
Hugo_Symbol Entrez_Gene_IdChromosomeStart_position End_position Variant_ClassificationReference_AlleleTumor_Seq_Allele1Tumor_Seq_Allele2Genome_ChangeAnnotation_TranscriptTranscript_StrandTranscript_ExonTranscript_PositioncDNA_ChangeCodon_ChangeProtein_ChangeOther_Transcripts Refseq_mRNA_Id
CTD-­‐2192J16.20 0 19 12691164 12691164 3'UTR C C T g.chr19:12691164C>TENST00000593682.1-­‐ 0 625 ZNF490_ENST00000311437.6_3'UTR
AKR1A1 10327 1 46032770 46032770 3'UTR C C T g.chr1:46032770C>TENST00000471651.1+ 0 528 AKR1A1_ENST00000351829.4_Intron|AKR1A1_ENST00000372070.3_Intron
AKAP3 10566 12 4724854 4724854 3'UTR G G A g.chr12:4724854G>AENST00000545990.2-­‐ 0 3137 AKAP3_ENST00000228850.1_3'UTRNM_001278309.1
FCER1A 2205 1 159277781 159277781 3'UTR C C A g.chr1:159277781C>AENST00000368115.1+ 0 932 FCER1A_ENST00000368114.1_3'UTRNM_002001.3
ABL1 25 9 133761129 133761129 3'UTR G G A g.chr9:133761129G>AENST00000318560.5+ 0 3833 NM_005157.4
OR2L13 284521 1 248262672 248262672 5'UTR G G C g.chr1:248262672G>CENST00000366478.2+ 0 332 OR2L13_ENST00000358120.2_5'UTRNM_175911.2
Unknown 0 5 62072618 62072618 IGR G G A IPO11	
  (148209	
  upstream)	
  :	
  None	
  (None	
  downstream)
KCNIP3 30818 2 95976299 95976299 Intron T T G g.chr2:95976299T>GENST00000295225.5+ 2 316 KCNIP3_ENST00000360990.3_Intron|KCNIP3_ENST00000377181.2_IntronNM_013434.4
CA8 767 8 61121269 61121269 Intron T T C g.chr8:61121269T>CENST00000317995.4-­‐ 8 1173 NM_004056.4
SUMF2 25870 7 56140772 56140772 Missense_MutationG G A g.chr7:56140772G>AENST00000434526.2+ 3 395 c.364G>A c.(364-­‐366)Gag>Aagp.E122K SUMF2_ENST00000437307.2_Missense_Mutation_p.E103K|SUMF2_ENST00000413756.1_Missense_Mutation_p.E103K|SUMF2_ENST00000395435.2_Missense_Mutation_p.E122K|SUMF2_ENST00000395436.2_Missense_Mutation_p.E122K|SUMF2_ENST00000275607.9_Missense_Mutation_p.E15K|SUMF2_ENST00000342190.6_Missense_Mutation_p.E122KNM_001042469.1|NM_015411.2
NR3C2 0 4 149357871 149357871 Missense_MutationC C T g.chr4:149357871C>TENST00000355292.3-­‐ 2 504 c.142G>A c.(142-­‐144)Gta>Atap.V48I NR3C2_ENST00000511528.1_Missense_Mutation_p.V48I|NR3C2_ENST00000512865.1_Missense_Mutation_p.V48I|NR3C2_ENST00000344721.4_Missense_Mutation_p.V48I|NR3C2_ENST00000358102.3_Missense_Mutation_p.V48I|NR3C2_ENST00000342437.4_Missense_Mutation_p.V48I
FRG1B 0 20 29628245 29628245 Missense_MutationG G A g.chr20:29628245G>AENST00000278882.3+ 6 627 c.247G>A c.(247-­‐249)Gcc>Accp.A83T FRG1B_ENST00000358464.4_Missense_Mutation_p.A83T|FRG1B_ENST00000439954.2_Missense_Mutation_p.A88T
RTP4 64108 3 187086270 187086270 Missense_MutationA A G g.chr3:187086270A>GENST00000259030.2+ 1 151 c.41A>G c.(40-­‐42)gAa>gGap.E14G NM_022147.2
CSMD1 64478 8 4495039 4495039 Missense_MutationT T C g.chr8:4495039T>CENST00000520002.1-­‐ 2 682 c.127A>G c.(127-­‐129)Att>Gttp.I43V CSMD1_ENST00000400186.3_Missense_Mutation_p.I43V|CSMD1_ENST00000602557.1_Missense_Mutation_p.I43V|CSMD1_ENST00000542608.1_Missense_Mutation_p.I43V|CSMD1_ENST00000539096.1_Missense_Mutation_p.I43V|CSMD1_ENST00000537824.1_Missense_Mutation_p.I43V|CSMD1_ENST00000602723.1_Missense_Mutation_p.I43V
CTNNA2 1496 2 80136918 80136918 Missense_MutationA A C g.chr2:80136918A>CENST00000466387.1+ 11 1775 c.1051A>C c.(1051-­‐1053)Aat>Catp.N351H CTNNA2_ENST00000496558.1_Missense_Mutation_p.N351H|CTNNA2_ENST00000402739.4_Missense_Mutation_p.N351H|CTNNA2_ENST00000361291.4_Missense_Mutation_p.N385H|CTNNA2_ENST00000541047.1_Missense_Mutation_p.N351H|CTNNA2_ENST00000540488.1_Missense_Mutation_p.N351H
