
Patient CHROMPOS ID REF ALT QUAL FILTER GeneNameFunc

ACa01 2 1.22E+08 . AC A . PASS TFCP2L1 intronic

ACa01 2 2.05E+08 . G GT . PASS CTLA4 exonic

ACa01 6 58777054 rs60788840TTGGAG T . PASS . intergenic

ACa01 7 93623657 . GTTT G . PASS BET1 exonic

ACa01 12 1.14E+08 rs377378377T TC . PASS SLC8B1 intronic

ACa01 15 62173088 . AT A . PASS VPS13C exonic

ACa01 17 3030310 . CAGA C . PASS OR1G1 exonic

ACa01 19 39760071 . T TC . PASS IFNL2 intronic

ACa01 21 45668946 . C CAG . PASS DNMT3L exonic

ACa01 X 53461076 rs782178653T TAGAC . PASS HSD17B10intronic

ACa02 5 10618545 . ACACAGCCCTAATA . PASS ANKRD33Bexonic

ACa02 13 28973403 rs919028362G GT . PASS FLT1 intronic

ACa02 14 69445857 . T TTGGGC . PASS ACTN1 UTR5

ACa02 19 17397481 rs764034359GTGTGTGTGTGTGTGTGTGTTG . PASS ANKLE1 exonic

ACa02 22 30734626 rs5844903 TC T . PASS SF3A1 intronic

ACa03 3 50005225 . GGGGATTTTCG . PASS RBM6 exonic

ACa04 2 33500956 . CG C . PASS LTBP1 exonic

ACa04 3 1.96E+08 . CGT C . PASS . intergenic

ACa04 16 23224248 . GC G . PASS SCNN1G intronic

ACa06 16 90233007 . CCTCTTTAGGCCAC . PASS . ncRNA_intronic

ACa06 17 6563152 . C CTCTCTCCT. PASS ALOX15P1ncRNA_intronic

ACa06 17 72337184 . CTG C . PASS KIF19 intronic

ACa07 1 889573 rs776098462AC A . PASS NOC2L intronic

ACa07 1 1078309 rs937607867TC T . PASS LINC01342ncRNA_exonic

ACa07 1 1256093 . AC A . PASS CPSF3L intronic

ACa07 1 1356387 rs779039068T TG . PASS ANKRD65 splicing

ACa07 1 1391388 . AC A . PASS ATAD3C intronic

ACa07 1 12253249 . CG C . PASS TNFRSF1Bintronic

ACa07 1 19467922 . TG T . PASS UBR4 exonic

ACa07 1 27106800 . CA C . PASS ARID1A exonic

ACa07 1 39734616 . A AC . PASS MACF1 intronic

ACa07 1 39919366 . C CT . PASS MACF1 intronic

ACa07 1 41990610 rs771239273GA G . PASS HIVEP3 intronic

ACa07 1 62190602 rs768688314T TG . PASS TM2D1 intronic

ACa07 1 86361739 . CT C . PASS COL24A1 exonic

ACa07 1 1.1E+08 rs770097790GT G . PASS SARS intronic

ACa07 1 1.13E+08 . AG A . PASS RHOC intronic

ACa07 1 1.5E+08 . TG T . PASS APH1A intronic

ACa07 1 1.55E+08 . GT G . PASS UBE2Q1 exonic

ACa07 1 1.55E+08 . TA T . PASS CLK2 exonic

ACa07 1 1.56E+08 . GA G . PASS GON4L intronic

ACa07 1 1.57E+08 . CAG C . PASS BCAN intronic

ACa07 1 1.77E+08 . TC T . PASS PAPPA2 intronic

ACa07 1 1.79E+08 rs758416612G GA . PASS AXDND1 exonic

ACa07 1 1.83E+08 rs753798673GA G . PASS DHX9 UTR3

ACa07 1 1.99E+08 rs539544931AT A . PASS PTPRC intronic

ACa07 1 2.04E+08 . AC A . PASS PLEKHA6 exonic

ACa07 1 2.26E+08 rs759424701TA T . PASS LIN9 intronic

ACa07 1 2.27E+08 rs770377082TA T . PASS CDC42BPAintronic

ACa07 1 2.32E+08 . CG C . PASS TSNAX-DISC1ncRNA_exonic

ACa07 2 7421609 rs796897550CTG C . PASS . intergenic
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Detail of somatic INDELs detected in each case by whole genome sequencing.



ACa07 2 11389836 . C CA . PASS ROCK2 exonic

ACa07 2 24406265 rs780891275AT A . PASS FAM228A intronic

ACa07 2 28464145 . TA T . PASS BRE intronic

ACa07 2 41384161 rs199713115CA C . PASS . intergenic

ACa07 2 46841951 . GA G . PASS PIGF intronic

ACa07 2 55464460 rs770359991A AT . PASS MTIF2 exonic

ACa07 2 74763923 rs778937111G GC . PASS LOXL3 exonic

ACa07 2 86433450 . G GT . PASS MRPL35 intronic

ACa07 2 1E+08 . TA T . PASS AFF3 intronic

ACa07 2 1.22E+08 . CG C . PASS TFCP2L1 intronic

ACa07 2 1.49E+08 rs764719749TA T . PASS ACVR2A exonic

ACa07 2 1.67E+08 . AG A . PASS CSRNP3 exonic

ACa07 2 1.67E+08 . A AT . PASS LOC102724058ncRNA_intronic

ACa07 2 1.68E+08 rs745648385T TG . PASS XIRP2 exonic

ACa07 2 1.76E+08 . CT C . PASS ATF2 exonic

ACa07 2 1.79E+08 . AT A . PASS PDE11A intronic

ACa07 2 1.79E+08 rs747096427CT C . PASS MIR548N ncRNA_intronic

ACa07 2 1.79E+08 . AT A . PASS TTN exonic

ACa07 2 1.92E+08 . A AT . PASS STAT1 exonic

ACa07 2 1.99E+08 . CA C . PASS BOLL intronic

ACa07 2 2.03E+08 . T TA . PASS CDK15 intronic

ACa07 2 2.07E+08 . AC A . PASS ADAM23 exonic

ACa07 2 2.08E+08 . AG A . PASS FASTKD2 exonic

ACa07 2 2.08E+08 . GA G . PASS METTL21Aintronic

ACa07 2 2.2E+08 . TA T . PASS RESP18 splicing

ACa07 2 2.29E+08 . TG T . PASS SPHKAP exonic

ACa07 2 2.35E+08 rs544018510A AC . PASS DNAJB3 exonic

ACa07 2 2.42E+08 . CT C . PASS FARP2 intronic

ACa07 3 1363509 . AT A . PASS CNTN6 exonic

ACa07 3 14974794 rs904289631C CT . PASS FGD5 UTR3

ACa07 3 25820209 rs760875539TA T . PASS NGLY1 intronic

ACa07 3 45765061 . GAA G . PASS SACM1L intronic

ACa07 3 47449380 . TGAG T . PASS PTPN23 exonic

ACa07 3 50005144 rs764709206A AG . PASS RBM6 exonic

ACa07 3 51909483 . CA C . PASS IQCF5-AS1ncRNA_exonic

ACa07 3 53220652 . CG C . PASS PRKCD exonic

ACa07 3 53810811 . CT C . PASS CACNA1D intronic

ACa07 3 1.13E+08 . AAG A . PASS C3orf17 intronic

ACa07 3 1.29E+08 . T TG . PASS ACAD9 intronic

ACa07 3 1.38E+08 rs775582041GA G . PASS FAIM exonic

ACa07 3 1.49E+08 . T TC . PASS ANKUB1 intronic

ACa07 3 1.52E+08 . CTTCT C . PASS MBNL1 intronic

ACa07 3 1.74E+08 . A AT . PASS NLGN1 intronic

ACa07 3 1.84E+08 . TG T . PASS CHRD intronic

ACa07 4 1194388 . G GC . PASS LOC100130872ncRNA_intronic

ACa07 4 1379730 rs770474261TTAAC T . PASS UVSSA exonic

ACa07 4 8358662 rs748061060GAGA G . PASS . intergenic

ACa07 4 37863107 rs764697385AT A . PASS PGM2 intronic

ACa07 4 41672908 rs928186470GA G . PASS LIMCH1 intronic

ACa07 4 54231548 . AAGG A . PASS SCFD2 exonic

ACa07 4 56448411 rs752525270AAAAAG A . PASS PDCL2 intronic

ACa07 4 81123328 . TC T . PASS PRDM8 exonic

ACa07 4 95192048 . C CT . PASS SMARCAD1intronic

ACa07 4 1.11E+08 . CG C . PASS EGF intronic



ACa07 4 1.14E+08 . C CA . PASS CAMK2D intronic

ACa07 4 1.15E+08 rs764118577C CT . PASS ARSJ exonic

ACa07 4 1.26E+08 rs763946287TCTC T . PASS FAT4 exonic

ACa07 4 1.78E+08 . A AT . PASS NEIL3 exonic

ACa07 4 1.91E+08 . C CA . PASS FRG2 intronic

ACa07 5 1576160 . AG A . PASS SDHAP3 ncRNA_intronic

ACa07 5 14487780 rs746654944AC A . PASS TRIO exonic

ACa07 5 14711208 rs771729890C CA . PASS ANKH UTR3

ACa07 5 33683110 . GA G . PASS ADAMTS12intronic

ACa07 5 37239071 . GA G . PASS C5orf42 intronic

ACa07 5 38903970 rs762501818CT C . PASS OSMR intronic

ACa07 5 74054640 rs765847834T TG . PASS GFM2 intronic

ACa07 5 77425138 . G GA . PASS AP3B1 intronic

ACa07 5 1.4E+08 . ACT A . PASS SRA1 intronic

ACa07 5 1.41E+08 rs777858421GT G . PASS PCDHGA3 exonic

ACa07 5 1.54E+08 rs769338468G GC . PASS LARP1 exonic

ACa07 5 1.68E+08 . AG A . PASS SLIT3 exonic

ACa07 5 1.68E+08 rs776832675CG C . PASS SLIT3 intronic

ACa07 6 28494004 rs374384377CT C . PASS GPX5 intronic

ACa07 6 31473742 . TG T . PASS MICB intronic

ACa07 6 31931561 rs766600705CT C . PASS SKIV2L intronic

ACa07 6 32149321 rs780501411TC T . PASS AGER exonic

ACa07 6 32156482 rs748995519CG C . PASS PBX2 intronic

ACa07 6 32905244 rs761285537G GA . PASS HLA-DMB intronic

ACa07 6 36867370 rs760020887AC A . PASS C6orf89 exonic

ACa07 6 41555084 . GC G . PASS FOXP4 exonic

ACa07 6 76028720 . GA G . PASS FILIP1 intronic

ACa07 6 99848190 . GA G . PASS PNISR UTR3

ACa07 6 1.01E+08 rs779203314C CA . PASS SIM1 intronic

ACa07 6 1.03E+08 rs766825430CA C . PASS GRIK2 exonic

ACa07 6 1.07E+08 . TC T . PASS BEND3 exonic

ACa07 6 1.11E+08 . A AG . PASS SLC16A10 intronic

ACa07 6 1.12E+08 . G GT . PASS TRAF3IP2 exonic

ACa07 6 1.12E+08 rs149046391ATG A . PASS LAMA4 intronic

ACa07 6 1.22E+08 . AT A . PASS TBC1D32 exonic

ACa07 6 1.35E+08 rs757081326CT C . PASS HBS1L exonic

ACa07 6 1.44E+08 rs746858891C CA . PASS PHACTR2 exonic

ACa07 6 1.6E+08 . TAG T . PASS PNLDC1 intronic

ACa07 6 1.6E+08 . A AT . PASS IGF2R intronic

ACa07 7 35473 . T TGCC . PASS . intergenic

ACa07 7 1703082 rs144374574T TG . PASS . intergenic

ACa07 7 4874484 . TC T . PASS RADIL exonic

ACa07 7 5401258 rs754233336C CG . PASS TNRC18 exonic

ACa07 7 15666546 rs370166690GA G . PASS MEOX2 splicing

ACa07 7 27498345 . A AG . PASS . intergenic

ACa07 7 30472801 rs747063477GA G . PASS NOD1 intronic

ACa07 7 30491509 . AC A . PASS NOD1 exonic

ACa07 7 55433871 . T TC . PASS LANCL2 exonic

ACa07 7 57528541 rs781946785TA T . PASS ZNF716 exonic

ACa07 7 72952223 . C CA . PASS BCL7B intronic

ACa07 7 73480937 . TG T . PASS ELN intronic

ACa07 7 99672965 . GA G . PASS ZNF3 intronic

ACa07 7 1E+08 . TG T . PASS NYAP1 exonic

ACa07 7 1E+08 rs559202547CG C . PASS EPHB4 intronic



ACa07 7 1.02E+08 . GCCAGCCCG . PASS CUX1 exonic

ACa07 7 1.23E+08 rs759412133A AGAG . PASS LMOD2 exonic

ACa07 7 1.34E+08 rs770871530TA T . PASS AKR1B10 intronic

ACa07 7 1.51E+08 . G GC . PASS ATG9B exonic

ACa07 7 1.55E+08 rs761849570CT C . PASS DPP6 intronic

ACa07 8 15977886 . A AAAC . PASS MSR1 intronic

ACa07 8 18656880 rs779076389GA G . PASS PSD3 intronic

ACa07 8 22017278 . G GC . PASS . intergenic

ACa07 8 23340737 rs112629277CG C . PASS . intergenic

ACa07 8 32607049 rs3832550 C CT . PASS NRG1 intronic

ACa07 8 38458195 . CA C . PASS RNF5P1 ncRNA_exonic

ACa07 8 56866371 . AT A . PASS LYN intronic

ACa07 8 80678509 rs778290077CT C . PASS HEY1 UTR5

ACa07 8 95686610 rs775950025TA T . PASS ESRP1 exonic

ACa07 8 1.05E+08 . CT C . PASS RIMS2 intronic

ACa07 8 1.33E+08 rs146253351TAC T . PASS KCNQ3 intronic

ACa07 8 1.44E+08 . T TC . PASS BAI1 intronic

ACa07 8 1.45E+08 rs756254049A AC . PASS CYC1 exonic

ACa07 9 27359243 rs764890015GA G . PASS MOB3B intronic

ACa07 9 34997368 rs776616566CA C . PASS DNAJB5 UTR3

ACa07 9 35707140 . CG C . PASS TLN1 exonic

ACa07 9 44078574 rs530348145AT A . PASS . intergenic

ACa07 9 96438893 . G GA . PASS PHF2 exonic

ACa07 9 98209616 . TG T . PASS PTCH1 exonic

ACa07 9 98278828 . CT C . PASS PTCH1 UTR5

ACa07 9 1.14E+08 rs760631773C CA . PASS KIAA0368 intronic

ACa07 9 1.25E+08 rs779249829AT A . PASS OR1L3 exonic

ACa07 9 1.26E+08 rs1028985698CCTT C . PASS STRBP exonic

ACa07 9 1.28E+08 rs770328554CT C . PASS RABEPK intronic

ACa07 9 1.32E+08 rs367589276AC A . PASS C9orf50,NTMT1intronic

ACa07 9 1.34E+08 . TG T . PASS PPAPDC3 intronic

ACa07 9 1.39E+08 . TG T . PASS PMPCA exonic

ACa07 9 1.4E+08 . G GC . PASS LCN8 intronic

ACa07 9 1.4E+08 rs751769886A AC . PASS CCDC183 intronic

ACa07 9 1.4E+08 . AC A . PASS C9orf142 exonic

ACa07 10 7269835 . A AG . PASS SFMBT2 exonic

ACa07 10 26534837 rs762577520AT A . PASS GAD2 intronic

ACa07 10 29169287 . CA C . PASS C10orf126 exonic

ACa07 10 47381004 . TA T . PASS FAM35DP ncRNA_exonic

ACa07 10 64977094 rs758235168T TA . PASS JMJD1C splicing

ACa07 10 70731843 . G GT . PASS DDX21 intronic

ACa07 10 72520489 rs754210432C CG . PASS ADAMTS14exonic

ACa07 10 75560463 rs769663113T TC . PASS ZSWIM8 exonic

ACa07 10 81072274 . CT C . PASS ZMIZ1 intronic

ACa07 10 81927077 rs748869505GACAA G . PASS ANXA11 intronic

ACa07 10 88768816 rs766418648GGAA G . PASS AGAP11 exonic

ACa07 10 95400667 rs758568616AT A . PASS PDE6C intronic

ACa07 10 1.05E+08 . CA C . PASS INA intronic

ACa07 10 1.24E+08 rs553465855G GC . PASS TACC2 intronic

ACa07 10 1.34E+08 . GT G . PASS BNIP3 intronic

ACa07 11 320191 . T TG . PASS IFITM3 intronic

ACa07 11 375699 . TG T . PASS B4GALNT4exonic

ACa07 11 1478186 rs751872197AC A . PASS BRSK2 exonic

ACa07 11 4712970 rs976638432CA C . PASS OR51E2 intronic



ACa07 11 7110948 . GC G . PASS RBMXL2 exonic

ACa07 11 8716961 . CCCTT C . PASS ST5 intronic

ACa07 11 20409548 rs763227380T TTG . PASS PRMT3 intronic

ACa07 11 26584821 rs777800896C CA . PASS MUC15,ANO3intronic

ACa07 11 43740330 rs1049395320CA C . PASS HSD17B12intronic

ACa07 11 45907401 . AG A . PASS MAPK8IP1exonic

ACa07 11 62378941 . AG A . PASS EML3 exonic

ACa07 11 66433146 . GA G . PASS RBM4B,RBM4intronic

ACa07 11 67049843 rs758867794GC G . PASS ADRBK1 intronic

ACa07 11 71238177 rs898704768GA G . PASS . upstream

ACa07 11 77920855 rs764735138AC A . PASS USP35 exonic

ACa07 11 83344240 . AC A . PASS DLG2 intronic

ACa07 11 92531965 . AT A . PASS FAT3 exonic

ACa07 11 93439895 rs573988986AT A . PASS CEP295 intronic

ACa07 11 1.34E+08 rs776667136AAAGT A . PASS JAM3 exonic

ACa07 12 416952 rs774964135CT C . PASS KDM5A exonic

ACa07 12 4877574 rs766674371C CT . PASS GALNT8 intronic

ACa07 12 6765122 . CT C . PASS ING4 intronic

ACa07 12 7064305 . TC T . PASS PTPN6 intronic

ACa07 12 7967145 . GA G . PASS SLC2A14 intronic

ACa07 12 9885640 . A AAG . PASS CLECL1 exonic

ACa07 12 12510357 rs756699760GTTC G . PASS LOH12CR1UTR5

ACa07 12 27786283 rs764988079AT A . PASS PPFIBP1 intronic

ACa07 12 27803090 . TCTC T . PASS PPFIBP1 intronic

ACa07 12 40878124 . TG T . PASS MUC19 exonic

ACa07 12 46385784 . T TC . PASS . intergenic

ACa07 12 49433406 rs763669424CA C . PASS KMT2D intronic

ACa07 12 50475320 . TC T . PASS ASIC1 intronic

ACa07 12 51402108 . GTA G . PASS SLC11A2 intronic

ACa07 12 52200420 . GC G . PASS SCN8A exonic

ACa07 12 53400448 . TG T . PASS EIF4B intronic

ACa07 12 54426885 rs553289615AT A . PASS HOXC5 UTR5

ACa07 12 56827355 . CA C . PASS TIMELESSexonic

ACa07 12 57422572 rs770612489CT C . PASS MYO1A exonic

ACa07 12 57522679 rs535931779T TG . PASS LRP1 UTR5

ACa07 12 57921731 rs776317118TG T . PASS MBD6 exonic

ACa07 12 1.04E+08 rs199962994GT G . PASS HCFC2 intronic

ACa07 12 1.05E+08 . TAAAG T . PASS NFYB intronic

ACa07 12 1.24E+08 . C CT . PASS DNAH10 exonic

ACa07 13 27255386 rs764375036GC G . PASS WASF3 exonic

ACa07 13 36855327 . A AG . PASS CCDC169,CCDC169-SOHLH2intronic

ACa07 13 1.11E+08 rs71669698TG T . PASS CARS2 intronic

ACa07 14 55236839 . G GA . PASS SAMD4A exonic

ACa07 14 58934608 . GA G . PASS KIAA0586 exonic

ACa07 14 59781977 rs11347467CT C . PASS DAAM1 intronic

ACa07 14 69354434 rs552698914TA T . PASS ACTN1 intronic

ACa07 14 94120292 . CT C . PASS UNC79 exonic

ACa07 14 96798757 . AT A . PASS ATG2B intronic

ACa07 14 1.06E+08 . AC A . PASS CRIP1 intronic

ACa07 15 23021238 rs145147241CT C . PASS NIPA2 exonic

ACa07 15 42930851 . CT C . PASS STARD9 intronic

ACa07 15 43705010 rs764380384CA C . PASS RNU6-28P ncRNA_intronic

ACa07 15 43748660 . CT C . PASS TP53BP1 exonic

ACa07 15 49574201 . CTG C . PASS GALK2 exonic



ACa07 15 54003202 rs563562643GT G . PASS WDR72 intronic

ACa07 15 72072854 rs751559575T TA . PASS THSD4 UTR3

ACa07 15 73558645 rs556111664C CT . PASS NEO1 intronic

ACa07 15 73995992 . GC G . PASS CD276 intronic

ACa07 15 85405928 . TG T . PASS ALPK3 exonic

ACa07 15 86807692 rs764346151CA C . PASS AGBL1 exonic

ACa07 15 88472356 . GA G . PASS NTRK3 intronic

ACa07 15 90190139 . AC A . PASS KIF7 exonic

ACa07 15 91434151 . GC G . PASS FES intronic

ACa07 16 3599228 rs778135071G GA . PASS NLRC3 splicing

ACa07 16 4387550 rs780965684GC G . PASS GLIS2 UTR3

ACa07 16 4862228 rs749150409G GC . PASS GLYR1 exonic

ACa07 16 12536764 . CT C . PASS SNX29 intronic

ACa07 16 15122677 . G GT . PASS PDXDC1 intronic

ACa07 16 30392609 . AC A . PASS SEPT1,ZNF48intronic

ACa07 16 30983080 rs757029678T TGA . PASS SETD1A intronic

ACa07 16 50340876 . GT G . PASS ADCY7 intronic

ACa07 16 66436882 rs781713547G GC . PASS CDH5 exonic

ACa07 16 67325657 rs767902569CG C . PASS KCTD19 exonic

ACa07 16 68321838 . ACT A . PASS SLC7A6 intronic

ACa07 16 88494628 . T TC . PASS ZNF469 exonic

ACa07 17 663583 . TA T . PASS GLOD4 intronic

ACa07 17 2597572 . TG T . PASS CLUH splicing

ACa07 17 7297382 . TG T . PASS TMEM256-PLSCR3ncRNA_intronic

ACa07 17 7832616 rs757496409AC A . PASS KCNAB3 exonic

ACa07 17 8380302 . GCTT G . PASS MYH10 exonic

ACa07 17 29687463 rs528599051TA T . PASS NF1 intronic

ACa07 17 37318860 . ATC A . PASS ARL5C intronic

ACa07 17 37687471 . TG T . PASS CDK12 exonic

ACa07 17 40458083 . GA G . PASS STAT5A intronic

ACa07 17 41004673 . TC T . PASS AOC3 exonic

ACa07 17 42477138 . CT C . PASS GPATCH8 exonic

ACa07 17 43322182 . CCA C . PASS FMNL1 splicing

ACa07 17 45291237 rs138017390T TGGA . PASS MYL4 intronic

ACa07 17 45915469 . AC A . PASS SCRN2 UTR3

ACa07 17 46878603 . CG C . PASS TTLL6 intronic

ACa07 17 76794615 . AT A . PASS USP36 exonic

ACa07 17 77081973 rs763479483GC G . PASS ENGASE intronic

ACa07 17 78942662 . ATGGAATCCA . PASS . intergenic

ACa07 17 80012761 rs748705896GC G . PASS GPS1 intronic

ACa07 18 2724882 rs142973168AT A . PASS SMCHD1 intronic

ACa07 18 12274075 rs750026844TC T . PASS CIDEA intronic

ACa07 18 13643281 . GT G . PASS LDLRAD4 intronic

ACa07 18 21140211 . C CA . PASS NPC1 exonic

ACa07 18 23845110 rs766135427CT C . PASS TAF4B intronic

ACa07 18 33553014 . GA G . PASS C18orf21 intronic

ACa07 18 44101049 rs571081471G GC . PASS LOXHD1 intronic

ACa07 18 46476715 rs1019291900CCCT C . PASS SMAD7 exonic

ACa07 18 56246441 rs763053514T TC . PASS ALPK2 exonic

ACa07 19 1128144 . GA G . PASS SBNO2 intronic

ACa07 19 1434835 . GC G . PASS DAZAP1 exonic

ACa07 19 3831692 rs764459144CG C . PASS ZFR2 exonic

ACa07 19 3941222 . G GC . PASS NMRK2 intronic

ACa07 19 4697751 . TC T . PASS DPP9 intronic



ACa07 19 4909388 . GC G . PASS . intronic

ACa07 19 5218843 rs759079886GA G . PASS PTPRS intronic

ACa07 19 5240270 . CG C . PASS PTPRS exonic

ACa07 19 6387617 rs770801416GC G . PASS GTF2F1 intronic

ACa07 19 6719395 . TG T . PASS C3 exonic

ACa07 19 8601567 . TG T . PASS MYO1F intronic

ACa07 19 13081255 . GT G . PASS DAND5 intronic

ACa07 19 17941276 . GAGA G . PASS JAK3 intronic

ACa07 19 18887992 rs779900748TC T . PASS CRTC1 exonic

ACa07 19 33638508 rs767765996C CA . PASS WDR88 intronic

ACa07 19 34941384 . CA C . PASS UBA2 intronic

ACa07 19 35843419 . CG C . PASS . downstream

ACa07 19 36211898 . AC A . PASS KMT2B exonic

ACa07 19 37118180 rs941444046GA G . PASS ZNF382 exonic

ACa07 19 38023216 . A AT . PASS ZNF793 intronic

ACa07 19 38573182 . GC G . PASS SIPA1L3 exonic

ACa07 19 43808555 . T TC . PASS . intergenic

ACa07 19 43991218 rs766201872TC T . PASS PHLDB3 exonic

ACa07 19 45655750 . TG T . PASS NKPD1 exonic

ACa07 19 45803093 . CG C . PASS MARK4 exonic

ACa07 19 46124694 rs752065381C CG . PASS EML2 intronic

ACa07 19 46190720 . GA G . PASS SNRPD2 UTR3

ACa07 19 46998234 . AC A . PASS PNMAL2 exonic

ACa07 19 48197890 rs755506199A AC . PASS GLTSCR1 exonic

ACa07 19 49458970 rs398122840T TG . PASS BAX exonic

ACa07 19 50139128 . CG C . PASS RRAS intronic

ACa07 19 50862108 . TC T . PASS NAPSA intronic

ACa07 19 51955893 rs766698635CAG C . PASS SIGLEC8 intronic

ACa07 19 54754576 . T TG . PASS LILRB5 UTR3

ACa07 19 54947243 . TC T . PASS TTYH1 intronic

ACa07 19 55815035 rs781137898A AC . PASS BRSK1 exonic

ACa07 19 59069508 . AC A . PASS UBE2M intronic

ACa07 20 2730208 . GC G . PASS EBF4 intronic

ACa07 20 3944693 rs757564629GA G . PASS RNF24 intronic

ACa07 20 13698200 rs36051769CT C . PASS ESF1 intronic

ACa07 20 17596265 . GC G . PASS RRBP1 intronic

ACa07 20 31022441 rs1085307856A AG . PASS ASXL1 exonic

ACa07 20 33501331 rs753929913C CG . PASS ACSS2 intronic

ACa07 20 35155634 . CA C . PASS DLGAP4-AS1ncRNA_intronic

ACa07 20 35284816 rs751182908TG T . PASS NDRG3 splicing

ACa07 20 45644793 rs768498940C CT . PASS EYA2 intronic

ACa07 20 47858503 rs766714372CA C . PASS DDX27 exonic

ACa07 20 62070158 rs935971274AC A . PASS KCNQ2 intronic

ACa07 20 62193605 . GC G . PASS HELZ2 intronic

ACa07 21 21112410 rs368731771AG A . PASS . intergenic

ACa07 21 47571590 rs753817415GC G . PASS FTCD exonic

ACa07 21 47663396 rs775538929C CG . PASS MCM3AP exonic

ACa07 22 20137447 rs200146458TC T . PASS . upstream

ACa07 22 25853204 . TC T . PASS CRYBB2P1ncRNA_intronic

ACa07 22 28195488 . AG A . PASS MN1 exonic

ACa07 22 31927025 . CT C . PASS SFI1 intronic

ACa07 22 37769103 rs768670879AG A . PASS ELFN2 UTR3

ACa07 22 37964382 . AC A . PASS CDC42EP1exonic

ACa07 22 42905256 . GC G . PASS SERHL ncRNA_intronic



ACa07 22 46712113 rs774308273A AC . PASS GTSE1 exonic

ACa07 22 50636198 . AC A . PASS TRABD intronic

ACa07 X 302051 . GT G . PASS PPP2R3B exonic

ACa07 X 7243363 rs763150956CT C . PASS STS intronic

ACa07 X 20134812 . G GC . PASS MAP7D2 intronic

ACa07 X 41203475 rs775218288A AT . PASS DDX3X intronic

ACa07 X 47500595 rs751557523AG A . PASS ELK1 intronic

ACa07 X 48763589 rs782125178A AC . PASS SLC35A2 intronic

ACa07 X 49055509 . T TG . PASS SYP-AS1 ncRNA_exonic

ACa07 X 49961701 . G GC . PASS AKAP4 intronic

ACa07 X 75004753 . TG T . PASS MAGEE2 exonic

ACa07 X 1.35E+08 rs1064795942CG C . PASS SLC9A6 UTR5

ACa07 X 1.53E+08 rs782343056A AG . PASS PLXNB3 exonic

ACaP01 6 1611718 . CCCG C . PASS FOXC1 exonic

ACaP01 11 75279877 . A AGGTGCTG. PASS SERPINH1splicing

ACaP01 19 1128220 . C CCTGAAGGGCAGCAATGCTGCAGGAACT. PASS SBNO2 intronic

ACaP02 1 43916716 . CCATCTTCACAGCAACCCTGGCAC . PASS HYI,SZT2 UTR3

ACaP02 2 1.6E+08 rs748564874AGCACTGA . PASS DAPL1 UTR5

ACaP02 3 19554555 . GTCTCCCTCG . PASS KCNH8 exonic

ACaP02 13 47263423 . CATTTGTATATTCATGTGATATTCGTAAAAGTGC . PASS LRCH1 intronic

ACaP02 14 70040199 rs934423339GGAGGCCG . PASS CCDC177 exonic

ACaP02 15 23690415 rs4036589 T TTGTGC . PASS . intergenic

ACaP03 1 54691919 rs10625539G GGAA . PASS SSBP3 UTR3

ACaP03 2 1.19E+08 . A AGGAGG . PASS INSIG2 intronic

ACaP03 2 1.19E+08 rs370703029AGGAGGAGGAGGA . PASS INSIG2 intronic

ACaP03 6 90121644 . ATCCTCC A . PASS RRAGD exonic

ACaP03 9 1.28E+08 . T TTCACGGGGCCTG. PASS WDR38 intronic

ACaP03 17 78450008 . CGGATGGTCTCCTTCTGGCTCAC . PASS NPTX1 exonic

ACaP03 18 33877739 . GCGTCCCGGCCCGCGGCCCCG . PASS FHOD3 UTR5

ACaP04 2 1.74E+08 . ACTCAATCCTCACCAGTCGCA . PASS ZAK exonic

ACaP04 4 25162105 rs886059354AAAAAC A . PASS SEPSECS UTR5

ACaP04 7 6226691 . TCCATGTTGAATTTCTTTCTTCT . PASS CYTH3 exonic

ACaP04 11 87011 . AGGTGTCA . PASS . intergenic

ACaP04 14 21993501 rs948870103ACTCCT A . PASS SALL2 exonic

ACaP04 17 7811126 rs1047246911CCAGTA C . PASS CHD3 intronic

ACaP05 1 1.48E+08 . AGAGTT A . PASS NBPF14,NBPF8,NBPF9exonic

ACaP06 2 1.73E+08 . CCGGGACCTTGGGCCTTTTTGC . PASS PDK1 intronic

ACaP06 6 1.58E+08 . GCCAAGGAGGAGGAACGCG . PASS SYNJ2 exonic

ACaP06 12 1.33E+08 . GA G . PASS POLE exonic

ACaP06 17 7578525 . G GCAA . PASS TP53 exonic

ACaP06 19 49691954 . A ACGC . PASS TRPM4 exonic

ACaP06 19 51172433 . TGGGGACGTGGTGGGTGGCGT . PASS SHANK1 exonic

ACaP06 22 36960223 rs398037047G GT . PASS CACNG2 UTR3

ACaP07 3 1.85E+08 . AAGTTGCCCATTAGA . PASS IGF2BP2 intronic

ACaP07 4 71554619 rs756216791CGAGGAGC . PASS UTP3 exonic

ACaP07 10 21805804 rs745927830GGCCGCCGCCGCCGCTGCCGCCGCCGCCG . PASS SKIDA1 exonic

ACaP07 16 845968 . AC A . PASS CHTF18 exonic

ACaP07 17 46673923 . CGCCGCCGCCGCGTCAGGC . PASS HOXB6 exonic

ACaP07 19 36237318 . A AG . PASS PSENEN splicing

ACaP07MT 9531 rs267606614A AC . PASS . intergenic

ACaP09 20 13765944 . C CGCGGGGCGGCGGGGCG. PASS NDUFAF5 intronic

ACaP10 17 18159768 . GC G . PASS FLII intronic

ACaP11 1 43770851 rs751929994C CG . PASS TIE1 intronic

ACaP11 8 14095086 . CCCCAAAACACTCACCTATGGTCAGCTGTCCGC . PASS SGCZ exonic



ACaP11 9 1.4E+08 . T TG . PASS ENTPD2 exonic

ACaP11 11 1.32E+08 . ATCT A . PASS NTM intronic

ACaP11 14 68162286 . T TA . PASS RDH11 intronic

ACaP11 22 42557265 rs766608312CGGGCG C . PASS TCF20 UTR3

ACaP12 2 23925992 . C CTTG . PASS KLHL29 intronic

ACaP12 5 56719286 . CAAGGG C . PASS . intergenic

ACaP12 9 1.31E+08 . G GC . PASS ODF2 intronic

ACaP12 11 6662745 rs778892181CCAGCAGC . PASS DCHS1 exonic

ACaP12 12 9907649 . TA T . PASS CD69 intronic

ACaP12 13 99461550 rs774391312TTTTTG T . PASS DOCK9 intronic

ACaP12 14 88892767 rs775800959CG C . PASS SPATA7 exonic

ACaP12 16 67063717 . G GT . PASS CBFB splicing

ACaP12 17 15410163 . A AATTCT . PASS TVP23C-CDRT4,TVP23Cintronic

ACaP12 17 27044730 . AGAGCGGCCCGGGGGCGCGA . PASS NARR,RAB34UTR5

ACaP12 21 46900013 rs764562855CCCAGGACCCCAAGGGCCTC . PASS COL18A1 exonic

ACaP12 22 17414848 . AGAGCCCCAGA . PASS . intergenic

ACaP12X 16888095 . GCCGCGGCCTCGCGCGCCCGCCGCCCCG . PASS RBBP7 intronic

ACaP13 7 6682259 . CGAGGTGC . PASS ZNF316 exonic

ACaP13 8 1.08E+08 . TTGATCAAAGGT . PASS ANGPT1 intronic

ACaP13 11 1.02E+08 rs60157696TA T . PASS BIRC3 intronic

ACaP13 16 69153951 rs759649969GGGGCCTG . PASS CHTF8 UTR3

ACaP13 19 46366371 . TCCGCCGT . PASS SYMPK UTR5

ACaP13 19 58002863 . G GCTGT . PASS ZNF419 exonic

ACaP13X 48163160 . C CT . PASS SSX9 ncRNA_intronic

ACaP13X 1.07E+08 . A AT . PASS COL4A6 intronic

ACaP14 3 51392370 . AGG A . PASS DOCK3 exonic

ACaP14 3 1.02E+08 . CTT C . PASS NFKBIZ exonic

ACaP14 15 93632120 . GTCTGCCCGGCTCG . PASS RGMA intronic



Gene GeneDetailExonicFuncAAChange Genecode27wgRna cytoBand targetScanStfbsConsSites

NM_014553. . . ENST00000263707.5_1. 2q14.2 . .

NM_005214. frameshift insertionCTLA4:NM_005214:exon3:c.523dupT:p.L174fsENST00000487393.1_1,ENST00000427473.2_1,ENST00000302823.7_1,ENST00000295854.10_1,ENST00000472206.1_1. 2q33.2 . Score=999;Name=V$SRY_01

NR_003660,NONEdist=489331;dist=NONE. . . . 6p11.1 . .

NM_005868. nonframeshift deletionBET1:NM_005868:exon4:c.239_241del:p.80_81delENST00000471446.1_1,ENST00000357520.8_1,ENST00000222547.7_1,ENST00000457139.5_1,ENST00000426634.1_1,ENST00000426193.6_1,ENST00000433727.5_2. 7q21.3 . .

NM_024959. . . ENST00000552014.5_1,ENST00000202831.7_1,ENST00000553238.5_1,ENST00000550672.5_1,ENST00000552565.5_1,ENST00000546737.5_2. 12q24.13 . .

NM_001018088,NM_017684,NM_018080,NM_020821. frameshift deletionVPS13C:NM_017684:exon70:c.9712delA:p.I3238fs,VPS13C:NM_018080:exon70:c.9712delA:p.I3238fs,VPS13C:NM_001018088:exon72:c.9841delA:p.I3281fs,VPS13C:NM_020821:exon72:c.9841delA:p.I3281fsENST00000395898.3_1,ENST00000261517.9_1,ENST00000558919.1_1,ENST00000395896.8_1,ENST00000249837.7_1. 15q22.2 . .

NM_003555. nonframeshift deletionOR1G1:NM_003555:exon1:c.533_535del:p.178_179delENST00000328890.2_1. 17p13.3 . .

NM_172138. . . ENST00000331982.5_1. 19q13.2 . .

NM_013369,NM_175867. frameshift insertionDNMT3L:NM_013369:exon11:c.957_958insCT:p.A320fs,DNMT3L:NM_175867:exon11:c.957_958insCT:p.A320fsENST00000436357.5_1,ENST00000628202.2_1,ENST00000270172.7_1,ENST00000624081.1_1. 21q22.3 . .

NM_001037811,NM_004493. . . ENST00000375298.4_1,ENST00000168216.10_1,ENST00000495986.1_1,ENST00000375304.9_1. Xp11.22 . .

NM_001164440. nonframeshift deletionANKRD33B:NM_001164440:exon2:c.468_479del:p.156_160delENST00000504806.5_1,ENST00000296657.6_1. 5p15.2 . Score=807;Name=V$GFI1_01

NM_001159920,NM_001160030,NM_001160031,NM_002019. . . ENST00000282397.8_1,ENST00000615840.4_1,ENST00000639477.1_1,ENST00000541932.5_1,ENST00000539099.1_1. 13q12.3 . .

NM_001102,NM_001130004,NM_001130005NM_001102:c.-85_-84insGCCCA;NM_001130004:c.-85_-84insGCCCA;NM_001130005:c.-85_-84insGCCCA. . ENST00000394419.8_4,ENST00000193403.10_4,ENST00000438964.6_1. 14q24.1 . .

NM_001278444. frameshift deletionANKLE1:NM_001278444:exon8:c.1914_1933del:p.C638fsENST00000598347.2_1,ENST00000404085.5_1,ENST00000394458.7_1,ENST00000594072.5_1,ENST00000596626.1_1. 19p13.11 . .

NM_005877. . . ENST00000215793.12_1,ENST00000444440.1_3,ENST00000411423.1_1. 22q12.2 . .

NM_005777. nonframeshift deletionRBM6:NM_005777:exon3:c.368_376del:p.123_126delENST00000443081.5_1,ENST00000454079.5_1,ENST00000266022.8_2,ENST00000442092.5_2,ENST00000422955.5_2,ENST00000425608.5_1,ENST00000419610.5_1,ENST00000434592.5_1,ENST00000441115.5_1. 3p21.31 . Score=905;Name=V$CREL_01

NM_000627,NM_001166264,NM_001166265,NM_001166266,NM_206943. frameshift deletionLTBP1:NM_000627:exon14:c.1981delG:p.G661fs,LTBP1:NM_001166264:exon14:c.1981delG:p.G661fs,LTBP1:NM_001166265:exon14:c.1822delG:p.G608fs,LTBP1:NM_001166266:exon14:c.1822delG:p.G608fs,LTBP1:NM_206943:exon18:c.2959delG:p.G987fsENST00000404816.6_1,ENST00000402934.5_1,ENST00000404525.5_1,ENST00000418533.6_1,ENST00000407925.5_1. 2p22.3 . Score=979;Name=V$AP2REP_01

NM_005781,NR_003264dist=2844;dist=48067. . ENST00000468819.1_1. 3q29 . .

NM_001039. . . ENST00000300061.2_1,ENST00000563471.1_1. 16p12.2 . .

NR_126161. . . ENST00000565965.1_1,ENST00000570230.1_1,ENST00000568070.1_1. 16q24.3 . .

NR_045985. . . ENST00000635042.1_2,ENST00000634977.1_2. 17p13.1 . .

NM_153209. . . ENST00000551294.5_1,ENST00000547389.1_1,ENST00000389916.4_1,ENST00000359939.10_1. 17q25.1 . .

NM_015658. . . ENST00000327044.6_1,ENST00000477976.5_1. 1p36.33 . .

NR_038869. . . ENST00000416774.1_1. 1p36.33 . .

NM_001256456,NM_001256460,NM_001256462,NM_001256463,NM_017871. . . ENST00000496353.1_1,ENST00000526797.5_1,ENST00000490853.5_1,ENST00000534345.5_1,ENST00000526332.5_1,ENST00000434694.6_1,ENST00000470679.3_1,ENST00000540437.5_1,ENST00000530031.5_1,ENST00000526113.1_1,ENST00000435064.5_1,ENST00000429572.5_1,ENST00000527719.5_1,ENST00000430786.5_1,ENST00000545578.5_1,ENST00000498173.2_1,ENST00000620829.4_1,ENST00000525285.1_1,ENST00000525603.1_1,ENST00000498476.6_1,ENST00000488042.6_1,ENST00000532952.5_1,ENST00000411962.5_1,ENST00000528879.5_1,ENST00000493534.6_1,ENST00000618806.4_1,ENST00000527098.5_1,ENST00000421495.6_1,ENST00000526904.5_1,ENST00000419704.5_1,ENST00000532772.5_1,ENST00000323275.10_1,ENST00000531019.5_1,ENST00000458452.7_1,ENST00000450926.6_1. 1p36.33 . .

NM_001145210,NM_001243535,NM_001243536. . . ENST00000520296.5_1,ENST00000427211.3_1,ENST00000442470.1_1,ENST00000428932.1_1,ENST00000537107.5_1,ENST00000454272.2_1. 1p36.33 . .

NM_001039211. . . ENST00000378785.6_1. 1p36.33 . .

NM_001066. . . ENST00000376259.6_1,ENST00000492361.1_1. 1p36.22 . .

NM_020765. frameshift deletionUBR4:NM_020765:exon57:c.8406delC:p.P2802fsENST00000375254.7_1,ENST00000425413.5_1,ENST00000417040.1_1. 1p36.13 . .

NM_006015,NM_139135. frameshift deletionARID1A:NM_006015:exon20:c.6412delA:p.T2138fs,ARID1A:NM_139135:exon20:c.5761delA:p.T1921fsENST00000466382.2_2,ENST00000532781.1_1,ENST00000374152.7_2,ENST00000637788.1_1,ENST00000324856.11_1,ENST00000430799.7_2,ENST00000457599.6_1,ENST00000636219.1_1. 1p36.11 . Score=894;Name=V$SP1_Q6

NM_012090. . . ENST00000524432.5_1,ENST00000530262.5_1,ENST00000496804.5_1,ENST00000567887.5_2,ENST00000372915.7_2,ENST00000361689.6_1,ENST00000564288.5_2. 1p34.3 . .

NM_012090. . . ENST00000567887.5_2,ENST00000372925.6_1,ENST00000487656.1_1,ENST00000289893.8_1,ENST00000564288.5_2,ENST00000361689.6_1,ENST00000372915.7_2. 1p34.3 . .

NM_001127714,NM_024503. . . ENST00000372583.5_1,ENST00000460604.1_1,ENST00000372584.5_1. 1p34.2 . .

NM_032027. . . ENST00000606498.5_2,ENST00000468586.5_1,ENST00000496465.1_1,ENST00000371178.5_1,ENST00000488206.5_1,ENST00000494926.5_3,ENST00000294613.9_2,ENST00000371180.6_2,ENST00000371177.2_1. 1p31.3 . .

NM_152890. frameshift deletionCOL24A1:NM_152890:exon30:c.2841delA:p.K947fsENST00000426639.5_1,ENST00000370571.6_1. 1p22.3 . .

NM_006513. . . ENST00000234677.6_1,ENST00000369923.4_2,ENST00000477544.5_1. 1p13.3 . .

NM_001042678,NM_001042679,NM_175744. . . ENST00000484280.6_1,ENST00000369633.6_2,ENST00000606505.5_1,ENST00000471038.6_1,ENST00000468093.5_1,ENST00000369632.6_2,ENST00000527563.1_1,ENST00000369637.5_2,ENST00000369642.7_2,ENST00000606954.1_3,ENST00000369636.6_1,ENST00000607158.5_1,ENST00000339083.11_2,ENST00000478447.1_1,ENST00000528831.5_1,ENST00000605933.5_1,ENST00000369638.6_2,ENST00000484054.3_2,ENST00000285735.6_2,ENST00000436685.6_2,ENST00000425265.6_2. 1p13.2 . .

NM_001077628,NM_001243771,NM_001243772,NM_016022. . . ENST00000414276.6_1,ENST00000360244.8_2,ENST00000461320.5_1,ENST00000486720.1_1,ENST00000486308.1_1,ENST00000369109.7_2,ENST00000236017.5_1. 1q21.2 . .

NM_017582. frameshift deletionUBE2Q1:NM_017582:exon12:c.1235delA:p.N412fsENST00000467683.5_1,ENST00000292211.4_1. 1q21.3 . Score=833;Name=V$FOXO4_02

NM_001294338,NM_001294339,NM_003993. frameshift deletionCLK2:NM_003993:exon12:c.1240delG:p.G414fsENST00000361168.9_1,ENST00000497188.1_1,ENST00000476983.5_1,ENST00000368361.8_1,ENST00000355560.4_1. 1q22 . Score=851;Name=V$FOXJ2_02

NM_001282856,NM_001282858,NM_001282860,NM_001282861,NM_032292. . . ENST00000467009.1_1,ENST00000437809.5_1,ENST00000368331.5_1,ENST00000615926.4_1,ENST00000361040.9_1,ENST00000482386.5_1,ENST00000622608.1_1,ENST00000271883.9_1,ENST00000471341.5_1,ENST00000620426.4_1. 1q22 . .

NM_021948,NM_198427. . . ENST00000329117.9_1,ENST00000424639.5_1,ENST00000479949.5_1,ENST00000361588.5_1,ENST00000457777.6_3,ENST00000441358.5_4. 1q23.1 . .

NM_020318. . . ENST00000367662.4_1. 1q25.2 . .

NM_144696. frameshift insertionAXDND1:NM_144696:exon3:c.118dupA:p.E39fsENST00000511889.5_2,ENST00000461179.2_1,ENST00000511157.5_1,ENST00000507383.5_1,ENST00000367618.7_1,ENST00000617277.4_3,ENST00000510593.5_1,ENST00000508229.5_2,ENST00000508285.2_1,ENST00000509175.5_3. 1q25.2 . .

NM_001357NM_001357:c.*39delA. . ENST00000485081.5_1,ENST00000473076.1_1,ENST00000367549.3_1. 1q25.3 . .

NM_002838,NM_080921. . . ENST00000348564.10_2,ENST00000367367.8_1,ENST00000530727.5_1,ENST00000367379.5_1,ENST00000529828.5_1,ENST00000442510.6_2. 1q31.3 . .

NM_014935. frameshift deletionPLEKHA6:NM_014935:exon8:c.982delG:p.V328fsENST00000637508.1_1,ENST00000414478.1_1,ENST00000272203.7_1. 1q32.1 . Score=888;Name=V$NFKAPPAB50_01

NM_001270409,NM_001270410,NM_173083. . . ENST00000328205.9_2,ENST00000366808.5_2,ENST00000460719.5_2,ENST00000481685.1_2,ENST00000359525.2_1. 1q42.12 . .

NM_003607,NM_014826. . . ENST00000334218.9_1,ENST00000366764.6_1,ENST00000366769.7_1,ENST00000366767.7_1,ENST00000366766.6_1. 1q42.13 . .

NR_028393. . . ENST00000366637.7_1,ENST00000622252.4_3,ENST00000620189.3_3,ENST00000439617.6_3. 1q42.2 . .

NR_110252,NR_038432dist=203599;dist=139781. . . . 2p25.1 . .

Supplementary Table 5

Detail of somatic INDELs detected in each case by whole genome sequencing.



NM_004850. frameshift insertionROCK2:NM_004850:exon4:c.412dupT:p.W138fsENST00000315872.10_1,ENST00000261535.7_1,ENST00000431087.1_3,ENST00000616279.4_1,ENST00000462366.1_1. 2p25.1 . Score=935;Name=V$LYF1_01

NM_001040710. . . ENST00000432434.1_4,ENST00000456591.5_1,ENST00000295150.7_3,ENST00000610442.1_1. 2p23.3 . .

NM_001261840,NM_004899,NM_199191,NM_199192,NM_199193,NM_199194. . . ENST00000361704.6_1,ENST00000344773.6_1,ENST00000379632.6_1,ENST00000379624.5_1,ENST00000342045.6_1. 2p23.2 . .

NM_001112802,NR_033996dist=644587;dist=720533. . ENST00000452488.1_1. 2p22.1 . .

NM_002643,NM_173074. . . ENST00000306465.8_1,ENST00000281382.10_1,ENST00000412717.1_1,ENST00000495933.1_1. 2p21 . .

NM_001005369,NM_002453. frameshift insertionMTIF2:NM_002453:exon15:c.1974dupA:p.F659fs,MTIF2:NM_001005369:exon16:c.1974dupA:p.F659fsENST00000394600.7_1,ENST00000403721.5_1,ENST00000263629.8_1. 2p16.1 . .

NM_032603. frameshift insertionLOXL3:NM_032603:exon5:c.824dupG:p.G275fsENST00000264094.7_1,ENST00000409549.5_1,ENST00000393937.6_1,ENST00000409986.5_1,ENST00000470907.6_1,ENST00000481835.2_1,ENST00000420535.1_3,ENST00000409249.5_1,ENST00000413469.1_2. 2p13.1 . .

NM_016622,NM_145644. . . ENST00000605125.5_1,ENST00000409180.1_3,ENST00000337109.8_1,ENST00000254644.12_1. 2p11.2 . .

NM_001025108,NM_002285. . . ENST00000409579.5_1,ENST00000409236.6_1,ENST00000317233.8_1,ENST00000430789.1_1. 2q11.2 . .

NM_014553. . . ENST00000263707.5_1. 2q14.2 . .

NM_001278579,NM_001278580,NM_001616. frameshift deletionACVR2A:NM_001278580:exon10:c.979delA:p.K327fs,ACVR2A:NM_001616:exon10:c.1303delA:p.K435fs,ACVR2A:NM_001278579:exon11:c.1303delA:p.K435fsENST00000495775.1_1,ENST00000241416.11_1,ENST00000535787.5_1,ENST00000404590.1_1. 2q22.3 . .

NM_001172173,NM_024969. frameshift deletionCSRNP3:NM_024969:exon3:c.262delG:p.G88fs,CSRNP3:NM_001172173:exon5:c.262delG:p.G88fsENST00000409664.5_1,ENST00000421875.5_1,ENST00000409420.1_1,ENST00000314499.11_1,ENST00000342316.8_1. 2q24.3 . .

NR_110598. . . ENST00000409050.1_1,ENST00000630226.2_2,ENST00000423058.6_1,ENST00000595647.5_1,ENST00000628933.2_2,ENST00000635750.1_2,ENST00000375405.7_1,ENST00000303395.8_1,ENST00000597623.3_1,ENST00000637038.1_1,ENST00000641575.1_1,ENST00000641603.1_1,ENST00000635776.1_1,ENST00000625916.1_1,ENST00000636194.1_1,ENST00000641996.1_1,ENST00000640036.1_1,ENST00000637988.1_2. 2q24.3 . .

NM_001199144,NM_152381. frameshift insertionXIRP2:NM_001199144:exon7:c.1390dupG:p.T463fs,XIRP2:NM_152381:exon9:c.2056dupG:p.T685fsENST00000409273.5_2,ENST00000409605.1_1,ENST00000409043.5_2,ENST00000409728.5_1,ENST00000628543.2_2,ENST00000409195.5_2. 2q24.3 . .

NM_001256090,NM_001256091,NM_001256092,NM_001256093,NM_001880. frameshift deletionATF2:NM_001256092:exon11:c.889delA:p.R297fs,ATF2:NM_001256093:exon11:c.889delA:p.R297fs,ATF2:NM_001256091:exon12:c.1009delA:p.R337fs,ATF2:NM_001880:exon12:c.1063delA:p.R355fs,ATF2:NM_001256090:exon13:c.1063delA:p.R355fsENST00000435004.6_1,ENST00000428760.5_1,ENST00000417080.5_1,ENST00000345739.9_1,ENST00000426833.7_1,ENST00000538946.5_1,ENST00000456655.5_1,ENST00000409635.5_1,ENST00000392544.5_1,ENST00000264110.6_1,ENST00000409499.5_1,ENST00000415955.5_1,ENST00000421438.5_1,ENST00000429579.5_1,ENST00000478905.1_1,ENST00000409437.5_1. 2q31.1 . .

NM_001077196,NM_001077197,NM_001077358,NM_016953. . . ENST00000478646.5_1,ENST00000409504.5_2,ENST00000436700.5_2,ENST00000488399.5_1,ENST00000286063.10_2,ENST00000358450.8_2,ENST00000389683.7_2. 2q31.2 . .

NR_031666. . . ENST00000392505.6_1,ENST00000315022.2_1,ENST00000409631.5_1,ENST00000409045.7_1,ENST00000359685.7_1,ENST00000190611.8_2. 2q31.2 . .

NM_001256850,NM_001267550,NM_003319,NM_133378,NM_133432,NM_133437. stopgain TTN:NM_003319:exon154:c.46672delA:p.I15558X,TTN:NM_133432:exon155:c.47047delA:p.I15683X,TTN:NM_133378:exon275:c.66163delA:p.I22055X,TTN:NM_001256850:exon276:c.68944delA:p.I22982X,TTN:NM_001267550:exon326:c.73867delA:p.I24623XENST00000626117.2_2,ENST00000626954.2_2,ENST00000589042.5_3,ENST00000438095.1_1,ENST00000342175.11_1,ENST00000592750.5_1,ENST00000627564.2_2,ENST00000590932.5_1,ENST00000625480.2_2,ENST00000591111.5_3,ENST00000625536.2_2,ENST00000628296.2_2,ENST00000342992.10_3,ENST00000460472.6_3,ENST00000615779.5_1,ENST00000419746.5_1,ENST00000592600.5_1,ENST00000456053.5_1,ENST00000590807.5_1,ENST00000630096.2_2,ENST00000592630.5_1,ENST00000628826.2_2,ENST00000359218.10_1,ENST00000586831.5_1,ENST00000592689.5_1,ENST00000626138.2_2,ENST00000591332.5_1,ENST00000585451.5_1,ENST00000586452.5_1,ENST00000586707.5_1. 2q31.2 . .

NM_007315,NM_139266. frameshift insertionSTAT1:NM_007315:exon15:c.1241dupA:p.N414fs,STAT1:NM_139266:exon15:c.1241dupA:p.N414fsENST00000392322.7_2,ENST00000452281.5_1,ENST00000409465.5_2,ENST00000540176.5_1,ENST00000392323.6_2,ENST00000361099.7_2. 2q32.2 . .

NM_001284358,NM_001284361,NM_001284362,NM_033030,NM_197970. . . ENST00000430004.5_2,ENST00000409845.1_1,ENST00000392296.8_1,ENST00000468827.2_1,ENST00000434976.5_1,ENST00000282278.12_1,ENST00000433157.1_1,ENST00000321801.11_1. 2q33.1 . .

NM_001261435,NM_001261436,NM_139158. . . ENST00000451080.5_1,ENST00000434439.1_2,ENST00000450471.6_1,ENST00000488419.1_1,ENST00000260967.6_1,ENST00000493754.5_1,ENST00000410091.7_1. 2q33.1 . .

NM_003812. frameshift deletionADAM23:NM_003812:exon24:c.2334delC:p.H778fsENST00000374415.7_1,ENST00000444281.1_1,ENST00000264377.7_1. 2q33.3 . .

NM_001136193,NM_001136194,NM_014929. frameshift deletionFASTKD2:NM_001136193:exon2:c.597delG:p.Q199fs,FASTKD2:NM_001136194:exon2:c.597delG:p.Q199fs,FASTKD2:NM_014929:exon2:c.597delG:p.Q199fsENST00000487777.5_1,ENST00000403094.3_1,ENST00000236980.10_1,ENST00000402774.7_1. 2q33.3 . .

NM_001127395,NM_145280. . . ENST00000432416.5_1,ENST00000425132.5_2,ENST00000411432.5_1,ENST00000272839.7_2,ENST00000442521.1_1,ENST00000458426.5_2,ENST00000406927.6_1,ENST00000448823.2_1,ENST00000426075.5_1,ENST00000448007.6_1. 2q33.3 . .

NM_001007089NM_001007089:exon8:c.641-3T>-. . ENST00000392083.5_1,ENST00000333527.5_1,ENST00000470719.1_1. 2q35 . .

NM_001142644,NM_030623. frameshift deletionSPHKAP:NM_001142644:exon7:c.1589delC:p.P530fs,SPHKAP:NM_030623:exon7:c.1589delC:p.P530fsENST00000344657.5_1,ENST00000392056.7_1. 2q36.3 . .

NM_001001394. frameshift insertionDNAJB3:NM_001001394:exon1:c.375dupG:p.S126fsENST00000373450.4_1,ENST00000484784.2_1,ENST00000305139.10_1,ENST00000373426.3_1,ENST00000449667.1_1,ENST00000373424.5_1,ENST00000373414.3_1,ENST00000480628.1_1,ENST00000450233.1_1,ENST00000373409.7_1,ENST00000344644.9_1,ENST00000446481.6_1,ENST00000406651.1_1,ENST00000354728.4_1,ENST00000482026.5_1,ENST00000446806.1_1,ENST00000373445.1_1. 2q37.1 . .

NM_014808. . . ENST00000264042.7_1,ENST00000444371.1_1,ENST00000470617.1_1,ENST00000486736.5_1. 2q37.3 . .

NM_001289080,NM_001289081,NM_014461. frameshift deletionCNTN6:NM_001289081:exon7:c.722delT:p.I241fs,CNTN6:NM_001289080:exon8:c.938delT:p.I313fs,CNTN6:NM_014461:exon8:c.938delT:p.I313fsENST00000446702.6_1,ENST00000397479.6_1,ENST00000350110.2_1. 3p26.3 . Score=844;Name=V$BRN2_01

NM_152536NM_152536:c.*120_*121insT. . ENST00000468662.5_1,ENST00000543601.5_3,ENST00000476851.1_1,ENST00000487605.1_1,ENST00000430166.5_1,ENST00000285046.9_3. 3p25.1 . .

NM_001145293,NM_001145294,NM_001145295,NM_018297. . . ENST00000474611.1_1,ENST00000427041.1_1,ENST00000396649.7_1,ENST00000463611.1_1,ENST00000428257.5_1,ENST00000280699.13_1,ENST00000478991.1_1,ENST00000461491.5_1,ENST00000308710.9_1,ENST00000417874.6_1,ENST00000280700.9_1,ENST00000493324.5_1. 3p24.2 . .

NM_014016. . . ENST00000455997.5_1,ENST00000441228.5_1,ENST00000389061.9_1,ENST00000418611.5_2. 3p21.31 . .

NM_015466. nonframeshift deletionPTPN23:NM_015466:exon14:c.1120_1122del:p.374_374delENST00000265562.4_1,ENST00000602307.5_1. 3p21.31 . .

NM_005777. frameshift insertionRBM6:NM_005777:exon3:c.287dupG:p.R96fsENST00000442092.5_2,ENST00000266022.8_2,ENST00000443081.5_1,ENST00000441115.5_1,ENST00000422955.5_2,ENST00000425608.5_1,ENST00000419610.5_1,ENST00000454079.5_1,ENST00000434592.5_1. 3p21.31 . .

NR_109984. . . ENST00000440723.1_1,ENST00000446461.1_1. 3p21.2 . .

NM_006254,NM_212539. frameshift deletionPRKCD:NM_212539:exon13:c.1294delG:p.G432fs,PRKCD:NM_006254:exon14:c.1294delG:p.G432fsENST00000394729.6_1,ENST00000330452.7_1. 3p21.1 . .

NM_000720,NM_001128839,NM_001128840. . . ENST00000636627.1_1,ENST00000422281.6_2,ENST00000350061.9_1,ENST00000636633.1_1,ENST00000481478.1_2,ENST00000636570.1_1,ENST00000636938.1_1,ENST00000636448.1_1,ENST00000637424.1_1,ENST00000640483.1_1,ENST00000638120.1_1,ENST00000288139.9_2,ENST00000636595.1_1. 3p21.1 . .

NM_015412. . . ENST00000469809.5_1,ENST00000473284.5_1,ENST00000494575.5_1,ENST00000470663.1_1,ENST00000460410.5_1,ENST00000486271.5_1,ENST00000314400.9_1,ENST00000494164.5_1,ENST00000462295.5_1,ENST00000472637.5_1,ENST00000383675.6_2,ENST00000491121.1_1,ENST00000494891.5_1,ENST00000496206.5_1,ENST00000496340.1_1,ENST00000461381.5_1,ENST00000469169.5_1,ENST00000472705.5_1,ENST00000485330.5_1,ENST00000472166.1_3,ENST00000489848.5_1. 3q13.2 . .

NM_014049. . . ENST00000505867.5_1,ENST00000511325.1_1,ENST00000511227.5_1,ENST00000508971.1_1,ENST00000308982.11_1,ENST00000511526.5_1. 3q21.3 . .

NM_001033030,NM_001033031. frameshift deletionFAIM:NM_001033030:exon3:c.98delA:p.E33fs,FAIM:NM_001033031:exon3:c.62delA:p.E21fsENST00000360570.7_1,ENST00000464912.1_1,ENST00000464668.5_1,ENST00000470889.5_1,ENST00000393034.6_1,ENST00000491175.1_1,ENST00000338446.8_1,ENST00000479848.1_2,ENST00000393035.6_1. 3q22.3 . .

NM_001144960. . . ENST00000484019.1_1,ENST00000446160.6_2,ENST00000462519.3_2. 3q25.1 . .

NM_021038,NM_207292. . . ENST00000461436.1_1,ENST00000282488.11_1,ENST00000477171.1_1,ENST00000324210.9_1,ENST00000493459.5_2,ENST00000460591.5_1,ENST00000495875.6_1,ENST00000355460.6_1,ENST00000459747.1_3,ENST00000282486.10_1. 3q25.1 . .

NM_014932. . . ENST00000415045.1_2,ENST00000457714.5_1,ENST00000361589.8_1. 3q26.31 . .

NM_003741. . . ENST00000460627.5_1,ENST00000482805.5_1,ENST00000450923.5_1,ENST00000448472.5_1,ENST00000470150.5_1,ENST00000485883.5_1,ENST00000486066.5_1,ENST00000348986.3_2,ENST00000356534.7_1,ENST00000459711.5_1,ENST00000204604.5_1,ENST00000461684.5_1,ENST00000420973.5_1. 3q27.1 . .

NR_024569. . . ENST00000515553.1_1,ENST00000511672.5_3,ENST00000502657.1_1,ENST00000511679.5_3,ENST00000400762.7_1,ENST00000509233.5_3,ENST00000504871.1_1,ENST00000506266.1_1,ENST00000505653.1_1,ENST00000617421.4_1. 4p16.3 . .

NM_020894. frameshift deletionUVSSA:NM_020894:exon14:c.2112_2115del:p.F704fsENST00000389851.9_3,ENST00000503548.1_1,ENST00000512728.5_3,ENST00000507531.5_3,ENST00000511216.5_3,ENST00000511563.5_3. 4p16.3 . .

NM_053044,NM_001101667dist=49825;dist=9344. . ENST00000505448.3_1. 4p16.1 . .

NM_018290. . . ENST00000512556.1_1,ENST00000381967.8_1,ENST00000510084.2_1. 4p14 . .

NM_001112717,NM_001112718,NM_001112719,NM_001112720,NM_001289122,NM_001289124,NM_014988. . . ENST00000396595.7_1,ENST00000512946.5_1,ENST00000511496.5_1,ENST00000381753.8_1,ENST00000512820.5_1,ENST00000503057.5_2,ENST00000513024.5_1,ENST00000313860.11_1,ENST00000508466.1_1,ENST00000512632.5_1,ENST00000508501.5_1,ENST00000514096.5_1,ENST00000509277.5_2. 4p13 . .

NM_152540. nonframeshift deletionSCFD2:NM_152540:exon1:c.558_560del:p.186_187delENST00000611795.1_1,ENST00000388940.8_1,ENST00000401642.7_1,ENST00000503450.1_1. 4q12 . .

NM_152401. . . ENST00000295645.8_1. 4q12 . .

NM_001099403,NM_020226. frameshift deletionPRDM8:NM_001099403:exon4:c.713delC:p.S238fs,PRDM8:NM_020226:exon10:c.713delC:p.S238fsENST00000504452.5_1,ENST00000339711.8_1,ENST00000515013.5_1,ENST00000415738.2_1. 4q21.21 . .

NM_001128429,NM_001128430,NM_001254949,NM_020159. . . ENST00000394961.6_1,ENST00000506089.1_1,ENST00000510105.5_1,ENST00000359052.8_1,ENST00000354268.8_1,ENST00000457823.6_1,ENST00000514232.1_1,ENST00000509418.1_1. 4q22.3 . .

NM_001178130,NM_001178131,NM_001963. . . ENST00000265171.9_1,ENST00000509793.5_1,ENST00000503392.1_1. 4q25 . .



NM_001221,NM_172114,NM_172115,NM_172127,NM_172128,NM_172129. . . ENST00000508738.5_1,ENST00000509594.1_1,ENST00000379773.6_1,ENST00000505990.5_2,ENST00000342666.9_1,ENST00000296402.9_1,ENST00000515496.5_1,ENST00000513132.5_4,ENST00000511664.5_2,ENST00000394522.7_3,ENST00000514328.5_2,ENST00000394524.7_1. 4q26 . .

NM_024590. frameshift insertionARSJ:NM_024590:exon2:c.1736dupA:p.K579fsENST00000315366.7_1. 4q26 . .

NM_001291285,NM_001291303,NM_024582. nonframeshift deletionFAT4:NM_024582:exon17:c.14345_14347del:p.4782_4783delENST00000394329.7_1,ENST00000335110.5_1. 4q28.1 . Score=956;Name=V$HSF2_01

NM_018248. frameshift insertionNEIL3:NM_018248:exon10:c.1725dupT:p.N575fsENST00000264596.3_1. 4q34.3 . .

NM_001005217,NM_001286820. . . ENST00000504750.5_1,ENST00000378763.1_1. 4q35.2 . .

NR_003263. . . ENST00000515467.2_1. 5p15.33 . .

NM_007118. frameshift deletionTRIO:NM_007118:exon48:c.7044delC:p.H2348fsENST00000512070.6_1,ENST00000513206.5_1,ENST00000344204.8_1,ENST00000510281.1_1,ENST00000515144.5_1,ENST00000620511.1_1. 5p15.2 . .

