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BENP . }
. Gene Amine Acid

Start End Zygosity Reference  SKP Call Hatch Symb Censequence ot
75135993 75135983  Heterozygous T [ Novel ANXAT THTRONIC
75135983 751359893 Heterozygous T c Novel ANXAT INTRONIC
75186570 75186570  Heterozygous G T Noval ZMYHND17  INTRONIC
75214138 75214138 Heterozygaus A - Novel PPP3CB INTRONIC
75214138 75214138 Heterozygous A - Novel PPP3CB INTRONIC
75214138 75214138 Hetsrozygous A - Novel PPP3ICB INTRONIC
75532864 75532864 Heterozygaus T G Novel SEC24C DOWNSTREAM
75532884 75532864  Heterozygous T G Mavel SEC24C DOWNSTREAM
75532864 75532864 Heterozygous T G Novel FUT11 INTRONIC
78593652 79593652  Heterozygous G A Novat DLGS INTRONIC
81317741 81317741 Hetarozygous G o] Navel SFTPA2 INTRONIC
81667395 81667400 Heterozygous TTTGTT =TT Novel GENIC
81667395 81867400  Heterozygous TTTGTT mre— Novel GENIC
81667401 81667403 Heterozygous TGT —_— Novel GENIC
84745277 84745277  HeterozygousC [} Novel NRG3 SYNONYMOUS_CODING
84745277 84745277  HeterozygousC G Novel NRG3 SYNONYMOUS_CODING
84745277 84745277  Heterozygous C G Novel NRG3 SYNONYMOUS_CODING
88834244 88834245 Hetarozygous - A Novel GLUD1 INTRONIC
90497523 90497523 Heterozygaus G A Novel LIPK EXONIC
90562705 90562705  HeterozygousT A Naovel LIPM NON_SYNONY!IW->R
90733157 90733157 Heterozygous C T Novel ACTA2 INTRONIC
91483918 91433917 Heterozygous - T Novel KIF208 INTRONIC
92503408 92503408  HeterozygousC G Novel HTR7 INTRONIC
92503408 92503408 Heterozygous G G Novel HTR? INTRONIC
92503408 92503408 Heterozygous G G Novel HTR? NON SYNONYIK->N
93588248 93588248  Haterozygous T - Novel TNKS2 INTRONIC

Hat: T C Navel TNKS2 SPLICE SITE
95088378 85088378 Heterozygous G T Novel MYOF INTRONIC
95088378 95088378  Heterozygous G T Noval MYOF INTRONIC
95286811 95268811 Heterozygous G T Novel CEPSS NON_SYMONYID->Y
95266811 96266811  Heterozygous G T Novel CEPS5 NON SYNONYID->Y
95431867 95431668  Heterozygous—A TG Naovel FRA10ACT INTRONIC
95892073 85892073 Heterozygous T C Novel PLCE? NON_SYNONYIV->A
95892073 95892073  Heterozygous T [ Novel PLCE1 NON_SYNONYIV->A
986353423 96363423 Hetarozygous T - Novel HELLS INTRONIG
99198508 99198508 Heterozygous T - Novel EXOSCt INTRONIC

H gous G A Novel DHOPSL INTRONIC
99350308 99350308  Heterozygous G A Naovel DHDPSL INTRONIC

H G A Novel C100rf62 SYNONYMOUS_CODING
98426973 994268973  HeterozygousG T Novel PUK2A INTRONIC
101554311 101554311  Heterozygous T A Novel ABCC2 INTRONIC
102705058 102705058  Heterozygous— T Novel FAM178A  INTRONIC
102705058 102705059  Heterozygous~ T Navel FAM178A  INTRONIC
102732879 102732979  Heterozygous G A Novel SEMA4G NON_SYNONYIR->G
102749232 102749232  Heterozygous A G Novel MRPLA43 UPSTREAM
102749232 102749232 Heterozygous A G Navel MRPL43 UPSTREAM
102749232 102749232 Heterozygous A G Novel MRPL43 UPSTREAM
102749232 102743232 Heterozygous A G Novel MRPL43 UPSTREAM
102749232 102749232 Heterozygous A G Novel C10orf2 INTRONIC
102749232 102749232  Heterozygous A G Novel Cl0orf2 INTRONIC
102748232 102749232  Heterozygous A G Novsl C10arf2 INTRONIC
102749232 102748232  Heterozygous A G MNovel C100rf2 INTRONIC
102750196 102750198  Heterozygous T Cc Movel C1Gorf2 SYNONYMOQUS_CODING
102750186 102750196  Heterozygous T (o} Novel C10orf2 SYNONYMOUS_CODING
102750196 102750198  Heterozygous T c Novel G10crf2 SYNONYMOUS_CODING
102750196 102750196  Heterozygous T c Navel C10arf2 SYNONYMOUS_CODING
104120732 104120732 Heterozygous A - Novel GBF1 INTRONIG
105365517 105385517  HeterozygousA G Novel SHIPXD2A INTRONIC
106125594 106125584 Heterozygous G A Naval CCDC147  NON_SYNONYIR->H
111440633 111440633 Heterozygous G A Novel GENIC
111624858 111624858  Heterozygous G A Novel XPNPEP1  JPRIME UTR
111624853 111624858  Heterozygous G A Novel XPNPEP1  JPRIME UTR
111624859 111624858  Heterozygous G A Novel XPNPEP1  EXONIC
111633158 111633158  Heterozygous T [o] Novel KPNPEP1  SYNONYMOUS CODING
111633158 111833158  Heterozygous T c Novet XPNPEPT  SYNONYMOUS CODING
111833158 111633158  Heterozygous T [} Novel XPNPEPT  EXONIC
111642270 111642270  Heterozygous G A Novel XPNPEP1  SYNONYMOUS_CODING
111642270 111642270  Heterozygaus G A Novel XPNPEP1  SYNONYMOUS CODING
111642270 111642270 Heterozygoua G A Novel XPNPEP1 EXONIC
111642325 111642325 Heterozygous G A Novel XPNPEP1 SYNONYMOUS_CODING
111642325 111642325 Heterozygaus G A Novel XPNPEPT  SYNONYMOUS_ CODING
111642325 111642325 Heterozygaus G A Novel XPNPEP1 EXONIC
112328650 112328651 Heterozygous - T Novel SMC3 INTRONIC
112540581 112540581 HeterozygousG T Novel RBM20 MON SYNONY!S->L
113913470 113913470  Heterozygous A - Novel GPAM INTRONIC
115357687 115357687 Heterozygous G T Novel NRAP INTRONIC
115357687 115357687 Heterozygous G T Novel NRAP INTRONIC

GENP

Chromasem . Gane Amino Acid
a Start End Zygosity Refersnce  SHP Call Hatch Symbal Consequance Changa
chri0 15896939 115806048  Heterozygous G A Hovel C10orf118  SPLICE SITE

chr0 115910811 115910811 Heterozygous G A Novel C10orf118  SYNONYMOUS_CODING
chr10 115870718 118970719  Hsterozygous G A Nova! TORD1 SYNONYMOUS_CODING
che10 116307462 118307482 HeterozygousC T Movel ABLIM1 SYNONYMOUS_CODING
chr10 118307462 118307482 HeterozygousC T Movel ABLIMI SYNONYMOUS_CODING
chri0 116307462 118307462 HaterozygousC T Novsl ABLIMI SYNONYMOUS_CODING
chr10 119966181 110966162 Heterozygous GT - Noval CASC2 INTRONIC

chr10 119966181 119966162 Heterozygous GT — Novel CASC2 INTRONIC

chriQ 120831518 120831520 Heterozygous— T Novel GENIC

chr10 120867173 120907174  Heterozygous - G Hovel SFXN4 INTRONIC

chrig 121541048 121541048  Heterczygous~ T Novel INPPSF INTRONIC

chri0 121541048 121541048  Heterozygous~ T Novel INPPSF INTRONIC

chri0 123997616 123997616 HeterozygousC T Novel TACC2 INTRONIC

chri0 123897616 123887616 HeterozygousG T Noval TACC2 INTRONIC

chri0 123997616 123997616 HeterozygausC T Novel TACCZ INTRONIC

chri0 123997616 123997618  Heterozygous C T Novel TACC2 INTRGNIC

chrl0 124340301 124340301  Heterozygous T c Novel DMBT1 INTRONIG

chr10 124340201 124340301 Heterozygous T c Novel OMBT1 [NTRONIC

chri0® 124340301 124340301 Heterozygous T C MNavel DMBT1 INTRONIC

chriQ 124340408 124340406 Heterozygous G c Novel DMBT1 NON_SYNONYIS->T
chr10 124340406 124340408  Heterozygous G [+ Novel OMBT1 HON_SYNONYIS->T
chr10 124340408 124340406  Haterozygous G G Novel DMBT1 NON_SYNONYIS->T
chr10 124457238 124457238  Heterozygous G T Novel G100rf120  3PRIME_UTR

chr10 124654346 124854348 HeterozygousT - Navel LOG389815 INTRONIC

chrlQ 126631045 126631045 Heterozygous G T MNovel ZRANB1 SPRIME UTR

chrl0 126831344 128631344 Heterozygous A G Novel ZRANB1T SYNONYMOUS_CODING
chriQ 129864291 129864291  Hetarozygous G T Novel PTPRE INTRONIC

chrt0 129884291 129884291 Heterozygous G T Novel PTPRE INTRONIC

chriQ 134752008 134752008 Homozygous C - Novel GC100rf83  INTRONIC

chr10 134397524 134997525 Heterozygous ~—~ CTTG Novel KNDC1 INTRONIC

chril 700196 700188 Heterozygous G G Novel TMEMS0 NON_SYNONYIL->V
chril 700196 700196 Heterozygous G G Novel TMEMS0 NON_SYNONYIL->V
chrit 1015828 1015828 Heterozygous G T Novel Muce NON_SYNONYIA->T
chrit 1018618 1016618 Heterozygous G C Novel MUGS SYNONYMOUS_CODING
chrit 1016795 1016795 Heterozygous G G Movel MUCs NON_SYNONYIQ->H
chrit 1016825 1016825 Heterozygous G A Novel MUCE SYNONYMOUS_CODING
chrit 1027955 1027958 Heterozygous G A Novel MUCE INTRONIC

chrit 1092388 1092388 Heterozygous A G Novel MuG2 NON_SYNONYIT->P
chril 14682163 1462163 Haterozygous G - Navsl BRSK2 SPLICE SITE

chrit 1905147 1805147 Hetarozygous T - Noval LsP1 INTRONIG

chrlt 1905147 1805147 Heterozygous T - Navel LSP1 INTRONIC

chrit 1905147 1905147 Heterozygous T - Novel LsPt INTRONIC

chrlt 1905147 1905147 Hetarozygous T - Noval LSP1 INTRONIC

chril 2018137 2018137 Heterozygous G G Novel H19 EXONIC

chrit 2426173 2428173 Heterozygous G A Novel TSSC4 DOWNSTREAM

chrit 2428173 2426173 Heterozygous G A Novel TRPMS SYNONYMOUS_CODING
chrll 3381798 3381799 Haterozygous A - Novael ZNF185 SPLICE SITE

chrit 3381799 3381799 Heterozygous A - Novel ZNF185 SPLICE SITE

chrit 3381798 3381798 Heterozygous A - Navel ZNF195 SPLICE SITE

chrit 3733899 3733889 Heterozygous G T Novel NUPS8 3PRIME_UTR

chrit 3733698 3733698 Heterozygous G T Novel NUPS8 INTRONIC

chrit 3733899 3733889 Heterozygous C T Novel NUPS8 3PRIME UTR

chrit 3733899 3733699 Haeterozygous G T Novel NUPS8 INTRONIC

chrit 3742083 3742083 Heterozygous A c Novel NUP98 SPLICE SITE

chrlt 3742083 3742083 Hetsrozygous A c Noval NUPS8 SPLICE SITE

chrlt 3742083 3742083 Heterozygaus A C Novel NUPS8 SPLICE SITE

chrit 3742083 37420683 Heterozygous A C Novel NUPS8 SPLICE SITE

chrit 4139451 4138451 Heterozygous T - Novel RRM1 INTRONIC

chrit 4827273 4827273 Heterozygous A - Novel ORS52R1 UPSTREAM

chril 5020611 5020511 Heterozygaus A G Novel ORSILY EXONIC

chrif 5080771 5080771 Heterozygous G A Novei OR52E2 EXONIC

chril 5373645 5373645 Heterozygous G A Novel OR51B6 EXONIC

chrit 5443501 5443501 Heterozygous G G Novel GENIC

chr1l 5988359 5988359 Heterozygous A - Novel ORS6AS DOWNSTREAM

chril 8238770 8238770 Heterozygous G T Novel FAM180A2  SYNONYMOUS_CODING
chrit 8238770 8238770 Haterozygous G T Novel FAM160A2 SYNONYMOUS_CODING
chrit 6245587 6245587 Heterozygous G T Novai FAMIBOAZ INTRONIC

chrll 6245587 6245587 Hetarozygous C T Novel FAM180AZ INTRONIC

chrit 8424287 8424287 Hatarozygous C T Novel APBB1 INTRONIC

chrit 424287 6424287 Heterozygous G T Novel APBB1 INTRONIC

chrit 6653253 6663253 Heterozygous T A Navel DOCHS1 INTRONIC

chrlt 65942852 6942852 Heterozygous A G Novel OR20D3 EXONIC

chrit 7441782 7441782 Heterozygous G A Novel SYT9 NON_SYNONYIV->M
chrtl 8455471 9455471 Haterozygaus T - Novel Po7 INTRONIC

chril 10820864 10820685  HeterozygousAA - Novel EIF4G2 SPLIGE SITE

chrit 10820664 10820865 Heterazygous AA -A Novel EIF4G2 SPLICE SITE

chril 0: Heter AA - Novel EIF4G2 SPLICE SITE



Chromosa™ Seart Ena Zygesty  Refersnce SNPCsl  Mstoh
chril 10820684 10820865 Heterozygous AA ~A

