [o] Navel
chrX 31227669 31227669 Hatarozygous T C, Novel
chrX 31227669 31227669  Heterozygous T C Novel
chrX 31227669 31227668  Heterozygous T o] Novel
chrX 31227669 31227663  Heterozygous T [ Novel
chrX 31227669 31227669  Heterozygous T c Novel
chrX 31227668 31227669 Heterozygous T C Novel
chrX 37351380 37351390  Heterozygous G T Novel
chrX 37985865 37985865  Hsterozygous A G Novel
chrX 38145033 38145033 Heterozygous G A Noval
chrX 38145033 38145033 Heterozygous G A Novel

Admino Acid
WM

BEND2 NON_ SYNONVID-SN

BEND2 NON_SYNONYID->N

CDKLS SPLICE SITE

CDKLS SPLICE SITE

GPRE4 INTRONIC

GPRE4 INTRONIC

GPRE4 INTRONIC

GPRE4 INTRONIC

GPR64 INTRONIC

GPRE4 INTRONIC

GPRE4 INTRONIC

GPRE4 INTRONIC

GPRE4 INTRONIC

GPRE4 INTRONIC

GPRE4 INTRONIC

GPRé4 INTRONIC

GPRE4 INTRONIC

GPRE4 INTRONIC

GPRE4 INTRONIG

GPRE4 INTRONIC

GPRa4 INTRONIC

GPRG4 INTRONIC

GPRE4 INTRONIC

GPRE4 INTRONIG

GPRG4 INTRONIC

GPRE4 INTRONIC

GPR64 INTRONIC

GPRE4 INTRONIC

GPRE4 INTRONIC

GPRE4 INTRONIC

GPRE4 INTRONIC

POHA{ INTRONIC

POHA1 INTRONIC

PDHA{ INTRONIC

PDHA1 INTRONIC

PDHA1L DOWNSTREAM

PDHA1 DOWNSTREAM

POHA1 DOWNSTREAM

PDHA1 DOWNSTREAM

SH3KBP1  NON_SYNONYIR->H

SH3KBP1  NON_SYNONYIR->H

SHIKBP1  NON_SYNONYIR->H

MAP7D2 INTRONIC

MAP7D2 INTRONIC

HMAP7D2 INTRONIC

MAPTO2 INTRONIC

RPSEKA3  INTRONIC

PRDX4 INTRONIC

APCO INTRONIC

APOO INTRONIC

EIF253 NON_SYNONYIQ->K

POLA1 INTRONIC

GK SPRIME UTR

GK SPRIME UTR

GK SPRIME UTR

DMD NON_SYNONYIN->S

DMD NON_SYNONYIN->S

DMD NON_SYNONYIN->S

DMD NON_SYNONYIN->S

DMD NON_SYNONYIN->S

DMD NON_SYNONYIN->S

DMD NON_SYNONYIN->S

DMD NON_SYNONYIN->S

OMD NON_SYNONYIN->S

oMD NON_SYNONYIN->S

OMD NON_SYNONYIN->S

DMD NON_SYNONYIN->S

DMD NON_SYNONYIN->S

DMD NON_SYNONYIN->S

DMD NON_SYNONYIN->S

DMD NON _SYNONYIN->S

DMD NON_SYNONYIN->S

DMD HNON_SYNONYIN->S
GENIC

SYTLS MON_SYNONYID->G

RPGR INTRONIC

RPGR SYNONYMOUS_CODING



dSNP
Chromesam  part End Zypsity  Reforsnce SNPCal  Match
chrX 38169777 38169778 Homozygous — A Novel
chrX 38169777 38169778 Homozygous - A Novel
chrX H ygous G [+ Novel
chrX Hy ygous G G Navel
chrX 38664580 38644580 Heterozygaus G G Novel
chrX 41394233 41394233  HeterozygousC T Novel
chrX 41394233 41394233 Heterozygous C T Novel
chrX 41394233 41394233 HeterozygousC T Novel
chrX 44386445 44386445 Heterozygous A - Novel
chrX 47041172 47041172 Heterozygous G A Novel
chrX 47041172 47041172 Heterozygous G A Novel
chrX 47068863 47008863  HeterozygousA G Novel
chrX 47088863 47068863  Heterozygous A G Nove!
chrX 47101687 47101687  Heterozygous G A Novel
chrX 48053693 48053893 Heterozygous G T Novel
chrX 48053693 48053693 Heterozygous G T Novel
chrX 48270312 48270312 HeterozygousA - Novel
chrX 48270312 48270312 Heterozygous A - Novel