NM_054027NM_054027:c.*97_*98insT. . ENST00000502585.1_1,ENST00000284268.6_1. 5p15.2 . .

NM_030955. . . ENST00000504582.5_1,ENST00000504830.5_4,ENST00000352040.7_4. 5p13.3 . .

NM_023073. . . ENST00000508244.5_4,ENST00000425232.6_3. 5p13.2 . .

NM_003999. . . ENST00000274276.7_1. 5p13.1 . .

NM_001281302,NM_032380,NM_170681,NM_170691. . . ENST00000296805.7_1,ENST00000345239.6_1,ENST00000509097.1_1,ENST00000509430.5_1,ENST00000506778.1_2,ENST00000427854.6_1. 5q13.3 . .

NM_001271769,NM_003664. . . ENST00000519295.5_2,ENST00000255194.10_2,ENST00000517561.1_1. 5q14.1 . .

NM_001035235,NM_001253764. . . ENST00000336283.7_2,ENST00000602875.5_1,ENST00000602775.5_1,ENST00000520427.1_1,ENST00000523259.5_1. 5q31.3 . .

NM_018916,NM_032011. frameshift deletionPCDHGA3:NM_018916:exon1:c.1151delT:p.V384fs,PCDHGA3:NM_032011:exon1:c.1151delT:p.V384fsENST00000253812.7_1,ENST00000612467.1_1,ENST00000394576.2_1,ENST00000517417.2_1,ENST00000619750.1_1. 5q31.3 . .

NM_015315. frameshift insertionLARP1:NM_015315:exon6:c.668dupC:p.A223fsENST00000523163.5_3,ENST00000524248.5_2,ENST00000336314.8_2,ENST00000518194.1_1,ENST00000518297.5_2,ENST00000521577.1_1. 5q33.2 . .

NM_001271946,NM_003062. frameshift deletionSLIT3:NM_001271946:exon29:c.3181delC:p.L1061fs,SLIT3:NM_003062:exon29:c.3160delC:p.L1054fsENST00000519560.5_1,ENST00000518092.1_1,ENST00000332966.8_1,ENST00000404867.7_1. 5q34 . Score=781;Name=V$STAT5A_02

NM_001271946,NM_003062. . . ENST00000404867.7_1,ENST00000332966.8_1,ENST00000522615.1_1,ENST00000521870.1_1,ENST00000519560.5_1. 5q34 . .

NM_001509,NM_003996. . . ENST00000469384.1_1,ENST00000483058.1_1,ENST00000412168.6_1. 6p22.1 . .

NM_001289160,NM_001289161,NM_005931. . . ENST00000494577.1_1,ENST00000399150.7_1,ENST00000538442.5_2,ENST00000252229.6_2. 6p21.33 . .

NM_006929. . . ENST00000465703.5_1,ENST00000375394.6_1,ENST00000474839.5_1. 6p21.33 . .

NM_001206936,NM_001206954. frameshift deletionAGER:NM_001206954:exon8:c.910delG:p.D304fs,AGER:NM_001206936:exon9:c.1000delG:p.D334fsENST00000469940.5_1,ENST00000620802.4_1,ENST00000375067.7_1,ENST00000473619.5_1,ENST00000488669.5_1,ENST00000375076.8_2,ENST00000375055.6_1,ENST00000375070.7_1,ENST00000438221.6_1,ENST00000375069.7_2,ENST00000375065.6_1,ENST00000484849.5_1. 6p21.32 . .

NM_002586. . . ENST00000480254.1_1,ENST00000375050.5_1,ENST00000496171.1_1,ENST00000478678.5_1. 6p21.32 . .

NM_002118. . . ENST00000498020.1_1,ENST00000429234.1_2,ENST00000418107.2_1,ENST00000414017.5_1. 6p21.32 . .

NM_001286635,NM_152734. frameshift deletionC6orf89:NM_152734:exon2:c.172delC:p.P58fs,C6orf89:NM_001286635:exon3:c.151delC:p.P51fsENST00000480824.6_1,ENST00000373685.1_1,ENST00000355190.7_1,ENST00000359359.6_3. 6p21.2 . Score=724;Name=V$PAX4_04

NM_001012426,NM_001012427,NM_138457. frameshift deletionFOXP4:NM_001012426:exon7:c.707delC:p.A236fs,FOXP4:NM_001012427:exon7:c.701delC:p.A234fs,FOXP4:NM_138457:exon7:c.704delC:p.A235fsENST00000373060.5_1,ENST00000307972.8_1,ENST00000373057.7_1,ENST00000373063.7_1,ENST00000409208.5_1. 6p21.1 . Score=998;Name=V$AP2ALPHA_01

NM_001289987,NM_001300866,NM_015687. . . ENST00000370020.1_1,ENST00000393004.6_1,ENST00000498523.1_1,ENST00000237172.11_1. 6q14.1 . .

NM_015491,NM_032870NM_015491:c.*225delT;NM_032870:c.*225delT. . ENST00000481229.1_1,ENST00000438806.5_1,ENST00000369239.9_1. 6q16.2 . .

NM_005068. . . ENST00000369208.7_1,ENST00000262901.4_1. 6q16.3 . .

NM_001166247,NM_021956,NM_175768. frameshift deletionGRIK2:NM_001166247:exon15:c.2539delA:p.K847fs,GRIK2:NM_021956:exon15:c.2539delA:p.K847fs,GRIK2:NM_175768:exon15:c.2539delA:p.K847fsENST00000369137.7_1,ENST00000369134.8_1,ENST00000421544.5_1,ENST00000318991.10_1,ENST00000413795.5_1,ENST00000369138.5_1. 6q16.3 . Score=835;Name=V$OCT1_04

NM_001080450. frameshift deletionBEND3:NM_001080450:exon5:c.793delG:p.D265fsENST00000429433.3_1,ENST00000369042.5_1. 6q21 . .

NM_018593. . . ENST00000368851.9_3,ENST00000612036.4_1. 6q21 . .

NM_001164281,NM_001164283,NM_147686. frameshift insertionTRAF3IP2:NM_001164283:exon4:c.245dupA:p.N82fs,TRAF3IP2:NM_001164281:exon9:c.1610dupA:p.N537fs,TRAF3IP2:NM_147686:exon9:c.1613dupA:p.N538fsENST00000438298.6_1,ENST00000368761.9_1,ENST00000449449.6_1,ENST00000456352.2_1,ENST00000340026.10_3,ENST00000532353.1_1,ENST00000368730.5_1,ENST00000392556.8_3,ENST00000442928.6_1,ENST00000368735.1_1,ENST00000368734.5_1,ENST00000440395.1_1,ENST00000359831.8_1,ENST00000492671.1_1,ENST00000368731.6_1. 6q21 . .

NM_001105206,NM_001105207,NM_002290. . . ENST00000424408.6_1,ENST00000389463.8_1,ENST00000230538.11_1,ENST00000522006.5_1. 6q21 . .

NM_152730. frameshift deletionTBC1D32:NM_152730:exon18:c.2151delA:p.K717fsENST00000275159.10_1,ENST00000398212.6_1,ENST00000464622.5_1. 6q22.31 . Score=837;Name=V$OCT_C

NM_001145207. frameshift deletionHBS1L:NM_001145207:exon5:c.1881delA:p.K627fsENST00000367837.9_1,ENST00000367822.9_1,ENST00000367826.6_1,ENST00000524715.5_3,ENST00000529882.5_2,ENST00000415177.6_1,ENST00000533274.5_2,ENST00000526100.5_3,ENST00000314674.7_1. 6q23.3 . .

NM_001100164,NM_001100165,NM_001100166,NM_014721. frameshift insertionPHACTR2:NM_001100165:exon5:c.471dupA:p.S157fs,PHACTR2:NM_001100166:exon5:c.438dupA:p.S146fs,PHACTR2:NM_001100164:exon6:c.711dupA:p.S237fs,PHACTR2:NM_014721:exon6:c.678dupA:p.S226fsENST00000420771.2_1,ENST00000367584.8_1,ENST00000367582.7_1,ENST00000440869.6_1,ENST00000305766.10_1,ENST00000427704.6_1,ENST00000451827.6_2,ENST00000542769.5_1. 6q24.2 . .

NM_001271862,NM_173516. . . ENST00000610048.5_1,ENST00000610273.5_2,ENST00000610041.5_1,ENST00000392167.3_2,ENST00000609334.1_1,ENST00000275275.9_1. 6q25.3 . .

NM_000876. . . ENST00000356956.5_2. 6q25.3 . .

NONE,NR_108065dist=NONE;dist=114245. . ENST00000632586.1_1. 7p22.3 . .

NR_001288,NM_001128636dist=46754;dist=45716. . . . 7p22.3 . .

NM_018059. frameshift deletionRADIL:NM_018059:exon4:c.1169delG:p.G390fsENST00000445392.5_1,ENST00000399583.3_1. 7p22.1 . .

NM_001080495. frameshift insertionTNRC18:NM_001080495:exon14:c.4627dupC:p.R1543fsENST00000399537.8_1,ENST00000440081.2_3,ENST00000430969.5_1. 7p22.1 . Score=858;Name=V$MAZR_01

NM_005924NM_005924:exon3:c.518-4T>-. . ENST00000262041.5_1. 7p21.2 . .

NR_120507,NM_152740dist=211497;dist=66714. . ENST00000453115.1_1. 7p15.2 . .

NM_006092. . . ENST00000467706.1_1,ENST00000434755.5_1,ENST00000222823.8_1,ENST00000489614.5_1. 7p14.3 . .

NM_006092. frameshift deletionNOD1:NM_006092:exon6:c.1523delG:p.G508fsENST00000222823.8_1,ENST00000434755.5_1. 7p14.3 . .

NM_018697. frameshift insertionLANCL2:NM_018697:exon1:c.154dupC:p.R51fsENST00000452107.6_1,ENST00000254770.2_1. 7p11.2 . .

NM_001159279. frameshift deletionZNF716:NM_001159279:exon4:c.375delA:p.V125fsENST00000420713.1_1. 7p11.2 . .

NM_001197244,NM_001301061,NM_001707. . . ENST00000463858.5_1,ENST00000464288.5_1,ENST00000411832.5_1,ENST00000493671.5_1,ENST00000455335.2_1,ENST00000482231.5_1,ENST00000448175.5_1,ENST00000454871.5_1,ENST00000493679.5_1,ENST00000486818.5_1,ENST00000416906.2_1,ENST00000223368.6_1. 7q11.23 . .

NM_000501,NM_001081752,NM_001081753,NM_001081754,NM_001081755,NM_001278912,NM_001278913,NM_001278914,NM_001278915,NM_001278916,NM_001278917,NM_001278918,NM_001278939. . . ENST00000380576.9_1,ENST00000320399.10_1,ENST00000252034.11_1,ENST00000358929.8_1,ENST00000380562.8_1,ENST00000445912.5_1,ENST00000380575.8_1,ENST00000458204.5_1,ENST00000320492.11_1,ENST00000414324.5_1,ENST00000429192.5_1,ENST00000380553.8_1,ENST00000357036.9_1,ENST00000621115.4_1,ENST00000380584.8_1. 7q11.23 . .

NM_001278284,NM_001278287,NM_001278290,NM_001278291,NM_001278292,NM_017715,NM_032924. . . ENST00000303915.10_1,ENST00000487620.1_1,ENST00000299667.8_1,ENST00000460331.5_1,ENST00000441298.5_1,ENST00000412947.5_1,ENST00000415068.1_3,ENST00000292393.9_1,ENST00000413658.6_1,ENST00000428683.5_3,ENST00000424697.5_1,ENST00000485892.5_1,ENST00000466121.1_1,ENST00000449785.5_3. 7q22.1 . .

NM_173564. frameshift deletionNYAP1:NM_173564:exon4:c.817delG:p.G273fsENST00000454988.1_1,ENST00000300179.6_1. 7q22.1 . .

NM_004444. . . ENST00000358173.7_1,ENST00000489808.1_1,ENST00000487222.5_1,ENST00000616502.4_1,ENST00000360620.7_1,ENST00000477446.5_1. 7q22.1 . .



NM_001202543,NM_181552. frameshift deletionCUX1:NM_001202543:exon23:c.3740_3746del:p.A1247fs,CUX1:NM_181552:exon23:c.3707_3713del:p.A1236fsENST00000556210.1_1,ENST00000560541.5_1,ENST00000558836.5_1,ENST00000292535.11_1,ENST00000393824.7_1,ENST00000437600.8_1,ENST00000360264.7_1,ENST00000547394.6_1,ENST00000622516.4_1,ENST00000550008.6_1,ENST00000549414.6_1,ENST00000546411.6_1,ENST00000425244.6_1,ENST00000292538.8_1. 7q22.1 . Score=824;Name=V$TAXCREB_01

NM_207163. nonframeshift insertionLMOD2:NM_207163:exon2:c.354_355insGAG:p.T118delinsTEENST00000456238.2_1,ENST00000458573.2_1. 7q31.32 . .

NM_020299. . . ENST00000359579.4_1,ENST00000475559.1_1. 7q33 . .

NM_173681. unknown UNKNOWNENST00000605952.5_2,ENST00000639579.1_1,ENST00000617967.4_1,ENST00000469530.4_2. 7q36.1 . Score=822;Name=V$OLF1_01

NM_001039350,NM_001290252,NM_001936,NM_130797. . . ENST00000493268.1_1,ENST00000377770.7_1,ENST00000427557.1_1,ENST00000448767.1_1,ENST00000404039.5_1,ENST00000332007.7_1. 7q36.2 . .

NM_138715,NM_138716. . . ENST00000350896.3_1,ENST00000355282.6_1,ENST00000262101.9_1,ENST00000445506.6_1. 8p22 . .

NM_015310,NM_206909. . . ENST00000286485.12_1,ENST00000440756.4_1,ENST00000519653.5_1,ENST00000523619.5_1,ENST00000518963.5_1,ENST00000519851.5_1,ENST00000518315.5_1,ENST00000517971.5_1,ENST00000327040.12_1,ENST00000520858.5_1. 8p22 . .

NM_139278,NM_001172410dist=2934;dist=1906. . ENST00000524318.3_1,ENST00000524350.1_1. 8p21.3 . Score=946;Name=V$ZIC3_01

NM_001128930,NM_016612dist=25494;dist=45625. . ENST00000523257.1_1,ENST00000521021.1_1. 8p21.2 . .

NM_001159995,NM_001159996,NM_001159999,NM_001160001,NM_001160004,NM_001160008,NM_013956,NM_013957,NM_013960,NM_013964. . . ENST00000521670.5_1,ENST00000523681.1_1,ENST00000518084.5_1,ENST00000405005.7_1,ENST00000518104.5_1,ENST00000519240.5_1,ENST00000523534.5_1,ENST00000519301.5_1,ENST00000522402.5_1,ENST00000287842.7_1,ENST00000523079.5_1,ENST00000522569.1_1,ENST00000539990.3_1,ENST00000356819.7_1. 8p12 . .

NR_003129. . . ENST00000524091.1_1. 8p11.22 . .

NM_001111097,NM_002350. . . ENST00000519728.5_1,ENST00000520220.6_2. 8q12.1 . .

NM_001282851NM_001282851:c.-12delA. . ENST00000518733.1_1,ENST00000523976.1_1,ENST00000337919.9_2,ENST00000354724.7_2,ENST00000435063.2_1. 8q21.13 . .

NM_001034915,NM_001122825,NM_001122826,NM_001122827,NM_017697. frameshift deletionESRP1:NM_001034915:exon12:c.1528delA:p.K510fs,ESRP1:NM_001122825:exon12:c.1528delA:p.K510fs,ESRP1:NM_001122826:exon12:c.1528delA:p.K510fs,ESRP1:NM_001122827:exon12:c.1528delA:p.K510fs,ESRP1:NM_017697:exon12:c.1528delA:p.K510fsENST00000517610.1_1,ENST00000423620.6_1,ENST00000358397.9_1,ENST00000433389.6_1,ENST00000519505.5_1,ENST00000454170.6_1. 8q22.1 . .

NM_001100117,NM_001282881,NM_014677. . . ENST00000408894.6_1,ENST00000504942.6_1,ENST00000507740.5_1,ENST00000262231.14_1,ENST00000436393.6_1. 8q22.3 . .

NM_001204824,NM_004519. . . ENST00000388996.9_2,ENST00000638588.1_1,ENST00000621976.1_1,ENST00000521134.6_2,ENST00000639358.1_1,ENST00000519589.1_1,ENST00000519445.5_1,ENST00000639496.1_1. 8q24.22 . .

NM_001702. . . ENST00000323289.6_1,ENST00000521208.5_3,ENST00000517894.5_3. 8q24.3 . .

NM_001916. frameshift insertionCYC1:NM_001916:exon2:c.270dupC:p.H90fsENST00000528618.1_1,ENST00000533444.1_1,ENST00000318911.4_1. 8q24.3 . Score=904;Name=V$ZIC2_01

NM_024761. . . ENST00000262244.5_1,ENST00000603061.1_1. 9p21.2 . .

NM_001135004,NM_001135005,NM_012266NM_001135004:c.*113delA;NM_001135005:c.*113delA;NM_012266:c.*113delA. . ENST00000312316.9_1,ENST00000454002.6_1,ENST00000545841.5_1,ENST00000453597.7_1,ENST00000541010.5_1. 9p13.3 Score=98;Name=DNAJB5:miR-129/129-5p.

NM_006289. frameshift deletionTLN1:NM_006289:exon37:c.4883delC:p.P1628fsENST00000314888.9_1,ENST00000464379.5_1. 9p13.3 . .

NM_001201380,NR_121564dist=156102;dist=306010. . ENST00000402318.2_1. 9p11.2 . .

NM_005392. frameshift insertionPHF2:NM_005392:exon21:c.2851dupA:p.K950fsENST00000359246.8_1,ENST00000375376.8_1,ENST00000610682.1_1. 9q22.31 . .

NM_000264,NM_001083602,NM_001083603,NM_001083604,NM_001083605,NM_001083606,NM_001083607. frameshift deletionPTCH1:NM_000264:exon23:c.3921delC:p.P1307fs,PTCH1:NM_001083602:exon23:c.3723delC:p.P1241fs,PTCH1:NM_001083603:exon23:c.3918delC:p.P1306fs,PTCH1:NM_001083604:exon23:c.3468delC:p.P1156fs,PTCH1:NM_001083605:exon23:c.3468delC:p.P1156fs,PTCH1:NM_001083606:exon23:c.3468delC:p.P1156fs,PTCH1:NM_001083607:exon23:c.3468delC:p.P1156fsENST00000418258.5_1,ENST00000375274.6_1,ENST00000437951.5_1,ENST00000429896.6_1,ENST00000430669.6_1,ENST00000421141.5_1,ENST00000546744.5_1,ENST00000375290.6_3,ENST00000331920.10_1. 9q22.32 . .

NM_001083602NM_001083602:c.-76delA. . ENST00000468211.6_1,ENST00000551425.1_1,ENST00000375274.6_1,ENST00000437951.5_1,ENST00000551623.1_3,ENST00000430669.6_1. 9q22.32 . .

NM_001080398. . . ENST00000338205.9_1,ENST00000259335.8_1,ENST00000374383.1_4. 9q31.3 . .

NM_001005234. frameshift deletionOR1L3:NM_001005234:exon1:c.528delT:p.H176fsENST00000304820.4_2. 9q33.2 . .

NM_001171137,NM_018387. nonframeshift deletionSTRBP:NM_001171137:exon6:c.484_486del:p.162_162del,STRBP:NM_018387:exon6:c.526_528del:p.176_176delENST00000407982.6_1,ENST00000360998.3_1,ENST00000348403.9_1,ENST00000447404.6_1. 9q33.3 . .

NM_001174152,NM_001174153,NM_005833. . . ENST00000259460.12_1,ENST00000394125.8_1,ENST00000373538.7_1,ENST00000628863.2_1. 9q33.3 . .

NM_001286796,NM_199350. . . ENST00000372478.4_1,ENST00000619117.1_1,ENST00000372486.5_1. 9q34.11 . .

NM_032728. . . ENST00000372264.3_1. 9q34.13 . .

NM_001282944,NM_001282946,NM_015160. frameshift deletionPMPCA:NM_001282944:exon6:c.440delG:p.W147fs,PMPCA:NM_001282946:exon7:c.533delG:p.W178fs,PMPCA:NM_015160:exon7:c.833delG:p.W278fsENST00000620895.1_1,ENST00000462616.1_1,ENST00000371717.7_1,ENST00000399219.7_1. 9q34.3 . .

NM_178469. . . ENST00000612714.1_3,ENST00000480597.5_1,ENST00000371688.7_3,ENST00000482893.1_1,ENST00000479767.1_1. 9q34.3 . .

NM_001039374. . . ENST00000371682.7_1,ENST00000338005.6_1,ENST00000479371.5_1,ENST00000456614.2_2,ENST00000415992.5_1,ENST00000430612.5_1. 9q34.3 . .

NM_183241. frameshift deletionC9orf142:NM_183241:exon3:c.218delC:p.T73fsENST00000498095.4_1,ENST00000467845.5_1,ENST00000493968.5_1,ENST00000483807.5_1,ENST00000492564.2_1,ENST00000371620.3_1,ENST00000481187.5_1. 9q34.3 . .

NM_001018039,NM_001029880. frameshift insertionSFMBT2:NM_001018039:exon10:c.1184dupC:p.P395fs,SFMBT2:NM_001029880:exon10:c.1184dupC:p.P395fsENST00000361972.8_1,ENST00000397167.5_1. 10p14 . .

NM_000818,NM_001134366. . . ENST00000376261.7_1,ENST00000259271.7_1. 10p12.1 . .

NM_001278522. frameshift deletionC10orf126:NM_001278522:exon5:c.432delA:p.A144fsENST00000614533.3_2,ENST00000375520.4_2. 10p12.1 . .

NR_027634. . . ENST00000323387.5. 10q11.22 . .

NM_001282948,NM_032776NM_001282948:exon5:c.8-3->T;NM_032776:exon6:c.554-3->T. . ENST00000542921.5_1,ENST00000402544.5_1,ENST00000639129.1_1,ENST00000399262.6_1,ENST00000469152.5_1,ENST00000489372.4_1. 10q21.3 . .

NM_001256910,NM_004728. . . ENST00000354185.8_2,ENST00000620315.1_2. 10q22.1 . .

NM_080722,NM_139155. frameshift insertionADAMTS14:NM_080722:exon22:c.3553dupG:p.P1184fs,ADAMTS14:NM_139155:exon22:c.3562dupG:p.P1187fsENST00000373208.5_1,ENST00000373207.1_1. 10q22.1 . .

NM_001242487,NM_001242488,NM_015037. frameshift insertionZSWIM8:NM_001242487:exon24:c.5078dupC:p.S1693fs,ZSWIM8:NM_001242488:exon24:c.5054dupC:p.S1685fs,ZSWIM8:NM_015037:exon24:c.5093dupC:p.S1698fsENST00000603706.1_2,ENST00000456638.2_1,ENST00000605216.5_1,ENST00000603195.5_1,ENST00000604729.5_1,ENST00000603309.1_1,ENST00000603409.5_1,ENST00000398706.6_1,ENST00000603840.5_1,ENST00000604524.5_1,ENST00000603187.5_2,ENST00000412198.5_1,ENST00000492395.5_2,ENST00000603114.5_1,ENST00000433366.6_1,ENST00000604754.1_1,ENST00000603027.5_2,ENST00000604165.1_1. 10q22.2 . Score=991;Name=V$MZF1_01

NM_020338. . . ENST00000446377.3_1,ENST00000611351.1_1,ENST00000334512.9_1. 10q22.3 . .

NM_001157,NM_001278407,NM_001278408,NM_001278409,NM_145868,NM_145869. . . ENST00000372231.7_1,ENST00000481805.1_1,ENST00000422982.7_3,ENST00000265447.8_1,ENST00000438331.5_1. 10q22.3 . .

NM_133447. nonframeshift deletionAGAP11:NM_133447:exon12:c.808_810del:p.270_270delENST00000444431.1_1,ENST00000437689.3_1,ENST00000433214.2_1,ENST00000444180.3_1. 10q23.2 . .

NM_006204. . . ENST00000371447.3_1. 10q23.33 . .

NM_032727. . . ENST00000369849.8_1. 10q24.33 . .

NM_001291876,NM_001291877,NM_001291878,NM_001291879,NM_006997,NM_206860,NM_206861,NM_206862. . . ENST00000440764.2_1,ENST00000508411.1_1,ENST00000368997.7_1,ENST00000369004.7_2,ENST00000369000.5_2,ENST00000496913.6_1,ENST00000334433.7_2,ENST00000514539.5_1,ENST00000505639.5_1,ENST00000358010.5_3,ENST00000260733.7_2,ENST00000453444.6_2,ENST00000515273.5_2,ENST00000360561.7_1,ENST00000369005.5_2,ENST00000515603.5_2,ENST00000369001.5_2,ENST00000368999.5_2,ENST00000513429.5_3. 10q26.13 . .

NM_004052. . . ENST00000540159.3_1,ENST00000633835.1_1,ENST00000368636.8_2. 10q26.3 . .

NM_021034. . . ENST00000602429.1_1,ENST00000399808.4_1,ENST00000526811.4_1,ENST00000602735.2_1,ENST00000531688.1_1,ENST00000602756.1_1. 11p15.5 . .

NM_178537. frameshift deletionB4GALNT4:NM_178537:exon10:c.912delG:p.V304fsENST00000524443.1_1,ENST00000329962.10_1. 11p15.5 . .

NM_001256629,NM_001282218. frameshift deletionBRSK2:NM_001256629:exon19:c.1942delC:p.P648fs,BRSK2:NM_001282218:exon19:c.1762delC:p.P588fsENST00000308219.13_1,ENST00000382179.5_1,ENST00000529951.5_1,ENST00000544817.5_1,ENST00000529433.5_1,ENST00000531197.5_1,ENST00000526768.5_1,ENST00000528710.5_1,ENST00000533606.2_1,ENST00000526678.5_1,ENST00000531932.1_1,ENST00000528841.5_1. 11p15.5 . .

NM_030774. . . ENST00000532598.1_1,ENST00000396950.3_1,ENST00000641159.1_1. 11p15.4 . .



NM_014469. frameshift deletionRBMXL2:NM_014469:exon1:c.598delC:p.P200fsENST00000306904.6_1. 11p15.4 . .

NM_005418,NM_139157,NM_213618. . . ENST00000534127.5_1,ENST00000524513.1_1,ENST00000526099.5_1,ENST00000526757.5_1,ENST00000531102.1_1,ENST00000530991.5_1,ENST00000530438.5_1,ENST00000529883.1_1,ENST00000532162.5_1,ENST00000534278.5_1,ENST00000313726.10_1. 11p15.4 . .

NM_001145166,NM_001145167,NM_005788. . . ENST00000437750.2_1,ENST00000331079.10_1,ENST00000526583.1_1,ENST00000330796.9_1,ENST00000525188.5_1. 11p15.1 . .

NM_001135091,NM_001135092,NM_031418,NM_145650. . . ENST00000436318.6_2,ENST00000256737.7_2,ENST00000527569.1_2,ENST00000531568.1_2,ENST00000455601.6_2,ENST00000529533.5_2,ENST00000281268.12_2,ENST00000525139.5_1. 11p14.2 . .

NM_016142. . . ENST00000638034.1_1,ENST00000527433.6_2,ENST00000395700.4_1,ENST00000498752.1_1,ENST00000529261.5_2,ENST00000532864.6_2,ENST00000636722.1_1,ENST00000636385.1_2,ENST00000278353.9_2,ENST00000636007.1_1,ENST00000637401.1_1,ENST00000531185.5_1. 11p11.2 . .

NM_005456. frameshift deletionMAPK8IP1:NM_005456:exon1:c.31delG:p.G11fsENST00000241014.6_2. 11p11.2 . .

NM_001300793,NM_001300794,NM_153265. frameshift deletionEML3:NM_153265:exon2:c.149delC:p.P50fsENST00000394776.8_1,ENST00000494448.5_1,ENST00000419857.1_1,ENST00000394773.6_1,ENST00000278845.8_1,ENST00000529309.5_1,ENST00000494176.6_1,ENST00000466886.5_1,ENST00000466671.5_1. 11q12.3 . .

NM_001198844,NM_001286135,NM_031492. . . ENST00000528106.2_1,ENST00000534198.1_1,ENST00000396053.8_1,ENST00000525754.5_1,ENST00000531969.5_1,ENST00000310046.8_1. 11q13.2 . .

NM_001619. . . ENST00000416281.6_1,ENST00000532099.5_1,ENST00000526572.5_1,ENST00000533077.5_1,ENST00000529815.1_1,ENST00000526285.1_1,ENST00000529738.1_1,ENST00000308595.9_1,ENST00000527176.5_1. 11q13.2 . .

NM_001012503. . . . . 11q13.4 . .

NM_020798. frameshift deletionUSP35:NM_020798:exon10:c.1955delC:p.T652fsENST00000530267.5_2,ENST00000529308.5_2,ENST00000530546.5_1,ENST00000526425.1_2,ENST00000530535.5_1. 11q14.1 . Score=882;Name=V$NFKB_Q6

NM_001142699,NM_001142700,NM_001142702,NM_001206769,NM_001300983,NM_001364. . . ENST00000420775.6_3,ENST00000532653.5_1,ENST00000404783.7_1,ENST00000524982.5_2,ENST00000530800.5_1,ENST00000531015.5_1,ENST00000434967.1_3,ENST00000426717.6_1,ENST00000456295.2_1,ENST00000376104.6_2,ENST00000418306.6_2,ENST00000529111.5_1,ENST00000330014.10_1,ENST00000529399.1_3,ENST00000280241.12_1,ENST00000398304.5_1,ENST00000524601.5_3,ENST00000398309.6_2. 11q14.1 . .

NM_001008781. frameshift deletionFAT3:NM_001008781:exon9:c.5787delT:p.H1929fsENST00000525166.5_1,ENST00000409404.6_1. 11q14.3 . .

NM_033395. . . ENST00000530425.1_4,ENST00000531700.5_3,ENST00000325212.10_3. 11q21 . .

NM_001205329,NM_032801. frameshift deletionJAM3:NM_001205329:exon2:c.141_142del:p.E47fs,JAM3:NM_032801:exon2:c.141_142del:p.E47fsENST00000534549.5_1,ENST00000531302.5_1,ENST00000532165.1_1,ENST00000532252.5_1,ENST00000524969.5_1,ENST00000299106.8_2,ENST00000441717.3_2. 11q25 . Score=856;Name=V$IRF7_01

NM_001042603. frameshift deletionKDM5A:NM_001042603:exon23:c.3597delA:p.K1199fsENST00000399788.6_1. 12p13.33 . .

NM_017417. . . ENST00000535354.1_2,ENST00000542998.5_1,ENST00000252318.6_1. 12p13.32 . .

NM_001127582,NM_001127583,NM_001127584,NM_001127585,NM_001127586,NM_016162. . . ENST00000469749.5_1,ENST00000479301.5_1,ENST00000619641.4_1,ENST00000412586.6_1,ENST00000493873.1_3,ENST00000341550.8_1,ENST00000472002.5_1,ENST00000444704.5_1,ENST00000396807.8_1,ENST00000437149.6_1,ENST00000467678.5_1,ENST00000488381.5_1,ENST00000482489.5_1,ENST00000423703.6_1,ENST00000446105.6_1,ENST00000486287.5_1. 12p13.31 . .

NM_002831,NM_080548,NM_080549. . . ENST00000416215.6_1,ENST00000534900.5_1,ENST00000541698.5_2,ENST00000542848.5_1,ENST00000542462.1_2,ENST00000399448.5_1,ENST00000536013.5_1,ENST00000538318.5_1,ENST00000456013.5_1,ENST00000539365.1_1,ENST00000318974.13_1,ENST00000545153.5_1. 12p13.31 . .

NM_001286233,NM_001286234,NM_001286235,NM_001286236,NM_001286237,NM_153449. . . ENST00000543909.5_1,ENST00000616981.4_1,ENST00000539924.5_1,ENST00000431042.6_1,ENST00000535295.5_1,ENST00000542546.5_1,ENST00000340749.9_1,ENST00000542505.5_1,ENST00000396589.6_1. 12p13.31 . .

NM_001253750,NM_001267701,NM_172004. frameshift insertionCLECL1:NM_001253750:exon1:c.220_221insCT:p.F74fs,CLECL1:NM_001267701:exon1:c.220_221insCT:p.F74fs,CLECL1:NM_172004:exon1:c.220_221insCT:p.F74fsENST00000621400.4_1,ENST00000542530.5_2,ENST00000327839.3_1. 12p13.31 . .

NM_058169NM_058169:c.-28_-26del-. . ENST00000314565.8_2,ENST00000542728.5_1,ENST00000543990.1_1,ENST00000298571.6_2. 12p13.2 . .

NM_001198915,NM_001198916,NM_003622,NM_177444. . . ENST00000538433.5_1,ENST00000535047.5_1,ENST00000318304.12_1,ENST00000228425.10_2,ENST00000542187.1_2,ENST00000545334.5_1,ENST00000542629.5_2,ENST00000545381.5_1,ENST00000535575.1_3,ENST00000540114.5_3,ENST00000537927.5_1. 12p11.23 . .

NM_001198915,NM_001198916,NM_003622,NM_177444. . . ENST00000318304.12_1,ENST00000540114.5_3,ENST00000537927.5_1,ENST00000542629.5_2,ENST00000545381.5_1,ENST00000228425.10_2. 12p11.22 . .

NM_173600. unknown UNKNOWNENST00000454784.8_2. 12q12 . .

NM_004719,NM_001278389dist=1383;dist=191056. . ENST00000547018.5_1. 12q12 . .

NM_003482. . . ENST00000301067.11_1. 12q13.12 . .

NM_001095,NM_001256830,NM_020039. . . ENST00000453327.7_1,ENST00000550558.5_1,ENST00000552438.5_2,ENST00000228468.8_1,ENST00000552633.2_1,ENST00000447966.6_1. 12q13.12 . .

NM_000617,NM_001174125,NM_001174126,NM_001174127,NM_001174128,NM_001174129,NM_001174130. . . ENST00000547510.5_1,ENST00000546488.5_3,ENST00000262052.9_1,ENST00000547579.5_1,ENST00000547688.5_1,ENST00000547732.5_3,ENST00000550995.5_1,ENST00000550714.5_3,ENST00000549625.1_1,ENST00000546743.5_2,ENST00000541174.6_1,ENST00000545993.6_2,ENST00000546636.5_1,ENST00000549193.5_1,ENST00000547198.5_1,ENST00000262051.11_1,ENST00000550329.1_1,ENST00000394904.7_1,ENST00000548193.5_3. 12q13.12 . .

NM_001177984,NM_014191. frameshift deletionSCN8A:NM_001177984:exon26:c.5028delC:p.R1676fs,SCN8A:NM_014191:exon27:c.5151delC:p.R1717fsENST00000355133.3,ENST00000354534.6,ENST00000545061.1. 12q13.13 . Score=836;Name=V$PAX4_01

NM_001300821,NM_001417. . . ENST00000550390.1_1,ENST00000420463.7_1,ENST00000550704.5_1,ENST00000549481.5_3,ENST00000416762.7_1,ENST00000551527.5_1,ENST00000552490.5_3,ENST00000262056.13_1,ENST00000549077.5_1,ENST00000551002.5_2,ENST00000549645.5_1. 12q13.13 . .

NM_018953NM_018953:c.-21del-. . ENST00000513209.1_1,ENST00000312492.2_1,ENST00000512206.1_1,ENST00000303406.4_3. 12q13.13 . .

NM_003920. frameshift deletionTIMELESS:NM_003920:exon4:c.332delT:p.L111fsENST00000553532.5_2,ENST00000229201.4_2. 12q13.3 . Score=866;Name=V$YY1_01

NM_001256041,NM_005379. frameshift deletionMYO1A:NM_005379:exon28:c.3098delA:p.K1033fs,MYO1A:NM_001256041:exon29:c.3098delA:p.K1033fsENST00000554234.5_1,ENST00000415231.1_3,ENST00000300119.7_1,ENST00000442789.6_1. 12q13.3 . .

NM_002332NM_002332:c.-69_-68insG. . ENST00000553499.5_3,ENST00000556155.5_1,ENST00000243077.7_1,ENST00000553277.5_1,ENST00000338962.8_1. 12q13.3 . .

NM_052897. frameshift deletionMBD6:NM_052897:exon9:c.2338delG:p.G780fsENST00000548550.1_1,ENST00000355673.7_1,ENST00000552163.1_3,ENST00000547545.1_3. 12q13.3 . Score=879;Name=V$SPZ1_01

NM_013320. . . ENST00000544223.6_1,ENST00000229330.8_1,ENST00000550335.5_1,ENST00000552343.1_1. 12q23.3 . .

NM_006166. . . ENST00000240055.7_1,ENST00000551727.5_1. 12q23.3 . .

NM_207437. frameshift insertionDNAH10:NM_207437:exon52:c.8657dupT:p.L2886fsENST00000409039.7_3,ENST00000638045.1_2. 12q24.31 . .

NM_001291965,NM_006646. frameshift deletionWASF3:NM_006646:exon8:c.913delC:p.P305fsENST00000361042.8_1,ENST00000335327.5_1. 13q12.13 . .

NM_001144981,NM_001144982,NM_001144983,NM_001144984,NM_001144985,NM_001144986,NM_001198908,NM_001198910. . . ENST00000506800.5_1,ENST00000479850.6_1,ENST00000486683.5_1,ENST00000491049.6_2,ENST00000471781.5_1,ENST00000379864.6_2,ENST00000503173.5_2,ENST00000239859.7_2,ENST00000239860.10_1,ENST00000379862.6_2,ENST00000511166.1_1,ENST00000510088.5_2,ENST00000477250.1_1. 13q13.3 . .

NM_024537. . . ENST00000537404.1_1,ENST00000545506.5_1,ENST00000257347.8_1,ENST00000535398.5_1,ENST00000535615.5_1,ENST00000375781.9_1,ENST00000539405.1_1,ENST00000487253.6_2,ENST00000541362.5_1,ENST00000535516.5_1,ENST00000481787.6_1,ENST00000543487.5_1,ENST00000537802.5_1,ENST00000537386.1_1,ENST00000540006.5_1. 13q34 . .

NM_001161576,NM_001161577,NM_015589. frameshift insertionSAMD4A:NM_001161577:exon4:c.388dupA:p.Q129fs,SAMD4A:NM_001161576:exon7:c.1351dupA:p.Q450fs,SAMD4A:NM_015589:exon8:c.1615dupA:p.Q538fsENST00000554335.5_1,ENST00000392067.7_1,ENST00000631086.2_1,ENST00000251091.9_1,ENST00000555192.1_1. 14q22.2 . .

NM_001244189,NM_001244190,NM_001244191,NM_001244192,NM_001244193,NM_014749. frameshift deletionKIAA0586:NM_001244193:exon13:c.1991delA:p.E664fs,KIAA0586:NM_014749:exon15:c.2183delA:p.E728fs,KIAA0586:NM_001244191:exon16:c.2156delA:p.E719fs,KIAA0586:NM_001244190:exon17:c.2366delA:p.E789fs,KIAA0586:NM_001244192:exon17:c.2279delA:p.E760fs,KIAA0586:NM_001244189:exon18:c.2570delA:p.E857fsENST00000261244.9_1,ENST00000619416.4_1,ENST00000423743.7_1,ENST00000619722.4_1,ENST00000354386.10_1,ENST00000556134.5_1,ENST00000538571.6_1. 14q23.1 . .

NM_001270520,NM_014992. . . ENST00000557327.1_1,ENST00000360909.7_1,ENST00000395125.1_1. 14q23.1 . .

NM_001102,NM_001130004,NM_001130005. . . ENST00000544964.6_1,ENST00000538545.6_1,ENST00000556083.1_1,ENST00000376839.7_1,ENST00000193403.10_4,ENST00000438964.6_1,ENST00000394419.8_4. 14q24.1 . .

NM_020818. frameshift deletionUNC79:NM_020818:exon38:c.5790delT:p.T1930fsENST00000553484.5_2,ENST00000555664.5_1,ENST00000256339.8_1,ENST00000621021.1_1,ENST00000393151.6_2. 14q32.12 . .

NM_018036. . . ENST00000359933.5_1. 14q32.2 . .

NM_001311. . . ENST00000551180.1_3,ENST00000409393.6_1,ENST00000547940.5_1,ENST00000496700.5_1,ENST00000461556.1_1,ENST00000553228.5_1,ENST00000330233.11_1,ENST00000477724.6_3,ENST00000547184.5_1,ENST00000550554.5_1,ENST00000460900.1_1,ENST00000392531.3_1. 14q32.33 . .

NM_001008860,NM_001008892,NM_001008894,NM_001184888,NM_001184889,NM_030922. frameshift deletionNIPA2:NM_001008892:exon2:c.98delA:p.K33fs,NIPA2:NM_001008894:exon2:c.98delA:p.K33fs,NIPA2:NM_001008860:exon3:c.98delA:p.K33fs,NIPA2:NM_001184888:exon3:c.98delA:p.K33fs,NIPA2:NM_030922:exon4:c.98delA:p.K33fs,NIPA2:NM_001184889:exon6:c.98delA:p.K33fsENST00000560039.1_1,ENST00000337451.7_1,ENST00000398014.6_1,ENST00000359727.8_1,ENST00000539711.2_1,ENST00000398013.7_1. 15q11.2 . .

NM_020759. . . ENST00000564158.5_1,ENST00000568493.1_1,ENST00000290607.11_1. 15q15.2 . .

NR_046489. . . ENST00000382044.8_1,ENST00000434595.1_2,ENST00000450115.6_1,ENST00000476454.5_1,ENST00000411772.5_2,ENST00000382039.7_3,ENST00000263801.7_1. 15q15.3 . .

NM_001141979,NM_001141980,NM_005657. frameshift deletionTP53BP1:NM_001141979:exon12:c.2145delA:p.K715fs,TP53BP1:NM_001141980:exon12:c.2145delA:p.K715fs,TP53BP1:NM_005657:exon12:c.2130delA:p.K710fsENST00000382044.8_1,ENST00000572085.5_1,ENST00000450115.6_1,ENST00000413546.1_2,ENST00000382039.7_3,ENST00000263801.7_1. 15q15.3 . .

NM_001001556,NM_001289030,NM_001289031,NM_002044. frameshift deletionGALK2:NM_001001556:exon6:c.490_491del:p.C164fs,GALK2:NM_001289031:exon6:c.451_452del:p.C151fs,GALK2:NM_002044:exon6:c.523_524del:p.C175fs,GALK2:NM_001289030:exon7:c.451_452del:p.C151fsENST00000559208.5_1,ENST00000544523.5_1,ENST00000560119.5_1,ENST00000560138.5_1,ENST00000396509.6_1,ENST00000559454.5_1,ENST00000559883.5_1,ENST00000327171.7_1,ENST00000561014.1_1,ENST00000559423.5_1,ENST00000560031.5_1. 15q21.2 . Score=807;Name=V$CEBP_C



NM_182758. . . ENST00000396328.5_1,ENST00000560036.1_1,ENST00000360509.9_1,ENST00000557913.5_1,ENST00000559418.5_1. 15q21.3 . .

NM_001286429,NM_024817NM_001286429:c.*3141_*3142insA;NM_024817:c.*3141_*3142insA. . ENST00000261862.7_1,ENST00000355327.7_2. 15q23 . .

NM_001172623,NM_001172624,NM_002499. . . ENST00000560262.5_1,ENST00000560328.1_1,ENST00000339362.9_1,ENST00000261908.10_1,ENST00000558964.5_1. 15q24.1 . .

NM_001024736,NM_025240. . . ENST00000561213.5_1,ENST00000318424.9_1,ENST00000564751.5_1,ENST00000318443.9_1,ENST00000560928.5_1,ENST00000537340.6_1. 15q24.1 . .

NM_020778. frameshift deletionALPK3:NM_020778:exon10:c.4799delG:p.W1600fsENST00000258888.5_1. 15q25.3 . Score=872;Name=V$SPZ1_01

NM_152336. frameshift deletionAGBL1:NM_152336:exon10:c.1153delA:p.K385fsENST00000567715.1_1,ENST00000568785.5_1,ENST00000441037.7_3,ENST00000635782.1_1. 15q25.3 . .

NM_001012338,NM_001243101,NM_002530. . . ENST00000355254.6_1,ENST00000626019.2_1,ENST00000557856.5_1,ENST00000542733.6_2,ENST00000357724.6_1,ENST00000394480.6_1,ENST00000558676.5_1,ENST00000629765.2_1,ENST00000360948.6_1,ENST00000558576.5_1. 15q25.3 . .

NM_198525. frameshift deletionKIF7:NM_198525:exon7:c.1709delG:p.G570fsENST00000394412.7_1. 15q26.1 . Score=920;Name=V$ZIC3_01

NM_001143783,NM_001143784,NM_001143785,NM_002005. . . ENST00000496379.5_1,ENST00000444422.2_1,ENST00000448367.5_1,ENST00000464684.5_1,ENST00000328850.7_1,ENST00000414248.6_1,ENST00000394300.7_1,ENST00000394302.5_1. 15q26.1 . .

NM_178844NM_178844:exon15:c.2520-3->T. . ENST00000324659.12_1,ENST00000359128.9_1,ENST00000615877.4_1,ENST00000618137.1_1. 16p13.3 . .

NM_032575NM_032575:c.*26delC. . ENST00000577031.5_1,ENST00000433375.1_1,ENST00000262366.7_1,ENST00000574705.1_1. 16p13.3 . .

NM_032569. frameshift insertionGLYR1:NM_032569:exon13:c.1140dupG:p.R381fsENST00000321919.13_2,ENST00000589389.5_1,ENST00000591451.5_2,ENST00000436648.9_1,ENST00000587936.5_1,ENST00000588732.5_1. 16p13.3 . Score=782;Name=V$STAT3_01

NM_032167. . . ENST00000564791.5_1,ENST00000566228.5_1,ENST00000562510.1_1. 16p13.13 . .

NM_001285444,NM_001285445,NM_001285447,NM_001285448,NM_001285449,NM_001285450,NM_015027. . . ENST00000455313.6_1,ENST00000396410.8_1,ENST00000563679.5_1,ENST00000535621.6_1,ENST00000569715.5_1,ENST00000566633.1_1,ENST00000570001.5_1,ENST00000562119.5_1,ENST00000627450.2_1,ENST00000450288.3_1. 16p13.11 . .

NM_001214906,NM_001214907,NM_052838. . . ENST00000528032.5_1,ENST00000573615.5_1,ENST00000622647.3_1,ENST00000321367.7_1,ENST00000572252.5_1,ENST00000495929.3_2,ENST00000566517.5_1,ENST00000563957.6_1,ENST00000568577.5_1. 16p11.2 . .

NM_014712. . . ENST00000262519.13_2. 16p11.2 . .

NM_001114,NM_001286057. . . ENST00000254235.7_1,ENST00000394697.6_1,ENST00000570187.1_1,ENST00000566433.6_1,ENST00000567277.6_1,ENST00000537579.5_1. 16q12.1 . .

NM_001795. frameshift insertionCDH5:NM_001795:exon12:c.2166dupC:p.G722fsENST00000341529.7_1,ENST00000565334.5_1,ENST00000539168.1_1,ENST00000614547.4_1. 16q21 . .

NM_001100915. frameshift deletionKCTD19:NM_001100915:exon13:c.2301delC:p.P767fsENST00000304372.5_3,ENST00000562841.1_1,ENST00000566392.5_1,ENST00000570049.5_1,ENST00000569333.5_1. 16q22.1 . Score=899;Name=V$SPZ1_01

NM_001076785,NM_003983. . . ENST00000568315.1_1,ENST00000566454.5_1,ENST00000618043.4_1,ENST00000566579.5_2,ENST00000219343.10_1,ENST00000567346.5_2,ENST00000379152.7_1,ENST00000563080.1_1. 16q22.1 . .

NM_001127464. frameshift insertionZNF469:NM_001127464:exon1:c.751dupC:p.V250fsENST00000437464.1_1,ENST00000565624.1_1. 16q24.2 . Score=800;Name=V$MEF2_02

NM_016080. . . ENST00000575528.5_2,ENST00000575851.5_1,ENST00000574554.5_1,ENST00000571073.5_1,ENST00000536578.5_1,ENST00000576239.5_1,ENST00000301328.9_1,ENST00000573137.1_1,ENST00000576419.1_2,ENST00000301329.10_1. 17p13.3 . .

NM_015229NM_015229:exon19:c.2821-3C>-. . ENST00000570628.6_1,ENST00000574426.6_3,ENST00000574210.5_1,ENST00000575014.5_1,ENST00000435359.5_1. 17p13.3 . .

NR_037719. . . ENST00000573213.1_1,ENST00000571541.5_1,ENST00000576362.5_1,ENST00000576201.5_1,ENST00000570600.5_1,ENST00000571125.5_1,ENST00000535512.5_1,ENST00000573070.5_1,ENST00000324822.15_1,ENST00000573331.5_1,ENST00000571078.5_1,ENST00000571802.1_1,ENST00000619711.4_1,ENST00000575543.5_1,ENST00000574401.5_1,ENST00000573774.5_1. 17p13.1 . .

NM_004732. frameshift deletionKCNAB3:NM_004732:exon1:c.137delG:p.G46fsENST00000303790.2_1,ENST00000570587.5_1,ENST00000573621.1_1,ENST00000570852.1_1. 17p13.1 . Score=942;Name=V$PAX4_03

NM_001256012,NM_001256095,NM_005964. nonframeshift deletionMYH10:NM_005964:exon40:c.5675_5677del:p.1892_1893del,MYH10:NM_001256095:exon41:c.5702_5704del:p.1901_1902del,MYH10:NM_001256012:exon42:c.5768_5770del:p.1923_1924delENST00000581679.1_1,ENST00000379980.8_1,ENST00000269243.8_1,ENST00000360416.7_1. 17p13.1 . Score=826;Name=V$MYCMAX_03

NM_000267,NM_001042492. . . ENST00000356175.7_2,ENST00000468273.1_1,ENST00000358273.8_2,ENST00000577967.1_2,ENST00000579081.5_2,ENST00000581790.5_1,ENST00000456735.6_2,ENST00000471572.6_1. 17q11.2 . .

NM_001143968. . . ENST00000269586.11_1,ENST00000578912.1_1. 17q12 . .

NM_015083,NM_016507. frameshift deletionCDK12:NM_015083:exon14:c.4349delG:p.W1450fs,CDK12:NM_016507:exon14:c.4376delG:p.W1459fsENST00000430627.6_1,ENST00000559663.1_1,ENST00000447079.4_1,ENST00000584336.1_1. 17q12 . Score=922;Name=V$ZIC1_01

NM_001288718,NM_001288719,NM_001288720,NM_003152. . . ENST00000546010.6_1,ENST00000345506.8_1,ENST00000479417.1_1,ENST00000588868.5_1,ENST00000590949.5_1. 17q21.2 . .

NM_001277731,NM_003734. frameshift deletionAOC3:NM_001277731:exon1:c.1314delC:p.L438fs,AOC3:NM_003734:exon1:c.1314delC:p.L438fsENST00000308423.6_1,ENST00000613571.1_1. 17q21.31 . .

NM_001002909. frameshift deletionGPATCH8:NM_001002909:exon8:c.2306delA:p.K769fsENST00000591680.5_2,ENST00000635257.1_1,ENST00000335500.8_1,ENST00000587228.5_1. 17q21.31 . .

NM_005892. . . ENST00000587856.1_1,ENST00000586643.5_3,ENST00000331495.7_1,ENST00000328118.7_1,ENST00000587489.5_1. 17q21.31 . Score=968;Name=V$LYF1_01

NM_001002841,NM_002476. . . ENST00000536623.6_2,ENST00000572303.1_1,ENST00000571981.5_1,ENST00000570772.5_1,ENST00000576874.5_1,ENST00000573747.6_1,ENST00000354968.5_2,ENST00000572316.5_2,ENST00000393450.5_2. 17q21.32 . .

NM_001145023NM_001145023:c.*148delG. . ENST00000581645.5_1,ENST00000584567.1_1,ENST00000290216.13_1,ENST00000407215.7_1,ENST00000584123.5_1,ENST00000582459.5_1. 17q21.32 . .

NM_001130918. . . ENST00000393382.7_1,ENST00000376681.7_1,ENST00000509809.1_1,ENST00000490027.5_1. 17q21.32 . .

NM_025090. frameshift deletionUSP36:NM_025090:exon20:c.3258delA:p.K1086fsENST00000542802.7_1,ENST00000312010.10_1,ENST00000589225.5_1,ENST00000588130.5_1,ENST00000587010.5_1,ENST00000592231.5_1. 17q25.3 . .

NM_001042573. . . ENST00000579809.1_1,ENST00000300682.14_2,ENST00000579016.5_2. 17q25.3 . .

NM_001163034,NM_024591dist=2490;dist=22971. . ENST00000576234.1_1,ENST00000573602.1_1. 17q25.3 . .

NM_004127,NM_212492. . . ENST00000584460.5_1,ENST00000624957.3_2,ENST00000623761.3_1,ENST00000585084.5_1,ENST00000580141.5_1,ENST00000392358.6_1,ENST00000320548.8_2,ENST00000578552.5_2,ENST00000623691.3_2,ENST00000392357.1_1,ENST00000306823.10_2. 17q25.3 . .

NM_015295. . . ENST00000584897.5_1,ENST00000320876.10_2,ENST00000577880.5_1,ENST00000583546.1_1. 18p11.32 . .

NM_001279. . . ENST00000320477.9_1,ENST00000520620.1_1,ENST00000522713.5_1,ENST00000521296.5_1. 18p11.21 . .

NM_001003674,NM_001003675,NM_001276249,NM_001276251,NM_181481,NM_181482. . . ENST00000585931.5_1,ENST00000586765.1_1,ENST00000587757.5_1,ENST00000399848.7_2,ENST00000359446.9_2,ENST00000592991.1_1,ENST00000586207.5_1,ENST00000361303.7_1,ENST00000435606.1_1. 18p11.21 . .

NM_000271. frameshift insertionNPC1:NM_000271:exon6:c.864dupT:p.A289fsENST00000540608.5_1,ENST00000269228.9_1,ENST00000591051.1_1. 18q11.2 . .

NM_001293725,NM_005640. . . ENST00000578121.5_2,ENST00000269142.9_1,ENST00000418698.3_1. 18q11.2 . .

NM_001201474,NM_001201475,NM_001201476,NM_031446. . . ENST00000333234.5_1,ENST00000592875.5_1,ENST00000587873.5_1,ENST00000610527.4_1,ENST00000593210.1_1,ENST00000623524.1_1,ENST00000587719.1_1,ENST00000269194.10_1,ENST00000618334.1_1. 18q12.2 . .

NM_001145472,NM_144612. . . ENST00000335730.6_1,ENST00000300591.10_1,ENST00000536736.5_1,ENST00000579038.5_1,ENST00000441551.6_1,ENST00000582408.5_1. 18q21.1 . .

NM_001190821,NM_005904. nonframeshift deletionSMAD7:NM_001190821:exon1:c.77_79del:p.26_27del,SMAD7:NM_005904:exon1:c.77_79del:p.26_27delENST00000589634.1_1,ENST00000262158.6_1. 18q21.1 . .

NM_052947. frameshift insertionALPK2:NM_052947:exon4:c.1566_1567insG:p.K523fsENST00000361673.3_1,ENST00000590662.1_1,ENST00000587399.1_1. 18q21.32 . .

NM_001100122,NM_014963. . . ENST00000587024.5_1,ENST00000592222.5_1,ENST00000438103.6_1,ENST00000361757.7_1,ENST00000590176.5_1,ENST00000590998.5_1,ENST00000587655.2_1. 19p13.3 . .

NM_018959. frameshift deletionDAZAP1:NM_018959:exon12:c.1149delC:p.G383fsENST00000589484.5_1,ENST00000587079.5_1,ENST00000233078.8_1,ENST00000585485.2_1,ENST00000589874.2_1,ENST00000592522.5_3,ENST00000336761.10_1. 19p13.3 . Score=879;Name=V$MAZR_01

NM_015174. frameshift deletionZFR2:NM_015174:exon4:c.563delC:p.P188fsENST00000262961.8_1,ENST00000591965.5_1,ENST00000438164.2_1. 19p13.3 . .

NM_001289117,NM_170678. . . ENST00000593949.1_1,ENST00000599576.5_1,ENST00000597889.1_1,ENST00000168977.6_1,ENST00000616156.4_1. 19p13.3 . .

NM_139159. . . ENST00000597849.5_1,ENST00000262960.13_1,ENST00000594671.5_1,ENST00000598800.5_1,ENST00000601764.5_1,ENST00000597145.5_1,ENST00000599163.5_1. 19p13.3 . .



NM_001290050. . . ENST00000612630.4_2. 19p13.3 . .

NM_002850,NM_130853,NM_130854,NM_130855. . . ENST00000262963.10_3,ENST00000587303.5_3,ENST00000588012.5_3,ENST00000353284.7_1,ENST00000592099.5_3,ENST00000589851.1_1,ENST00000588552.5_1. 19p13.3 . .

NM_002850,NM_130853,NM_130854,NM_130855. frameshift deletionPTPRS:NM_130853:exon9:c.1604delC:p.P535fs,PTPRS:NM_130854:exon9:c.1604delC:p.P535fs,PTPRS:NM_130855:exon10:c.1616delC:p.P539fs,PTPRS:NM_002850:exon12:c.1643delC:p.P548fsENST00000353284.7_1,ENST00000592099.5_3,ENST00000262963.10_3,ENST00000587303.5_3,ENST00000588012.5_3,ENST00000588552.5_1. 19p13.3 . .

NM_002096. . . ENST00000593678.5_1,ENST00000598607.1_3,ENST00000595047.5_1,ENST00000599584.1_1,ENST00000394456.9_1. 19p13.3 . .

NM_000064. frameshift deletionC3:NM_000064:exon2:c.93delC:p.P31fsENST00000600744.1_1,ENST00000594936.1_1,ENST00000245907.10_1. 19p13.3 . .

NM_012335. . . ENST00000598005.1_1,ENST00000597222.1_1,ENST00000613525.4_1,ENST00000338257.12_1. 19p13.2 . .

NM_152654. . . ENST00000585548.1_2,ENST00000317060.3_2. 19p13.2 . .

NM_000215. . . ENST00000534444.1_2,ENST00000527670.5_2,ENST00000458235.5_2,ENST00000527031.5_1. 19p13.11 . .

NM_001098482,NM_015321. frameshift deletionCRTC1:NM_015321:exon14:c.1706delC:p.S569fs,CRTC1:NM_001098482:exon15:c.1754delC:p.S585fsENST00000594658.5_1,ENST00000321949.12_1,ENST00000338797.10_1,ENST00000601916.1_1. 19p13.11 . .

NM_173479. . . ENST00000361680.6_1,ENST00000355868.3_1,ENST00000592765.5_1. 19q13.11 . .

NM_005499. . . ENST00000246548.8_1,ENST00000591016.1_3,ENST00000586313.1_1,ENST00000439527.6_1. 19q13.11 . .

NM_005303. . . ENST00000246553.3_1. 19q13.12 . .

NM_014727. frameshift deletionKMT2B:NM_014727:exon3:c.1650delC:p.D550fsENST00000420124.2_1,ENST00000606995.2_1. 19q13.12 . .

NM_001256838,NM_032825. frameshift deletionZNF382:NM_001256838:exon5:c.1379delA:p.E460fs,ZNF382:NM_032825:exon5:c.1382delA:p.E461fsENST00000292928.6_2,ENST00000639288.1_1,ENST00000423582.5_1,ENST00000439428.5_1,ENST00000435416.1_1. 19q13.12 . .

NM_001013659. . . ENST00000445217.5_1,ENST00000586138.5_3,ENST00000588578.5_1,ENST00000587143.5_1,ENST00000542455.2_1,ENST00000627814.2_1,ENST00000587986.5_1,ENST00000589319.5_1. 19q13.12 . .

NM_015073. unknown UNKNOWNENST00000222345.10_1. 19q13.13 . Score=755;Name=V$TAXCREB_02

NM_001301709,NR_026881dist=34840;dist=44653. . ENST00000457676.1_1. 19q13.31 . .

NM_198850. frameshift deletionPHLDB3:NM_198850:exon10:c.1206delG:p.G402fsENST00000292140.9_1,ENST00000600660.1_1,ENST00000596141.1_1,ENST00000595498.5_1. 19q13.31 . .

NM_198478. frameshift deletionNKPD1:NM_198478:exon4:c.1944delC:p.P648fsENST00000317951.5_2,ENST00000587566.5_1,ENST00000589776.1_3. 19q13.32 . .

NM_001199867,NM_031417. frameshift deletionMARK4:NM_001199867:exon16:c.1903delG:p.G635fs,MARK4:NM_031417:exon17:c.1983delG:p.S661fsENST00000620044.4_1,ENST00000262891.8_1,ENST00000622871.1_1,ENST00000300843.8_1. 19q13.32 . Score=755;Name=V$SEF1_C

NM_001193268,NM_001193269,NM_012155. . . ENST00000588000.5_1,ENST00000590575.5_1,ENST00000589876.5_4,ENST00000588496.5_1,ENST00000588272.1_2,ENST00000399594.7_1,ENST00000590819.5_1,ENST00000586195.5_1,ENST00000588308.5_1,ENST00000588610.5_1,ENST00000245925.7_1,ENST00000536630.5_1,ENST00000587152.5_1. 19q13.32 . .

NM_004597,NM_177542NM_004597:c.*90delT;NM_177542:c.*90delT. . ENST00000588301.5_1,ENST00000587367.5_1,ENST00000391932.7_1,ENST00000588599.5_1,ENST00000342669.7_1,ENST00000585392.2_1. 19q13.32 . .

NM_020709. frameshift deletionPNMAL2:NM_020709:exon1:c.488delG:p.G163fsENST00000599531.1_1,ENST00000377652.4_1,ENST00000594749.1_1,ENST00000602017.5_1. 19q13.32 . Score=766;Name=V$YY1_02

NM_015711. frameshift insertionGLTSCR1:NM_015711:exon8:c.2803dupC:p.A934fsENST00000396720.7_1,ENST00000614245.1_1,ENST00000599924.1_1. 19q13.33 . .

NM_001291428,NM_001291429,NM_004324,NM_138761,NM_138764. frameshift insertionBAX:NM_004324:exon3:c.114dupG:p.M38fs,BAX:NM_138761:exon3:c.114dupG:p.M38fs,BAX:NM_138764:exon3:c.114dupG:p.M38fsENST00000539787.2_1,ENST00000391871.4_1,ENST00000415969.6_1,ENST00000513545.5_1,ENST00000345358.11_1,ENST00000293288.12_1,ENST00000506183.5_3,ENST00000356483.8_1,ENST00000515540.5_1,ENST00000502487.5_1,ENST00000503726.2_1,ENST00000354470.7_1. 19q13.33 . Score=836;Name=V$YY1_02

NM_006270. . . ENST00000601532.1_1,ENST00000246792.3_1. 19q13.33 . .

NM_004851. . . ENST00000599181.1_1,ENST00000600355.5_2,ENST00000598044.1_1,ENST00000600978.1_1,ENST00000593532.5_1,ENST00000253719.6_1. 19q13.33 . .

NM_014442. . . ENST00000321424.7_3,ENST00000430817.5_1,ENST00000340550.5_3. 19q13.41 . .

NM_001081442,NM_001081443,NM_006840NM_001081442:c.*73_*74insC;NM_001081443:c.*73_*74insC;NM_006840:c.*73_*74insC. . ENST00000345866.10_3,ENST00000615654.4_1,ENST00000316219.9_1,ENST00000449561.2_1,ENST00000621581.1_1. 19q13.42 . .

NM_001005367,NM_001201461,NM_020659. . . ENST00000376531.3_1,ENST00000487134.5_1,ENST00000476863.1_1,ENST00000376530.7_1,ENST00000467939.1_1,ENST00000492920.5_1,ENST00000489425.5_1,ENST00000301194.8_1. 19q13.42 . .

NM_032430. frameshift insertionBRSK1:NM_032430:exon12:c.1128dupC:p.D376fsENST00000309383.5_3,ENST00000326848.7_1,ENST00000586626.1_1,ENST00000591774.5_1,ENST00000590333.5_3. 19q13.42 . .

NM_003969. . . ENST00000595957.5_1,ENST00000253023.7_1. 19q13.43 . .

NM_001110514. . . ENST00000342725.9_1,ENST00000449079.7_1,ENST00000609451.5_1,ENST00000609967.5_1,ENST00000380648.8_1,ENST00000463145.2_3. 20p13 . .

NM_001134337,NM_001134338,NM_007219. . . ENST00000358395.10_1,ENST00000336095.10_1,ENST00000545616.2_1,ENST00000432261.6_1. 20p13 . .

NM_001276380,NM_016649. . . ENST00000202816.5_1. 20p12.1 . .

NM_001042576,NM_004587. . . ENST00000377813.5_3,ENST00000360807.8_3,ENST00000468428.1_1,ENST00000470422.5_1,ENST00000610403.4_1,ENST00000455029.3_1,ENST00000377807.6_3,ENST00000246043.8_3. 20p12.1 . .

NM_015338. frameshift insertionASXL1:NM_015338:exon12:c.1927dupG:p.G642fsENST00000375687.8_1,ENST00000620121.4_1,ENST00000613218.4_1,ENST00000306058.9_1. 20q11.21 . Score=888;Name=V$SPZ1_01

NM_001076552,NM_001242393,NM_018677. . . ENST00000468550.6_1,ENST00000464399.2_1,ENST00000253382.5_1,ENST00000481284.5_1,ENST00000476922.5_1,ENST00000480978.5_1,ENST00000467019.5_1,ENST00000475459.6_1,ENST00000488172.5_3,ENST00000477932.5_1,ENST00000360596.6_1,ENST00000481971.5_1. 20q11.22 . .

NR_109939. . . ENST00000373913.7_1,ENST00000439595.5_1,ENST00000340491.8_1,ENST00000475894.5_1,ENST00000425233.5_1,ENST00000339266.9_1,ENST00000401952.6_1. 20q11.23 . .

NM_022477,NM_032013NM_022477:exon15:c.859-3C>-;NM_032013:exon16:c.895-3C>-. . ENST00000359675.6_1,ENST00000373773.7_1,ENST00000373803.6_1,ENST00000349004.5_1. 20q11.23 . .

NM_005244,NM_172110. . . ENST00000327619.9_1,ENST00000458636.2_2,ENST00000357410.7_1,ENST00000611592.4_1,ENST00000497062.6_1,ENST00000317304.10_1. 20q13.12 . .

NM_017895. frameshift deletionDDX27:NM_017895:exon17:c.2065delA:p.K689fsENST00000371764.8_1,ENST00000469991.1_1,ENST00000618172.4_1,ENST00000622530.4_1,ENST00000471144.1_1,ENST00000371754.8_2,ENST00000484427.5_1. 20q13.13 . .

NM_004518,NM_172106,NM_172107,NM_172108,NM_172109. . . ENST00000626839.2_1,ENST00000627221.2_2,ENST00000344425.7_1,ENST00000626684.1_1,ENST00000630274.2_1,ENST00000629498.2_2,ENST00000637193.1_1,ENST00000629676.2_1,ENST00000357249.6_1,ENST00000625514.2_1,ENST00000629241.2_1,ENST00000360480.7_1,ENST00000370224.5_1,ENST00000636255.1_1,ENST00000370221.3_1,ENST00000344462.8_1,ENST00000359125.6_1. 20q13.33 . .

NM_001037335,NM_033405. . . ENST00000427522.6_1,ENST00000467148.1_1. 20q13.33 . .

NR_109925,NR_109787dist=980281;dist=1002497. . ENST00000282964.5_1. 21q21.1 . .

NM_006657,NM_206965. frameshift deletionFTCD:NM_006657:exon5:c.517delG:p.A173fs,FTCD:NM_206965:exon5:c.517delG:p.A173fsENST00000397748.5_2,ENST00000291670.9_1,ENST00000397746.7_1,ENST00000498355.6_1,ENST00000446649.1_1,ENST00000397743.1_1. 21q22.3 . .