chril 10820664 10820885  HeterozygousAA — Novel
chrll 10820884 10820865  Haterozygous AA -A Novel
chril 10823575 10823576  Haterozygous GC AA Novel
chrit 10823575 10823576  Heterozygous GC AA Noval
chrit 10823575 10823576  Hatarozygous GG AA Novel
chril 10823575 10823576  Heterozygous GC AA Navsl
chril 11941854 11941854  HeterozygousA G Novel
chrlt 11884077 11964077  Heterozygous G A Novel
chrit 11977681 11977881  Heterozygous T [+ Novel
chr1l 12020321 12020321  Heterozygous G [+ Novel
chrit 12020321 12020321  Heterozygous G c Novel
chril 12020321 12020321  HaterozygousG [+ Novel
chrit 12024048 12024048  Heterozygous A - Novel
chril 12024048 12024049  Heterozygous A - Novel
chrlt 12024049 12024043  HetarozygousA - Novel
chrit 145393168 14539316  HeterozygousA - Novel
chrit 14538318 14539316  Haterozygous A - Novel
chrli 14539316 14539316 Haterozygous A - Novel
chrit 16812551 16812551  HeterozygousC T Navel
chrit 17111188 17111198 Heterozygous GT - Novel
chrlt 17581814 17581814  Heterozygous T ] Novsl
chrlt 17615771 17616771  HeterozygousC T Novel
chrit 17627330 17627330  Heterozygous G A Novel
chrit 18743271 18743271 Heterozygous C T Novel
chell 20638448 20639450  Heterozygous—— TAAG Novel
chrit 21598579 21586579  HeterozygousO A Novel
chrit 21598578 21586579  Heterozygous G A Noval
chrit 22287607 22297607  Heterozygous T - Naovel
chrit 22297607 22287607  Heterozygous T - Novel
chrll 25004568 25004568  Haeterozygous A ] Novel
chrtt 28713916 26713916  HeterozygousC T Novel
chrit 30800264 30800264  HeterozygousA - Noval
chrit 31123826 31123626  Heterozygous A - Novel
chrit 7 7 H G (¢} Novel
chrit 33080407 33080407  Homozygous G [ Novel
chrit 33087551 33087551  Heterozygous A C Novel
chril 33087551 33087551  Heterozygous A [+ Novel
chrll 34154735 34154735  Heterozygous T G Novel
chrit 34154735 34154735  Heterozygous T G Noval
chrit 38440836 36440836  Homozygous A G Novel
chrit 36440836 36440836  Homozygous A G Novel
chrit 36440836 36440836  Homozygous A G Novel
chrt 43467447 43467447  Haterozygous A G Novel
chrit 44193045 441930468  Heterozygous CC - Novel
chrit 44193045 44193048  Heterozygous CC —_ Novel
chril 44193045 44193046  Heterozygous GC - Novsl
chrit 44257777 44257777 Heterozygous G (s} Novel
chrit 44257777 44257777 Heterozygous G c Novet
chril 44257777 44257777 Heterozygous G 4 Novel
chrll 46333864 48333884 Heterozygous T c Novel
chrlt 47187072 47187072  HeterozygousA - Navel
chrlt 47187072 47187072 Heterozygous A - Novel
chrll 48373887 48373897  HeterozygousC T Novel
chrit 48999451 48999454  Heterozygous TTTA e Novel
chrit 48000314 49000314  Homozygous T - Nevel
chrll 49058627 49058628 Hetarozygous G~ cT Naovel
chrit 48056627 49056628  HeterozygousC- D Novel
chrit 55136252 55136252  HeterazygousC A Novel
chrit 55523336 55523336 Hetarozygous C T Novel
chrit 55633014 55633014  HeterozygousG c Novel
chrit 55853533 55653533  HeterozygousG A Novel
chrit 56237378 56237879 Heterozygaus A G Novel
chrit 57243584 57243584  HeterozygousC T Noval
chrll 57982107 57982107  HeterozygousC T Novel
chrit Hi T c Novet
chrll 58920338 58920338  Heterozygous T C Novel
chrlt 58920339 58920339  Heterozygous T [+ Novel
chrit 58920339 58920339  Heterozygous T c Novel
chrit Hi ygous T c Novel
chrit 59282505 59282595  HeterozygousC T Novel
chrlt 60698185 60698185  Heterozygous T c Novel
chrit 60098185 60698185  Heterozygous T c Novel
chrit 81058431 61058431  HeterozygousC T Novel
chrit 61161357 61161357 Heterozygous T G Noval
chril 61161357 81161357 Heterozygous T G Navel
chril 61161357 81161357  HeterozygousT G Novel
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Shromoso™ semt Bl Zygostty - Referonce  SNPCel - Mateh
chril 61677874 61877874 Haterozygous T c Novel
chrit 62038507 82038507  Heterozygous G A Noval
chril 82343414 62343414  Heterozygous G A Novel
chrit 82343414 62343414  Heterozygous G A HNovel
chrit 82361452 62361452  HeterozygousC T Novel
chril 83413965 63413986  Heterozygous AT - Navel
chril 84011554 84011555  Heterozygous— A Novel
chrit 84011854 64011555  Heterozygous— A Novel
chril 84011554 84011555  Heterozygous— A Novel
chrit 84011554 64011555  Haterozygous- A Novel
chrit 64361219 64361219  HaterozygousG A Novel
chrit 84301218 84361219 Heterozygous G A Novel
chrit 084573024 64573024  HeterozygousC T Novel
chril 64573024 84573024  HeterozygousC T Novel
chrll 64573024 64573024  HeterozygousC T Novel
chrit 84573024 64573024  HeterozygousC T Novel
chrit 64573024 64573024  HeterozygousC T Noval
chrit 64573024 84573024  HeterozygousC T Novel
chril 64573024 64573024  HetaerozygousC T Novsl
chril 64678544 64678544  HeterozygousG A Novael
chrit 84895360 84695360  HeterozygousG A Novel
chrit 65380605 65380605  HeterozygousC T Noval
chrll 65385508 65385508  Haterozygous G A Novel
chril 86258954 66258954  Heterozygous G A Novel
chr1l 66258954 68258954  HeterozygousG A Novel
chrit 68260084 68260084  HeterozygousC T Novel
chrit 66260084 66280084  HasterozygousC T Novel
chrit 668472843 66472843  Heterozygous G A Novel
chrit 68611582 66611582  Heterozygous T [+ Novel
chril 86611582 88611582  Heterozygous T c Novel
chrit 66611582 66611582  Hasterozygous T o] Novel
chrit 8agade51 88384851 Haterozygous G T Movel
chrlt 46986651 ageaaast Heterozygous G T Novel
chril 87163338 67163338  Heterozygous T G Novel
chrlt 67400234 67400234  HsterozygousG T Noval
chrit 71249121 71249121 Heterozygous C G Novael
chrit 71249125 71248125  Heterozygous A G Novel
chrit 71248529 71248528  Heterozygous G A Novel
chr1t 71249605 71249605  Heterozygous G T Novai
chrit 71278702 71276702  HeterozygousC T Novel
chrit 71305139 71305139 Homozygous G A Noval
chril 71305182 71305192 Heterozygous G A Novel
chril 72300892 72300892  Heterozygous G A Novsl
chrit 72300892 72300892  Heterozygous G A Movel
chrit 72300892 72300892  HaterozygousG A Novel
chrtt 72300892 72300882  Heterozygous G A Novel
chrit 73087103 73067103  HeterozygousG A Naovsl
chril 73101988 73101988  Heterozygous G T Novel
chril 73101988 73101988  Haterozygous G T Navel
chril 73765731 73785731 Heterozygous A [« HNaval
chrll 73984702 73984702  Hetarozygous G A Novel
chrll 74980156 74980155  Heterozygous C T Novel
chrit 74980155 74980155  Heterozygous G T Novel
chrit 75480087 75480097 Heterozygous G A Noval
chrit 77824907 77824807  Heterozygous G A Novel
chrit 77824907 77824807 Heterozygaus G A Novel
chrit L YE A Novel
chrit 78800757 78600757  Heterozygous G A Novel
chril 82984941 82984841 HeterozygousC G Novel
chril 88088257 88068257  HeterozygausA - Novel
chrit 88088257 88068257  HeterozygausA - Navel
chrit 88068257 88088257  HeterozygousA - Novel
chrit 89719354 89718364  HeterozygousA T Noval
chrlt 89883885 89883886  Heterozygous~ T Novel
chrit 89309121 89809121 Heterozygous G T Novel
chrit 92498318 92433316 Heterozygous A - Novel
chrit 83400003 93400003  HeterozygousG A Novel
chril 93408729 93408730 Heterozygous TT — Novel
chrit 93418963 934168963  HeterozygousA G Nove!
chrit 93454831 93454832  Heterozygous — GT Novel
chrit 83454831 93454832  Heterozygous — GT Nove!
chrit 93454888 93454889  Heterozygous— T Novel
chril 93454888 92454889  Heterozygous- T Novel
chrit 93458943 93458943  HeterozygousA G Novel
chrit H T Noval
chrit H Ve T Novel
chrit 93462585 93462586  Heterozygous~ T Novel
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INTRONIC
DOWNSTREAM
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BSNP &SNP

Chromosom Start End Zygosi Refi SNP Catl Mateh Gana G Amino Acid Chromagom Start End Zyposi Refe SNP Cal Msteh Gane G Amino Acid
e YEosity Symbol Change L] g Symbol Changa
chell 53462769 93402770 Feterozygous - T Novel KIAAT731  INTRONIC he12 TIBIIA 538114 HeterozygousC T Novel CCDG77_ INTRONIG

chrit 93462769 93462770 Heterozygous - [+ Novel SNORA25  DOWNSTREAM chri2 645360 845360 Heterozygous C A HNovel B4GALNT3 INTRONIC

chrit 83462769 93462770  Heterozygous— c Novel SNORA32  DOWNSTREAM chri2 970128 970128 Hetarozygous T G Novel WNK1 INTRONIC

chrit 83462769 93462770  Heterozygous - C Novel SNORDS DOWNSTREAM chri2 970128 970128 Heterozygaus T G Novel WHK1t INTRONIC

chrit H ygous G 9 Novel SNORA40  UPSTREAM chrl2 970128 970128 Heterozygous T G Novel WK1 INTRONIC

chrit 93469568 93469568  Heterozygous G G Novel TAF1D INTRONIC chri2 970128 970128 Hsterozygous T G Novel WNK1 INTRONIC

chrll 93493077 93493077 Heterozygous T G Novel Citorf54 INTRONIC chri2 1225157 1225157 Heterozygous C T Novel ERC1 SYNONYMOUS_CODING
chrtl 93837699 93837699  HeterozygousG A Novel HEPHL1 SYNONYMOUS_CODING chri2 1225157 1225157 Heterozygous G T Novel ERC1 SYNONYMOUS_CODING
chrtt 93843984 93843987 Heterozygous TTTA — Novel HEPHL1 INTRONIC chr12 1225157 1225157 Heterozygous C T Novel ERCt EXQHIC

chril 100807184 100807185 Heterozygous - T Novel ARHGAP42 INTRONIC chri2 1225157 1225157 Hetarozygous C T Novel ERCY EXONIC

chril 102649558 102648558 Heterozygous T G Novel MMP10 INTRONIC chri2 1225157 1225187 Heterozygous C T Hovel ERC1 INTRONIC

chrit 103228883 103228883  Heterozygous C T Novel DYNC2H!  INTRONIC chri2 - 2082323 2082324 Heterozygous — TGC Novel pcPis NON_SYNONYMOUS_CODIN
chril 103228883 103228883 HeterozygousC T Novel DYNC2H!  INTRONIC chr12 3320758 3320760 Haterozygous TT ~T Novel TSPANS INTRONIC

shrit 107686742 1076386743 Heterozygous AC - Novel SLCasF2 INTRONIC chri2 3320758 3320760 Hetarazygous TT - Novel TSPANS INTRONIC

chrit 108043827 108043827 HeterozygousC T Novel NPAT SYNONYMOUS _CODING chri2 3320759 3320780 Heterozygous TT ~-T Navel TSPANS INTRONIC

chrll 108141856 108141956 Heterozygous T - Novel ATM INTRONIC chri2 3320758 3320780 Heterozygous TT el Novel TSPANS INTRONIC

chrit 110104184 110104184  Heterozygous G A Novei ROX SYNONYMOUS_CODING chri2 3677777 3677777 Heterozygous G - Novel PRMTE INTRONIC

chrlt 110150487 110150487 Heterozygous A - Novet RDX SPLIGE SITE chri2 6428898 8428688 Heterozygous T G Noval PLEKHGS  INTRONIC

chrit 110450664 110450664 Heterozygous G A Novel ARHGAP20 SYNONYMOQUS CODING chri2 6428698 6428698 Heterozygous T G Novel PLEKHGE  INTRONIC

chrit 111783958 111783958  Heterozygous C T Novel CRYAB UPSTREAM chri2 8428698 8428698 Heterozygous T G Novel PLEKHG8  INTRONIC

chril 111783959 1117383959  HeterozygousC T Novel HSPB2 INTRONIC chri2 6943013 8943013 Homozygous C T Novel LEPREL2  INTRONIC

chrit 112053564 112053565 Hetarozygous ——— TAAAA Novel BCO2 INTRONIC chri2 7024871 7024871 Homozygous G T Noval LRRC23 DOWNSTREAM

chril 112053564 112053565 Heterozygous ——— TAAAA Novel BCO2 INTRONIC chri2 7024871 7024871 Homozygous G T Novel LRRC23 DOWNSTREAM