CUL9 23113 6 43164595 43164595 Missense_MutationG G A g.chr6:43164595G>AENST00000252050.4+ 11 2882 c.2798G>A c.(2797-­‐2799)cGt>cAtp.R933H CUL9_ENST00000372647.2_Missense_Mutation_p.R933H|CUL9_ENST00000354495.3_Missense_Mutation_p.R823HNM_015089.2
DYRK1B 9149 19 40318202 40318202 Missense_MutationC C T g.chr19:40318202C>TENST00000593685.1-­‐ 7 1370 c.902G>A c.(901-­‐903)tGc>tAcp.C301Y DYRK1B_ENST00000348817.3_Missense_Mutation_p.C301Y|DYRK1B_ENST00000597639.1_Missense_Mutation_p.C301Y|DYRK1B_ENST00000430012.2_Missense_Mutation_p.C301Y|DYRK1B_ENST00000323039.5_Missense_Mutation_p.C301Y
OTOF 9381 2 26697530 26697530 Missense_MutationA A C g.chr2:26697530A>CENST00000272371.2-­‐ 26 3265 c.3139T>G c.(3139-­‐3141)Ttc>Gtcp.F1047V OTOF_ENST00000338581.6_Missense_Mutation_p.F300V|OTOF_ENST00000403946.3_Missense_Mutation_p.F1047V|OTOF_ENST00000402415.3_Missense_Mutation_p.F357V|OTOF_ENST00000339598.3_Missense_Mutation_p.F300VNM_194248.2
BNC1 646 15 83933158 83933158 Missense_MutationC C T g.chr15:83933158C>TENST00000345382.2-­‐ 4 930 c.845G>A c.(844-­‐846)gGg>gAgp.G282E BNC1_ENST00000569704.1_Missense_Mutation_p.G275E|RP11-­‐382A20.4_ENST00000565495.1_RNANM_001717.3
SEZ6L2 26470 16 29883824 29883824 Missense_MutationG G A g.chr16:29883824G>AENST00000308713.5-­‐ 15 3039 c.2512C>T c.(2512-­‐2514)Cgg>Tggp.R838W SEZ6L2_ENST00000537485.1_Missense_Mutation_p.R807W|SEZ6L2_ENST00000350527.3_Missense_Mutation_p.R781W|SEZ6L2_ENST00000346932.5_Missense_Mutation_p.R737WNM_001114099.2|NM_201575.3
CTSS 1520 1 150724429 150724429 Missense_MutationA A G g.chr1:150724429A>GENST00000368985.3-­‐ 5 715 c.455T>C c.(454-­‐456)cTg>cCgp.L152P CTSS_ENST00000480760.1_5'UTR|CTSS_ENST00000448301.2_Missense_Mutation_p.L102PNM_001199739.1|NM_004079.4
CCDC181 57821 1 169391215 169391215 Missense_MutationG G C g.chr1:169391215G>CENST00000545005.1-­‐ 4 961 c.454C>G c.(454-­‐456)Ctt>Gttp.L152V CCDC181_ENST00000367806.3_Missense_Mutation_p.L152V|CCDC181_ENST00000491570.1_5'UTR|CCDC181_ENST00000367805.3_Missense_Mutation_p.L152V
NEB 4703 2 152500345 152500345 Missense_MutationT T G g.chr2:152500345T>GENST00000427231.2-­‐ 57 8145 c.7943A>C c.(7942-­‐7944)gAc>gCcp.D2648A NEB_ENST00000604864.1_Missense_Mutation_p.D2648A|NEB_ENST00000603639.1_Missense_Mutation_p.D2648A|NEB_ENST00000409198.1_Missense_Mutation_p.D2648A|NEB_ENST00000172853.10_Missense_Mutation_p.D2648A|NEB_ENST00000397345.3_Missense_Mutation_p.D2648ANM_001164507.1
PHLPP2 23035 16 71712830 71712830 Missense_MutationT T C g.chr16:71712830T>CENST00000393524.2-­‐ 7 1829 c.1096A>G c.(1096-­‐1098)Aat>Gatp.N366D PHLPP2_ENST00000567016.1_Missense_Mutation_p.N401D|PHLPP2_ENST00000568954.1_Missense_Mutation_p.N366D|PHLPP2_ENST00000360429.3_Missense_Mutation_p.N366D|PHLPP2_ENST00000356272.3_Missense_Mutation_p.N366D
GABRG2 0 5 161580192 161580192 Missense_MutationT T G g.chr5:161580192T>GENST00000356592.3+ 10 1706 c.1246T>G c.(1246-­‐1248)Tgt>Ggtp.C416G GABRG2_ENST00000361925.4_Missense_Mutation_p.C408G|GABRG2_ENST00000414552.2_Missense_Mutation_p.C456G|GABRG2_ENST00000393933.4_Missense_Mutation_p.C313GNM_000816.3|NM_198904.2
ATXN7L2 127002 1 110033878 110033878 Missense_MutationG G A g.chr1:110033878G>AENST00000369870.3+ 10 1708 c.1693G>A c.(1693-­‐1695)Gtg>Atgp.V565M ATXN7L2_ENST00000459635.1_3'UTRNM_153340.4