NM_003906. frameshift insertionMCM3AP:NM_003906:exon24:c.5278dupC:p.R1760fsENST00000591223.5_1,ENST00000590829.5_1,ENST00000486937.5_1,ENST00000588753.1_1,ENST00000496607.5_1,ENST00000467026.5_1,ENST00000414659.5_1,ENST00000291688.5_1,ENST00000397708.1_1,ENST00000455567.1_1. 21q22.3 . Score=976;Name=V$AP2GAMMA_01

NM_001243537. . . ENST00000439765.3_1. 22q11.21 . .

NR_033733,NR_033734. . . ENST00000354451.6_1,ENST00000415709.5_1,ENST00000382734.9_1,ENST00000509460.2_1. 22q11.23 . .

NM_002430. frameshift deletionMN1:NM_002430:exon1:c.1043delC:p.P348fsENST00000302326.4_1. 22q12.1 . Score=869;Name=V$EGR1_01

NM_001007467,NM_001258325,NM_001258326,NM_001258327,NM_014775. . . ENST00000486708.1_1,ENST00000443011.5_2,ENST00000524296.5_2,ENST00000382162.7_1,ENST00000400289.5_3,ENST00000540643.5_3,ENST00000411518.5_2,ENST00000432498.5_2,ENST00000450787.1_3,ENST00000400288.6_2. 22q12.2 . .

NM_052906NM_052906:c.*8delC. . ENST00000430883.5_1,ENST00000613079.4_1,ENST00000452946.1_1,ENST00000402918.6_1. 22q13.1 . .

NM_152243. frameshift deletionCDC42EP1:NM_152243:exon3:c.732delC:p.N244fsENST00000249014.4_3. 22q13.1 . Score=888;Name=V$SPZ1_01

NR_027786. . . ENST00000359906.6_1,ENST00000455578.5_1. 22q13.2 . .



NM_016426. frameshift insertionGTSE1:NM_016426:exon7:c.1237dupC:p.A412fsENST00000454366.1_1,ENST00000466510.5_1,ENST00000479645.1_1. 22q13.31 . .

NM_025204. . . ENST00000472677.1_1,ENST00000395827.5_2,ENST00000303434.8_2,ENST00000380909.8_2,ENST00000395829.1_2,ENST00000463233.1_1. 22q13.33 . .

NM_013239. frameshift deletionPPP2R3B:NM_013239:exon9:c.1165delA:p.T389fsENST00000484364.6_1,ENST00000468169.6_1,ENST00000479438.6_1,ENST00000390665.8_1,ENST00000477110.6_1. Xp22.33 . .

NM_000351. . . ENST00000217961.4_1. Xp22.31 . .

NM_001168465,NM_001168466,NM_152780. . . ENST00000379643.9_1,ENST00000379651.7_1,ENST00000443379.7_1. Xp22.12 . .

NM_001193416,NM_001193417,NM_001356. . . ENST00000630255.2_1,ENST00000625837.2_1,ENST00000399959.6_1,ENST00000542215.5_1,ENST00000478993.5_1,ENST00000629496.2_2,ENST00000626301.2_1,ENST00000629785.2_1,ENST00000630858.2_1,ENST00000441189.3_1,ENST00000630370.2_1,ENST00000457138.6_1. Xp11.4 . .

NM_001114123,NM_001257168,NM_005229. . . ENST00000343894.8_1,ENST00000247161.7_1,ENST00000376983.7_1. Xp11.23 . .

NM_001032289,NM_001042498,NM_001282647,NM_001282648,NM_001282649,NM_001282650,NM_001282651,NM_005660. . . ENST00000635285.1_1,ENST00000635589.1_1,ENST00000635460.1_1,ENST00000635015.1_1,ENST00000376521.6_1,ENST00000376515.8_1,ENST00000634665.1_1,ENST00000634461.1_1,ENST00000616181.5_1,ENST00000452555.7_1,ENST00000635238.1_1,ENST00000376529.8_1,ENST00000445167.7_1,ENST00000376512.2_1,ENST00000247138.10_1,ENST00000635628.1_1,ENST00000446885.1_3,ENST00000413561.7_1. Xp11.23 . .

NR_046649. . . ENST00000472598.5_2,ENST00000376303.6_1,ENST00000433499.1_1,ENST00000263233.8_2,ENST00000472737.1_1,ENST00000466635.1_1,ENST00000479808.5_2,ENST00000469389.5_1,ENST00000494396.5_1. Xp11.23 . .

NM_003886,NM_139289. . . ENST00000448865.5_2,ENST00000437370.2_1,ENST00000480926.1_1,ENST00000481402.5_1,ENST00000376064.7_2,ENST00000358526.6_2. Xp11.22 . .

NM_138703. frameshift deletionMAGEE2:NM_138703:exon1:c.133delC:p.Q45fsENST00000373359.3_1. Xq13.3 . .

NM_001042537,NM_006359NM_001042537:c.-10del-;NM_006359:c.-10del-. . ENST00000627534.2_1,ENST00000637195.1_2,ENST00000637581.1_1,ENST00000637234.1_1,ENST00000370698.7_1,ENST00000636206.1_1,ENST00000370701.6_2,ENST00000370695.7_2,ENST00000636347.1_1,ENST00000636092.1_1. Xq26.3 . .

NM_001163257,NM_005393. frameshift insertionPLXNB3:NM_005393:exon30:c.4956dupG:p.E1652fs,PLXNB3:NM_001163257:exon31:c.5025dupG:p.E1675fsENST00000538966.5_1,ENST00000361971.9_1,ENST00000489426.5_1. Xq28 . .

NM_001453. nonframeshift deletionFOXC1:NM_001453:exon1:c.1039_1041del:p.347_347delENST00000380874.3_1. 6p25.3 . .

NM_001207014,NM_001235NM_001207014:exon4:c.721+3->GGTGCTG;NM_001235:exon3:c.721+3->GGTGCTG. . ENST00000533603.5_1,ENST00000358171.7_1,ENST00000525876.1_1,ENST00000526397.5_1,ENST00000525611.5_1,ENST00000530284.5_1,ENST00000532356.5_1,ENST00000524558.5_1. 11q13.5 . .

NM_001100122,NM_014963. . . ENST00000587024.5_1,ENST00000361757.7_1,ENST00000592222.5_1,ENST00000590998.5_1,ENST00000438103.6_1,ENST00000587655.2_1,ENST00000590176.5_1. 19p13.3 . .

NM_001190880,NM_001243526,NM_015284,NM_031207NM_001190880:c.*192_*171delTGCCAGGGTTGCTGTGAAGATG;NM_001243526:c.*264_*243delTGCCAGGGTTGCTGTGAAGATG;NM_015284:c.*566_*587delCATCTTCACAGCAACCCTGGCA;NM_031207:c.*264_*243delTGCCAGGGTTGCTGTGAAGATG. . ENST00000634258.2_2,ENST00000562955.2_2,ENST00000460536.1_1,ENST00000583037.5_1,ENST00000638263.1_1,ENST00000372425.8_1. 1p34.2 . .

NM_001017920NM_001017920:c.-27_-22del-. . ENST00000409042.5_2,ENST00000309950.7_2,ENST00000621326.4_1. 2q24.1 . .

NM_144633. frameshift deletionKCNH8:NM_144633:exon13:c.2174_2181del:p.V725fsENST00000452398.5_1,ENST00000328405.6_1. 3p24.3 . .

NM_001164211,NM_001164213,NM_015116. . . ENST00000311191.10_1,ENST00000389797.7_1,ENST00000443945.6_1,ENST00000389798.7_1,ENST00000463929.5_1. 13q14.13 . .

NM_001271507. nonframeshift deletionCCDC177:NM_001271507:exon2:c.135_140del:p.45_47delENST00000599174.2_1. 14q24.1 . .

NR_038843,NR_039731dist=76944;dist=116794. . ENST00000312015.6_3,ENST00000567107.5_3,ENST00000566571.5_1,ENST00000345070.5_3. 15q11.2 . .

NM_001009955,NM_018070,NM_145716NM_001009955:c.*884_*885insTTC;NM_018070:c.*884_*885insTTC;NM_145716:c.*884_*885insTTC. . ENST00000610401.4_1,ENST00000326956.11_1. 1p32.3 . .

NM_016133. . . ENST00000471186.5_1,ENST00000245787.8_1,ENST00000467223.5_1,ENST00000485520.5_1,ENST00000411929.5_1. 2q14.2 . .

NM_016133. . . ENST00000485520.5_1,ENST00000411929.5_1,ENST00000245787.8_1,ENST00000471186.5_1,ENST00000467223.5_1. 2q14.2 . .

NM_021244. nonframeshift deletionRRAGD:NM_021244:exon1:c.63_68del:p.21_23delENST00000359203.3_1,ENST00000369415.8_1. 6q15 . .

NM_001045476,NM_001276374,NM_001276375,NM_001276376. . . ENST00000618744.4_1,ENST00000373574.1_2,ENST00000613760.4_2. 9q33.3 . .

NM_002522. nonframeshift deletionNPTX1:NM_002522:exon1:c.218_238del:p.73_80delENST00000306773.4_1,ENST00000575212.1_1. 17q25.3 . Score=699;Name=V$PPARG_02

NM_001281739,NM_001281740,NM_025135NM_001281739:c.-59_-41del-;NM_001281740:c.-59_-41del-;NM_025135:c.-59_-41del-. . ENST00000589114.5_1,ENST00000257209.8_1. 18q12.2 . .

NM_016653. frameshift deletionZAK:NM_016653:exon20:c.2164_2182del:p.L722fsENST00000423106.2_1,ENST00000422703.5_1,ENST00000375213.7_1,ENST00000409176.6_1. 2q31.1 . .

NM_016955NM_016955:c.-115_-119delGTTTT. . . . 4p15.2 . .

NM_004227. nonframeshift deletionCYTH3:NM_004227:exon4:c.218_238del:p.73_80delENST00000482460.1_1,ENST00000396741.3_1,ENST00000350796.7_1. 7p22.1 . .

NONE,NR_028326dist=NONE;dist=39970. . ENST00000424047.1_1. 11p15.5 . .

NM_005407. frameshift deletionSALL2:NM_005407:exon2:c.356_360del:p.E119fsENST00000613414.4_1,ENST00000541965.1_3,ENST00000611430.4_1,ENST00000546363.5_1,ENST00000450879.2_1,ENST00000537235.1_1,ENST00000614342.1_1. 14q11.2 . .

NM_001005271,NM_001005273,NM_005852. . . ENST00000330494.11_2,ENST00000572750.1_1,ENST00000358181.8_1,ENST00000439235.5_1,ENST00000470531.5_3,ENST00000380358.8_2. 17p13.1 . .

NM_001037501,NM_001277444,NM_015383. frameshift deletionNBPF8:NM_001037501:exon5:c.714_718del:p.S238fs,NBPF14:NM_015383:exon5:c.714_718del:p.S238fs,NBPF9:NM_001277444:exon6:c.714_718del:p.S238fsENST00000369189.3,ENST00000369188.3,ENST00000414710.2,ENST00000369202.1. 1q21.2 . .

NM_001278549,NM_002610. . . ENST00000443353.5_1,ENST00000416991.5_1,ENST00000442417.5_1,ENST00000444919.1_1,ENST00000282077.7_4,ENST00000410055.5_4,ENST00000436490.5_1,ENST00000450443.1_1,ENST00000392571.6_4,ENST00000431718.5_1,ENST00000436922.1_1. 2q31.1 . .

NM_003898. frameshift deletionSYNJ2:NM_003898:exon3:c.332_348del:p.A111fsENST00000638626.1_1,ENST00000367113.5_2,ENST00000355585.8_2,ENST00000640338.1_1,ENST00000449320.2_2,ENST00000640569.1_1. 6q25.3 . .

NM_006231. frameshift deletionPOLE:NM_006231:exon25:c.2890delT:p.S964fsENST00000535270.5_3,ENST00000320574.9_3,ENST00000537064.5_1. 12q24.33 . .

NM_000546,NM_001126112,NM_001126113,NM_001126114,NM_001126115,NM_001126116,NM_001126117,NM_001126118,NM_001276695,NM_001276696,NM_001276760,NM_001276761. nonframeshift insertionTP53:NM_001126115:exon1:c.8_9insTTG:p.C3delinsCC,TP53:NM_001126116:exon1:c.8_9insTTG:p.C3delinsCC,TP53:NM_001126117:exon1:c.8_9insTTG:p.C3delinsCC,TP53:NM_001126118:exon4:c.287_288insTTG:p.C96delinsCC,TP53:NM_000546:exon5:c.404_405insTTG:p.C135delinsCC,TP53:NM_001126112:exon5:c.404_405insTTG:p.C135delinsCC,TP53:NM_001126113:exon5:c.404_405insTTG:p.C135delinsCC,TP53:NM_001126114:exon5:c.404_405insTTG:p.C135delinsCC,TP53:NM_001276695:exon5:c.287_288insTTG:p.C96delinsCC,TP53:NM_001276696:exon5:c.287_288insTTG:p.C96delinsCC,TP53:NM_001276760:exon5:c.287_288insTTG:p.C96delinsCC,TP53:NM_001276761:exon5:c.287_288insTTG:p.C96delinsCCENST00000514944.5_1,ENST00000620739.4_1,ENST00000619186.4_1,ENST00000269305.8_1,ENST00000604348.5_1,ENST00000509690.5_1,ENST00000610538.4_1,ENST00000610292.4_1,ENST00000445888.6_1,ENST00000508793.5_1,ENST00000615910.4_1,ENST00000618944.4_1,ENST00000635293.1_1,ENST00000455263.6_1,ENST00000504937.5_1,ENST00000420246.6_1,ENST00000504290.5_1,ENST00000617185.4_1,ENST00000413465.6_1,ENST00000619485.4_1,ENST00000622645.4_1,ENST00000510385.5_1,ENST00000359597.8_1,ENST00000610623.4_1,ENST00000505014.5_1. 17p13.1 . .

NM_001195227,NM_017636. nonframeshift insertionTRPM4:NM_001195227:exon13:c.1800_1801insCGC:p.A600delinsAR,TRPM4:NM_017636:exon13:c.1800_1801insCGC:p.A600delinsARENST00000598502.5_1,ENST00000598697.5_1,ENST00000596338.5_1,ENST00000595519.5_1,ENST00000252826.9_2,ENST00000595071.5_1,ENST00000427978.6_2. 19q13.33 . .

NM_016148. frameshift deletionSHANK1:NM_016148:exon22:c.2765_2783del:p.P922fsENST00000391813.5_1,ENST00000359082.3_2,ENST00000391814.5_1,ENST00000293441.5_1. 19q13.33 . Score=985;Name=V$EN1_01

NM_006078NM_006078:c.*174_*175insA. . ENST00000300105.6_1. 22q12.3 . .

NM_001007225,NM_006548. . . ENST00000457616.6_1,ENST00000494906.1_1,ENST00000382199.6_1,ENST00000421047.3_1,ENST00000346192.7_1. 3q27.2 . .

NM_020368. nonframeshift deletionUTP3:NM_020368:exon1:c.226_231del:p.76_77delENST00000254803.3_1. 4q13.3 . .

NM_207371. nonframeshift deletionSKIDA1:NM_207371:exon4:c.921_947del:p.307_316delENST00000449193.6_1,ENST00000444772.3_1. 10p12.31 . .

NM_022092. frameshift deletionCHTF18:NM_022092:exon18:c.2348delC:p.T783fsENST00000471202.5_1,ENST00000631357.2_1,ENST00000262315.13_1,ENST00000464728.5_1,ENST00000317063.10_1,ENST00000455171.6_1,ENST00000493715.1_1. 16p13.3 . .

NM_018952. frameshift deletionHOXB6:NM_018952:exon4:c.510_526del:p.Y170fsENST00000487849.7_1,ENST00000460041.5_1,ENST00000465846.6_1,ENST00000492897.3_1,ENST00000467155.6_1,ENST00000552000.2_1,ENST00000466037.6_1,ENST00000484302.3_1,ENST00000481995.5_1,ENST00000480872.5_1,ENST00000477144.1_1,ENST00000429755.8_1,ENST00000476204.5_1,ENST00000474040.5_1,ENST00000225648.3_1,ENST00000474324.1_1,ENST00000470193.3_1. 17q21.32 . .

NM_001281532,NM_172341NM_001281532:exon3:c.62-2->G;NM_172341:exon3:c.62-2->G. . ENST00000222266.2_1,ENST00000587708.6_1,ENST00000591613.2_1,ENST00000591949.1_1. 19q13.12 . Score=926;Name=V$HOXA3_01

NONE,NONEdist=NONE;dist=NONE. . . . . . .

NM_001039375,NM_024120. . . ENST00000481249.5_1,ENST00000378106.9_1,ENST00000475968.5_1,ENST00000463598.1_1,ENST00000485738.5_1,ENST00000378081.9_1,ENST00000477732.5_2. 20p12.1 . .

NM_001256264,NM_001256265,NM_002018. . . ENST00000478416.1_1,ENST00000327031.8_1,ENST00000578558.5_1,ENST00000578101.5_1,ENST00000581349.5_1,ENST00000545457.6_1,ENST00000584444.5_1,ENST00000473425.2_1,ENST00000579294.5_1. 17p11.2 . .

NM_001253357,NM_005424. . . ENST00000485125.1_1,ENST00000538015.1_1,ENST00000372476.7_1. 1p34.2 . .

NM_139167. frameshift deletionSGCZ:NM_139167:exon4:c.408_424del:p.T136fsENST00000421524.6_1,ENST00000382080.5_1. 8p22 . .



NM_001246,NM_203468. frameshift insertionENTPD2:NM_001246:exon4:c.445dupC:p.Q149fs,ENTPD2:NM_203468:exon4:c.445dupC:p.Q149fsENST00000355097.6_2,ENST00000312665.7_2,ENST00000469106.4_1. 9q34.3 . .

NM_001048209,NM_001144058,NM_001144059,NM_016522. . . ENST00000539799.5_1,ENST00000374786.5_1,ENST00000374791.7_1,ENST00000425719.6_1,ENST00000474900.5_1,ENST00000496094.5_1,ENST00000427481.6_1,ENST00000490356.2_1,ENST00000467255.5_1,ENST00000374784.5_1,ENST00000498764.5_1. 11q25 . .

NM_001252650,NM_016026. . . ENST00000556692.1_1,ENST00000557726.1_2,ENST00000557273.5_1,ENST00000557331.1_1,ENST00000553384.5_1,ENST00000554731.1_1,ENST00000381346.8_1,ENST00000428130.6_1,ENST00000553816.5_1. 14q24.1 . .

NM_005650,NM_181492NM_005650:c.*143_*139delCGCCC;NM_181492:c.*81_*77delCGCCC. . ENST00000335626.8_2,ENST00000359486.7_2,ENST00000404876.1_1. 22q13.2 . .

NM_052920. . . ENST00000486442.5_1,ENST00000471654.1_1. 2p24.1 . .

NM_022913,NM_001017992dist=158781;dist=56552. . ENST00000510352.2_1,ENST00000506106.1_1. 5q11.2 . .

NM_001242352,NM_001242353,NM_001242354,NM_002540,NM_153432,NM_153433,NM_153435,NM_153436,NM_153437,NM_153439,NM_153440. . . ENST00000351030.7_1,ENST00000421776.6_1,ENST00000372791.7_3,ENST00000393527.7_1,ENST00000372814.7_2,ENST00000444119.6_1,ENST00000604420.5_3,ENST00000546203.5_1,ENST00000448249.7_2,ENST00000393533.6_2,ENST00000434106.7_3,ENST00000372807.9_1. 9q34.11 . .

NM_003737. nonframeshift deletionDCHS1:NM_003737:exon2:c.94_99del:p.32_33delENST00000299441.4_1. 11p15.4 . .

NM_001781. . . ENST00000228434.7_1,ENST00000536709.1_1,ENST00000416624.6_1. 12p13.31 . .

NM_001130048,NM_015296. . . ENST00000400228.6_1,ENST00000419908.5_1,ENST00000442173.5_1,ENST00000448493.7_2,ENST00000630992.2_1,ENST00000451563.5_1,ENST00000376460.5_1. 13q32.3 . .

NM_001040428,NM_018418. frameshift deletionSPATA7:NM_001040428:exon5:c.469delG:p.G157fs,SPATA7:NM_018418:exon6:c.565delG:p.G189fsENST00000556553.5_1,ENST00000393545.8_1,ENST00000556870.5_1,ENST00000553885.5_1,ENST00000356583.9_1,ENST00000553908.5_1,ENST00000557248.5_1,ENST00000555534.5_1,ENST00000555515.5_1,ENST00000555401.5_1,ENST00000045347.11_1,ENST00000556666.5_1,ENST00000553626.5_1. 14q31.3 . .

NM_001755,NM_022845NM_001755:exon2:c.165+1->T;NM_022845:exon2:c.165+1->T. . ENST00000564034.5_2,ENST00000561924.6_1,ENST00000412916.6_1,ENST00000565389.1_2,ENST00000290858.10_1. 16q22.1 . .

NM_001204478,NM_145301. . . ENST00000518506.4_3,ENST00000225576.7_1,ENST00000557349.5_3,ENST00000481756.7_3,ENST00000522212.6_3. 17p12 . .

NM_001144942,NM_001256281,NM_031934NM_001144942:c.-447_-464delCGCGCCCCCGGGCCGCTC;NM_001256281:c.-5_-22delCGCGCCCCCGGGCCGCTC;NM_031934:c.-447_-464delCGCGCCCCCGGGCCGCTC. . ENST00000625712.2_1,ENST00000453384.7_1,ENST00000482688.5_1,ENST00000583538.5_1,ENST00000419712.7_1,ENST00000436730.7_2,ENST00000395243.7_3,ENST00000582934.1_2,ENST00000636772.1_2,ENST00000450529.5_1,ENST00000353676.9_1,ENST00000430132.6_1,ENST00000412625.5_1,ENST00000580843.6_2,ENST00000301043.10_2,ENST00000636534.2_2,ENST00000395245.8_2,ENST00000415040.6_1. 17q11.2 . .

NM_030582,NM_130445. nonframeshift deletionCOL18A1:NM_030582:exon10:c.1882_1899del:p.628_633del,COL18A1:NM_130445:exon11:c.1342_1359del:p.448_453delENST00000359759.8_2,ENST00000355480.9_2,ENST00000400337.6_1. 21q22.3 . .

NR_003607,NM_001037814dist=104624;dist=27970. . ENST00000521497.2_1. 22q11.1 . .

NM_002893. . . ENST00000404022.5_1,ENST00000468092.1_3,ENST00000493145.1_3,ENST00000380087.6_1. Xp22.2 . Score=911;Name=V$AHRARNT_01

NM_001278559. nonframeshift deletionZNF316:NM_001278559:exon5:c.220_225del:p.74_75delENST00000427912.2_3,ENST00000382252.5_1. 7p22.1 . .

NM_001146,NM_001199859. . . ENST00000520734.5_2,ENST00000521950.1_1,ENST00000517746.5_1,ENST00000518386.5_1,ENST00000520052.1_1,ENST00000297450.7_1. 8q23.1 . .

NM_001165,NM_182962. . . ENST00000263464.7_1,ENST00000532808.5_1,ENST00000527309.1_1,ENST00000615299.4_1. 11q22.2 . .

NM_001039690,NM_001040146NM_001039690:c.*376_*371delAGGCCC;NM_001040146:c.*376_*371delAGGCCC. . ENST00000519534.1_2,ENST00000567763.1_1,ENST00000518041.5_1,ENST00000306585.8_1,ENST00000522497.1_1,ENST00000519520.5_1,ENST00000448552.6_1,ENST00000523421.5_1,ENST00000398235.6_1. 16q22.1 . .

NM_004819NM_004819:c.-8619_-8624delCGGCGG. . ENST00000593504.5_1,ENST00000598059.5_2,ENST00000598896.5_1,ENST00000245934.11_1,ENST00000594293.5_1,ENST00000593959.1_1,ENST00000599460.5_1. 19q13.32 . .

NM_001098491,NM_001098492,NM_001098493,NM_001098494,NM_001098495,NM_001098496,NM_024691. frameshift insertionZNF419:NM_001098492:exon2:c.61_62insCTGT:p.A21fs,ZNF419:NM_001098493:exon2:c.58_59insCTGT:p.A20fs,ZNF419:NM_001098495:exon2:c.61_62insCTGT:p.A21fs,ZNF419:NM_001098496:exon2:c.58_59insCTGT:p.A20fs,ZNF419:NM_001098491:exon3:c.100_101insCTGT:p.A34fs,ZNF419:NM_001098494:exon3:c.100_101insCTGT:p.A34fs,ZNF419:NM_024691:exon3:c.97_98insCTGT:p.A33fsENST00000442920.6_1,ENST00000520540.5_1,ENST00000523882.5_1,ENST00000521137.1_1,ENST00000424930.6_1,ENST00000519310.1_1,ENST00000523312.1_1,ENST00000521754.5_1,ENST00000221735.11_1,ENST00000415379.6_1,ENST00000601674.5_1,ENST00000518999.5_1,ENST00000523138.5_2,ENST00000426954.6_1,ENST00000599674.1_1,ENST00000522346.1_1,ENST00000347466.10_1,ENST00000354197.8_1,ENST00000523439.1_1. 19q13.43 . .

NR_073393. . . ENST00000376909.6_1,ENST00000608568.1_1. Xp11.23 . .

NM_001287758,NM_001287759,NM_001287760,NM_001847,NM_033641. . . ENST00000334504.11_2,ENST00000621266.4_1,ENST00000545689.2_3,ENST00000394872.6_2,ENST00000372216.8_2,ENST00000538570.5_1. Xq22.3 . .

NM_004947. frameshift deletionDOCK3:NM_004947:exon41:c.4166_4167del:p.R1389fsENST00000266037.9_1. 3p21.2 . .

NM_001005474,NM_031419. frameshift deletionNFKBIZ:NM_031419:exon5:c.1250_1251del:p.L417fs,NFKBIZ:NM_001005474:exon6:c.950_951del:p.L317fsENST00000326172.9_1,ENST00000394054.6_1,ENST00000326151.9_2,ENST00000483180.5_2. 3q12.3 . .

NM_020211. . . ENST00000329082.11_1. 15q26.1 . .



genomicSuperDupsRepeat avsnp150 cosmic82 clinvar_20170905gwasCatalognew1000g2015aug_Chinese1000g2015aug_eas1000g2015aug_all

. . . . . . . . .

. . . ID=COSM1404692;OCCURENCE=1(skin),1(large_intestine). . . . .

. Score=1180;Name="3995091:ALR/Alpha(Satellite)"rs60788840. . . . . .

Score=0.9;Name=chr7:150447023. . . . . . . .

. . rs377378377. . . . . .

. . . . . . . . .

. . . . . . . . .

Score=0.960512;Name=chr19:39732381Score=239;Name="2184189:C-rich(Low_complexity)". . . . . . .

. . . . . . . . .

. Score=344;Name="5091920:(TAGA)n(Simple_repeat)"rs782178653. . . . 0.0039 0.001589

. . . . . . . . .

. . rs919028362. . . . . .

. . . . . . . . .

. Score=561;Name="2144179:(TG)n(Simple_repeat)"rs764034359. . . . . .

. . rs5844903 . . . . 0.1448 0.153754

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . ID=COSN1184455;OCCURENCE=1(liver). . . . .

Score=0.99138;Name=chr19:172443. . . . . . . .

Score=0.954209;Name=chr17:4539030Score=446;Name="1819269:(TC)n(Simple_repeat)". . . . . . .

. Score=366;Name="1951340:MIR(SINE)". . . . . . .

. . rs776098462. . . . . .

. . rs937607867ID=COSN24296928;OCCURENCE=1(prostate). . . . .

. . . . . . . . .

. . rs779039068. . . . . .

. . . . . . . . .

. . . . . . . . .

. . . ID=COSM1733739,COSM4334999,COSM4610924;OCCURENCE=1(biliary_tract),5(large_intestine),1(pancreas). . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . rs771239273ID=COSN5852962;OCCURENCE=1(stomach). . . . .

. . rs768688314. . . . . .

. . . . . . . . .

. . rs770097790ID=COSN2374978;OCCURENCE=1(stomach). . . . .

. . . . . . . . .

. . . . . . . . .

. . . ID=COSM5052600;OCCURENCE=1(stomach),1(large_intestine). . . . .

. . . . . . . . .

. . . ID=COSM1639534,COSM1639535,COSM1639533;OCCURENCE=1(stomach). . . . .

. . . . . . . . .

. . . . . . . . .

. . rs758416612ID=COSM5832368,COSM5198961;OCCURENCE=1(breast). . . . .

. . rs753798673ID=COSN18724872;OCCURENCE=1(large_intestine). . . . .

. . rs539544931. . . . . 0.000599

. . . ID=COSM269905;OCCURENCE=31(large_intestine),1(stomach),2(biliary_tract). . . . .

. . rs759424701ID=COSM3729063;OCCURENCE=1(stomach). . . . .

. . rs770377082. . . . . .

. . . . . . . . .

. Score=390;Name="2244824:(TG)n(Simple_repeat)"rs796897550. . . . . .



. . . ID=COSM3040212,COSM3040211;OCCURENCE=4(large_intestine). . . . .

. . rs780891275. . . . . .

. Score=625;Name="2284085:L1ME2z(LINE)". . . . . . .

Score=0.928465;Name=chr19:11776548. rs199713115ID=COSN18726132,COSN18726275;OCCURENCE=2(large_intestine). . . 0.005 0.001597

. . . . . . . . .

. . rs770359991ID=COSM3053095;OCCURENCE=2(large_intestine). . . . .

. . rs778937111ID=COSM256131;OCCURENCE=4(breast),5(large_intestine),1(liver). . . . .

. Score=1213;Name="2388458:AluSx(SINE)". . . . . . .

. . . ID=COSN20068660,COSN20064780,COSN506834,COSN20047056,COSN20058660;OCCURENCE=1(stomach),3(biliary_tract),1(prostate). . . . .

. . . . . . . . .

. . rs764719749ID=COSM252949;OCCURENCE=1(liver),1(NS),67(large_intestine),3(pancreas),1(breast),1(skin),1(prostate),1(ovary),4(biliary_tract),1(oesophagus),20(stomach). . . . .

. . . . . . . . .

. . . . . . . . .

. . rs745648385ID=COSM1400923;OCCURENCE=1(large_intestine). . . . .

. . . . . . . . .

. . . ID=COSN20058746,COSN20047187;OCCURENCE=2(biliary_tract). . . . .

. . rs747096427. . . . . .

. . . . . . . . .

. . . . . . . . .

. . . ID=COSM3728856,COSM3728857;OCCURENCE=1(stomach),1(biliary_tract). . . . .

. . . . . . . . .

. . . ID=COSM4748181,COSM1404844,COSM1404843;OCCURENCE=1(stomach),1(breast),6(large_intestine). . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . ID=COSM5181475;OCCURENCE=1(large_intestine). . . . .

Score=0.922606;Name=chr2:234655487. rs544018510ID=COSN23015953,COSN23015954,COSN23015952;OCCURENCE=3(breast). . . . 0.00619

. . . . . . . . .

. . . ID=COSM4673342;OCCURENCE=1(large_intestine). . . . .

. . rs904289631. . . . . .

. . rs760875539ID=COSN18727971,COSN5853595,COSN18727443,COSN18727714;OCCURENCE=3(large_intestine),1(stomach). . . . .

. . . . . . . . .

. . . . . . . . .

. . rs764709206ID=COSM5059824;OCCURENCE=1(stomach),1(oesophagus). . . . .

. . . . . . . . .

. . . ID=COSM1424622,COSM1424621;OCCURENCE=1(pleura),6(NS),2(large_intestine),2(skin). . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . rs775582041. . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . ID=COSN18727418,COSN18727494;OCCURENCE=2(large_intestine). . . . .

. . . . . . . . .

. . rs770474261. . . . . .

. . rs748061060. . . . . .

. . rs764697385ID=COSN20069222,COSN20069289;OCCURENCE=2(prostate). . . . .

. . rs928186470. . . . . .

. . . . . . . . .

. . rs752525270. . . . . .

. . . . . . . . .

. . . . . . . . .

. . . ID=COSN20040895,COSN18728662,COSN18728783;OCCURENCE=2(large_intestine),1(biliary_tract). . . . .



. . . . . . . . .

. Score=234;Name="3452328:CT-rich(Low_complexity)"rs764118577ID=COSM1426484;OCCURENCE=2(large_intestine). . . . .

. . rs763946287. . . . . .

. . . ID=COSM4706379,COSM4706380;OCCURENCE=1(large_intestine). . . . .

Score=0.996412;Name=chrUn_gl000228:0. . . . . . . .

Score=0.952218;Name=chr5:235806. . . . . . . .

. . rs746654944ID=COSM1434868;OCCURENCE=1(stomach),1(biliary_tract),11(large_intestine). . . . .

. . rs771729890. . . . . .

. . . . . . . . .

. . . . . . . . .

. . rs762501818ID=COSN2376040;OCCURENCE=1(stomach). . . . .

. . rs765847834. . . . . .

. . . . . . . . .

. . . . . . . . .

. . rs777858421. . . . . .

. . rs769338468ID=COSM291693,COSM4697425;OCCURENCE=4(large_intestine),2(NS),1(haematopoietic_and_lymphoid_tissue),1(pancreas),2(breast). . . . .

. . . . . . . . .

. . rs776832675. . . . . .

. . rs374384377. . . . 0.003 0.000599

Score=0.928926;Name=chr6:31355067. . . . . . . .

. . rs766600705. . . . . .

. . rs780501411. . . . . .

Score=0.979668;Name=chr3:142894903. rs748995519ID=COSN20065086;OCCURENCE=1(biliary_tract). . . . .

. . rs761285537. . . . . .

. . rs760020887ID=COSM3718913,COSM1444117;OCCURENCE=1(upper_aerodigestive_tract),7(large_intestine),1(pancreas). . . . .

. . . ID=COSM5732770,COSM5732769;OCCURENCE=1(NS),1(pancreas). . . . .

Score=0.926644;Name=chr3:22423222. . ID=COSN18730813;OCCURENCE=1(large_intestine). . . . .

. . . . . . . . .

. . rs779203314. . . . . .

. . rs766825430ID=COSM4688669,COSM311628,COSM311627;OCCURENCE=3(stomach),2(lung),1(biliary_tract),1(pancreas),1(breast),2(NS),12(large_intestine). . . . .

. . . ID=COSM1439545;OCCURENCE=2(skin),4(large_intestine). . . . .

. . . . . . . . .

. . . . . . . . .

. . rs149046391. . . . . .

. . . ID=COSM309761;OCCURENCE=5(large_intestine),1(lung). . . . .

Score=0.956282;Name=chr4:2089741. rs757081326. . . . . .

. . rs746858891ID=COSM3017046,COSM3017047;OCCURENCE=1(large_intestine). . . . .

. . . . . . . . .

. . . . . . . . .

Score=0.994491;Name=chr9:141101991Score=321;Name="4225428:(CTG)n(Simple_repeat)". . . . . . .

. . rs144374574. . . . . .

. . . . . . . . .

. . rs754233336ID=COSM5093408,COSM5093407,COSM5093406;OCCURENCE=1(breast),3(large_intestine). . . . .

. . rs370166690ID=COSM1643297;OCCURENCE=2(stomach),1(biliary_tract),1(prostate),1(large_intestine). . . . .

Score=0.895175;Name=chr22:31298139. . . . . . . .

. . rs747063477ID=COSM1643324;OCCURENCE=2(stomach). . . . .

. . . . . . . . .

. . . . . . . . .

Score=0.894302;Name=chr7:63668728. rs781946785. . . . . .

. Score=2170;Name="4352261:AluSx1(SINE)". . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . rs559202547. . . . 0.004 0.000799



. . . . . . . . .

. . rs759412133. . . . . .

Score=0.921178;Name=chr7:134244393Score=568;Name="4462010:FLAM_A(SINE)"rs770871530. . . . . .

. . . . . . . . .

. . rs761849570. . . . . .

. Score=2323;Name="4531464:AluSc8(SINE)". . . . . . .

. . rs779076389. . . . . .

. . . . . . . . .

. . rs112629277. . . . 0.0198 0.04972

. . rs3832550 . . . . . .

. . . . . . . . .

. . . ID=COSN5853993;OCCURENCE=1(stomach). . . . .

. . rs778290077ID=COSN20070361;OCCURENCE=1(prostate). . . . .

. . rs775950025ID=COSM6039545,COSM1458727,COSM1458728;OCCURENCE=1(NS),34(large_intestine),1(pancreas),2(skin),2(prostate),1(haematopoietic_and_lymphoid_tissue),2(biliary_tract),3(stomach). . . . .

. . . . . . . . .

. Score=198;Name="4734853:(CA)n(Simple_repeat)"rs146253351. . . . . .

. . . . . . . . .

. . rs756254049ID=COSM1455585;OCCURENCE=6(large_intestine). . . . .

. . rs764890015. . . . . .

. . rs776616566ID=COSN5853727,COSN2535567,COSN18733443,COSN1378300,COSN18733491;OCCURENCE=1(stomach),1(pancreas),2(large_intestine),1(liver). . . . .

. . . ID=COSM1462260;OCCURENCE=1(large_intestine). . . . .

Score=0.982151;Name=chr9:67899291. rs530348145. . . . 0.002 0.000599

. . . ID=COSM1463735;OCCURENCE=2(large_intestine). . . . .

. . . ID=COSM1463799,COSM1463800,COSM1463801,COSM1463798;OCCURENCE=1(oesophagus),1(stomach),5(large_intestine),1(pancreas). . . . .

. . . . . . . . .

. Score=261;Name="4926174:(A)n(Simple_repeat)"rs760631773. . . . . .

. . rs779249829ID=COSM1459879;OCCURENCE=2(large_intestine),1(stomach). . . . .

. . rs1028985698. . . . . .

. . rs770328554. . . . . .

. . rs367589276. . . . 0.003 0.000599

. Score=402;Name="4970977:L2a(LINE)". . . . . . .

. . . . . . . . .

. . . . . . . . .

. . rs751769886. . . . . .

. . . ID=COSM4668088;OCCURENCE=1(large_intestine),1(NS). . . . .

. . . . . . . . .

. . rs762577520ID=COSN20063224;OCCURENCE=1(biliary_tract). . . . .

. . . . . . . . .

Score=0.992177;Name=chr10:46712811. . ID=COSN18734418,COSN18734440;OCCURENCE=2(large_intestine). . . . .

. . rs758235168. . . . . .

. . . . . . . . 0.008387

. . rs754210432. . . . . .

. . rs769663113ID=COSM1349061,COSM1349060,COSM1349062;OCCURENCE=10(large_intestine),1(prostate),2(breast),1(pancreas). . . . .

. . . ID=COSN18734755;OCCURENCE=1(large_intestine). . . . .

. . rs748869505. . . . . .

Score=0.973171;Name=chr10:48899344. rs766418648. . . . . .

. . rs758568616. . . . . .

. . . . . . . . .

. . rs553465855. . . . 0.0069 0.002196

. . . . . . . . .

Score=0.970805;Name=chr11:307675. . . . . . . .

. . . ID=COSM4611374;OCCURENCE=4(large_intestine),1(upper_aerodigestive_tract). . . . .

. . rs751872197ID=COSM5050691,COSM5050692;OCCURENCE=1(stomach). . . . .

. . rs976638432. . . . . .



. . . . . . . . .

. . . . . . . . .

. . rs763227380. . . . . .

. . rs777800896. . . . . .

. . rs1049395320. . . . . .

. . . . . . . . .

. . . ID=COSM1355405,COSM5093315;OCCURENCE=1(large_intestine). . . . .

Score=0.927338;Name=chr8:99916232. . ID=COSN20041812;OCCURENCE=1(biliary_tract). . . . .

. . rs758867794. . . . . .

Score=0.936742;Name=chr11:71275193. rs898704768. . . . . .

. . rs764735138ID=COSM1357182,COSM1357181;OCCURENCE=2(breast),32(large_intestine),5(stomach),1(lung),1(small_intestine). . . . .

. . . . . . . . .

. . . ID=COSM6028105,COSM6028104;OCCURENCE=1(large_intestine). . . . .

. . rs573988986ID=COSN20058415,COSN20047819,COSN22820881,COSN20066140;OCCURENCE=1(breast),3(biliary_tract). . . . 0.000799

. . rs776667136. . . . . .

. . rs774964135ID=COSM1180774,COSM1180773;OCCURENCE=1(breast),1(upper_aerodigestive_tract),1(NS),13(large_intestine),2(stomach). . . . .

. . rs766674371. . . . . .

. Score=214;Name="922825:T-rich(Low_complexity)". . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . rs756699760. . . . . .

Score=0.930753;Name=chr12:27251849. rs764988079. . . . . .

Score=0.930753;Name=chr12:27251849Score=200;Name="959551:CT-rich(Low_complexity)". . . . . . .

. . . . . . . . .

. . . . . . . . .

. . rs763669424. . . . . .

. . . . . . . . .

. Score=216;Name="995609:(TG)n(Simple_repeat)". . . . . . .

. . . . . . . . .

. . . . . . . . .

. . rs553289615. . . . . 0.008986

. . . . . . . . .

. . rs770612489ID=COSM1363202;OCCURENCE=2(stomach),1(biliary_tract),14(large_intestine). . . . .

. . rs535931779. . . . . .

. . rs776317118ID=COSM1363350;OCCURENCE=6(stomach),5(large_intestine). . . . .

. . rs199962994. . . . . .

. . . . . . . . .

. . . . . . . . .

. . rs764375036ID=COSM1366139,COSM2069858;OCCURENCE=1(stomach),5(large_intestine),1(breast). . . . .

. Score=481;Name="1192641:MLT1J(LTR)". . . . . . .

. . rs71669698. . . . . 0.026957

. . . . . . . . .

. . . ID=COSM1370259,COSM1370258;OCCURENCE=2(large_intestine),1(skin). . . . .

. . rs11347467. . . . 0.003 0.103235

Score=0.948247;Name=chr2:98443616. rs552698914. . . . . .

. . . . . . . . .

. . . ID=COSN20042175;OCCURENCE=1(biliary_tract). . . . .

. . . . . . . . .

. . rs145147241ID=COSM1372051;OCCURENCE=1(biliary_tract),2(stomach),9(large_intestine). . . . .

. Score=215;Name="1521008:MIR3(SINE)". . . . . . .

. . rs764380384. . . . . .

. . . ID=COSM4735454,COSM4735453;OCCURENCE=1(large_intestine). . . . .

. . . . . . . . .



. . rs563562643ID=COSN20064541,COSN18738595;OCCURENCE=1(biliary_tract),1(large_intestine). . . 0.001 0.000799

. . rs751559575. . . . . .

. . rs556111664ID=COSN18747483,COSN18747500;OCCURENCE=2(large_intestine). . . . 0.000799

. . . . . . . . .

. . . . . . . . .

. . rs764346151ID=COSM4611410,COSM1375168,COSM4611409;OCCURENCE=4(large_intestine),1(biliary_tract). . . . .

. . . . . . . . .

. . . ID=COSM2015652,COSM2015651;OCCURENCE=3(large_intestine),1(biliary_tract). . . . .

. . . . . . . . .

. . rs778135071. . . . . .

. . rs780965684. . . . . .

. . rs749150409ID=COSM287292;OCCURENCE=14(large_intestine),4(breast),1(stomach). . . . .

. Score=1190;Name="1661686:MER58B(DNA)". . . . . . .

Score=0.979024;Name=chr16:70043801. . . . . . . .

. . . . . . . . .

. . rs757029678. . . . . .

. . . . . . . . .

. . rs781713547ID=COSM1378767;OCCURENCE=1(large_intestine). . . . .

. . rs767902569ID=COSM1378901;OCCURENCE=2(large_intestine),1(breast). . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . rs757496409ID=COSM1242403;OCCURENCE=2(large_intestine),1(prostate),1(oesophagus). . . . .

. . . ID=COSM4336341,COSM1640917;OCCURENCE=1(large_intestine),3(stomach),1(central_nervous_system). . . . .

. . rs528599051ID=COSN20072111;OCCURENCE=1(prostate). . . . 0.002796

. Score=276;Name="1878165:MIRc(SINE)". . . . . . .

. . . ID=COSM2837928;OCCURENCE=1(large_intestine),1(stomach). . . . .

. . . . . . . . .

Score=0.941923;Name=chr17:41019399. . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . rs138017390. . . . . 0.026558

. . . ID=COSN18740058,COSN18740153;OCCURENCE=2(large_intestine). . . . .

. . . . . . . . .

. . . . . . . . .

. . rs763479483. . . . . .

. . . . . . . . .

. . rs748705896. . . . . .

. . rs142973168ID=COSN1204681,COSN18741400,COSN18741297,COSN18741277;OCCURENCE=3(large_intestine),1(liver)Likely benign;not_specified;RCV000248834.1;MedGen;CN169374. . . .

. . rs750026844. . . . . .

. . . . . . . . .

. . . . . . . . .

. . rs766135427. . . . . .

. . . . . . . . .

. . rs571081471. . . . . .

. Score=235;Name="2046941:C-rich(Low_complexity)"rs1019291900. . . . . .

. . rs763053514ID=COSM4661248;OCCURENCE=1(large_intestine). . . . .

. Score=346;Name="2100851:AluYk12(SINE)". . . . . . .

. Score=23;Name="2101419:GC_rich(Low_complexity)". . . . . . .

. . rs764459144ID=COSM4615630;OCCURENCE=1(large_intestine). . . . .

. . . . . . . . .

. Score=856;Name="2109804:MLT1C(LTR)". . . . . . .



. . . . . . . . .

. . rs759079886. . . . . .

. . . . . . . . .

. . rs770801416ID=COSN20054205,COSN18742031;OCCURENCE=1(biliary_tract),1(large_intestine). . . . .

. . . . . . . . .

. . . . . . . . .

. Score=620;Name="2132377:FLAM_C(SINE)". . . . . . .

. . . . . . . . .

. . rs779900748ID=COSM1733706,COSM182317;OCCURENCE=1(biliary_tract),2(stomach),1(NS),18(large_intestine),2(pancreas),1(breast). . . . .

. Score=2251;Name="2169287:AluSx1(SINE)"rs767765996. . . . . .

. Score=289;Name="2172166:L1ME4a(LINE)". . . . . . .

. . . . . . . . .

. . . ID=COSM3198415;OCCURENCE=1(stomach),1(breast),1(upper_aerodigestive_tract). . . . .

. . rs941444046ID=COSM6039716,COSM6039715;OCCURENCE=1(large_intestine). . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . rs766201872. . . . . .

. . . . . . . . .

. . . . . . . . .

. . rs752065381. . . . . .

. . . . . . . . .

. . . . . . . . .

. . rs755506199ID=COSM1394939;OCCURENCE=1(breast),3(large_intestine). . . . .

. . rs398122840ID=COSM1481304,COSM1481303;OCCURENCE=1(central_nervous_system),6(large_intestine),4(breast)Pathogenic;Carcinoma_of_colon;RCV000010119.5;MedGen:OMIM:SNOMED_CT;C0699790:114500:269533000. . . .

. . . . . . . . .

. . . . . . . . .

. . rs766698635. . . . . .

. . . . . . . . .

. . . . . . . . .

. . rs781137898ID=COSM1396547,COSM1396546;OCCURENCE=1(oesophagus),1(stomach),6(large_intestine),1(haematopoietic_and_lymphoid_tissue),1(skin). . . . .

. . . . . . . . .

. . . . . . . . .

. . rs757564629ID=COSN2375542;OCCURENCE=1(stomach). . . . .

. . rs36051769. . . . . .

. . . . . . . . .

. . rs1085307856ID=COSM4170082,COSM1411076;OCCURENCE=2(stomach),2(central_nervous_system),3(large_intestine),1(breast),63(haematopoietic_and_lymphoid_tissue)Pathogenic;not_provided;RCV000489373.1;MedGen;CN221809. . . .

. . rs753929913. . . . . .

. . . . . . . . .

. . rs751182908ID=COSM3686204;OCCURENCE=2(prostate),1(large_intestine). . . . .

. . rs768498940. . . . . .

. . rs766714372ID=COSM252989;OCCURENCE=1(biliary_tract),1(ovary),1(lung),1(stomach),33(large_intestine),1(NS),1(prostate),3(breast). . . . .

. . rs935971274ID=COSN1252188;OCCURENCE=1(liver). . . . .

. . . . . . . . .

. Score=308;Name="2785371:A-rich(Low_complexity)"rs368731771ID=COSN22893131,COSN22831655,COSN22889470,COSN18743561,COSN20072981,COSN20120862,COSN18743559;OCCURENCE=1(bone),3(breast),1(prostate),2(large_intestine). . . . .

. . rs753817415. . . . . .

. . rs775538929ID=COSM4701173;OCCURENCE=1(large_intestine),1(breast). . . . .

Score=0.91749;Name=chr22:23723424. rs200146458ID=COSN1259285,COSN1259286;OCCURENCE=1(liver). . . 0.0794 0.049121

Score=0.958568;Name=chr22:25622856. . . . . . . .

. Score=241;Name="2857396:(CGG)n(Simple_repeat)". . . . . . .

. . . . . . . . .

. . rs768670879ID=COSN15649256,COSN5853960;OCCURENCE=1(upper_aerodigestive_tract),1(stomach). . . . .

. . . . . . . . .

Score=0.967122;Name=chr22:42962426. . . . . . . .



. . rs774308273. . . . . .

. . . . . . . . .

Score=0.999995;Name=chrY:231384. . ID=COSM1467250;OCCURENCE=6(large_intestine),1(NS),1(breast). . . . .

. . rs763150956. . . . . .

. Score=22;Name="5029493:GC_rich(Low_complexity)". . . . . . .

. . rs775218288. . . . . .

. . rs751557523ID=COSN5853168;OCCURENCE=1(stomach). . . . .

. . rs782125178. . . . . .

. . . . . . . . .

. . . . . . . . .

. . . ID=COSM294541;OCCURENCE=2(large_intestine). . . . .

. . rs1064795942. Likely benign;not_specified;RCV000481437.1;MedGen;CN169374. . . .

. . rs782343056ID=COSM1239879,COSM5368020;OCCURENCE=2(large_intestine),1(oesophagus). . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . rs748564874. . . . . .

. . . . . . . . .

. . . . . . . . .

. . rs934423339. . . . . .

Score=0.901999;Name=chr15:29086391. rs4036589 ID=COSN1174658;OCCURENCE=1(liver). . . . .

. . rs10625539. . . . 0.3085 0.441094

. Score=207;Name="2437222:(ATG)n(Simple_repeat)". . . . . . .

. . rs370703029. . . . . .

. Score=204;Name="4040377:(TCC)n(Simple_repeat)". . . . . . .

. . . . . . . . .

. . . . . . . . .

. Score=28;Name="2026296:GC_rich(Low_complexity)". . . . . . .

. . . . . . . . .

. Score=275;Name="3303309:(CAAAA)n(Simple_repeat)"rs886059354. Uncertain significance;Pontoneocerebellar_hypoplasia;RCV000364681.1;MedGen:SNOMED_CT;C1261175:373666002. . . .

. . . . . . . . .

Score=0.996924;Name=chr19:129631. . . . . . . .

. . rs948870103ID=COSM4746787;OCCURENCE=1(stomach). . . . .

. . rs1047246911. . . . . .

Score=0.98555;Name=chr1:144599386. . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. Score=405;Name="2877931:L1MC4(LINE)"rs398037047. . . . 0.2173 0.234625

. . . . . . . . .

. Score=192;Name="3379962:(GGA)n(Simple_repeat)"rs756216791. . . . . .

. Score=366;Name="471259:(CCG)n(Simple_repeat)"rs745927830. . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . rs267606614. Pathogenic|Pathogenic;Cytochrome-c_oxidase_deficiency|Leigh_syndrome;RCV000010292.2|RCV000144008.2;MedGen:OMIM:Orphanet:SNOMED_CT|MedGen:OMIM:Orphanet:SNOMED_CT;C0268237:220110:ORPHA254905:67434000|C0023264:256000:ORPHA506:29570005. . . .

. Score=32;Name="2675612:GC_rich(Low_complexity)". . . . . . .

. . . . . . . . .

. . rs751929994. . . . . .

. . . . . . . . .



. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. Score=210;Name="2891828:(CGGGG)n(Simple_repeat)"rs766608312. . . . . .

. . . . . . . . .

. . . . . . . . .

. Score=2552;Name="4964057:AluSc(SINE)". . . . . . .

. Score=240;Name="680749:(CAG)n(Simple_repeat)"rs778892181. . . . . .

. . . . . . . . .

. Score=224;Name="1298502:(TTTTTG)n(Simple_repeat)"rs774391312. . . . . .

. . rs775800959. . . . . .

. . . ID=COSM5752801,COSM5752800;OCCURENCE=2(breast). . . . .

. Score=9174;Name="1837462:LTR12C(LTR)". . . . . . .

. Score=22;Name="1855481:GC_rich(Low_complexity)". . . . . . .

. . rs764562855. . . . . .

. . . . . . . . .

. Score=51;Name="5022931:GC_rich(Low_complexity)". . . . . . .

. Score=450;Name="4239495:GA-rich(Low_complexity)". . . . . . .

. . . . . . . . .

. Score=207;Name="852168:(TA)n(Simple_repeat)"rs60157696ID=COSN19659266;OCCURENCE=1(oesophagus). . . 0.7262 0.701877

Score=0.948521;Name=chrX:44492714. rs759649969. . . . . .

. Score=180;Name="2200330:(CCG)n(Simple_repeat)". . . . . . .

Score=0.926708;Name=chr19:58010245. . . . . . . .

Score=0.95923;Name=chrX:52668486. . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .



esp6500siv2_allExAC_ALL ExAC_EASSIFT Polyphen2_HVARPolyphen2_HDIVMutationTastergerp++gt2 CADD

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

0.0068 0.0017 0.0004 . . . . . -0.015565,3.934

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . -0.171358,3.165

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. 0.1944 0.069 . . . . . 0.721048,7.837

. . . . . . . . 0.640624,7.441

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . -0.055266,3.732

. . . . . . . . .

. . . . . . . . .

. . . . . . . . 8.456148,40

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

0.0021 0.0001 0 . . . . . 3.824671,19.42

. 0.0005 0.0003 . . . . . .

. . . . . . . . .

0.0011 8.25E-06 0.0001 . . . . . 1.220399,9.952

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . 0.318819,5.728

. . . . . . . . .

0.0015 0.0005 0 . . . . . 3.318747,17.16

. 2.22E-05 0 . . . . . .

0.0124 0.0002 0 . . . . . -0.262035,2.742

. . . . . . . . .

0.0007 0.0003 0.0007 . . . . . 0.831281,8.353

. 7.87E-05 0 . . . . . .

. . . . . . . . .

. . . . . . . . .



. . . . . . . . .

. 0.0007 0 . . . . . .

. . . . . . . . .

. . . . . . . . -0.366243,2.274

. . . . . . . . -0.344064,2.372

. 2.47E-05 0 . . . . . .

0.0042 0.0033 0.0002 . . . . . 2.599557,14.65

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. 3.31E-05 0 . . . . . .

. . . . . . . . .

. . . . . . . . .

. 2.50E-05 0 . . . . . .

. . . . . . . . .

. . . . . . . . .

. 0.0003 0 . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . -0.745937,0.829

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

0.0068 0.0019 0.0002 . . . . . -1.033226,0.215

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. 3.49E-05 0 . . . . . .

. . . . . . . . .

. . . . . . . . .

. 4.13E-05 0 . . . . . 2.045653,12.80

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. 3.30E-05 0 . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

8.00E-05 4.14E-05 0 . . . . . 6.272893,37

. 0.0013 0 . . . . . .

. 7.43E-05 0 . . . . . 0.215872,5.164

. . . . . . . . .

. . . . . . . . .

. 6.67E-05 0 . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .



. . . . . . . . .

0.0018 0.0002 0.0001 . . . . . 3.925528,19.97

. 3.31E-05 0 . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

0.0062 0.0003 0.0003 . . . . . 12.104388,46

. . . . . . . . 0.699566,7.733

. . . . . . . . .

. . . . . . . . .

. 2.54E-05 0 . . . . . .

. 0.0003 0.0002 . . . . . .

. . . . . . . . .

. . . . . . . . .

. 8.29E-06 0 . . . . . .

. 0.0018 0.0003 . . . . . 3.668062,18.64

. . . . . . . . .

. 0.0013 0.0003 . . . . . -0.354890,2.324

. . . . . . . . -0.012894,3.948

. . . . . . . . .

. 3.91E-05 0.0005 . . . . . .

. 8.60E-06 0 . . . . . .

0.0108 0.0132 0.0002 . . . . . 0.779711,8.115

. 8.55E-06 0 . . . . . .

. 0.0014 0.0002 . . . . . 2.174337,13.23

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. 0.0003 0 . . . . . .

. 1.67E-05 0 . . . . . .

. . . . . . . . .

. . . . . . . . .

8.00E-05 . . . . . . . 4.835186,27.5

. . . . . . . . 0.253508,5.370

. . . . . . . . .

. 0.0027 0 . . . . . .

. 2.51E-05 0 . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . -0.792134,0.697

. . . . . . . . 0.066003,4.358

. . . . . . . . .

. 0.0011 0 . . . . . 7.541577,39

. 0.0002 0 . . . . . 0.414848,6.253

. . . . . . . . .

. 7.45E-05 0 . . . . . .

. . . . . . . . .

. . . . . . . . .

. 8.41E-06 0 . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. 0.0006 0.0026 . . . . . -0.337970,2.399



. . . . . . . . .

. 0.0075 0.0013 . . . . . 1.449740,10.79

. 0.0042 0.0001 . . . . . -0.171168,3.165

. . . . . . . . .

. 1.66E-05 0 . . . . . .

. . . . . . . . .

. 0.0012 0 . . . . . 0.332589,5.804

. . . . . . . . .

. . . . . . . . -1.012315,0.243

0.0011 0.0002 . . . . . . 3.590050,18.28

. . . . . . . . .

. . . . . . . . .

. 0.0006 0 . . . . . .

. 8.28E-06 0 . . . . . .

. . . . . . . . .

. . . . . . . . 0.781695,8.125

. . . . . . . . .

. 0.0003 0 . . . . . .

. 8.31E-06 0 . . . . . .

. 0.0005 0.0004 . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

0.0076 . . . . . . . 0.848277,8.429

0.0061 0.0384 0.1569 . . . . . -0.953411,0.336

. 9.89E-05 0.001 . . . . . 4.370603,23.1

. . . . . . . . 2.454346,14.17

. 4.37E-05 0 . . . . . .

. . . . . . . . -0.201835,3.021

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. 1.38E-05 0 . . . . . .

. . . . . . . . .

. . . . . . . . .

. 9.35E-05 0 . . . . . .

. . . . . . . . .

. . . . . . . . .

8.80E-05 0.0002 0.0005 . . . . . -0.750302,0.816

0.0086 0.0025 0.0001 . . . . . 0.948278,8.867

. 8.28E-06 . . . . . . .

0.0043 0.0031 0.0005 . . . . . 5.924892,36

. . . . . . . . .

. 1.66E-05 0.0001 . . . . . .

. 8.28E-06 0 . . . . . -0.266141,2.723

. 2.62E-05 0 . . . . . .

. . . . . . . . .

0.005 0.0046 0.0122 . . . . . 0.334116,5.812

. . . . . . . . .

. . . . . . . . .

0.0021 . . . . . . . 1.247081,10.06

0.0175 0.0006 0.0004 . . . . . 1.443171,10.77

. . . . . . . . 1.184019,9.814



. . . . . . . . .

. . . . . . . . .

0.0003 0.0037 0.0036 . . . . . 1.940664,12.45

. 7.67E-05 0 . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . -1.180968,0.083

. 1.66E-05 0 . . . . . .

. . . . . . . . .

0.0159 0.0016 0 . . . . . .

. . . . . . . . .

. . . . . . . . .

0.0031 0.0006 0.0018 . . . . . 0.076681,4.415

8.00E-05 8.24E-06 0 . . . . . 2.368741,13.88

. 1.66E-05 0 . . . . . .

. 0.0004 0 . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. 9.44E-06 0 . . . . . .

. 2.54E-05 0 . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

0.0036 0.0035 0.0001 . . . . . 1.973183,12.56

. . . . . . . . .

. . . . . . . . -1.068213,0.174

. . . . . . . . .

. . . . . . . . .

0.001 0.0106 0 . . . . . 1.306697,10.28

. . . . . . . . .

. 1.65E-05 0 . . . . . 5.434959,35

. . . . . . . . 1.657264,11.50

0.007 0.0023 0.0008 . . . . . 6.333780,37

0.0346 0.001 0.0068 . . . . . -0.644200,1.160

. . . . . . . . .

. . . . . . . . .

. 0.001 0.0002 . . . . . .

. . . . . . . . .

0.0355 0.0018 0.0009 . . . . . -0.629183,1.213

. . . . . . . . .

. . . . . . . . .

0.1221 0.0684 0.0073 . . . . . 0.792157,8.173

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. 0.0002 0 . . . . . .

. . . . . . . . .

. . . . . . . . .



. 0.0001 0 . . . . . -0.838457,0.578

. 0 0 . . . . . -0.979719,0.291

. 0.0002 0 . . . . . 0.629140,7.383

. . . . . . . . .

. . . . . . . . .

. 0.0001 0.0008 . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

0.0063 0.0002 0.0007 . . . . . -0.538121,1.555

. 0.0001 0 . . . . . -0.925102,0.388

0.0057 0.0052 0.001 . . . . . 3.748789,19.03

. . . . . . . . .

. . . . . . . . -0.233735,2.872

. . . . . . . . -0.195350,3.051

. 0.0114 0.0117 . . . . . -0.102010,3.500

. . . . . . . . .

. 0.0001 0 . . . . . .

. 0.0006 0.0001 . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

0.0045 . . . . . . . -0.230199,2.888

. 0.0002 0.0022 . . . . . .

. . . . . . . . .

0.002 0.0003 0 . . . . . 0.144172,4.775

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . 5.822128,36

. . . . . . . . .

0.0226 0.0064 0 . . . . . 0.090218,4.487

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. 0 0 . . . . . .

. . . . . . . . .

. 0.001 0.0001 . . . . . .

. 0.0003 0 . . . . . .

. 1.68E-05 0 . . . . . .

. . . . . . . . .

. . . . . . . . .

0.0009 7.63E-05 0 . . . . . 0.764831,8.046

. . . . . . . . .

0.002 0.0005 0 . . . . . 3.326528,17.19

. . . . . . . . .

. 7.42E-05 0 . . . . . .

. . . . . . . . .

. . . . . . . . .

. 4.65E-05 0 . . . . . .

. . . . . . . . .

. . . . . . . . .



. . . . . . . . .

. 4.39E-05 0 . . . . . .

. . . . . . . . .

. 0.0002 0.0001 . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

0.006 0.0002 0 . . . . . 6.184515,37

0.0002 0.0004 0.0004 . . . . . 0.091208,4.492

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. 3.27E-05 0 . . . . . .

. . . . . . . . .

. . . . . . . . .

0.0106 0.0088 0.0091 . . . . . -0.310612,2.522

. . . . . . . . .

. . . . . . . . .

0.0075 0.0002 0.0003 . . . . . 2.258493,13.51

0.0064 0.0016 0.0001 . . . . . 1.111180,9.532

. . . . . . . . .

. . . . . . . . -0.232107,2.880

. 0.0003 0.0002 . . . . . .

. . . . . . . . .

. . . . . . . . .

. 0.0015 0.0005 . . . . . .

. . . . . . . . .

. . . . . . . . .

. 0.0003 0.0005 . . . . . .

. 5.83E-05 0 . . . . . .

. . . . . . . . .

0.0252 0.0016 0.0005 . . . . . 4.966242,29.0

0.0048 0.0003 0.0001 . . . . . -1.576300,0.014

. . . . . . . . .

. 0.0002 0 . . . . . .

. 0.0003 0.0001 . . . . . .

. 0.0004 0.0006 . . . . . 4.399397,23.3

. . . . . . . . -0.789274,0.705

. . . . . . . . .

. . . . . . . . -1.711714,0.011

. 8.36E-06 0 . . . . . .

. 0.0002 0.0002 . . . . . .

. 0.0166 0.0104 . . . . . 0.846469,8.421

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. 0.0002 0.0009 . . . . . 0.118246,4.636

. . . . . . . . .

. . . . . . . . .



. 8.48E-06 0 . . . . . .

. . . . . . . . .

. . . . . . . . 1.295933,10.24

. . . . . . . . .

. . . . . . . . .

0.0009 3.49E-05 0 . . . . . -1.137313,0.112

0.0034 0.0059 0.0016 . . . . . -0.278162,2.668

. 0.0009 0 . . . . . -0.002064,4.003

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. 0.0014 0 . . . . . 6.926590,38

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

0.0226 9.62E-05 0 . . . . . 0.044422,4.245

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. 0.0131 0.0007 . . . . . -0.967556,0.311

. . . . . . . . -0.708287,0.945

. . . . . . . . .

. . . . . . . . -0.621617,1.240

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . 2.489362,14.28

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . 2.267836,13.54

. . . . . . . . .

0.0006 0.0201 0.0152 . . . . . 2.539731,14.45

. 0.0006 0 . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. 0.0159 0.0034 . . . . . 1.032582,9.218

. . . . . . . . .

. 8.54E-06 0.0001 . . . . . .

. . . . . . . . .



. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

0.0085 . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. 0.1054 0.2256 . . . . . .

. . . . . . . . .

. 0.0006 0 . . . . . -2.866279,0

. 8.26E-06 0 . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. 1.70E-05 0 . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. 0.0829 0.0719 . . . . . -1.762378,0.010

. 0.0002 0.0051 . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .

. . . . . . . . .