chrX 48674614 48674614  HeterozygousC T Novel
chrX 48373401 48973401 Heterozygous T c Novel
chrX 48021412 49021412 Heterozygous G A Novel
chrX 45021412 48021412 Heterozygous G A Naovel
chrX 48021412 49021412 Heterozygous G A Navel
chrX 49021412 49021412 Heterozygous G A Navel
chrX 52673752 52673752  HeterozygousG T Noval
chrX 52891620 52891620  Heterozygous T - Noval
chrX 52891620 52891620 Haterozygous T - Navel
chrX 52891732 52881732 Heterozygaus G A Novel
chrX 52891732 52881732 Heterozygous G A Novel
chrX 53270850 53270850  HeterozygausC T Novel
chrX 53270950 53270950  HeterozygousC T Novel
chrX 53643886 53643886  Homozygous A (o} Novel
chrX 53652814 £3652814 Heterozygous A G Novel
chrX 58295433 56295440  Heterozygous AC - Novel
chrX 76845449 76845449  HetarozygousC A Novel
chrX 76845443 76845443  HeterozygousC A Novel
chrX 77109494 77109494  HeterozygousA G Novel
chrX 77245508 77245508  Heterozygous T C Novet
chrX 77276413 77276413 HeterozygousC A Novel
chrX 79283631 79283631 Heterozygous C - Novel
chrX 79283631 79283831 Heterozygous G - Novel
chrX 79283631 79283631 Heterozygous C - Novel
chrX 91090441 91090443  Heterozygous CTC — Navel
chrX 91090441 91090443 Heterozygous CTC —— Novel
chrX 91090441 91090443 Heterozygous CTC — Novel
chrX 91080441 91090443 Heterozygous CTC — Novel
chrX 91090441 91030443 Heterozygous CTC el Novel
chrX 810390441 91090443 Hetarozygous CTC — Navel
chrX 91090441 81090443  Heterozygous CTC — Novel
chrX 91090441 91090443 Heterozygous CTC -— Novel
chrX 92965293 92965293  HeterozygousA G Novsl
chrX 92965293 92965293  Heterozygous A G Novel
chrX Heter A G Novel
chrX 92965293 92965293  HaterozygousA G Novel
chrX 86171417 96171417  HeterozygousT - Novel
chrX 98171417 96171417 Heterozygous T - Noval
chrX 99551322 99551322 Heterozygous T G Novetl
chrX 99551322 99551322 Heterozygous T G Novel
chrX 99551322 99551322 Heterozygous T G Novel
chrX 100357456 100357456 Heterozygous T C Novel
chrX 100530313 100530313  Heterozygous A - Novel
chrX 100530313 100530313  HeterozygousA - Novel
chrX 100666908 100666908 Hetorozygous T - Novel
chrX 100666908 100666908 Heterozygous T - Novel
chrX 105139356 105139357  Heterozygous ~—- AGAA Novel
chrX 106069180 106069180 Heterozygous G T Novel
chrX 106069180 106089180 Heterozygous G T Novel
chrX 106108843 106108843  Heterozygous A G Novel
chrX 1064 7 H G Novel
chrX 1084862868 106486287 Heterozygous— G Novel
chrX 107225417 107225417 Hetarozygous T [+} Noval
chrX 107400223 107400223  Heterozygaus T G Novel
chrX 107400223 107400223  Heterozygous T G Novel
chrX 109416688 109416689 Heterozygous T - Novel
chrX 103416689 108416688  HeterozygousT - Novel
chrX 114141469 114141471 Heterozygaus AAG —— Novel
chrX 114238593 114238593 Heterozygous A G Novel