OR4P4 81300 11 55406231 55406231 Missense_MutationT T C g.chr11:55406231T>CENST00000314612.2+ 1 398 c.398T>C c.(397-­‐399)aTt>aCtp.I133T NM_001004124.1
FRG1B 0 20 29628243 29628243 Missense_MutationT T C g.chr20:29628243T>CENST00000278882.3+ 6 625 c.245T>C c.(244-­‐246)tTg>tCgp.L82S FRG1B_ENST00000358464.4_Missense_Mutation_p.L82S|FRG1B_ENST00000439954.2_Missense_Mutation_p.L87S
CARM1 10498 19 11022906 11022906 Missense_MutationC C T g.chr19:11022906C>TENST00000327064.4+ 5 795 c.605C>T c.(604-­‐606)gCc>gTcp.A202V CARM1_ENST00000344150.4_Missense_Mutation_p.A202VNM_199141.1
MSLNL 401827 16 824911 824911 Missense_MutationC C T g.chr16:824911C>TENST00000293892.3-­‐ 7 1660 c.1661G>A c.(1660-­‐1662)cGg>cAgp.R554Q MSLNL_ENST00000442466.1_Missense_Mutation_p.R203Q
DACH1 1602 13 72147042 72147042 Missense_MutationG G A g.chr13:72147042G>AENST00000305425.4-­‐ 4 1657 c.1235C>T c.(1234-­‐1236)aCc>aTcp.T412I DACH1_ENST00000313174.7_Intron|DACH1_ENST00000359684.2_Missense_Mutation_p.T464I|DACH1_ENST00000354591.4_IntronNM_080759.4
CDK5 1020 7 150754212 150754212 Missense_MutationC C G g.chr7:150754212C>GENST00000485972.1-­‐ 2 754 c.73G>C c.(73-­‐75)Gag>Cagp.E25Q CDK5_ENST00000297518.4_Missense_Mutation_p.E25QNM_004935.3
MAZ 4150 16 29819095 29819095 Missense_MutationA A C g.chr16:29819095A>CENST00000219782.6+ 2 1095 c.989A>C c.(988-­‐990)gAc>gCcp.D330A MAZ_ENST00000563402.1_Intron|MAZ_ENST00000322945.6_Missense_Mutation_p.D330A|MAZ_ENST00000566906.2_Intron|MAZ_ENST00000545521.1_Missense_Mutation_p.D307A|MAZ_ENST00000562337.1_IntronNM_001042539.1
NOP14 8602 4 2954016 2954016 Missense_MutationG G A g.chr4:2954016G>AENST00000416614.2-­‐ 6 921 c.856C>T c.(856-­‐858)Ctc>Ttcp.L286F NOP14_ENST00000502735.1_Missense_Mutation_p.L286F|NOP14-­‐AS1_ENST00000503709.1_RNA|NOP14_ENST00000314262.6_Missense_Mutation_p.L286F|NOP14_ENST00000398071.4_Missense_Mutation_p.L286F
PCDHGA4 0 5 140736478 140736478 Missense_MutationG G A g.chr5:140736478G>AENST00000571252.1+ 1 1711 c.1711G>A c.(1711-­‐1713)Ggc>Agcp.G571S PCDHGA2_ENST00000394576.2_Intron|PCDHGA1_ENST00000517417.1_Intron|PCDHGA3_ENST00000253812.6_Intron|PCDHGB1_ENST00000523390.1_IntronNM_018917.2
SLC25A11 8402 17 4843151 4843151 Missense_MutationA A C g.chr17:4843151A>CENST00000225665.7-­‐ 1 395 c.55T>G c.(55-­‐57)Tcc>Gccp.S19A SLC25A11_ENST00000544061.2_Missense_Mutation_p.S19ANM_001165417.1|NM_003562.4
SPHKAP 80309 2 228882624 228882624 Missense_MutationC C A g.chr2:228882624C>AENST00000392056.3-­‐ 7 2992 c.2946G>T c.(2944-­‐2946)aaG>aaTp.K982N SPHKAP_ENST00000344657.5_Missense_Mutation_p.K982NNM_001142644.1
ATRNL1 26033 10 117221456 117221456 Missense_MutationC C A g.chr10:117221456C>AENST00000355044.3+ 22 3454 c.3328C>A c.(3328-­‐3330)Ctt>Attp.L1110I ATRNL1_ENST00000423111.2_Missense_Mutation_p.L161I|ATRNL1_ENST00000303745.7_IntronNM_207303.2
DPY19L4 286148 8 95777417 95777417 Missense_MutationG G C g.chr8:95777417G>CENST00000414645.2+ 9 976 c.877G>C c.(877-­‐879)Gaa>Caap.E293Q NM_181787.2
DTNB 1838 2 25861940 25861940 Nonsense_MutationG G A g.chr2:25861940G>AENST00000406818.3-­‐ 3 340 c.91C>T c.(91-­‐93)Cga>Tgap.R31* DTNB_ENST00000407186.1_Nonsense_Mutation_p.R31*|DTNB_ENST00000405222.1_Nonsense_Mutation_p.R31*|DTNB_ENST00000404103.3_Nonsense_Mutation_p.R31*|DTNB_ENST00000545439.1_De_novo_Start_InFrame|DTNB_ENST00000496972.2_De_novo_Start_OutOfFrame|DTNB_ENST00000472690.1_5'UTR|DTNB_ENST00000407038.3_Nonsense_Mutation_p.R31*|DTNB_ENST00000407661.3_Nonsense_Mutation_p.R31*|DTNB_ENST00000288642.8_Nonsense_Mutation_p.R31*NM_001256303.1|NM_021907.4