NovoDb_WESNovoDb_WGSINFO FORMAT ACa01N ACa01T Ori_REF Ori_ALT shared_hom

. . IC=2;IHP=3;NT=ref;QSI=43;QSI_NT=43;RC=3;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5024:24:24,24:0,0:0,0:23.54:0.00:0.0047:47:23,23:20,20:3,3:50.56:0.00:0.00AC A 0

. . IC=8;IHP=9;NT=ref;QSI=74;QSI_NT=74;RC=7;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5062:62:54,54:0,0:7,7:56.86:0.00:0.00114:114:69,69:35,35:8,9:117.75:0.00:0.00G GT 0

0.001063 . IC=0;IHP=4;NT=ref;QSI=32;QSI_NT=32;RC=1;RU=TGGAG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5074:74:73,74:0,0:2,2:75.87:0.17:0.00236:236:206,219:5,5:20,21:225.49:0.06:0.00TTGGAG T 0

. . IC=1;IHP=4;NT=ref;QSI=57;QSI_NT=57;RC=4;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5051:51:51,51:0,0:0,0:50.37:0.00:0.00101:101:69,69:27,27:6,6:101.96:0.00:0.00GTTT G 0

. . IC=9;IHP=11;NT=ref;QSI=83;QSI_NT=83;RC=8;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5077:77:75,75:0,0:2,2:76.97:0.45:0.00154:154:99,99:39,39:16,17:153.55:1.48:0.00T TC 0

. . IC=0;IHP=4;NT=ref;QSI=42;QSI_NT=42;RC=1;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5096:96:94,94:0,0:1,1:89.89:0.00:0.00334:334:283,284:36,36:14,14:327.22:0.19:0.00AT A 0

. . IC=1;IHP=4;NT=ref;QSI=119;QSI_NT=110;RC=2;RU=AGA;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5093:93:92,92:0,0:5,5:97.6:0.50:0.00166:166:107,107:52,52:12,12:172.8:0.08:0.00CAGA C 0

0.000389 . IC=5;IHP=5;NT=ref;QSI=379;QSI_NT=131;RC=4;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50145:145:134,135:0,0:9,8:161.9:0.41:0.00576:576:235,235:287,287:53,53:643.64:5.24:0.00T TC 0

. . IC=1;IHP=2;NT=ref;QSI=163;QSI_NT=118;RC=0;RU=AG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50106:106:105,106:0,0:0,0:102.4:0.00:0.00234:234:137,137:78,78:14,14:229.12:0.07:0.00C CAG 0

0.001392 . IC=6;IHP=2;NT=ref;QSI=39;QSI_NT=39;RC=5;RU=AGAC;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5051:51:48,48:0,0:3,3:54.08:0.00:0.00116:116:85,86:21,22:13,11:128.91:0.00:0.00T TAGAC 0

. . IC=0;IHP=3;NT=ref;QSI=168;QSI_NT=117;RC=1;RU=CACAGCCCTAAT;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50107:107:113,113:0,0:3,3:105.28:0.00:0.00245:245:162,162:85,85:9,9:227.78:0.82:0.00ACACAGCCCTAATA 0

. . IC=9;IHP=9;NT=ref;QSI=61;QSI_NT=61;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5038:38:31,31:0,0:7,7:37.45:0.00:0.0072:72:32,32:27,27:12,12:66.92:0.00:0.00G GT 0

0.011341 . IC=1;IHP=3;NT=ref;QSI=32;QSI_NT=32;RC=0;RU=TGGGC;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5070:70:64,64:0,0:6,6:71.18:7.47:0.00176:176:144,144:3,3:24,24:171.31:10.96:0.00T TTGGGC 0

0.002806 . IC=0;IHP=4;NT=ref;QSI=32;QSI_NT=32;RC=1;RU=TGTGTGTGTGTGTGTGTGTT;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5078:78:74,76:0,0:18,16:67.98:1.71:0.00205:205:192,195:9,9:35,34:186.16:2.01:0.00GTGTGTGTGTGTGTGTGTGTTG 0

0.090962 0.147788 IC=2;IHP=4;NT=ref;QSI=43;QSI_NT=32;RC=3;RU=C;SGT=ref->hom;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5012:12:12,12:1,1:0,0:14.97:0.00:0.0029:29:0,0:26,26:3,3:28.48:0.00:0.00TC T 0

. . IC=0;IHP=4;NT=ref;QSI=40;QSI_NT=40;RC=1;RU=GGGATTTTC;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5097:97:95,96:0,0:7,7:94.92:0.33:0.00152:152:130,131:11,11:13,13:146.14:0.84:0.00GGGGATTTTCG 0

. . IC=2;IHP=4;NT=ref;QSI=72;QSI_NT=72;RC=3;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5079:79:76,77:0,0:1,1:76.44:0.17:0.00167:167:118,119:35,35:14,14:162.51:1.17:0.00CG C 0

. . IC=0;IHP=2;NT=ref;QSI=32;QSI_NT=32;RC=1;RU=GT;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5065:65:61,61:0,0:1,1:67.78:0.01:0.00254:254:192,195:34,34:20,20:247.78:0.49:0.00CGT C 0

. . IC=4;IHP=5;NT=ref;QSI=46;QSI_NT=46;RC=5;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5041:41:41,41:0,0:1,1:46.49:0.00:0.0083:83:53,53:21,21:7,7:82.76:0.53:0.00GC G 0

. . IC=0;IHP=3;NT=ref;QSI=34;QSI_NT=34;RC=1;RU=CTCTTTAGGCCA;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5083:83:83,96:0,0:0,0:79.89:0.00:0.00172:172:156,177:8,9:10,9:169.55:0.24:0.00CCTCTTTAGGCCAC 0

0.005265 . IC=1;IHP=3;NT=ref;QSI=34;QSI_NT=34;RC=0;RU=TCTCTCCT;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5069:69:68,68:0,0:11,11:67.49:1.69:0.00144:144:123,125:4,5:39,37:146.16:7.66:0.00C CTCTCTCCT 0

. . IC=2;IHP=2;NT=ref;QSI=31;QSI_NT=31;RC=3;RU=TG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5070:70:69,69:0,0:3,3:75.17:0.00:0.00177:177:141,141:20,20:15,15:172.46:0.01:0.00CTG C 0

. . IC=5;IHP=6;NT=ref;QSI=68;QSI_NT=68;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50118:118:111,111:0,0:6,6:118.86:0.01:0.00220:220:163,163:34,34:17,17:218.13:0.41:0.00AC A 0

. . IC=7;IHP=8;NT=ref;QSI=66;QSI_NT=66;RC=8;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50152:152:146,147:0,0:7,6:149.51:0.87:0.00304:304:245,246:37,37:22,21:302.31:1.57:0.00TC T 0

. . IC=4;IHP=5;NT=ref;QSI=60;QSI_NT=60;RC=5;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5067:67:68,68:0,0:0,0:75.73:0.32:0.00194:194:138,139:34,34:19,19:186:0.43:0.00AC A 0

. . IC=8;IHP=8;NT=ref;QSI=51;QSI_NT=51;RC=7;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50103:103:101,102:0,0:2,2:94.9:0.01:0.00193:193:151,151:27,27:16,16:187.82:0.49:0.00T TG 0

. . IC=5;IHP=6;NT=ref;QSI=35;QSI_NT=35;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5042:42:42,44:0,0:0,0:48.79:0.00:0.0077:77:56,57:15,15:5,5:85.04:0.54:0.00AC A 0

. . IC=5;IHP=6;NT=ref;QSI=55;QSI_NT=55;RC=6;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5089:89:82,82:0,0:6,6:84.96:0.00:0.00173:173:127,127:27,28:14,13:172.44:0.88:0.00CG C 0

. . IC=6;IHP=7;NT=ref;QSI=74;QSI_NT=74;RC=7;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5086:86:83,83:0,0:3,3:83.97:0.00:0.00209:209:160,161:40,40:9,9:199.53:0.95:0.00TG T 0

. . IC=0;IHP=7;NT=ref;QSI=74;QSI_NT=74;RC=1;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50165:165:164,165:0,0:0,0:162.6:0.14:0.00317:317:265,265:36,36:16,16:311.11:0.29:0.00CA C 0

. . IC=8;IHP=7;NT=ref;QSI=45;QSI_NT=45;RC=7;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50105:105:99,99:0,0:6,6:102.32:0.26:0.00191:191:162,163:20,20:9,9:192.18:0.00:0.00A AC 0

. . IC=7;IHP=9;NT=ref;QSI=40;QSI_NT=40;RC=6;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5050:50:50,50:0,0:0,0:51.24:0.00:0.0085:85:64,64:17,17:4,4:84.51:0.00:0.00C CT 0

. . IC=7;IHP=8;NT=ref;QSI=30;QSI_NT=30;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5024:24:24,24:0,0:0,0:22.92:0.00:0.0053:53:35,35:15,15:3,3:57.55:0.45:0.00GA G 0

. . IC=8;IHP=8;NT=ref;QSI=50;QSI_NT=50;RC=7;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50108:108:102,102:1,1:3,3:114.25:0.28:0.00203:203:154,154:36,36:14,14:217.21:2.03:0.00T TG 0

. . IC=4;IHP=5;NT=ref;QSI=53;QSI_NT=53;RC=5;RU=T;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5056:56:56,56:0,0:0,0:55.85:0.27:0.0084:84:56,58:19,19:8,8:87.03:0.00:0.00CT C 0

. . IC=6;IHP=7;NT=ref;QSI=65;QSI_NT=65;RC=7;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5090:90:88,88:0,0:2,2:82.73:0.46:0.00153:153:114,115:28,28:11,11:146.9:0.33:0.00GT G 0

. . IC=4;IHP=10;NT=ref;QSI=47;QSI_NT=47;RC=5;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5060:60:60,61:0,0:1,0:64.25:2.97:0.00137:137:100,100:24,24:11,11:141.14:6.06:0.00AG A 0

. . IC=5;IHP=6;NT=ref;QSI=35;QSI_NT=35;RC=6;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5051:51:49,49:0,0:2,2:48.22:0.00:0.0068:68:52,52:13,13:3,3:71.27:0.05:0.00TG T 0

. . IC=6;IHP=7;NT=ref;QSI=42;QSI_NT=42;RC=7;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5094:94:91,91:0,0:3,3:93.12:0.00:0.00237:237:194,194:32,32:11,11:230.72:0.37:0.00GT G 0

. . IC=4;IHP=6;NT=ref;QSI=67;QSI_NT=67;RC=5;RU=A;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5093:93:92,92:0,0:1,1:91.7:0.40:0.00198:198:153,155:35,35:10,10:188.03:0.00:0.00TA T 0

. . IC=7;IHP=8;NT=ref;QSI=31;QSI_NT=31;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5063:63:57,57:0,0:5,5:63.88:0.00:0.00106:106:79,80:15,16:9,8:101.43:0.46:0.00GA G 0

. . IC=2;IHP=4;NT=ref;QSI=38;QSI_NT=38;RC=3;RU=AG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5058:58:59,59:0,0:1,1:59.4:0.00:0.00108:108:84,84:18,18:8,8:109.98:0.12:0.00CAG C 0

. . IC=4;IHP=6;NT=ref;QSI=49;QSI_NT=49;RC=5;RU=C;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5071:71:68,68:0,0:2,2:68.5:0.00:0.00114:114:87,88:21,21:4,4:114.49:0.01:0.00TC T 0

. . IC=9;IHP=9;NT=ref;QSI=34;QSI_NT=34;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5059:59:59,59:0,0:0,0:59.11:0.01:0.0097:97:72,73:15,15:9,9:93.63:0.03:0.00G GA 0

. . IC=6;IHP=7;NT=ref;QSI=32;QSI_NT=32;RC=7;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5056:56:52,52:0,0:4,4:51.89:0.33:0.00105:105:82,82:17,17:5,5:97.16:0.00:0.00GA G 0

. . IC=7;IHP=9;NT=ref;QSI=43;QSI_NT=43;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5052:52:51,51:0,0:1,1:53.43:0.00:0.0092:92:65,65:18,18:9,9:92.44:0.02:0.00AT A 0

. . IC=5;IHP=6;NT=ref;QSI=58;QSI_NT=58;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50217:217:210,210:2,2:3,3:216.05:0.51:0.00458:458:366,368:68,68:23,23:442.82:1.35:0.00AC A 0

. . IC=7;IHP=10;NT=ref;QSI=34;QSI_NT=34;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5073:73:70,70:1,1:1,1:73.36:0.00:0.00133:133:102,102:25,25:6,6:128.61:0.31:0.00TA T 0

. . IC=7;IHP=8;NT=ref;QSI=31;QSI_NT=31;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5059:59:55,56:1,1:4,4:62.09:0.00:0.0086:86:61,61:20,20:5,5:87.45:0.24:0.00TA T 0

. . IC=5;IHP=6;NT=ref;QSI=34;QSI_NT=34;RC=6;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5052:52:48,50:0,0:3,1:46.94:5.31:0.0079:79:57,57:14,14:7,7:67.93:7.46:0.00CG C 0

. 0.000883 IC=5;IHP=2;NT=ref;QSI=32;QSI_NT=32;RC=6;RU=TG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5031:31:32,32:0,0:0,0:30.76:0.00:0.0073:73:49,49:16,16:8,8:71.95:0.00:0.00CTG C 0



. . IC=8;IHP=7;NT=ref;QSI=30;QSI_NT=30;RC=7;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5050:50:49,49:0,0:0,0:47.78:0.00:0.0079:79:62,62:13,13:4,4:75.57:0.00:0.00C CA 0

. . IC=6;IHP=7;NT=ref;QSI=44;QSI_NT=44;RC=7;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5072:72:68,68:0,0:4,4:72.06:0.00:0.00114:114:87,87:19,19:7,7:111.5:0.00:0.00AT A 0

. . IC=3;IHP=5;NT=ref;QSI=42;QSI_NT=42;RC=4;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5041:41:41,42:0,0:0,0:45.51:0.00:0.0054:54:34,34:13,13:8,8:51.8:0.00:0.00TA T 0

0.001131 0.001416 IC=7;IHP=9;NT=ref;QSI=33;QSI_NT=33;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5052:52:49,49:0,0:4,4:51.24:0.36:0.0085:85:61,62:14,14:9,9:88.55:0.49:0.00CA C 0

. . IC=4;IHP=6;NT=ref;QSI=32;QSI_NT=32;RC=5;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5025:25:25,25:0,0:0,0:22.94:0.01:0.0048:48:30,30:14,14:4,4:48.69:0.21:0.00GA G 0

. . IC=9;IHP=13;NT=ref;QSI=31;QSI_NT=31;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5040:40:38,39:0,0:2,2:40.88:0.00:0.0061:61:43,43:12,12:6,6:60.31:0.02:0.00A AT 0

. . IC=9;IHP=8;NT=ref;QSI=71;QSI_NT=71;RC=8;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50131:131:123,123:1,1:7,7:134.7:0.00:0.00324:324:242,243:54,54:27,27:310.34:1.03:0.00G GC 0

. . IC=7;IHP=14;NT=ref;QSI=36;QSI_NT=36;RC=6;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5071:71:67,67:0,0:3,3:68.76:0.00:0.00101:101:77,77:15,15:9,9:98.98:0.95:0.00G GT 0

. . IC=7;IHP=9;NT=ref;QSI=40;QSI_NT=40;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5047:47:47,47:0,0:0,0:49.26:0.00:0.0073:73:50,51:15,15:8,8:67.93:0.00:0.00TA T 0

. . IC=5;IHP=7;NT=ref;QSI=33;QSI_NT=33;RC=6;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5055:55:53,53:0,0:2,2:54.94:0.00:0.00108:108:82,82:17,17:9,9:113.97:0.01:0.00CG C 0

. . IC=7;IHP=9;NT=ref;QSI=132;QSI_NT=94;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50103:103:98,98:0,1:5,4:100.22:0.00:0.00125:125:70,70:48,49:7,7:120.24:0.00:0.00TA T 0

. . IC=4;IHP=5;NT=ref;QSI=44;QSI_NT=44;RC=5;RU=G;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5097:97:95,95:0,0:2,2:92.81:0.00:0.00182:182:145,146:24,24:15,15:180.21:0.47:0.00AG A 0

. . IC=7;IHP=7;NT=ref;QSI=82;QSI_NT=82;RC=6;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50109:109:107,107:0,0:2,2:105.19:0.00:0.00187:187:145,145:35,35:7,7:181.32:1.40:0.00A AT 0

0.000194 . IC=8;IHP=7;NT=ref;QSI=32;QSI_NT=32;RC=7;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5070:70:64,64:0,0:6,6:67.4:0.01:0.00136:136:105,105:18,19:13,13:125.64:0.65:0.00T TG 0

. . IC=5;IHP=6;NT=ref;QSI=56;QSI_NT=56;RC=6;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5066:66:63,63:0,0:2,2:68.69:0.00:0.00110:110:80,80:23,23:7,7:109.91:0.06:0.00CT C 0

. . IC=7;IHP=8;NT=ref;QSI=30;QSI_NT=30;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5058:58:55,56:0,0:3,3:62.73:0.00:0.00108:108:85,85:16,16:6,6:110.02:0.00:0.00AT A 0

. . IC=7;IHP=13;NT=ref;QSI=39;QSI_NT=39;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5086:86:86,87:0,0:1,1:83.5:0.00:0.00131:131:104,105:16,16:10,10:120.57:0.04:0.00CT C 0

. . IC=4;IHP=7;NT=ref;QSI=56;QSI_NT=56;RC=5;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5073:73:71,71:0,0:3,3:69.48:0.00:0.00145:145:111,111:27,27:6,6:140.85:0.94:0.00AT A 0

. . IC=6;IHP=6;NT=ref;QSI=43;QSI_NT=43;RC=5;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5051:51:49,49:0,0:2,2:49.13:0.00:0.00104:104:73,74:20,20:11,11:95.01:0.34:0.00A AT 0

. . IC=6;IHP=8;NT=ref;QSI=50;QSI_NT=50;RC=7;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5072:72:67,67:0,0:4,4:71.73:0.00:0.00105:105:79,79:20,20:6,6:99.27:0.00:0.00CA C 0

. . IC=9;IHP=8;NT=ref;QSI=44;QSI_NT=44;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5059:59:59,59:0,0:0,0:63.45:0.00:0.00118:118:88,88:21,21:8,8:118.67:0.00:0.00T TA 0

. . IC=6;IHP=8;NT=ref;QSI=34;QSI_NT=34;RC=7;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5062:62:60,60:0,0:2,2:61.78:0.00:0.00111:111:81,81:16,16:14,14:100.71:0.51:0.00AC A 0

. . IC=0;IHP=3;NT=ref;QSI=47;QSI_NT=47;RC=1;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50106:106:106,106:0,0:0,0:101.23:0.00:0.00152:152:130,131:16,16:4,4:151.31:0.30:0.00AG A 0

. . IC=4;IHP=8;NT=ref;QSI=45;QSI_NT=45;RC=5;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5096:96:92,92:0,0:2,2:95.83:0.00:0.00137:137:105,105:18,18:9,9:135:1.50:0.00GA G 0

. . IC=3;IHP=6;NT=ref;QSI=37;QSI_NT=37;RC=4;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5067:67:67,67:0,0:1,1:65.41:0.00:0.00140:140:112,112:21,21:8,8:138.36:0.53:0.00TA T 0

. . IC=4;IHP=5;NT=ref;QSI=61;QSI_NT=61;RC=5;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50136:136:133,133:0,0:3,3:138.62:0.00:0.00304:304:238,240:39,40:25,24:292.95:2.19:0.00TG T 0

. . IC=8;IHP=7;NT=ref;QSI=71;QSI_NT=71;RC=7;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50181:181:170,170:0,0:9,9:171.48:0.01:0.00310:310:259,259:36,36:15,15:295.81:0.16:0.00A AC 0

. . IC=6;IHP=7;NT=ref;QSI=50;QSI_NT=50;RC=7;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50119:119:112,112:0,0:8,8:121.18:0.01:0.00176:176:145,146:19,19:13,13:181.29:0.55:0.00CT C 0

. . IC=5;IHP=7;NT=ref;QSI=33;QSI_NT=33;RC=6;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5071:71:66,66:0,0:4,4:69.99:0.05:0.00120:120:98,98:17,17:4,4:117.06:0.28:0.00AT A 0

. . IC=7;IHP=6;NT=ref;QSI=36;QSI_NT=36;RC=6;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5039:39:35,35:0,0:3,3:39.59:0.15:0.0096:96:65,65:22,22:8,8:93.94:0.01:0.00C CT 0

. . IC=7;IHP=9;NT=ref;QSI=33;QSI_NT=33;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5049:49:44,44:0,0:4,4:51.58:0.00:0.0066:66:51,51:13,13:1,1:68.3:0.10:0.00TA T 0

. . IC=6;IHP=8;NT=ref;QSI=45;QSI_NT=45;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50101:101:97,99:0,0:4,2:91.61:1.21:0.00131:131:104,104:17,17:8,8:122.98:0.52:0.00GAA G 0

. . IC=1;IHP=3;NT=ref;QSI=48;QSI_NT=48;RC=2;RU=GAG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50102:102:102,102:0,0:3,3:103.72:0.01:0.00225:225:180,181:30,30:20,20:214.02:0.56:0.00TGAG T 0

. . IC=8;IHP=8;NT=ref;QSI=45;QSI_NT=45;RC=7;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5090:90:88,88:0,0:3,3:90.61:0.28:0.00174:174:136,136:24,24:13,13:174.91:1.60:0.00A AG 0

. . IC=3;IHP=5;NT=ref;QSI=43;QSI_NT=43;RC=4;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5079:79:77,77:0,0:2,2:77.93:0.00:0.00122:122:97,97:19,19:5,5:117.8:0.00:0.00CA C 0

. . IC=6;IHP=7;NT=ref;QSI=110;QSI_NT=110;RC=7;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50251:251:243,244:0,0:8,8:237.22:0.54:0.00394:394:322,322:47,47:25,25:376.54:1.26:0.00CG C 0

. . IC=6;IHP=8;NT=ref;QSI=35;QSI_NT=35;RC=7;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5079:79:75,75:0,0:2,2:79.86:0.48:0.00158:158:121,122:20,20:15,15:149.79:0.19:0.00CT C 0

. . IC=0;IHP=9;NT=ref;QSI=39;QSI_NT=39;RC=1;RU=AG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5035:35:35,36:0,0:0,0:29.72:0.42:0.0078:78:52,53:20,20:5,4:73.04:2.80:0.00AAG A 0

. . IC=7;IHP=7;NT=ref;QSI=53;QSI_NT=53;RC=6;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50122:122:117,117:0,0:4,4:121.78:0.01:0.00214:214:171,172:24,24:16,16:208.26:1.03:0.00T TG 0

. . IC=5;IHP=7;NT=ref;QSI=40;QSI_NT=40;RC=6;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5068:68:68,68:0,0:1,1:65.26:0.00:0.0081:81:64,64:14,14:3,3:80.47:0.22:0.00GA G 0

. . IC=5;IHP=4;NT=ref;QSI=37;QSI_NT=37;RC=4;RU=C;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5058:58:57,57:0,0:1,1:58.84:0.31:0.00125:125:97,99:20,20:7,7:123.67:0.67:0.00T TC 0

0.045347 . IC=0;IHP=12;NT=ref;QSI=34;QSI_NT=34;RC=1;RU=TTCT;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5038:38:37,37:0,0:9,9:50.57:0.30:0.0092:92:70,71:20,21:15,15:113.92:0.89:0.00CTTCT C 0

. . IC=9;IHP=9;NT=ref;QSI=30;QSI_NT=30;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5068:68:63,64:0,0:4,4:64.85:0.31:0.0098:98:76,77:12,12:10,10:95.19:0.19:0.00A AT 0

. . IC=6;IHP=7;NT=ref;QSI=107;QSI_NT=107;RC=7;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50183:183:177,178:1,1:5,5:184.37:0.00:0.00449:449:338,339:74,74:35,35:436.59:0.05:0.00TG T 0

. . IC=6;IHP=6;NT=ref;QSI=47;QSI_NT=47;RC=5;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50105:105:102,103:0,0:3,3:105.87:0.07:0.00177:177:136,136:21,21:20,20:167.78:0.64:0.00G GC 0

. . IC=0;IHP=3;NT=ref;QSI=41;QSI_NT=41;RC=1;RU=TAAC;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5091:91:91,91:0,0:1,1:85.89:0.00:0.00227:227:188,188:30,30:11,11:210.45:0.20:0.00TTAAC T 0

0.000518 0.00088 IC=2;IHP=4;NT=ref;QSI=78;QSI_NT=78;RC=3;RU=AGA;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50166:166:171,172:0,0:7,7:167.73:1.62:0.00280:280:219,219:36,36:28,28:286.58:1.95:0.00GAGA G 0

. . IC=6;IHP=7;NT=ref;QSI=35;QSI_NT=35;RC=7;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5079:79:79,79:0,0:0,0:80.7:0.00:0.00157:157:131,132:16,16:12,13:152.04:0.35:0.00AT A 0

. . IC=5;IHP=6;NT=ref;QSI=55;QSI_NT=55;RC=6;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5077:77:69,70:0,0:7,7:70.26:0.04:0.00125:125:93,93:24,24:5,5:129.91:0.00:0.00GA G 0

. . IC=1;IHP=4;NT=ref;QSI=64;QSI_NT=64;RC=2;RU=AGG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50148:148:144,144:0,0:3,3:146.98:0.46:0.00282:282:233,235:31,31:19,19:282.97:0.31:0.00AAGG A 0

. . IC=2;IHP=9;NT=ref;QSI=30;QSI_NT=30;RC=3;RU=AAAAG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5065:65:69,69:0,0:3,3:64.6:0.00:0.00141:141:127,127:5,5:18,18:131.73:0.22:0.00AAAAAG A 0

. . IC=4;IHP=9;NT=ref;QSI=92;QSI_NT=92;RC=5;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50207:207:204,205:0,0:5,5:201.37:2.47:0.00405:405:336,338:50,50:19,19:396.7:4.25:0.00TC T 0

. . IC=9;IHP=8;NT=ref;QSI=35;QSI_NT=35;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5046:46:44,45:0,0:2,2:44.9:0.00:0.0067:67:46,47:13,13:8,8:73.89:0.01:0.00C CT 0

. . IC=6;IHP=9;NT=ref;QSI=47;QSI_NT=47;RC=7;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5055:55:52,52:0,0:4,4:58.97:0.86:0.00104:104:73,73:21,21:8,9:103.33:0.84:0.00CG C 0



. . IC=8;IHP=8;NT=ref;QSI=30;QSI_NT=30;RC=7;RU=A;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5052:52:51,51:0,0:1,1:52.06:0.77:0.0085:85:67,68:14,14:4,4:84.77:0.00:0.00C CA 0

. . IC=9;IHP=10;NT=ref;QSI=45;QSI_NT=45;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5084:84:75,75:0,0:8,8:77.17:0.65:0.00113:113:88,89:19,19:6,6:122.45:0.44:0.00C CT 0

. . IC=1;IHP=4;NT=ref;QSI=31;QSI_NT=31;RC=2;RU=CTC;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5067:67:69,69:0,0:1,1:61.86:0.64:0.00137:137:111,111:17,17:13,13:140.34:0.14:0.00TCTC T 0

. . IC=8;IHP=8;NT=ref;QSI=41;QSI_NT=41;RC=7;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5054:54:46,46:0,0:6,6:52.69:0.00:0.00122:122:89,89:23,23:10,10:113.5:0.48:0.00A AT 0

. . IC=8;IHP=12;NT=ref;QSI=91;QSI_NT=91;RC=7;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50177:177:176,204:0,0:1,1:166.42:0.15:0.00348:348:283,330:52,60:14,16:329.43:0.66:0.00C CA 0

. . IC=4;IHP=5;NT=ref;QSI=81;QSI_NT=81;RC=5;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50183:183:181,181:0,0:3,3:178.52:0.12:0.00351:351:290,292:43,43:16,16:361.56:2.01:0.00AG A 0

. . IC=6;IHP=9;NT=ref;QSI=47;QSI_NT=47;RC=7;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5052:52:49,49:0,0:2,2:54.55:0.46:0.00137:137:93,94:26,26:18,17:134.22:2.75:0.00AC A 0

. . IC=9;IHP=12;NT=ref;QSI=35;QSI_NT=35;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5080:80:77,77:0,0:3,3:76.06:0.41:0.00133:133:102,103:16,16:14,13:133.87:0.36:0.00C CA 0

. . IC=5;IHP=6;NT=ref;QSI=33;QSI_NT=33;RC=6;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5035:35:36,36:0,0:0,0:36.04:0.00:0.0066:66:51,51:15,15:0,0:64.43:0.24:0.00GA G 0

. . IC=7;IHP=9;NT=ref;QSI=40;QSI_NT=40;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5054:54:43,43:0,0:10,10:53.1:0.33:0.0091:91:61,61:18,19:12,12:91.09:0.14:0.00GA G 0

. . IC=7;IHP=13;NT=ref;QSI=36;QSI_NT=36;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5084:84:81,81:0,0:3,3:91.77:0.00:0.00131:131:106,106:13,13:12,12:137.7:0.34:0.00CT C 0

. . IC=8;IHP=10;NT=ref;QSI=59;QSI_NT=59;RC=7;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5091:91:88,88:0,0:2,2:86.65:0.05:0.00174:174:133,133:29,30:11,10:170:2.06:0.00T TG 0

. . IC=8;IHP=8;NT=ref;QSI=33;QSI_NT=33;RC=7;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5037:37:32,32:0,0:5,5:33.43:0.00:0.0087:87:60,60:20,20:6,6:88.23:0.00:0.00G GA 0

0.000195 . IC=2;IHP=2;NT=ref;QSI=46;QSI_NT=46;RC=3;RU=CT;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5077:77:73,74:0,0:2,2:74.83:0.00:0.00134:134:105,105:22,22:6,6:137.81:0.96:0.00ACT A 0

. . IC=4;IHP=6;NT=ref;QSI=58;QSI_NT=58;RC=5;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5077:77:76,76:0,0:1,1:80.76:0.25:0.00140:140:105,105:26,26:8,8:141.72:0.03:0.00GT G 0

. . IC=9;IHP=12;NT=ref;QSI=60;QSI_NT=60;RC=8;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50176:176:162,164:1,1:13,13:173.22:0.51:0.00391:391:285,287:54,55:50,48:383.95:5.67:0.00G GC 0

. . IC=4;IHP=5;NT=ref;QSI=88;QSI_NT=88;RC=5;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50117:117:112,116:0,0:5,3:113.03:1.51:0.00188:188:139,139:36,36:13,13:180.9:0.00:0.00AG A 0

. . IC=6;IHP=7;NT=ref;QSI=35;QSI_NT=35;RC=7;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5039:39:38,39:0,0:0,0:38.37:0.00:0.00108:108:76,76:21,21:10,10:109.2:0.00:0.00CG C 0

0.001761 0.005587 IC=7;IHP=9;NT=ref;QSI=35;QSI_NT=35;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5040:40:37,38:0,0:3,3:38.58:0.03:0.0091:91:69,69:19,19:4,4:92.57:0.00:0.00CT C 0

. . IC=4;IHP=9;NT=ref;QSI=47;QSI_NT=47;RC=5;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5062:62:61,61:0,0:1,1:63.56:0.20:0.0086:86:61,62:17,17:8,8:105.47:0.02:0.00TG T 0

. . IC=7;IHP=9;NT=ref;QSI=42;QSI_NT=42;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5090:90:86,86:0,0:4,4:90.17:0.06:0.00133:133:102,103:18,18:13,13:142.25:0.00:0.00CT C 0

. . IC=5;IHP=6;NT=ref;QSI=79;QSI_NT=79;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50162:162:156,156:0,0:6,6:170.7:0.00:0.00396:396:312,314:56,56:24,24:397.32:0.34:0.00TC T 0

. . IC=7;IHP=8;NT=ref;QSI=62;QSI_NT=62;RC=8;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50122:122:118,121:0,0:4,4:123.99:0.29:0.00204:204:146,146:28,29:29,29:204.64:0.01:0.00CG C 0

. . IC=8;IHP=8;NT=ref;QSI=34;QSI_NT=34;RC=7;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5043:43:40,41:0,0:3,3:44.67:0.00:0.00122:122:92,92:22,22:7,7:119.24:0.03:0.00G GA 0

. . IC=7;IHP=9;NT=ref;QSI=40;QSI_NT=40;RC=8;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5070:70:59,59:1,1:8,8:64.1:0.00:0.00106:106:69,69:26,26:10,10:104.73:0.00:0.00AC A 0

. . IC=4;IHP=5;NT=ref;QSI=59;QSI_NT=59;RC=5;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50133:133:132,133:0,0:3,3:142.7:0.64:0.00274:274:217,218:33,33:23,23:277.81:1.20:0.00GC G 0

. . IC=7;IHP=8;NT=ref;QSI=46;QSI_NT=46;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5031:31:31,31:0,0:0,0:29.06:0.00:0.0058:58:33,33:19,19:6,6:59.15:0.20:0.00GA G 0

. . IC=7;IHP=8;NT=ref;QSI=46;QSI_NT=46;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5062:62:57,57:0,0:4,4:62.32:0.68:0.00106:106:75,75:20,20:9,9:106.13:0.00:0.00GA G 0

. . IC=9;IHP=11;NT=ref;QSI=34;QSI_NT=34;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5059:59:58,59:0,0:0,0:61.74:0.29:0.00108:108:84,86:17,17:7,7:108.92:0.01:0.00C CA 0

. . IC=7;IHP=8;NT=ref;QSI=149;QSI_NT=103;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5077:77:74,74:0,0:2,2:82.03:0.39:0.00151:151:72,74:64,64:14,13:155.94:2.36:0.00CA C 0

. . IC=6;IHP=7;NT=ref;QSI=73;QSI_NT=73;RC=7;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50131:131:125,126:0,0:4,5:123.98:0.14:0.00243:243:190,192:38,39:13,12:241.52:0.00:0.00TC T 0

. . IC=7;IHP=6;NT=ref;QSI=45;QSI_NT=45;RC=6;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5056:56:51,52:0,0:5,5:64.09:0.00:0.0089:89:62,62:18,18:8,8:98.2:0.02:0.00A AG 0

. . IC=9;IHP=10;NT=ref;QSI=32;QSI_NT=32;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50109:109:102,102:2,2:5,5:105.41:0.25:0.00179:179:132,132:32,33:15,14:172.88:0.76:0.00G GT 0

0.028386 0.003559 IC=7;IHP=2;NT=ref;QSI=31;QSI_NT=31;RC=8;RU=TG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5062:62:63,63:0,0:0,0:58.41:0.34:0.00107:107:88,88:15,15:7,7:104.02:0.72:0.00ATG A 0

. . IC=6;IHP=7;NT=ref;QSI=33;QSI_NT=33;RC=7;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5037:37:37,37:0,0:0,0:35.76:0.00:0.0059:59:43,43:12,12:4,4:56.52:0.01:0.00AT A 0

. . IC=7;IHP=8;NT=ref;QSI=43;QSI_NT=43;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5052:52:50,50:0,0:2,2:53.47:0.34:0.0055:55:35,35:12,12:9,9:51.63:0.00:0.00CT C 0

. . IC=9;IHP=10;NT=ref;QSI=32;QSI_NT=32;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5050:50:49,49:0,0:1,1:48:0.12:0.0082:82:66,68:15,15:1,1:83.03:0.01:0.00C CA 0

. . IC=1;IHP=3;NT=ref;QSI=46;QSI_NT=46;RC=2;RU=AG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5061:61:59,59:0,0:2,2:58.34:0.00:0.0087:87:62,63:17,17:8,8:87.34:0.02:0.00TAG T 0

. . IC=7;IHP=10;NT=ref;QSI=45;QSI_NT=45;RC=6;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5069:69:69,69:0,0:0,0:67.04:0.00:0.00146:146:107,107:23,23:16,17:135.17:0.78:0.00A AT 0

0.010551 0.00354 IC=6;IHP=2;NT=ref;QSI=42;QSI_NT=42;RC=5;RU=GCC;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5029:29:24,25:0,0:5,5:25.06:0.00:0.0059:59:28,31:19,19:12,13:51.45:0.00:0.00T TGCC 0

. . IC=9;IHP=12;NT=ref;QSI=34;QSI_NT=34;RC=8;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5042:42:38,38:0,0:4,4:45.57:0.60:0.0090:90:63,64:17,19:10,7:98.56:1.73:0.00T TG 0

. . IC=3;IHP=5;NT=ref;QSI=47;QSI_NT=47;RC=4;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5088:88:86,86:0,0:3,3:91.01:0.00:0.00145:145:109,109:21,22:16,16:152.19:0.49:0.00TC T 0

. . IC=8;IHP=8;NT=ref;QSI=37;QSI_NT=37;RC=7;RU=G;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5031:31:30,30:0,0:1,1:30.13:0.00:0.0077:77:53,55:23,23:1,1:82.49:0.01:0.00C CG 0

. . IC=7;IHP=8;NT=ref;QSI=32;QSI_NT=32;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5047:47:43,43:0,0:2,2:46.79:0.00:0.0065:65:46,46:12,12:5,5:64.37:0.00:0.00GA G 0

. . IC=7;IHP=6;NT=ref;QSI=51;QSI_NT=51;RC=6;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5061:61:59,59:0,0:2,2:63.97:0.00:0.00129:129:96,96:25,25:8,8:127.35:0.01:0.00A AG 0

. . IC=7;IHP=8;NT=ref;QSI=44;QSI_NT=44;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50103:103:97,98:0,0:6,5:100.25:1.03:0.00202:202:165,166:25,25:10,11:194.25:0.14:0.00GA G 0

. . IC=4;IHP=6;NT=ref;QSI=79;QSI_NT=79;RC=5;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50144:144:139,139:0,0:4,4:142.46:0.13:0.00244:244:186,186:37,37:19,19:245.61:2.24:0.00AC A 0

. . IC=6;IHP=5;NT=ref;QSI=54;QSI_NT=54;RC=5;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50107:107:98,98:0,0:8,8:101.65:0.00:0.00222:222:175,175:33,33:14,14:216.63:1.20:0.00T TC 0

. . IC=6;IHP=7;NT=ref;QSI=46;QSI_NT=46;RC=7;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5090:90:87,87:0,0:2,2:89.46:0.77:0.00172:172:134,134:25,26:13,13:170.81:0.53:0.00TA T 0

. . IC=8;IHP=13;NT=ref;QSI=50;QSI_NT=50;RC=7;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50111:111:108,109:0,0:3,3:111.13:0.98:0.00261:261:207,207:33,33:19,19:260.41:1.03:0.00C CA 0

. . IC=6;IHP=8;NT=ref;QSI=89;QSI_NT=89;RC=7;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50100:100:102,102:0,0:1,1:98.31:0.00:0.00182:182:133,133:37,37:16,16:172.44:1.14:0.00TG T 0

. . IC=4;IHP=5;NT=ref;QSI=78;QSI_NT=78;RC=5;RU=A;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5091:91:89,89:0,0:2,2:89.55:0.00:0.00161:161:117,118:33,33:12,12:159.91:0.07:0.00GA G 0

. . IC=3;IHP=4;NT=ref;QSI=93;QSI_NT=93;RC=4;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50117:117:110,111:0,0:4,4:117.55:0.01:0.00271:271:198,198:48,48:24,24:275.5:0.00:0.00TG T 0

0.002138 0.001767 IC=6;IHP=9;NT=ref;QSI=35;QSI_NT=35;RC=7;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50103:103:92,93:2,2:8,8:101.74:0.00:0.00214:214:159,160:42,42:14,13:217.61:0.00:0.00CG C 0



. . IC=1;IHP=5;NT=ref;QSI=53;QSI_NT=53;RC=2;RU=CCAGCCC;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50123:123:123,124:0,0:4,4:126.94:0.36:0.00256:256:221,221:27,27:20,20:263.54:0.68:0.00GCCAGCCCG 0

0.000278 . IC=7;IHP=3;NT=ref;QSI=42;QSI_NT=42;RC=6;RU=GAG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5042:42:38,38:0,0:3,3:42.7:0.00:0.0065:65:40,42:16,17:8,7:62.93:0.01:0.00A AGAG 0

. . IC=7;IHP=9;NT=ref;QSI=34;QSI_NT=34;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5077:77:77,77:0,0:3,3:76.9:0.10:0.00156:156:129,130:18,19:10,9:158.23:0.73:0.00TA T 0

. . IC=6;IHP=6;NT=ref;QSI=35;QSI_NT=35;RC=5;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5080:80:76,76:0,0:4,4:83.6:0.44:0.00137:137:113,115:17,17:7,7:144.32:1.07:0.00G GC 0

. . IC=7;IHP=9;NT=ref;QSI=31;QSI_NT=31;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5075:75:67,67:0,0:7,7:71.86:0.00:0.00153:153:121,122:19,19:15,14:151.21:1.51:0.00CT C 0

. . IC=5;IHP=5;NT=ref;QSI=40;QSI_NT=40;RC=4;RU=AAC;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5092:92:86,91:0,0:6,6:88.04:0.06:0.00203:203:157,161:25,25:21,20:196.39:1.48:0.00A AAAC 0

0.001942 . IC=7;IHP=10;NT=ref;QSI=32;QSI_NT=32;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5075:75:71,71:0,0:4,4:73.94:0.01:0.00137:137:112,112:17,17:8,8:135.92:0.03:0.00GA G 0

. . IC=7;IHP=6;NT=ref;QSI=66;QSI_NT=66;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50154:154:145,146:0,0:8,8:148.62:0.06:0.00336:336:276,278:41,42:18,18:316.09:0.88:0.00G GC 0

. . IC=1;IHP=7;NT=ref;QSI=35;QSI_NT=35;RC=2;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5023:23:21,22:0,0:3,2:25.47:0.58:0.0048:48:26,27:17,17:5,5:47.1:0.03:0.00CG C 0

. . IC=9;IHP=11;NT=ref;QSI=48;QSI_NT=48;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50111:111:102,103:0,0:8,8:104.76:0.00:0.00187:187:138,138:23,23:24,24:176.42:0.77:0.00C CT 0

. . IC=6;IHP=9;NT=ref;QSI=40;QSI_NT=40;RC=7;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5090:90:89,91:0,0:1,1:91.64:0.00:0.00209:209:177,177:25,25:7,7:205.09:0.01:0.00CA C 0

. . IC=4;IHP=5;NT=ref;QSI=59;QSI_NT=59;RC=5;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5068:68:64,64:0,0:4,4:63.7:0.00:0.00130:130:98,98:27,27:5,5:123.84:0.00:0.00AT A 0

. . IC=7;IHP=8;NT=ref;QSI=31;QSI_NT=31;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5035:35:30,30:0,0:6,6:34.29:0.00:0.0054:54:37,38:13,13:4,4:56.46:0.27:0.00CT C 0

. . IC=7;IHP=9;NT=ref;QSI=60;QSI_NT=60;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5086:86:85,85:0,0:1,1:88.12:0.00:0.00162:162:121,121:28,28:12,12:155.7:0.00:0.00TA T 0

. . IC=6;IHP=9;NT=ref;QSI=30;QSI_NT=30;RC=7;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5037:37:34,34:0,0:3,3:37.17:0.00:0.0083:83:60,60:16,16:8,8:80.9:0.80:0.00CT C 0

0.000194 0.003565 IC=6;IHP=2;NT=ref;QSI=36;QSI_NT=36;RC=7;RU=AC;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5091:91:86,86:1,1:4,4:86.76:0.15:0.00164:164:110,111:36,36:18,17:156.54:0.21:0.00TAC T 0

. . IC=7;IHP=6;NT=ref;QSI=91;QSI_NT=91;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50150:150:141,143:0,0:8,8:140.34:0.22:0.00221:221:168,169:38,38:13,13:218.28:3.74:0.00T TC 0

. . IC=8;IHP=8;NT=ref;QSI=51;QSI_NT=51;RC=7;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50116:116:110,110:0,0:5,5:113.34:0.00:0.00236:236:190,190:31,31:15,15:236.2:0.29:0.00A AC 0

. . IC=6;IHP=9;NT=ref;QSI=58;QSI_NT=58;RC=7;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5066:66:63,65:0,0:1,1:66.57:1.22:0.00122:122:79,80:24,24:14,14:124.71:0.22:0.00GA G 0

. . IC=7;IHP=8;NT=ref;QSI=83;QSI_NT=83;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5094:94:88,88:0,0:5,5:98.83:1.08:0.00225:225:167,170:46,46:18,16:226.85:6.67:0.00CA C 0

. . IC=5;IHP=6;NT=ref;QSI=43;QSI_NT=43;RC=6;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50104:104:97,97:0,0:5,5:104.83:0.27:0.00223:223:179,182:26,26:15,14:218.09:0.29:0.00CG C 0

. . IC=7;IHP=9;NT=ref;QSI=44;QSI_NT=44;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5050:50:43,43:0,0:6,6:48.94:0.00:0.0080:80:55,55:19,19:5,5:79.02:0.00:0.00AT A 0

. . IC=9;IHP=10;NT=ref;QSI=30;QSI_NT=30;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5049:49:48,48:0,0:1,1:49.47:0.00:0.0098:98:76,76:16,16:5,5:97.3:0.01:0.00G GA 0

. . IC=6;IHP=7;NT=ref;QSI=60;QSI_NT=60;RC=7;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5072:72:65,65:0,0:5,5:70.2:0.54:0.00155:155:115,115:31,31:9,9:163.13:0.00:0.00TG T 0

. . IC=7;IHP=8;NT=ref;QSI=81;QSI_NT=81;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50132:132:125,125:0,0:7,7:134.63:0.00:0.00304:304:227,231:48,48:25,23:290.59:1.86:0.00CT C 0

0.000197 . IC=9;IHP=14;NT=ref;QSI=45;QSI_NT=45;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5061:61:55,56:0,0:5,5:54.97:0.72:0.0087:87:59,60:17,17:10,10:86.11:1.24:0.00C CA 0

0.000705 . IC=7;IHP=9;NT=ref;QSI=41;QSI_NT=41;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5075:75:68,69:0,0:6,6:77.88:0.65:0.00193:193:150,150:29,30:13,13:187.86:0.83:0.00AT A 0

. . IC=1;IHP=4;NT=ref;QSI=32;QSI_NT=32;RC=2;RU=CTT;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5067:67:70,70:0,0:0,0:64.33:0.00:0.0072:72:61,61:9,9:5,5:71.43:0.32:0.00CCTT C 0

. . IC=3;IHP=4;NT=ref;QSI=102;QSI_NT=102;RC=4;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50227:227:225,228:0,0:3,3:214.7:0.43:0.00425:425:357,360:49,49:21,21:405.65:0.55:0.00CT C 0

0.005479 0.012433 IC=5;IHP=8;NT=ref;QSI=32;QSI_NT=32;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5071:71:71,71:0,0:0,0:72.44:0.00:0.00123:123:98,98:14,14:12,12:125.5:0.36:0.00AC A 0

. . IC=5;IHP=7;NT=ref;QSI=33;QSI_NT=33;RC=6;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5047:47:47,47:0,0:0,0:47.98:0.00:0.0098:98:75,76:17,17:6,6:95.55:0.31:0.00TG T 0

. . IC=4;IHP=6;NT=ref;QSI=67;QSI_NT=67;RC=5;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50101:101:99,99:0,0:1,1:97.81:0.00:0.00170:170:127,127:29,29:12,12:161.09:0.52:0.00TG T 0

. . IC=7;IHP=6;NT=ref;QSI=75;QSI_NT=75;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5099:99:95,96:0,0:2,2:101.22:0.07:0.00183:183:135,136:34,34:12,12:187.62:0.49:0.00G GC 0

0.000389 . IC=8;IHP=8;NT=ref;QSI=66;QSI_NT=66;RC=7;RU=C;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5091:91:86,86:0,0:4,4:101.98:2.41:0.00125:125:86,88:26,26:12,11:161.19:1.56:0.00A AC 0

. . IC=5;IHP=7;NT=ref;QSI=82;QSI_NT=82;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5090:90:88,88:0,0:2,2:92.19:0.29:0.00197:197:144,144:40,40:14,14:192.39:0.01:0.00AC A 0

. . IC=5;IHP=7;NT=ref;QSI=32;QSI_NT=32;RC=4;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5040:40:40,40:0,0:0,0:38.15:0.87:0.0077:77:58,58:15,15:4,4:79.9:0.00:0.00A AG 0

. . IC=7;IHP=9;NT=ref;QSI=39;QSI_NT=39;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5041:41:39,39:0,0:2,2:42.51:1.04:0.0090:90:62,62:20,21:8,8:86.67:0.92:0.00AT A 0

. . IC=6;IHP=7;NT=ref;QSI=42;QSI_NT=42;RC=7;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5087:87:83,83:0,0:4,4:84.3:0.00:0.00154:154:123,123:22,22:8,8:147.62:0.00:0.00CA C 0

0.001391 . IC=6;IHP=7;NT=ref;QSI=33;QSI_NT=33;RC=7;RU=A;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5077:77:71,71:0,0:6,6:82.38:0.00:0.00120:120:91,93:15,15:13,13:121:0.10:0.00TA T 0

0.001206 . IC=9;IHP=9;NT=ref;QSI=44;QSI_NT=44;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5049:49:46,46:0,0:3,3:41.46:0.00:0.0073:73:52,52:17,17:3,3:72.49:0.00:0.00T TA 0

. . IC=9;IHP=12;NT=ref;QSI=36;QSI_NT=36;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5095:95:81,81:0,0:12,12:91.78:0.01:0.00176:176:133,133:18,18:23,23:171.01:0.10:0.00G GT 0

. . IC=7;IHP=7;NT=ref;QSI=156;QSI_NT=156;RC=6;RU=G;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50270:270:253,253:0,0:12,12:266.33:0.74:0.00556:556:427,429:87,87:38,38:533.52:0.99:0.00C CG 0

. . IC=9;IHP=9;NT=ref;QSI=44;QSI_NT=44;RC=8;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5064:64:61,63:0,0:2,2:65.58:2.46:0.00164:164:117,117:26,27:19,19:154.04:3.15:0.00T TC 0

. . IC=6;IHP=7;NT=ref;QSI=67;QSI_NT=67;RC=7;RU=T;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5093:93:93,93:0,0:0,0:96.82:0.00:0.00139:139:108,109:27,27:5,4:152.51:1.12:0.00CT C 0

0.000389 . IC=0;IHP=4;NT=ref;QSI=36;QSI_NT=36;RC=1;RU=ACAA;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5085:85:81,81:0,0:5,5:80.38:0.00:0.00178:178:150,150:23,24:8,8:166.06:0.69:0.00GACAA G 0

. . IC=3;IHP=4;NT=ref;QSI=53;QSI_NT=53;RC=4;RU=GAA;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50115:115:117,117:0,0:5,5:121.87:0.67:0.00308:308:248,249:40,40:21,21:312.47:3.89:0.00GGAA G 0

. . IC=6;IHP=9;NT=ref;QSI=43;QSI_NT=43;RC=7;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5073:73:71,71:0,0:2,2:75.97:0.00:0.00123:123:96,96:20,20:6,6:125.55:0.02:0.00AT A 0

. . IC=6;IHP=8;NT=ref;QSI=46;QSI_NT=46;RC=7;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5082:82:81,81:0,0:2,2:78.04:0.00:0.00131:131:100,100:20,20:11,11:128.5:0.63:0.00CA C 0

0.00529 0.002833 IC=9;IHP=8;NT=ref;QSI=32;QSI_NT=32;RC=8;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5049:49:43,43:0,0:5,5:44.59:0.00:0.0080:80:57,57:14,14:7,7:80.45:0.00:0.00G GC 0

. . IC=7;IHP=14;NT=ref;QSI=43;QSI_NT=43;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5075:75:75,75:1,1:1,1:73.88:0.27:0.00165:165:125,127:32,32:9,9:161.35:0.90:0.00GT G 0

. . IC=5;IHP=5;NT=ref;QSI=42;QSI_NT=42;RC=4;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5041:41:39,60:0,0:2,2:39.82:0.00:0.0080:80:55,65:20,21:6,6:87.62:0.01:0.00T TG 0

. . IC=6;IHP=8;NT=ref;QSI=129;QSI_NT=128;RC=7;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50159:159:154,154:0,0:5,5:160.63:0.60:0.00362:362:272,272:66,66:23,23:365.94:0.74:0.00TG T 0

. . IC=7;IHP=10;NT=ref;QSI=40;QSI_NT=40;RC=8;RU=C;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5075:75:74,74:0,0:1,1:70.1:0.16:0.00181:181:144,145:27,27:11,11:166.77:1.27:0.00AC A 0

. . IC=7;IHP=11;NT=ref;QSI=37;QSI_NT=37;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5048:48:45,45:0,0:3,3:48.98:0.48:0.0080:80:60,60:16,17:4,3:80.26:0.24:0.00CA C 0



. . IC=4;IHP=6;NT=ref;QSI=54;QSI_NT=54;RC=5;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5095:95:95,95:0,0:1,1:99.38:5.43:0.00176:176:130,133:26,29:21,19:183.95:13.10:0.00GC G 0

. . IC=1;IHP=4;NT=ref;QSI=50;QSI_NT=50;RC=2;RU=CCTT;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5064:64:64,64:0,0:1,1:63.35:0.00:0.00124:124:100,100:24,24:5,5:122.59:0.03:0.00CCCTT C 0

0.000777 . IC=7;IHP=4;NT=ref;QSI=63;QSI_NT=63;RC=6;RU=TG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5093:93:86,87:0,0:7,6:90.66:0.94:0.00204:204:152,153:34,34:19,19:202.59:0.21:0.00T TTG 0

0.000229 . IC=9;IHP=9;NT=ref;QSI=42;QSI_NT=42;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5046:46:40,40:0,0:6,6:45.68:0.00:0.0051:51:32,32:13,14:4,4:54.34:0.67:0.00C CA 0

. . IC=7;IHP=10;NT=ref;QSI=39;QSI_NT=39;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5062:62:60,60:0,0:2,2:64.71:0.66:0.0088:88:69,69:16,16:5,6:96.91:0.95:0.00CA C 0

. . IC=6;IHP=10;NT=ref;QSI=56;QSI_NT=56;RC=7;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5057:57:56,56:0,0:1,1:56.04:0.47:0.00120:120:84,84:28,28:8,8:118:0.90:0.00AG A 0

. . IC=4;IHP=5;NT=ref;QSI=42;QSI_NT=42;RC=5;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5095:95:93,93:0,0:3,3:95.95:0.02:0.00189:189:154,154:23,23:14,14:192.97:0.56:0.00AG A 0

. 0.00088 IC=7;IHP=10;NT=ref;QSI=52;QSI_NT=52;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50125:125:114,114:0,0:11,11:135.55:0.51:0.00214:214:165,166:27,27:22,22:227.13:0.62:0.00GA G 0

. . IC=5;IHP=9;NT=ref;QSI=44;QSI_NT=44;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50101:101:93,96:0,0:8,7:87.62:2.67:0.00206:206:160,160:19,19:27,27:172.18:1.88:0.00GC G 0

. . IC=7;IHP=9;NT=ref;QSI=51;QSI_NT=51;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5052:52:51,51:0,0:1,1:51.01:0.50:0.0077:77:54,54:19,19:3,3:76.93:4.08:0.00GA G 0

. . IC=7;IHP=10;NT=ref;QSI=88;QSI_NT=88;RC=8;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50119:119:109,110:0,0:10,10:121.66:0.01:0.00230:230:170,170:42,42:12,12:233.88:0.71:0.00AC A 0

. . IC=0;IHP=4;NT=ref;QSI=52;QSI_NT=52;RC=1;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50116:116:116,117:0,0:0,0:108.83:0.00:0.00228:228:187,187:27,27:13,13:217.07:1.16:0.00AC A 0

. . IC=5;IHP=6;NT=ref;QSI=59;QSI_NT=59;RC=6;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5096:96:90,90:0,0:4,4:93.48:0.18:0.00130:130:98,98:23,23:8,8:133.46:0.03:0.00AT A 0

0.00136 . IC=5;IHP=7;NT=ref;QSI=30;QSI_NT=30;RC=6;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5059:59:59,60:0,0:0,0:55.35:0.00:0.00114:114:92,92:16,16:7,7:111.63:0.00:0.00AT A 0

. . IC=1;IHP=3;NT=ref;QSI=31;QSI_NT=31;RC=2;RU=AAGT;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5070:70:69,70:0,0:2,2:67.49:0.00:0.00116:116:95,97:14,14:11,11:113.33:0.00:0.00AAAGT A 0

. . IC=7;IHP=8;NT=ref;QSI=44;QSI_NT=44;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5098:98:93,94:0,0:5,5:97.46:0.00:0.00156:156:118,118:20,20:18,19:155.4:0.02:0.00CT C 0

. . IC=9;IHP=9;NT=ref;QSI=40;QSI_NT=40;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5047:47:46,46:0,0:1,1:44.63:0.27:0.0097:97:74,74:20,20:3,3:91.67:2.16:0.00C CT 0

. . IC=7;IHP=11;NT=ref;QSI=39;QSI_NT=39;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5059:59:54,54:0,0:4,4:60.11:0.36:0.00101:101:70,70:17,17:13,13:93.61:0.00:0.00CT C 0

. . IC=5;IHP=7;NT=ref;QSI=65;QSI_NT=65;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5084:84:81,81:0,0:2,2:84.5:0.30:0.00187:187:142,143:34,34:10,10:190.78:1.08:0.00TC T 0

. . IC=5;IHP=7;NT=ref;QSI=35;QSI_NT=35;RC=6;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5056:56:55,56:0,0:1,1:59.63:0.00:0.00112:112:85,85:18,18:7,7:116.94:0.52:0.00GA G 0

. . IC=5;IHP=6;NT=ref;QSI=37;QSI_NT=37;RC=4;RU=AG;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5080:80:78,78:0,0:1,1:82.61:0.56:0.00129:129:95,97:16,16:17,17:125.53:0.33:0.00A AAG 0

. . IC=1;IHP=4;NT=ref;QSI=34;QSI_NT=34;RC=2;RU=TTC;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5053:53:54,54:0,0:0,0:52.06:0.00:0.00110:110:88,88:18,18:7,7:112.02:0.01:0.00GTTC G 0

. . IC=7;IHP=10;NT=ref;QSI=40;QSI_NT=40;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5054:54:51,51:0,0:3,3:55.11:0.00:0.00107:107:77,77:19,19:12,12:101.25:0.03:0.00AT A 0

. . IC=1;IHP=5;NT=ref;QSI=53;QSI_NT=53;RC=2;RU=CTC;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5064:64:66,66:0,0:1,1:62.16:0.00:0.0064:64:47,47:15,15:2,3:59.93:0.00:0.00TCTC T 0

. . IC=3;IHP=5;NT=ref;QSI=463;QSI_NT=463;RC=4;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50916:916:903,907:0,0:14,14:904.38:9.92:0.001551:1551:1204,1213:220,223:125,123:1554.51:12.88:0.00TG T 0

. . IC=5;IHP=6;NT=ref;QSI=124;QSI_NT=124;RC=4;RU=C;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50194:194:189,189:0,0:5,5:186.47:0.31:0.00363:363:276,277:60,60:24,24:362.69:4.15:0.00T TC 0

. . IC=7;IHP=9;NT=ref;QSI=39;QSI_NT=39;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5085:85:81,81:0,0:4,4:90.34:0.07:0.00203:203:160,160:27,27:15,15:214.41:0.90:0.00CA C 0

. . IC=4;IHP=5;NT=ref;QSI=42;QSI_NT=42;RC=5;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50120:120:118,123:1,1:0,0:116.68:0.00:0.00237:237:187,192:38,38:13,13:239.15:0.74:0.00TC T 0

0.010408 0.006184 IC=6;IHP=2;NT=ref;QSI=32;QSI_NT=32;RC=7;RU=TA;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5028:28:26,26:0,0:2,2:26.45:0.00:0.0051:51:29,31:14,14:10,9:47.28:0.31:0.00GTA G 0

. . IC=5;IHP=8;NT=ref;QSI=79;QSI_NT=79;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50180:180:176,178:0,0:6,6:184.31:0.00:0.00314:314:263,264:34,34:15,15:311.14:0.70:0.00GC G 0

. . IC=6;IHP=11;NT=ref;QSI=76;QSI_NT=76;RC=7;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50124:124:115,115:0,0:7,7:118.97:0.03:0.00245:245:187,187:40,40:17,17:232.36:2.32:0.00TG T 0

. . IC=6;IHP=7;NT=ref;QSI=38;QSI_NT=38;RC=7;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5083:83:84,85:0,0:0,0:82.39:0.12:0.00167:167:134,135:21,22:13,14:162.66:0.42:0.00AT A 0

. . IC=5;IHP=6;NT=ref;QSI=73;QSI_NT=73;RC=6;RU=A;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5078:78:76,76:0,0:4,4:75.95:0.39:0.00164:164:116,117:36,36:12,12:169.3:0.40:0.00CA C 0

. . IC=7;IHP=9;NT=ref;QSI=88;QSI_NT=88;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50135:135:128,128:0,0:8,8:126.98:0.00:0.00259:259:194,195:43,43:21,21:242.73:0.47:0.00CT C 0

. . IC=9;IHP=9;NT=ref;QSI=33;QSI_NT=33;RC=8;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5056:56:52,53:0,0:4,3:50.76:0.13:0.00105:105:81,81:17,17:8,8:98.71:0.50:0.00T TG 0

. . IC=7;IHP=9;NT=ref;QSI=58;QSI_NT=58;RC=8;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50113:113:111,111:1,1:2,2:115.35:0.09:0.00269:269:204,205:44,46:23,21:257.47:0.50:0.00TG T 0

0.006646 0.00499 IC=5;IHP=7;NT=ref;QSI=46;QSI_NT=46;RC=6;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50107:107:97,97:0,0:10,10:99.03:2.21:0.00175:175:128,128:18,18:28,28:159.15:3.04:0.00GT G 0

. . IC=0;IHP=7;NT=ref;QSI=31;QSI_NT=31;RC=1;RU=AAAG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5041:41:38,38:0,0:2,2:40.4:0.00:0.0066:66:50,50:13,13:2,2:60.86:0.76:0.00TAAAG T 0

. . IC=7;IHP=7;NT=ref;QSI=57;QSI_NT=57;RC=6;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5068:68:67,67:0,0:0,0:61.28:0.00:0.00130:130:93,93:25,25:12,12:118.86:0.38:0.00C CT 0

. . IC=7;IHP=10;NT=ref;QSI=30;QSI_NT=30;RC=8;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50119:119:107,107:1,1:11,11:120.28:8.40:0.00243:243:188,191:31,31:22,22:255.97:12.72:0.00GC G 0

. . IC=5;IHP=4;NT=ref;QSI=41;QSI_NT=41;RC=4;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5055:55:54,54:0,0:0,0:50.96:0.14:0.0072:72:50,50:14,14:8,8:68.5:0.45:0.00A AG 0

. . IC=7;IHP=9;NT=ref;QSI=45;QSI_NT=45;RC=8;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5047:47:46,47:0,0:3,3:44.59:0.00:0.0077:77:53,53:18,18:7,7:79.27:0.59:0.00TG T 0

. . IC=8;IHP=8;NT=ref;QSI=91;QSI_NT=91;RC=7;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50129:129:121,121:0,0:7,7:128.48:1.08:0.00239:239:181,181:43,43:15,15:231.22:0.02:0.00G GA 0

. . IC=6;IHP=8;NT=ref;QSI=42;QSI_NT=42;RC=7;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5081:81:77,77:1,1:3,3:87.69:0.21:0.00142:142:107,108:29,29:5,5:146.27:0.02:0.00GA G 0

0.00312 0.001767 IC=6;IHP=7;NT=ref;QSI=31;QSI_NT=31;RC=7;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5061:61:60,60:0,0:1,1:61.8:0.00:0.00114:114:88,88:16,16:10,10:108.31:0.33:0.00CT C 0

. . IC=5;IHP=7;NT=ref;QSI=35;QSI_NT=35;RC=6;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5043:43:42,42:0,0:2,2:40.2:0.37:0.0074:74:55,56:15,15:5,5:78.05:0.00:0.00TA T 0

. . IC=5;IHP=6;NT=ref;QSI=93;QSI_NT=93;RC=6;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50115:115:111,112:0,0:5,5:105.17:0.70:0.00241:241:180,180:45,45:16,16:242.22:1.09:0.00CT C 0

. . IC=7;IHP=8;NT=ref;QSI=31;QSI_NT=31;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5074:74:71,72:1,1:2,2:71.82:0.00:0.0097:97:70,70:18,18:8,8:91.91:0.11:0.00AT A 0

. . IC=4;IHP=6;NT=ref;QSI=35;QSI_NT=35;RC=5;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5077:77:77,78:0,0:0,0:73.13:0.00:0.00182:182:154,154:24,24:4,4:178.89:0.39:0.00AC A 0

. . IC=7;IHP=8;NT=ref;QSI=49;QSI_NT=49;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5051:51:50,50:0,0:2,2:52.11:0.00:0.00118:118:82,84:26,26:8,8:118.72:0.01:0.00CT C 0

. . IC=6;IHP=7;NT=ref;QSI=30;QSI_NT=30;RC=7;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5033:33:31,31:0,0:2,2:31.32:0.00:0.0052:52:36,36:12,12:5,6:50.57:0.22:0.00CT C 0

. . IC=7;IHP=9;NT=ref;QSI=30;QSI_NT=30;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5040:40:37,37:0,0:3,3:40.64:0.00:0.00110:110:85,86:20,20:6,6:116.46:0.82:0.00CA C 0

. . IC=6;IHP=9;NT=ref;QSI=44;QSI_NT=44;RC=7;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5067:67:66,66:0,0:2,2:71.58:0.00:0.00133:133:100,100:22,22:9,9:135.79:0.63:0.00CT C 0

. . IC=1;IHP=2;NT=ref;QSI=36;QSI_NT=36;RC=2;RU=TG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5072:72:73,74:0,0:0,0:69.45:0.00:0.00129:129:103,105:18,18:7,7:121.41:1.09:0.00CTG C 0



. . IC=7;IHP=8;NT=ref;QSI=37;QSI_NT=37;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5074:74:70,71:0,0:4,4:73.02:0.00:0.00176:176:131,132:24,24:18,18:165.16:1.20:0.00GT G 0

. . IC=8;IHP=10;NT=ref;QSI=48;QSI_NT=48;RC=7;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5075:75:74,74:0,0:1,1:75.43:0.18:0.00149:149:112,112:24,24:13,13:148.35:0.63:0.00T TA 0

. . IC=9;IHP=11;NT=ref;QSI=51;QSI_NT=51;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5056:56:54,54:0,0:1,1:55.26:0.00:0.00144:144:107,107:30,30:7,7:141.4:0.53:0.00C CT 0

. . IC=4;IHP=9;NT=ref;QSI=100;QSI_NT=100;RC=5;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50144:144:141,141:0,0:3,3:142.7:0.01:0.00278:278:217,217:49,50:14,14:266.01:0.27:0.00GC G 0

. . IC=5;IHP=6;NT=ref;QSI=40;QSI_NT=40;RC=6;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5085:85:84,84:0,0:1,1:81.46:0.00:0.00178:178:149,150:25,25:4,4:169.37:0.02:0.00TG T 0

. . IC=7;IHP=8;NT=ref;QSI=77;QSI_NT=77;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5082:82:81,81:0,0:2,2:79.45:0.01:0.00156:156:113,114:35,35:8,8:151.58:0.01:0.00CA C 0

. . IC=4;IHP=6;NT=ref;QSI=33;QSI_NT=33;RC=5;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5074:74:74,75:0,0:1,1:71.94:0.00:0.00126:126:101,101:13,13:12,12:128.14:0.12:0.00GA G 0

. . IC=5;IHP=7;NT=ref;QSI=46;QSI_NT=46;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5099:99:97,97:0,0:1,1:93.29:0.78:0.00198:198:153,153:26,27:18,18:187.44:0.02:0.00AC A 0

. . IC=4;IHP=6;NT=ref;QSI=57;QSI_NT=57;RC=5;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5066:66:65,67:0,0:1,1:68.92:0.37:0.00176:176:136,136:33,33:5,5:176.52:0.24:0.00GC G 0

. . IC=9;IHP=8;NT=ref;QSI=34;QSI_NT=34;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50119:119:111,112:2,2:4,4:115.79:0.30:0.00300:300:223,225:47,47:29,29:280.7:1.44:0.00G GA 0

. . IC=6;IHP=7;NT=ref;QSI=34;QSI_NT=34;RC=7;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5080:80:74,74:0,0:6,6:76.95:0.00:0.00156:156:124,124:19,19:11,11:148.09:0.79:0.00GC G 0

. . IC=9;IHP=9;NT=ref;QSI=155;QSI_NT=118;RC=8;RU=C;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50114:114:107,107:0,0:7,7:103.09:0.24:0.00192:192:113,115:65,65:13,13:182.09:1.11:0.00G GC 0

. . IC=7;IHP=9;NT=ref;QSI=31;QSI_NT=31;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5069:69:68,68:0,0:1,1:71.73:0.00:0.00115:115:91,91:14,14:10,10:113.82:0.23:0.00CT C 0

. . IC=9;IHP=9;NT=ref;QSI=35;QSI_NT=35;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5078:78:78,78:0,0:0,0:79.5:0.00:0.00154:154:122,122:18,23:14,13:152.96:0.50:0.00G GT 0

. . IC=5;IHP=6;NT=ref;QSI=54;QSI_NT=54;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5093:93:88,88:0,0:4,4:93.63:6.37:0.00212:212:155,156:32,32:24,24:210.47:11.93:0.00AC A 0

0.000224 . IC=8;IHP=2;NT=ref;QSI=40;QSI_NT=40;RC=7;RU=GA;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5056:56:47,47:0,0:9,9:55.74:0.00:0.00107:107:75,75:20,20:13,13:106.91:0.02:0.00T TGA 0

. . IC=7;IHP=9;NT=ref;QSI=34;QSI_NT=34;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5055:55:53,55:0,0:0,0:57.98:0.00:0.00105:105:80,80:17,17:9,9:103.69:0.53:0.00GT G 0

. . IC=8;IHP=7;NT=ref;QSI=47;QSI_NT=47;RC=7;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50168:168:160,160:1,1:7,7:167.97:0.42:0.00416:416:331,332:49,51:35,35:421.1:1.07:0.00G GC 0

. . IC=6;IHP=8;NT=ref;QSI=36;QSI_NT=36;RC=7;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50139:139:131,131:1,1:7,7:132.52:0.03:0.00233:233:198,198:25,25:10,10:220.29:0.01:0.00CG C 0