Gene
Symbol
RPGR
RPGR
MID1IP1
MID1IPY
MID1IP1
CASK
CASK
CASK
FUNDC!
RBM10
REM10
UBA1
UBA1
usP11
§SX5
SSX5
$SX4B
SSX48
HDACSE

MAGIX
MAGIX
MAGIX
MAGIX
8§8X7
XAGE3
XAGE3
XAGE3
XAGE3
JQSEC2
IQSEC2
HUWE1
HUWE1

ATRX
ATRX
MAGT!
ATPTA
ATPTA
TBX22
TBX22
T8X22
PCDH11X
PCDH1X
PCDH11X
PCDH11X
PCDHTIX
PCDH1X
PGDH11X
PCDH1X
FAM133A
FAM133A
FAM133A
FAM133A
DIAPH2
DIAPHZ
PCDH19
PCDH19
PCDH18
CENPI
TAFTL
TAFTL
HNRNPH2
HNRNPHZ
NRK
TBC1D8B
TBC1D88
TEC1DEB
CXorfat
GXorf41
TEX138
COL4AS
COL4AS
TMEM164
TMEM164
HTR2G
IL13RA2

c Amino Acid
Changs

INTRONIC

INTRONIC

SYNONYMOUS_CODING
SYNONYMOUS_CODING
SYNONYMOUS_CODING
SPLIGE SITE
INTRONIC
INTRONIC
INTRONIC
NON_SYNONYiV->M
NON_SYNONYIV->M
INTRONIC
INTRONIC
SYNONYMOUS_CODING
INTRONIC
INTRONIC

SPLICE SITE
SPLICE_SITE
SYNGNYMOUS_CODING
GENIC
NON_SYNONYIR->H
INTRONIC
INTRONIC
NON_SYNONY!R->H
INTRONIC
3PRIME UTR
3PRIME UTR
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC

GENIC

INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
UPSTREAM
UPSTREAM
UPSTREAM

SPRIME UTR
SPRIME UTR
UPSTREAM
INTRONIC
SPRIME_UTR
3PRIME_UTR
3PRIME UTR
3PRIME UTR
3PRIME.UTR
INTRONIC
INTRONIC
NON_SYNONYIN->H
NON _SYNONY:N->H
NON_SYNONY!N->H
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
NON_SYNONY! -V
INTRONIC
INTRONIC
INTRONIC

3PRIME UTR
JIPRIME UTR
3PRIME_ UTR
3PRIME UTR

NON_SYNONYMOUS CODIN:

JPRIME UTR

Chromozom
e

chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX

chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX
chrX

Start End Zygsty  Reference SNPCal  Match Ot Consequence amno A
118221283 118221283 HeterozygousG A Novel KIAATZ10  NON_SYNONYIP->S
118604553 118604554 Heterozygous - A Novel SLC25A5  INTRONIC
118679316 118679316 Heterozygous A - Noval GENIC
119676897 119676897 HeterozygousA - Novel cuLas INTRONIC
118676897 118676897 HeterozygousA - Novel cuL4B INTRONIC
122756727 122756727 HeterozygousG A Novel THOC2 INTROMIC
123515067 123515067 Hetarozygous G c Novel 0BZ1 SYNONYMOUS_CODING
123515087 123515087 Heterozygous G c Novel oDzt SYNONYMOUS_CODING
123515087 123515067 Heterozygous G C Novel opzt SYNONYMOUS_CODING
128657376 128857376 HetarozygousC T Novel SMARCA!  SPRIME UTR
128657376 128657376  HeterozygousC T Novel SMARCA1  SPRIME UTR
128879144 128879144 HeterozygousG A Novel XPNPEPZ  INTRONIC
129265512 129265512 Heterozygous T c Novel AIFM1 INTRONIC
129265512 129265512 Heterozygous T C Novel AIFML INTRONIC
129265512 129265512 Heterozygous T C Novel AIFM1 INTRONIC
129285512 128285512  HeterozygousT [o} Novel AIFM1 INTRONIC
128285512 129265512  Heterozygous T Cc Novel AIFM1 INTRONIC
130420386 130420386 Heterozygous G A Novel 1GSF1 INTRONIC
130420386 130420386 HeterozygousG A Novel IGSF1 INTRONIC
130420388 130420386 HeterazygousG A Novel IGSF1 INTRONIC
130420386 130420386 Hetsrozygous G A Novel IGSF1 INTRONIC
130420386 130420386 Heterozygous G A Novel IGSFI1 INTRONIC
131216421 131218421  Heterozygous A G Novel FRMD7 NON_SYNONYIL->P
124025422 134025422  Heterozygous A - Navel MOSPO1 INTRONIC
135029298 135029298 HeterozygousC T Novel GENIC
135574074 135674074 Heterozygous T G Novel BRS3 INTRONIC
138708211 138708211 Hetarozygous G A Novel MCF2 INTRONIC
138708211 138708211 Heterozygous G A Novel MCF2 INTRONIC
138708211 138708211 HeterozygousG A Novel MCF2 INTRONIC
138708211 138708211 Heterozygous G A Novel MCF2 INTRONIC
138708211 138708211  Hetarozygous G A Navel MCF2 INTRONIC
138708211 138708211 Heterozygous G A Navel MCF2 INTRONIC

4 Het: ygous G A Novel ATPI1C INTRONIC
138880934 138880934 HeterozygousC A Novel ATP11C INTRONIC
138882173 138882174 Heterozygous GC et Novel ATP11C INTRONIC
138882173 138882174 Heterozygous CC -C Navel ATP11C INTRONIC
138882173 138882174 HeterozygousCC - Novel ATP11C INTRONIC
138882173 138882174 Heterozygous CC -G Novel ATP1IC INTRONIC
140993801 140993801 Heterozygous G o] Novel MAGEC1 NON_SYNONYIR->P
140993827 140993827 HeterozygousA c Novel MAGECt NON _SYNONYII->L
148048208 148048210 Heterazygous TTT -— Novel AFF2 INTRONIC
148048208 148048210 Heterozygous TTT —T Novel AFF2 INTRONIC
148048208 148048210 Heterozygous TTT —_— Novel AFF2 INTRONIC
148048208 148048210 Heterozygous TTT —T Novel AFF2 INTRONIC
148048208 148048210 Heterozygous TTT — Novel AFF2 INTRONIC
148048208 148048210 Heterozygous TTT -~T Novel AFF2 INTRONIC
148048208 148048210 Haterozygous TTT — Naovel AFF2 INTRONIG
148048208 148048210 Heterozygous TTT —T Novel AFF2 INTRONIC
148043208 148048210 Heterozygous TTT - Novel AFF2 INTRONIC
148048208 148048210 Heterozygous TTT —T Novel AFF2 INTRONIC
148048208 148048210 Heterozygous TTT d Novel AFF2 INTRONIC
148048208 148048210 Heterozygous TTT -T Novel AFF2 INTRONIC
151870296 151870296 Heterozygaus T [ Novel MAGEAS 3PRIME UTR
151870296 151870208 Heterozygous T c Novel MAGEAS 3PRIME_UTR
152087447 152087447 HeterozygousG A Novel ZNF185 INTRONIC
152087447 152087447 Heterozygous G A Navel ZNF185 INTRONIC
152087447 152087447 Heterozygous G A Novel ZNF185 INTRONIC
152087447 152087447 Heterozygous G A Novel INF185 INTRONIC
152087447 152087447 Hetarozygous G A Novel ZNF185 INTRONIC
152087447 152087447 Heterozygous G A Novel ZNF185 INTRONIC
152087447 152087447 Heterozygous G A Novel ZNF185 INTRONIC
153216187 153218187 HeterozygousC T Novel HCFC1 INTRONIC
153582315 153592315  HeterozygousC - Novel FLNA INTRONIC
153592315 153592315 HeterozygousC - Novel FLNA INTRONIC
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