ARHGAP26 23092 5 142283200 142283200 Nonsense_MutationC C A g.chr5:142283200C>AENST00000378004.3+ 8 1153 c.798C>A c.(796-­‐798)taC>taAp.Y266* ARHGAP26_ENST00000274498.4_Nonsense_Mutation_p.Y266*NM_001135608.1
RP11-­‐707M1.1 0 11 49831701 49831701 RNA G G T g.chr11:49831701G>TENST00000527477.1+ 0 1926
HPCAL1 3241 2 10560207 10560207 Silent C C T g.chr2:10560207C>TENST00000381765.3+ 4 850 c.324C>T c.(322-­‐324)taC>taTp.Y108Y HPCAL1_ENST00000307845.3_Silent_p.Y108YNM_134421.2
MAGEA12 4111 X 151900285 151900285 Silent G G A g.chrX:151900285G>AENST00000393900.3-­‐ 3 869 c.516C>T c.(514-­‐516)atC>atTp.I172I MAGEA12_ENST00000393869.3_Silent_p.I172I|MAGEA12_ENST00000357916.4_Silent_p.I172I|CSAG4_ENST00000361201.4_RNANM_001166386.1
ARHGAP15 55843 2 144525663 144525663 Silent C C A g.chr2:144525663C>AENST00000295095.6+ 14 1517 c.1350C>A c.(1348-­‐1350)atC>atAp.I450I CTD-­‐2252P21.1_ENST00000548756.1_RNANM_018460.3
LY9 4063 1 160784539 160784539 Silent C C T g.chr1:160784539C>TENST00000263285.5+ 4 1090 c.1060C>T c.(1060-­‐1062)Ctg>Ttgp.L354L LY9_ENST00000368035.1_Silent_p.L6L|LY9_ENST00000368040.1_Silent_p.L6L|LY9_ENST00000368041.2_Silent_p.L314L|LY9_ENST00000341032.4_Silent_p.L354LNM_001261456.1|NM_002348.3
DPP9 91039 19 4689663 4689663 Silent G G A g.chr19:4689663G>AENST00000262960.9-­‐ 15 1945 c.1668C>T c.(1666-­‐1668)ctC>ctTp.L556L DPP9_ENST00000594671.1_Silent_p.L527L|DPP9_ENST00000598800.1_Silent_p.L527LNM_139159.4
RAP1GAP 5909 1 21930202 21930202 Silent C C T g.chr1:21930202C>TENST00000374763.2-­‐ 16 1640 c.1632G>A c.(1630-­‐1632)gcG>gcAp.A544A RAP1GAP_ENST00000374761.2_Intron|RAP1GAP_ENST00000374765.4_Intron|RAP1GAP_ENST00000542643.2_Intron|RAP1GAP_ENST00000290101.4_Intron
ENOX2 10495 X 129837113 129837113 Silent G G A g.chrX:129837113G>AENST00000338144.3-­‐ 5 582 c.165C>T c.(163-­‐165)gcC>gcTp.A55A ENOX2_ENST00000492263.1_5'UTR|ENOX2_ENST00000370935.1_Silent_p.A26A|ENOX2_ENST00000370927.1_Silent_p.A55A|ENOX2_ENST00000394363.1_Silent_p.A26ANM_182314.1
IGSF3 3321 1 117122123 117122123 Silent T T A g.chr1:117122123T>AENST00000369486.3-­‐ 10 3990 c.3225A>T c.(3223-­‐3225)acA>acTp.T1075T IGSF3_ENST00000369483.1_Silent_p.T1095T|IGSF3_ENST00000318837.6_Silent_p.T1095TNM_001007237.1
FAM160B2 64760 8 21959775 21959775 Silent G G A g.chr8:21959775G>AENST00000289921.7+ 15 1987 c.1941G>A c.(1939-­‐1941)ccG>ccAp.P647P NM_022749.5
BAZ2A 11176 12 56993811 56993811 Silent C C T g.chr12:56993811C>TENST00000179765.5-­‐ 26 5071 c.4872G>A c.(4870-­‐4872)caG>caAp.Q1624Q BAZ2A_ENST00000549884.1_Silent_p.Q1654Q|BAZ2A_ENST00000379441.3_Silent_p.Q1626Q|BAZ2A_ENST00000551812.1_Silent_p.Q1656Q
TRPV5 56302 7 142626649 142626649 Silent G G A g.chr7:142626649G>AENST00000265310.1-­‐ 4 709 c.361C>T c.(361-­‐363)Ctg>Ttgp.L121L TRPV5_ENST00000442623.1_Silent_p.L121LNM_019841.4
WSCD1 23302 17 5993659 5993659 Silent C C T g.chr17:5993659C>TENST00000574946.1+ 4 951 c.561C>T c.(559-­‐561)ggC>ggTp.G187G WSCD1_ENST00000317744.5_Silent_p.G187G|WSCD1_ENST00000573634.1_Silent_p.G71G|WSCD1_ENST00000539421.1_Silent_p.G187G|WSCD1_ENST00000574232.1_Silent_p.G187G