chrtt 114276552 114278553 Heterozygous - A Novel RBM7 INTRONIC chri2 7024871 7024871 Homozygous C T Novel LRRC23 DOWNSTREAM

chrit 118719884 116719894 Heterozygous T [ Novel SIK3 NON_SYNONYIH->R chri2 7024871 7024871 Homozygous C T Novel ENO2 INTRONIC

chrit 117084508 117064508 Hetorozygous T G Noval sioT2 INTRONIC chri2 7044943 7044343 Homozygous G A Noval ATN1 SYNONYMOUS_CODING
chril 117241728 117241728  Heterozygous T c Novel CEP164 INTRONIC chri2 7044943 7044943 Homazygous G A Novel ATNT SYNONYMOUS_CODING
chrit 117307692 117307692 Heterozygous T G Novel DSCAML!  INTRONIC chri2 7045889 7045889 Heterazygaus C - Novel ATN1 FRAMESHIFT_CODING
chrit 118245971 118245972  Heterozygous — TG Novel UBE4A INTRONIC chri2 7045889 7045889 Heterozygous G - Novel ATNt FRAMESHIFT_CODING
chrlt 118773140 118773140  Haterozygous G A Novel BCLIL NON_SYNONYIA->S chri2 7045881 7045891 Heterozygous A - Novel ATN1 FRAMESHIFT CODING
chrit 119050352 119050352  Hetorozygous T c Novel NLRX1 INTRONIC chr12 7045891 7045891 Heterozygous A G Novel ATN1 SYNONYMOUS _CODING
chrit 1 1 H ygous T c Naval NLRX1 INTRONIC chri2 7045891 7045891 Heterazygous A - Noval ATN1 FRAMESHIFT_CODING
chril 118083920 119083920 Heterozygous T c Novel CCDC153  NON SYNONYID->G chri2 7045891 7045881 Hatorozygous A G Novel ATN1 SYNONYMOUS_CODING
chril 119229034 119228034 Heterozygous T - Novel Usp2 INTRONIC chri2 7241211 7241211 Heterozygous T G Novel GENIC

chrit 119229034 119229034 Heterozygous T - Novel usP2 INTRONIC chri2 7289352 7288332 Heterozygous T G Novel CLSTN3 INTRONIC

chrit 1227245683 122724593  Hatarozygous T - Novel CRTAM INTRONIC chri2 7342855 7342855 Heterozygous G A Novel PEX5 UPSTREAM

chril 122738084 122738064 HeterozygousA - Novel CRTAM INTRONIC chri2 7342855 7342855 Heterozygous G A Novel PEX5 INTRONIC

chrit 122817188 122817188  Heterozygous T - Nove! Cllorf@d INTRONIC chri2 7342855 7342855 Heterozygous G A Noval PEXS INTRONIC

chrit 122928935 122028936  Heterozygous AA - Novel HSPA8 INTRONIC chri2 7342855 7342856 Heterozygous G A Novsl PEX5 INTRONIC

chril t 1 Hi AA -A Novel HSPA8 INTRONIC chr12 7342855 7342855 Heterozygous G A Novel PEX5 INTRONIC

chril 122928935 122928938  Heterozygous AA bl Novel HSPA8 INTRONIC chri2 7521564 7521565 Heterozygous GA — Novel cb1eaLt SPLICE SITE

chrll 122928935 122928336  Hatorozygous AA -A Novel HSPA2 INTRONIC chri2 7881418 7981418 Heterozygous G A Novel SLC2A14 SYNONYMOUS_CODING
chrll 122930127 122930128  Heterozygous ———— CGAGT Navel HSPAR INTRONIC chri2 8048082 8048082 Heterozygous T o) Novel GENIC

chrii 122930127 122930128  Hsterozygous —-—— CGAGT Novel HSPAS INTRONIC chri2 8387028 8387028 Heterozygous G A Novel L0OC853113 EXONIC

chrit 123483377 123483377  Heterozygous G A Novel GRAMD1B  INTRONIC chri2 8388356 8388358 Heterozygous G G Novel LOGE53113  INTRONIC

chril 123755288 123755288  Heterozygous G A Noval TMEM225  SYNONYMOUS_CODING chri2 8391243 8391243 Heterozygous G A Novel LOCB53113 INTRONIC

chrit 123777820 123777820 Heterozygous A o] Novel OR8D4 EXONIC chri2 8757818 8757819 Heterozygous G A Novel AICDA NON_SYNONYIT->1
chrit 123894870 123894670 Heterozygous A T Novel OR10GS DOWNSTREAM chri2 9010538 9010538 Heterozygous — T Novel AZML1 SPLICE_SITE

chrit 123894714 123894715  Heterozygous TG CA Novel OR10GS DOWNSTREAM chr12 9087907 9087908 Heterozygous TAG - Nove! PHG1 INTRONIC

chrit 123894730 123894730  Heterozygous T c Novel OR10GS DOWNSTREAM chri2 9693848 9893348 Homozygous A G Novel GENIC

chrtl 123894736 123894736  Heterozygaus G A Novel OR10GS DOWNSTREAM chri2 10586978 10586979  Heterozygous ~ T Novel KLRG2 INTRONIC

chrit 124007460 124007461 Heterozygous CC AT Novel VWASA INTRONIC chri2 11001984 11001984  Heterozygous T - Navel PRR4 INTRONIC

chrit 124007460 124007461 Heterozygous CC AT Novel VWASA INTRONIC chri2 11001964 11001964  Heterozygous T - Novel PRR4 INTRONIC

chrl 124007701 124007702 Heterozygous - T Novel VWASA INTRONIC chri2 11183752 11183752  Heterozygous T c Movel PRR4 INTRONIG

chrii 124007701 124007702  Heterozygous ~ T Novel VWASA INTRONIC chri2 11183752 11183782  Heterozygous T C Navel PRH1 INTRONIC

chril 125351440 125351440  Heterozygous G A Novet FEZ1 NON_SYNONYIS->F chri2 11183752 11183752  HMeterozygous T c Novel TAS2R31 SYNONYMOUS _CODING
chrit 125442504 125442504 Heterozygous T - Navel El24 INTRONIC chr12 11420369 11420370 Heterozygous AA GG Novel PRB3 INTRONIC

chrit 1 1 Hy ygous T - Novel El24 INTRONIC chri2 11506583 11506583  Homozygous A G Novel PRBI1 NON_SYNONY!Stop—->R
chrit 125452222 125452222 Heterozygaus T - Novel El24 INTRONIC chri2 11506583 11506583  Homozygous A G Novel PRB1 INTRONIC

chrtl 125452222 125452222 Heterozygous T - Novel El24 INTRONIC chri2 11506583 11506583  Homozygous A G Novel PRB1 INTRONIC

chril 125452300 125452301 Homozygous — [¢] Novel El4 EXONIC chri2 11548742 11546742 Heterozygous T C Novel PRB2 SYNONYMOUS_CODING
chril 125452300 125452301  Homozygous — o] Noval El24 EXONIC chri2 13243644 13243644  Heterozygous G A Novel GSG1 NON_SYNONYIV->L
chrll 128677100 128677100 Hatarczygous G [+] Noval FLIt SYNONYMOUS _CODING chri2 13243644 13243644  HeterozygousG A Novel GSG1 NON_SYNONYIV->L
chrit 128677100 128677100 Heterozygous G c Novel FLh SYNONYMOUS _CODING chri2 13243644 13243644  HeterozygousC A Novel GSGt NON_SYNONYIV->L
chrit 130332104 130332104 Heterozygous G A Novel GENIC chri2 13243844 13243844  HeterozygousC A Novel GSGt NON_SYNONYIV->L
chrll 130340738 130340738  Heterozygous A G Novel GENIC chrl2 14959615 14959615  HeterozygousA G Noval G120rf60 INTRONIC

chrlt 133799681 133798681 Heterozygous G A Novet 1GSF9B SPLICE SITE chri2 14958615 14958615  Heterozygous A G Novel C12orf89 SPRIME UTR

chrit 134028731 134029731  Heterozygous G A Novel NCAPD3 INTRONIC chri2 21791411 21791411 Haterozygous A - Novel LDHB SPLICE SITE

chrit 134182311 134182311  HeterozygousC T Novel GLBIL3 SYNONYMOUS_CODING chri2 21791411 21781411 Heterozygous A - Novel LDHB SPLICE SITE

chril 134182344 134182344  HeterozygousC T Novel GLBIL3 SYNONYMOUS_CODING chri2 25208812 25206812  HeterozygousC T Novet LRMP INTRONIC

chri2 85105 85105 Heterozygous G A Novel GENIC chri2 25678995 25678996 Heterozygous — A Noval IFLTD1 INTRONIC

chr12 498219 498219 Heterozygous G A Novel KDM3A SYNONYMOQUS_CODING chri2 25678985 25678996  Heterozygaus - A Novel IFLTDY INTRONIC

chri2 498218 4982139 Haterozygous G A Novel ceoner7 UPSTREAM . chri2 25678995 25678996  Heterozygous~ A Novel IFLTDY INTRONIC

chri2 498219 498219 Haterozygous G A Novel CCDC77 UPSTREAM chri2 25678095 25678986  Heterozygous~ A Novel IFLTD1 INTRONIC

chri2 538114 538114 Hetarozygous G T Novel CCDC77  INTRONIC chri2 25678985 25678998  Heterozygous=— A Novel FLTD1 INTRONIC

chri2 538114 538114 Heterazygous C T Navel CCDC77  INTRONIC chr12 27132691 27132692  Heterozygous— A Noval TM7SF3 INTRONIC

chri2 538114 538114 Heterozygous G T Novet ccDe77 INTRONIC chri2 29486751 29488751 Homozygous T C Novel FAR2 3PRIME UTR
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Start End Zygosity Reference
29 5 2950308 Heterozygous T
29524366 29524366 Homozygous A
28604118 29604118  Homozygous A
31244748 31244748 Homozygous G
31244748 31244748  Homozygous G
31244748 31244748  Homozygous G
31245854 31245854  Homozygous G
31245854 31245854 gous G
31245854 31245854  Homozygous G
31303173 31303173  Heterozygous G
31820565 31820565  Heterozygous T
31820565 31820585  HsterozygousT
31820565 31820585  Heterozygous T
32145162 32145182  HeterozygousA
s Y A
32994008 32894003  HeterozygousA
40814916 40814516  HasterozygousG
40833067 40838067  Heterozygous A
42707388 42707383 HsterozygousA
45771758 45771758  Heterozygous T
45771758 45771758  Heterozygous T
45771758 45771758  Heterozygous T
45771758 45771758 Heterozygous T
H ygous G
46348980 48348980  HeterozygousG
46622918 48622618  HatsrozygousG
46622918 48622818  Heterozygous G
48091648 48081549  HeterozygousA
48091549 48091549  Heterozygous A
48081549 48091548  Hsterozygous A
48162405 48152405  HetsrozygousC
48152405 48152405  Hetsrozygous G
48152405 48152405  HeterozygousC
48181827 48181927  Haterozygous G
48181927 48181927  Hetarozygous G
48465560 48465580  HetarozygousC
48087593 49087593  Heterozygous A
49087583 48087593  HeterozygousA
+ [+
49683530 49683531  Heterozygous—
49959482 49958462  HeterozygousG
¥ ygous G
50035670 50035671  Heterozygous—
S0035670 50035671  Heterozygous—
50035670 50035871  Heterozygous—
50035670 50035671  Heterozygous—
7 7 H ygous G
50388007 50386007  HsterozygousC

7 H: YEO!

50867988 50867893  Heterozygous T
50867999 50867999 Hsterozygous T
50867999 50887889  Heterozygous T
50867999 50887899  Heterozygous T
50887999 50867999  Heterozygous T
51053874 51053874  Heterozygous T
51354892 51354693 Homazygous -
51639899 51639899 Heterozygous A
51639889 51839899  Heterozygous A
51639899 51639899 Heterozygous A
52159438 52159439  Haterozygous~
52159438 52159439  Heterozygous—
52370391 52370391  Heterozygous G
52370381 52370391  Heterozygous G
52370391 52370381  Heterozygaus G
52710348 52710348  HeterozygousC
53291480 53281480 Heterozygous T
53292234 53292234  Haterozygaus G
53451375 53451375 Heterozygous G
53451375 53451375  Heterozygous G
53451375 53451375  HeterozygousG
53515116 53515116 Heterozygous G
53703033 53703033 Heterozygous G
§3703033 53703033  Heterozygous G
54367383 54387383 Heterozygous T
55523587 66523587  Heterczygous T
55759182 55759192  Haterazygous T
55805864 55805884  Heterozygous T
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Gena
Symbol
ERGICZ INTRONIG
ERGIC2 INTRONIC
QOVCH1 INTRONIC
DDX11 SYNONYMOUS_CODING
DOXit SYNONYMQUS_CODING
DOX11 SYNONYMOUS_CODING
BoX11 INTRONIC
DODX11 INTRONIC
DOX11 INTRONIC
GENIC
Cl2orf72 INTRONIC
Cl2orf72 IHTRONIC
Gl120rf72 INTRONIC
C12orf35 INTRONIC
PKP2 SYNONYMOUS_CODING
PKP2 SYNONYMOUS_CODING
GENIC
GENIC
ZCRB1 INTRONIC
ANOS INTRONIC
ANCS INTRONIC
ANOS INTRONIC
ANOS INTRONIC
ARD2 HON_SYNONYIA->S
SRsF2P INTRONIC
SLC38AT INTRONIG
SLC3sA1 INTRONIC
RPAP3 INTRONIC
RPAP3 INTRONIC
RPAP3 INTRONIC
RAPGEF3  UPSTREAM
RAPGEF3  UPSTREAM
RAPGEF3  5PRIME UTR
HDACT7 SYNONYMOUS_CODING
HDAGT SYNONYMOUS_CODING
SENP1 INTRONIC
LOC144438 UPSTREAM
CCNT1 SYNONYMOUS_CODING
LMBRIL INTRONIC
TUBAIC INTRONIC
MCRS1 INTRONIC
MCRS1 INTRONIC
PRPF408  INTRONIC
PRPF408  INTRONIC
FMNL3 3PRIME UTR
FMNL3 JPRIME UTR
RACGAP1  INTRONIC
RACGAPT  INTRONIC
RACGAP1  INTRONIC
LARP4 INTRONIC
LARP4 INTRONIC
LARP4 INTRONIC
LARPS INTRONIC
LARP4 INTRONIC
P28 INTRONIC
HIGD1C INTRONIC
DAZAP2 NON_SYNONYIN->D
SMAGP SYNONYMOUS_CODING
SMAGP SYNONYMOUS_CODING
SCN8A INTRONIC
SCNEA INTRONIC
ACVRIB INTRONIC
ACVRIB INTRONIC
ACVRIB INTRONIC
KRT83 SYMNONYMOUS CODING
KRT8 INTRONIC
KAT8 INTRONIC
TENC1 SYNONYMOUS_CODING
TENCT SYNONYMOUS_CODING
TENG1 SYNONYMOUS_CODING
SOAT2 NON_SYNONYIN-DK
AAAS SYNONYMQUS_CODING
AAAS SYNONYMOUS_CODING
HOXC11 NON_SYNONYIS->P
OR9K2 EXONIC
ORECTS EXONIC
GEMIC