. . IC=1;IHP=2;NT=ref;QSI=48;QSI_NT=48;RC=2;RU=CT;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5083:83:83,83:0,0:0,0:84.44:0.34:0.00134:134:104,104:21,21:7,7:136.63:0.00:0.00ACT A 0

. . IC=7;IHP=8;NT=ref;QSI=58;QSI_NT=58;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50139:139:129,130:0,0:6,6:141.5:0.00:0.00250:250:196,197:27,27:23,23:253.87:0.01:0.00T TC 0

. . IC=6;IHP=7;NT=ref;QSI=48;QSI_NT=48;RC=7;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5044:44:40,40:0,0:3,3:44.78:0.00:0.0057:57:34,34:16,16:5,5:60.73:0.00:0.00TA T 0

. . IC=5;IHP=6;NT=ref;QSI=41;QSI_NT=41;RC=6;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5092:92:91,92:0,0:1,1:94.36:0.12:0.00181:181:149,150:22,22:11,11:183.38:0.00:0.00TG T 0

. . IC=6;IHP=8;NT=ref;QSI=53;QSI_NT=53;RC=7;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5057:57:54,54:0,0:1,1:57.66:0.00:0.00109:109:79,79:25,25:5,5:114.56:0.02:0.00TG T 0

0.000389 0.002427 IC=5;IHP=8;NT=ref;QSI=83;QSI_NT=83;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50129:129:125,125:0,0:4,4:130.11:0.01:0.00215:215:166,166:37,37:12,13:208.31:0.07:0.00AC A 0

. . IC=2;IHP=4;NT=ref;QSI=48;QSI_NT=48;RC=3;RU=CTT;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50107:107:106,107:0,0:3,3:99.65:0.59:0.00195:195:157,158:25,25:18,18:185.23:0.77:0.00GCTT G 0

. . IC=7;IHP=8;NT=ref;QSI=30;QSI_NT=30;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5026:26:27,27:0,0:0,0:27.94:0.00:0.0045:45:29,30:12,12:4,4:49.37:0.01:0.00TA T 0

. . IC=1;IHP=3;NT=ref;QSI=39;QSI_NT=39;RC=2;RU=TC;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5045:45:44,44:0,0:1,1:45.68:0.00:0.0095:95:71,71:19,19:6,7:93.16:0.00:0.00ATC A 0

. . IC=6;IHP=7;NT=ref;QSI=46;QSI_NT=46;RC=7;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50109:109:99,101:0,0:8,7:113.17:0.00:0.00276:276:210,211:35,35:22,22:260.98:0.27:0.00TG T 0

. . IC=6;IHP=7;NT=ref;QSI=47;QSI_NT=47;RC=7;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5077:77:76,77:0,0:2,2:83.73:0.83:0.00121:121:93,93:20,20:8,8:136.49:0.59:0.00GA G 0

. . IC=4;IHP=7;NT=ref;QSI=74;QSI_NT=74;RC=5;RU=C;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50111:111:105,105:0,0:6,6:115.39:0.00:0.00213:213:158,159:36,36:20,20:230.5:0.03:0.00TC T 0

. . IC=4;IHP=5;NT=ref;QSI=47;QSI_NT=47;RC=5;RU=T;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5099:99:96,96:0,0:1,1:106.89:0.01:0.00229:229:183,184:32,32:13,13:233.21:0.82:0.00CT C 0

. . IC=0;IHP=4;NT=ref;QSI=48;QSI_NT=48;RC=1;RU=CA;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50100:100:100,100:0,0:0,0:99.64:0.16:0.00166:166:139,139:24,24:6,6:162.88:0.00:0.00CCA C 0

0.000469 . IC=8;IHP=4;NT=ref;QSI=60;QSI_NT=60;RC=7;RU=GGA;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5082:82:67,67:0,0:15,15:77.09:0.00:0.00149:149:95,98:27,28:26,24:143.61:0.00:0.00T TGGA 0

. 0.00088 IC=5;IHP=6;NT=ref;QSI=42;QSI_NT=42;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5079:79:78,78:0,0:2,2:81.34:0.21:0.00158:158:127,129:24,24:9,9:161.53:0.02:0.00AC A 0

. . IC=5;IHP=9;NT=ref;QSI=30;QSI_NT=30;RC=6;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5053:53:54,54:0,0:0,0:54.36:1.22:0.0099:99:79,79:15,15:5,5:105.38:0.58:0.00CG C 0

. . IC=5;IHP=6;NT=ref;QSI=53;QSI_NT=53;RC=6;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5061:61:55,55:0,0:6,6:60.92:0.00:0.00145:145:107,108:29,29:8,8:140.59:4.94:0.00AT A 0

. . IC=4;IHP=9;NT=ref;QSI=40;QSI_NT=40;RC=5;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5071:71:69,70:0,0:2,2:73.67:0.48:0.00108:108:83,83:17,17:9,10:115.64:0.30:0.00GC G 0

. . IC=1;IHP=2;NT=ref;QSI=70;QSI_NT=70;RC=2;RU=TGGAATCC;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50160:160:158,159:0,0:8,9:149.02:0.38:0.00296:296:235,235:37,37:33,33:273.22:0.09:0.00ATGGAATCCA 0

. 0.000885 IC=6;IHP=9;NT=ref;QSI=71;QSI_NT=71;RC=7;RU=C;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50176:176:172,172:1,1:6,6:183.34:0.41:0.00456:456:355,356:66,66:39,40:445.2:1.13:0.00GC G 0

. . IC=7;IHP=8;NT=ref;QSI=36;QSI_NT=36;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5031:31:31,31:0,0:0,0:28.98:0.10:0.0047:47:32,33:14,14:1,1:48.4:0.00:0.00AT A 0

. . IC=5;IHP=10;NT=ref;QSI=49;QSI_NT=49;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5048:48:49,49:0,0:0,0:51.2:0.00:0.0087:87:61,62:21,21:6,6:95.84:1.74:0.00TC T 0

. . IC=4;IHP=6;NT=ref;QSI=92;QSI_NT=92;RC=5;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50144:144:143,145:0,0:2,2:136.26:0.25:0.00272:272:219,221:46,46:8,8:257.36:0.00:0.00GT G 0

. . IC=7;IHP=6;NT=ref;QSI=65;QSI_NT=65;RC=6;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5071:71:68,69:0,0:3,3:71.56:0.00:0.00167:167:121,121:35,35:9,9:158.14:0.01:0.00C CA 0

. . IC=7;IHP=14;NT=ref;QSI=34;QSI_NT=34;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5033:33:32,32:0,0:1,1:31.63:0.00:0.0058:58:37,37:14,14:7,7:63.08:0.09:0.00CT C 0

. . IC=4;IHP=5;NT=ref;QSI=47;QSI_NT=47;RC=5;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5045:45:44,45:0,0:1,1:41.55:0.00:0.0054:54:33,33:14,14:6,6:55.7:0.00:0.00GA G 0

. . IC=8;IHP=7;NT=ref;QSI=67;QSI_NT=67;RC=7;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50114:114:110,110:0,0:3,3:111.78:0.00:0.00197:197:147,148:31,32:20,21:196.8:1.28:0.00G GC 0

. . IC=2;IHP=5;NT=ref;QSI=42;QSI_NT=42;RC=3;RU=CCT;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5078:78:75,75:0,0:6,6:79.67:0.08:0.00143:143:115,115:22,22:8,8:149.46:0.17:0.00CCCT C 0

. . IC=1;IHP=6;NT=ref;QSI=120;QSI_NT=120;RC=0;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50187:187:180,181:0,0:5,5:178.66:0.00:0.00337:337:252,253:54,55:29,28:324.23:1.70:0.00T TC 0

. . IC=6;IHP=13;NT=ref;QSI=69;QSI_NT=69;RC=7;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5090:90:89,89:0,0:2,2:85.42:0.00:0.00197:197:141,142:33,33:26,25:193.65:0.07:0.00GA G 0

. . IC=6;IHP=9;NT=ref;QSI=57;QSI_NT=57;RC=7;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5079:79:78,87:0,0:2,2:81.98:0.99:0.00193:193:155,186:31,36:8,8:205.83:2.98:0.00GC G 0

. . IC=5;IHP=9;NT=ref;QSI=51;QSI_NT=51;RC=6;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5055:55:52,53:0,0:1,1:56.21:0.00:0.00131:131:95,95:30,30:7,7:132.85:1.82:0.00CG C 0

0.00039 . IC=1;IHP=10;NT=ref;QSI=34;QSI_NT=34;RC=0;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5057:57:33,37:0,0:31,28:51.4:5.51:0.0088:88:26,26:16,16:51,51:77.02:2.51:0.00G GC 0

. . IC=6;IHP=7;NT=ref;QSI=58;QSI_NT=58;RC=7;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5081:81:76,77:0,0:5,5:85.05:0.00:0.00175:175:128,128:30,30:16,16:182.93:0.94:0.00TC T 0



. . IC=5;IHP=9;NT=ref;QSI=50;QSI_NT=50;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5074:74:69,69:0,0:5,5:74.28:0.00:0.00151:151:115,115:26,26:9,9:152.98:0.57:0.00GC G 0

0.000194 . IC=6;IHP=9;NT=ref;QSI=43;QSI_NT=43;RC=7;RU=A;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5069:69:62,62:0,0:8,8:62.74:0.00:0.00124:124:92,94:21,21:9,9:115.72:0.44:0.00GA G 0

. . IC=5;IHP=7;NT=ref;QSI=32;QSI_NT=32;RC=6;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5033:33:32,32:0,0:1,1:33.77:0.31:0.0064:64:46,46:15,15:4,4:66.07:0.03:0.00CG C 0

. . IC=6;IHP=7;NT=ref;QSI=122;QSI_NT=122;RC=7;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50228:228:217,217:0,0:10,10:222.12:0.70:0.00467:467:359,362:71,74:28,29:439:0.80:0.00GC G 0

. . IC=4;IHP=6;NT=ref;QSI=44;QSI_NT=44;RC=5;RU=G;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5086:86:83,83:0,0:2,2:85.18:0.00:0.00215:215:164,165:30,30:16,16:211.21:0.64:0.00TG T 0

. . IC=5;IHP=6;NT=ref;QSI=30;QSI_NT=30;RC=6;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5019:19:20,21:0,0:0,0:13.09:0.02:0.0024:24:9,9:7,7:8,8:20.26:0.98:0.00TG T 0

. . IC=6;IHP=8;NT=ref;QSI=66;QSI_NT=66;RC=7;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50154:154:144,145:0,0:12,12:139.86:0.63:0.00271:271:220,220:36,36:16,16:266.56:0.41:0.00GT G 0

. . IC=1;IHP=5;NT=ref;QSI=50;QSI_NT=50;RC=2;RU=AGA;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5061:61:63,63:0,0:0,0:61.75:0.01:0.00112:112:86,86:22,22:10,10:110.66:0.01:0.00GAGA G 0

. . IC=7;IHP=8;NT=ref;QSI=65;QSI_NT=65;RC=8;RU=C;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50129:129:119,121:0,0:8,6:133.68:13.45:0.00265:265:180,189:38,38:47,38:275.86:36.05:0.00TC T 0

. . IC=9;IHP=10;NT=ref;QSI=49;QSI_NT=49;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50107:107:102,102:0,0:4,4:101.97:0.00:0.00225:225:177,178:30,30:17,17:220.53:0.30:0.00C CA 0

. . IC=6;IHP=8;NT=ref;QSI=35;QSI_NT=35;RC=7;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5027:27:24,25:0,0:3,3:29.51:0.32:0.0052:52:30,30:16,16:4,4:51:0.00:0.00CA C 0

. . IC=5;IHP=7;NT=ref;QSI=34;QSI_NT=34;RC=6;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5044:44:41,41:0,0:3,3:44.22:0.07:0.0069:69:51,51:14,14:4,4:78.78:0.00:0.00CG C 0

. . IC=6;IHP=7;NT=ref;QSI=133;QSI_NT=133;RC=7;RU=C;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50240:240:232,233:1,1:8,8:237:0.98:0.00562:562:435,437:91,91:34,34:540.85:7.81:0.00AC A 0

. . IC=4;IHP=5;NT=ref;QSI=40;QSI_NT=40;RC=5;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5075:75:71,71:0,0:3,3:74.98:0.37:0.00131:131:102,102:20,20:9,9:128.2:0.18:0.00GA G 0

. . IC=9;IHP=8;NT=ref;QSI=44;QSI_NT=44;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5077:77:72,72:0,0:4,4:70.55:0.01:0.00127:127:94,94:20,20:14,14:129.54:0.83:0.00A AT 0

. . IC=5;IHP=6;NT=ref;QSI=117;QSI_NT=117;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50267:267:259,260:0,0:9,9:247.42:0.00:0.00479:479:387,388:62,62:29,29:464.87:2.28:0.00GC G 0

. . IC=5;IHP=4;NT=ref;QSI=48;QSI_NT=48;RC=4;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5054:54:54,54:0,0:0,0:53.94:0.00:0.0083:83:59,59:18,18:5,5:84.77:0.00:0.00T TC 0

. . IC=4;IHP=6;NT=ref;QSI=55;QSI_NT=55;RC=5;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50122:122:111,112:0,0:10,10:117.27:0.00:0.00196:196:157,158:28,28:12,12:192.81:0.00:0.00TC T 0

. . IC=3;IHP=5;NT=ref;QSI=95;QSI_NT=95;RC=4;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50129:129:130,130:0,0:1,1:131.6:0.50:0.00247:247:189,190:44,44:17,17:246.44:0.10:0.00TG T 0

. . IC=4;IHP=5;NT=ref;QSI=48;QSI_NT=48;RC=5;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5067:67:65,66:0,0:2,2:64.97:0.00:0.00152:152:122,123:27,27:5,5:147.33:0.64:0.00CG C 0

. . IC=9;IHP=8;NT=ref;QSI=49;QSI_NT=49;RC=8;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5095:95:93,93:0,0:2,2:99.21:0.72:0.00188:188:140,140:26,26:18,19:191.6:0.23:0.00C CG 0

. . IC=6;IHP=8;NT=ref;QSI=37;QSI_NT=37;RC=7;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5045:45:47,47:0,0:1,1:46.64:0.00:0.0074:74:52,52:14,14:8,8:79.02:0.50:0.00GA G 0

. . IC=3;IHP=4;NT=ref;QSI=99;QSI_NT=99;RC=4;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50224:224:220,222:0,0:5,5:231.11:0.73:0.00547:547:442,442:71,71:34,34:518.87:0.83:0.00AC A 0

. . IC=9;IHP=10;NT=ref;QSI=39;QSI_NT=39;RC=8;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50100:100:84,85:0,0:15,15:94.7:10.24:0.00192:192:125,126:19,19:48,48:196.38:24.38:0.00A AC 0

. . IC=9;IHP=10;NT=ref;QSI=74;QSI_NT=74;RC=8;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50185:185:171,173:1,1:13,13:182.76:0.72:0.00384:384:290,291:56,57:37,35:376.44:2.85:0.00T TG 0

. . IC=4;IHP=6;NT=ref;QSI=34;QSI_NT=34;RC=5;RU=G;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5026:26:34,34:0,0:1,1:29.35:2.79:0.0038:38:21,22:9,9:37,38:57.71:1.18:0.00CG C 0

. . IC=6;IHP=10;NT=ref;QSI=37;QSI_NT=37;RC=7;RU=C;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5083:83:74,74:0,0:8,8:84.57:0.41:0.00196:196:158,160:28,28:10,10:206.44:0.02:0.00TC T 0

. . IC=4;IHP=2;NT=ref;QSI=40;QSI_NT=40;RC=5;RU=AG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5039:39:34,34:0,0:4,4:39:0.00:0.0071:71:43,43:18,18:9,9:68.93:0.01:0.00CAG C 0

. . IC=6;IHP=5;NT=ref;QSI=60;QSI_NT=60;RC=5;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5082:82:81,81:0,0:1,1:79.52:0.34:0.00191:191:145,145:33,33:13,13:187:0.42:0.00T TG 0

. . IC=4;IHP=6;NT=ref;QSI=72;QSI_NT=72;RC=5;RU=C;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50226:226:214,214:1,1:6,6:224.65:0.00:0.00418:418:332,334:58,58:30,30:423.87:1.51:0.00TC T 0

. . IC=9;IHP=8;NT=ref;QSI=128;QSI_NT=128;RC=8;RU=C;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50246:246:238,239:0,0:8,8:235.83:0.01:0.00516:516:402,404:76,76:36,37:496.08:1.94:0.00A AC 0

. . IC=7;IHP=9;NT=ref;QSI=50;QSI_NT=50;RC=8;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50104:104:100,101:0,0:4,4:107.5:3.20:0.00207:207:156,159:28,28:24,23:207.83:5.68:0.00AC A 0

. . IC=5;IHP=6;NT=ref;QSI=83;QSI_NT=83;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50156:156:149,149:1,1:5,5:159.71:0.03:0.00370:370:276,276:61,61:30,30:363.21:0.98:0.00GC G 0

. . IC=7;IHP=9;NT=ref;QSI=35;QSI_NT=35;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5039:39:36,37:0,0:2,2:40.08:0.00:0.0084:84:62,62:19,19:2,2:82.41:0.41:0.00GA G 0

. . IC=7;IHP=8;NT=ref;QSI=44;QSI_NT=44;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5065:65:62,62:0,0:2,2:59.13:0.03:0.00144:144:106,109:24,24:14,14:140.58:0.26:0.00CT C 0

. . IC=6;IHP=7;NT=ref;QSI=32;QSI_NT=32;RC=7;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5078:78:72,72:0,0:4,4:80.32:0.46:0.00175:175:144,144:21,21:9,9:175.21:0.02:0.00GC G 0

. . IC=9;IHP=10;NT=ref;QSI=54;QSI_NT=54;RC=8;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50136:136:120,121:0,0:15,14:133.59:0.49:0.00223:223:177,177:25,25:19,19:228.35:0.97:0.00A AG 0

. . IC=8;IHP=11;NT=ref;QSI=38;QSI_NT=38;RC=7;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5086:86:78,79:0,0:6,5:87.04:9.15:0.00141:141:107,108:17,17:14,14:160.51:19.29:0.00C CG 0

. . IC=7;IHP=9;NT=ref;QSI=31;QSI_NT=31;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5034:34:33,33:0,0:1,1:32.96:0.00:0.0051:51:37,38:12,12:2,2:53.28:0.12:0.00CA C 0

. . IC=5;IHP=6;NT=ref;QSI=36;QSI_NT=36;RC=6;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5065:65:61,61:0,0:3,3:58.34:0.00:0.0093:93:72,72:15,15:7,7:94.53:0.13:0.00TG T 0

. . IC=9;IHP=8;NT=ref;QSI=41;QSI_NT=41;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5095:95:90,91:0,0:5,5:98.21:0.00:0.00161:161:128,128:18,18:15,15:156.91:0.07:0.00C CT 0

. . IC=7;IHP=8;NT=ref;QSI=78;QSI_NT=78;RC=8;RU=A;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50104:104:103,103:0,0:3,3:104.9:0.32:0.00230:230:176,177:41,41:13,13:229.28:0.17:0.00CA C 0

. . IC=7;IHP=9;NT=ref;QSI=34;QSI_NT=34;RC=8;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5052:52:46,46:0,0:6,6:47.99:3.03:0.0074:74:48,48:13,13:11,11:77.57:3.61:0.00AC A 0

. . IC=1;IHP=5;NT=ref;QSI=44;QSI_NT=44;RC=2;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5097:97:96,96:0,0:1,1:100.64:6.78:0.00158:158:131,132:21,21:6,6:168.95:10.79:0.00GC G 0

0.003326 0.001393 IC=0;IHP=11;NT=ref;QSI=37;QSI_NT=37;RC=1;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5026:26:25,25:0,0:1,1:28.04:0.80:0.0048:48:28,28:15,15:5,5:46.74:0.90:0.00AG A 0

. . IC=5;IHP=6;NT=ref;QSI=45;QSI_NT=45;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5095:95:94,94:0,0:2,2:98.26:0.38:0.00155:155:129,129:22,22:5,5:154.99:0.15:0.00GC G 0

. . IC=8;IHP=8;NT=ref;QSI=141;QSI_NT=133;RC=7;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50149:149:141,141:0,0:6,6:149.05:0.36:0.00242:242:162,162:56,56:21,21:244.78:0.02:0.00C CG 0

0.003911 . IC=7;IHP=10;NT=ref;QSI=82;QSI_NT=82;RC=8;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50127:127:115,116:0,0:12,12:126.98:2.53:0.00299:299:225,225:49,49:23,23:289.31:7.41:0.00TC T 0

. . IC=5;IHP=6;NT=ref;QSI=46;QSI_NT=46;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5072:72:72,74:0,0:0,0:76.62:0.01:0.00137:137:107,111:23,23:10,10:146.57:0.61:0.00TC T 0

. . IC=4;IHP=7;NT=ref;QSI=38;QSI_NT=38;RC=5;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5047:47:44,44:0,0:2,2:49.44:0.34:0.00102:102:77,77:20,20:6,6:103.13:2.57:0.00AG A 0

. . IC=6;IHP=7;NT=ref;QSI=44;QSI_NT=44;RC=7;RU=T;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5046:46:46,46:0,0:0,0:50.11:0.00:0.0091:91:63,65:20,20:7,6:85.48:0.01:0.00CT C 0

. . IC=7;IHP=8;NT=ref;QSI=53;QSI_NT=53;RC=8;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5086:86:83,84:0,0:3,3:81.27:0.60:0.00133:133:103,104:23,23:7,7:138.69:1.19:0.00AG A 0

. . IC=5;IHP=6;NT=ref;QSI=59;QSI_NT=59;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5075:75:71,71:0,0:7,7:81.85:7.32:0.00176:176:126,127:31,31:20,20:181.58:13.47:0.00AC A 0

. . IC=5;IHP=6;NT=ref;QSI=91;QSI_NT=91;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50129:129:117,117:0,0:8,8:135.61:0.64:0.00262:262:190,196:46,46:24,24:269.7:2.24:0.00GC G 0



. . IC=7;IHP=7;NT=ref;QSI=58;QSI_NT=58;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50137:137:127,128:0,0:8,8:136.83:1.45:0.00240:240:187,188:25,26:22,21:240.67:7.81:0.00A AC 0

. . IC=6;IHP=11;NT=ref;QSI=83;QSI_NT=83;RC=7;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5051:51:49,50:0,0:3,3:52.69:0.01:0.0082:82:46,46:31,31:5,5:111.15:0.27:0.00AC A 0

. . IC=6;IHP=8;NT=ref;QSI=30;QSI_NT=30;RC=7;RU=T;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5048:48:48,48:0,0:0,0:51.52:0.48:0.00135:135:102,105:21,21:11,9:132.9:1.37:0.00GT G 0

. . IC=5;IHP=7;NT=ref;QSI=39;QSI_NT=39;RC=6;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5088:88:87,87:0,0:1,1:86.98:0.00:0.00136:136:114,115:15,15:7,7:129.44:0.37:0.00CT C 0

. . IC=8;IHP=10;NT=ref;QSI=58;QSI_NT=58;RC=7;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5094:94:91,92:0,0:1,1:100.11:1.05:0.00200:200:148,149:30,30:21,21:193.31:1.74:0.00G GC 0

. . IC=9;IHP=8;NT=ref;QSI=30;QSI_NT=30;RC=8;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5072:72:66,66:0,0:5,5:70.58:0.00:0.00123:123:99,100:13,13:10,10:125.89:1.01:0.00A AT 0

. . IC=7;IHP=8;NT=ref;QSI=39;QSI_NT=39;RC=8;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5081:81:79,79:1,1:1,1:77.19:0.00:0.00113:113:78,78:21,21:16,18:113.26:0.94:0.00AG A 0

. . IC=8;IHP=9;NT=ref;QSI=54;QSI_NT=54;RC=7;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50118:118:114,114:0,0:4,4:112.95:0.13:0.00203:203:156,156:26,26:21,21:206.25:0.64:0.00A AC 0

. . IC=5;IHP=5;NT=ref;QSI=93;QSI_NT=93;RC=4;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50167:167:160,160:0,0:4,4:162.32:0.76:0.00372:372:282,282:54,54:33,33:368.91:0.91:0.00T TG 0

. . IC=7;IHP=6;NT=ref;QSI=36;QSI_NT=36;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5074:74:72,73:0,0:2,2:75.63:0.00:0.00134:134:109,110:19,19:5,5:126.6:0.38:0.00G GC 0

0.000194 . IC=5;IHP=6;NT=ref;QSI=51;QSI_NT=51;RC=6;RU=G;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50118:118:110,110:0,0:7,7:120.28:0.23:0.00268:268:215,216:36,36:17,17:267.25:0.28:0.00TG T 0

. . IC=5;IHP=8;NT=ref;QSI=33;QSI_NT=33;RC=6;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5053:53:53,53:0,0:1,1:51.97:0.25:0.0074:74:58,58:13,13:5,5:74.76:0.56:0.00CG C 0

. . IC=9;IHP=10;NT=ref;QSI=38;QSI_NT=38;RC=8;RU=G;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5081:81:77,77:0,1:4,3:89.46:0.45:0.00159:159:109,109:26,27:23,22:162.39:0.42:0.00A AG 0

. . IC=0;IHP=6;NT=ref;QSI=40;QSI_NT=40;RC=1;RU=CCG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5046:46:46,46:0,0:0,0:46.53:0.00:0.0081:81:61,61:17,17:4,4:80.84:0.00:0.00CCCG C 0

. . IC=2;IHP=3;NT=ref;QSI=57;QSI_NT=57;RC=1;RU=GGTGCTG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50124:124:121,121:0,0:3,3:118.07:0.00:0.00212:212:191,192:8,8:13,12:220.05:1.37:0.00A AGGTGCTG 0

. . IC=2;IHP=3;NT=ref;QSI=53;QSI_NT=53;RC=1;RU=CTGAAGGGCAGCAATGCTGCAGGAACT;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50125:125:100,100:0,0:24,24:116.45:0.00:0.00237:237:186,188:5,5:46,45:223.26:1.71:0.00C CCTGAAGGGCAGCAATGCTGCAGGAACT0

. . IC=0;IHP=4;NT=ref;QSI=34;QSI_NT=34;RC=1;RU=CATCTTCACAGCAACCCTGGCA;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5081:81:90,91:0,0:0,0:82.33:0.00:0.00161:161:170,170:4,4:9,9:166.82:0.77:0.00CCATCTTCACAGCAACCCTGGCAC 0

. . IC=2;IHP=2;NT=ref;QSI=37;QSI_NT=37;RC=3;RU=GCACTG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5090:90:86,86:0,0:8,8:89.13:0.00:0.00149:149:134,134:6,6:16,16:150.22:0.78:0.00AGCACTGA 0

. . IC=0;IHP=4;NT=ref;QSI=31;QSI_NT=31;RC=1;RU=TCTCCCTC;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5073:73:73,78:0,0:3,3:71.98:0.88:0.00165:165:155,157:4,4:13,13:157.59:0.75:0.00GTCTCCCTCG 0

. . IC=0;IHP=3;NT=ref;QSI=30;QSI_NT=30;RC=1;RU=ATTTGTATATTCATGTGATATTCGTAAAAGTG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5095:95:81,82:0,0:17,17:86.43:0.16:0.00169:169:142,143:4,4:26,26:159.84:0.52:0.00CATTTGTATATTCATGTGATATTCGTAAAAGTGC 0

0.000451 . IC=2;IHP=4;NT=ref;QSI=51;QSI_NT=51;RC=3;RU=GAGGCC;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50145:145:135,135:0,0:15,15:137.66:9.98:0.00152:152:134,134:4,4:19,19:153.17:7.39:0.00GGAGGCCG 0

0.002163 0.004448 IC=2;IHP=4;NT=ref;QSI=33;QSI_NT=33;RC=1;RU=TGTGC;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5090:90:87,92:0,0:2,2:85.4:0.14:0.00122:122:112,118:3,3:6,6:116.26:0.76:0.00T TTGTGC 0

0.180922 0.286092 IC=1;IHP=5;NT=ref;QSI=32;QSI_NT=32;RC=0;RU=GAA;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5016:16:16,16:0,0:0,0:14.06:0.17:0.007:7:1,1:6,6:0,0:7.76:0.00:0.00G GGAA 0

. . IC=1;IHP=2;NT=ref;QSI=35;QSI_NT=35;RC=0;RU=GGAGG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5077:77:76,98:0,0:1,1:74.77:1.96:0.00107:107:91,109:3,3:13,18:96.07:2.16:0.00A AGGAGG 0

. . IC=0;IHP=4;NT=ref;QSI=35;QSI_NT=35;RC=1;RU=GGAGGAGGAGG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5080:80:84,92:0,0:1,1:76.02:4.66:0.00149:149:139,151:6,7:13,12:137.77:4.65:0.00AGGAGGAGGAGGA 0

. . IC=5;IHP=4;NT=ref;QSI=64;QSI_NT=64;RC=7;RU=TCC;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50171:171:161,161:0,0:16,16:152.98:0.31:0.00229:229:202,204:5,5:33,31:222.12:1.99:0.00ATCCTCC A 0

. . IC=1;IHP=5;NT=ref;QSI=32;QSI_NT=32;RC=0;RU=TCACGGGGCCTG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50100:100:100,100:0,0:0,0:99.18:0.14:0.00133:133:116,117:3,3:13,13:133.69:0.00:0.00T TTCACGGGGCCTG0

. . IC=0;IHP=3;NT=ref;QSI=43;QSI_NT=43;RC=1;RU=GGATGGTCTCCTTCTGGCTCA;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50219:219:207,207:0,0:26,26:209.83:3.94:0.00189:189:163,164:4,4:42,42:176.86:1.04:0.00CGGATGGTCTCCTTCTGGCTCAC 0

. . IC=0;IHP=5;NT=ref;QSI=42;QSI_NT=42;RC=1;RU=CGTCCCGGCCCGCGGCCCC;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5076:76:106,107:0,0:1,0:86.01:1.53:0.00108:108:127,127:4,4:11,11:114.63:2.45:0.00GCGTCCCGGCCCGCGGCCCCG 0

. . IC=0;IHP=3;NT=ref;QSI=35;QSI_NT=35;RC=1;RU=CTCAATCCTCACCAGTCGC;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5081:81:89,89:0,0:0,0:79.78:0.00:0.00149:149:151,151:5,5:13,13:149.76:0.12:0.00ACTCAATCCTCACCAGTCGCA 0

. 0.00088 IC=4;IHP=10;NT=ref;QSI=38;QSI_NT=38;RC=5;RU=AAAAC;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50114:114:89,89:0,0:22,22:117.76:1.01:0.00243:243:188,188:5,5:52,52:244.46:3.33:0.00AAAAAC A 0

. . IC=0;IHP=3;NT=ref;QSI=32;QSI_NT=32;RC=1;RU=CCATGTTGAATTTCTTTCTTC;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5082:82:82,84:0,0:4,4:74.53:0.11:0.00148:148:143,143:6,6:5,5:134.91:1.41:0.00TCCATGTTGAATTTCTTTCTTCT 0

. . IC=0;IHP=3;NT=ref;QSI=34;QSI_NT=34;RC=1;RU=GGTGTC;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5083:83:79,92:0,0:4,3:81.19:0.91:0.00240:240:232,248:5,5:11,11:228.88:0.67:0.00AGGTGTCA 0

. . IC=2;IHP=3;NT=ref;QSI=38;QSI_NT=38;RC=3;RU=CTCCT;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5090:90:89,89:0,0:4,4:92.08:0.00:0.00159:159:142,142:4,4:16,16:158.93:0.31:0.00ACTCCT A 0

. 0.00088 IC=2;IHP=2;NT=ref;QSI=45;QSI_NT=45;RC=3;RU=CAGTA;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50130:130:123,123:0,0:12,13:128.22:0.18:0.00158:158:144,146:4,4:15,14:156.19:0.96:0.00CCAGTA C 0

. . IC=1;IHP=2;NT=ref;QSI=49;QSI_NT=49;RC=2;RU=GAGTT;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50116:116:120,129:0,0:2,2:121.19:0.29:0.00241:241:228,240:5,5:22,22:247.89:0.52:0.00AGAGTT A 0

. . IC=0;IHP=5;NT=ref;QSI=49;QSI_NT=49;RC=1;RU=CGGGACCTTGGGCCTTTTTG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50123:123:128,129:0,0:2,2:119.43:0.55:0.00248:248:247,247:5,5:12,12:233.5:0.84:0.00CCGGGACCTTGGGCCTTTTTGC 0

. . IC=0;IHP=3;NT=ref;QSI=73;QSI_NT=73;RC=1;RU=CCAAGGAGGAGGAACGC;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50147:147:163,163:0,0:0,0:140.65:0.79:0.00194:194:172,172:28,28:13,13:182.5:0.54:0.00GCCAAGGAGGAGGAACGCG 0

. . IC=1;IHP=3;NT=ref;QSI=38;QSI_NT=38;RC=2;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5078:78:78,78:0,0:0,0:76.16:1.44:0.00159:159:128,129:22,22:6,6:154.37:4.77:0.00GA G 0

. . IC=2;IHP=4;NT=ref;QSI=43;QSI_NT=43;RC=1;RU=CAA;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5098:98:91,92:0,0:5,5:98.22:0.50:0.00200:200:164,164:27,27:7,7:198.7:1.27:0.00G GCAA 0

. . IC=2;IHP=3;NT=ref;QSI=47;QSI_NT=47;RC=1;RU=CGC;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50101:101:99,99:0,0:1,1:100.06:0.13:0.00232:232:178,178:30,30:19,19:236:0.19:0.00A ACGC 0

. . IC=0;IHP=7;NT=ref;QSI=30;QSI_NT=30;RC=1;RU=GGGGACGTGGTGGGTGGCG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5065:65:75,75:0,0:0,0:64.22:1.12:0.00121:121:125,125:5,5:8,8:117.32:0.37:0.00TGGGGACGTGGTGGGTGGCGT 0

0.039913 0.190813 IC=7;IHP=7;NT=ref;QSI=37;QSI_NT=37;RC=6;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5020:20:18,18:0,0:2,2:18.41:0.01:0.0035:35:11,11:23,23:2,2:36.52:0.00:0.00G GT 0

. . IC=0;IHP=2;NT=ref;QSI=31;QSI_NT=31;RC=1;RU=AGTTGCCCATTAG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5060:60:70,72:0,0:2,0:59.81:0.88:0.0072:72:67,67:9,9:9,9:76.73:0.04:0.00AAGTTGCCCATTAGA 0

. . IC=4;IHP=4;NT=ref;QSI=41;QSI_NT=41;RC=6;RU=GAG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50115:115:107,110:0,0:9,7:119.55:1.28:0.00186:186:154,156:4,4:39,38:199.18:2.53:0.00CGAGGAGC 0

0.000235 . IC=0;IHP=4;NT=ref;QSI=31;QSI_NT=31;RC=1;RU=GCCGCCGCCGCCGCTGCCGCCGCCGCC;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5040:40:45,45:0,0:5,5:44.97:0.14:0.0051:51:41,41:10,10:5,5:49.93:0.06:0.00GGCCGCCGCCGCCGCTGCCGCCGCCGCCG 0

. . IC=2;IHP=4;NT=ref;QSI=95;QSI_NT=95;RC=3;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50111:111:103,103:0,0:7,7:110.56:0.33:0.00223:223:158,158:44,44:23,23:227.73:0.83:0.00AC A 0

. . IC=0;IHP=3;NT=ref;QSI=225;QSI_NT=225;RC=1;RU=GCCGCCGCCGCGTCAGG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50499:499:546,546:0,0:0,0:486.91:0.90:0.00706:706:633,636:93,93:54,54:711.91:1.04:0.00CGCCGCCGCCGCGTCAGGC 0

. . IC=7;IHP=6;NT=ref;QSI=41;QSI_NT=41;RC=6;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5092:92:91,91:0,0:0,0:89.58:1.50:0.00219:219:179,181:28,28:12,11:218.52:1.63:0.00A AG 0

. . IC=7;IHP=6;NT=ref;QSI=103;QSI_NT=103;RC=6;RU=C;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50106:106:99,99:0,0:6,6:110.82:0.10:0.0071:71:44,46:23,23:4,4:73.68:0.60:0.00A AC 0

0.00366 0.048893 IC=5;IHP=5;NT=ref;QSI=31;QSI_NT=31;RC=3;RU=GCGGGGCG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5090:90:64,64:0,0:24,24:95.16:0.00:0.00234:234:169,169:5,5:55,55:241.15:0.38:0.00C CGCGGGGCGGCGGGGCG0

. . IC=2;IHP=3;NT=ref;QSI=37;QSI_NT=37;RC=3;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5075:75:74,74:0,0:1,1:84.36:0.00:0.00102:102:80,80:14,14:10,10:98.22:0.00:0.00GC G 0

. . IC=7;IHP=8;NT=ref;QSI=48;QSI_NT=48;RC=6;RU=G;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50225:225:210,210:2,2:11,11:216.28:0.63:0.00298:298:228,232:44,44:25,25:303.64:1.43:0.00C CG 0

. . IC=0;IHP=4;NT=ref;QSI=30;QSI_NT=30;RC=1;RU=CCCAAAACACTCACCTATGGTCAGCTGTCCG;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50114:114:133,134:0,0:0,0:112.96:0.06:0.00178:178:190,205:4,4:11,10:169.83:1.13:0.00CCCCAAAACACTCACCTATGGTCAGCTGTCCGC 0



. . IC=4;IHP=3;NT=ref;QSI=56;QSI_NT=56;RC=3;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5077:77:75,76:0,0:2,2:76.02:0.00:0.00180:180:144,144:32,32:5,5:178.82:0.58:0.00T TG 0

0.000194 . IC=1;IHP=7;NT=ref;QSI=43;QSI_NT=43;RC=2;RU=TCT;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5054:54:52,53:0,0:2,1:50.64:3.30:0.0056:56:37,38:12,12:12,12:54.05:1.54:0.00ATCT A 0

. . IC=2;IHP=3;NT=ref;QSI=44;QSI_NT=44;RC=1;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5076:76:76,77:0,0:0,0:72.92:0.95:0.00117:117:92,92:19,19:6,6:120.61:0.61:0.00T TA 0

0.000194 0.003521 IC=2;IHP=8;NT=ref;QSI=33;QSI_NT=33;RC=3;RU=GGGCG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5076:76:77,77:0,0:4,4:75.1:0.68:0.00151:151:142,142:4,4:16,16:149.47:1.51:0.00CGGGCG C 0

. . IC=2;IHP=3;NT=ref;QSI=33;QSI_NT=33;RC=1;RU=TTG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5074:74:72,72:0,0:2,2:77.01:0.26:0.0093:93:79,79:11,12:3,3:93.32:0.19:0.00C CTTG 0

. . IC=2;IHP=3;NT=ref;QSI=31;QSI_NT=31;RC=3;RU=AAGGG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5072:72:73,73:0,0:0,0:71.75:0.00:0.0068:68:58,58:4,4:5,5:65.4:0.00:0.00CAAGGG C 0

. . IC=3;IHP=3;NT=ref;QSI=41;QSI_NT=41;RC=2;RU=C;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5090:90:88,88:0,0:2,2:91.23:2.20:0.0060:60:47,52:3,12:9,6:57.3:3.84:0.00G GC 0

. . IC=6;IHP=5;NT=ref;QSI=39;QSI_NT=39;RC=8;RU=CAG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50101:101:90,91:0,0:13,12:101.58:0.00:0.00151:151:121,121:4,4:28,28:141.34:0.03:0.00CCAGCAGC 0

. . IC=0;IHP=10;NT=ref;QSI=38;QSI_NT=38;RC=1;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5029:29:29,29:0,0:0,0:30.5:0.00:0.0082:82:55,56:24,25:4,4:81.42:0.51:0.00TA T 0

0.002622 0.002727 IC=0;IHP=14;NT=ref;QSI=67;QSI_NT=67;RC=1;RU=TTTTG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50191:191:197,198:0,0:10,10:185.54:2.65:0.00202:202:191,196:7,7:24,21:203.89:4.18:0.00TTTTTG T 0

. . IC=2;IHP=4;NT=ref;QSI=41;QSI_NT=41;RC=3;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5082:82:78,78:0,0:2,2:77.16:0.40:0.00198:198:156,157:28,29:16,16:190.18:0.19:0.00CG C 0

. . IC=2;IHP=2;NT=ref;QSI=63;QSI_NT=63;RC=1;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5067:67:65,66:0,0:0,0:68.76:0.48:0.00175:175:122,122:36,37:13,13:173.12:1.00:0.00G GT 0

. . IC=1;IHP=3;NT=ref;QSI=48;QSI_NT=48;RC=0;RU=ATTCT;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50109:109:107,111:0,0:0,0:109.27:0.32:0.0088:88:76,79:3,4:9,9:84.55:0.26:0.00A AATTCT 0

. . IC=0;IHP=3;NT=ref;QSI=33;QSI_NT=33;RC=1;RU=GAGCGGCCCGGGGGCGCG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5077:77:82,82:0,0:2,2:81.43:1.45:0.00242:242:231,232:7,7:18,18:252.41:2.51:0.00AGAGCGGCCCGGGGGCGCGA 0

. . IC=0;IHP=5;NT=ref;QSI=36;QSI_NT=36;RC=1;RU=CCAGGACCCCAAGGGCCT;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5084:84:89,89:0,0:3,3:80.34:0.14:0.00178:178:163,164:19,19:11,11:174.77:0.31:0.00CCCAGGACCCCAAGGGCCTC 0

. . IC=1;IHP=3;NT=ref;QSI=31;QSI_NT=31;RC=2;RU=GAGCCCCAG;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5081:81:78,78:0,0:5,5:82.23:0.14:0.0077:77:63,65:3,3:15,15:77.62:0.34:0.00AGAGCCCCAGA 0

. . IC=0;IHP=8;NT=ref;QSI=41;QSI_NT=41;RC=1;RU=CCGCGGCCTCGCGCGCCCGCCGCCCC;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5073:73:88,88:1,1:0,0:73.87:0.82:0.0081:81:72,72:28,28:3,3:76.98:0.00:0.00GCCGCGGCCTCGCGCGCCCGCCGCCCCG 0

. . IC=1;IHP=4;NT=ref;QSI=38;QSI_NT=38;RC=2;RU=GAGGTG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5093:93:97,97:0,0:1,1:92.7:0.39:0.00163:163:159,159:4,4:12,12:164.02:0.87:0.00CGAGGTGC 0

. . IC=0;IHP=7;NT=ref;QSI=30;QSI_NT=30;RC=1;RU=TGATCAAAGG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5019:19:20,20:0,0:0,0:20.99:0.00:0.0050:50:28,29:23,23:4,4:48.1:0.00:0.00TTGATCAAAGGT 0

0.023056 . IC=0;IHP=11;NT=ref;QSI=39;QSI_NT=39;RC=1;RU=A;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5048:48:46,46:0,0:2,2:45.71:2.14:0.0033:33:24,24:9,9:3,3:34.62:0.01:0.00TA T 0

0.000389 0.001393 IC=2;IHP=7;NT=ref;QSI=63;QSI_NT=63;RC=3;RU=GGGCCT;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50148:148:145,145:0,0:12,12:149.84:0.24:0.00279:279:250,250:6,6:42,42:277.96:0.00:0.00GGGGCCTG 0

. 0.000882 IC=4;IHP=4;NT=ref;QSI=64;QSI_NT=64;RC=6;RU=CCG;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50161:161:147,148:0,0:15,15:169.78:4.23:0.00222:222:178,179:5,5:39,39:226.58:5.07:0.00TCCGCCGT 0

. . IC=2;IHP=3;NT=ref;QSI=225;QSI_NT=126;RC=1;RU=CTGT;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50126:126:122,124:0,0:2,2:122.7:0.85:0.00145:145:72,74:65,65:9,9:151.52:0.07:0.00G GCTGT 0

. . IC=2;IHP=2;NT=ref;QSI=134;QSI_NT=104;RC=1;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5081:81:76,84:0,0:3,3:80.48:0.50:0.00104:104:52,55:42,43:6,6:108.69:0.01:0.00C CT 0

. . IC=8;IHP=7;NT=ref;QSI=157;QSI_NT=94;RC=7;RU=T;SGT=ref->het;SOMATIC;TQSI=2;TQSI_NT=2DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50118:118:107,107:0,1:8,7:117.79:0.71:0.00295:295:164,165:105,105:25,25:284.06:0.50:0.00A AT 0

. . IC=0;IHP=3;NT=ref;QSI=54;QSI_NT=54;RC=2;RU=G;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5053:53:55,55:0,0:0,0:53.36:0.59:0.00182:182:134,134:43,43:5,5:186.46:0.77:0.00AGG A 0

. . IC=3;IHP=5;NT=ref;QSI=113;QSI_NT=113;RC=5;RU=T;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP50113:113:114,114:0,0:1,1:113.29:0.21:0.00232:232:163,163:55,55:14,14:225.21:0.67:0.00CTT C 0

. . IC=0;IHP=4;NT=ref;QSI=32;QSI_NT=32;RC=1;RU=TCTGCCCGGCTC;SGT=ref->het;SOMATIC;TQSI=1;TQSI_NT=1DP:DP2:TAR:TIR:TOR:DP50:FDP50:SUBDP5077:77:79,81:0,0:0,0:78.92:0.47:0.0069:69:62,62:3,3:5,5:64.9:0.15:0.00GTCTGCCCGGCTCG 0



shared_hetOMIM GWAS_Pubmed_pValueHGMD_ID_DiseasenameGO_BP GO_CC GO_MF KEGG_PATHWAYPID_PATHWAY

0 . NA . MULTI_ORGANISM_PROCESS;FEMALE_PREGNANCY;REPRODUCTIVE_PROCESS;BIOSYNTHETIC_PROCESS;STEROID_METABOLIC_PROCESS;LIPID_METABOLIC_PROCESS;LIPID_BIOSYNTHETIC_PROCESS;CELLULAR_LIPID_METABOLIC_PROCESS;STEROID_BIOSYNTHETIC_PROCESS;REPRODUCTION. TRANSCRIPTION_COREPRESSOR_ACTIVITY;TRANSCRIPTION_REPRESSOR_ACTIVITY;TRANSCRIPTION_FACTOR_ACTIVITY;TRANSCRIPTION_FACTOR_BINDING;DNA_BINDING;TRANSCRIPTION_COFACTOR_ACTIVITY. .

0 {Celiac disease, susceptibility to, 3};{Diabetes mellitus, insulin-dependent, susceptibility to};{Graves disease, susceptibility to, 4} (3);{Hypothyroidism, autoimmune}NA . IMMUNE_RESPONSE;IMMUNE_SYSTEM_PROCESSINTRINSIC_TO_PLASMA_MEMBRANE;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANE. KEGG_CELL_ADHESION_MOLECULES_CAMS;KEGG_T_CELL_RECEPTOR_SIGNALING_PATHWAY;KEGG_AUTOIMMUNE_THYROID_DISEASEPID_NFAT_TFPATHWAY

0 . NA . . . . . .

0 . NA . ESTABLISHMENT_OF_LOCALIZATION;SECRETORY_PATHWAY;SECRETION_BY_CELL;INTRACELLULAR_TRANSPORT;ESTABLISHMENT_OF_CELLULAR_LOCALIZATION;TRANSPORT;SECRETION;GOLGI_VESICLE_TRANSPORT;VESICLE_MEDIATED_TRANSPORT;ER_TO_GOLGI_VESICLE_MEDIATED_TRANSPORT;CELLULAR_LOCALIZATIONORGANELLE_PART;GOLGI_MEMBRANE;CYTOPLASMIC_PART;MEMBRANE_PART;GOLGI_APPARATUS;MEMBRANE;CYTOPLASM;GOLGI_APPARATUS_PART;ORGANELLE_MEMBRANE;ENDOMEMBRANE_SYSTEM;INTRACELLULAR_ORGANELLE_PART. KEGG_SNARE_INTERACTIONS_IN_VESICULAR_TRANSPORT.

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . KEGG_OLFACTORY_TRANSDUCTION.

0 . NA . . . . . .

0 . NA . . CYTOPLASM;NUCLEUSENZYME_ACTIVATOR_ACTIVITY;ENZYME_REGULATOR_ACTIVITY;TRANSCRIPTION_REPRESSOR_ACTIVITY;ENZYME_BINDINGKEGG_CYSTEINE_AND_METHIONINE_METABOLISM.

0 17-beta-hydroxysteroid dehydrogenase X deficiency;Mental retardation, X-linked 17/31, microduplication;Mental retardation, X-linked syndromic 10NA . LIPID_METABOLIC_PROCESSCYTOPLASMIC_PART;MEMBRANE;CYTOPLASM;MITOCHONDRION;PLASMA_MEMBRANESTEROID_DEHYDROGENASE_ACTIVITY;OXIDOREDUCTASE_ACTIVITY_GO_0016616;STEROID_DEHYDROGENASE_ACTIVITY_ACTING_ON_THE_CH_OH_GROUP_OF_DONORSNAD_OR_NADP_AS_ACCEPTOR;OXIDOREDUCTASE_ACTIVITY;OXIDOREDUCTASE_ACTIVITY_ACTING_ON_CH_OH_GROUP_OF_DONORSKEGG_VALINE_LEUCINE_AND_ISOLEUCINE_DEGRADATION;KEGG_ALZHEIMERS_DISEASE.

0 . NA . . . . . .

0 . NA . MULTI_ORGANISM_PROCESS;POSITIVE_REGULATION_OF_CELL_PROLIFERATION;FEMALE_PREGNANCY;REPRODUCTIVE_PROCESS;CELL_PROLIFERATION_GO_0008283;POSITIVE_REGULATION_OF_BIOLOGICAL_PROCESS;POSITIVE_REGULATION_OF_CELLULAR_PROCESS;REPRODUCTION;REGULATION_OF_CELL_PROLIFERATIONINTRINSIC_TO_PLASMA_MEMBRANE;EXTRACELLULAR_REGION;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;EXTRACELLULAR_REGION_PART;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;EXTRACELLULAR_SPACE;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANETRANSMEMBRANE_RECEPTOR_PROTEIN_KINASE_ACTIVITY;PHOSPHOTRANSFERASE_ACTIVITY_ALCOHOL_GROUP_AS_ACCEPTOR;PROTEIN_KINASE_ACTIVITY;KINASE_ACTIVITY;PROTEIN_TYROSINE_KINASE_ACTIVITY;RECEPTOR_ACTIVITY;TRANSMEMBRANE_RECEPTOR_ACTIVITY;TRANSMEMBRANE_RECEPTOR_PROTEIN_TYROSINE_KINASE_ACTIVITY;TRANSFERASE_ACTIVITY_TRANSFERRING_PHOSPHORUS_CONTAINING_GROUPSKEGG_CYTOKINE_CYTOKINE_RECEPTOR_INTERACTION;KEGG_ENDOCYTOSIS;KEGG_FOCAL_ADHESIONPID_GLYPICAN_1PATHWAY;PID_HIF2PATHWAY;PID_S1P_S1P3_PATHWAY;PID_VEGF_VEGFR_PATHWAY;PID_VEGFR1_PATHWAY;PID_VEGFR1_2_PATHWAY

0 Bleeding disorder, platelet-type, 15NA . FOCAL_ADHESION_FORMATION;NEGATIVE_REGULATION_OF_CELLULAR_PROCESS;CELL_SUBSTRATE_ADHESION;CELL_MATRIX_ADHESION;NEGATIVE_REGULATION_OF_BIOLOGICAL_PROCESSADHERENS_JUNCTION;CELL_JUNCTION;MEMBRANE_PART;MEMBRANE;CELL_SUBSTRATE_ADHERENS_JUNCTION;CELL_MATRIX_JUNCTION;CELL_PROJECTION;BASOLATERAL_PLASMA_MEMBRANE;FOCAL_ADHESION;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANEINTEGRIN_BINDING;PROTEIN_COMPLEX_BINDING;RECEPTOR_BINDING;CYTOSKELETAL_PROTEIN_BINDINGKEGG_FOCAL_ADHESION;KEGG_ADHERENS_JUNCTION;KEGG_TIGHT_JUNCTION;KEGG_LEUKOCYTE_TRANSENDOTHELIAL_MIGRATION;KEGG_REGULATION_OF_ACTIN_CYTOSKELETON;KEGG_SYSTEMIC_LUPUS_ERYTHEMATOSUS;KEGG_ARRHYTHMOGENIC_RIGHT_VENTRICULAR_CARDIOMYOPATHY_ARVCPID_ILK_PATHWAY;PID_SYNDECAN_4_PATHWAY;PID_ECADHERIN_STABILIZATION_PATHWAY;PID_FAK_PATHWAY

0 . NA . . . . . .

0 . NA . RNA_METABOLIC_PROCESS;SPLICEOSOME_ASSEMBLY;BIOPOLYMER_METABOLIC_PROCESS;MACROMOLECULAR_COMPLEX_ASSEMBLY;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;RIBONUCLEOPROTEIN_COMPLEX_BIOGENESIS_AND_ASSEMBLY;RNA_PROCESSING;PROTEIN_RNA_COMPLEX_ASSEMBLY;CELLULAR_COMPONENT_ASSEMBLY;MRNA_PROCESSING_GO_0006397;MRNA_SPLICE_SITE_SELECTION;RNA_SPLICINGVIA_TRANSESTERIFICATION_REACTIONS;MRNA_METABOLIC_PROCESS;RNA_SPLICINGORGANELLE_PART;RIBONUCLEOPROTEIN_COMPLEX;NUCLEAR_PART;NUCLEUS;SPLICEOSOME;INTRACELLULAR_ORGANELLE_PART;MACROMOLECULAR_COMPLEX. KEGG_SPLICEOSOME.

0 . NA . RNA_METABOLIC_PROCESS;BIOPOLYMER_METABOLIC_PROCESS;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;RNA_PROCESSINGNUCLEUS RNA_BINDING;DNA_BINDING. .

0 . NA . . . . KEGG_TGF_BETA_SIGNALING_PATHWAY.

0 . NA . . . . . .

0 Bronchiectasis with or without elevated sweat chloride 3;Liddle syndrome;Pseudohypoaldosteronism, type INA . ESTABLISHMENT_OF_LOCALIZATION;METAL_ION_TRANSPORT;EXCRETION;TRANSPORT;SODIUM_ION_TRANSPORT;SECRETION;CATION_TRANSPORT;MONOVALENT_INORGANIC_CATION_TRANSPORT;ION_TRANSPORT;SYSTEM_PROCESSINTRINSIC_TO_PLASMA_MEMBRANE;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANECATION_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;CATION_CHANNEL_ACTIVITY;SODIUM_CHANNEL_ACTIVITY;GATED_CHANNEL_ACTIVITY;SUBSTRATE_SPECIFIC_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;SUBSTRATE_SPECIFIC_CHANNEL_ACTIVITY;SUBSTRATE_SPECIFIC_TRANSPORTER_ACTIVITY;LIGAND_GATED_CHANNEL_ACTIVITY;METAL_ION_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;ION_CHANNEL_ACTIVITY;TRANSMEMBRANE_TRANSPORTER_ACTIVITY;ION_TRANSMEMBRANE_TRANSPORTER_ACTIVITYKEGG_TASTE_TRANSDUCTION;KEGG_ALDOSTERONE_REGULATED_SODIUM_REABSORPTION.

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . PID_TAP63PATHWAY

0 . NA . . . . . .

0 . NA . RNA_METABOLIC_PROCESS;BIOPOLYMER_METABOLIC_PROCESS;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;RNA_PROCESSINGNUCLEOPLASM;ORGANELLE_PART;NUCLEAR_PART;ORGANELLE_LUMEN;NUCLEAR_LUMEN;NUCLEUS;INTEGRATOR_COMPLEX;MEMBRANE_ENCLOSED_LUMEN;DNA_DIRECTED_RNA_POLYMERASEII_HOLOENZYME;NUCLEOPLASM_PART;INTRACELLULAR_ORGANELLE_PART;MACROMOLECULAR_COMPLEX;PROTEIN_COMPLEX. . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . RECEPTOR_ACTIVITY;TRANSMEMBRANE_RECEPTOR_ACTIVITY;CYTOKINE_BINDINGKEGG_CYTOKINE_CYTOKINE_RECEPTOR_INTERACTION;KEGG_ADIPOCYTOKINE_SIGNALING_PATHWAY;KEGG_AMYOTROPHIC_LATERAL_SCLEROSIS_ALSPID_TNFPATHWAY

0 . NA . . . . . .

0 Mental retardation, autosomal dominant 14NA . RNA_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_TRANSCRIPTIONDNA_DEPENDENT;CHROMATIN_REMODELING;BIOPOLYMER_METABOLIC_PROCESS;SIGNAL_TRANSDUCTION;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;TRANSCRIPTION_DNA_DEPENDENT;ORGANELLE_ORGANIZATION_AND_BIOGENESIS;POSITIVE_REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_RNA_METABOLIC_PROCESS;RNA_BIOSYNTHETIC_PROCESS;REGULATION_OF_CELLULAR_METABOLIC_PROCESS;REGULATION_OF_GENE_EXPRESSION;POSITIVE_REGULATION_OF_METABOLIC_PROCESS;REGULATION_OF_TRANSCRIPTIONDNA_DEPENDENT;STEROID_HORMONE_RECEPTOR_SIGNALING_PATHWAY;INTRACELLULAR_RECEPTOR_MEDIATED_SIGNALING_PATHWAY;REGULATION_OF_GENE_EXPRESSION_EPIGENETIC;TRANSCRIPTION;POSITIVE_REGULATION_OF_CELLULAR_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_BIOLOGICAL_PROCESS;REGULATION_OF_METABOLIC_PROCESS;ANDROGEN_RECEPTOR_SIGNALING_PATHWAY;REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;CHROMOSOME_ORGANIZATION_AND_BIOGENESIS;REGULATION_NUCLEOPLASM;ORGANELLE_PART;CHROMATIN_REMODELING_COMPLEX;NUCLEAR_PART;ORGANELLE_LUMEN;NUCLEAR_LUMEN;NUCLEUS;MEMBRANE_ENCLOSED_LUMEN;NUCLEOPLASM_PART;INTRACELLULAR_ORGANELLE_PART;MACROMOLECULAR_COMPLEX;PROTEIN_COMPLEXTRANSCRIPTION_ACTIVATOR_ACTIVITY;DNA_BINDING. .

0 . NA . . CYTOPLASM. . .

0 . NA . . CYTOPLASM. . .

0 . NA . NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;REGULATION_OF_CELLULAR_METABOLIC_PROCESS;REGULATION_OF_GENE_EXPRESSION;POSITIVE_REGULATION_OF_METABOLIC_PROCESS;TRANSCRIPTION;POSITIVE_REGULATION_OF_CELLULAR_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_BIOLOGICAL_PROCESS;REGULATION_OF_METABOLIC_PROCESS;REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_CELLULAR_PROCESS;REGULATION_OF_TRANSCRIPTION;POSITIVE_REGULATION_OF_TRANSCRIPTION. TRANSCRIPTION_ACTIVATOR_ACTIVITY. .

0 . NA . . . . . .

0 . NA . . . . . PID_ATF2_PATHWAY

0 . NA . TRNA_PROCESSING;RNA_METABOLIC_PROCESS;BIOPOLYMER_METABOLIC_PROCESS;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;TRNA_METABOLIC_PROCESS;RNA_PROCESSING. LIGASE_ACTIVITY;RNA_BINDING;LIGASE_ACTIVITY_FORMING_CARBON_OXYGEN_BONDSKEGG_AMINOACYL_TRNA_BIOSYNTHESIS.

0 . NA . POSITIVE_REGULATION_OF_SIGNAL_TRANSDUCTION;SIGNAL_TRANSDUCTION;I_KAPPAB_KINASE_NF_KAPPAB_CASCADE;REGULATION_OF_SIGNAL_TRANSDUCTION;POSITIVE_REGULATION_OF_I_KAPPAB_KINASE_NF_KAPPAB_CASCADE;PROTEIN_KINASE_CASCADE;POSITIVE_REGULATION_OF_BIOLOGICAL_PROCESS;POSITIVE_REGULATION_OF_CELLULAR_PROCESS;INTRACELLULAR_SIGNALING_CASCADE;REGULATION_OF_I_KAPPAB_KINASE_NF_KAPPAB_CASCADE. HYDROLASE_ACTIVITY_ACTING_ON_ACID_ANHYDRIDES;NUCLEOSIDE_TRIPHOSPHATASE_ACTIVITY;GTPASE_ACTIVITY;PYROPHOSPHATASE_ACTIVITY. PID_PRLSIGNALINGEVENTSPATHWAY;PID_CXCR4_PATHWAY;PID_P75NTRPATHWAY

0 . NA . GLYCOPROTEIN_METABOLIC_PROCESS;BIOPOLYMER_METABOLIC_PROCESS;REGULATION_OF_MOLECULAR_FUNCTION;SIGNAL_TRANSDUCTION;GLYCOPROTEIN_CATABOLIC_PROCESS;CELL_SURFACE_RECEPTOR_LINKED_SIGNAL_TRANSDUCTION_GO_0007166;PROTEIN_MATURATION;POSITIVE_REGULATION_OF_CATALYTIC_ACTIVITY;POST_TRANSLATIONAL_PROTEIN_MODIFICATION;PROTEOLYSIS;CELLULAR_PROTEIN_METABOLIC_PROCESS;BIOPOLYMER_MODIFICATION;REGULATION_OF_CATALYTIC_ACTIVITY;PROTEIN_PROCESSING;PROTEIN_METABOLIC_PROCESS;NOTCH_SIGNALING_PATHWAY;PROTEIN_MODIFICATION_PROCESS;AMYLOID_PRECURSOR_PROTEIN_METABOLIC_PROCESS;CELLULAR_MACROMOLECULE_METABOLIC_PROCESSINTRINSIC_TO_PLASMA_MEMBRANE;INTRINSIC_TO_MEMBRANE;CYTOPLASMIC_PART;MEMBRANE_PART;GOLGI_APPARATUS;MEMBRANE;CYTOPLASM;ENDOPLASMIC_RETICULUM;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANE. KEGG_NOTCH_SIGNALING_PATHWAY;KEGG_ALZHEIMERS_DISEASEPID_NOTCH_PATHWAY;PID_PS1PATHWAY;PID_P75NTRPATHWAY;PID_SYNDECAN_3_PATHWAY

0 . NA . . . . KEGG_UBIQUITIN_MEDIATED_PROTEOLYSIS.

0 . NA . . . PHOSPHOTRANSFERASE_ACTIVITY_ALCOHOL_GROUP_AS_ACCEPTOR;PROTEIN_KINASE_ACTIVITY;KINASE_ACTIVITY;PROTEIN_SERINE_THREONINE_KINASE_ACTIVITY;TRANSFERASE_ACTIVITY_TRANSFERRING_PHOSPHORUS_CONTAINING_GROUPS. .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . PROTEOLYSIS;CELLULAR_PROTEIN_METABOLIC_PROCESS;PROTEIN_METABOLIC_PROCESS;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS. METALLOPEPTIDASE_ACTIVITY;PEPTIDASE_ACTIVITY. .

0 . NA . . . . . .

0 . NA . . CYTOPLASM;NUCLEUSHYDROLASE_ACTIVITY_ACTING_ON_ACID_ANHYDRIDES;DNA_HELICASE_ACTIVITY;RNA_HELICASE_ACTIVITY;ATP_DEPENDENT_HELICASE_ACTIVITY;HELICASE_ACTIVITY;NUCLEOSIDE_TRIPHOSPHATASE_ACTIVITY;ATP_DEPENDENT_RNA_HELICASE_ACTIVITY;ATPASE_ACTIVITY_COUPLED;RNA_DEPENDENT_ATPASE_ACTIVITY;ATP_DEPENDENT_DNA_HELICASE_ACTIVITY;DNA_DEPENDENT_ATPASE_ACTIVITY;ATPASE_ACTIVITY;PYROPHOSPHATASE_ACTIVITY. .

0 Severe combined immunodeficiency, T cell-negative, B-cell/natural killer-cell positive;{Hepatitic C virus, susceptibility to}NA . REGULATION_OF_BIOLOGICAL_QUALITY;RESPONSE_TO_VIRUS;POSITIVE_REGULATION_OF_RESPONSE_TO_STIMULUS;NEGATIVE_REGULATION_OF_MULTICELLULAR_ORGANISMAL_PROCESS;SYSTEM_DEVELOPMENT;POSITIVE_REGULATION_OF_SIGNAL_TRANSDUCTION;MULTI_ORGANISM_PROCESS;POSITIVE_REGULATION_OF_CELL_PROLIFERATION;CELL_DEVELOPMENT;REGULATION_OF_KINASE_ACTIVITY;CELL_ACTIVATION;REGULATION_OF_PROTEIN_KINASE_ACTIVITY;BIOPOLYMER_METABOLIC_PROCESS;T_CELL_PROLIFERATION;POSITIVE_REGULATION_OF_IMMUNE_SYSTEM_PROCESS;REGULATION_OF_MOLECULAR_FUNCTION;SIGNAL_TRANSDUCTION;CELL_SURFACE_RECEPTOR_LINKED_SIGNAL_TRANSDUCTION_GO_0007166;LYMPHOCYTE_DIFFERENTIATION;BIOSYNTHETIC_PROCESS;REGULATION_OF_TRANSFERASE_ACTIVITY;PROGRAMMED_CELL_DEATH;HEMOPOIESIS;IMMUNE_SYSTEM_DEVELOPMENT;NEGATIVE_REGULATION_OF_IMMUNE_SYSTEM_PROCESS;INTERPHASE;DEFENSE_RESPONSE;CELL_CYCLE_PROCESS;PRODUCTION_OF_MOLECULAR_MEDIATOR_OF_IMMUNE_RESPONSE;REGULATION_OF_SIGNAL_TRANSDUCTION;POSITIVE_REGULATION_OF_IMMUNE_RESPONSE;NEGATIVE_REGULATION_OF_CELLULAR_PROCESS;T_CELL_DIFFERENTIATION;REGULATION_OF_INTRINSIC_TO_PLASMA_MEMBRANE;ADHERENS_JUNCTION;CELL_JUNCTION;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;INTEGRAL_TO_MEMBRANE;CELL_SUBSTRATE_ADHERENS_JUNCTION;CELL_MATRIX_JUNCTION;INTEGRAL_TO_PLASMA_MEMBRANE;BASOLATERAL_PLASMA_MEMBRANE;FOCAL_ADHESION;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANEPROTEIN_TYROSINE_PHOSPHATASE_ACTIVITY;PHOSPHORIC_MONOESTER_HYDROLASE_ACTIVITY;KINASE_BINDING;HYDROLASE_ACTIVITY_ACTING_ON_ESTER_BONDS;PHOSPHORIC_ESTER_HYDROLASE_ACTIVITY;RECEPTOR_ACTIVITY;TRANSMEMBRANE_RECEPTOR_ACTIVITY;TRANSMEMBRANE_RECEPTOR_PROTEIN_PHOSPHATASE_ACTIVITY;PHOSPHOPROTEIN_PHOSPHATASE_ACTIVITY;PROTEIN_KINASE_BINDING;ENZYME_BINDINGKEGG_CELL_ADHESION_MOLECULES_CAMS;KEGG_T_CELL_RECEPTOR_SIGNALING_PATHWAY;KEGG_FC_GAMMA_R_MEDIATED_PHAGOCYTOSIS;KEGG_PRIMARY_IMMUNODEFICIENCYPID_BCR_5PATHWAY;PID_TCR_PATHWAY;PID_CD8TCRPATHWAY;PID_CXCR4_PATHWAY

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . BIOPOLYMER_METABOLIC_PROCESS;SIGNAL_TRANSDUCTION;ORGANELLE_ORGANIZATION_AND_BIOGENESIS;ACTIN_FILAMENT_BASED_PROCESS;REGULATION_OF_SIGNAL_TRANSDUCTION;POST_TRANSLATIONAL_PROTEIN_MODIFICATION;ACTIN_CYTOSKELETON_ORGANIZATION_AND_BIOGENESIS;CELLULAR_PROTEIN_METABOLIC_PROCESS;BIOPOLYMER_MODIFICATION;PROTEIN_METABOLIC_PROCESS;REGULATION_OF_SMALL_GTPASE_MEDIATED_SIGNAL_TRANSDUCTION;CYTOSKELETON_ORGANIZATION_AND_BIOGENESIS;PROTEIN_MODIFICATION_PROCESS;PROTEIN_AMINO_ACID_PHOSPHORYLATION;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS;PHOSPHORYLATION;INTRACELLULAR_SIGNALING_CASCADE;SMALL_GTPASE_MEDIATED_SIGNAL_TRANSDUCTIONCELL_JUNCTION;MEMBRANE_PART;INTERCELLULAR_JUNCTION;MEMBRANE;LEADING_EDGE;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANENUCLEOTIDE_BINDING;PHOSPHOTRANSFERASE_ACTIVITY_ALCOHOL_GROUP_AS_ACCEPTOR;PURINE_NUCLEOTIDE_BINDING;IDENTICAL_PROTEIN_BINDING;PROTEIN_KINASE_ACTIVITY;ADENYL_RIBONUCLEOTIDE_BINDING;ADENYL_NUCLEOTIDE_BINDING;KINASE_ACTIVITY;PROTEIN_SERINE_THREONINE_KINASE_ACTIVITY;ION_BINDING;MAGNESIUM_ION_BINDING;TRANSFERASE_ACTIVITY_TRANSFERRING_PHOSPHORUS_CONTAINING_GROUPS;PURINE_RIBONUCLEOTIDE_BINDING;ATP_BINDING. PID_CDC42_PATHWAY

0 . NA . . . . . .