ENG 2022 9 130587621 130587621 Silent C C T g.chr9:130587621C>TENST00000344849.3-­‐ 6 985 c.705G>A c.(703-­‐705)acG>acAp.T235T ENG_ENST00000373203.4_Silent_p.T235T
HADHB 3032 2 26502095 26502095 Silent G G A g.chr2:26502095G>AENST00000317799.5+ 9 827 c.723G>A c.(721-­‐723)caG>caAp.Q241Q HADHB_ENST00000494615.1_3'UTR|HADHB_ENST00000405867.3_Intron|HADHB_ENST00000545822.1_Silent_p.Q219Q|HADHB_ENST00000537713.1_Silent_p.Q226QNM_000183.2
RIC3 79608 11 8161580 8161580 Silent C C A g.chr11:8161580C>AENST00000343202.4-­‐ 2 350 c.285G>T c.(283-­‐285)ctG>ctTp.L95L RIC3_ENST00000419822.2_Silent_p.L95L|RIC3_ENST00000335425.7_Intron|RIC3_ENST00000309737.6_Silent_p.L95L|RIC3_ENST00000425599.2_Silent_p.L95L|RIC3_ENST00000539720.1_Silent_p.L46LNM_001206671.2|NM_024557.4
DEGS1 8560 1 224377421 224377421 Silent G G A g.chr1:224377421G>AENST00000323699.4+ 2 391 c.225G>A c.(223-­‐225)gcG>gcAp.A75A DEGS1_ENST00000465848.1_3'UTR|DEGS1_ENST00000391877.3_Silent_p.A75ANM_003676.3
APLNR 187 11 57004263 57004263 Silent C C A g.chr11:57004263C>AENST00000606794.1-­‐ 1 412 c.216G>T c.(214-­‐216)gcG>gcTp.A72A NM_005161.4
STEAP3 55240 2 120003285 120003285 Silent G G A g.chr2:120003285G>AENST00000354888.5+ 3 717 c.213G>A c.(211-­‐213)gcG>gcAp.A71A STEAP3_ENST00000425223.2_Silent_p.A71A|STEAP3_ENST00000393107.2_Silent_p.A71A|STEAP3_ENST00000393106.2_Silent_p.A71A|STEAP3_ENST00000409811.1_Silent_p.A71A|STEAP3_ENST00000393110.2_Silent_p.A81A|STEAP3_ENST00000450943.2_Silent_p.A71A|STEAP3-­‐AS1_ENST00000454260.1_RNA|STEAP3_ENST00000393108.2_Silent_p.A71ANM_182915.2
KIF16B 55614 20 16352331 16352331 Silent A A G g.chr20:16352331A>GENST00000354981.2-­‐ 21 3583 c.3426T>C c.(3424-­‐3426)agT>agCp.S1142S KIF16B_ENST00000408042.1_Silent_p.S1142S|KIF16B_ENST00000378003.2_Silent_p.S368S|KIF16B_ENST00000355755.3_Silent_p.S1142SNM_001199865.1|NM_024704.4
GRM8 0 7 126882950 126882950 Silent G G T g.chr7:126882950G>TENST00000339582.2-­‐ 2 1117 c.309C>A c.(307-­‐309)ctC>ctAp.L103L GRM8_ENST00000444921.2_Silent_p.L103L|GRM8_ENST00000405249.1_Silent_p.L103L|GRM8_ENST00000358373.3_Silent_p.L103L
GJA10 84694 6 90605555 90605555 Silent C C T g.chr6:90605555C>TENST00000369352.1+ 1 1368 c.1368C>T c.(1366-­‐1368)tcC>tcTp.S456S NM_032602.1
CADPS 8618 3 62518716 62518716 Silent G G T g.chr3:62518716G>TENST00000383710.4-­‐ 13 2470 c.2121C>A c.(2119-­‐2121)ggC>ggAp.G707G CADPS_ENST00000357948.3_Silent_p.G690G|CADPS_ENST00000283269.9_Silent_p.G707GNM_003716.3
ATL1 51062 14 51087375 51087375 Silent C C G g.chr14:51087375C>GENST00000441560.2+ 10 1402 c.921C>G c.(919-­‐921)ccC>ccGp.P307P ATL1_ENST00000357032.3_Silent_p.P307P|ATL1_ENST00000354525.4_Silent_p.P307P|ATL1_ENST00000358385.6_Silent_p.P307PNM_001127713.1
NF2 4771 22 30000101 30000101 Splice_Site G G C g.chr22:30000101G>CENST00000338641.4+ 1 555 c.114_splicec.e1+1 p.E38_spliceNF2_ENST00000413209.2_Splice_Site_p.E38_splice|NF2_ENST00000397789.3_Splice_Site_p.E38_splice|NF2_ENST00000403999.3_Splice_Site_p.E38_splice|NF2_ENST00000403435.1_Splice_Site_p.E38_splice|NF2_ENST00000353887.4_Splice_Site_p.E38_splice|NF2_ENST00000361452.4_Splice_Site_p.E38_splice|NF2_ENST00000361166.4_Splice_Site_p.E38_splice|NF2_ENST00000334961.7_Splice_Site_p.E38_splice|NF2_ENST00000347330.5_Splice_Site_p.E38_splice|NF2_ENST00000361676.4_Splice_Site_p.E38_spliceNM_000268.3|NM_016418.5|NM_181832.2