Cheomosam .. Gene Paving Acid
e St End Zygesity Asference  SNP Call  Match Symbel Censeguancs Changs
chri2 55860558 B & Hsterazygous A G Novel GENIC

chri2 55808628 55808628  Heterozygous G c Novel GENIC

chrl2 §6220975 58220975  HeterozygousA - Movel DHNAJCI4  INTRONIC

chrl2 56487802 56487802  Hsterozygous A G Hovel ERBB3 INTRONIC

chrl2 58733219 56733218 Heterozygous G [+ Movel L23A NON_SYNONYIE->Q
chri2 56865790 56865790  Heterozygous A G Maovel SPRYD4 DOWHNSTREAM

chri2 56865780 58965790  HaterozygousA G Novsl GLS2 INTRONIC

chri2 57397342 57337342  HeterozygousC A Novel ZB7TB38 NON_SYNONYIA->S
chri2 57482283 57482293  HeterozygousG A Novel - STAT8 SYNONYMOUS_CODING
chri2 §7482283 57492293  Hesterozygous G A Novel STATE SYNONYMOUS_CODING
chri2 §7452283 57482293  Hsterozygous G A Noval STATE SYNONYMOUS_CODING
chr12 57492283 57492293  Hesterozygous G A Novel STATS SYNONYMOUS_CODING
chrl2 57462293 57492293  HsterozygousG A Hoval STATE SYNONYMOUS_CODING
chr12 57462283 57492283  HeterozygousG A Novel STATE EXONIC

chrl2 57992919~ 57992819 Hsterozygous C T Movel PIP4K2G SYNONYMOUS_CODING
chri2 57992919 57992919 HeterozygousG T Noval PIP4K2C  SYNONYMOUS_CODING
chel2 57992919 57832918 HeterozygousC T Novel PIPAK2C SYNONYMOUS_CODING
chri2 §7882919 57592818 Heterozygous G T Haval PIP4K2G SYNONYMOUS_CODING
chrl2 57995183 57995184  Heterozygous— AG Novel PIP4K2C  INTRONIC

chri2 57995183 57995184  Haterozygous—— AG Nevel PIP4K2C INTRONIC

chri2 57495183 57895184 Heterozygous — AG Novel PIP4K2C INTRONIC

chrl2 57985183 57995184  Heterozygous— AG Novel PIP4K2C INTRONIC

chri2 58010627 58010827 . HetsrozygousA c Noval ARHGEF25 NON SYNONYIT->P
chri2 58010827 58010827  HsterozygousA C Navel ARHGEF25 NON_SYNONYIT->P
chri2 58010327  5BO16327  HasterozygousT C HNovet SLC26A10  INTRONIC

chri2 58144348 58144348  HsterozygousC T Novel COK4 INTRONIC

chr12 62931861 62931881  HsterozygousT A Novel HON2 INTRONIC

chri2 63060973 63080872  Heterozygous G T Noval PPMIH NON_SYNONYIP->Q
chrl2 83964841 83084641  HesterozygousA - Noval DPY18L2  SPLICE SITE

chrl2 84057704 64057704  HeterozygousA - Noval DPY18LZ  INTRONIC

chrl2 64491003 64491003  Hsterozygous T - Novel SRGAP1 INTRONIC

chri2 84833060 64833080  HsterozygousC T Noval XPOT SYNONYMOUS_CODING
chrl2 Hi gous G T Noval RAK3 INTRONIC

chri2 66628234 8606828234  Heterozygous G T Novel IRAK3 INTRONIC

chri2 68696661 68696661  HstevozygousG A Novel MDM1 INTRONIC

chri2 89653778 89853776  Haterozygous T G Novel CPSF8 INTRONIC

ohr12 70209122 70208122 Heterozygous T - Novel RAB3IP INTRONIC

chri2 70208122 70208122 HeterozygousT - Hovel RAB3IP INTRONIC

chrl2 70208122 70209122 Heterozygous T - Novel RAB3IP INTRONIC

chr12 70208122 70208122 Heterozygous T - Novel RAB3IP INTRONIC

chri2 70208122 70208122 Heterozygous T - Novel RABIIP INTRONIC

chri2 75708548 75708548  Heterozygous G T Novel CAPS2 INTRONIC

chr12 76780051 76780052  Heterozygous— A Noval 0SBPLS SPLICE SITE

chri2 78780051 78780082  Heterozygous- A Navel 08BPLE SPLICE SITE

chri2 77189251 77198252 Hsterozygous AC —_ Novel ZDHHG1T  INTRONIC

chrl2 77208814 77208614  Heterozygous T - Novel ZDHHG1TT  INTRONIC

chr12 78593071 78593075  Homozygous AATTT — Novel NAV3 INTRONIC

chri2 80722385 80722388  Homoazygous — T Novel GENIC

chr12 81102812 81102812  HeterozygousA <] Novel MYFB 3PRIME UTR

chri2 88448086 88448087  Heterozygous— T Noval GEP290 INTRONIC

chri2 H ygous G A Nevel CEP290 INTRONIC

chri2 88502995 88502995  HstarozygousA C Navel CEP290 INTRONIC

chri2 868525005 88525008 Heterozygous~ A Noval CEP290 INTRONIC

chri2 94976070 94976070  HsterozygousG A Novel TMCC3 NON_SYNONYIA->V
chri2 85498749 95408749  Haterozygous A - Hovel FGD6 INTRONIC

chri2 85804851 95804851  Heterozygous G A Novel FGDe NON_SYMONYIS->L
chri2 96132008 88132008  HeterozygousA c Novel NTN4 INTRONIC

chri2 96259713 88259713  HeterozygousA - Noval SNRPF INTRONIC

chri2 96259713 98259713 Heterozygous A - Haovel ©CDC38 DOWNSTREAM

chri2 96386646 96386847  Heterozygous——— cceT Novel HAL INTRGNIC

chri2 97051928 §7051928 Heterozygous A - Novel GENIC

chrl2 87136168 97138188  HaterozygousC A Novel GENIC

chri2 87151381 97151382 Heterozygous TA - Noval GENIC

chr12 §7339670 97339670  HeterozygousT - Novel NEDD1 INTRONIC

chri2 97339670 97339870  HetsrozvgousT - Noval NEDD1 INTRONIC

chri2 97339670 97339670  Heterozygous T - Noval NEDD1 INTRONIC

chri2 87338670 97339670  Heterozygous T - Navel NEDD1 INTRONIC

chr12 100704721 100704722  Haterozygous TT — Novel sCYL2 INTRONIC

chrl2 101550881 101550982 Heterozygous — AC Hovel SLCSAS JPRIME UTR

chri2 101732578 101732581 Heterozygous CTAT C—- Novel UTP20 INTRONIC

chri2 101732578 101732581  Heterozygous CTAT —— Novel uUTR20 INTRONIC

chri2 102131091 102131082 Heterozygous AA - Novel SYCP3 INTRONIC

chri2 102131081 102131092 Heterozygous AA ~A Novel SYCP3 INTRONIC

chri2 102131081 102131092  Heterozygous AA - Novel SYCP3 INTRONIC

chri2 102131081 102131082 Heterozygous AA ~A Navet SYCP3 INTRONIC

chri2 102131081 102131092 Heterozygous AA — Noval SYCP3 INTRONIC

chr12 102131081 102131092  Heterozygous AA ~A Novsl SYCP3 INTRONIC



Chremosom

chri2
chri2
chrl12
chri2
chrl2
chriz
chri2
chri2
chri2
chr12
chri12
chri2
chri2
chri2
chr12
chri2
chri2
chr12
chri2
chr12
chri2
chri2
chri2
chri2
chri2
chri2
chri2
chri2
chri2
chri2
chri2
chri2
chri2
chri2
chri2
chri2
chrl2
chri2
chr12
chri2
chri2
chri2
chri2
chri2
chri2
chr12
chri2
chri2
chri2
chr12
chri2
chri2
chri2
chri2
chri2
chri2
chri2
chri2
chri2
chri2
chri2
chri2
chri2
chri2
chri2
chri2
chri2
chr12
chri2
chri2
chri2
chri2
chri2
chri2
chri2
chr12
chr12

Start End Zygesity Referance  SNP Call Metch Symbol Consaguence ch
102541877 102541877 Heterozygous T - Novel ClZorf48  INTRONIC

104138570 104138970 HeterozygousC T HNoval sTAB2 SYNONY#MOUS_CODING
104373728 104373728 Heterozygous - A Novel ™G FRAMESHIFT_CODING
104714848 104714848  Heterozygous T - Nevel TXNRD1 INTRONIC

104714848 104714848 Heterozygous T - Movel TXNRD1 INTRONIC

104714848 104714848 Heterozygous T - HNovel TXNRD1 INTRONIC

104714848 104714848  Heterazygous T - Navel TXNRD1 INTRONIC

104714848 104714848 Heterozygous T - Noval TXNRD1Y INTRONIC

10544045 1054404 Hi ygous A G Novel GENIC

105538271 105538271 Heterozygous T - Noval KIAA1033  INTRONIC

108138177 108138177  Heterozygous A T Novel PRD#M4 INTRONIC

108138184 108138184 Heterozygous T A Novel PRDM4 INTRONIC

109623543 109623543  Heterozygous G A Novel ACACB NON_SYNONY!E->K
109948227 109948227 Heterozygous G A MNoval uBEsa NON_SYNONYIR->Q
109948227 108948227 HeterozygousG A Navel UBE3B NON_SYNONYIR->Q
110874504 110874504 Heterozygous T A Novel ARPC3 INTRONIC

111885352 111885356 Heterozygous TGGGG e Nove! §H2B3 SPLICE SITE
112130610 112130610 HeterozygousC T Novel ACAD10 STOP_GAINED R->Ston
112130610 112130810  HeterozygousC T Navel ACAD10 STOP_GAINED R->Stop
112147524 112147524  Heterozygous A c Navel ACAD10 INTRONIC

112147524 112147524 Heterozygous A (4 Noval ACAD1O INTRONIC

112220803 112220903 Hetsrozygous G A Novel ALDH2 INTRONIC

112451190 112451181  Heterozygaus~ o Novat TMEM116  UPSTREAM
112451190 112451181 Heterozygous— c Novel TMEM118  UPSTREAM
112451190 112451181 Heterozygous - C Novel TMEM116  UPSTREAM
112451190 112451191 Heterozygous— [ Moval ERP29 5PRIME UTR
112451190 112451191 Heterozygous ~ o) Noval ERP29 5PRIME UTR
112481733 112481733 Heterozygous T - Novel NAA2S INTRONIC

1126807491 112607491 HeterozygousA C Noval GENIC

112885781 112885782 Hetarozygous - AC Novel GENIC

112688167 112688167 Heterozygous A c Novel GENIC

113440985 113440985 Heterozygous G A Novst 0AS2 INTRONIC

113440985 113440985 Heterozygous G A Novel 0AS2 INTRONIC

114358581 114358581 Hetarozygous G c Novel RBM19 INTRONIC

114358581 114358581 HeterozygousG C Novel RBM19 INTRONIC

114358581 114358581 Heterozygous G o} Novel RBM19 INTRONIC

117014175 117014175 Heterozygous A - Novel MAP1LG3B2 3PRIME UTR
117188082 117188082 HeterozygousC T Novel RNFT2 SYNONYMOUS_CODING
117188082 117188082 HeterozygousC T Novel RNFT2 SYNONYMOUS CODING
117611893 117611893 Heterozygous G A Novel FBX021 INTRONIC

117611893 117811893 Haterozygous G A HNovel FBXO021 INTRONIC

118473178 118473176 HeterozygousC T Novel wsB2 INTRONIC

118520157 118520157 Heterozygous A T Noval VSIG10 NON_SYNONYIS->T
118615207 118615207 Hsterozygous T A Novel TAOK3 INTRONIC

118673483 118673484 Heterozygous— A Novel TAOK3 SPLICE SITE
118821801 118821801 Heterozygous T - Novel SuUDS3 INTRONIC

120160208 120150208 Heterozygous G o Novel CIT INTRONIC

1 i H [ T Novel GONILT INTRONIC

120612930 120612931 Heterozygous AA - Navel GONILY INTRONIC

121176324 121176324  HeterozygousC T Novel ACADS INTRONIC

121201678 121201678 Homozygeus A - Navel SPPL3 IPRIME UTR
121701650 121701550 Heterozygous T G Novel CAMKK2 INTRONIC