0 . NA . . . . . .



0 . NA . BIOPOLYMER_METABOLIC_PROCESS;POST_TRANSLATIONAL_PROTEIN_MODIFICATION;CELLULAR_PROTEIN_METABOLIC_PROCESS;BIOPOLYMER_MODIFICATION;PROTEIN_METABOLIC_PROCESS;PROTEIN_MODIFICATION_PROCESS;PROTEIN_AMINO_ACID_PHOSPHORYLATION;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS;PHOSPHORYLATION. PHOSPHOTRANSFERASE_ACTIVITY_ALCOHOL_GROUP_AS_ACCEPTOR;PROTEIN_KINASE_ACTIVITY;KINASE_ACTIVITY;PROTEIN_SERINE_THREONINE_KINASE_ACTIVITY;TRANSFERASE_ACTIVITY_TRANSFERRING_PHOSPHORUS_CONTAINING_GROUPSKEGG_CHEMOKINE_SIGNALING_PATHWAY;KEGG_VASCULAR_SMOOTH_MUSCLE_CONTRACTION;KEGG_WNT_SIGNALING_PATHWAY;KEGG_TGF_BETA_SIGNALING_PATHWAY;KEGG_AXON_GUIDANCE;KEGG_FOCAL_ADHESION;KEGG_LEUKOCYTE_TRANSENDOTHELIAL_MIGRATION;KEGG_REGULATION_OF_ACTIN_CYTOSKELETON;KEGG_PATHOGENIC_ESCHERICHIA_COLI_INFECTIONPID_RHOA_PATHWAY;PID_ER_NONGENOMIC_PATHWAY;PID_AVB3_OPN_PATHWAY;PID_PLK1_PATHWAY;PID_THROMBIN_PAR4_PATHWAY;PID_THROMBIN_PAR1_PATHWAY;PID_FAK_PATHWAY

0 . NA . . . . . .

0 . NA . CELL_DEVELOPMENT;NEGATIVE_REGULATION_OF_APOPTOSIS;SIGNAL_TRANSDUCTION;RESPONSE_TO_ENDOGENOUS_STIMULUS;PROGRAMMED_CELL_DEATH;NEGATIVE_REGULATION_OF_CELLULAR_PROCESS;REGULATION_OF_DEVELOPMENTAL_PROCESS;RESPONSE_TO_STRESS;ANTI_APOPTOSIS;NEGATIVE_REGULATION_OF_DEVELOPMENTAL_PROCESS;NEGATIVE_REGULATION_OF_BIOLOGICAL_PROCESS;REGULATION_OF_APOPTOSIS;NEGATIVE_REGULATION_OF_PROGRAMMED_CELL_DEATH;REGULATION_OF_PROGRAMMED_CELL_DEATH;RESPONSE_TO_DNA_DAMAGE_STIMULUS;APOPTOSIS_GOORGANELLE_PART;NUCLEAR_PART;CYTOPLASM;UBIQUITIN_LIGASE_COMPLEX;NUCLEUS;NUCLEAR_UBIQUITIN_LIGASE_COMPLEX;INTRACELLULAR_ORGANELLE_PART;MACROMOLECULAR_COMPLEX;PROTEIN_COMPLEXPEPTIDE_BINDING;RECEPTOR_BINDING;SIGNAL_SEQUENCE_BINDING;CYTOKINE_ACTIVITY. .

0 . NA . . . . . .

0 . NA . PHOSPHOLIPID_BIOSYNTHETIC_PROCESS;GLYCEROPHOSPHOLIPID_BIOSYNTHETIC_PROCESS;BIOPOLYMER_METABOLIC_PROCESS;MEMBRANE_LIPID_METABOLIC_PROCESS;BIOSYNTHETIC_PROCESS;MEMBRANE_LIPID_BIOSYNTHETIC_PROCESS;LIPOPROTEIN_METABOLIC_PROCESS;LIPID_METABOLIC_PROCESS;LIPID_BIOSYNTHETIC_PROCESS;CELLULAR_PROTEIN_METABOLIC_PROCESS;PROTEIN_AMINO_ACID_LIPIDATION;MACROMOLECULE_BIOSYNTHETIC_PROCESS;BIOPOLYMER_MODIFICATION;PHOSPHOINOSITIDE_BIOSYNTHETIC_PROCESS;LIPOPROTEIN_BIOSYNTHETIC_PROCESS;CELLULAR_LIPID_METABOLIC_PROCESS;PROTEIN_METABOLIC_PROCESS;GLYCEROPHOSPHOLIPID_METABOLIC_PROCESS;PHOSPHOLIPID_METABOLIC_PROCESS;PHOSPHOINOSITIDE_METABOLIC_PROCESS;PROTEIN_MODIFICATION_PROCESS;CELLULAR_MACROMOLECULE_METABOLIC_PROCESSORGANELLE_PART;CYTOPLASMIC_PART;MEMBRANE_PART;MEMBRANE;CYTOPLASM;ENDOPLASMIC_RETICULUM_MEMBRANE;ENDOPLASMIC_RETICULUM;ORGANELLE_MEMBRANE;NUCLEAR_ENVELOPE_ENDOPLASMIC_RETICULUM_NETWORK;ENDOMEMBRANE_SYSTEM;INTRACELLULAR_ORGANELLE_PART;ENDOPLASMIC_RETICULUM_PARTTRANSFERASE_ACTIVITY_TRANSFERRING_PHOSPHORUS_CONTAINING_GROUPSKEGG_GLYCOSYLPHOSPHATIDYLINOSITOL_GPI_ANCHOR_BIOSYNTHESIS.

0 . NA . MACROMOLECULAR_COMPLEX_ASSEMBLY;BIOSYNTHETIC_PROCESS;TRANSLATIONAL_INITIATION;REGULATION_OF_TRANSLATIONAL_INITIATION;REGULATION_OF_TRANSLATION;REGULATION_OF_PROTEIN_METABOLIC_PROCESS;CELLULAR_BIOSYNTHETIC_PROCESS;REGULATION_OF_CELLULAR_COMPONENT_ORGANIZATION_AND_BIOGENESIS;RIBONUCLEOPROTEIN_COMPLEX_BIOGENESIS_AND_ASSEMBLY;REGULATION_OF_CELLULAR_METABOLIC_PROCESS;REGULATION_OF_GENE_EXPRESSION;PROTEIN_RNA_COMPLEX_ASSEMBLY;CELLULAR_COMPONENT_ASSEMBLY;CELLULAR_PROTEIN_METABOLIC_PROCESS;MACROMOLECULE_BIOSYNTHETIC_PROCESS;PROTEIN_METABOLIC_PROCESS;REGULATION_OF_METABOLIC_PROCESS;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS;TRANSLATION;REGULATION_OF_CELLULAR_PROTEIN_METABOLIC_PROCESSCYTOPLASMIC_PART;CYTOPLASM;MITOCHONDRIONRIBONUCLEOPROTEIN_BINDING. .

0 . NA . . EXTRACELLULAR_REGION. . .

0 . NA . . . . . .

0 . NA . MULTICELLULAR_ORGANISMAL_DEVELOPMENTNUCLEUS . . .

0 . NA . MULTI_ORGANISM_PROCESS;FEMALE_PREGNANCY;REPRODUCTIVE_PROCESS;BIOSYNTHETIC_PROCESS;STEROID_METABOLIC_PROCESS;LIPID_METABOLIC_PROCESS;LIPID_BIOSYNTHETIC_PROCESS;CELLULAR_LIPID_METABOLIC_PROCESS;STEROID_BIOSYNTHETIC_PROCESS;REPRODUCTION. TRANSCRIPTION_COREPRESSOR_ACTIVITY;TRANSCRIPTION_REPRESSOR_ACTIVITY;TRANSCRIPTION_FACTOR_ACTIVITY;TRANSCRIPTION_FACTOR_BINDING;DNA_BINDING;TRANSCRIPTION_COFACTOR_ACTIVITY. .

0 . NA . REGULATION_OF_BIOLOGICAL_QUALITY;POSITIVE_REGULATION_OF_CELL_DIFFERENTIATION;SYSTEM_DEVELOPMENT;POSITIVE_REGULATION_OF_SIGNAL_TRANSDUCTION;ENZYME_LINKED_RECEPTOR_PROTEIN_SIGNALING_PATHWAY;SIGNAL_TRANSDUCTION;CELL_SURFACE_RECEPTOR_LINKED_SIGNAL_TRANSDUCTION_GO_0007166;HEMOPOIESIS;IMMUNE_SYSTEM_DEVELOPMENT;REGULATION_OF_SIGNAL_TRANSDUCTION;REGULATION_OF_DEVELOPMENTAL_PROCESS;MYELOID_CELL_DIFFERENTIATION;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;REGULATION_OF_MYELOID_CELL_DIFFERENTIATION;REGULATION_OF_CELL_DIFFERENTIATION;POSITIVE_REGULATION_OF_DEVELOPMENTAL_PROCESS;HEMOPOIETIC_OR_LYMPHOID_ORGAN_DEVELOPMENT;HOMEOSTASIS_OF_NUMBER_OF_CELLS;HOMEOSTATIC_PROCESS;IMMUNE_SYSTEM_PROCESS;ANATOMICAL_STRUCTURE_DEVELOPMENT;POSITIVE_REGULATION_OF_BIOLOGICAL_PROCESS;POSITIVE_REGULATION_OF_CELLULAR_PROCESS;TRANSMEMBRANE_RECEPTOR_PROTEIN_SERINE_THREONINE_KINASE_SIGNALING_PATHWAY;ORGAN_DEVELOPMENTINTRINSIC_TO_PLASMA_MEMBRANE;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;CYTOPLASM;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANETRANSMEMBRANE_RECEPTOR_PROTEIN_KINASE_ACTIVITY;PHOSPHOTRANSFERASE_ACTIVITY_ALCOHOL_GROUP_AS_ACCEPTOR;RECEPTOR_SIGNALING_PROTEIN_SERINE_THREONINE_KINASE_ACTIVITY;PROTEIN_KINASE_ACTIVITY;KINASE_ACTIVITY;PROTEIN_SERINE_THREONINE_KINASE_ACTIVITY;RECEPTOR_SIGNALING_PROTEIN_ACTIVITY;RECEPTOR_ACTIVITY;TRANSMEMBRANE_RECEPTOR_ACTIVITY;TRANSFERASE_ACTIVITY_TRANSFERRING_PHOSPHORUS_CONTAINING_GROUPSKEGG_CYTOKINE_CYTOKINE_RECEPTOR_INTERACTION;KEGG_TGF_BETA_SIGNALING_PATHWAYPID_ALK1PATHWAY

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . RNA_POLYMERASE_II_TRANSCRIPTION_FACTOR_ACTIVITY;TRANSCRIPTION_COACTIVATOR_ACTIVITY;TRANSCRIPTION_ACTIVATOR_ACTIVITY;TRANSCRIPTION_FACTOR_BINDING;TRANSCRIPTION_COFACTOR_ACTIVITYKEGG_MAPK_SIGNALING_PATHWAYPID_SMAD2_3NUCLEARPATHWAY;PID_RHOA_PATHWAY;PID_IL12_2PATHWAY;PID_CDC42_PATHWAY;PID_ERBB1_DOWNSTREAM_PATHWAY;PID_ATF2_PATHWAY;PID_AP1_PATHWAY;PID_P38ALPHABETADOWNSTREAMPATHWAY;PID_RAC1_PATHWAY;PID_RB_1PATHWAY

0 Pigmented nodular adrenocortical disease, primary, 2NA . SIGNAL_TRANSDUCTION. . KEGG_PURINE_METABOLISM.

0 . NA . . . . . .

0 Cardiomyopathy, dilated, 1G;Cardiomyopathy, familial hypertrophic, 9;Muscular dystrophy, limb-girdle, type 2J;Myopathy, early-onset, with fatal cardiomyopathy;Myopathy, proximal, with early respiratory muscle involvement;Tibial muscular dystrophy, tardiveNA . MUSCLE_DEVELOPMENT;PROTEIN_AUTOPROCESSING;SYSTEM_DEVELOPMENT;CELL_DEVELOPMENT;BIOPOLYMER_METABOLIC_PROCESS;DEVELOPMENTAL_MATURATION;STRIATED_MUSCLE_DEVELOPMENT;M_PHASE;MYOBLAST_DIFFERENTIATION;ORGANELLE_ORGANIZATION_AND_BIOGENESIS;PROTEIN_AMINO_ACID_AUTOPHOSPHORYLATION;MUSCLE_CELL_DIFFERENTIATION;ACTIN_FILAMENT_BASED_PROCESS;CELL_CYCLE_PROCESS;MITOTIC_CELL_CYCLE;CELL_CYCLE_PHASE;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;POST_TRANSLATIONAL_PROTEIN_MODIFICATION;CELLULAR_COMPONENT_ASSEMBLY;ACTIN_CYTOSKELETON_ORGANIZATION_AND_BIOGENESIS;CELLULAR_PROTEIN_METABOLIC_PROCESS;BIOPOLYMER_MODIFICATION;STRIATED_MUSCLE_CONTRACTION_GO_0006941;PROTEIN_PROCESSING;PROTEIN_METABOLIC_PROCESS;SKELETAL_MUSCLE_DEVELOPMENT;ANATOMICAL_STRUCTURE_DEVELOPMENT;MITOSIS;CELL_CYCLE_GO_0007049;CYTOSKELETON_ORGANIZATION_AND_BIOGENESIS;PROTEIN_MODIFICATION_PROCESS;PROTEIN_AMINO_ACID_PHOSPHORYLATION;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS;PHOSPHORYLATION;ORGAN_DEVELOPMENT;CELL_MATURATION;SYSTEM_PROCESS;M_PHASE_OF_MITOTIC_CELL_CYCLEORGANELLE_PART;SARCOMERE;CYTOPLASMIC_PART;CONTRACTILE_FIBER;MYOFIBRIL;NUCLEAR_CHROMOSOME;NUCLEAR_PART;CYTOPLASM;NON_MEMBRANE_BOUND_ORGANELLE;NUCLEUS;CONDENSED_NUCLEAR_CHROMOSOME;CONTRACTILE_FIBER_PART;INTRACELLULAR_NON_MEMBRANE_BOUND_ORGANELLE;INTRACELLULAR_ORGANELLE_PART;CONDENSED_CHROMOSOME;CHROMOSOMENUCLEOTIDE_BINDING;PHOSPHOTRANSFERASE_ACTIVITY_ALCOHOL_GROUP_AS_ACCEPTOR;PURINE_NUCLEOTIDE_BINDING;IDENTICAL_PROTEIN_BINDING;PROTEIN_KINASE_ACTIVITY;ADENYL_RIBONUCLEOTIDE_BINDING;ADENYL_NUCLEOTIDE_BINDING;KINASE_ACTIVITY;PROTEIN_SERINE_THREONINE_KINASE_ACTIVITY;STRUCTURAL_MOLECULE_ACTIVITY;CYTOSKELETAL_PROTEIN_BINDING;TRANSFERASE_ACTIVITY_TRANSFERRING_PHOSPHORUS_CONTAINING_GROUPS;STRUCTURAL_CONSTITUENT_OF_MUSCLE;PURINE_RIBONUCLEOTIDE_BINDING;CALMODULIN_BINDING;ATP_BINDINGKEGG_HYPERTROPHIC_CARDIOMYOPATHY_HCM;KEGG_DILATED_CARDIOMYOPATHY.

0 Candidiasis, familial, 7;Mycobacterial and viral infections, susceptibility to, autosomal recessive;Mycobacterial infection, atypical, familial disseminatedNA . RNA_METABOLIC_PROCESS;REGULATION_OF_HYDROLASE_ACTIVITY;JAK_STAT_CASCADE;CELL_DEVELOPMENT;BIOPOLYMER_METABOLIC_PROCESS;REGULATION_OF_MOLECULAR_FUNCTION;SIGNAL_TRANSDUCTION;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;TRANSCRIPTION_DNA_DEPENDENT;PROGRAMMED_CELL_DEATH;POSITIVE_REGULATION_OF_CATALYTIC_ACTIVITY;I_KAPPAB_KINASE_NF_KAPPAB_CASCADE;REGULATION_OF_DEVELOPMENTAL_PROCESS;RNA_BIOSYNTHETIC_PROCESS;POSITIVE_REGULATION_OF_HYDROLASE_ACTIVITY;POSITIVE_REGULATION_OF_CASPASE_ACTIVITY;POST_TRANSLATIONAL_PROTEIN_MODIFICATION;CELLULAR_PROTEIN_METABOLIC_PROCESS;PROTEIN_KINASE_CASCADE;BIOPOLYMER_MODIFICATION;REGULATION_OF_CATALYTIC_ACTIVITY;PEPTIDYL_TYROSINE_PHOSPHORYLATION;PROTEIN_METABOLIC_PROCESS;PEPTIDYL_AMINO_ACID_MODIFICATION;PEPTIDYL_TYROSINE_MODIFICATION;TRANSCRIPTION;PROTEIN_MODIFICATION_PROCESS;PROTEIN_AMINO_ACID_PHOSPHORYLATION;APOPTOTIC_PROGRAM;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS;TRANSCRIPTION_FROM_RNA_POLYMERASE_II_PROMOTER;PHOSPHORYLATION;REGULATION_OF_APOPTOSIS;REGULATION_OF_PRCYTOPLASM;NUCLEUSRECEPTOR_SIGNALING_PROTEIN_ACTIVITY;TRANSCRIPTION_FACTOR_ACTIVITY;DNA_BINDINGKEGG_CHEMOKINE_SIGNALING_PATHWAY;KEGG_TOLL_LIKE_RECEPTOR_SIGNALING_PATHWAY;KEGG_JAK_STAT_SIGNALING_PATHWAY;KEGG_LEISHMANIA_INFECTION;KEGG_PATHWAYS_IN_CANCER;KEGG_PANCREATIC_CANCERPID_GMCSF_PATHWAY;PID_IL27PATHWAY;PID_IL12_2PATHWAY;PID_TCPTP_PATHWAY;PID_SHP2_PATHWAY;PID_REG_GR_PATHWAY;PID_IL2_1PATHWAY;PID_CXCR4_PATHWAY;PID_ERBB1_RECEPTOR_PROXIMAL_PATHWAY;PID_TNFPATHWAY;PID_IFNGPATHWAY;PID_ERBB1_DOWNSTREAM_PATHWAY;PID_IL6_7PATHWAY;PID_PDGFRBPATHWAY;PID_IL23PATHWAY;PID_KITPATHWAY;PID_EPOPATHWAY;PID_FGF_PATHWAY

0 . NA . POSITIVE_REGULATION_OF_TRANSLATION;MACROMOLECULAR_COMPLEX_ASSEMBLY;BIOSYNTHETIC_PROCESS;M_PHASE;TRANSLATIONAL_INITIATION;REGULATION_OF_TRANSLATIONAL_INITIATION;REGULATION_OF_TRANSLATION;CELL_CYCLE_PROCESS;REGULATION_OF_PROTEIN_METABOLIC_PROCESS;MEIOTIC_CELL_CYCLE;CELLULAR_BIOSYNTHETIC_PROCESS;REGULATION_OF_CELLULAR_COMPONENT_ORGANIZATION_AND_BIOGENESIS;CELL_CYCLE_PHASE;POSITIVE_REGULATION_OF_CELLULAR_PROTEIN_METABOLIC_PROCESS;RIBONUCLEOPROTEIN_COMPLEX_BIOGENESIS_AND_ASSEMBLY;REGULATION_OF_CELLULAR_METABOLIC_PROCESS;REGULATION_OF_GENE_EXPRESSION;PROTEIN_RNA_COMPLEX_ASSEMBLY;CELLULAR_COMPONENT_ASSEMBLY;POSITIVE_REGULATION_OF_METABOLIC_PROCESS;CELLULAR_PROTEIN_METABOLIC_PROCESS;MACROMOLECULE_BIOSYNTHETIC_PROCESS;POSITIVE_REGULATION_OF_CELLULAR_COMPONENT_ORGANIZATION_AND_BIOGENESIS;PROTEIN_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_CELLULAR_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_BIOLOGICAL_PROCESS;REGULATION_OF_METABOLIC_PROCESS;CELL_CYCLE_GO_0007049;POSITIVE_REGULATION_OF_PROTEIN_METABOLIC_PROCESS;CELLULAR_MACROCYTOPLASMTRANSLATION_REGULATOR_ACTIVITY;TRANSLATION_FACTOR_ACTIVITY_NUCLEIC_ACID_BINDING. .

0 . NA . . . . . .

0 . NA . SYSTEM_DEVELOPMENT;NERVOUS_SYSTEM_DEVELOPMENT;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;ANATOMICAL_STRUCTURE_DEVELOPMENT;CENTRAL_NERVOUS_SYSTEM_DEVELOPMENTINTRINSIC_TO_PLASMA_MEMBRANE;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANEINTEGRIN_BINDING;PROTEIN_COMPLEX_BINDING;RECEPTOR_BINDING. .

0 Mitochondrial complex IV deficiencyNA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . SYSTEM_DEVELOPMENT;NERVOUS_SYSTEM_DEVELOPMENT;CELL_DEVELOPMENT;SIGNAL_TRANSDUCTION;DEVELOPMENTAL_MATURATION;GENERATION_OF_NEURONS;RAS_PROTEIN_SIGNAL_TRANSDUCTION;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;ANATOMICAL_STRUCTURE_DEVELOPMENT;NEUROGENESIS;NEURON_DIFFERENTIATION;NEURON_DEVELOPMENT;INTRACELLULAR_SIGNALING_CASCADE;CELL_MATURATION;SMALL_GTPASE_MEDIATED_SIGNAL_TRANSDUCTIONCYTOPLASMRAS_GUANYL_NUCLEOTIDE_EXCHANGE_FACTOR_ACTIVITY;GTPASE_REGULATOR_ACTIVITY;SMALL_GTPASE_REGULATOR_ACTIVITY;ENZYME_REGULATOR_ACTIVITY;RHO_GUANYL_NUCLEOTIDE_EXCHANGE_FACTOR_ACTIVITY;GUANYL_NUCLEOTIDE_EXCHANGE_FACTOR_ACTIVITYKEGG_ADHERENS_JUNCTIONPID_NECTIN_PATHWAY;PID_CDC42_REG_PATHWAY

0 . NA . SYSTEM_DEVELOPMENT;NERVOUS_SYSTEM_DEVELOPMENT;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;ANATOMICAL_STRUCTURE_DEVELOPMENT;CENTRAL_NERVOUS_SYSTEM_DEVELOPMENT. . . PID_NOTCH_PATHWAY

0 . NA . REGULATION_OF_BIOLOGICAL_QUALITY;REGULATION_OF_RHO_PROTEIN_SIGNAL_TRANSDUCTION;REGULATION_OF_HYDROLASE_ACTIVITY;REGULATION_OF_ANATOMICAL_STRUCTURE_MORPHOGENESIS;REGULATION_OF_MOLECULAR_FUNCTION;SIGNAL_TRANSDUCTION;ORGANELLE_ORGANIZATION_AND_BIOGENESIS;ANATOMICAL_STRUCTURE_MORPHOGENESIS;ACTIN_FILAMENT_BASED_PROCESS;REGULATION_OF_SIGNAL_TRANSDUCTION;REGULATION_OF_DEVELOPMENTAL_PROCESS;REGULATION_OF_CELLULAR_COMPONENT_ORGANIZATION_AND_BIOGENESIS;RAS_PROTEIN_SIGNAL_TRANSDUCTION;REGULATION_OF_RAS_PROTEIN_SIGNAL_TRANSDUCTION;ACTIN_CYTOSKELETON_ORGANIZATION_AND_BIOGENESIS;REGULATION_OF_RHO_GTPASE_ACTIVITY;REGULATION_OF_CELL_SHAPE;REGULATION_OF_CATALYTIC_ACTIVITY;REGULATION_OF_CELL_MORPHOGENESIS;REGULATION_OF_SMALL_GTPASE_MEDIATED_SIGNAL_TRANSDUCTION;ANATOMICAL_STRUCTURE_DEVELOPMENT;REGULATION_OF_GTPASE_ACTIVITY;CYTOSKELETON_ORGANIZATION_AND_BIOGENESIS;CDC42_PROTEIN_SIGNAL_TRANSDUCTION;CELL_PROJECTION_BIOGENESIS;INTRACELLULAR_SIGNALING_CASCADE;SMALL_GTPASE_MEDIATED_SIGNAL_TRANSDUCTION;REGULATION_OF_RAS_GTPASE_ACTIVITCYTOPLASMIC_PART;GOLGI_APPARATUS;CYTOPLASM;LAMELLIPODIUM;CELL_PROJECTION;RUFFLE;LEADING_EDGEGTPASE_REGULATOR_ACTIVITY;ENZYME_REGULATOR_ACTIVITY;SMALL_GTPASE_BINDING;GTPASE_BINDING;ENZYME_BINDING;GUANYL_NUCLEOTIDE_EXCHANGE_FACTOR_ACTIVITY. .

0 ?Congenital disorder of glycosylation, type IvNA . GLYCOPROTEIN_METABOLIC_PROCESS;GLYCOPROTEIN_CATABOLIC_PROCESS;CELLULAR_PROTEIN_METABOLIC_PROCESS;PROTEIN_METABOLIC_PROCESS;CELLULAR_MACROMOLECULE_METABOLIC_PROCESSCYTOPLASM. . .

0 . NA . . CYTOPLASMIC_PART;GOLGI_APPARATUS;CYTOPLASM. . .

0 . NA . . . . . .

0 . NA . RNA_METABOLIC_PROCESS;BIOPOLYMER_METABOLIC_PROCESS;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;RNA_PROCESSINGNUCLEUS RNA_BINDING;DNA_BINDING. .

0 . NA . . . . . .

0 . NA . BIOPOLYMER_METABOLIC_PROCESS;POST_TRANSLATIONAL_PROTEIN_MODIFICATION;CELLULAR_PROTEIN_METABOLIC_PROCESS;BIOPOLYMER_MODIFICATION;PROTEIN_METABOLIC_PROCESS;PROTEIN_MODIFICATION_PROCESS;PROTEIN_AMINO_ACID_PHOSPHORYLATION;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS;PHOSPHORYLATIONCYTOPLASM;NUCLEUSENZYME_ACTIVATOR_ACTIVITY;ENZYME_REGULATOR_ACTIVITY;PROTEIN_C_TERMINUS_BINDING;ENZYME_BINDINGKEGG_CHEMOKINE_SIGNALING_PATHWAY;KEGG_VASCULAR_SMOOTH_MUSCLE_CONTRACTION;KEGG_TIGHT_JUNCTION;KEGG_FC_EPSILON_RI_SIGNALING_PATHWAY;KEGG_FC_GAMMA_R_MEDIATED_PHAGOCYTOSIS;KEGG_NEUROTROPHIN_SIGNALING_PATHWAY;KEGG_GNRH_SIGNALING_PATHWAY;KEGG_TYPE_II_DIABETES_MELLITUSPID_ENDOTHELINPATHWAY;PID_LYSOPHOSPHOLIPID_PATHWAY;PID_TXA2PATHWAY;PID_NFAT_3PATHWAY;PID_IGF1_PATHWAY;PID_CERAMIDE_PATHWAY;PID_IFNGPATHWAY;PID_ERBB1_DOWNSTREAM_PATHWAY;PID_SYNDECAN_4_PATHWAY;PID_IL6_7PATHWAY;PID_PDGFRBPATHWAY;PID_HEDGEHOG_GLIPATHWAY;PID_VEGFR1_2_PATHWAY;PID_THROMBIN_PAR1_PATHWAY;PID_SYNDECAN_2_PATHWAY;PID_TAP63PATHWAY;PID_P53REGULATIONPATHWAY;PID_MAPKTRKPATHWAY;PID_PI3KPLCTRKPATHWAY;PID_ALPHASYNUCLEIN_PATHWAY

0 Sinoatrial node dysfunction and deafnessNA . ESTABLISHMENT_OF_LOCALIZATION;DI___TRI_VALENT_INORGANIC_CATION_TRANSPORT;CALCIUM_ION_TRANSPORT;METAL_ION_TRANSPORT;TRANSPORT;CATION_TRANSPORT;ION_TRANSPORTMEMBRANE_PART;MEMBRANE;VOLTAGE_GATED_CALCIUM_CHANNEL_COMPLEX;MACROMOLECULAR_COMPLEX;PROTEIN_COMPLEX;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANECATION_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;CATION_CHANNEL_ACTIVITY;VOLTAGE_GATED_CHANNEL_ACTIVITY;GATED_CHANNEL_ACTIVITY;VOLTAGE_GATED_CALCIUM_CHANNEL_ACTIVITY;SUBSTRATE_SPECIFIC_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;SUBSTRATE_SPECIFIC_CHANNEL_ACTIVITY;SUBSTRATE_SPECIFIC_TRANSPORTER_ACTIVITY;VOLTAGE_GATED_CATION_CHANNEL_ACTIVITY;CALCIUM_CHANNEL_ACTIVITY;METAL_ION_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;ION_CHANNEL_ACTIVITY;TRANSMEMBRANE_TRANSPORTER_ACTIVITY;ION_TRANSMEMBRANE_TRANSPORTER_ACTIVITYKEGG_MAPK_SIGNALING_PATHWAY;KEGG_CALCIUM_SIGNALING_PATHWAY;KEGG_CARDIAC_MUSCLE_CONTRACTION;KEGG_VASCULAR_SMOOTH_MUSCLE_CONTRACTION;KEGG_GNRH_SIGNALING_PATHWAY;KEGG_TYPE_II_DIABETES_MELLITUS;KEGG_ALZHEIMERS_DISEASE;KEGG_HYPERTROPHIC_CARDIOMYOPATHY_HCM;KEGG_ARRHYTHMOGENIC_RIGHT_VENTRICULAR_CARDIOMYOPATHY_ARVC;KEGG_DILATED_CARDIOMYOPATHY.

0 . NA . . . . . .

0 ACAD9 deficiencyNA . . . . . .

0 . NA . . . . . PID_TRKRPATHWAY

0 . NA . . . . . .

0 . NA . MUSCLE_DEVELOPMENT;SYSTEM_DEVELOPMENT;NERVOUS_SYSTEM_DEVELOPMENT;CELL_DEVELOPMENT;STRIATED_MUSCLE_DEVELOPMENT;MYOBLAST_DIFFERENTIATION;ANATOMICAL_STRUCTURE_MORPHOGENESIS;MUSCLE_CELL_DIFFERENTIATION;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;EMBRYONIC_MORPHOGENESIS;SKELETAL_MUSCLE_DEVELOPMENT;EMBRYONIC_DEVELOPMENT;ANATOMICAL_STRUCTURE_DEVELOPMENT;ORGAN_DEVELOPMENTCYTOPLASM;NUCLEUSRNA_BINDING;DOUBLE_STRANDED_RNA_BINDING. .

0 . NA . REGULATION_OF_BIOLOGICAL_QUALITY;SYSTEM_DEVELOPMENT;ESTABLISHMENT_OF_PROTEIN_LOCALIZATION;SYNAPTOGENESIS;NERVOUS_SYSTEM_DEVELOPMENT;CELL_DEVELOPMENT;ESTABLISHMENT_OF_LOCALIZATION;SECRETORY_PATHWAY;SECRETION_BY_CELL;INTRACELLULAR_TRANSPORT;INTRACELLULAR_PROTEIN_TRANSPORT;MICROTUBULE_BASED_PROCESS;ORGANELLE_ORGANIZATION_AND_BIOGENESIS;ESTABLISHMENT_OF_CELLULAR_LOCALIZATION;PROTEIN_TARGETING;REGULATION_OF_DEVELOPMENTAL_PROCESS;GENERATION_OF_NEURONS;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;CELL_CELL_SIGNALING;EXTRACELLULAR_STRUCTURE_ORGANIZATION_AND_BIOGENESIS;REGULATION_OF_NEUROTRANSMITTER_LEVELS;REGULATION_OF_CELL_DIFFERENTIATION;ESTABLISHMENT_OF_ORGANELLE_LOCALIZATION;SYNAPTIC_TRANSMISSION;SYNAPSE_ORGANIZATION_AND_BIOGENESIS;ESTABLISHMENT_OF_VESICLE_LOCALIZATION;REGULATED_SECRETORY_PATHWAY;MACROMOLECULE_LOCALIZATION;NEUROLOGICAL_SYSTEM_PROCESS;TRANSPORT;SECRETION;GENERATION_OF_A_SIGNAL_INVOLVED_IN_CELL_CELL_SIGNALING;CELL_CELL_ADHESION;VESICLE_LOCALIZATION;VESICLE_MEDIATED_TRANSPORT;EXOCYTOSIS;ANATOMICAL_STRUCTUREINTRINSIC_TO_PLASMA_MEMBRANE;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;SYNAPSE;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANE. KEGG_CELL_ADHESION_MOLECULES_CAMS.

0 . NA . SYSTEM_DEVELOPMENT;SKELETAL_DEVELOPMENT;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;ANATOMICAL_STRUCTURE_DEVELOPMENT;ORGAN_DEVELOPMENT. . KEGG_TGF_BETA_SIGNALING_PATHWAYPID_BMPPATHWAY

0 . NA . . . . . .

0 UV-sensitive syndrome 3NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . KEGG_GLYCOLYSIS_GLUCONEOGENESIS;KEGG_PENTOSE_PHOSPHATE_PATHWAY;KEGG_GALACTOSE_METABOLISM;KEGG_STARCH_AND_SUCROSE_METABOLISM;KEGG_AMINO_SUGAR_AND_NUCLEOTIDE_SUGAR_METABOLISM.

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 AdermatoglyphiaNA . DNA_METABOLIC_PROCESS;BIOPOLYMER_METABOLIC_PROCESS;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;REGULATION_OF_DNA_METABOLIC_PROCESS;REGULATION_OF_CELLULAR_METABOLIC_PROCESS;DNA_RECOMBINATION;REGULATION_OF_METABOLIC_PROCESS;REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS. . . .

0 Hypomagnesemia 4, renalNA . DNA_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_PHOSPHATE_METABOLIC_PROCESS;SYSTEM_DEVELOPMENT;POSITIVE_REGULATION_OF_SIGNAL_TRANSDUCTION;ENZYME_LINKED_RECEPTOR_PROTEIN_SIGNALING_PATHWAY;REGULATION_OF_KINASE_ACTIVITY;REGULATION_OF_PROTEIN_KINASE_ACTIVITY;BIOPOLYMER_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_PHOSPHORYLATION;REGULATION_OF_MOLECULAR_FUNCTION;SIGNAL_TRANSDUCTION;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;CELL_SURFACE_RECEPTOR_LINKED_SIGNAL_TRANSDUCTION_GO_0007166;M_PHASE;REGULATION_OF_TRANSFERASE_ACTIVITY;POSITIVE_REGULATION_OF_CATALYTIC_ACTIVITY;ANATOMICAL_STRUCTURE_MORPHOGENESIS;REGULATION_OF_MITOSIS;CELL_CYCLE_PROCESS;REGULATION_OF_SIGNAL_TRANSDUCTION;ACTIVATION_OF_MAPK_ACTIVITY;MITOTIC_CELL_CYCLE;REGULATION_OF_PHOSPHORYLATION;CELL_CYCLE_PHASE;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;ANATOMICAL_STRUCTURE_FORMATION;ORGAN_MORPHOGENESIS;POSITIVE_REGULATION_OF_MAP_KINASE_ACTIVITY;REGULATION_OF_CELLULAR_METABOLIC_PROCESS;ANGIOGENESIS;POSITIVE_REGULATION_OF_METABOLIC_PROCESS;PROTEIN_KIMEMBRANE;PLASMA_MEMBRANERECEPTOR_BINDING;GROWTH_FACTOR_ACTIVITYKEGG_MAPK_SIGNALING_PATHWAY;KEGG_ERBB_SIGNALING_PATHWAY;KEGG_CYTOKINE_CYTOKINE_RECEPTOR_INTERACTION;KEGG_ENDOCYTOSIS;KEGG_FOCAL_ADHESION;KEGG_GAP_JUNCTION;KEGG_REGULATION_OF_ACTIN_CYTOSKELETON;KEGG_PATHWAYS_IN_CANCER;KEGG_PANCREATIC_CANCER;KEGG_ENDOMETRIAL_CANCER;KEGG_GLIOMA;KEGG_PROSTATE_CANCER;KEGG_MELANOMA;KEGG_BLADDER_CANCER;KEGG_NON_SMALL_CELL_LUNG_CANCERPID_PTP1BPATHWAY;PID_ARF6_PATHWAY;PID_TCPTP_PATHWAY;PID_TXA2PATHWAY;PID_SHP2_PATHWAY;PID_TELOMERASEPATHWAY;PID_ERBB1_RECEPTOR_PROXIMAL_PATHWAY;PID_AJDISS_2PATHWAY;PID_CERAMIDE_PATHWAY;PID_ERBB1_DOWNSTREAM_PATHWAY;PID_ERBB_NETWORK_PATHWAY;PID_ERBB1_INTERNALIZATION_PATHWAY;PID_ECADHERIN_STABILIZATION_PATHWAY;PID_A6B1_A6B4_INTEGRIN_PATHWAY



0 . NA . . MACROMOLECULAR_COMPLEX;PROTEIN_COMPLEX. KEGG_ERBB_SIGNALING_PATHWAY;KEGG_CALCIUM_SIGNALING_PATHWAY;KEGG_OOCYTE_MEIOSIS;KEGG_WNT_SIGNALING_PATHWAY;KEGG_LONG_TERM_POTENTIATION;KEGG_NEUROTROPHIN_SIGNALING_PATHWAY;KEGG_OLFACTORY_TRANSDUCTION;KEGG_GNRH_SIGNALING_PATHWAY;KEGG_MELANOGENESIS;KEGG_GLIOMAPID_IFNGPATHWAY;PID_HES_HEYPATHWAY

0 . NA . . . ARYLSULFATASE_ACTIVITY;HYDROLASE_ACTIVITY_ACTING_ON_ESTER_BONDS;SULFURIC_ESTER_HYDROLASE_ACTIVITY. .

0 . NA . . . . . .

0 . NA . . . . KEGG_BASE_EXCISION_REPAIR.

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . ENZYME_LINKED_RECEPTOR_PROTEIN_SIGNALING_PATHWAY;SIGNAL_TRANSDUCTION;CELL_SURFACE_RECEPTOR_LINKED_SIGNAL_TRANSDUCTION_GO_0007166. PHOSPHOTRANSFERASE_ACTIVITY_ALCOHOL_GROUP_AS_ACCEPTOR;GTPASE_REGULATOR_ACTIVITY;PROTEIN_KINASE_ACTIVITY;ENZYME_REGULATOR_ACTIVITY;KINASE_ACTIVITY;PROTEIN_SERINE_THREONINE_KINASE_ACTIVITY;TRANSFERASE_ACTIVITY_TRANSFERRING_PHOSPHORUS_CONTAINING_GROUPS;GUANYL_NUCLEOTIDE_EXCHANGE_FACTOR_ACTIVITY. PID_RHOA_REG_PATHWAY;PID_NETRIN_PATHWAY;PID_RAC1_REG_PATHWAY

0 Chondrocalcinosis 2;Craniometaphyseal dysplasiaNA . SYSTEM_DEVELOPMENT;SKELETAL_DEVELOPMENT;TISSUE_DEVELOPMENT;REGULATION_OF_DEVELOPMENTAL_PROCESS;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;BONE_REMODELING;ANATOMICAL_STRUCTURE_DEVELOPMENT;TISSUE_REMODELING;REGULATION_OF_MULTICELLULAR_ORGANISMAL_PROCESS;ORGAN_DEVELOPMENTMEMBRANE_PART;MEMBRANE;OUTER_MEMBRANEACTIVE_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;INORGANIC_ANION_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;PHOSPHATE_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;SECONDARY_ACTIVE_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;ANION_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;SUBSTRATE_SPECIFIC_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;SUBSTRATE_SPECIFIC_TRANSPORTER_ACTIVITY;TRANSMEMBRANE_TRANSPORTER_ACTIVITY;ION_TRANSMEMBRANE_TRANSPORTER_ACTIVITY. .

0 . NA . . . . . .

0 Joubert syndrome 17NA . . . . . .

0 Amyloidosis, primary localized cutaneous, 1NA . SIGNAL_TRANSDUCTION;CELL_SURFACE_RECEPTOR_LINKED_SIGNAL_TRANSDUCTION_GO_0007166;CELL_PROLIFERATION_GO_0008283INTRINSIC_TO_PLASMA_MEMBRANE;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;RECEPTOR_COMPLEX;MACROMOLECULAR_COMPLEX;PROTEIN_COMPLEX;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANERECEPTOR_ACTIVITY;TRANSMEMBRANE_RECEPTOR_ACTIVITY;HEMATOPOIETIN_INTERFERON_CLASSD200_DOMAIN_CYTOKINE_RECEPTOR_ACTIVITYKEGG_CYTOKINE_CYTOKINE_RECEPTOR_INTERACTION;KEGG_JAK_STAT_SIGNALING_PATHWAY.

0 . NA . . . . . .

0 Hermansky-Pudlak syndrome 2NA . ESTABLISHMENT_OF_PROTEIN_LOCALIZATION;ESTABLISHMENT_OF_LOCALIZATION;INTRACELLULAR_TRANSPORT;INTRACELLULAR_PROTEIN_TRANSPORT;ESTABLISHMENT_OF_CELLULAR_LOCALIZATION;MACROMOLECULE_LOCALIZATION;TRANSPORT;CELLULAR_LOCALIZATION;PROTEIN_TRANSPORT;PROTEIN_LOCALIZATIONCYTOPLASMIC_PART;GOLGI_APPARATUS;CYTOPLASM. KEGG_LYSOSOME.

0 Acampomelic campomelic dysplasia | Campomelic dysplasia with autosomal sex reversal | Campomelic dysplasiaNA . CELL_DEVELOPMENT;PROGRAMMED_CELL_DEATH;CELL_PROLIFERATION_GO_0008283;APOPTOSIS_GORIBONUCLEOPROTEIN_COMPLEX;NUCLEUS;MACROMOLECULAR_COMPLEX. . PID_ERA_GENOMIC_PATHWAY

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . SYSTEM_DEVELOPMENT;NERVOUS_SYSTEM_DEVELOPMENT;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;ANATOMICAL_STRUCTURE_DEVELOPMENT;CENTRAL_NERVOUS_SYSTEM_DEVELOPMENTEXTRACELLULAR_REGION;EXTRACELLULAR_REGION_PART;EXTRACELLULAR_SPACE. KEGG_AXON_GUIDANCE.

0 . NA . SYSTEM_DEVELOPMENT;NERVOUS_SYSTEM_DEVELOPMENT;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;ANATOMICAL_STRUCTURE_DEVELOPMENT;CENTRAL_NERVOUS_SYSTEM_DEVELOPMENTEXTRACELLULAR_REGION;EXTRACELLULAR_REGION_PART;EXTRACELLULAR_SPACE. KEGG_AXON_GUIDANCE.

0 . NA . . . . KEGG_GLUTATHIONE_METABOLISM;KEGG_ARACHIDONIC_ACID_METABOLISM.

0 . NA . DEFENSE_RESPONSE;CELL_RECOGNITION;RESPONSE_TO_STRESS;CELLULAR_DEFENSE_RESPONSE. . KEGG_NATURAL_KILLER_CELL_MEDIATED_CYTOTOXICITY.

0 Trichohepatoenteric syndrome 2NA . . . HYDROLASE_ACTIVITY_ACTING_ON_ACID_ANHYDRIDES;RNA_HELICASE_ACTIVITY;ATP_DEPENDENT_HELICASE_ACTIVITY;HELICASE_ACTIVITY;NUCLEOSIDE_TRIPHOSPHATASE_ACTIVITY;ATP_DEPENDENT_RNA_HELICASE_ACTIVITY;ATPASE_ACTIVITY_COUPLED;RNA_DEPENDENT_ATPASE_ACTIVITY;ATPASE_ACTIVITY;PYROPHOSPHATASE_ACTIVITYKEGG_RNA_DEGRADATION.

0 . NA . BIOPOLYMER_METABOLIC_PROCESS;SIGNAL_TRANSDUCTION;CELL_SURFACE_RECEPTOR_LINKED_SIGNAL_TRANSDUCTION_GO_0007166;DEFENSE_RESPONSE;INFLAMMATORY_RESPONSE;RESPONSE_TO_STRESS;POST_TRANSLATIONAL_PROTEIN_MODIFICATION;CELLULAR_PROTEIN_METABOLIC_PROCESS;BIOPOLYMER_MODIFICATION;PROTEIN_METABOLIC_PROCESS;RESPONSE_TO_EXTERNAL_STIMULUS;PROTEIN_MODIFICATION_PROCESS;PROTEIN_AMINO_ACID_PHOSPHORYLATION;RESPONSE_TO_WOUNDING;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS;PHOSPHORYLATIONINTRINSIC_TO_PLASMA_MEMBRANE;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;CYTOPLASM;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANERECEPTOR_ACTIVITY;TRANSMEMBRANE_RECEPTOR_ACTIVITY. PID_AMB2_NEUTROPHILS_PATHWAY

0 . NA . . . . . .

0 . NA . . . . KEGG_CELL_ADHESION_MOLECULES_CAMS;KEGG_ANTIGEN_PROCESSING_AND_PRESENTATION;KEGG_INTESTINAL_IMMUNE_NETWORK_FOR_IGA_PRODUCTION;KEGG_TYPE_I_DIABETES_MELLITUS;KEGG_LEISHMANIA_INFECTION;KEGG_ASTHMA;KEGG_AUTOIMMUNE_THYROID_DISEASE;KEGG_SYSTEMIC_LUPUS_ERYTHEMATOSUS;KEGG_ALLOGRAFT_REJECTION;KEGG_GRAFT_VERSUS_HOST_DISEASE;KEGG_VIRAL_MYOCARDITIS.

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 Obesity, severeNA . SYSTEM_DEVELOPMENT;NERVOUS_SYSTEM_DEVELOPMENT;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;ANATOMICAL_STRUCTURE_DEVELOPMENT. TRANSCRIPTION_FACTOR_ACTIVITY;DNA_BINDING. .

0 Mental retardation, autosomal recessive, 6NA . REGULATION_OF_BIOLOGICAL_QUALITY;CELL_DEVELOPMENT;GLUTAMATE_SIGNALING_PATHWAY;SIGNAL_TRANSDUCTION;CELL_SURFACE_RECEPTOR_LINKED_SIGNAL_TRANSDUCTION_GO_0007166;REGULATION_OF_SYNAPSE_STRUCTURE_AND_ACTIVITY;PROGRAMMED_CELL_DEATH;CELL_CELL_SIGNALING;SYNAPTIC_TRANSMISSION;NEUROLOGICAL_SYSTEM_PROCESS;POSITIVE_REGULATION_OF_BIOLOGICAL_PROCESS;POSITIVE_REGULATION_OF_CELLULAR_PROCESS;NEURON_APOPTOSIS;REGULATION_OF_MULTICELLULAR_ORGANISMAL_PROCESS;TRANSMISSION_OF_NERVE_IMPULSE;SYSTEM_PROCESS;APOPTOSIS_GOINTRINSIC_TO_PLASMA_MEMBRANE;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANEGLUTAMATE_RECEPTOR_ACTIVITY;IONOTROPIC_GLUTAMATE_RECEPTOR_ACTIVITY;RECEPTOR_ACTIVITY;TRANSMEMBRANE_RECEPTOR_ACTIVITYKEGG_NEUROACTIVE_LIGAND_RECEPTOR_INTERACTION.

0 . NA . . . . . .

0 . NA . ESTABLISHMENT_OF_LOCALIZATION;AMINO_ACID_TRANSPORT;ORGANIC_ACID_TRANSPORT;CARBOXYLIC_ACID_TRANSPORT;TRANSPORT;AMINE_TRANSPORTMEMBRANE_PART;MEMBRANE;BASOLATERAL_PLASMA_MEMBRANE;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANE. . .

0 {Psoriasis susceptibility 13}NA . POSITIVE_REGULATION_OF_SIGNAL_TRANSDUCTION;SIGNAL_TRANSDUCTION;I_KAPPAB_KINASE_NF_KAPPAB_CASCADE;REGULATION_OF_SIGNAL_TRANSDUCTION;POSITIVE_REGULATION_OF_I_KAPPAB_KINASE_NF_KAPPAB_CASCADE;PROTEIN_KINASE_CASCADE;POSITIVE_REGULATION_OF_BIOLOGICAL_PROCESS;POSITIVE_REGULATION_OF_CELLULAR_PROCESS;INTRACELLULAR_SIGNALING_CASCADE;REGULATION_OF_I_KAPPAB_KINASE_NF_KAPPAB_CASCADE. . . .

0 Cardiomyopathy, dilated, 1JJNA . . PROTEINACEOUS_EXTRACELLULAR_MATRIX;EXTRACELLULAR_MATRIX_PART;EXTRACELLULAR_REGION;BASEMENT_MEMBRANE;BASAL_LAMINA;EXTRACELLULAR_REGION_PART;EXTRACELLULAR_MATRIXSTRUCTURAL_MOLECULE_ACTIVITY;EXTRACELLULAR_MATRIX_STRUCTURAL_CONSTITUENTKEGG_FOCAL_ADHESION;KEGG_ECM_RECEPTOR_INTERACTION;KEGG_PATHWAYS_IN_CANCER;KEGG_SMALL_CELL_LUNG_CANCERPID_INTEGRIN1_PATHWAY;PID_INTEGRIN3_PATHWAY;PID_FOXM1PATHWAY;PID_A6B1_A6B4_INTEGRIN_PATHWAY

0 . NA . . . . . .

0 . NA . SIGNAL_TRANSDUCTION;BIOSYNTHETIC_PROCESS;CELLULAR_BIOSYNTHETIC_PROCESS;CELLULAR_PROTEIN_METABOLIC_PROCESS;MACROMOLECULE_BIOSYNTHETIC_PROCESS;PROTEIN_METABOLIC_PROCESS;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS;TRANSLATION. GTP_BINDING;NUCLEOTIDE_BINDING;PURINE_NUCLEOTIDE_BINDING;GUANYL_NUCLEOTIDE_BINDING;PURINE_RIBONUCLEOTIDE_BINDING. .

0 . NA . . . . . .

0 . NA . . . . . .

0 Hepatocellular carcinoma (3)NA . ESTABLISHMENT_OF_LOCALIZATION;SIGNAL_TRANSDUCTION;MEMBRANE_ORGANIZATION_AND_BIOGENESIS;TRANSPORT;VESICLE_MEDIATED_TRANSPORT;RECEPTOR_MEDIATED_ENDOCYTOSISORGANELLE_PART;INTRINSIC_TO_PLASMA_MEMBRANE;COATED_VESICLE;MEMBRANE_BOUND_VESICLE;INTRINSIC_TO_MEMBRANE;CYTOPLASMIC_PART;MEMBRANE_PART;GOLGI_APPARATUS;MEMBRANE;CYTOPLASM;VESICLE;GOLGI_APPARATUS_PART;CYTOPLASMIC_VESICLE;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;ENDOSOME;CLATHRIN_COATED_VESICLE;TRANSPORT_VESICLE;CYTOPLASMIC_MEMBRANE_BOUND_VESICLE;INTRACELLULAR_ORGANELLE_PART;GOLGI_ASSOCIATED_VESICLE;TRANS_GOLGI_NETWORK_TRANSPORT_VESICLE;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANETRANSMEMBRANE_RECEPTOR_PROTEIN_KINASE_ACTIVITY;PHOSPHOTRANSFERASE_ACTIVITY_ALCOHOL_GROUP_AS_ACCEPTOR;PROTEIN_KINASE_ACTIVITY;KINASE_ACTIVITY;PROTEIN_TYROSINE_KINASE_ACTIVITY;RECEPTOR_ACTIVITY;TRANSMEMBRANE_RECEPTOR_ACTIVITY;TRANSMEMBRANE_RECEPTOR_PROTEIN_TYROSINE_KINASE_ACTIVITY;TRANSFERASE_ACTIVITY_TRANSFERRING_PHOSPHORUS_CONTAINING_GROUPSKEGG_LYSOSOME.

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . MULTICELLULAR_ORGANISMAL_DEVELOPMENT;SYSTEM_PROCESS. . . .

0 . NA . . . . . .

0 . NA . PROTEIN_OLIGOMERIZATION;POSITIVE_REGULATION_OF_SIGNAL_TRANSDUCTION;MULTI_ORGANISM_PROCESS;MACROMOLECULAR_COMPLEX_ASSEMBLY;SIGNAL_TRANSDUCTION;BIOSYNTHETIC_PROCESS;CYTOKINE_METABOLIC_PROCESS;INTERLEUKIN_8_BIOSYNTHETIC_PROCESS;DEFENSE_RESPONSE;I_KAPPAB_KINASE_NF_KAPPAB_CASCADE;REGULATION_OF_SIGNAL_TRANSDUCTION;DETECTION_OF_STIMULUS;CYTOKINE_PRODUCTION;POSITIVE_REGULATION_OF_I_KAPPAB_KINASE_NF_KAPPAB_CASCADE;INFLAMMATORY_RESPONSE;RESPONSE_TO_STRESS;INTERLEUKIN_8_PRODUCTION;RESPONSE_TO_BACTERIUM;CELLULAR_COMPONENT_ASSEMBLY;CELLULAR_PROTEIN_METABOLIC_PROCESS;RESPONSE_TO_BIOTIC_STIMULUS;PROTEIN_KINASE_CASCADE;MACROMOLECULE_BIOSYNTHETIC_PROCESS;RESPONSE_TO_OTHER_ORGANISM;PROTEIN_COMPLEX_ASSEMBLY;DEFENSE_RESPONSE_TO_BACTERIUM;PROTEIN_METABOLIC_PROCESS;CYTOKINE_BIOSYNTHETIC_PROCESS;POSITIVE_REGULATION_OF_BIOLOGICAL_PROCESS;RESPONSE_TO_EXTERNAL_STIMULUS;RESPONSE_TO_WOUNDING;DETECTION_OF_BIOTIC_STIMULUS;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_CELLULAR_PROCESS;INTRACELLULAR_SIGNALING_CASCADE;DETECCYTOPLASMENZYME_ACTIVATOR_ACTIVITY;ENZYME_REGULATOR_ACTIVITY;PATTERN_BINDING;CASPASE_REGULATOR_ACTIVITYKEGG_NOD_LIKE_RECEPTOR_SIGNALING_PATHWAY;KEGG_EPITHELIAL_CELL_SIGNALING_IN_HELICOBACTER_PYLORI_INFECTION.

0 . NA . PROTEIN_OLIGOMERIZATION;POSITIVE_REGULATION_OF_SIGNAL_TRANSDUCTION;MULTI_ORGANISM_PROCESS;MACROMOLECULAR_COMPLEX_ASSEMBLY;SIGNAL_TRANSDUCTION;BIOSYNTHETIC_PROCESS;CYTOKINE_METABOLIC_PROCESS;INTERLEUKIN_8_BIOSYNTHETIC_PROCESS;DEFENSE_RESPONSE;I_KAPPAB_KINASE_NF_KAPPAB_CASCADE;REGULATION_OF_SIGNAL_TRANSDUCTION;DETECTION_OF_STIMULUS;CYTOKINE_PRODUCTION;POSITIVE_REGULATION_OF_I_KAPPAB_KINASE_NF_KAPPAB_CASCADE;INFLAMMATORY_RESPONSE;RESPONSE_TO_STRESS;INTERLEUKIN_8_PRODUCTION;RESPONSE_TO_BACTERIUM;CELLULAR_COMPONENT_ASSEMBLY;CELLULAR_PROTEIN_METABOLIC_PROCESS;RESPONSE_TO_BIOTIC_STIMULUS;PROTEIN_KINASE_CASCADE;MACROMOLECULE_BIOSYNTHETIC_PROCESS;RESPONSE_TO_OTHER_ORGANISM;PROTEIN_COMPLEX_ASSEMBLY;DEFENSE_RESPONSE_TO_BACTERIUM;PROTEIN_METABOLIC_PROCESS;CYTOKINE_BIOSYNTHETIC_PROCESS;POSITIVE_REGULATION_OF_BIOLOGICAL_PROCESS;RESPONSE_TO_EXTERNAL_STIMULUS;RESPONSE_TO_WOUNDING;DETECTION_OF_BIOTIC_STIMULUS;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_CELLULAR_PROCESS;INTRACELLULAR_SIGNALING_CASCADE;DETECCYTOPLASMENZYME_ACTIVATOR_ACTIVITY;ENZYME_REGULATOR_ACTIVITY;PATTERN_BINDING;CASPASE_REGULATOR_ACTIVITYKEGG_NOD_LIKE_RECEPTOR_SIGNALING_PATHWAY;KEGG_EPITHELIAL_CELL_SIGNALING_IN_HELICOBACTER_PYLORI_INFECTION.

0 . NA . NEGATIVE_REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;NEGATIVE_REGULATION_OF_CELLULAR_METABOLIC_PROCESS;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;NEGATIVE_REGULATION_OF_CELLULAR_PROCESS;REGULATION_OF_CELLULAR_METABOLIC_PROCESS;REGULATION_OF_GENE_EXPRESSION;NEGATIVE_REGULATION_OF_TRANSCRIPTION;TRANSCRIPTION;NEGATIVE_REGULATION_OF_METABOLIC_PROCESS;REGULATION_OF_METABOLIC_PROCESS;REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;NEGATIVE_REGULATION_OF_BIOLOGICAL_PROCESS;REGULATION_OF_TRANSCRIPTIONCYTOPLASMIC_PART;MEMBRANE;CYTOPLASM;NUCLEUS;CYTOSOL;PLASMA_MEMBRANE. . .

0 . NA . . . . . .

0 . NA . . . . . .

0 Cutis laxa, AD;Supravalvar aortic stenosisNA . SYSTEM_DEVELOPMENT;ANATOMICAL_STRUCTURE_MORPHOGENESIS;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;ORGAN_MORPHOGENESIS;CELL_PROLIFERATION_GO_0008283;ANATOMICAL_STRUCTURE_DEVELOPMENT;RESPIRATORY_GASEOUS_EXCHANGE;ORGAN_DEVELOPMENT;SYSTEM_PROCESS. . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . SYSTEM_DEVELOPMENT;ANATOMICAL_STRUCTURE_MORPHOGENESIS;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;ORGAN_MORPHOGENESIS;CELL_PROLIFERATION_GO_0008283;ANATOMICAL_STRUCTURE_DEVELOPMENT;ORGAN_DEVELOPMENTINTRINSIC_TO_PLASMA_MEMBRANE;CELL_SURFACE;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANE. KEGG_AXON_GUIDANCEPID_EPHBFWDPATHWAY;PID_EPHRINBREVPATHWAY



0 . NA . RNA_METABOLIC_PROCESS;NEGATIVE_REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;NEGATIVE_REGULATION_OF_CELLULAR_METABOLIC_PROCESS;BIOPOLYMER_METABOLIC_PROCESS;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;TRANSCRIPTION_DNA_DEPENDENT;NEGATIVE_REGULATION_OF_TRANSCRIPTION_DNA_DEPENDENT;NEGATIVE_REGULATION_OF_CELLULAR_PROCESS;RNA_BIOSYNTHETIC_PROCESS;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;REGULATION_OF_TRANSCRIPTION_FROM_RNA_POLYMERASE_II_PROMOTER;REGULATION_OF_CELLULAR_METABOLIC_PROCESS;REGULATION_OF_GENE_EXPRESSION;REGULATION_OF_TRANSCRIPTIONDNA_DEPENDENT;NEGATIVE_REGULATION_OF_TRANSCRIPTION;NEGATIVE_REGULATION_OF_TRANSCRIPTION_FROM_RNA_POLYMERASE_II_PROMOTER;NEGATIVE_REGULATION_OF_RNA_METABOLIC_PROCESS;TRANSCRIPTION;NEGATIVE_REGULATION_OF_METABOLIC_PROCESS;REGULATION_OF_METABOLIC_PROCESS;REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;REGULATION_OF_RNA_METABOLIC_PROCESS;TRANSCRIPTION_FROM_RNA_POLYMERASE_II_PROMOTER;NEGATIVE_REGULA. RNA_POLYMERASE_II_TRANSCRIPTION_FACTOR_ACTIVITY. .

0 . NA . . . . . .

0 . NA . STEROID_METABOLIC_PROCESS;LIPID_METABOLIC_PROCESS;DIGESTION;CELLULAR_LIPID_METABOLIC_PROCESS. ALDO_KETO_REDUCTASE_ACTIVITY;OXIDOREDUCTASE_ACTIVITY_GO_0016616;OXIDOREDUCTASE_ACTIVITY;OXIDOREDUCTASE_ACTIVITY_ACTING_ON_CH_OH_GROUP_OF_DONORSKEGG_FRUCTOSE_AND_MANNOSE_METABOLISM;KEGG_LINOLEIC_ACID_METABOLISM;KEGG_BUTANOATE_METABOLISM.

0 . NA . ORGANELLE_ORGANIZATION_AND_BIOGENESIS. . . .

0 Ventricular fibrillation, paroxysmal familial, 2NA . . . . . .

0 Barrett esophagus/esophageal adenocarcinoma;Prostate cancer, hereditaryNA . ESTABLISHMENT_OF_LOCALIZATION;MEMBRANE_ORGANIZATION_AND_BIOGENESIS;TRANSPORT;VESICLE_MEDIATED_TRANSPORT;RECEPTOR_MEDIATED_ENDOCYTOSISINTRINSIC_TO_PLASMA_MEMBRANE;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANERECEPTOR_ACTIVITY;TRANSMEMBRANE_RECEPTOR_ACTIVITY. .

0 . NA . . . . KEGG_ENDOCYTOSIS.

0 . NA . . . . . .

0 . NA . . . . . .

0 {?Schizophrenia, susceptibility to}NA . NEGATIVE_REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;NEGATIVE_REGULATION_OF_CELLULAR_METABOLIC_PROCESS;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;CELLULAR_COMPONENT_DISASSEMBLY;NEGATIVE_REGULATION_OF_CELLULAR_PROCESS;CELLULAR_PROTEIN_COMPLEX_DISASSEMBLY;REGULATION_OF_CELLULAR_METABOLIC_PROCESS;PROTEIN_COMPLEX_DISASSEMBLY;REGULATION_OF_GENE_EXPRESSION;CELLULAR_PROTEIN_METABOLIC_PROCESS;NEGATIVE_REGULATION_OF_TRANSCRIPTION;PROTEIN_METABOLIC_PROCESS;TRANSCRIPTION;MACROMOLECULAR_COMPLEX_DISASSEMBLY;NEGATIVE_REGULATION_OF_METABOLIC_PROCESS;REGULATION_OF_METABOLIC_PROCESS;REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS;NEGATIVE_REGULATION_OF_BIOLOGICAL_PROCESS;REGULATION_OF_TRANSCRIPTION. TRANSCRIPTION_FACTOR_BINDING;TRANSCRIPTION_COFACTOR_ACTIVITYKEGG_ERBB_SIGNALING_PATHWAYPID_ERBB4_PATHWAY;PID_GLYPICAN_1PATHWAY;PID_ERBB2ERBB3PATHWAY;PID_ERBB_NETWORK_PATHWAY;PID_DELTANP63PATHWAY

0 . NA . . . . . .

0 . NA . REGULATION_OF_BIOLOGICAL_QUALITY;POSITIVE_REGULATION_OF_PHOSPHATE_METABOLIC_PROCESS;SYSTEM_DEVELOPMENT;POSITIVE_REGULATION_OF_SIGNAL_TRANSDUCTION;POSITIVE_REGULATION_OF_CELL_PROLIFERATION;JAK_STAT_CASCADE;BIOPOLYMER_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_PHOSPHORYLATION;REGULATION_OF_TYROSINE_PHOSPHORYLATION_OF_STAT_PROTEIN;SIGNAL_TRANSDUCTION;REGULATION_OF_PROTEIN_AMINO_ACID_PHOSPHORYLATION;RESPONSE_TO_ENDOGENOUS_STIMULUS;HEMOPOIESIS;IMMUNE_SYSTEM_DEVELOPMENT;REGULATION_OF_PROTEIN_MODIFICATION_PROCESS;REGULATION_OF_PROTEIN_METABOLIC_PROCESS;REGULATION_OF_SIGNAL_TRANSDUCTION;REGULATION_OF_PEPTIDYL_TYROSINE_PHOSPHORYLATION;REGULATION_OF_PHOSPHORYLATION;MYELOID_CELL_DIFFERENTIATION;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;POSITIVE_REGULATION_OF_CELLULAR_PROTEIN_METABOLIC_PROCESS;REGULATION_OF_CELLULAR_METABOLIC_PROCESS;RESPONSE_TO_CHEMICAL_STIMULUS;POST_TRANSLATIONAL_PROTEIN_MODIFICATION;HEMOPOIETIC_OR_LYMPHOID_ORGAN_DEVELOPMENT;POSITIVE_REGULATION_OF_METABOLIC_PROCESS;CELLULAR_PROTEIN_METABOLIC_PROCESS;HOMEOSTASMEMBRANE_PART;MEMBRANE;CYTOPLASM;NUCLEUS;LIPID_RAFT;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANEPHOSPHOTRANSFERASE_ACTIVITY_ALCOHOL_GROUP_AS_ACCEPTOR;PROTEIN_KINASE_ACTIVITY;KINASE_ACTIVITY;PROTEIN_TYROSINE_KINASE_ACTIVITY;RECEPTOR_SIGNALING_PROTEIN_ACTIVITY;TRANSFERASE_ACTIVITY_TRANSFERRING_PHOSPHORUS_CONTAINING_GROUPSKEGG_CHEMOKINE_SIGNALING_PATHWAY;KEGG_B_CELL_RECEPTOR_SIGNALING_PATHWAY;KEGG_FC_EPSILON_RI_SIGNALING_PATHWAY;KEGG_FC_GAMMA_R_MEDIATED_PHAGOCYTOSIS;KEGG_LONG_TERM_DEPRESSION;KEGG_EPITHELIAL_CELL_SIGNALING_IN_HELICOBACTER_PYLORI_INFECTIONPID_FCER1PATHWAY;PID_BCR_5PATHWAY;PID_LYSOPHOSPHOLIPID_PATHWAY;PID_GMCSF_PATHWAY;PID_GLYPICAN_1PATHWAY;PID_PTP1BPATHWAY;PID_P38ALPHABETAPATHWAY;PID_TXA2PATHWAY;PID_CXCR4_PATHWAY;PID_IL5_PATHWAY;PID_PI3KCIPATHWAY;PID_AMB2_NEUTROPHILS_PATHWAY;PID_EPHA_FWDPATHWAY;PID_PDGFRBPATHWAY;PID_IL8CXCR2_PATHWAY;PID_KITPATHWAY;PID_EPOPATHWAY;PID_IL8CXCR1_PATHWAY;PID_EPHRINBREVPATHWAY;PID_ALPHASYNUCLEIN_PATHWAY

0 . NA . SYSTEM_DEVELOPMENT;NERVOUS_SYSTEM_DEVELOPMENT;ANATOMICAL_STRUCTURE_MORPHOGENESIS;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;ORGAN_MORPHOGENESIS;ANATOMICAL_STRUCTURE_DEVELOPMENT;ORGAN_DEVELOPMENT. TRANSCRIPTION_FACTOR_ACTIVITY;DNA_BINDING. PID_HES_HEYPATHWAY

0 . NA . . . . . .