Refseq_prot_Id SwissProt_acc_Id SwissProt_entry_Id Description UniProt_AApos

AKR1A1_ENST00000351829.4_Intron|AKR1A1_ENST00000372070.3_Intron P14550 AK1A1_HUMAN aldo-­‐keto	
  reductase	
  family	
  1,	
  member	
  A1	
  (aldehyde	
  reductase)
NP_001265238.1 O75969 AKAP3_HUMAN A	
  kinase	
  (PRKA)	
  anchor	
  protein	
  3
NP_001992.1 P12319 FCERA_HUMAN Fc	
  fragment	
  of	
  IgE,	
  high	
  affinity	
  I,	
  receptor	
  for;	
  alpha	
  polypeptide
NP_005148.2 P00519 ABL1_HUMAN c-­‐abl	
  oncogene	
  1,	
  non-­‐receptor	
  tyrosine	
  kinase
NP_787107.1 Q8N349 OR2LD_HUMAN olfactory	
  receptor,	
  family	
  2,	
  subfamily	
  L,	
  member	
  13

IPO11	
  (148209	
  upstream)	
  :	
  None	
  (None	
  downstream)
NP_038462.1 Q9Y2W7 CSEN_HUMAN Kv	
  channel	
  interacting	
  protein	
  3,	
  calsenilin
NP_004047.3 P35219 CAH8_HUMAN carbonic	
  anhydrase	
  VIII
NP_001035934.2|NP_056226.2Q8NBJ7 SUMF2_HUMAN sulfatase	
  modifying	
  factor	
  2 103

NR3C2_ENST00000511528.1_Missense_Mutation_p.V48I|NR3C2_ENST00000512865.1_Missense_Mutation_p.V48I|NR3C2_ENST00000344721.4_Missense_Mutation_p.V48I|NR3C2_ENST00000358102.3_Missense_Mutation_p.V48I|NR3C2_ENST00000342437.4_Missense_Mutation_p.V48IP08235 MCR_HUMAN nuclear	
  receptor	
  subfamily	
  3,	
  group	
  C,	
  member	
  2 48
FRG1B_ENST00000358464.4_Missense_Mutation_p.A83T|FRG1B_ENST00000439954.2_Missense_Mutation_p.A88T