121701550 121701550  Heterozygous T G Novel CAMKK2 INTRONIC

121701550 121701550 Heterozygous T G Novel CAMKK2 INTRONIC

121701550 121701550 Hetarozygous T G Novel CAMKK2Z INTRONIC

121701550 121701550 Heterozygous T G Novel CAMKK2 INTRONIC

121701550 121701550 Heterozygous T G Novel CAMKK2 INTRONIC

121701550 121701550  Heterozygous T G Novel CAMKK2 INTRONIC

122017848 122017849 Heterozygous A - Novel KDM2B INTRONIC

122017848 122017848  Haterozygous A - Novel KDmM2B INTRONIC

122757370 122757371 Heterozygous TG - Novel CLIP1 3PRIME_ UTR
122757370 122757371 Heterozygous TG -— Novel curPt 3PRIME UTR
122812704 122812704 HeterozygousC T Novel CLIP1T SYNONYMOUS_CODING
122812704 122812704  HeterozygousC T Movel CLIP1 SYNONYMOUS_CODING
123103008 123103009  Heterozygous~ T Novel KNTG1 INTRONIC

123253885 123253698  Heterozygous—- AA MNovel DENR 3PRIME UTR
123480156 123480156  Heterozygous G A Novel PITPNM2  INTRONIC

124218625 124218625 HetarozygousC T Navel ATPEVOA2  INTRONIC

124317929 124317929  HeterozygousG T Novel DNAHIO INTRONIC

124362256 124362257  Heterozygous~ G Novel DNAH10 INTRONIC

129298759 129288759 Heterozygous G T Novel SLC15A4 INTRONIC

129298775 129298775 HeterozygousC ¢] Novel SLC1SA4  INTRONIC

129298777 129288777 Heterozygous G A Novel SLC15A4 INTRONIC

129298779 129298780 Heterozygous CG TG Novel SLC15A4 INTRONIC

129298779 129288780 Heterozygous CG CA Novel SLC15A4  INTRONIC

129298797 129288797 Heterozygous G A Novel SLC15A4 INTRONIC

129429823 129429823  Heterozygous G A Novel GLTID1 INTRONIC

Chremosom
&

chri2
chri2
chri2
chri2
chri2
chri2
chrl2
chri2
chri2
chri2
chri2
chr13
chrid
chrid
chr1d
chrld
chril
chrid
chr1d
chrld
chr1d
chrid
chrld
chrid
chr1d
chr1d
chrld
chrid
chrid
chri3
chrid
chri3
chr1d
chrid
chrid
chrd
chrl3
chr13
chrid
chrid
chrid
chrid
chrid
chrid
chrid
chrid
chrld
chrid
chrid
chr1d
chrld
chr1d
chr13
chrid
chri3
chrid
chr1d
chrid
chrid
chrid
chr1d
chrid
chrid
chr1d
chr13
chril
chri3
chrild
chrid
chri3
chri3
chrld
chr13
chrid
chrid
chrid
chr1d

St End Zygosity Raference
130883555 130883555 Heterozvgous 1
131476668 131476668 HeterozygousA
131589000 131568000 Heterozygous T
133358858 133358858 HeterozygousC
1333588! i gous G
133363218 133383218 HeterozygousC
133363219 133363219  Heterozygous C
13338 1333 H G
133363 3363 [ gous C
133 3 Het gous A
13336323, 13338323 Hi gous A
19999987 13969997 Heterozygous T
19988997 19968597  Heterozygous T
18999957 19999997 Hesterozygous T
20000007 20000007  Heterozygous G
20000007 26000007 Heterozygous G
20000007 200006007  Heterozygous G
20808357 20808357 Heterozygous G
20608357 20608357 Heterozygous G
20608357 20808357  HaterozygousC
20608357 20608357 Hetarozygous G
25017678 25017878  Heterozygous —
25416088 25416088 Heterozygous —-
25418088 25416088  Heterozygous —
25457398 25457398 Haterozygous G
25457538 25457638  Heterozygous A
25834004 25534004 Heterozygous A
25538050 25536050  Heterozygous T
25538053 25536053 Heterazygous T
25838870 25835870 Heterozygous A
25894827 25894827 Heterozygous A
25894827 25894827 Heterozygous A
25889081 25899092  Hetsrozygous—
25899091 25899092 Heterozygous -
25811051 25911051 Heterozygous T
25911051 25911051 Haterozygous T
26153950 26153950 Heterozygous G
26445406 28445408  HeterozygousT
28133957 28133957 Hetarozygous A
29600313 28600313 Heterozygous G
32848908 32848908  HeterozygousC
33012742 33012742 Hetarozygous A
36700339 36700340  Heterozygous TA
39542743 39542743 Heterozygous T
39542743 39542743 Heterozygous T
39550715 39560715  HeterozygousC
38550715 39550715  Heterozygaus G
41034385 41034386 Haterozygous -
41034385 41034386  Heterozygous—
41034385 41034386  Heterozygous -~
41330880 41330890  Hsterazygous T
42734107 42734107 Heterozygous G
42734107 42734107  Heterozygous G
42780317 42780317  Hsterozygous A
42780317 42780317  HsterozygousA
42788584 42788584 Heterozygous A
42788584 42788584  Heterozygous A
42875721 42875721 Heterozygous A
45147264 45147284  Heterozygous T
45964479 45964478  HeterozygousG
48528283 48528283 Heterozygous G
Heterozygous T
48328103 48828103 Heterozygous T
49913859 49913859 Heterozygous T
48913859 49913859 Heterozygous T
50308767 50306787  HeterozygousG
50746969 50746968  HaterozygousC
51855304 51855304  HsterozygousC
52513227 52513227  Heterozygous G
52513227 52513227  HeterozygousG
Hetar A
52952929 52952829 Heterazygous A
52997808 52887207  Heterozygous TA
53103430 53103430 Heterozygous G
60453347 80453347 Hesterozygous A
60453347 60453347  Heterozygous A
75910943 75910843  Heterozygous T
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Symbaol

RIMBP2
GPR133
GPR133
GOLGA3
GOLGAJ
GOLGA3
GOLGA3
GOLGA3
GOLGA3
GOLGAZ
GOLGA3
TPTEZ
TPTE2
TPTEZ
TPTEZ
TPTEZ
TPTEZ
ZMYM2Z
ZM(M2
ZMYM2
ZMYM2
PARP4
RNF17
RNF17
CENPJ
CENPJ
TPTEZP1
TPTE2P1
TPTEZP1
MTMRE
NUPL1
NUPL1
NUPL1
NUPL1
NUPL1
NUPL1
ATP8AZ
ATP8A2
LHX2
MTUS2
FRY
nNagpaL2
DOLK1
STOML3
STOMLI
STOML3
STOML3
LOGE46982
LOGE46982
LOCB46382
MRPS31
DGKH
DGKH
DGKH
DGKH
DGKH
DGKH
AKAPT
T8C2201

Aming Acid
Consequence Gt
3PRIME UTR
INTRORNIC
INTRONIC
INTRONIC
DOWNSTREAM
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIG
INTRONIC
INTRONIC
NON_SYNONYIG->S
INTRORNIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
NOM_SYNONYIL->F
INTRONIC
INTRONIC
NON_SYNONY!R->H
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
NON_SYNONYIR->H
NON_SYNONYIR->H
INTRONIC
INTRONIG
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
INTRONIC
NON_SYNONYI->V
INTRONIC

LOC1001909: INTRONIC

TPTE2P3
DIAPH3
DIAPH3
TBC1D4

NON_SYNONYID->N
INTRONIC
INTRONIC
NON_SYNONYIK->R
NON_SYNONYIK->R
SYNONYMOUS_CODING
EXONIC
NON_SYNONY!P->L
NON_SYNONYIT->M
NON_SYNONYIT->M
SPLICE SITE
SPLICE_SITE
[NTRONIC

EXONIC

[NTRONIC
INTRONIC
INTRONIC



dBSHP .
Chromosam  geeet End Zymsty  Reforece SNPCAl  Mach OO0 Gonsomence A0 Acd
- Gatagary

em—

chel 1083 1083  Heterozygous T [+ Novel GENIC
chel3d 78211380 78211380  Heterozygous T (4] Novel SCEL INTRONIC
chrld 78211330 78211380  Hetarozygous T c Novel SCEL INTRONIC
chrld 78211390 78211380  Heterozygous T [+] Novel SCEL INTRONIC
chrld 78327545 78327545  Heterozygous T A Novel SLAINT INTRONIC
chr13 78327545 78327545  Heterozygous T A Noval SLAINT INTRONIC
chr13 96552957 98552957  HeterozygousC A Novel UGGT2 INTRONIC
chr1d 99105322 99106322  HeterozygousC T Novel STK24 3IPRIME UTR
chr1d 88105322 99105322  Heterazygous G T Novel STK24 3PRIME UTR
chrld 99174002 99174002  Heterozygous T G Novel 8TK24 INTRONIC
chr1d 998174002 98174002  Haterozygous T a Novel STK24 INTRONIC
chrid 101020758 101020758 Heterozygous G T Novel PCCA NON_SYNONYIW->L
chrl3 101020758 101020758 Heterozygous G T Novel PCCA NON_SYNONYIW->L
chrid 101020758 101020758 Heterozygous G T Novet PCGA NON_SYNONYIW->L
chrid 101192483 101192483  Heterazygous T A Novel GENIC
chrid 102235765 102235785 Heterozygous A - Novel ITGBL.1 INTRONIC
chrid 108518715 108518715  HeterozygousC T Novel FAMIS5A  NON_SYNONYIR->Q
chri3 109717875 108717875  Heterozygous A - Hovel MYO18 INTRONIC
chri3 110864130 110884133  Hetorozygous AAAG — Novel CcoL4A1 INTRONIC
chrid 113532640 113532840 Heterozygous G A Novel ATPHIA INTRONIC
chri3 113532640 113532640 Hatorozygous G A Novel ATPHA INTRONIC
chrld 1 11 Hy yeous T - Novel cDo16 INTRONIC
chrld 1 " H ygous T - Navel cDG18 INTRONIC
chr13 115051988 115051988 Hetarozygous G A Navel UPFIA SPLICE SITE
chri3 115051988 115051988 Heterozygous G A Novel UPF3A SPLICE SITE
chri4 19117185 19117185  Hetsrozygous G A Novel GENIC
chri4 19118232 19118232 Heterozygous C G Novel GENIC
chrid 19118254 19118254  Heterozygous T A Navel GENIC
chrid 19118308 19118308  Hastorozygous T c Novel GENIC
chrl4 18553494 19553494  Heterozygous G A Novel POTEG SYNONYMOUS_CODING
chrl4 19553484 19553494  HeterozygousG A Novel POTEG EXONIC
chri4 19808550 19808550  HeterozygousA T Novael GENIC
chrid 20146338 20146338  HeterozygousC T Novel GENIC
chri4 20216010 20216010  Haterozygous T o] Navel OR4Q3 EXONIC
chri4 20528309 20528308  Heterozygous G A Navel OR4L1 NON_SYNONYIG->S
chr14 20873540 20873540  Heterozygous G A Navel TEP1 INTRONIC
chri4 20817333 20817333  HeterozygousC T Novel OSGEP SYNONYMOQUS_CODING
chri4 21500105 21500105  Heterozygous G A Novel RNASE13  DOWNSTREAM
chri4 21981333 21991334  Heterozygous—— GGT Naval SALL2 NON_SYNONYMOUS_CODIN'
chri4 22948951 22948951 Heterozygous A G Noval GENIC
chri4 23013105 23013105  Heterozygous G A Novel GENIC
chri4 23371570 23371570  Heterozygous G A Novel REBM23 NON_SYNONYIR->W
chri4 23371570 23371570 Haterozygous G A Novel RBM23 NON_SYNONYIR-OW
chri4 23371570 23371570 Heterozygous G A Naval RBM23 NON_SYNONYIR->W
chri4 23524790 23524780  Heterozygous G A HNovel CDH24 SYNONYMOUS_ CODING
chrid 23524790 23524790  Heterozygous G A Navel CDH24 SYNONYMGUS CODING
chri4 23548778 23548777  HeterozygousCT GA Novel ACINt NON_SYNONYISA->SP
chri4 23548776 23548777  HeterozygousCT GA Novel ACIN1 NON_SYNONYISA->SP
chri4 23548776 23548777  Hetorozygous CT GA Novel ACINT NON_SYNONYISA->SP
chri4 23612514 23612514  Heterozygous T [¢] Novel SLCTAB INTRONIC
chrl4 23612514 23612514  Heterozygous T [+] Navel SLC7A8 INTRONIC
chrl4 23744801 23744803 Heterozygous CAT —_— Novel HOMEZ NON_SYNONYMOUS_CODIN
chrid 24112441 24112441 Heterozygous G A Novel DHRS2 INTRONIC
chri4 24112441 24112441 Haterozygous G A Novel DHRS2 INTRONIC
chri4 H T G Novel Ct4orf167 UPSTREAM
chrl4 24424224 24424224  Heterozygous T G Novel Cl4arf167  UPSTREAM
chri4 H ygous T G Navel Cl40rf187  EXONIC
chrl4 24424224 24424224  Heterozygous T G Novel Cl4orf187 UPSTREAM
chri4 4 4 4224  H T G Naovel DHRS4 INTRONIC
chri4 24435672 24435672  Heterozygous A C Novel DHRS4 INTRONIC
chrid 4 H Y C T Novel DHRS4L1  UPSTREAM
chri4 24511868 24511886  Heterozygous G A Novel DHRS4L1  INTRONIC
chri4 25076484 25076494  HeterozygousC T Novel GZMH NON_SYNONYI S->N
chri4 29261305 29261305  HeterozygousA - Novel Cl4orf23 EXONIC
chri4 31617913 31617919 Heterozygous A G Novel HECTD1 SPLICE SITE
chrid 31618073 31618073  HeterozygousC - " Novel HECTDI INTRONIC
chrid 31626984 31625895  Heterozygous— A Novel HECTD1 INTRONIC
chri4 31626585 31626585  HeterozygousT ] Novel HECTD1 INTRONIC
chrid 32142544 32142545  Heterozygous— T Novel NUBPL INTRONIC
chrid 35242710 35242710  Heterozygous A - Novel BAZIA INTRONIC
chri4 35242710 35242710 Heterozygous A - MNovel BAZIA INTRONIC
chri4 36121088 36121088  Hetarozygous A - Navel RALGAPA1 INTRONIC
chri4 36121088 36121088  HeterozygousA - Novel RALGAPAT INTRONIC
chri4 36334806 38334908  Heterozygous T - Naovel BRMSIL INTRONIC
chri4 38310733 38310733 HeterozygousA G Novel GENIC
chri4 H ygous T - Novel SiP1 INTRONIC
chr14 H T - Noval siP1 INTRONIC