0 . NA . . . . . .

0 Seizures, benign neonatal, type 2NA . ESTABLISHMENT_OF_LOCALIZATION;CELL_CELL_SIGNALING;METAL_ION_TRANSPORT;SYNAPTIC_TRANSMISSION;NEUROLOGICAL_SYSTEM_PROCESS;TRANSPORT;CATION_TRANSPORT;MONOVALENT_INORGANIC_CATION_TRANSPORT;POTASSIUM_ION_TRANSPORT;ION_TRANSPORT;TRANSMISSION_OF_NERVE_IMPULSE;SYSTEM_PROCESSINTRINSIC_TO_PLASMA_MEMBRANE;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;VOLTAGE_GATED_POTASSIUM_CHANNEL_COMPLEX;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;MACROMOLECULAR_COMPLEX;PROTEIN_COMPLEX;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANECATION_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;CATION_CHANNEL_ACTIVITY;VOLTAGE_GATED_POTASSIUM_CHANNEL_ACTIVITY;VOLTAGE_GATED_CHANNEL_ACTIVITY;GATED_CHANNEL_ACTIVITY;SUBSTRATE_SPECIFIC_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;SUBSTRATE_SPECIFIC_CHANNEL_ACTIVITY;SUBSTRATE_SPECIFIC_TRANSPORTER_ACTIVITY;POTASSIUM_CHANNEL_ACTIVITY;VOLTAGE_GATED_CATION_CHANNEL_ACTIVITY;METAL_ION_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;ION_CHANNEL_ACTIVITY;TRANSMEMBRANE_TRANSPORTER_ACTIVITY;ION_TRANSMEMBRANE_TRANSPORTER_ACTIVITY. .

0 . NA . SYSTEM_DEVELOPMENT;NERVOUS_SYSTEM_DEVELOPMENT;CELL_DEVELOPMENT;NEURITE_DEVELOPMENT;SIGNAL_TRANSDUCTION;ANATOMICAL_STRUCTURE_MORPHOGENESIS;AXONOGENESIS;NEGATIVE_REGULATION_OF_CELLULAR_PROCESS;CELLULAR_MORPHOGENESIS_DURING_DIFFERENTIATION;GENERATION_OF_NEURONS;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;NEGATIVE_REGULATION_OF_CELL_PROLIFERATION;CELL_PROLIFERATION_GO_0008283;ANATOMICAL_STRUCTURE_DEVELOPMENT;NEUROGENESIS;NEURON_DIFFERENTIATION;NEURON_DEVELOPMENT;PERIPHERAL_NERVOUS_SYSTEM_DEVELOPMENT;NEGATIVE_REGULATION_OF_BIOLOGICAL_PROCESS;REGULATION_OF_CELL_PROLIFERATIONINTRINSIC_TO_PLASMA_MEMBRANE;CELL_JUNCTION;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;INTERCELLULAR_JUNCTION;MEMBRANE;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANEG_PROTEIN_COUPLED_RECEPTOR_ACTIVITY;RECEPTOR_ACTIVITY;TRANSMEMBRANE_RECEPTOR_ACTIVITY;SECRETIN_LIKE_RECEPTOR_ACTIVITYKEGG_P53_SIGNALING_PATHWAY.

0 . NA . . CYTOPLASMIC_PART;CYTOPLASM;MITOCHONDRIONELECTRON_CARRIER_ACTIVITY;OXIDOREDUCTASE_ACTIVITYKEGG_OXIDATIVE_PHOSPHORYLATION;KEGG_CARDIAC_MUSCLE_CONTRACTION;KEGG_ALZHEIMERS_DISEASE;KEGG_PARKINSONS_DISEASE;KEGG_HUNTINGTONS_DISEASE.

0 . NA . . . . . .

0 . NA . RESPONSE_TO_STRESS;RESPONSE_TO_CHEMICAL_STIMULUS;RESPONSE_TO_BIOTIC_STIMULUS. . . .

0 . NA . MACROMOLECULAR_COMPLEX_ASSEMBLY;CYTOPLASM_ORGANIZATION_AND_BIOGENESIS;INTERCELLULAR_JUNCTION_ASSEMBLY;CELLULAR_COMPONENT_ASSEMBLY;INTERCELLULAR_JUNCTION_ASSEMBLY_AND_MAINTENANCE;PROTEIN_COMPLEX_ASSEMBLY;PROTEIN_METABOLIC_PROCESSCELL_PROJECTION;RUFFLE;LEADING_EDGEPROTEIN_DOMAIN_SPECIFIC_BINDING;CYTOSKELETAL_PROTEIN_BINDINGKEGG_FOCAL_ADHESIONPID_RHOA_PATHWAY;PID_NECTIN_PATHWAY;PID_ERBB1_RECEPTOR_PROXIMAL_PATHWAY;PID_AMB2_NEUTROPHILS_PATHWAY;PID_AVB3_INTEGRIN_PATHWAY;PID_INTEGRIN_A4B1_PATHWAY;PID_FAK_PATHWAY

0 . NA . . . . . .

0 . NA . . NUCLEUS . . .

0 Basal cell carcinoma, somatic;Basal cell nevus syndrome;Holoprosencephaly-7NA . SYSTEM_DEVELOPMENT;BIOPOLYMER_METABOLIC_PROCESS;SIGNAL_TRANSDUCTION;PATTERN_SPECIFICATION_PROCESS;CELL_SURFACE_RECEPTOR_LINKED_SIGNAL_TRANSDUCTION_GO_0007166;REGIONALIZATION;REGULATION_OF_GROWTH;ANATOMICAL_STRUCTURE_MORPHOGENESIS;NEGATIVE_REGULATION_OF_GROWTH;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;ORGAN_MORPHOGENESIS;POST_TRANSLATIONAL_PROTEIN_MODIFICATION;GROWTH;CELLULAR_PROTEIN_METABOLIC_PROCESS;BIOPOLYMER_MODIFICATION;EMBRYONIC_MORPHOGENESIS;PROTEIN_PROCESSING;PROTEIN_METABOLIC_PROCESS;EMBRYONIC_DEVELOPMENT;CELL_PROLIFERATION_GO_0008283;ANATOMICAL_STRUCTURE_DEVELOPMENT;PROTEIN_MODIFICATION_PROCESS;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS;NEGATIVE_REGULATION_OF_BIOLOGICAL_PROCESS;ORGAN_DEVELOPMENTINTRINSIC_TO_PLASMA_MEMBRANE;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANERECEPTOR_ACTIVITYKEGG_HEDGEHOG_SIGNALING_PATHWAY;KEGG_PATHWAYS_IN_CANCER;KEGG_BASAL_CELL_CARCINOMAPID_HEDGEHOG_2PATHWAY;PID_HEDGEHOG_GLIPATHWAY

0 Basal cell carcinoma, somatic;Basal cell nevus syndrome;Holoprosencephaly-7NA . SYSTEM_DEVELOPMENT;BIOPOLYMER_METABOLIC_PROCESS;SIGNAL_TRANSDUCTION;PATTERN_SPECIFICATION_PROCESS;CELL_SURFACE_RECEPTOR_LINKED_SIGNAL_TRANSDUCTION_GO_0007166;REGIONALIZATION;REGULATION_OF_GROWTH;ANATOMICAL_STRUCTURE_MORPHOGENESIS;NEGATIVE_REGULATION_OF_GROWTH;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;ORGAN_MORPHOGENESIS;POST_TRANSLATIONAL_PROTEIN_MODIFICATION;GROWTH;CELLULAR_PROTEIN_METABOLIC_PROCESS;BIOPOLYMER_MODIFICATION;EMBRYONIC_MORPHOGENESIS;PROTEIN_PROCESSING;PROTEIN_METABOLIC_PROCESS;EMBRYONIC_DEVELOPMENT;CELL_PROLIFERATION_GO_0008283;ANATOMICAL_STRUCTURE_DEVELOPMENT;PROTEIN_MODIFICATION_PROCESS;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS;NEGATIVE_REGULATION_OF_BIOLOGICAL_PROCESS;ORGAN_DEVELOPMENTINTRINSIC_TO_PLASMA_MEMBRANE;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANERECEPTOR_ACTIVITYKEGG_HEDGEHOG_SIGNALING_PATHWAY;KEGG_PATHWAYS_IN_CANCER;KEGG_BASAL_CELL_CARCINOMAPID_HEDGEHOG_2PATHWAY;PID_HEDGEHOG_GLIPATHWAY

0 . NA . BIOPOLYMER_CATABOLIC_PROCESS;BIOPOLYMER_METABOLIC_PROCESS;CELLULAR_PROTEIN_CATABOLIC_PROCESS;CELLULAR_CATABOLIC_PROCESS;PROTEIN_CATABOLIC_PROCESS;PROTEOLYSIS;CELLULAR_PROTEIN_METABOLIC_PROCESS;MACROMOLECULE_CATABOLIC_PROCESS;PROTEIN_METABOLIC_PROCESS;CELLULAR_MACROMOLECULE_CATABOLIC_PROCESS;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS;CATABOLIC_PROCESSORGANELLE_PART;COATED_VESICLE;MEMBRANE_BOUND_VESICLE;MICROTUBULE_CYTOSKELETON;LATE_ENDOSOME;CYTOPLASMIC_PART;GOLGI_APPARATUS;CYTOPLASM;ENDOPLASMIC_RETICULUM;NON_MEMBRANE_BOUND_ORGANELLE;VESICLE;CYTOSKELETAL_PART;GOLGI_APPARATUS_PART;PROTEASOME_COMPLEX;NUCLEUS;CYTOSKELETON;CYTOPLASMIC_VESICLE;EARLY_ENDOSOME;ENDOSOME;MICROTUBULE_ORGANIZING_CENTER;TRANSPORT_VESICLE;CYTOPLASMIC_MEMBRANE_BOUND_VESICLE;INTRACELLULAR_NON_MEMBRANE_BOUND_ORGANELLE;CENTROSOME;INTRACELLULAR_ORGANELLE_PART;MACROMOLECULAR_COMPLEX;TRANS_GOLGI_NETWORK;GOLGI_ASSOCIATED_VESICLE;PROTEIN_COMPLEX. . .

0 . NA . . . . KEGG_OLFACTORY_TRANSDUCTION.

0 . NA . . NUCLEUS . . .

0 . NA . ESTABLISHMENT_OF_LOCALIZATION;SECRETORY_PATHWAY;SECRETION_BY_CELL;ESTABLISHMENT_OF_CELLULAR_LOCALIZATION;MEMBRANE_ORGANIZATION_AND_BIOGENESIS;TRANSPORT;SECRETION;VESICLE_MEDIATED_TRANSPORT;EXOCYTOSIS;CELLULAR_LOCALIZATION;RECEPTOR_MEDIATED_ENDOCYTOSISCYTOPLASMIC_PART;CYTOPLASM;ENDOSOME. . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . PROTEOLYSIS;CELLULAR_PROTEIN_METABOLIC_PROCESS;PROTEIN_METABOLIC_PROCESS;CELLULAR_MACROMOLECULE_METABOLIC_PROCESSORGANELLE_PART;ORGANELLE_INNER_MEMBRANE;MITOCHONDRIAL_PART;CYTOPLASMIC_PART;MITOCHONDRIAL_MEMBRANE;MEMBRANE;CYTOPLASM;ORGANELLE_MEMBRANE;ENVELOPE;ORGANELLE_ENVELOPE;MITOCHONDRIAL_INNER_MEMBRANE;INTRACELLULAR_ORGANELLE_PART;MITOCHONDRION;MITOCHONDRIAL_ENVELOPEMETALLOPEPTIDASE_ACTIVITY;ENDOPEPTIDASE_ACTIVITY;PEPTIDASE_ACTIVITY;METALLOENDOPEPTIDASE_ACTIVITY. .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . CARBOXYLIC_ACID_METABOLIC_PROCESS;GLUTAMINE_FAMILY_AMINO_ACID_METABOLIC_PROCESS;AMINO_ACID_METABOLIC_PROCESS;CELLULAR_CATABOLIC_PROCESS;ORGANIC_ACID_METABOLIC_PROCESS;NITROGEN_COMPOUND_METABOLIC_PROCESS;CELL_CELL_SIGNALING;AMINO_ACID_CATABOLIC_PROCESS;CELLULAR_CARBOHYDRATE_METABOLIC_PROCESS;AMINE_CATABOLIC_PROCESS;SYNAPTIC_TRANSMISSION;AMINO_ACID_AND_DERIVATIVE_METABOLIC_PROCESS;NEUROLOGICAL_SYSTEM_PROCESS;AMINE_METABOLIC_PROCESS;CARBOHYDRATE_METABOLIC_PROCESS;TRICARBOXYLIC_ACID_CYCLE_INTERMEDIATE_METABOLIC_PROCESS;CATABOLIC_PROCESS;TRANSMISSION_OF_NERVE_IMPULSE;SYSTEM_PROCESS;NITROGEN_COMPOUND_CATABOLIC_PROCESS. . KEGG_ALANINE_ASPARTATE_AND_GLUTAMATE_METABOLISM;KEGG_BETA_ALANINE_METABOLISM;KEGG_TAURINE_AND_HYPOTAURINE_METABOLISM;KEGG_BUTANOATE_METABOLISM;KEGG_TYPE_I_DIABETES_MELLITUS.

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . RNA_METABOLIC_PROCESS;BIOPOLYMER_METABOLIC_PROCESS;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;TRANSCRIPTION_DNA_DEPENDENT;RNA_BIOSYNTHETIC_PROCESS;REGULATION_OF_CELLULAR_METABOLIC_PROCESS;REGULATION_OF_GENE_EXPRESSION;REGULATION_OF_TRANSCRIPTIONDNA_DEPENDENT;TRANSCRIPTION;REGULATION_OF_METABOLIC_PROCESS;REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;REGULATION_OF_RNA_METABOLIC_PROCESS;REGULATION_OF_TRANSCRIPTION. NUCLEAR_HORMONE_RECEPTOR_BINDING;RECEPTOR_BINDING;TRANSCRIPTION_FACTOR_BINDING;THYROID_HORMONE_RECEPTOR_BINDING;HORMONE_RECEPTOR_BINDING. .

0 . NA . . ORGANELLE_PART;NUCLEAR_PART;ORGANELLE_LUMEN;NUCLEAR_LUMEN;NON_MEMBRANE_BOUND_ORGANELLE;NUCLEUS;MEMBRANE_ENCLOSED_LUMEN;INTRACELLULAR_NON_MEMBRANE_BOUND_ORGANELLE;INTRACELLULAR_ORGANELLE_PART;NUCLEOLUSHYDROLASE_ACTIVITY_ACTING_ON_ACID_ANHYDRIDES;RNA_HELICASE_ACTIVITY;ATP_DEPENDENT_HELICASE_ACTIVITY;HELICASE_ACTIVITY;NUCLEOSIDE_TRIPHOSPHATASE_ACTIVITY;ATP_DEPENDENT_RNA_HELICASE_ACTIVITY;ATPASE_ACTIVITY_COUPLED;RNA_DEPENDENT_ATPASE_ACTIVITY;ATPASE_ACTIVITY;PYROPHOSPHATASE_ACTIVITY. .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . PID_AR_PATHWAY

0 . NA . IMMUNE_RESPONSE;IMMUNE_SYSTEM_PROCESSCYTOPLASM;NUCLEUS. . .

0 . NA . . . . . .

0 Cone dystrophy 4NA . SENSORY_PERCEPTION;NEUROLOGICAL_SYSTEM_PROCESS;SYSTEM_PROCESS. . KEGG_PURINE_METABOLISMPID_CONE_PATHWAY

0 . NA . . ORGANELLE_PART;INTERMEDIATE_FILAMENT_CYTOSKELETON;NON_MEMBRANE_BOUND_ORGANELLE;CYTOSKELETAL_PART;CYTOSKELETON;INTERMEDIATE_FILAMENT;INTRACELLULAR_NON_MEMBRANE_BOUND_ORGANELLE;INTRACELLULAR_ORGANELLE_PARTSTRUCTURAL_MOLECULE_ACTIVITY;STRUCTURAL_CONSTITUENT_OF_CYTOSKELETON. .

0 . NA . . . NUCLEAR_HORMONE_RECEPTOR_BINDING;RECEPTOR_BINDING;HORMONE_RECEPTOR_BINDING. .

0 . NA . REGULATION_OF_BIOLOGICAL_QUALITY;DNA_METABOLIC_PROCESS;BIOPOLYMER_CATABOLIC_PROCESS;RESPONSE_TO_VIRUS;MULTI_ORGANISM_PROCESS;CHROMATIN_REMODELING;CELL_DEVELOPMENT;NEGATIVE_REGULATION_OF_APOPTOSIS;ESTABLISHMENT_OF_LOCALIZATION;BIOPOLYMER_METABOLIC_PROCESS;SIGNAL_TRANSDUCTION;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;CELL_STRUCTURE_DISASSEMBLY_DURING_APOPTOSIS;INTRACELLULAR_TRANSPORT;PROGRAMMED_CELL_DEATH;APOPTOTIC_NUCLEAR_CHANGES;CELLULAR_COMPONENT_DISASSEMBLY;ORGANELLE_ORGANIZATION_AND_BIOGENESIS;ESTABLISHMENT_OF_CELLULAR_LOCALIZATION;NUCLEAR_ORGANIZATION_AND_BIOGENESIS;DEFENSE_RESPONSE;NEGATIVE_REGULATION_OF_CELLULAR_PROCESS;REGULATION_OF_DEVELOPMENTAL_PROCESS;CELLULAR_CATABOLIC_PROCESS;IMMUNE_EFFECTOR_PROCESS;MITOCHONDRIAL_MEMBRANE_ORGANIZATION_AND_BIOGENESIS;DEFENSE_RESPONSE_TO_VIRUS;RESPONSE_TO_STRESS;MITOCHONDRION_ORGANIZATION_AND_BIOGENESIS;DNA_CATABOLIC_PROCESS;REGULATION_OF_GENE_EXPRESSION;POSITIVE_REGULATION_OF_DEVELOPMENTAL_PROCESS;IMMUNE_RESPONSE;MEMBRANE_ORGANIZATION_AND_BINUCLEOPLASM;ORGANELLE_PART;GOLGI_MEMBRANE;MITOCHONDRIAL_OUTER_MEMBRANE;MITOCHONDRIAL_PART;INTRINSIC_TO_MEMBRANE;CYTOPLASMIC_PART;MITOCHONDRIAL_MEMBRANE;MEMBRANE_PART;GOLGI_APPARATUS;MEMBRANE;NUCLEAR_PART;CYTOPLASM;ORGANELLE_LUMEN;NUCLEAR_LUMEN;GOLGI_APPARATUS_PART;NUCLEUS;ORGANELLE_MEMBRANE;OUTER_MEMBRANE;ENVELOPE;INTEGRAL_TO_MEMBRANE;ENDOMEMBRANE_SYSTEM;ORGANELLE_OUTER_MEMBRANE;ORGANELLE_ENVELOPE;NUCLEAR_ENVELOPE;MEMBRANE_ENCLOSED_LUMEN;DENDRITE;INTEGRAL_TO_ORGANELLE_MEMBRANE;INTRACELLULAR_ORGANELLE_PART;MITOCHONDRION;MITOCHONDRIAL_ENVELOPE;INTRINSIC_TO_ORGANELLE_MEMBRANE;INTRINSIC_TO_GOLGI_MEMBRANE;MITOCHONDRIAL_MEMBRANE_PARTPROTEIN_HOMODIMERIZATION_ACTIVITY;IDENTICAL_PROTEIN_BINDING;PROTEIN_HETERODIMERIZATION_ACTIVITY;PROTEIN_DIMERIZATION_ACTIVITY. PID_MTOR_4PATHWAY;PID_HIF1_TFPATHWAY

0 {Influenza, severe, susceptibility to}NA . IMMUNE_RESPONSE;IMMUNE_SYSTEM_PROCESSMEMBRANE;PLASMA_MEMBRANE. . .

0 . NA . . . . . .

0 . NA . SYSTEM_DEVELOPMENT;NERVOUS_SYSTEM_DEVELOPMENT;CELL_DEVELOPMENT;BIOPOLYMER_METABOLIC_PROCESS;ANATOMICAL_STRUCTURE_MORPHOGENESIS;GENERATION_OF_NEURONS;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;POST_TRANSLATIONAL_PROTEIN_MODIFICATION;CELLULAR_PROTEIN_METABOLIC_PROCESS;BIOPOLYMER_MODIFICATION;PROTEIN_METABOLIC_PROCESS;ESTABLISHMENT_AND_OR_MAINTENANCE_OF_CELL_POLARITY;ANATOMICAL_STRUCTURE_DEVELOPMENT;NEUROGENESIS;NEURON_DIFFERENTIATION;PROTEIN_MODIFICATION_PROCESS;PROTEIN_AMINO_ACID_PHOSPHORYLATION;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS;PHOSPHORYLATION. NUCLEOTIDE_BINDING;PHOSPHOTRANSFERASE_ACTIVITY_ALCOHOL_GROUP_AS_ACCEPTOR;PURINE_NUCLEOTIDE_BINDING;PROTEIN_KINASE_ACTIVITY;ADENYL_RIBONUCLEOTIDE_BINDING;ADENYL_NUCLEOTIDE_BINDING;KINASE_ACTIVITY;PROTEIN_SERINE_THREONINE_KINASE_ACTIVITY;ION_BINDING;MAGNESIUM_ION_BINDING;TRANSFERASE_ACTIVITY_TRANSFERRING_PHOSPHORUS_CONTAINING_GROUPS;PURINE_RIBONUCLEOTIDE_BINDING;ATP_BINDING. PID_LKB1_PATHWAY

0 . NA . . . . KEGG_OLFACTORY_TRANSDUCTION.



0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 Dystonia 24NA . . . . . .

0 . NA . . . . KEGG_STEROID_HORMONE_BIOSYNTHESIS;KEGG_BIOSYNTHESIS_OF_UNSATURATED_FATTY_ACIDS.

0 {Diabetes mellitus, noninsulin-dependent}NA . ESTABLISHMENT_OF_LOCALIZATION;SIGNAL_TRANSDUCTION;REGULATION_OF_MAPKKK_CASCADE;REGULATION_OF_SIGNAL_TRANSDUCTION;JNK_CASCADE;REGULATION_OF_JNK_CASCADE;PROTEIN_KINASE_CASCADE;TRANSPORT;VESICLE_MEDIATED_TRANSPORT;MAPKKK_CASCADE_GO_0000165;INTRACELLULAR_SIGNALING_CASCADE;STRESS_ACTIVATED_PROTEIN_KINASE_SIGNALING_PATHWAYCYTOPLASMKINASE_BINDING;ENZYME_REGULATOR_ACTIVITY;KINASE_REGULATOR_ACTIVITY;PROTEIN_KINASE_INHIBITOR_ACTIVITY;KINASE_INHIBITOR_ACTIVITY;ENZYME_INHIBITOR_ACTIVITY;PROTEIN_KINASE_REGULATOR_ACTIVITY;CYTOSKELETAL_PROTEIN_BINDING;PROTEIN_KINASE_BINDING;ENZYME_BINDINGKEGG_MAPK_SIGNALING_PATHWAYPID_REELINPATHWAY

0 . NA . . . . . .

0 . NA . . . RNA_BINDING. .

0 . NA . SIGNAL_TRANSDUCTIONCYTOPLASM;CELL_FRACTION;SOLUBLE_FRACTION. KEGG_CHEMOKINE_SIGNALING_PATHWAY;KEGG_ENDOCYTOSISPID_HDAC_CLASSII_PATHWAY;PID_TXA2PATHWAY;PID_CXCR4_PATHWAY;PID_HEDGEHOG_2PATHWAY;PID_IL8CXCR1_PATHWAY

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . MEMBRANE;PLASMA_MEMBRANEPHOSPHOTRANSFERASE_ACTIVITY_PHOSPHATE_GROUP_AS_ACCEPTOR;KINASE_ACTIVITY;NUCLEOTIDE_KINASE_ACTIVITY;TRANSFERASE_ACTIVITY_TRANSFERRING_PHOSPHORUS_CONTAINING_GROUPS;NUCLEOBASENUCLEOSIDENUCLEOTIDE_KINASE_ACTIVITY. .

0 . NA . . . . . .

0 . NA . . . . . .

0 Hemorrhagic destruction of the brain, subependymal calcification, and cataractsNA . . . . KEGG_CELL_ADHESION_MOLECULES_CAMS;KEGG_TIGHT_JUNCTION;KEGG_LEUKOCYTE_TRANSENDOTHELIAL_MIGRATION;KEGG_EPITHELIAL_CELL_SIGNALING_IN_HELICOBACTER_PYLORI_INFECTIONPID_AMB2_NEUTROPHILS_PATHWAY;PID_INTEGRIN2_PATHWAY

0 . NA . RNA_METABOLIC_PROCESS;BIOPOLYMER_METABOLIC_PROCESS;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;TRANSCRIPTION_DNA_DEPENDENT;POSITIVE_REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;RNA_BIOSYNTHETIC_PROCESS;REGULATION_OF_CELLULAR_METABOLIC_PROCESS;REGULATION_OF_GENE_EXPRESSION;POSITIVE_REGULATION_OF_METABOLIC_PROCESS;TRANSCRIPTION;POSITIVE_REGULATION_OF_CELLULAR_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_BIOLOGICAL_PROCESS;REGULATION_OF_METABOLIC_PROCESS;REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_CELLULAR_PROCESS;TRANSCRIPTION_FROM_RNA_POLYMERASE_II_PROMOTER;REGULATION_OF_TRANSCRIPTION;POSITIVE_REGULATION_OF_TRANSCRIPTIONORGANELLE_PART;NUCLEAR_PART;NUCLEUS;INTRACELLULAR_ORGANELLE_PART;MACROMOLECULAR_COMPLEX;PROTEIN_COMPLEXTRANSCRIPTION_ACTIVATOR_ACTIVITY;TRANSCRIPTION_FACTOR_ACTIVITY;DNA_BINDING. .

0 . NA . . . TRANSFERASE_ACTIVITY_TRANSFERRING_HEXOSYL_GROUPS;UDP_GLYCOSYLTRANSFERASE_ACTIVITY;TRANSFERASE_ACTIVITY_TRANSFERRING_GLYCOSYL_GROUPS;ACETYLGALACTOSAMINYLTRANSFERASE_ACTIVITYKEGG_O_GLYCAN_BIOSYNTHESIS.

0 . NA . RNA_METABOLIC_PROCESS;NEGATIVE_REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;NEGATIVE_REGULATION_OF_CELLULAR_METABOLIC_PROCESS;CELL_DEVELOPMENT;BIOPOLYMER_METABOLIC_PROCESS;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;TRANSCRIPTION_DNA_DEPENDENT;PROGRAMMED_CELL_DEATH;NEGATIVE_REGULATION_OF_CELL_CYCLE;REGULATION_OF_GROWTH;NEGATIVE_REGULATION_OF_TRANSCRIPTION_DNA_DEPENDENT;NEGATIVE_REGULATION_OF_CELLULAR_PROCESS;NEGATIVE_REGULATION_OF_GROWTH;RNA_BIOSYNTHETIC_PROCESS;REGULATION_OF_CELLULAR_METABOLIC_PROCESS;REGULATION_OF_GENE_EXPRESSION;GROWTH;CELLULAR_PROTEIN_METABOLIC_PROCESS;REGULATION_OF_TRANSCRIPTIONDNA_DEPENDENT;BIOPOLYMER_MODIFICATION;NEGATIVE_REGULATION_OF_TRANSCRIPTION;NEGATIVE_REGULATION_OF_CELL_PROLIFERATION;PROTEIN_METABOLIC_PROCESS;CELL_PROLIFERATION_GO_0008283;NEGATIVE_REGULATION_OF_RNA_METABOLIC_PROCESS;TRANSCRIPTION;NEGATIVE_REGULATION_OF_METABOLIC_PROCESS;REGULATION_OF_METABOLIC_PROCESS;CELL_CYCLE_ARREST_GO_0007050;CELL_CYCLE_GO_0007049;REGUNUCLEUS . . .

0 . NA . CELL_DEVELOPMENT;BIOPOLYMER_METABOLIC_PROCESS;SIGNAL_TRANSDUCTION;CELL_SURFACE_RECEPTOR_LINKED_SIGNAL_TRANSDUCTION_GO_0007166;PROGRAMMED_CELL_DEATH;DEPHOSPHORYLATION;POST_TRANSLATIONAL_PROTEIN_MODIFICATION;CELLULAR_PROTEIN_METABOLIC_PROCESS;BIOPOLYMER_MODIFICATION;PROTEIN_METABOLIC_PROCESS;PROTEIN_MODIFICATION_PROCESS;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS;G_PROTEIN_COUPLED_RECEPTOR_PROTEIN_SIGNALING_PATHWAY;PROTEIN_AMINO_ACID_DEPHOSPHORYLATION;APOPTOSIS_GOMEMBRANEPROTEIN_TYROSINE_PHOSPHATASE_ACTIVITY;PHOSPHORIC_MONOESTER_HYDROLASE_ACTIVITY;HYDROLASE_ACTIVITY_ACTING_ON_ESTER_BONDS;PHOSPHORIC_ESTER_HYDROLASE_ACTIVITY;PHOSPHOPROTEIN_PHOSPHATASE_ACTIVITYKEGG_ADHERENS_JUNCTION;KEGG_JAK_STAT_SIGNALING_PATHWAY;KEGG_NATURAL_KILLER_CELL_MEDIATED_CYTOTOXICITY;KEGG_T_CELL_RECEPTOR_SIGNALING_PATHWAY;KEGG_B_CELL_RECEPTOR_SIGNALING_PATHWAY;KEGG_LEISHMANIA_INFECTIONPID_BCR_5PATHWAY;PID_IL4_2PATHWAY;PID_TCR_PATHWAY;PID_CD8TCRPATHWAY;PID_CXCR4_PATHWAY;PID_ERBB1_RECEPTOR_PROXIMAL_PATHWAY;PID_AJDISS_2PATHWAY;PID_KITPATHWAY;PID_EPOPATHWAY;PID_VEGFR1_2_PATHWAY

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . ESTABLISHMENT_OF_LOCALIZATION;DI___TRI_VALENT_INORGANIC_CATION_TRANSPORT;METAL_ION_TRANSPORT;TRANSPORT;TRANSITION_METAL_ION_TRANSPORT;CATION_TRANSPORT;ION_TRANSPORTINTRINSIC_TO_PLASMA_MEMBRANE;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANECATION_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;DI___TRI_VALENT_INORGANIC_CATION_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;SUBSTRATE_SPECIFIC_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;SUBSTRATE_SPECIFIC_TRANSPORTER_ACTIVITY;METAL_ION_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;INORGANIC_CATION_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;TRANSMEMBRANE_TRANSPORTER_ACTIVITY;TRANSITION_METAL_ION_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;ION_TRANSMEMBRANE_TRANSPORTER_ACTIVITYKEGG_LYSOSOMEPID_HIF2PATHWAY

0 Cognitive impairment with or without cerebellar ataxia;Epileptic encephalopathy, early infantile, 13NA . SYSTEM_DEVELOPMENT;NERVOUS_SYSTEM_DEVELOPMENT;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;ANATOMICAL_STRUCTURE_DEVELOPMENTINTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;INTEGRAL_TO_MEMBRANE. . .

0 . NA . MACROMOLECULAR_COMPLEX_ASSEMBLY;BIOSYNTHETIC_PROCESS;TRANSLATIONAL_INITIATION;REGULATION_OF_TRANSLATIONAL_INITIATION;REGULATION_OF_TRANSLATION;REGULATION_OF_PROTEIN_METABOLIC_PROCESS;CELLULAR_BIOSYNTHETIC_PROCESS;REGULATION_OF_CELLULAR_COMPONENT_ORGANIZATION_AND_BIOGENESIS;RIBONUCLEOPROTEIN_COMPLEX_BIOGENESIS_AND_ASSEMBLY;REGULATION_OF_CELLULAR_METABOLIC_PROCESS;REGULATION_OF_GENE_EXPRESSION;PROTEIN_RNA_COMPLEX_ASSEMBLY;CELLULAR_COMPONENT_ASSEMBLY;CELLULAR_PROTEIN_METABOLIC_PROCESS;MACROMOLECULE_BIOSYNTHETIC_PROCESS;PROTEIN_METABOLIC_PROCESS;REGULATION_OF_METABOLIC_PROCESS;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS;TRANSLATION;REGULATION_OF_CELLULAR_PROTEIN_METABOLIC_PROCESSCYTOPLASMIC_PART;CYTOPLASM;MACROMOLECULAR_COMPLEX;PROTEIN_COMPLEXTRANSLATION_REGULATOR_ACTIVITY;RNA_BINDING;TRANSLATION_FACTOR_ACTIVITY_NUCLEIC_ACID_BINDING;TRANSLATION_INITIATION_FACTOR_ACTIVITYKEGG_MTOR_SIGNALING_PATHWAYPID_MTOR_4PATHWAY

0 . NA . RNA_METABOLIC_PROCESS;BIOPOLYMER_METABOLIC_PROCESS;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;TRANSCRIPTION_DNA_DEPENDENT;RNA_BIOSYNTHETIC_PROCESS;REGULATION_OF_TRANSCRIPTION_FROM_RNA_POLYMERASE_II_PROMOTER;REGULATION_OF_CELLULAR_METABOLIC_PROCESS;REGULATION_OF_GENE_EXPRESSION;REGULATION_OF_TRANSCRIPTIONDNA_DEPENDENT;TRANSCRIPTION;REGULATION_OF_METABOLIC_PROCESS;REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;REGULATION_OF_RNA_METABOLIC_PROCESS;TRANSCRIPTION_FROM_RNA_POLYMERASE_II_PROMOTER;REGULATION_OF_TRANSCRIPTION. TRANSCRIPTION_FACTOR_ACTIVITY;DNA_BINDING. .

0 . NA . NEGATIVE_REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;NEGATIVE_REGULATION_OF_CELLULAR_METABOLIC_PROCESS;DETECTION_OF_ABIOTIC_STIMULUS;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;ANATOMICAL_STRUCTURE_MORPHOGENESIS;INTERPHASE;CELL_CYCLE_PROCESS;NEGATIVE_REGULATION_OF_CELLULAR_PROCESS;DETECTION_OF_STIMULUS;CELL_CYCLE_PHASE;RHYTHMIC_PROCESS;S_PHASE;REGULATION_OF_CELLULAR_METABOLIC_PROCESS;CIRCADIAN_RHYTHM;REGULATION_OF_GENE_EXPRESSION;MORPHOGENESIS_OF_AN_EPITHELIUM;RESPONSE_TO_ABIOTIC_STIMULUS;NEGATIVE_REGULATION_OF_TRANSCRIPTION;CELL_PROLIFERATION_GO_0008283;ANATOMICAL_STRUCTURE_DEVELOPMENT;TRANSCRIPTION;NEGATIVE_REGULATION_OF_METABOLIC_PROCESS;REGULATION_OF_METABOLIC_PROCESS;CELL_CYCLE_GO_0007049;REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;NEGATIVE_REGULATION_OF_BIOLOGICAL_PROCESS;REGULATION_OF_TRANSCRIPTION;REGULATION_OF_CELL_CYCLE;REGULATION_OF_CELL_PROLIFERATIONORGANELLE_PART;CHROMATIN;NUCLEAR_CHROMOSOME;NUCLEAR_PART;NON_MEMBRANE_BOUND_ORGANELLE;NUCLEUS;NUCLEAR_CHROMATIN;INTRACELLULAR_NON_MEMBRANE_BOUND_ORGANELLE;INTRACELLULAR_ORGANELLE_PART;CHROMOSOMAL_PART;CHROMOSOME;NUCLEAR_CHROMOSOME_PARTPROTEIN_HETERODIMERIZATION_ACTIVITY;PROTEIN_DIMERIZATION_ACTIVITY. PID_ATR_PATHWAY;PID_CIRCADIANPATHWAY

0 Deafness, autosomal dominant 48NA . SENSORY_PERCEPTION;NEUROLOGICAL_SYSTEM_PROCESS;VESICLE_LOCALIZATION;CELLULAR_LOCALIZATION;ORGANELLE_LOCALIZATION;SYSTEM_PROCESSORGANELLE_PART;BRUSH_BORDER;CYTOPLASMIC_PART;MEMBRANE_PART;MEMBRANE;CYTOPLASM;NON_MEMBRANE_BOUND_ORGANELLE;CYTOSKELETAL_PART;CYTOSKELETON;CELL_CORTEX_PART;CELL_CORTEX;CELL_PROJECTION;ACTIN_FILAMENT;ACTIN_CYTOSKELETON;INTRACELLULAR_NON_MEMBRANE_BOUND_ORGANELLE;INTRACELLULAR_ORGANELLE_PART;MACROMOLECULAR_COMPLEX;CORTICAL_CYTOSKELETON;PROTEIN_COMPLEX;CORTICAL_ACTIN_CYTOSKELETON;MICROVILLUS;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANE. . .

0 . NA . LIPID_METABOLIC_PROCESS;CELL_PROLIFERATION_GO_0008283INTRINSIC_TO_PLASMA_MEMBRANE;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;CELL_FRACTION;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;MEMBRANE_FRACTION;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANECATION_BINDING;CALCIUM_ION_BINDING;LIPOPROTEIN_BINDING;SUBSTRATE_SPECIFIC_TRANSPORTER_ACTIVITY;ION_BINDING;RECEPTOR_ACTIVITY;LIPID_TRANSPORTER_ACTIVITYKEGG_ALZHEIMERS_DISEASEPID_AMB2_NEUTROPHILS_PATHWAY;PID_UPA_UPAR_PATHWAY;PID_PDGFRBPATHWAY

0 . NA . . . . . .

0 . NA . RNA_METABOLIC_PROCESS;BIOPOLYMER_METABOLIC_PROCESS;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;TRANSCRIPTION_DNA_DEPENDENT;RNA_BIOSYNTHETIC_PROCESS;VIRAL_REPRODUCTION;REGULATION_OF_TRANSCRIPTION_FROM_RNA_POLYMERASE_II_PROMOTER;REGULATION_OF_CELLULAR_METABOLIC_PROCESS;REGULATION_OF_GENE_EXPRESSION;REGULATION_OF_TRANSCRIPTIONDNA_DEPENDENT;TRANSCRIPTION;REGULATION_OF_METABOLIC_PROCESS;REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;REGULATION_OF_RNA_METABOLIC_PROCESS;TRANSCRIPTION_FROM_RNA_POLYMERASE_II_PROMOTER;REGULATION_OF_TRANSCRIPTIONCYTOPLASM;NUCLEUSRNA_POLYMERASE_II_TRANSCRIPTION_FACTOR_ACTIVITY;TRANSCRIPTION_COACTIVATOR_ACTIVITY;TRANSCRIPTION_ACTIVATOR_ACTIVITY;TRANSCRIPTION_FACTOR_BINDING;TRANSCRIPTION_COFACTOR_ACTIVITY. .

0 . NA . RNA_METABOLIC_PROCESS;BIOPOLYMER_METABOLIC_PROCESS;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;TRANSCRIPTION_DNA_DEPENDENT;RNA_BIOSYNTHETIC_PROCESS;REGULATION_OF_CELLULAR_METABOLIC_PROCESS;REGULATION_OF_GENE_EXPRESSION;REGULATION_OF_TRANSCRIPTIONDNA_DEPENDENT;TRANSCRIPTION;REGULATION_OF_METABOLIC_PROCESS;REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;REGULATION_OF_RNA_METABOLIC_PROCESS;REGULATION_OF_TRANSCRIPTIONNUCLEOPLASM;ORGANELLE_PART;NUCLEAR_PART;ORGANELLE_LUMEN;NUCLEAR_LUMEN;NUCLEUS;MEMBRANE_ENCLOSED_LUMEN;NUCLEOPLASM_PART;INTRACELLULAR_ORGANELLE_PART;MACROMOLECULAR_COMPLEX;TRANSCRIPTION_FACTOR_COMPLEX;PROTEIN_COMPLEXTRANSCRIPTION_FACTOR_ACTIVITY;DNA_BINDINGKEGG_ANTIGEN_PROCESSING_AND_PRESENTATIONPID_P53DOWNSTREAMPATHWAY;PID_MYC_REPRESSPATHWAY

0 . NA . . . . . .

0 . NA . MACROMOLECULAR_COMPLEX_ASSEMBLY;ORGANELLE_ORGANIZATION_AND_BIOGENESIS;ACTIN_FILAMENT_BASED_PROCESS;PROTEIN_POLYMERIZATION;ACTIN_POLYMERIZATION_AND_OR_DEPOLYMERIZATION;CELLULAR_COMPONENT_ASSEMBLY;ACTIN_FILAMENT_POLYMERIZATION;ACTIN_CYTOSKELETON_ORGANIZATION_AND_BIOGENESIS;CELLULAR_PROTEIN_METABOLIC_PROCESS;PROTEIN_COMPLEX_ASSEMBLY;PROTEIN_METABOLIC_PROCESS;CYTOSKELETON_ORGANIZATION_AND_BIOGENESIS;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS. . KEGG_ADHERENS_JUNCTION;KEGG_FC_GAMMA_R_MEDIATED_PHAGOCYTOSIS.

0 . NA . . . . . .

0 . NA . . . . KEGG_AMINOACYL_TRNA_BIOSYNTHESIS.

0 . NA . POSITIVE_REGULATION_OF_TRANSLATION;BIOSYNTHETIC_PROCESS;REGULATION_OF_TRANSLATION;REGULATION_OF_PROTEIN_METABOLIC_PROCESS;CELLULAR_BIOSYNTHETIC_PROCESS;POSITIVE_REGULATION_OF_CELLULAR_PROTEIN_METABOLIC_PROCESS;REGULATION_OF_CELLULAR_METABOLIC_PROCESS;REGULATION_OF_GENE_EXPRESSION;POSITIVE_REGULATION_OF_METABOLIC_PROCESS;CELLULAR_PROTEIN_METABOLIC_PROCESS;MACROMOLECULE_BIOSYNTHETIC_PROCESS;PROTEIN_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_CELLULAR_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_BIOLOGICAL_PROCESS;REGULATION_OF_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_PROTEIN_METABOLIC_PROCESS;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_CELLULAR_PROCESS;TRANSLATION;REGULATION_OF_CELLULAR_PROTEIN_METABOLIC_PROCESS. TRANSLATION_REGULATOR_ACTIVITY. .

0 . NA . . . . . .

0 . NA . . . . KEGG_WNT_SIGNALING_PATHWAYPID_WNT_NONCANONICAL_PATHWAY

0 Bleeding disorder, platelet-type, 15NA . FOCAL_ADHESION_FORMATION;NEGATIVE_REGULATION_OF_CELLULAR_PROCESS;CELL_SUBSTRATE_ADHESION;CELL_MATRIX_ADHESION;NEGATIVE_REGULATION_OF_BIOLOGICAL_PROCESSADHERENS_JUNCTION;CELL_JUNCTION;MEMBRANE_PART;MEMBRANE;CELL_SUBSTRATE_ADHERENS_JUNCTION;CELL_MATRIX_JUNCTION;CELL_PROJECTION;BASOLATERAL_PLASMA_MEMBRANE;FOCAL_ADHESION;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANEINTEGRIN_BINDING;PROTEIN_COMPLEX_BINDING;RECEPTOR_BINDING;CYTOSKELETAL_PROTEIN_BINDINGKEGG_FOCAL_ADHESION;KEGG_ADHERENS_JUNCTION;KEGG_TIGHT_JUNCTION;KEGG_LEUKOCYTE_TRANSENDOTHELIAL_MIGRATION;KEGG_REGULATION_OF_ACTIN_CYTOSKELETON;KEGG_SYSTEMIC_LUPUS_ERYTHEMATOSUS;KEGG_ARRHYTHMOGENIC_RIGHT_VENTRICULAR_CARDIOMYOPATHY_ARVCPID_ILK_PATHWAY;PID_SYNDECAN_4_PATHWAY;PID_ECADHERIN_STABILIZATION_PATHWAY;PID_FAK_PATHWAY

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . CELL_PROLIFERATION_GO_0008283CYTOPLASMCATION_BINDING;ZINC_ION_BINDING;ION_BINDING;TRANSITION_METAL_ION_BINDING. .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . NUCLEOPLASM;ORGANELLE_PART;NUCLEAR_PART;CYTOPLASM;ORGANELLE_LUMEN;NUCLEAR_LUMEN;NUCLEUS;MEMBRANE_ENCLOSED_LUMEN;INTRACELLULAR_ORGANELLE_PART. . PID_ATM_PATHWAY

0 . NA . . . PHOSPHOTRANSFERASE_ACTIVITY_ALCOHOL_GROUP_AS_ACCEPTOR;KINASE_ACTIVITY;CARBOHYDRATE_KINASE_ACTIVITY;TRANSFERASE_ACTIVITY_TRANSFERRING_PHOSPHORUS_CONTAINING_GROUPSKEGG_GALACTOSE_METABOLISM;KEGG_AMINO_SUGAR_AND_NUCLEOTIDE_SUGAR_METABOLISM.



0 Amelogenesis imperfecta, hypomaturation type, IIA3NA . . . . . .

0 . NA . . . . . .

0 . NA . . INTRINSIC_TO_PLASMA_MEMBRANE;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANE. KEGG_CELL_ADHESION_MOLECULES_CAMS.

0 . NA . POSITIVE_REGULATION_OF_TRANSLATION;POSITIVE_REGULATION_OF_CELL_PROLIFERATION;CELL_ACTIVATION;T_CELL_PROLIFERATION;POSITIVE_REGULATION_OF_IMMUNE_SYSTEM_PROCESS;BIOSYNTHETIC_PROCESS;POSITIVE_REGULATION_OF_CYTOKINE_BIOSYNTHETIC_PROCESS;REGULATION_OF_INTERFERON_GAMMA_BIOSYNTHETIC_PROCESS;CYTOKINE_METABOLIC_PROCESS;REGULATION_OF_TRANSLATION;REGULATION_OF_PROTEIN_METABOLIC_PROCESS;REGULATION_OF_T_CELL_ACTIVATION;CYTOKINE_PRODUCTION;CELLULAR_BIOSYNTHETIC_PROCESS;POSITIVE_REGULATION_OF_MULTICELLULAR_ORGANISMAL_PROCESS;POSITIVE_REGULATION_OF_T_CELL_PROLIFERATION;POSITIVE_REGULATION_OF_CELLULAR_PROTEIN_METABOLIC_PROCESS;LEUKOCYTE_ACTIVATION;REGULATION_OF_CELLULAR_METABOLIC_PROCESS;REGULATION_OF_GENE_EXPRESSION;POSITIVE_REGULATION_OF_METABOLIC_PROCESS;CELLULAR_PROTEIN_METABOLIC_PROCESS;MACROMOLECULE_BIOSYNTHETIC_PROCESS;POSITIVE_REGULATION_OF_T_CELL_ACTIVATION;POSITIVE_REGULATION_OF_LYMPHOCYTE_ACTIVATION;PROTEIN_METABOLIC_PROCESS;CELL_PROLIFERATION_GO_0008283;IMMUNE_SYSTEM_PROCESS;REGULATION_OF_T_CELL_PROLIFERATION;T_CE. . KEGG_CELL_ADHESION_MOLECULES_CAMS.

0 . NA . SYSTEM_DEVELOPMENT;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;ANATOMICAL_STRUCTURE_DEVELOPMENT;HEART_DEVELOPMENT;ORGAN_DEVELOPMENTNUCLEUS . . .

0 . NA . . . . . .

0 . NA . ENZYME_LINKED_RECEPTOR_PROTEIN_SIGNALING_PATHWAY;SIGNAL_TRANSDUCTION;CELL_SURFACE_RECEPTOR_LINKED_SIGNAL_TRANSDUCTION_GO_0007166;TRANSMEMBRANE_RECEPTOR_PROTEIN_TYROSINE_KINASE_SIGNALING_PATHWAYINTRINSIC_TO_PLASMA_MEMBRANE;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANEGROWTH_FACTOR_BINDINGKEGG_NEUROTROPHIN_SIGNALING_PATHWAYPID_SHP2_PATHWAY;PID_TRKRPATHWAY

0 Acrocallosal syndrome | Joubert syndrome 12;Hydrolethalus syndrome 2NA . . . . . .

0 . NA . BIOPOLYMER_METABOLIC_PROCESS;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;POST_TRANSLATIONAL_PROTEIN_MODIFICATION;CELLULAR_PROTEIN_METABOLIC_PROCESS;BIOPOLYMER_MODIFICATION;PROTEIN_METABOLIC_PROCESS;CELL_PROLIFERATION_GO_0008283;PROTEIN_MODIFICATION_PROCESS;PROTEIN_AMINO_ACID_PHOSPHORYLATION;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS;PHOSPHORYLATION. . KEGG_AXON_GUIDANCEPID_IL4_2PATHWAY;PID_ANGIOPOIETINRECEPTOR_PATHWAY;PID_VEGFR1_2_PATHWAY

0 . NA . REGULATION_OF_DNA_BINDING;CELL_ACTIVATION;REGULATION_OF_MOLECULAR_FUNCTION;SIGNAL_TRANSDUCTION;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_BINDING;I_KAPPAB_KINASE_NF_KAPPAB_CASCADE;ACTIVATION_OF_NF_KAPPAB_TRANSCRIPTION_FACTOR;REGULATION_OF_TRANSCRIPTION_FACTOR_ACTIVITY;LEUKOCYTE_ACTIVATION;REGULATION_OF_CELLULAR_METABOLIC_PROCESS;REGULATION_OF_GENE_EXPRESSION;POSITIVE_REGULATION_OF_TRANSCRIPTION_FACTOR_ACTIVITY;PROTEIN_KINASE_CASCADE;IMMUNE_SYSTEM_PROCESS;T_CELL_ACTIVATION;TRANSCRIPTION;REGULATION_OF_METABOLIC_PROCESS;REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;LYMPHOCYTE_ACTIVATION;POSITIVE_REGULATION_OF_DNA_BINDING;INTRACELLULAR_SIGNALING_CASCADE;REGULATION_OF_TRANSCRIPTION;REGULATION_OF_BINDINGCYTOPLASM. . .

0 Nephronophthisis 7NA . NEGATIVE_REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;NEGATIVE_REGULATION_OF_CELLULAR_METABOLIC_PROCESS;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;NEGATIVE_REGULATION_OF_CELLULAR_PROCESS;REGULATION_OF_CELLULAR_METABOLIC_PROCESS;REGULATION_OF_GENE_EXPRESSION;POSITIVE_REGULATION_OF_METABOLIC_PROCESS;NEGATIVE_REGULATION_OF_TRANSCRIPTION;TRANSCRIPTION;POSITIVE_REGULATION_OF_CELLULAR_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_BIOLOGICAL_PROCESS;NEGATIVE_REGULATION_OF_METABOLIC_PROCESS;REGULATION_OF_METABOLIC_PROCESS;REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_CELLULAR_PROCESS;NEGATIVE_REGULATION_OF_BIOLOGICAL_PROCESS;REGULATION_OF_TRANSCRIPTION;POSITIVE_REGULATION_OF_TRANSCRIPTIONNUCLEOPLASM;ORGANELLE_PART;NUCLEAR_PART;ORGANELLE_LUMEN;NUCLEAR_LUMEN;NUCLEUS;NUCLEAR_BODY;MEMBRANE_ENCLOSED_LUMEN;NUCLEOPLASM_PART;INTRACELLULAR_ORGANELLE_PART;NUCLEAR_SPECKTRANSCRIPTION_ACTIVATOR_ACTIVITY. .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . PID_AURORA_B_PATHWAY

0 . NA . . . . KEGG_LYSINE_DEGRADATION.

0 . NA . NUCLEOBASENUCLEOSIDE_AND_NUCLEOTIDE_METABOLIC_PROCESS;REGULATION_OF_MOLECULAR_FUNCTION;SIGNAL_TRANSDUCTION;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;CELL_SURFACE_RECEPTOR_LINKED_SIGNAL_TRANSDUCTION_GO_0007166;CYCLIC_NUCLEOTIDE_METABOLIC_PROCESS;BIOSYNTHETIC_PROCESS;POSITIVE_REGULATION_OF_CATALYTIC_ACTIVITY;CELLULAR_BIOSYNTHETIC_PROCESS;G_PROTEIN_SIGNALING_COUPLED_TO_CAMP_NUCLEOTIDE_SECOND_MESSENGER;G_PROTEIN_SIGNALING_ADENYLATE_CYCLASE_ACTIVATING_PATHWAY;REGULATION_OF_CATALYTIC_ACTIVITY;NUCLEOTIDE_BIOSYNTHETIC_PROCESS;SECOND_MESSENGER_MEDIATED_SIGNALING;G_PROTEIN_SIGNALING_COUPLED_TO_CYCLIC_NUCLEOTIDE_SECOND_MESSENGER;NUCLEOTIDE_METABOLIC_PROCESS;G_PROTEIN_COUPLED_RECEPTOR_PROTEIN_SIGNALING_PATHWAY;ADENYLATE_CYCLASE_ACTIVATION;CYCLIC_NUCLEOTIDE_MEDIATED_SIGNALING;INTRACELLULAR_SIGNALING_CASCADE;CAMP_MEDIATED_SIGNALINGINTRINSIC_TO_PLASMA_MEMBRANE;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANEPHOSPHORUS_OXYGEN_LYASE_ACTIVITY;LYASE_ACTIVITY;CYCLASE_ACTIVITYKEGG_PURINE_METABOLISM;KEGG_CALCIUM_SIGNALING_PATHWAY;KEGG_CHEMOKINE_SIGNALING_PATHWAY;KEGG_OOCYTE_MEIOSIS;KEGG_VASCULAR_SMOOTH_MUSCLE_CONTRACTION;KEGG_GAP_JUNCTION;KEGG_GNRH_SIGNALING_PATHWAY;KEGG_PROGESTERONE_MEDIATED_OOCYTE_MATURATION;KEGG_MELANOGENESIS;KEGG_DILATED_CARDIOMYOPATHYPID_ENDOTHELINPATHWAY;PID_LYSOPHOSPHOLIPID_PATHWAY;PID_LPA4_PATHWAY;PID_BETACATENIN_NUC_PATHWAY

0 . NA . HOMOPHILIC_CELL_ADHESION;CELL_CELL_ADHESIONMEMBRANE;CELL_FRACTION;MEMBRANE_FRACTION;PLASMA_MEMBRANE. KEGG_CELL_ADHESION_MOLECULES_CAMS;KEGG_LEUKOCYTE_TRANSENDOTHELIAL_MIGRATIONPID_VEGFR1_2_PATHWAY;PID_S1P_S1P2_PATHWAY

0 . NA . . . . . .

0 . NA . ESTABLISHMENT_OF_LOCALIZATION;MACROMOLECULAR_COMPLEX_ASSEMBLY;CARBOXYLIC_ACID_METABOLIC_PROCESS;AMINO_ACID_METABOLIC_PROCESS;ORGANIC_ACID_METABOLIC_PROCESS;NITROGEN_COMPOUND_METABOLIC_PROCESS;CELLULAR_COMPONENT_ASSEMBLY;AMINO_ACID_AND_DERIVATIVE_METABOLIC_PROCESS;TRANSPORT;PROTEIN_COMPLEX_ASSEMBLY;PROTEIN_METABOLIC_PROCESS;AMINE_METABOLIC_PROCESSINTRINSIC_TO_PLASMA_MEMBRANE;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANEACTIVE_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;AMINO_ACID_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;SUBSTRATE_SPECIFIC_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;AMINE_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;SUBSTRATE_SPECIFIC_TRANSPORTER_ACTIVITY;ORGANIC_ACID_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;CARBOXYLIC_ACID_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;TRANSMEMBRANE_TRANSPORTER_ACTIVITY. .

0 Brittle cornea syndromeNA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . ESTABLISHMENT_OF_LOCALIZATION;METAL_ION_TRANSPORT;TRANSPORT;CATION_TRANSPORT;MONOVALENT_INORGANIC_CATION_TRANSPORT;POTASSIUM_ION_TRANSPORT;ION_TRANSPORT. AUXILIARY_TRANSPORT_PROTEIN_ACTIVITY;POTASSIUM_CHANNEL_REGULATOR_ACTIVITY;CHANNEL_REGULATOR_ACTIVITY. .

0 . NA . CYTOKINESIS;ESTABLISHMENT_OF_LOCALIZATION;INTRACELLULAR_TRANSPORT;ORGANELLE_ORGANIZATION_AND_BIOGENESIS;ESTABLISHMENT_OF_CELLULAR_LOCALIZATION;ACTIN_FILAMENT_BASED_PROCESS;CELL_CYCLE_PROCESS;CELL_DIVISION;TRANSPORT;CELLULAR_LOCALIZATION;CELL_CYCLE_GO_0007049;ACTIN_FILAMENT_BASED_MOVEMENT;CYTOSKELETON_ORGANIZATION_AND_BIOGENESIS;CYTOSKELETON_DEPENDENT_INTRACELLULAR_TRANSPORTORGANELLE_PART;CYTOPLASMIC_PART;CYTOPLASM;NON_MEMBRANE_BOUND_ORGANELLE;CYTOSKELETAL_PART;CYTOSKELETON;CELL_CORTEX;ACTIN_CYTOSKELETON;INTRACELLULAR_NON_MEMBRANE_BOUND_ORGANELLE;INTRACELLULAR_ORGANELLE_PARTHYDROLASE_ACTIVITY_ACTING_ON_ACID_ANHYDRIDES;NUCLEOTIDE_BINDING;PURINE_NUCLEOTIDE_BINDING;ADENYL_RIBONUCLEOTIDE_BINDING;ADENYL_NUCLEOTIDE_BINDING;ADP_BINDING;NUCLEOSIDE_TRIPHOSPHATASE_ACTIVITY;ATPASE_ACTIVITY_COUPLED;ACTIN_BINDING;ACTIN_FILAMENT_BINDING;CYTOSKELETAL_PROTEIN_BINDING;MOTOR_ACTIVITY;ATPASE_ACTIVITY;PURINE_RIBONUCLEOTIDE_BINDING;PYROPHOSPHATASE_ACTIVITYKEGG_TIGHT_JUNCTION;KEGG_REGULATION_OF_ACTIN_CYTOSKELETON;KEGG_VIRAL_MYOCARDITIS.

0 Leukemia, juvenile myelomonocytic;Melanoma, desmoplastic neurotrophic (2);Neurofibromatosis, familial spinal;Neurofibromatosis, type 1;Neurofibromatosis-Noonan syndrome;Watson syndromeNA . REGULATION_OF_BIOLOGICAL_QUALITY;MUSCLE_DEVELOPMENT;NUCLEAR_IMPORT;REGULATION_OF_HYDROLASE_ACTIVITY;SYSTEM_DEVELOPMENT;ESTABLISHMENT_OF_PROTEIN_LOCALIZATION;NERVOUS_SYSTEM_DEVELOPMENT;CELL_DEVELOPMENT;ESTABLISHMENT_OF_LOCALIZATION;REGULATION_OF_KINASE_ACTIVITY;REGULATION_OF_PROTEIN_KINASE_ACTIVITY;NEGATIVE_REGULATION_OF_TRANSPORT;REGULATION_OF_MOLECULAR_FUNCTION;SIGNAL_TRANSDUCTION;CELL_SURFACE_RECEPTOR_LINKED_SIGNAL_TRANSDUCTION_GO_0007166;REGULATION_OF_CELL_MIGRATION;REGULATION_OF_TRANSFERASE_ACTIVITY;INTRACELLULAR_TRANSPORT;INTRACELLULAR_PROTEIN_TRANSPORT;PROGRAMMED_CELL_DEATH;POSITIVE_REGULATION_OF_CATALYTIC_ACTIVITY;ORGANELLE_ORGANIZATION_AND_BIOGENESIS;ESTABLISHMENT_OF_CELLULAR_LOCALIZATION;SKELETAL_DEVELOPMENT;NUCLEAR_TRANSPORT;ANATOMICAL_STRUCTURE_MORPHOGENESIS;RESPONSE_TO_LIGHT_STIMULUS;PROTEIN_TARGETING;REGULATION_OF_MAPKKK_CASCADE;PROTEIN_IMPORT;TISSUE_DEVELOPMENT;ACTIN_FILAMENT_BASED_PROCESS;BEHAVIOR;REGULATION_OF_SIGNAL_TRANSDUCTION;NEGATIVE_REGULATION_OF_CELLULAR_PROCESS;REGULATION_OF_CELL_ADHESAXON;CYTOPLASM;NUCLEUS;CELL_PROJECTION;DENDRITE;NEURON_PROJECTIONRAS_GTPASE_ACTIVATOR_ACTIVITY;GTPASE_REGULATOR_ACTIVITY;ENZYME_ACTIVATOR_ACTIVITY;SMALL_GTPASE_REGULATOR_ACTIVITY;ENZYME_REGULATOR_ACTIVITY;GTPASE_ACTIVATOR_ACTIVITYKEGG_MAPK_SIGNALING_PATHWAYPID_HNF3BPATHWAY;PID_ATF2_PATHWAY;PID_SYNDECAN_2_PATHWAY;PID_RAS_PATHWAY

0 . NA . . . . . .

0 . NA . PROTEIN_AUTOPROCESSING;BIOPOLYMER_METABOLIC_PROCESS;PROTEIN_AMINO_ACID_AUTOPHOSPHORYLATION;POST_TRANSLATIONAL_PROTEIN_MODIFICATION;CELLULAR_PROTEIN_METABOLIC_PROCESS;BIOPOLYMER_MODIFICATION;PROTEIN_PROCESSING;PROTEIN_METABOLIC_PROCESS;PROTEIN_MODIFICATION_PROCESS;PROTEIN_AMINO_ACID_PHOSPHORYLATION;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS;PHOSPHORYLATIONNUCLEUS . . .

0 . NA . JAK_STAT_CASCADE;SIGNAL_TRANSDUCTION;PROTEIN_KINASE_CASCADE;INTRACELLULAR_SIGNALING_CASCADE. TRANSCRIPTION_FACTOR_ACTIVITY;DNA_BINDINGKEGG_ERBB_SIGNALING_PATHWAY;KEGG_JAK_STAT_SIGNALING_PATHWAY;KEGG_PATHWAYS_IN_CANCER;KEGG_CHRONIC_MYELOID_LEUKEMIA;KEGG_ACUTE_MYELOID_LEUKEMIAPID_ERBB4_PATHWAY;PID_GMCSF_PATHWAY;PID_IL4_2PATHWAY;PID_IL27PATHWAY;PID_CD40_PATHWAY;PID_PTP1BPATHWAY;PID_IL12_2PATHWAY;PID_TCPTP_PATHWAY;PID_ANGIOPOIETINRECEPTOR_PATHWAY;PID_REG_GR_PATHWAY;PID_IL2_1PATHWAY;PID_CXCR4_PATHWAY;PID_IL5_PATHWAY;PID_IL3_PATHWAY;PID_PDGFRBPATHWAY;PID_IL23PATHWAY;PID_ERA_GENOMIC_PATHWAY;PID_KITPATHWAY;PID_EPOPATHWAY;PID_IL2_STAT5PATHWAY;PID_PI3KPLCTRKPATHWAY;PID_RAC1_PATHWAY

0 . NA . DEFENSE_RESPONSE;GENERATION_OF_PRECURSOR_METABOLITES_AND_ENERGY;NITROGEN_COMPOUND_METABOLIC_PROCESS;ELECTRON_TRANSPORT_GO_0006118;INFLAMMATORY_RESPONSE;RESPONSE_TO_STRESS;RESPONSE_TO_EXTERNAL_STIMULUS;AMINE_METABOLIC_PROCESS;RESPONSE_TO_WOUNDINGCELL_SURFACE;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;INTEGRAL_TO_MEMBRANE;PLASMA_MEMBRANECOPPER_ION_BINDING;CATION_BINDING;PROTEIN_HOMODIMERIZATION_ACTIVITY;IDENTICAL_PROTEIN_BINDING;OXIDOREDUCTASE_ACTIVITY;COFACTOR_BINDING;ION_BINDING;PROTEIN_DIMERIZATION_ACTIVITY;TRANSITION_METAL_ION_BINDINGKEGG_GLYCINE_SERINE_AND_THREONINE_METABOLISM;KEGG_TYROSINE_METABOLISM;KEGG_PHENYLALANINE_METABOLISM;KEGG_BETA_ALANINE_METABOLISM.

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . ORGANELLE_PART;NON_MEMBRANE_BOUND_ORGANELLE;CYTOSKELETAL_PART;CYTOSKELETON;MYOSIN_COMPLEX;ACTIN_CYTOSKELETON;INTRACELLULAR_NON_MEMBRANE_BOUND_ORGANELLE;INTRACELLULAR_ORGANELLE_PART;MACROMOLECULAR_COMPLEX;PROTEIN_COMPLEX. . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . KEGG_OTHER_GLYCAN_DEGRADATION.

0 . NA . . . . . .

0 . NA . REGULATION_OF_KINASE_ACTIVITY;REGULATION_OF_PROTEIN_KINASE_ACTIVITY;REGULATION_OF_MOLECULAR_FUNCTION;SIGNAL_TRANSDUCTION;REGULATION_OF_TRANSFERASE_ACTIVITY;JNK_CASCADE;PROTEIN_KINASE_CASCADE;REGULATION_OF_MAP_KINASE_ACTIVITY;REGULATION_OF_CATALYTIC_ACTIVITY;NEGATIVE_REGULATION_OF_MAP_KINASE_ACTIVITY;INACTIVATION_OF_MAPK_ACTIVITY;MAPKKK_CASCADE_GO_0000165;CELL_CYCLE_GO_0007049;NEGATIVE_REGULATION_OF_TRANSFERASE_ACTIVITY;NEGATIVE_REGULATION_OF_CATALYTIC_ACTIVITY;INTRACELLULAR_SIGNALING_CASCADE;STRESS_ACTIVATED_PROTEIN_KINASE_SIGNALING_PATHWAY. GTPASE_REGULATOR_ACTIVITY;ENZYME_REGULATOR_ACTIVITY;ENZYME_INHIBITOR_ACTIVITY. .

0 Fascioscapulohumeral muscular dystrophy 2, digenicNA . . . . . .

0 . NA . DNA_METABOLIC_PROCESS;BIOPOLYMER_CATABOLIC_PROCESS;REGULATION_OF_TRANSFORMING_GROWTH_FACTOR_BETA_RECEPTOR_SIGNALING_PATHWAY;LIPID_CATABOLIC_PROCESS;NEGATIVE_REGULATION_OF_MULTICELLULAR_ORGANISMAL_PROCESS;REGULATION_OF_SECRETION;ESTABLISHMENT_OF_PROTEIN_LOCALIZATION;ENZYME_LINKED_RECEPTOR_PROTEIN_SIGNALING_PATHWAY;CELL_DEVELOPMENT;NEGATIVE_REGULATION_OF_APOPTOSIS;ESTABLISHMENT_OF_LOCALIZATION;BIOPOLYMER_METABOLIC_PROCESS;REGULATION_OF_CYTOKINE_SECRETION;REGULATION_OF_LIPID_METABOLIC_PROCESS;SIGNAL_TRANSDUCTION;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;RESPONSE_TO_ENDOGENOUS_STIMULUS;SECRETION_BY_CELL;CELL_SURFACE_RECEPTOR_LINKED_SIGNAL_TRANSDUCTION_GO_0007166;CELL_STRUCTURE_DISASSEMBLY_DURING_APOPTOSIS;PROGRAMMED_CELL_DEATH;APOPTOTIC_NUCLEAR_CHANGES;CELLULAR_COMPONENT_DISASSEMBLY;ORGANELLE_ORGANIZATION_AND_BIOGENESIS;ESTABLISHMENT_OF_CELLULAR_LOCALIZATION;NUCLEAR_ORGANIZATION_AND_BIOGENESIS;REGULATION_OF_SIGNAL_TRANSDUCTION;NEGATIVE_REGULATION_OF_CELLULAR_PROCESS;REGULATION_OF_DEVELOPMECYTOPLASM;NUCLEUSPROTEIN_HOMODIMERIZATION_ACTIVITY;IDENTICAL_PROTEIN_BINDING;PROTEIN_DIMERIZATION_ACTIVITY. .