NP_071430.2 Q96DX8 RTP4_HUMAN receptor	
  (chemosensory)	
  transporter	
  protein	
  4 14
CSMD1_ENST00000400186.3_Missense_Mutation_p.I43V|CSMD1_ENST00000602557.1_Missense_Mutation_p.I43V|CSMD1_ENST00000542608.1_Missense_Mutation_p.I43V|CSMD1_ENST00000539096.1_Missense_Mutation_p.I43V|CSMD1_ENST00000537824.1_Missense_Mutation_p.I43V|CSMD1_ENST00000602723.1_Missense_Mutation_p.I43VQ96PZ7 CSMD1_HUMAN CUB	
  and	
  Sushi	
  multiple	
  domains	
  1 43
CTNNA2_ENST00000496558.1_Missense_Mutation_p.N351H|CTNNA2_ENST00000402739.4_Missense_Mutation_p.N351H|CTNNA2_ENST00000361291.4_Missense_Mutation_p.N385H|CTNNA2_ENST00000541047.1_Missense_Mutation_p.N351H|CTNNA2_ENST00000540488.1_Missense_Mutation_p.N351HP26232 CTNA2_HUMAN catenin	
  (cadherin-­‐associated	
  protein),	
  alpha	
  2 351

NP_055904.1 Q8IWT3 CUL9_HUMAN cullin	
  9 933
DYRK1B_ENST00000348817.3_Missense_Mutation_p.C301Y|DYRK1B_ENST00000597639.1_Missense_Mutation_p.C301Y|DYRK1B_ENST00000430012.2_Missense_Mutation_p.C301Y|DYRK1B_ENST00000323039.5_Missense_Mutation_p.C301YQ9Y463 DYR1B_HUMAN dual-­‐specificity	
  tyrosine-­‐(Y)-­‐phosphorylation	
  regulated	
  kinase	
  1B 301

NP_919224.1 Q9HC10 OTOF_HUMAN otoferlin 1047
NP_001708.3 Q01954 BNC1_HUMAN basonuclin	
  1 282
NP_001107571.1|NP_963869.2Q6UXD5 SE6L2_HUMAN seizure	
  related	
  6	
  homolog	
  (mouse)-­‐like	
  2 838
NP_001186668.1|NP_004070.3P25774 CATS_HUMAN cathepsin	
  S 152

CCDC181_ENST00000367806.3_Missense_Mutation_p.L152V|CCDC181_ENST00000491570.1_5'UTR|CCDC181_ENST00000367805.3_Missense_Mutation_p.L152Vcoiled-­‐coil	
  domain	
  containing	
  181
NP_001157979.1 P20929 NEBU_HUMAN nebulin 2648

PHLPP2_ENST00000567016.1_Missense_Mutation_p.N401D|PHLPP2_ENST00000568954.1_Missense_Mutation_p.N366D|PHLPP2_ENST00000360429.3_Missense_Mutation_p.N366D|PHLPP2_ENST00000356272.3_Missense_Mutation_p.N366DQ6ZVD8 PHLP2_HUMAN PH	
  domain	
  and	
  leucine	
  rich	
  repeat	
  protein	
  phosphatase	
  2 366
NP_000807.2|NP_944494.1 P18507 GBRG2_HUMAN gamma-­‐aminobutyric	
  acid	
  (GABA)	
  A	
  receptor,	
  gamma	
  2 408
NP_699171.3 Q5T6C5 AT7L2_HUMAN ataxin	
  7-­‐like	
  2 565
NP_001004124.1 Q8NGL7 OR4P4_HUMAN olfactory	
  receptor,	
  family	
  4,	
  subfamily	
  P,	
  member	
  4 133

FRG1B_ENST00000358464.4_Missense_Mutation_p.L82S|FRG1B_ENST00000439954.2_Missense_Mutation_p.L87S
NP_954592.1 Q86X55 CARM1_HUMAN coactivator-­‐associated	
  arginine	
  methyltransferase	
  1 202

MSLNL_ENST00000442466.1_Missense_Mutation_p.R203Q Q96KJ4 MSLNL_HUMAN mesothelin-­‐like 203
NP_542937.2 Q9UI36 DACH1_HUMAN dachshund	
  homolog	
  1	
  (Drosophila) 462
NP_004926.1 Q00535 CDK5_HUMAN cyclin-­‐dependent	
  kinase	
  5 25
NP_001036004.1 P56270 MAZ_HUMAN MYC-­‐associated	
  zinc	
  finger	
  protein	
  (purine-­‐binding	
  transcription	
  factor) 330