Chromosam
L]
chri4
chri4
chri4
chrid
chrid
chri4
chrid
chri4
chrid
chri4
chri4
chri4
chrid
chrid
chri4
chrl4
chrid
chri4
chrl4
chri4
chrl4
chri4
chrl4
chri4
chrid
chri4
chri4
chri4
chri4
chrid
chri4
chri4
chri4
chri4
chrl4
chri4

chri4
chri4
chri4
chri4
chri4
chri4
chri4

chri4

chri4

chri4
chrid
chri4
chri4
chri4
chri4

Start

3

33798048
39798048
39796049
38796049
45564466
50295722
502988052
50805287

51219249
§1219249
51219249
51219249
51219501
51219501
51219501
51219501
51348285
51348385
51710543
51718162
52057732
52857732
55005128
55169338
55189339
57113888
57676824
§8825826
58825828
58826828
60485027
81448608
81448608
64876125
64676125
85472875
85472875
65733333
65733792
85733784
88135986
84135946
66135968
86135946
66135966
66188404
66188404
68188404
86188404
84188404
67859398
68028818
88129140
88944357
68944357
68944357
69378539
68376539
69376539
69522179
69791444
63791444
70478174
70478174
71209342
74343881
74343881
74343881
75139404
768117824
76238255
76548738
76548733

BENP .

G Zymety  Reforecs SHPOS  Mamch 08, Conssquance gre Ao
3 Haterozygous T - Noval SIP1 TNTRONIC
397986048  Heterozygous T - Novel CTAGES INTRONIC

39796043  Haterozygous T - Novel CTAGES INTRORIC

39796049  Heterozygous T - Noval CTAGES INTRONIC

39798048  Heterozygous T - Novel CTAGES INTRONIC
45564486 Heterozygous A T HNavel PRPF38 NON_SYNONY!E->D
50295722  HaterozygousA ] Novel SDCCAG!  INTRONIC
50289052  Heterozygous T - Novel SDCCAG!  INTRONIC

508052868  Heterozygous— T Novel 5082 INTRONIC

Heterozygous - A Novel s0Ss2 SPLIGE SITE

50895476  HeterozygousA - Novael MAP4KS SPLICE SITE
50895478  HeterozygousA - Novel MAP4KS SPLICE SITE
51219249 HeterozygousC T Novel NIN NON_SYNONYIR->H
51219249 HeterozygousC T Novel NIN NON_SYNONYIR->H
51219248  HeterozygousC T Novel NIN NON_SYNONYIR->H
51219249 HeterozygousC T Novel NIN NON _SYNONYIR->H
51219501  HeterozygousA - Novel NIN INTRONIC

51219501 Heterozygous A - Novel NIN INTRONIC
51219501 Haterozygous A - Navel NIN INTRONIC
51219501  HeterozygousA - Novel NIN INTRONIC
51348385  Haterozygous T ] Navel ABHD128  INTAONIC

51348385  Heterozygous T C Novesl ABHD12B  INTRONIC
51710644  Heterozygous - T Navel TMX1 INTRONIC
51716162  Hsterozygous T - Navel TMX1 INTRONIC
52057732 Haterozygous A - Novel TXNDC16  INTRONIC

§2957732  Hetsrozygous A - Novel TANDC18  INTROMIC

55005126  HsterozygousA G Novel COGRRF1 3PRIME UTR
55169338  Homozygous G A Novel SAMD4A  INTRONIC

55169339  Homozygous G A Novel SAMDAA INTRONIC

57113888 Heterozygous T A Novel Gl4orf101  INTRONIC
§7676824  Homozygous T - Noval EXOC5 INTRONIC
58825828  Heterozygous T - Novel ARID4A INTRONIC

58825828  Heterozygous T - Novel ARID4A INTRONIC

58825828  Heterozygous T - Novel ARID4A INTRONIC

60485027  Haterozygous G - Novel QGENIC

814486808  HsterozygousA - Novel TRMTS SPLICE SITE
81448608  HeterozygousA - Novel §LCasAs UPSTREAM
64676125  HeterozygousA G Novel SYNE2 INTRONIC

64676125  Haterozygous A G Novel SYNE2 INTRONIC
85472875  Heterozygous T - Novel FNTB INTRONIC

65472875  Heterozygous T - Novel MAX DOWNSTREAM
85733334  Heterozygous~ T Novel GENIC

65733792  Hsterozygous T c Navel GENIC

85733794  Haterozygous T G Navel GENIC

60135888  HetsrozygousC T Novel FUTS SYNONYMOUS_CODING
68135086  HeterozygousC T Novel FUTS SYNONYMOUS_CODING
66135966  HeterozygousC T Novel FUT8 SYNONYMOUS_CODING
86135868  HeterozygousC T Novel FUTS UPSTREAM
66135986  HsterozygousC T Novel FUTS SYNONYMOUS_CODING
808188404  Haterozygous G A Novel FUT8 INTRONIC

66188404  Hoterozygous G A Noval FUT8 INTRONIC

86188404 Hetarozygous G A Novel FUT8 INTRONIC

88188404  Heterozygous G A Novel FUT8 INTRONIC

86188404  Hetorozygous G A Novel FUT8 INTRONIC

67859398  Heterozygous G C Novel PLEK2 NON_SYNONYIS->C
68028818  Hetarozygous G - Noval PLEKHH1  INTRONIC

88125140 Heterozygous T c Novel vTie INTRONIC

88944357  Heterozygous T [o] Novel RADSILY SPLICE SITE
68944357  Haeterozygous T [o] Navel RADS1L1 INTRONIC
68944357  Haterozygous T [+] Noval RAD51L1 INTRONIC

69376539  HeterozygousC G Novel ACTN1 INTRONIC

69376539  HeterozygousC G Novel ACTNI INTRONIC

69376539  HsterozygousG G Navel ACTN1 INTRONIC

69522179 HeterozygausC G Novet DCAFS SYNONYMOUS _CODING
69791444 HeterozygousC T Novel GALNTLT  NON_SYNONYIA-DV
89781444  HeterozygousC T Novel GALNTLT  NON_SYNONYIA-V
70478174  Heterozygous A - Navel sMoct INTRONIC
70478174 HsterozygousA - Novel SMOCt INTRONIC

71209342 Heterozygous T c Novel MAP3Kg INTRONIC

74343881 HeterozygousC G Novel PTGR2 INTRONIC

74343881 Heterozygous C G Novel PTGR2 INTRONIG

74343881 Heterozygous G G Novel PTGR2 INTRONIC

75139404  HeterozygousC T Naovel KIAAG317  INTRONIC
78117924  HeterozygousC T Novel Cldorft NON_SYNONYIV->1
76238258  Heterozygous T - Noval TTLLS INTRONIC

76548739 Heterozygous G A Novel Cl4orf179  INTRONIC
78548739 Heterozygous G A Novael C140rf179  INTRONIC



HSHP . o
Chromosom 8 Gena Amino Acid
o Start End Zygosity Foference SNP Cal  Match Symbol Consequencs Change
chrid 77101088 77101088 HeterozygousA G Novel GENIC
chri4 77302482 77302482 HeterozygousC T Novel C14orf1668 INTRONIC
chri4 77705728 77705728 Heterozygous A T Novel TMEME3C  INTRONIC
chri4 79433528 79433528  Heterozygous T - Novel NRXN3 INTRONIC
chrid 81574839 81574839 Heterozygous T - Novel TSHR INTRONIC
chri4 815874839 81574839  HeterozygousT - Novel TSHR INTRONIC
chri4 81574839 81574838  Heterozygous T - Novel TSHR INTRONIC
chrid 81670710 81670710  HeterozygousC T Novei GTF2A1 INTRONIC
chri4 81870710 81670710 Heterozygous C T Novel GTF2A1 INTRONIC
chrl4 81670710 81670710  HeterozygousC T MNovel SNORA78  UPSTREAM
chri4 81964214 81964214 Heterozygous G o] Novel SELIL INTRONIC
chrl4 7 H gous - T Novel EMLS INTRONIC
chrld 89082424 89082428  Heterozygous TTGTA ——— Novel EMLS INTRONIC
chri4 88310105 89310106  Heterozygous- A Novel T7es INTRONIC
chri4 89310105 89310106  Heterozygous~ A Novel TTC8 INTRONIC
chri4 89310105 89310108  Heterozygous - A Novel TTC8 INTRONIC
chri4 90459746 90459746  HeterozygousG A Novel TOP1 NON_SYNONYIR->H
chri4 90458748 90459746  HeterozygousG A Noval TOP1 NON_SYNONYIR->H
chrid 90752846 90752846  HeterozygousA - Novel C140rf102  INTRONIC
chri4 80752848 90752848  HeterozygousA - Navel C140rf102  INTRONIC
chrid 91633484 91633484  HeterozygousA - Novel Cidorfl59  INTRONIC
chri4 91633484 91633484  HeterozygousA - Novel C140rf158  INTRONIC
chri4 91633484 91633484  HeterozygousA - Noval Cl4orf159  INTRONIC
chrid 91633484 291633484 Heterozygous A - Novel Cl4orf159  INTRONIC
chri4 81633484 91633484  HeterozygousA - Novel Cl4arf159  INTRONIC
chri4 91666162 91666162  HeterozygousG A Novel C14orf153  NON_SYNONYIA->T
chri4 91666162 91666162  Hetarozygous G A Novel GC14arf158  NON_SYNONYIA->T
chrid 91666162  916d6162  HeterozygousG A Navel C140rf159  NON_SYNONYIA->T
chri4 91668162 91666162  Heterozygous G A Navel C140rf159  NON_SYNONYIA->T
chri4 91666182 91866162  HeterozygousG A Novel C140rf159  NON_SYNONYIA-DT
chri4 5 4 H, ygous T G Novel SLC24A4  INTRONIC
chr14 92948965  t y T G Novel SLC24A4  INTRONIC
chrl4 92948985 92948965  Heterozygous T G Novel SLC24A4  INTRONIC
chri4 93712645 93712845  HeterazygousA - Novel BTBO7 INTRONIG
chri4 94776112 94776112 Hetarozygaus G T Novel SERPINAG  NON_SYNONYIR->Q
chri4 84847388 94847368  Heterozygous T G Novel SERPINA1T  NON_SYNONYHI->L
chrid 84847308 94847368  Heterozygous T G Novel SERPINAT  NON_SYNONY!I->L
chri4 94847368 94847368  Heterozygous T G Novel SERPINAT  NON_SYNONY!I->L
chrl4 94847368 94847368  Heterozygous T G Novel SERPINAT  NON_SYNONYII->L
chri4 94847368 94847388  HeterozygousT G Novel SERPINAT  NON_SYNONYII->L
chrid 94847368 94847368  Heterozygous T G Novel SERPINAT  NON_SYNONY!I->L
chrid 94847388 94847368  Heterozygous T G Novel SERPINAT  NON_SYNONYII-L
chri4 94847368 94847368  Heterozygous T G Novel SERPINAT  NON_SYNONYII->L
chri4 94847368 94847368  Heterozygous T G Navel SERPINAT  NON_SYNONYII->L
chrl4 94847368 94847368  Heterozygous T G Novel SERPINAT  NON SYNONY!I->L
chrid 94847368 94847368 Heterozygous T G Novel SERPINAT  NON_SYNONYII->L
chri4 48488 H A G Novel SERPINA1T  INTRONIC
chrid 4 H A G Novel SERPINA1  INTRONIC
chri4 4 + A G Naovel SERPINAT.  INTRONIC
chri4 4 4 H A G Novel SERPINAT  INTRONIC
chrl4 94848895 94848895  HetsrozygousA G Novel SERPINA1  INTRONIG
chri4 4848895 9484889 H A G Novel SERPINA1  INTRONIC
chri4 488! H A G Naovel SERPINAT  INTRONIC
chri4 4 H y A G Novel SERPINAT  INTRONIC
chrl4 4848895 H A G Novel SERPINAT  INTRONIC
chri4 H A G Novel SERPINAT  INTRONIC
chri4 8 H A G Novel SERPINAT  INTRONIC
chrid 85912195 95912195 Homozygous T G Novel Cl4orf4g INTRONIC
chrl4 97002345 97002345 Heterozygous T c Novel PAPOLA INTRONIC
chri4 99969997 99969997  Heterozygous G [ Novel CONK INTRONIC
chrid 101297837 101297637 HeterozygousC T Novet MEG3 INTRONIC
chri4 101297837 101297837 HeterozygousC T Novel MEG3 INTRONIC
chrt4 101297637 101297637 HeterozygousC T Novel MEG3 INTRONIC
chri4 101297637 101297637 HeterozygousC T Novel MEG3 INTRONIC
chri4 101297637 101297637 Heterozygous C T Novel MEG3 INTRONIC
chrid 101287637 101297637 HeterozygousC T Novel MEG3 INTRONIC
chri4 101447388 101447389  HetarozygousC T Novel SNORD114-2 EXONIC
chris 101447389 101447388 HeterozygousC T Navel SNORD114~2 UPSTREAM
chrid 101447389 101447389  Heterozygous G T Novel SNORD114-2 UPSTREAM
chri4 102815038 102815038 HeterozygousC T Novel CINP SYNONYMOUS_CODING
chri4 102815038 102815038  Hetarozygous C T Noval CINP SYNONYMOUS_CODING
chri4 102815038 102815038  HeterozygousC T Novel CINP 3PRIME UTR
chri4 103918229 103918229  HeterozygousC T Navel MARK3 INTRONIC
chrl4 103918229 103918229 HeterozygousC T Novet MARK3 INTRONIC
chrl4 103918229 103918228  HeterozygousC T Novel MARK3 INTRONIC
chrld 103918229 103918229  HeterozygousC T Novel MARK3 INTRONIC
chri4 103918229 103818229 HeterozygousC T Novel MARK3 INTRCONIC