0 . NA . . . . . .

0 Niemann-Pick disease, type C1 | Niemann-Pick disease, type D;{Nasopharyngeal carcinoma 1} (2)NA . REGULATION_OF_BIOLOGICAL_QUALITY;ESTABLISHMENT_OF_LOCALIZATION;INTRACELLULAR_TRANSPORT;STEROID_METABOLIC_PROCESS;ESTABLISHMENT_OF_CELLULAR_LOCALIZATION;CARBOXYLIC_ACID_METABOLIC_PROCESS;LIPID_METABOLIC_PROCESS;ORGANIC_ACID_METABOLIC_PROCESS;MONOCARBOXYLIC_ACID_METABOLIC_PROCESS;VACUOLAR_TRANSPORT;BILE_ACID_METABOLIC_PROCESS;LIPID_HOMEOSTASIS;LYSOSOMAL_TRANSPORT;TRANSPORT;HOMEOSTATIC_PROCESS;CELLULAR_LIPID_METABOLIC_PROCESS;CHEMICAL_HOMEOSTASIS;CELLULAR_LOCALIZATIONORGANELLE_PART;INTRINSIC_TO_PLASMA_MEMBRANE;INTRINSIC_TO_MEMBRANE;CYTOPLASMIC_PART;MEMBRANE_PART;MEMBRANE;NUCLEAR_PART;CYTOPLASM;ENDOPLASMIC_RETICULUM;NUCLEUS;ENVELOPE;PERINUCLEAR_REGION_OF_CYTOPLASM;INTEGRAL_TO_MEMBRANE;ENDOMEMBRANE_SYSTEM;ORGANELLE_ENVELOPE;INTEGRAL_TO_PLASMA_MEMBRANE;NUCLEAR_ENVELOPE;INTRACELLULAR_ORGANELLE_PART;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANESUBSTRATE_SPECIFIC_TRANSPORTER_ACTIVITY;LIPID_TRANSPORTER_ACTIVITYKEGG_LYSOSOME.

0 . NA . . . NF_KAPPAB_BINDING;TRANSCRIPTION_FACTOR_BINDINGKEGG_BASAL_TRANSCRIPTION_FACTORS;KEGG_HUNTINGTONS_DISEASEPID_MYC_ACTIVPATHWAY

0 . NA . . . . . .

0 Deafness, autosomal recessive 77NA . . . . . .

0 {Colorectal cancer, susceptibility to, 3}NA . ENZYME_LINKED_RECEPTOR_PROTEIN_SIGNALING_PATHWAY;SIGNAL_TRANSDUCTION;CELL_SURFACE_RECEPTOR_LINKED_SIGNAL_TRANSDUCTION_GO_0007166;RESPONSE_TO_STRESS;TRANSFORMING_GROWTH_FACTOR_BETA_RECEPTOR_SIGNALING_PATHWAY;TRANSMEMBRANE_RECEPTOR_PROTEIN_SERINE_THREONINE_KINASE_SIGNALING_PATHWAY. RECEPTOR_SIGNALING_PROTEIN_ACTIVITYKEGG_TGF_BETA_SIGNALING_PATHWAYPID_SMAD2_3NUCLEARPATHWAY;PID_HDAC_CLASSI_PATHWAY;PID_IFNGPATHWAY;PID_BMPPATHWAY;PID_ALK1PATHWAY;PID_TGFBRPATHWAY

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . GAMETE_GENERATION;SEXUAL_REPRODUCTION;REPRODUCTION. RNA_BINDING. .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .



0 . NA . . . . . .

0 . NA . . INTRINSIC_TO_PLASMA_MEMBRANE;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANEPROTEIN_TYROSINE_PHOSPHATASE_ACTIVITY;PHOSPHORIC_MONOESTER_HYDROLASE_ACTIVITY;HYDROLASE_ACTIVITY_ACTING_ON_ESTER_BONDS;PHOSPHORIC_ESTER_HYDROLASE_ACTIVITY;RECEPTOR_ACTIVITY;TRANSMEMBRANE_RECEPTOR_ACTIVITY;TRANSMEMBRANE_RECEPTOR_PROTEIN_PHOSPHATASE_ACTIVITY;PHOSPHOPROTEIN_PHOSPHATASE_ACTIVITY. .

0 . NA . . INTRINSIC_TO_PLASMA_MEMBRANE;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANEPROTEIN_TYROSINE_PHOSPHATASE_ACTIVITY;PHOSPHORIC_MONOESTER_HYDROLASE_ACTIVITY;HYDROLASE_ACTIVITY_ACTING_ON_ESTER_BONDS;PHOSPHORIC_ESTER_HYDROLASE_ACTIVITY;RECEPTOR_ACTIVITY;TRANSMEMBRANE_RECEPTOR_ACTIVITY;TRANSMEMBRANE_RECEPTOR_PROTEIN_PHOSPHATASE_ACTIVITY;PHOSPHOPROTEIN_PHOSPHATASE_ACTIVITY. .

0 . NA . RNA_METABOLIC_PROCESS;BIOPOLYMER_METABOLIC_PROCESS;MACROMOLECULAR_COMPLEX_ASSEMBLY;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;TRANSCRIPTION_DNA_DEPENDENT;TRANSCRIPTION_INITIATION;PROTEIN_DNA_COMPLEX_ASSEMBLY;RNA_BIOSYNTHETIC_PROCESS;CELLULAR_COMPONENT_ASSEMBLY;TRANSCRIPTION;TRANSCRIPTION_INITIATION_FROM_RNA_POLYMERASE_II_PROMOTER;TRANSCRIPTION_FROM_RNA_POLYMERASE_II_PROMOTERNUCLEOPLASM;ORGANELLE_PART;NUCLEAR_PART;ORGANELLE_LUMEN;NUCLEAR_LUMEN;NUCLEUS;MEMBRANE_ENCLOSED_LUMEN;DNA_DIRECTED_RNA_POLYMERASEII_HOLOENZYME;NUCLEOPLASM_PART;INTRACELLULAR_ORGANELLE_PART;MACROMOLECULAR_COMPLEX;TRANSCRIPTION_FACTOR_COMPLEX;PROTEIN_COMPLEXRNA_POLYMERASE_II_TRANSCRIPTION_FACTOR_ACTIVITY;TRANSCRIPTION_COACTIVATOR_ACTIVITY;TRANSCRIPTION_ACTIVATOR_ACTIVITY;TRANSCRIPTION_FACTOR_BINDING;GENERAL_RNA_POLYMERASE_II_TRANSCRIPTION_FACTOR_ACTIVITY;TRANSCRIPTION_COFACTOR_ACTIVITYKEGG_BASAL_TRANSCRIPTION_FACTORS.

0 C3 deficiency;{Hemolytic uremic syndrome, atypical, susceptibility to, 5};{Macular degeneration, age-related, 9}NA . SIGNAL_TRANSDUCTION;CELL_SURFACE_RECEPTOR_LINKED_SIGNAL_TRANSDUCTION_GO_0007166;G_PROTEIN_COUPLED_RECEPTOR_PROTEIN_SIGNALING_PATHWAY. RECEPTOR_BINDINGKEGG_COMPLEMENT_AND_COAGULATION_CASCADES;KEGG_LEISHMANIA_INFECTION;KEGG_SYSTEMIC_LUPUS_ERYTHEMATOSUSPID_ERB_GENOMIC_PATHWAY;PID_INTEGRIN2_PATHWAY;PID_ERA_GENOMIC_PATHWAY

0 . NA . . . . . .

0 . NA . . . . . .

0 SCID, autosomal recessive, T-negative/B-positive typeNA . BIOPOLYMER_METABOLIC_PROCESS;POST_TRANSLATIONAL_PROTEIN_MODIFICATION;CELLULAR_PROTEIN_METABOLIC_PROCESS;BIOPOLYMER_MODIFICATION;PROTEIN_METABOLIC_PROCESS;PROTEIN_MODIFICATION_PROCESS;PROTEIN_AMINO_ACID_PHOSPHORYLATION;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS;PHOSPHORYLATION. . KEGG_CHEMOKINE_SIGNALING_PATHWAY;KEGG_JAK_STAT_SIGNALING_PATHWAY;KEGG_PRIMARY_IMMUNODEFICIENCYPID_IL4_2PATHWAY;PID_CD40_PATHWAY;PID_TCPTP_PATHWAY;PID_SHP2_PATHWAY;PID_IL2_1PATHWAY;PID_IL2_PI3KPATHWAY;PID_IL2_STAT5PATHWAY

0 Mucoepidermoid salivary gland carcinoma (3)NA . RNA_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_TRANSCRIPTIONDNA_DEPENDENT;BIOPOLYMER_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_TRANSCRIPTION_FROM_RNA_POLYMERASE_II_PROMOTER;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;TRANSCRIPTION_DNA_DEPENDENT;POSITIVE_REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_RNA_METABOLIC_PROCESS;RNA_BIOSYNTHETIC_PROCESS;REGULATION_OF_TRANSCRIPTION_FROM_RNA_POLYMERASE_II_PROMOTER;REGULATION_OF_CELLULAR_METABOLIC_PROCESS;REGULATION_OF_GENE_EXPRESSION;POSITIVE_REGULATION_OF_METABOLIC_PROCESS;REGULATION_OF_TRANSCRIPTIONDNA_DEPENDENT;TRANSCRIPTION;POSITIVE_REGULATION_OF_CELLULAR_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_BIOLOGICAL_PROCESS;REGULATION_OF_METABOLIC_PROCESS;REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;REGULATION_OF_RNA_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_CELLULAR_PROCESS;TRANSCRIPTION_FROM_RNA_POLYMERASE_II_PROMOTER;REGULATION_OF_TRANSCRIPTION;POSITIVE_REGULATION_NUCLEUS TRANSCRIPTION_COACTIVATOR_ACTIVITY;TRANSCRIPTION_ACTIVATOR_ACTIVITY;TRANSCRIPTION_FACTOR_BINDING;TRANSCRIPTION_COFACTOR_ACTIVITY. PID_AP1_PATHWAY

0 . NA . . . . . .

0 . NA . . . ENZYME_ACTIVATOR_ACTIVITY;ENZYME_REGULATOR_ACTIVITYKEGG_UBIQUITIN_MEDIATED_PROTEOLYSIS.

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . SYSTEM_DEVELOPMENT;POSITIVE_REGULATION_OF_CELL_PROLIFERATION;NERVOUS_SYSTEM_DEVELOPMENT;BIOPOLYMER_METABOLIC_PROCESS;SIGNAL_TRANSDUCTION;CELL_SURFACE_RECEPTOR_LINKED_SIGNAL_TRANSDUCTION_GO_0007166;MICROTUBULE_BASED_PROCESS;ORGANELLE_ORGANIZATION_AND_BIOGENESIS;MICROTUBULE_CYTOSKELETON_ORGANIZATION_AND_BIOGENESIS;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;POST_TRANSLATIONAL_PROTEIN_MODIFICATION;CELLULAR_PROTEIN_METABOLIC_PROCESS;BIOPOLYMER_MODIFICATION;PROTEIN_METABOLIC_PROCESS;CELL_PROLIFERATION_GO_0008283;ANATOMICAL_STRUCTURE_DEVELOPMENT;POSITIVE_REGULATION_OF_BIOLOGICAL_PROCESS;CYTOSKELETON_ORGANIZATION_AND_BIOGENESIS;PROTEIN_MODIFICATION_PROCESS;PROTEIN_AMINO_ACID_PHOSPHORYLATION;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_CELLULAR_PROCESS;PHOSPHORYLATION;REGULATION_OF_CELL_PROLIFERATIONORGANELLE_PART;MICROTUBULE_CYTOSKELETON;CYTOPLASMIC_PART;MICROTUBULE_ORGANIZING_CENTER_PART;CYTOPLASM;NON_MEMBRANE_BOUND_ORGANELLE;CYTOSKELETAL_PART;CYTOSKELETON;MICROTUBULE;CELL_PROJECTION;MICROTUBULE_ORGANIZING_CENTER;INTRACELLULAR_NON_MEMBRANE_BOUND_ORGANELLE;CENTROSOME;INTRACELLULAR_ORGANELLE_PART;MACROMOLECULAR_COMPLEX;PROTEIN_COMPLEX;NEURON_PROJECTIONPHOSPHOTRANSFERASE_ACTIVITY_ALCOHOL_GROUP_AS_ACCEPTOR;MICROTUBULE_BINDING;PROTEIN_KINASE_ACTIVITY;KINASE_ACTIVITY;PROTEIN_SERINE_THREONINE_KINASE_ACTIVITY;TUBULIN_BINDING;CYTOSKELETAL_PROTEIN_BINDING;TRANSFERASE_ACTIVITY_TRANSFERRING_PHOSPHORUS_CONTAINING_GROUPS. PID_LKB1_PATHWAY

0 . NA . SENSORY_PERCEPTION;NEUROLOGICAL_SYSTEM_PROCESS;SYSTEM_PROCESSORGANELLE_PART;MICROTUBULE_ASSOCIATED_COMPLEX;MICROTUBULE_CYTOSKELETON;NON_MEMBRANE_BOUND_ORGANELLE;CYTOSKELETAL_PART;CYTOSKELETON;INTRACELLULAR_NON_MEMBRANE_BOUND_ORGANELLE;INTRACELLULAR_ORGANELLE_PART;MACROMOLECULAR_COMPLEX;PROTEIN_COMPLEX. . .

0 . NA . RNA_METABOLIC_PROCESS;SPLICEOSOME_ASSEMBLY;BIOPOLYMER_METABOLIC_PROCESS;MACROMOLECULAR_COMPLEX_ASSEMBLY;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;RIBONUCLEOPROTEIN_COMPLEX_BIOGENESIS_AND_ASSEMBLY;RNA_PROCESSING;PROTEIN_RNA_COMPLEX_ASSEMBLY;CELLULAR_COMPONENT_ASSEMBLY;MRNA_PROCESSING_GO_0006397;RNA_SPLICINGVIA_TRANSESTERIFICATION_REACTIONS;MRNA_METABOLIC_PROCESS;RNA_SPLICINGORGANELLE_PART;RIBONUCLEOPROTEIN_COMPLEX;SMALL_NUCLEAR_RIBONUCLEOPROTEIN_COMPLEX;NUCLEAR_PART;NUCLEUS;SPLICEOSOME;INTRACELLULAR_ORGANELLE_PART;MACROMOLECULAR_COMPLEX. KEGG_SPLICEOSOME.

0 . NA . . . . . .

0 . NA . . . . . .

0 Colorectal cancer (3) | T-cell acute lymphoblastic leukemia (3)NA . REGULATION_OF_BIOLOGICAL_QUALITY;DNA_METABOLIC_PROCESS;BIOPOLYMER_CATABOLIC_PROCESS;PROTEIN_OLIGOMERIZATION;REGULATION_OF_HYDROLASE_ACTIVITY;SYSTEM_DEVELOPMENT;CELL_DEVELOPMENT;NEGATIVE_REGULATION_OF_APOPTOSIS;ESTABLISHMENT_OF_LOCALIZATION;BIOPOLYMER_METABOLIC_PROCESS;MACROMOLECULAR_COMPLEX_ASSEMBLY;REGULATION_OF_MOLECULAR_FUNCTION;SIGNAL_TRANSDUCTION;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;CELL_STRUCTURE_DISASSEMBLY_DURING_APOPTOSIS;PROGRAMMED_CELL_DEATH;APOPTOTIC_NUCLEAR_CHANGES;INDUCTION_OF_APOPTOSIS_BY_EXTRACELLULAR_SIGNALS;GAMETE_GENERATION;RESPONSE_TO_TOXIN;CELLULAR_COMPONENT_DISASSEMBLY;POSITIVE_REGULATION_OF_CATALYTIC_ACTIVITY;ORGANELLE_ORGANIZATION_AND_BIOGENESIS;ANATOMICAL_STRUCTURE_MORPHOGENESIS;NUCLEAR_ORGANIZATION_AND_BIOGENESIS;SEXUAL_REPRODUCTION;NEGATIVE_REGULATION_OF_CELLULAR_PROCESS;REGULATION_OF_DEVELOPMENTAL_PROCESS;CELLULAR_CATABOLIC_PROCESS;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;ORGAN_MORPHOGENESIS;POSITIVE_REGULATION_OF_HYDROLASE_ACTIVITY;POSITIVE_REGULATION_OF_CORGANELLE_PART;MITOCHONDRIAL_PART;INTRINSIC_TO_MEMBRANE;CYTOPLASMIC_PART;MEMBRANE_PART;MEMBRANE;CYTOPLASM;ENDOPLASMIC_RETICULUM_MEMBRANE;ENDOPLASMIC_RETICULUM;PORE_COMPLEX;CYTOSOL;ORGANELLE_MEMBRANE;NUCLEAR_ENVELOPE_ENDOPLASMIC_RETICULUM_NETWORK;ENVELOPE;INTEGRAL_TO_MEMBRANE;ENDOMEMBRANE_SYSTEM;ORGANELLE_ENVELOPE;INTRACELLULAR_ORGANELLE_PART;MITOCHONDRION;MITOCHONDRIAL_ENVELOPE;ENDOPLASMIC_RETICULUM_PARTPROTEIN_DOMAIN_SPECIFIC_BINDING;LIPID_BINDING;PROTEIN_HOMODIMERIZATION_ACTIVITY;IDENTICAL_PROTEIN_BINDING;PROTEIN_HETERODIMERIZATION_ACTIVITY;PROTEIN_DIMERIZATION_ACTIVITYKEGG_P53_SIGNALING_PATHWAY;KEGG_APOPTOSIS;KEGG_NEUROTROPHIN_SIGNALING_PATHWAY;KEGG_AMYOTROPHIC_LATERAL_SCLEROSIS_ALS;KEGG_HUNTINGTONS_DISEASE;KEGG_PRION_DISEASES;KEGG_PATHWAYS_IN_CANCER;KEGG_COLORECTAL_CANCERPID_P73PATHWAY;PID_HDAC_CLASSIII_PATHWAY;PID_MYC_ACTIVPATHWAY;PID_NFAT_3PATHWAY;PID_REG_GR_PATHWAY;PID_CERAMIDE_PATHWAY;PID_P53DOWNSTREAMPATHWAY;PID_CASPASE_PATHWAY;PID_SYNDECAN_2_PATHWAY;PID_TAP63PATHWAY

0 . NA . SIGNAL_TRANSDUCTION;RAS_PROTEIN_SIGNAL_TRANSDUCTION;INTRACELLULAR_SIGNALING_CASCADE;SMALL_GTPASE_MEDIATED_SIGNAL_TRANSDUCTION. HYDROLASE_ACTIVITY_ACTING_ON_ACID_ANHYDRIDES;NUCLEOSIDE_TRIPHOSPHATASE_ACTIVITY;GTPASE_ACTIVITY;PYROPHOSPHATASE_ACTIVITYKEGG_MAPK_SIGNALING_PATHWAY;KEGG_TIGHT_JUNCTION;KEGG_REGULATION_OF_ACTIN_CYTOSKELETONPID_EPHBFWDPATHWAY;PID_RAS_PATHWAY;PID_FAK_PATHWAY

0 . NA . PROTEOLYSIS;CELLULAR_PROTEIN_METABOLIC_PROCESS;PROTEIN_METABOLIC_PROCESS;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS. . KEGG_LYSOSOME.

0 . NA . SIGNAL_TRANSDUCTIONINTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;INTEGRAL_TO_MEMBRANECARBOHYDRATE_BINDING;SUGAR_BINDING;RECEPTOR_ACTIVITY;TRANSMEMBRANE_RECEPTOR_ACTIVITY. .

0 . NA . SIGNAL_TRANSDUCTION;CELL_SURFACE_RECEPTOR_LINKED_SIGNAL_TRANSDUCTION_GO_0007166;DEFENSE_RESPONSE. RECEPTOR_ACTIVITY;TRANSMEMBRANE_RECEPTOR_ACTIVITY. .

0 . NA . . INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;INTEGRAL_TO_MEMBRANE. . .

0 . NA . MITOTIC_CELL_CYCLE_CHECKPOINT;BIOPOLYMER_METABOLIC_PROCESS;SIGNAL_TRANSDUCTION;RESPONSE_TO_ENDOGENOUS_STIMULUS;M_PHASE;DNA_INTEGRITY_CHECKPOINT;RESPONSE_TO_LIGHT_STIMULUS;REGULATION_OF_MITOSIS;CELL_CYCLE_PROCESS;MITOTIC_CELL_CYCLE;CELL_CYCLE_PHASE;CELL_CYCLE_CHECKPOINT_GO_0000075;RESPONSE_TO_STRESS;POST_TRANSLATIONAL_PROTEIN_MODIFICATION;CELLULAR_PROTEIN_METABOLIC_PROCESS;RESPONSE_TO_ABIOTIC_STIMULUS;BIOPOLYMER_MODIFICATION;DNA_DAMAGE_RESPONSESIGNAL_TRANSDUCTION;DNA_DAMAGE_CHECKPOINT;PROTEIN_METABOLIC_PROCESS;RESPONSE_TO_UV;RESPONSE_TO_IONIZING_RADIATION;RESPONSE_TO_RADIATION;MITOSIS;CELL_CYCLE_GO_0007049;PROTEIN_MODIFICATION_PROCESS;PROTEIN_AMINO_ACID_PHOSPHORYLATION;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS;PHOSPHORYLATION;RESPONSE_TO_DNA_DAMAGE_STIMULUS;INTRACELLULAR_SIGNALING_CASCADE;REGULATION_OF_CELL_CYCLE;M_PHASE_OF_MITOTIC_CELL_CYCLECYTOPLASM;NUCLEUSPHOSPHOTRANSFERASE_ACTIVITY_ALCOHOL_GROUP_AS_ACCEPTOR;PROTEIN_KINASE_ACTIVITY;KINASE_ACTIVITY;PROTEIN_SERINE_THREONINE_KINASE_ACTIVITY;ION_BINDING;MAGNESIUM_ION_BINDING;TRANSFERASE_ACTIVITY_TRANSFERRING_PHOSPHORUS_CONTAINING_GROUPS. PID_LKB1_PATHWAY

0 . NA . . . ACID_AMINO_ACID_LIGASE_ACTIVITY;LIGASE_ACTIVITY_FORMING_CARBON_NITROGEN_BONDS;LIGASE_ACTIVITY;SMALL_PROTEIN_CONJUGATING_ENZYME_ACTIVITY;SMALL_CONJUGATING_PROTEIN_LIGASE_ACTIVITY;UBIQUITIN_PROTEIN_LIGASE_ACTIVITYKEGG_UBIQUITIN_MEDIATED_PROTEOLYSISPID_ERB_GENOMIC_PATHWAY;PID_ERA_GENOMIC_PATHWAY

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . BIOSYNTHETIC_PROCESS;CELLULAR_BIOSYNTHETIC_PROCESS;CELLULAR_PROTEIN_METABOLIC_PROCESS;MACROMOLECULE_BIOSYNTHETIC_PROCESS;PROTEIN_METABOLIC_PROCESS;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS;TRANSLATIONRIBONUCLEOPROTEIN_COMPLEX;CYTOPLASMIC_PART;CYTOPLASM;NON_MEMBRANE_BOUND_ORGANELLE;RIBOSOME;INTRACELLULAR_NON_MEMBRANE_BOUND_ORGANELLE;MACROMOLECULAR_COMPLEXRECEPTOR_ACTIVITY. .

0 Bohring-Opitz syndrome;Myelodysplastic syndrome, somaticNA . . . . . .

0 . NA . . . LIGASE_ACTIVITYKEGG_GLYCOLYSIS_GLUCONEOGENESIS;KEGG_PYRUVATE_METABOLISM;KEGG_PROPANOATE_METABOLISMPID_HDAC_CLASSIII_PATHWAY

0 . NA . . . . . .

0 . NA . . CYTOPLASM. . .

0 . NA . SYSTEM_DEVELOPMENT;TISSUE_MORPHOGENESIS;ANATOMICAL_STRUCTURE_MORPHOGENESIS;TISSUE_DEVELOPMENT;MESODERM_DEVELOPMENT;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;ANATOMICAL_STRUCTURE_FORMATION;EMBRYONIC_DEVELOPMENT;ANATOMICAL_STRUCTURE_DEVELOPMENT;ORGAN_DEVELOPMENT;CELL_FATE_COMMITMENT. . . .

0 . NA . . . . . .

0 Epileptic encephalopathy, early infantile, 7;Myokymia | Seizures, benign neonatal, 1NA . SYSTEM_DEVELOPMENT;NERVOUS_SYSTEM_DEVELOPMENT;ESTABLISHMENT_OF_LOCALIZATION;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;CELL_CELL_SIGNALING;METAL_ION_TRANSPORT;SYNAPTIC_TRANSMISSION;NEUROLOGICAL_SYSTEM_PROCESS;TRANSPORT;ANATOMICAL_STRUCTURE_DEVELOPMENT;CATION_TRANSPORT;MONOVALENT_INORGANIC_CATION_TRANSPORT;POTASSIUM_ION_TRANSPORT;ION_TRANSPORT;TRANSMISSION_OF_NERVE_IMPULSE;SYSTEM_PROCESSINTRINSIC_TO_PLASMA_MEMBRANE;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;VOLTAGE_GATED_POTASSIUM_CHANNEL_COMPLEX;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;MACROMOLECULAR_COMPLEX;PROTEIN_COMPLEX;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANECATION_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;CATION_CHANNEL_ACTIVITY;VOLTAGE_GATED_POTASSIUM_CHANNEL_ACTIVITY;VOLTAGE_GATED_CHANNEL_ACTIVITY;GATED_CHANNEL_ACTIVITY;SUBSTRATE_SPECIFIC_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;SUBSTRATE_SPECIFIC_CHANNEL_ACTIVITY;SUBSTRATE_SPECIFIC_TRANSPORTER_ACTIVITY;POTASSIUM_CHANNEL_ACTIVITY;VOLTAGE_GATED_CATION_CHANNEL_ACTIVITY;METAL_ION_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;ION_CHANNEL_ACTIVITY;TRANSMEMBRANE_TRANSPORTER_ACTIVITY;ION_TRANSMEMBRANE_TRANSPORTER_ACTIVITY. .

0 . NA . . . . . .

0 . NA . . . . . .

0 Glutamate formiminotransferase deficiencyNA . COFACTOR_METABOLIC_PROCESS;COENZYME_METABOLIC_PROCESS;CARBOXYLIC_ACID_METABOLIC_PROCESS;ORGANIC_ACID_METABOLIC_PROCESS;MONOCARBOXYLIC_ACID_METABOLIC_PROCESS;AROMATIC_COMPOUND_METABOLIC_PROCESS;HETEROCYCLE_METABOLIC_PROCESSCYTOPLASM. KEGG_HISTIDINE_METABOLISM;KEGG_ONE_CARBON_POOL_BY_FOLATE.

0 . NA . DNA_METABOLIC_PROCESS;NUCLEAR_IMPORT;ESTABLISHMENT_OF_PROTEIN_LOCALIZATION;ESTABLISHMENT_OF_LOCALIZATION;BIOPOLYMER_METABOLIC_PROCESS;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;INTRACELLULAR_TRANSPORT;INTRACELLULAR_PROTEIN_TRANSPORT;ESTABLISHMENT_OF_CELLULAR_LOCALIZATION;NUCLEAR_TRANSPORT;PROTEIN_TARGETING;PROTEIN_IMPORT;PROTEIN_IMPORT_INTO_NUCLEUS;MACROMOLECULE_LOCALIZATION;TRANSPORT;DNA_REPLICATION;CELLULAR_LOCALIZATION;PROTEIN_TRANSPORT;PROTEIN_LOCALIZATION;NUCLEOCYTOPLASMIC_TRANSPORTCYTOPLASM;NUCLEUSDNA_BINDING. .

0 . NA . . . . . .

0 . NA . . . . . .

0 MeningiomaNA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . REGULATION_OF_BIOLOGICAL_QUALITY;REGULATION_OF_ANATOMICAL_STRUCTURE_MORPHOGENESIS;ANATOMICAL_STRUCTURE_MORPHOGENESIS;REGULATION_OF_DEVELOPMENTAL_PROCESS;REGULATION_OF_CELLULAR_COMPONENT_ORGANIZATION_AND_BIOGENESIS;POSITIVE_REGULATION_OF_DEVELOPMENTAL_PROCESS;REGULATION_OF_CELL_SHAPE;POSITIVE_REGULATION_OF_CELLULAR_COMPONENT_ORGANIZATION_AND_BIOGENESIS;REGULATION_OF_CELL_MORPHOGENESIS;ANATOMICAL_STRUCTURE_DEVELOPMENT;POSITIVE_REGULATION_OF_BIOLOGICAL_PROCESS;CELL_PROJECTION_BIOGENESIS;POSITIVE_REGULATION_OF_CELLULAR_PROCESS. . . .

0 . NA . . . . . .



0 . NA . . . . KEGG_P53_SIGNALING_PATHWAY.

0 . NA . . . . . .

0 . NA . BIOPOLYMER_METABOLIC_PROCESS;NEGATIVE_REGULATION_OF_CELL_CYCLE;NEGATIVE_REGULATION_OF_CELLULAR_PROCESS;DEPHOSPHORYLATION;POST_TRANSLATIONAL_PROTEIN_MODIFICATION;CELLULAR_PROTEIN_METABOLIC_PROCESS;BIOPOLYMER_MODIFICATION;PROTEIN_METABOLIC_PROCESS;CELL_CYCLE_ARREST_GO_0007050;CELL_CYCLE_GO_0007049;PROTEIN_MODIFICATION_PROCESS;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS;NEGATIVE_REGULATION_OF_BIOLOGICAL_PROCESS;PROTEIN_AMINO_ACID_DEPHOSPHORYLATION;REGULATION_OF_CELL_CYCLEPROTEIN_SERINE_THREONINE_PHOSPHATASE_COMPLEX;NUCLEUS;MACROMOLECULAR_COMPLEX;PROTEIN_COMPLEXPROTEIN_PHOSPHATASE_TYPE_2A_REGULATOR_ACTIVITY;PHOSPHORIC_MONOESTER_HYDROLASE_ACTIVITY;HYDROLASE_ACTIVITY_ACTING_ON_ESTER_BONDS;ENZYME_REGULATOR_ACTIVITY;PHOSPHORIC_ESTER_HYDROLASE_ACTIVITY;PROTEIN_SERINE_THREONINE_PHOSPHATASE_ACTIVITY;PHOSPHOPROTEIN_PHOSPHATASE_ACTIVITY;PHOSPHATASE_REGULATOR_ACTIVITY. PID_RB_1PATHWAY

0 Ichthyosis, X-linkedNA . LIPID_CATABOLIC_PROCESS;SYSTEM_DEVELOPMENT;STEROID_METABOLIC_PROCESS;TISSUE_DEVELOPMENT;CELLULAR_CATABOLIC_PROCESS;LIPID_METABOLIC_PROCESS;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;CELLULAR_LIPID_CATABOLIC_PROCESS;EPIDERMIS_DEVELOPMENT;CELLULAR_LIPID_METABOLIC_PROCESS;ANATOMICAL_STRUCTURE_DEVELOPMENT;CATABOLIC_PROCESS;ORGAN_DEVELOPMENT;ECTODERM_DEVELOPMENTVESICULAR_FRACTION;CYTOPLASMIC_PART;GOLGI_APPARATUS;LYTIC_VACUOLE;MEMBRANE;CYTOPLASM;ENDOPLASMIC_RETICULUM;VACUOLE;CELL_FRACTION;MICROSOME;ENDOSOME;MEMBRANE_FRACTION;LYSOSOME;PLASMA_MEMBRANEHYDROLASE_ACTIVITY_ACTING_ON_ESTER_BONDS;SULFURIC_ESTER_HYDROLASE_ACTIVITYKEGG_STEROID_HORMONE_BIOSYNTHESIS.

0 . NA . . . . . .

0 . NA . . CYTOPLASM;NUCLEUSHYDROLASE_ACTIVITY_ACTING_ON_ACID_ANHYDRIDES;RNA_HELICASE_ACTIVITY;ATP_DEPENDENT_HELICASE_ACTIVITY;HELICASE_ACTIVITY;NUCLEOSIDE_TRIPHOSPHATASE_ACTIVITY;ATP_DEPENDENT_RNA_HELICASE_ACTIVITY;ATPASE_ACTIVITY_COUPLED;RNA_DEPENDENT_ATPASE_ACTIVITY;ATPASE_ACTIVITY;PYROPHOSPHATASE_ACTIVITYKEGG_RIG_I_LIKE_RECEPTOR_SIGNALING_PATHWAY.

0 . NA . RNA_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_TRANSCRIPTIONDNA_DEPENDENT;BIOPOLYMER_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_TRANSCRIPTION_FROM_RNA_POLYMERASE_II_PROMOTER;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;TRANSCRIPTION_DNA_DEPENDENT;POSITIVE_REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_RNA_METABOLIC_PROCESS;RNA_BIOSYNTHETIC_PROCESS;REGULATION_OF_TRANSCRIPTION_FROM_RNA_POLYMERASE_II_PROMOTER;REGULATION_OF_CELLULAR_METABOLIC_PROCESS;REGULATION_OF_GENE_EXPRESSION;POSITIVE_REGULATION_OF_METABOLIC_PROCESS;REGULATION_OF_TRANSCRIPTIONDNA_DEPENDENT;TRANSCRIPTION;POSITIVE_REGULATION_OF_CELLULAR_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_BIOLOGICAL_PROCESS;REGULATION_OF_METABOLIC_PROCESS;REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;REGULATION_OF_RNA_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_CELLULAR_PROCESS;TRANSCRIPTION_FROM_RNA_POLYMERASE_II_PROMOTER;REGULATION_OF_TRANSCRIPTION;POSITIVE_REGULATION_. TRANSCRIPTION_FACTOR_ACTIVITY;DNA_BINDINGKEGG_MAPK_SIGNALING_PATHWAY;KEGG_ERBB_SIGNALING_PATHWAY;KEGG_FOCAL_ADHESION;KEGG_INSULIN_SIGNALING_PATHWAY;KEGG_GNRH_SIGNALING_PATHWAY;KEGG_PRION_DISEASES;KEGG_LEISHMANIA_INFECTION;KEGG_ENDOMETRIAL_CANCERPID_BCR_5PATHWAY;PID_HIF2PATHWAY;PID_ANGIOPOIETINRECEPTOR_PATHWAY;PID_TCRRASPATHWAY;PID_ERBB1_DOWNSTREAM_PATHWAY;PID_PDGFRBPATHWAY;PID_PDGFRAPATHWAY;PID_S1P_S1P2_PATHWAY;PID_MAPKTRKPATHWAY;PID_CD8TCRDOWNSTREAMPATHWAY

0 Congenital disorder of glycosylation, type IImNA . ESTABLISHMENT_OF_LOCALIZATION;CARBOHYDRATE_TRANSPORT;CELLULAR_CARBOHYDRATE_METABOLIC_PROCESS;ALCOHOL_METABOLIC_PROCESS;TRANSPORT;CARBOHYDRATE_METABOLIC_PROCESS. SUBSTRATE_SPECIFIC_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;SUBSTRATE_SPECIFIC_TRANSPORTER_ACTIVITY;CARBOHYDRATE_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;TRANSMEMBRANE_TRANSPORTER_ACTIVITY. .

0 . NA . . . . . .

0 . NA . SIGNAL_TRANSDUCTION;REPRODUCTIVE_PROCESS;SEXUAL_REPRODUCTION;SPERM_MOTILITY;REPRODUCTIONNON_MEMBRANE_BOUND_ORGANELLE;CYTOSKELETON;CELL_PROJECTION;INTRACELLULAR_NON_MEMBRANE_BOUND_ORGANELLEKINASE_BINDING;PROTEIN_KINASE_BINDING;ENZYME_BINDING. .

0 . NA . . . . . .

0 Mental retardation, X-linked syndromic, Christianson typeNA . . ORGANELLE_PART;VESICULAR_FRACTION;INTRINSIC_TO_MEMBRANE;CYTOPLASMIC_PART;MEMBRANE_PART;MEMBRANE;CYTOPLASM;ENDOPLASMIC_RETICULUM_MEMBRANE;ENDOPLASMIC_RETICULUM;CELL_FRACTION;ORGANELLE_MEMBRANE;NUCLEAR_ENVELOPE_ENDOPLASMIC_RETICULUM_NETWORK;MICROSOME;INTEGRAL_TO_MEMBRANE;ENDOMEMBRANE_SYSTEM;MEMBRANE_FRACTION;INTRACELLULAR_ORGANELLE_PART;MITOCHONDRION;ENDOPLASMIC_RETICULUM_PARTCATION_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;ACTIVE_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;ANTIPORTER_ACTIVITY;SECONDARY_ACTIVE_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;SUBSTRATE_SPECIFIC_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;SUBSTRATE_SPECIFIC_TRANSPORTER_ACTIVITY;HYDROGEN_ION_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;INORGANIC_CATION_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;MONOVALENT_INORGANIC_CATION_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;TRANSMEMBRANE_TRANSPORTER_ACTIVITY;ION_TRANSMEMBRANE_TRANSPORTER_ACTIVITYKEGG_CARDIAC_MUSCLE_CONTRACTION.

0 . NA . . . . KEGG_AXON_GUIDANCE.

0 Axenfeld-Rieger syndrome, type 3 | Rieger or Axenfeld anomalies;Iridogoniodysgenesis, type 1 | Iris hypoplasia and glaucomaNA . SYSTEM_DEVELOPMENT;NEGATIVE_REGULATION_OF_CELL_CYCLE;ANATOMICAL_STRUCTURE_MORPHOGENESIS;NEGATIVE_REGULATION_OF_CELLULAR_PROCESS;MITOTIC_CELL_CYCLE;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;ORGAN_MORPHOGENESIS;REGULATION_OF_MITOTIC_CELL_CYCLE;ANATOMICAL_STRUCTURE_DEVELOPMENT;CELL_CYCLE_GO_0007049;NEGATIVE_REGULATION_OF_BIOLOGICAL_PROCESS;ORGAN_DEVELOPMENT;REGULATION_OF_CELL_CYCLEORGANELLE_PART;CHROMATIN;NUCLEAR_CHROMOSOME;NUCLEAR_PART;NON_MEMBRANE_BOUND_ORGANELLE;NUCLEUS;NUCLEAR_CHROMATIN;INTRACELLULAR_NON_MEMBRANE_BOUND_ORGANELLE;INTRACELLULAR_ORGANELLE_PART;CHROMOSOMAL_PART;CHROMOSOME;NUCLEAR_CHROMOSOME_PARTSEQUENCE_SPECIFIC_DNA_BINDING;TRANSCRIPTION_FACTOR_BINDING;DNA_BINDING. .

0 Osteogenesis imperfecta, type X;{Preterm premature rupture of the membranes, susceptibility to}NA . RESPONSE_TO_STRESS;RESPONSE_TO_CHEMICAL_STIMULUS;RESPONSE_TO_BIOTIC_STIMULUSCYTOPLASMIC_PART;CYTOPLASM;ER_GOLGI_INTERMEDIATE_COMPARTMENTPROTEASE_INHIBITOR_ACTIVITY;ENZYME_REGULATOR_ACTIVITY;ENZYME_INHIBITOR_ACTIVITY;SERINE_TYPE_ENDOPEPTIDASE_INHIBITOR_ACTIVITY. .

0 . NA . . . . . .

0 . NA . . . . KEGG_GLYOXYLATE_AND_DICARBOXYLATE_METABOLISM.

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . CYTOPLASM;NUCLEUS. . PID_MTOR_4PATHWAY

0 . NA . . . . . .

0 . NA . SYSTEM_DEVELOPMENT;NERVOUS_SYSTEM_DEVELOPMENT;ESTABLISHMENT_OF_LOCALIZATION;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;CELL_CELL_SIGNALING;SYNAPTIC_TRANSMISSION;NEUROLOGICAL_SYSTEM_PROCESS;TRANSPORT;ANATOMICAL_STRUCTURE_DEVELOPMENT;TRANSMISSION_OF_NERVE_IMPULSE;SYSTEM_PROCESS;CENTRAL_NERVOUS_SYSTEM_DEVELOPMENT. . . .

0 . NA . . . . . .

0 . NA . CELL_DEVELOPMENT;REGULATION_OF_KINASE_ACTIVITY;REGULATION_OF_PROTEIN_KINASE_ACTIVITY;BIOPOLYMER_METABOLIC_PROCESS;REGULATION_OF_MOLECULAR_FUNCTION;SIGNAL_TRANSDUCTION;RESPONSE_TO_ENDOGENOUS_STIMULUS;ACTIVATION_OF_JNK_ACTIVITY;REGULATION_OF_TRANSFERASE_ACTIVITY;PROGRAMMED_CELL_DEATH;POSITIVE_REGULATION_OF_CATALYTIC_ACTIVITY;NEGATIVE_REGULATION_OF_CELL_CYCLE;DNA_INTEGRITY_CHECKPOINT;NEGATIVE_REGULATION_OF_CELLULAR_PROCESS;REGULATION_OF_DEVELOPMENTAL_PROCESS;ACTIVATION_OF_MAPK_ACTIVITY;JNK_CASCADE;POSITIVE_REGULATION_OF_MAP_KINASE_ACTIVITY;CELL_CYCLE_CHECKPOINT_GO_0000075;RESPONSE_TO_STRESS;POSITIVE_REGULATION_OF_DEVELOPMENTAL_PROCESS;POST_TRANSLATIONAL_PROTEIN_MODIFICATION;CELLULAR_PROTEIN_METABOLIC_PROCESS;RESPONSE_TO_ABIOTIC_STIMULUS;PROTEIN_KINASE_CASCADE;BIOPOLYMER_MODIFICATION;REGULATION_OF_MAP_KINASE_ACTIVITY;DNA_DAMAGE_RESPONSESIGNAL_TRANSDUCTION;REGULATION_OF_CATALYTIC_ACTIVITY;DNA_DAMAGE_CHECKPOINT;PROTEIN_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_BIOLOGICAL_PROCESS;POSITIVE_REGULATION_OF_JNK_ACTIVITY;RCYTOPLASMNUCLEOTIDE_BINDING;PHOSPHOTRANSFERASE_ACTIVITY_ALCOHOL_GROUP_AS_ACCEPTOR;PURINE_NUCLEOTIDE_BINDING;RECEPTOR_SIGNALING_PROTEIN_SERINE_THREONINE_KINASE_ACTIVITY;IDENTICAL_PROTEIN_BINDING;PROTEIN_KINASE_ACTIVITY;ADENYL_RIBONUCLEOTIDE_BINDING;ADENYL_NUCLEOTIDE_BINDING;KINASE_ACTIVITY;PROTEIN_SERINE_THREONINE_KINASE_ACTIVITY;ION_BINDING;MAGNESIUM_ION_BINDING;RECEPTOR_SIGNALING_PROTEIN_ACTIVITY;TRANSFERASE_ACTIVITY_TRANSFERRING_PHOSPHORUS_CONTAINING_GROUPS;PURINE_RIBONUCLEOTIDE_BINDING;ATP_BINDING;MAP_KINASE_KINASE_KINASE_ACTIVITYKEGG_MAPK_SIGNALING_PATHWAY;KEGG_TIGHT_JUNCTIONPID_P38GAMMADELTAPATHWAY

0 Pontocerebellar hypoplasia type 2DNA . BIOPOLYMER_METABOLIC_PROCESS;BIOSYNTHETIC_PROCESS;REGULATION_OF_TRANSLATION;REGULATION_OF_PROTEIN_METABOLIC_PROCESS;CELLULAR_BIOSYNTHETIC_PROCESS;REGULATION_OF_CELLULAR_METABOLIC_PROCESS;REGULATION_OF_GENE_EXPRESSION;BIOPOLYMER_BIOSYNTHETIC_PROCESS;CELLULAR_PROTEIN_METABOLIC_PROCESS;MACROMOLECULE_BIOSYNTHETIC_PROCESS;PROTEIN_METABOLIC_PROCESS;REGULATION_OF_METABOLIC_PROCESS;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS;TRANSLATION;REGULATION_OF_CELLULAR_PROTEIN_METABOLIC_PROCESSCYTOPLASM;NUCLEUSRNA_BINDINGKEGG_AMINOACYL_TRNA_BIOSYNTHESIS.

0 . NA . ESTABLISHMENT_OF_LOCALIZATION;TRANSPORT;VESICLE_MEDIATED_TRANSPORTMEMBRANE;CELL_FRACTION;MEMBRANE_FRACTION;PLASMA_MEMBRANELIPID_BINDING;GTPASE_REGULATOR_ACTIVITY;PHOSPHOLIPID_BINDING;SMALL_GTPASE_REGULATOR_ACTIVITY;ENZYME_REGULATOR_ACTIVITY;PHOSPHOINOSITIDE_BINDING;RECEPTOR_ACTIVITY;GUANYL_NUCLEOTIDE_EXCHANGE_FACTOR_ACTIVITY. PID_ARF6_PATHWAY;PID_PI3KCIPATHWAY

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . RNA_METABOLIC_PROCESS;BIOPOLYMER_METABOLIC_PROCESS;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;TRANSCRIPTION_DNA_DEPENDENT;RNA_BIOSYNTHETIC_PROCESS;REGULATION_OF_TRANSCRIPTION_FROM_RNA_POLYMERASE_II_PROMOTER;REGULATION_OF_CELLULAR_METABOLIC_PROCESS;REGULATION_OF_GENE_EXPRESSION;REGULATION_OF_TRANSCRIPTIONDNA_DEPENDENT;TRANSCRIPTION;REGULATION_OF_METABOLIC_PROCESS;REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;REGULATION_OF_RNA_METABOLIC_PROCESS;TRANSCRIPTION_FROM_RNA_POLYMERASE_II_PROMOTER;REGULATION_OF_TRANSCRIPTION. HYDROLASE_ACTIVITY_ACTING_ON_ACID_ANHYDRIDES;DNA_HELICASE_ACTIVITY;ATP_DEPENDENT_HELICASE_ACTIVITY;HELICASE_ACTIVITY;NUCLEOSIDE_TRIPHOSPHATASE_ACTIVITY;ATPASE_ACTIVITY_COUPLED;ATP_DEPENDENT_DNA_HELICASE_ACTIVITY;DNA_DEPENDENT_ATPASE_ACTIVITY;ATPASE_ACTIVITY;PYROPHOSPHATASE_ACTIVITY;DNA_BINDING. PID_HDAC_CLASSI_PATHWAY

0 . NA . . . . . .

0 . NA . GLUCOSE_METABOLIC_PROCESS;SIGNAL_TRANSDUCTION;CELLULAR_CARBOHYDRATE_METABOLIC_PROCESS;ALCOHOL_METABOLIC_PROCESS;CARBOHYDRATE_METABOLIC_PROCESS;INTRACELLULAR_SIGNALING_CASCADE;SMALL_GTPASE_MEDIATED_SIGNAL_TRANSDUCTIONCYTOPLASMIC_PART;CYTOPLASM;MITOCHONDRIONPHOSPHOTRANSFERASE_ACTIVITY_ALCOHOL_GROUP_AS_ACCEPTOR;PROTEIN_KINASE_ACTIVITY;KINASE_ACTIVITY;TRANSFERASE_ACTIVITY_TRANSFERRING_PHOSPHORUS_CONTAINING_GROUPSKEGG_T_CELL_RECEPTOR_SIGNALING_PATHWAY;KEGG_FC_EPSILON_RI_SIGNALING_PATHWAY;KEGG_NEUROTROPHIN_SIGNALING_PATHWAY.

0 . NA . . . . KEGG_INOSITOL_PHOSPHATE_METABOLISM;KEGG_PHOSPHATIDYLINOSITOL_SIGNALING_SYSTEM.

0 . NA . DNA_METABOLIC_PROCESS;DNA_REPAIR;BIOPOLYMER_METABOLIC_PROCESS;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;RESPONSE_TO_ENDOGENOUS_STIMULUS;INTERPHASE;CELL_CYCLE_PROCESS;MITOTIC_CELL_CYCLE;CELL_CYCLE_PHASE;RESPONSE_TO_STRESS;DNA_REPLICATION;CELL_CYCLE_GO_0007049;INTERPHASE_OF_MITOTIC_CELL_CYCLE;RESPONSE_TO_DNA_DAMAGE_STIMULUS;G1_S_TRANSITION_OF_MITOTIC_CELL_CYCLENUCLEUS NUCLEOTIDYLTRANSFERASE_ACTIVITY;DNA_POLYMERASE_ACTIVITY;DNA_DIRECTED_DNA_POLYMERASE_ACTIVITY;TRANSFERASE_ACTIVITY_TRANSFERRING_PHOSPHORUS_CONTAINING_GROUPS;CHROMATIN_BINDING;DNA_BINDINGKEGG_PURINE_METABOLISM;KEGG_PYRIMIDINE_METABOLISM;KEGG_DNA_REPLICATION;KEGG_BASE_EXCISION_REPAIR;KEGG_NUCLEOTIDE_EXCISION_REPAIR.

0 Adrenal cortical carcinoma;Breast cancer;Choroid plexus papilloma;Colorectal cancer;Hepatocellular carcinoma;Li-Fraumeni syndrome;Nasopharyngeal carcinoma;Osteosarcoma;Pancreatic cancer;{Basal cell carcinoma 7};{Glioma susceptibility 1}NA . REGULATION_OF_BIOLOGICAL_QUALITY;DNA_METABOLIC_PROCESS;RNA_METABOLIC_PROCESS;PROTEIN_OLIGOMERIZATION;DNA_REPAIR;REGULATION_OF_HYDROLASE_ACTIVITY;POSITIVE_REGULATION_OF_TRANSCRIPTIONDNA_DEPENDENT;CELL_DEVELOPMENT;ESTABLISHMENT_OF_LOCALIZATION;BIOPOLYMER_METABOLIC_PROCESS;POSITIVE_REGULATION_OF_TRANSCRIPTION_FROM_RNA_POLYMERASE_II_PROMOTER;MACROMOLECULAR_COMPLEX_ASSEMBLY;PROTEIN_TETRAMERIZATION;REGULATION_OF_MOLECULAR_FUNCTION;SIGNAL_TRANSDUCTION;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;RESPONSE_TO_ENDOGENOUS_STIMULUS;TRANSCRIPTION_DNA_DEPENDENT;INTRACELLULAR_TRANSPORT;PROGRAMMED_CELL_DEATH;RESPONSE_TO_EXTRACELLULAR_STIMULUS;POSITIVE_REGULATION_OF_CATALYTIC_ACTIVITY;ORGANELLE_ORGANIZATION_AND_BIOGENESIS;NEGATIVE_REGULATION_OF_CELL_CYCLE;ESTABLISHMENT_OF_CELLULAR_LOCALIZATION;POSITIVE_REGULATION_OF_NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;REGULATION_OF_GROWTH;CELLULAR_RESPONSE_TO_STRESS;POSITIVE_REGULATION_OF_RNA_METABOLIC_PROCESS;NEGATIVE_REGULATION_OF_CELLULAR_NUCLEOPLASM;ORGANELLE_PART;CYTOPLASMIC_PART;NUCLEAR_PART;CYTOPLASM;ORGANELLE_LUMEN;NUCLEAR_LUMEN;NON_MEMBRANE_BOUND_ORGANELLE;INSOLUBLE_FRACTION;NUCLEUS;CELL_FRACTION;NUCLEAR_MATRIX;MEMBRANE_ENCLOSED_LUMEN;INTRACELLULAR_NON_MEMBRANE_BOUND_ORGANELLE;INTRACELLULAR_ORGANELLE_PART;MITOCHONDRION;NUCLEOLUSNUCLEOTIDE_BINDING;COPPER_ION_BINDING;CATION_BINDING;ZINC_ION_BINDING;PURINE_NUCLEOTIDE_BINDING;SINGLE_STRANDED_DNA_BINDING;HYDROLASE_ACTIVITY_ACTING_ON_ESTER_BONDS;ADENYL_RIBONUCLEOTIDE_BINDING;ADENYL_NUCLEOTIDE_BINDING;PROTEIN_N_TERMINUS_BINDING;ION_BINDING;DOUBLE_STRANDED_DNA_BINDING;TRANSCRIPTION_FACTOR_ACTIVITY;STRUCTURE_SPECIFIC_DNA_BINDING;PROTEIN_HETERODIMERIZATION_ACTIVITY;PROTEIN_DIMERIZATION_ACTIVITY;ENZYME_BINDING;CHROMATIN_BINDING;PURINE_RIBONUCLEOTIDE_BINDING;TRANSITION_METAL_ION_BINDING;NUCLEASE_ACTIVITY;DNA_BINDING;ATP_BINDINGKEGG_MAPK_SIGNALING_PATHWAY;KEGG_CELL_CYCLE;KEGG_P53_SIGNALING_PATHWAY;KEGG_APOPTOSIS;KEGG_WNT_SIGNALING_PATHWAY;KEGG_NEUROTROPHIN_SIGNALING_PATHWAY;KEGG_AMYOTROPHIC_LATERAL_SCLEROSIS_ALS;KEGG_HUNTINGTONS_DISEASE;KEGG_PATHWAYS_IN_CANCER;KEGG_COLORECTAL_CANCER;KEGG_PANCREATIC_CANCER;KEGG_ENDOMETRIAL_CANCER;KEGG_GLIOMA;KEGG_PROSTATE_CANCER;KEGG_THYROID_CANCER;KEGG_BASAL_CELL_CARCINOMA;KEGG_MELANOMA;KEGG_BLADDER_CANCER;KEGG_CHRONIC_MYELOID_LEUKEMIA;KEGG_SMALL_CELL_LUNG_CANCER;KEGG_NON_SMALL_CELL_LUNG_CANCERPID_HDAC_CLASSIII_PATHWAY;PID_MYC_ACTIVPATHWAY;PID_LKB1_PATHWAY;PID_REG_GR_PATHWAY;PID_P53DOWNSTREAMPATHWAY;PID_P75NTRPATHWAY;PID_AP1_PATHWAY;PID_HIF1APATHWAY;PID_P38ALPHABETADOWNSTREAMPATHWAY;PID_AURORA_A_PATHWAY;PID_BARD1PATHWAY;PID_P53REGULATIONPATHWAY

0 Progressive familial heart block, type IBNA . . . . . .

0 . NA . . CELL_FRACTION;MEMBRANE_FRACTION. . .

0 Mental retardation, autosomal dominant 10NA . . MEMBRANE_PART;MEMBRANE;VOLTAGE_GATED_CALCIUM_CHANNEL_COMPLEX;MACROMOLECULAR_COMPLEX;PROTEIN_COMPLEX;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANECATION_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;CATION_CHANNEL_ACTIVITY;VOLTAGE_GATED_CHANNEL_ACTIVITY;GATED_CHANNEL_ACTIVITY;VOLTAGE_GATED_CALCIUM_CHANNEL_ACTIVITY;SUBSTRATE_SPECIFIC_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;SUBSTRATE_SPECIFIC_CHANNEL_ACTIVITY;SUBSTRATE_SPECIFIC_TRANSPORTER_ACTIVITY;VOLTAGE_GATED_CATION_CHANNEL_ACTIVITY;CALCIUM_CHANNEL_ACTIVITY;METAL_ION_TRANSMEMBRANE_TRANSPORTER_ACTIVITY;ION_CHANNEL_ACTIVITY;TRANSMEMBRANE_TRANSPORTER_ACTIVITY;ION_TRANSMEMBRANE_TRANSPORTER_ACTIVITYKEGG_MAPK_SIGNALING_PATHWAY;KEGG_CARDIAC_MUSCLE_CONTRACTION;KEGG_HYPERTROPHIC_CARDIOMYOPATHY_HCM;KEGG_ARRHYTHMOGENIC_RIGHT_VENTRICULAR_CARDIOMYOPATHY_ARVC;KEGG_DILATED_CARDIOMYOPATHY.

0 {Diabetes mellitus, noninsulin-dependent, susceptibility to}NA . BIOSYNTHETIC_PROCESS;ANATOMICAL_STRUCTURE_MORPHOGENESIS;REGULATION_OF_TRANSLATION;REGULATION_OF_PROTEIN_METABOLIC_PROCESS;CELLULAR_BIOSYNTHETIC_PROCESS;REGULATION_OF_CELLULAR_METABOLIC_PROCESS;REGULATION_OF_GENE_EXPRESSION;CELLULAR_PROTEIN_METABOLIC_PROCESS;MACROMOLECULE_BIOSYNTHETIC_PROCESS;PROTEIN_METABOLIC_PROCESS;ANATOMICAL_STRUCTURE_DEVELOPMENT;REGULATION_OF_METABOLIC_PROCESS;CELLULAR_MACROMOLECULE_METABOLIC_PROCESS;TRANSLATION;REGULATION_OF_CELLULAR_PROTEIN_METABOLIC_PROCESSCYTOPLASMRNA_BINDING. .

0 . NA . SYSTEM_DEVELOPMENT;NERVOUS_SYSTEM_DEVELOPMENT;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;BRAIN_DEVELOPMENT;ANATOMICAL_STRUCTURE_DEVELOPMENT;ORGAN_DEVELOPMENT;CENTRAL_NERVOUS_SYSTEM_DEVELOPMENTORGANELLE_PART;NUCLEAR_PART;ORGANELLE_LUMEN;NUCLEAR_LUMEN;NON_MEMBRANE_BOUND_ORGANELLE;NUCLEUS;MEMBRANE_ENCLOSED_LUMEN;INTRACELLULAR_NON_MEMBRANE_BOUND_ORGANELLE;INTRACELLULAR_ORGANELLE_PART;NUCLEOLUS. . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 Acne inversa, familial, 2NA . GLYCOPROTEIN_METABOLIC_PROCESS;BIOPOLYMER_METABOLIC_PROCESS;REGULATION_OF_MOLECULAR_FUNCTION;SIGNAL_TRANSDUCTION;GLYCOPROTEIN_CATABOLIC_PROCESS;CELL_SURFACE_RECEPTOR_LINKED_SIGNAL_TRANSDUCTION_GO_0007166;PROTEIN_MATURATION;POSITIVE_REGULATION_OF_CATALYTIC_ACTIVITY;POST_TRANSLATIONAL_PROTEIN_MODIFICATION;PROTEOLYSIS;CELLULAR_PROTEIN_METABOLIC_PROCESS;BIOPOLYMER_MODIFICATION;REGULATION_OF_CATALYTIC_ACTIVITY;PROTEIN_PROCESSING;PROTEIN_METABOLIC_PROCESS;NOTCH_SIGNALING_PATHWAY;PROTEIN_MODIFICATION_PROCESS;AMYLOID_PRECURSOR_PROTEIN_METABOLIC_PROCESS;CELLULAR_MACROMOLECULE_METABOLIC_PROCESSINTRINSIC_TO_PLASMA_MEMBRANE;INTRINSIC_TO_MEMBRANE;CYTOPLASMIC_PART;MEMBRANE_PART;GOLGI_APPARATUS;MEMBRANE;CYTOPLASM;ENDOPLASMIC_RETICULUM;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANE. KEGG_NOTCH_SIGNALING_PATHWAY;KEGG_ALZHEIMERS_DISEASEPID_NOTCH_PATHWAY;PID_PS1PATHWAY;PID_P75NTRPATHWAY;PID_SYNDECAN_3_PATHWAY

0 . NA . . . . . .

0 Mitochondrial complex 1 deficiencyNA . . . . . .

0 . NA . SYSTEM_PROCESS. ACTIN_BINDING;CYTOSKELETAL_PROTEIN_BINDING. .

0 . NA . SYSTEM_DEVELOPMENT;SIGNAL_TRANSDUCTION;TISSUE_DEVELOPMENT;MESODERM_DEVELOPMENT;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;ANATOMICAL_STRUCTURE_DEVELOPMENT;ORGAN_DEVELOPMENTINTRINSIC_TO_PLASMA_MEMBRANE;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANETRANSMEMBRANE_RECEPTOR_PROTEIN_KINASE_ACTIVITY;PHOSPHOTRANSFERASE_ACTIVITY_ALCOHOL_GROUP_AS_ACCEPTOR;PROTEIN_KINASE_ACTIVITY;KINASE_ACTIVITY;PROTEIN_TYROSINE_KINASE_ACTIVITY;RECEPTOR_ACTIVITY;TRANSMEMBRANE_RECEPTOR_ACTIVITY;TRANSMEMBRANE_RECEPTOR_PROTEIN_TYROSINE_KINASE_ACTIVITY;TRANSFERASE_ACTIVITY_TRANSFERRING_PHOSPHORUS_CONTAINING_GROUPS. .

0 . NA . . . . . .



0 . NA . . . . KEGG_PURINE_METABOLISM.

0 . NA . CELL_RECOGNITION. . . .

0 . NA . ISOPRENOID_METABOLIC_PROCESS;LIPID_METABOLIC_PROCESS;SECONDARY_METABOLIC_PROCESS;VITAMIN_METABOLIC_PROCESS;CELLULAR_LIPID_METABOLIC_PROCESS;HORMONE_METABOLIC_PROCESS. OXIDOREDUCTASE_ACTIVITY_GO_0016616;OXIDOREDUCTASE_ACTIVITY;OXIDOREDUCTASE_ACTIVITY_ACTING_ON_CH_OH_GROUP_OF_DONORSKEGG_RETINOL_METABOLISM.

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . STRUCTURAL_MOLECULE_ACTIVITY. PID_PLK1_PATHWAY

0 . NA . . . . . .

0 . NA . . INTRINSIC_TO_PLASMA_MEMBRANE;INTRINSIC_TO_MEMBRANE;MEMBRANE_PART;MEMBRANE;INTEGRAL_TO_MEMBRANE;INTEGRAL_TO_PLASMA_MEMBRANE;PLASMA_MEMBRANE_PART;PLASMA_MEMBRANERECEPTOR_ACTIVITY;TRANSMEMBRANE_RECEPTOR_ACTIVITY. .

0 . NA . . . . . PID_CDC42_REG_PATHWAY

0 Leber congenital amaurosis 3 | Retinitis pigmentosa, juvenile, autosomal recessiveNA . . . . . .

0 Myeloid leukemia, acute, M4/M4Eo subtype, somaticNA . RNA_METABOLIC_PROCESS;BIOPOLYMER_METABOLIC_PROCESS;NUCLEOBASENUCLEOSIDENUCLEOTIDE_AND_NUCLEIC_ACID_METABOLIC_PROCESS;TRANSCRIPTION_DNA_DEPENDENT;RNA_BIOSYNTHETIC_PROCESS;TRANSCRIPTION;TRANSCRIPTION_FROM_RNA_POLYMERASE_II_PROMOTER. RNA_POLYMERASE_II_TRANSCRIPTION_FACTOR_ACTIVITY;TRANSCRIPTION_FACTOR_ACTIVITY;DNA_BINDING. PID_SMAD2_3NUCLEARPATHWAY;PID_ATF2_PATHWAY;PID_AP1_PATHWAY

0 . NA . . . . . .

0 . NA . . . . . .

0 Knobloch syndrome, type 1NA . SYSTEM_DEVELOPMENT;ANATOMICAL_STRUCTURE_MORPHOGENESIS;NEGATIVE_REGULATION_OF_CELLULAR_PROCESS;MULTICELLULAR_ORGANISMAL_DEVELOPMENT;ORGAN_MORPHOGENESIS;SENSORY_PERCEPTION;NEUROLOGICAL_SYSTEM_PROCESS;NEGATIVE_REGULATION_OF_CELL_PROLIFERATION;CELL_PROLIFERATION_GO_0008283;ANATOMICAL_STRUCTURE_DEVELOPMENT;NEGATIVE_REGULATION_OF_BIOLOGICAL_PROCESS;ORGAN_DEVELOPMENT;SYSTEM_PROCESS;REGULATION_OF_CELL_PROLIFERATIONPROTEINACEOUS_EXTRACELLULAR_MATRIX;EXTRACELLULAR_MATRIX_PART;EXTRACELLULAR_REGION;EXTRACELLULAR_REGION_PART;EXTRACELLULAR_MATRIX;COLLAGEN. . PID_INTEGRIN1_PATHWAY;PID_P53DOWNSTREAMPATHWAY;PID_ERA_GENOMIC_PATHWAY;PID_HNF3APATHWAY

0 . NA . . . . . .

0 . NA . MULTICELLULAR_ORGANISMAL_DEVELOPMENT;CELL_PROLIFERATION_GO_0008283. . . PID_SMAD2_3NUCLEARPATHWAY;PID_HDAC_CLASSI_PATHWAY;PID_TELOMERASEPATHWAY;PID_HEDGEHOG_GLIPATHWAY

0 . NA . . . . . .

0 . NA . SIGNAL_TRANSDUCTION. RECEPTOR_BINDING. PID_ANGIOPOIETINRECEPTOR_PATHWAY;PID_SHP2_PATHWAY

0 . NA . CELL_DEVELOPMENT;NEGATIVE_REGULATION_OF_APOPTOSIS;SIGNAL_TRANSDUCTION;CELL_SURFACE_RECEPTOR_LINKED_SIGNAL_TRANSDUCTION_GO_0007166;PROGRAMMED_CELL_DEATH;NEGATIVE_REGULATION_OF_CELLULAR_PROCESS;REGULATION_OF_DEVELOPMENTAL_PROCESS;ANTI_APOPTOSIS;NEGATIVE_REGULATION_OF_DEVELOPMENTAL_PROCESS;NEGATIVE_REGULATION_OF_BIOLOGICAL_PROCESS;REGULATION_OF_APOPTOSIS;NEGATIVE_REGULATION_OF_PROGRAMMED_CELL_DEATH;REGULATION_OF_PROGRAMMED_CELL_DEATH;APOPTOSIS_GOCYTOPLASM;NUCLEUSACID_AMINO_ACID_LIGASE_ACTIVITY;LIGASE_ACTIVITY_FORMING_CARBON_NITROGEN_BONDS;LIGASE_ACTIVITY;SMALL_PROTEIN_CONJUGATING_ENZYME_ACTIVITY;SMALL_CONJUGATING_PROTEIN_LIGASE_ACTIVITY;UBIQUITIN_PROTEIN_LIGASE_ACTIVITYKEGG_UBIQUITIN_MEDIATED_PROTEOLYSIS;KEGG_APOPTOSIS;KEGG_FOCAL_ADHESION;KEGG_NOD_LIKE_RECEPTOR_SIGNALING_PATHWAY;KEGG_PATHWAYS_IN_CANCER;KEGG_SMALL_CELL_LUNG_CANCERPID_CD40_PATHWAY;PID_FASPATHWAY;PID_TNFPATHWAY;PID_CERAMIDE_PATHWAY;PID_P75NTRPATHWAY;PID_CMYB_PATHWAY;PID_HIVNEFPATHWAY;PID_CASPASE_PATHWAY

0 . NA . . . . . .

0 . NA . . NUCLEOPLASM;ORGANELLE_PART;NUCLEAR_PART;CYTOPLASM;ORGANELLE_LUMEN;NUCLEAR_LUMEN;NUCLEUS;MEMBRANE_ENCLOSED_LUMEN;INTRACELLULAR_ORGANELLE_PART. KEGG_TIGHT_JUNCTION.

0 . NA . . . . . .

0 . NA . . . . . .

0 Leiomyomatosis, diffuse, with Alport syndromeNA . . . . KEGG_FOCAL_ADHESION;KEGG_ECM_RECEPTOR_INTERACTION;KEGG_PATHWAYS_IN_CANCER;KEGG_SMALL_CELL_LUNG_CANCERPID_INTEGRIN1_PATHWAY;PID_INTEGRIN3_PATHWAY;PID_AVB3_INTEGRIN_PATHWAY;PID_SYNDECAN_1_PATHWAY

0 . NA . . . . . .

0 . NA . . . . . .

0 . NA . . . . . PID_BMPPATHWAY
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