NOP14_ENST00000502735.1_Missense_Mutation_p.L286F|NOP14-­‐AS1_ENST00000503709.1_RNA|NOP14_ENST00000314262.6_Missense_Mutation_p.L286F|NOP14_ENST00000398071.4_Missense_Mutation_p.L286FP78316 NOP14_HUMAN NOP14	
  nucleolar	
  protein 286
NP_061740.1
NP_001158889.1|NP_003553.2Q02978 M2OM_HUMAN solute	
  carrier	
  family	
  25	
  (mitochondrial	
  carrier;	
  oxoglutarate	
  carrier),	
  member	
  1119
NP_001136116.1 Q2M3C7 SPKAP_HUMAN SPHK1	
  interactor,	
  AKAP	
  domain	
  containing 982
NP_997186.1 Q5VV63 ATRN1_HUMAN attractin-­‐like	
  1 1110
NP_861452.2 Q7Z388 D19L4_HUMAN dpy-­‐19-­‐like	
  4	
  (C.	
  elegans) 293
NP_001243232.1|NP_068707.1O60941 DTNB_HUMAN dystrobrevin,	
  beta 31
NP_001129080.1 Q9UNA1 RHG26_HUMAN Rho	
  GTPase	
  activating	
  protein	
  26 266

NP_602293.1 P37235 HPCL1_HUMAN hippocalcin-­‐like	
  1 108
NP_001159858.1 P43365 MAGAC_HUMAN melanoma	
  antigen	
  family	
  A,	
  12 172
NP_060930.3 Q53QZ3 RHG15_HUMAN Rho	
  GTPase	
  activating	
  protein	
  15 450
NP_001248385.1|NP_002339.2Q9HBG7 LY9_HUMAN lymphocyte	
  antigen	
  9 354
NP_631898.3 Q86TI2 DPP9_HUMAN dipeptidyl-­‐peptidase	
  9 527

RAP1GAP_ENST00000374761.2_Intron|RAP1GAP_ENST00000374765.4_Intron|RAP1GAP_ENST00000542643.2_Intron|RAP1GAP_ENST00000290101.4_IntronP47736 RPGP1_HUMAN RAP1	
  GTPase	
  activating	
  protein 460
NP_872114.1 Q16206 ENOX2_HUMAN ecto-­‐NOX	
  disulfide-­‐thiol	
  exchanger	
  2 55
NP_001007238.1 O75054 IGSF3_HUMAN immunoglobulin	
  superfamily,	
  member	
  3 1075
NP_073586.5 Q86V87 F16B2_HUMAN family	
  with	
  sequence	
  similarity	
  160,	
  member	
  B2 647

BAZ2A_ENST00000549884.1_Silent_p.Q1654Q|BAZ2A_ENST00000379441.3_Silent_p.Q1626Q|BAZ2A_ENST00000551812.1_Silent_p.Q1656QQ9UIF9 BAZ2A_HUMAN bromodomain	
  adjacent	
  to	
  zinc	
  finger	
  domain,	
  2A 1656
NP_062815.2 Q9NQA5 TRPV5_HUMAN transient	
  receptor	
  potential	
  cation	
  channel,	
  subfamily	
  V,	
  member	
  5 121

WSCD1_ENST00000317744.5_Silent_p.G187G|WSCD1_ENST00000573634.1_Silent_p.G71G|WSCD1_ENST00000539421.1_Silent_p.G187G|WSCD1_ENST00000574232.1_Silent_p.G187GQ658N2 WSCD1_HUMAN WSC	
  domain	
  containing	
  1 187
P17813 EGLN_HUMAN endoglin 235

NP_000174.1 P55084 ECHB_HUMAN hydroxyacyl-­‐CoA	
  dehydrogenase/3-­‐ketoacyl-­‐CoA	
  thiolase/enoyl-­‐CoA	
  hydratase	
  (trifunctional	
  protein),	
  beta	
  subunit241
NP_001193600.1|NP_078833.3Q7Z5B4 RIC3_HUMAN RIC3	
  acetylcholine	
  receptor	
  chaperone 95
NP_003667.1 O15121 DEGS1_HUMAN delta(4)-­‐desaturase,	
  sphingolipid	
  1 75
NP_005152.1 P35414 APJ_HUMAN apelin	
  receptor 72
NP_878919.2 Q658P3 STEA3_HUMAN STEAP	
  family	
  member	
  3,	
  metalloreductase 71
NP_001186794.1|NP_078980.3Q96L93 KI16B_HUMAN kinesin	
  family	
  member	
  16B 1142

GRM8_ENST00000444921.2_Silent_p.L103L|GRM8_ENST00000405249.1_Silent_p.L103L|GRM8_ENST00000358373.3_Silent_p.L103LO00222 GRM8_HUMAN glutamate	
  receptor,	
  metabotropic	
  8 103
NP_115991.1 Q969M2 CXA10_HUMAN gap	
  junction	
  protein,	
  alpha	
  10,	
  62kDa 456
NP_003707.2 Q9ULU8 CAPS1_HUMAN Ca++-­‐dependent	
  secretion	
  activator 707
NP_001121185.1 Q8WXF7 ATLA1_HUMAN atlastin	
  GTPase	
  1 307
NP_000259.1|NP_057502.2|NP_861970.1P35240 MERL_HUMAN neurofibromin	
  2	
  (merlin) 38