Chromozom
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. Gane Amino Acid

Start End Zygosity Raference SNP Caii  Match Symbol Consegquence G
104473572 104473572  Heterozygous A G Novel TORDS TNTRONIG
104481200 104481201  Heterozygous~ T Novel TDRDS INTRONIC
105174755 105174755  Heterozygous G T Novel INF2 INTRONIC
105174755 105174755 HeterozygousC T Novel INF2 INTRONIC
105208310 105208310  HeterozygousA - Novel ADSSL1 FRAMESHIFT_CODING
105208310 105208310  HeterozygousA - Novel ADSSL1 FRAMESHIFT_CODING
105349648 105349646 Heterozygous G A Navel KIAAG284  SYNONYMOUS CODING
105349646 105349648 Haterozygous G A Novel KIAAD284  SYNONYMOUS_CODING
105414804 105414804 HeterozygousA G Novel AHNAK2 SYNONYMOUS_CODING
105415250 105415250 Heterozygous G c Novel AHNAK2 NON_SYNONYIP->A
105415253 105415253 Hetarozygous A G Novel AHNAK2 NON_SYNONYIS-D>P
105416284 105416284 Heterozygous A G Novel AHNAK2 NON_SYNONYIV->A
105418790 105418790  Heterozygous T c Novel AHNAK2 SYNONYMOUS_CODING
105916314 105816314  Heterozygous G A Novel MTAL INTRONIC
108092215 106092215 Heterozygous G A Novel GENIC
1068174083 106174063 Heterozygous A G Novel GENIC
108174081 106174081 HeterozygousC T Novel GENIC
106235567 108235567 HeterozygousG A Novel GENIC
106235742 106235742 Hetarozygous G o Novel GENIC
108235783 106235783 HeterozygousC T Noval GENIC
108236185 108236195 Heterozygous G T Novel GENIC

H ygous G A Novel GENIC
106667902 106667903 Hetarozygous - c Novel GENIC
106877562 108877562 Heterozygous A c Novel GENIC
107048767 107048767 Heterozygous G T Novel GENIC
107083574 107083574 HeterozygousC A Novel GENIC
20084188 20084183  Heterozygous - A Noval GENIC
20084246 20084248  Heterozygoua G c Novel GENIC
22297857 22297857 Heterozygous G A Novel L0OGC727924 INTRONIC
22473167 22473167  Heterozygous T c Novel GENIC
22473171 22473171 HeterozygousA G Noval GENIC
22490018 22480018 Heterozygous T c Novel GENIC
22861843 22861843  HeterozygousC G Novel TUBGCP5  SYNONYMOUS_ CODING
22861843 22861843  HeterozygousC G Novel TUBGCP5  SYNONYMOUS_CODING
23261024 23261024  HeterozygousA T Navel GOLGABIP  EXONIC
23608317 23608317 Homozygous T - Novel GENIC
25335146 25335146 HaterozygousC T Novel SNORD116~2 DOWNSTREAM
26335148 25335146  HeterozygousC T Novel SNORD116-2 EXONIC
25335146 25335146  Heterozygous C T Novel SNORD116-2 UPSTREAM
25483244 25483244 Heterozygaus C T Novel SNORD115-3 DOWNSTREAM
25483244 25483244  HeterozygousC T Novel SNORD115-3DOWNSTREAM
25483244 25483244  HeterozygousC T Novel SNORD115-3UPSTREAM
26260457 26260457  Hetarozygous T - Naovel GENIC
28499714 28489714  HaterozygousT [+ Navel HERC2 INTRONIC

He A C Novel GENIC
31090874 31090874  HeterozygousC G Novel GENIC
31200481 31200481  Heterozygous A G Novel FAN1 INTRONIC
31200481 31200481  Heterozygous A G Novel FAN1 INTRONIC
31200481 31200481  HeterozygousA G Novel FAN1 INTRONIC
31200481 31200481  Heterozygous A G Novel FAN1 INTRONIC
31776484 31776484  HetarozygousC A Novel OTUD7A  SYNONYMOUS_CODING
32393487 32393487  Heterozygous T - Novel CHRNA7  INTRONIC
32393487 32393487  Heterozygous T - Novel CHRNA7  INTRONIC
33256217 33256218  Heterozygous——- ACAC Novel FMN1 INTRONIC
33851977 339518977  Heterozygous T G Novel RYR3 SYNONYMOUS_CODING
34149964 34143964 Haterozygous T G Novel RYR3 INTRONIC
34152697 34152698  Homozygous — T Novel RYR3 INTRONIC
34522109 34522110 Heterozygous CT - MNovel TMEMSS IPRIME UTR
34522108 34522110 HeterozygousCT - Navel SLC12A8  DOWNSTREAM
34522108 34522110  HeterozygousCT - Novel SLC12A6  DOWNSTREAM
34522109 34522110  Heterozygous CT - Novel SLC12A8  DOWNSTREAM
34522109 34522110 HeterozygousCT - Novel SLC12A8  DOWNSTREAM
34522108 34522110  HeterozygousCT — Novel SLCI2A6  DOWNSTREAM
34522109 34522110  HaterozygousCT — Naovel SLC12A6  DOWNSTREAM
35747083 35747083  HeterozygousA G Novel ATPBD4 INTRONIC
39544277 39544277  HeterozygousG A Novel CiSorf54  SPRIME UTR
40034147 40034143 Heterozygous AAG — Noval FsiP1 INTRONIC
41100104 41100104 Heterozygous G A Novel DNAJC17  UPSTREAM
41100104 41100104 Heterozygous G A Novel ZFYVE1S INTRONIC
41455328 41455326 Homozygous C - Novel GENIC
41988185 41983195 Hetarozygaus T - Noval MGA INTRONIC
41988195 41988195 Heterozygous T - Novel MGA INTRONIC
42115789 42115789  Heterozygous C T Novel MAPKBP1  NON_SYNONY!S-F
42115789 42115788  HeterozygousC T Navel MAPKBP!  NON_SYNONYIS->F
42453852 42453852  HeterozygousA - Novel VPS39 INTRONIC
42680144 42680144  HeterozygousC a Novel CAPN3 INTRONIC
42680144 42680144  HeterozygousC G Novel CAPN3 INTRONIC



Chromotom gt End Zygesity  Reforence
chrl§ 42080144 42680144 Heterozygeus C
chri§ 42880144 42680144  HeterozygousC
chri§ 42680144 42680144  HeterozygousC
chris 42680144 42680144  HeterozygousC
chri5 43501440 43501440  HeterozygousC
chrl§ 43801440 43501440  Heterozygous G
chrl§ 43552372 43552372 Heterozygous C
chrl§ 43552372 43652372 Heterozygouws C
chr15 44080815 44080815  HeterozygousC
chrl§ 44080252 44080252  Heterozygous T
chrl§ 44080252 44080252  Hsterozygous T
chrl§ 44087202 44097202 Heterozygous G
chri§ 44858159 44858158  Hetsrozygous T
chris 44858168 44858153  Heterozygous T
chrls 45848231 45848231 Haterozygous T
chri§ 48522754 48522754  HaterozygousA
chrlh 48522754 48522754  HeterozygousA
chrl§ 49180088 49160089  Heterozygous G
chri5 50226457 50228457  HeteroaygousC
chrl§ 50581870 50581870  HeterozygousA
chris 50581870 50581870  HsterozygousA
chri$ 50581870 50581870  HsterozygousA
chri§ 50581870 50581870  HeterozygousA
chr1§ 50581870 50581870  HeterozygausA
chrib 50822215  §0822216  Hsterozygous——
chri§ 50826524 50826527  Heterozygous AAAT
chrif 52230440 52230440  Hsterozygous T
chri§ 53178237 53178237  HeterozygousG
chri§ 53815528 53815528  HeterozygousAG
chr1s 54307813 54307813 Heterozygous T
chris 55790401 §5780401 Heterozygous T
chris 55790401 55780401 Hetarozygous T
chrls 55790401 55780401  Heterozygous T
chri§ 58357691 58357691 Haterozygous A
chri§ 58357691 58357691 Haterozygous A
chr1§ 59094495 58084495 Hatarozygous T
chri§ 59094485 59084495  Heterozygous T
chrif 62967564 62967584  Haterozygous T
chr1§ 63017267 63017287  HeterozygousGC
chrts H: A
chrl§ 83032723 63032723  HeterozygousA
chrts 63040517 63040517  HeterozygousA
chr1§ 63638685 63638698  Heterozygous CATA
chri§ H gous CATA
chrl$ Hi g

chrl§ 84011168 64011188  Heterozygous T
chri§ 64496612 84496612  Heterozygous A
chri8 84972761 84972762 Heterozygous TG
chrib 85624472 85624472 Heterozygous ©
chr 85682489 65682488  HeterozygousC
chr1§ 65684422 65684423  Heterozygous-
chri§ 85874368 65874388  Heterozygous-—
chrtb 65874368 65874369  Heterazygous—
chrib 66633407 66833407  HeterozygousG
chri§ 86856980 66856980  MsterozygousC
chri§ 89007718 82007718 Heterozygous C
chri§ 89373215 69373215 Heterozygous G
chri§ 69709635 89708638  Heterozygous——
chrib 69708635 89703636 Heterazygous -
chris 72231108 72231108  Homazygous A
chrib 73542108 73542108 Heterozygous T
chris 73542108 73542108  Hsterozygous T
chris 73542108 73542108  HeterozygousT
chrl§ 73575430 73575430 HeterozygousC
chrlb 73575430 73575430 HeterozygousC
chri§ 73575430 73575430  HeterozygousC
chrl5 74426144 74426144  HsterozygousC
chr1§ 74426144 74426144  HeterozygousC
chrib 74428144 74426144  HeterozygousC
chrib 74428144 74426144 HetarozygousC
chrls Hy Ve

chrl§ 74836226 74836226  HeterozygousC
chri§ 75649115 75849115  Homozygous T
chri§ 75649115 75648115  Homozygous T
chri§ 76248134 76248134  Heterozygous A
chr1b 78233938 78233938  Heterozygous G
chrif 4 Hi G
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Novel

Bring Acid
Congaguance Changs
M3 C
CAPH3 INTRONIC
CAPNS INTRONIC
CAPNS INTRONIC
EPB42 INTRONIC
EPB42 INTRONIC
TGMS NON_SYMONYIC->Y
TGS INTRONIC
PDIA3 INTRONIC
SERF2 DOWNSTREAM
SERINC4 INTRONIC
MFAP1 3PRIME UTR
SPGIt HON_SYNONYII->V
SPG1t HNON_SYNONY!-)V
G15erf2i EXONIC
SLC1ZA1  INTROWIC
SLG12A1 INTRONIC
SHO4 INTRONIC
ATP8B4 HTRONIC
GABPB1 SPLICE SITE
GABPB1 SPLICE SITE
GABFB1 SPLICE_SITE
GABPB1 SPLICE SITE
GABPB1 SPLICE SITE
usPse INTRONIC
TRPMT NTRONIC
LED1 SYHONYMOUS CODING
GENIC
WDR72 INTRONIC
UNC13C NON_SYNONYIY->H
oYxici SPLICE SITE
DYXict SPLICE SITE
oYXict SPLICE SITE
ALDHIAZ  INTRONIC
ALDH1A2  INTRONIC
FAME3B INTRONIC
FAMEB38 INTRONIC
TLNZ INTRONIC
TLN2 SYNONYMOUS_CODING
TLN2 INTRONIC
TLNZ INTRONIC
TLN2 INTRONIC
CA12 INTRONIC
CA12 INTRONIC
HERG1 INTRONIC
HERCH INTRONIC
CSNKIGT  INTRONIC
ZNF803 INTRONIC
1GDCC3 INTRONIC
1GDCC4 SPLICE SITE
e elen] INTRONIC
Cli5orfi4 INTRONIC
Ci50rf44  INTRONIC
TIPIN INTRONIC
LOTL INTRONIC
GENIC
NCRHADD277EXONIC
KIF23 INTRONIC
KIF23 INTRONIC
MYOSA INTRONIC
NEO1 INTRONIC
NEO1 INTRONIC
NEOt INTRONIC
NEO1 NON SYNONYIR->C
NEO1 " NON_SYNONYIR->C
NEC1 NON_SYNONYIR->C
ISLR2 HON_SYNONYIA-DYV
ISLR2 NON_SYNOHYIA-Y
ISLR2 NON_SYNONYIA-DV
ISLR2 NON_SYNONYIA-DV
CCDC33 INTRONIC
ARID3B SPRIME UTR
NEILT DOWNSTREAM
MAN2G1 INTRONIC
NRG4 INTRONIC
GENIC
IDH3A NON_SYNONYIE->K

Cheomeosom

Aming Acid
o Seast End Zygesity  Raference Symbal Comsgquence Chenga
chr1s 78028022 70020023 Fieterorygonn A Novel CHRNB4  INTRONIC
chrif I T c Movel ADAMTS7  SYNONYMOUS_CODING
chrl§ 0414038 80414038 Heterozygous T c Moval ZFANDS INTRONIC
chrid 84442240 84442241 Hetarozygous ~T Novel ADAMTSLI INTRONIC
chri§ 84442240 84442241 Hetarozygous — T HNovel ADAMTSLE [WTRONIC
il 45856767 95858787 Hstarozygous G A Novel PDEBA INTRONIC
chrl§ 45656787 85856787 Haterozygous G A Novel PDESA INTRONIG
chrl§ He A Hovel NTRK3 INTRONIC
chrls 3 H o A Hovel NTRKS NTRONIC
chris 91548253 91548253  Heterozygous G T Movel VPS338 NON_SYNONYIV->1
chrif 93510829 93510829  Heterozygous T - Hovel CHD2 INTRONIC
ehei 88513087 88513087 Hetarozygous T - MNovet ARRDGC4 INTRONIC
chrlb 100331118 100331118 Homezygous C T Novsl Cl5orf51 EXONIC
chris 1 H G C Novsl C15orf51 SPLICE SITE
chrls 100340175 100340176 Heterozygous TG AT Novel C150rfS1 EXONIC
chrif 7 Hi T c Novel ADAMTS17 INTRONIC
chrld 5341087 541087 Haterozygous G T Novel RABTIFIP3  INTRONIC
chrig 541087 541067 Haterozygous T Hovel RAB1IFIP3 INTRONIC
chrif 541082 541082 Heterozygous A G Noval RAB1IFIP3  INTRONIC
chrlg 541082 541082 Heterozygous A G Navel RABUIFIPZ  INTRONIC
chrlg 830885 830865 Heterozygous A G Movel MSLHL INTRONIC
chrig 838814 83s8i4 Haterozygous T G HNaovel RPUSD1 NON_SYNONYIK->Q
chrig€ 836914 536914 Heterozygous T G Novel CHTF18 UPSTREAM
chrif 833887 438887 Heterozygous T Havsl RPUSD1 UPSTREAM
chri 839667 £38887 Heterozygous T Hovel CHTF18 INTRONIC
chrig 1281182 1291182 Hetsrozygous C T Hovel TPSAB1 SYNONYMOUS_CODING
chrig 1673898 1573985 Heterozygous G A Novsl FT140 SYNONYMOUS CODING
chrig 1842481 1842481 Haterozygous © T Novel FT140 SPLICE SITE
chrig 2088788 2088788 Heterozygous C G Novel NTHLI UPSTREAM
chri§ 2098768 2088788 Heterozygous G G Hovel TsC2 INTRONIC
chrlg 2098788 2098788 Heterozygous G G HNovel Tsc2 INTRONIC
chrif 2098788 2028788 Hatarozygous C G Hovsl T8C2 INTRONIC
chrif 2141958 2141958 Heterozygous G T Movel PRD1 INTRONIC
chri8 2141958 2141958 HetarozygousC T Hovel PKD1 INTRONIC
chri@ 2153531 2183531 Heterozygous T c Novel PKD1 NON_SYNONYIT->A
chrig 2153831 2153531 Heterozygous T C Hovel PKD1 NON_SYNONYIT->A
chrig 2160358 2180358 Heterozygous C T Movai PKD1 NON_SYNONYIV->M
chri 2160358 2180358 Heterozygous G T Movsl PKD1 NON_SYNONYIV->M
chyls 3434820 3434320 Haterozygous G T HNovsl ZNF434 SYMONYMOUS_CODING
chrlg 3576345 2576345 Heterozygous G A Noval CLUAPY INTRONIC
chrlg 3576345 3576345 Heterozygous G A Hovel CLUAPT INTRONIC
chrig 4256758 4268758 Hsterozygous G - Hovel 8RL INTRONIC
chrlf 4700319 4700318 Hetarozygous A - Havel MGRNT INTRONIC
chrl§ 4700318 4700318 Haterozygous A - HNovel MGRN1 INTRONIC
chrlg 4760318 4700319 Hetarozygous A - Hovel MGRNT INTRONIC
chri 4700318 4700319 Haterozygous A - Novel MGRNT INTRONIC
chr18 4752158 4752158 Heterozygous G A Hoval ANKS3 SYNONYMOUS_CODING
chrig 4934597 4934597 Heterozygous C T Hovel PPL SYNONYMOUS_CODING
chrig 5143802 5143803 Hsterozygous C T HNovel FAMESA INTRONIC
chrl 5143803 §143603 Hetarozygous C T Novel FAMSBA INTHONIC
chri 8852382 8952382 Heterozygous A o] Mavel CARHSP1  INTRONIC
chri 8952382 8952382 Hsterozygous A [+ Movel CARHSP1  INTRONIC
chrif 8989118 8989119 Hsterozygous - A HNovel usp7 INTRONIC
chrif 10578102 10376102 Heterozygous G T Movel ATF7IP2 NON_SYNONYIT->M
chrl8 10826080 10626060  Hetarozygous G - Novel EMP2 3PRIME UTR
chrl8 10934475 10834475 Heterozygous T c Movel GENIC
chrig 11133702 11133702 Heterozygous G G Moval CLEC18A  SYNONYMOUS_CODING
chrig 11370108 11370108 Hsterozygous G A Novel PAMZ SYNONYMOUS_CODING
chrl§ 11444455 11444455 Homozygous A - Novel C1Borf75 INTRONIC
chrig 11870853 11870553 Heterozygous T c Novel ZO3HTA INTRONIC
chri 11835480 11935481 Heterozygous TG e Movel RSLIDT INTRONIC
chrl8 12021488 12021488 Hsterozygous G A Novel GENIC
chri@ 15045786 15045768 Haterozygous G T Novel NPIP NON_SYNONYIL->F
chrl i 6 A Novel PDXDCT INTRONIC
chrl8 15457642 15457842 Heterozygous G c Noval GENIC
chrig 15501658 155016858  Heterozygous— T Novel MPVITL INTRONIC
chrig 15501658 15501658  Hstsrozygous— T Novel MPVITL INTRONIC
chrl§ 19020587 18020587 Heterazygous G T MNovel THMCT NON_SYNONYIT->M
chrif 18020587 18020687 Heterozygous C T Movel THMCT 5PRIME UTR
chri@ 18083221 19083221 Heterozygous T - Novel TMCT INTRONIC
chrié 18063221 18083221 Haterozygous T - Novel THMCT INTRONIC
chrié 19580821 19580821 Haterozygous G A Novel CiBarfé2 INTRONIC
chri€ 19775082 19775082  Haterozygous A G Novel 1QcK INTRONIC
chri 19883080 19883080  Heterozygous G A Maval GPRCSB INTRONIC
chrig 20565048 20585048  HsterozygousC T Novel AGSMZB INTRONIC
chrlg H 8 T Moval ACSM2B INTRONIC
chrig 21880225 21890225 Heterozygous C A Novel OTOA INTRONIC



dbEHP

Chromoesom . Gena Amino Agid
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chri6 21901504 21901504  HeterozygousA T Novel GENIC

chri6 21902060 21802061 Heterozygous - A Hoval GENIC

chrig 22545865 22545865  Heterozygous G c Novel LOC1001322- NON_SYNONYI A-DP
chrif 22545897 22545898  Heterozygous GA GC Novel LOC1001322« NON SYNORYIKT->KP
chr1g 22545887 22545898  Heterozygous GA TA Novel LOG1001322: NON_SYNONYIKT->NT
chrl6 H A - Novel TNRCEA INTRONIC

chri6 24886887 24836887  Homozygous G - Novel SLCBATT  INTRONIC

chrif 28998098 28998038 Heterozygous G A Movel LAT INTRONIC

chri@ 28998098 28998098 Heterozygous G A Noval LAT INTRONIC

chrl§ 28983088 28993098  HaterozygousG A Novel LAT INTRONIC

chri6 | YE A Novel LAT INTRONIC

chrl6 29113323 29113323 HeterozygousC A Novel RRN3P2Z EXONIC

chrif 28367272 29387272 HeterozygousC T Novel RUNDGC2C  EXONIC

chri6 30001081 30001081 Heterozygous G A Hovel TAOK2Z SYNONYMOUS_CODING
chr16 30001081 30001081  Heterozygous G A Novel TAOK2 DOWNSTREAM

chr18 30004603 30004603  Heterozygous T G Novel TAOK2 DOWNSTREAM

chrif ¥ VY G Novel HIRIP3 NON_SYNONYIE->D
chrig 30005505 30005505  Hetarozygous T [ Noval TAOK2 DOWNSTREAM

chrié 30005505 30005505  HeterozygousT o Novel HIRIP3 NON_SYNONYIT-DA
chrif 30731430 30731430  HeterozygousC T Novel SRCAP INTRONIC

chri6 31102585 31102595 HeterozygousC G Novel VKORG1 NON_SYNONYIG~>S
chri6 31102595 31102595 HeterozygousC G Novel VKORG1 NON_SYNONYiV->L
chrig 32437070 324370M Heterozygaus - T Novel GENIC

chri6 33710045 33710045  Hetarozygous G A Novel GENIC

chri@ 46931607 46931607  Heterozygous G T Novel GPT2 SPRIME UTR

chri6 46931607 46931607  HeterozygousC T Novel GPT2 SYNONYMOUS_CODING
chr1g 47703131 47703131 Heterozygous T aQ Navel PHKB SYNONY#MOUS_CODING
chrig 47703131 47703131 Heterozygous T G Novel PHKB SYNONYMOUS_CODING
chrl§ 50383878 50383879  HeterozygousT c Novel BRD7 INTRONIC

chri8 50383879 50383878  Heterozygous T c Novef BRD7 INTRONIC

chrig Hi VE - Novet CHDY INTRONIC

chrig 53325597 53325587  HeterozygousC A Novel CHDY INTRONIC

chrig §3476621 534768621 HeterozygousA G Novel RBL2 SYNONYMOUS_CODING
chr16 53498223 53498223 HeterozygousA T Novet RBL2 NON_SYNONY!N->1
chrig 56504721 56504721 Heterozygous T A Novel OGFOD1 INTRONIC

chr16 56535184 58535194  HeterozygousA - Noval BBS2 INTRONIC

chrif 56602872 56602872 Heterozygous T G Novel MT4 INTRONIC

chri6 58855550 56855550 HeterozygousC - Movel NUP33 INTRONIC

chrl6 56870627 56870827  HeterozygousA c Novsl NUPS3 NON_SYNONYIK->GQ
chrig §7060877 57060877  HetsrozygousG A Novel NLRCS SYNONYMOUS_CODING
chrig 57788738 57788739  Heterozygous G G Novel KATNB1 INTRONIC

chri6 58030585 58030595  HeterozygousG T Novel ZNF318 SYNONYMOUS_CODING
chri6 58620361 58820361 Homozygous T G Navel CNOT1 INTRONIC

chr18 58620361 58620361  Homozygous T G Novel CNOT1 INTRONIC

chr16 58701318 68701316  Heterozygous G A Novel SLC3BA7  SYNONYMOUS CODING
chr16 58743518 58743518  HetarozygousC T Noval GOT2 INTRONIC

chr16 68432496 66432496  Heterozygous G A Naovel CDHS INTRONIC

chr1g H VE G Novel CMTM1 INTRONIC

chrig H Y& G Novel CMTMI1 INTRONIC

chri6 66605008 66605009  Heterozygous- G Novel CMTM1 INTRONIC

chrl6 H gous - G Noval CMTM1 INTRONIC

chrl6 H ygous = G Novel CMTM1 INTRONIC

chrig 64605008 86605009 Heterozygous ~ G Novel OMTM1 INTRONIC

chr18 68605008 66605008  Heterozygous— G Novel CMTMT INTRONIC

chr16 66605008 66605003  Heterozygous-— G Novel CMTM1 INTRONIC

chri§ 67285154 672685154  Heterozygous G [+ Novel TMEM208  DOWNSTREAM

chrif 67265154 87265154 Heterozygous G G Novel FHOD1 SYNONYMOUS_CODING
chrif 67862706 67862706  Heterozygous G c Novel TSNAXIP1  DOWNSTREAM

chri6 67862706 67862706 Hetarozygous G G Novel CENPT NON_SYNONYIP->A
chrl6 68112725 68112725  HeterozygousC T Novsl puszL NON_SYNONYIR->W
chr16 88842784 68842784 Heterozygous G A Noval CDH1 INTRONIC

chrig 89143279 69143279 Heterozygous C T Novel HAS3 INTRONIC

chri6 69143279 69143279 Heterozygous G T Novel HAS3 INTRONIC

chr16 68352948 69352848  HeterozygousC A Novel VPS4A INTRONIC

chr16 70010810 70010610  HeterozygousC T Navel PDOXDC2P  EXONIC

chrtg 70182333 70182333  Heterozygous G c Novel PDPR INTRONIC

chrig 70299590 70289591  Heterozygous~ A Navsl AARS INTRONIC

chrig 70367494 70367494 Heterozygaous A c Novel DDX198 3PRIME UTR

chrig 70367494 70367494  Heterozygous A [ Novel DDX198 3PRIME UTR

chrig 70367494 70367494 Heterozygous A c Naval DoX1s8 3PRIME UTR

chrif 70389914 70388914 Heterozygous G G Noval DOX13A INTRONIC

chr16 H A [o} Navel DDX19A 3PRIME UTR

chrig 70694048 70694048 Heterozygous G c Novel MTSSIL DOWNSTREAM

chrig 70698482 706898492  HeterozygousC T Novel MTSS1L INTRONIC

chri6 71799358 71799358  Heterozygous A G Novel AP1G1 INTRONIC

chrig 71799358 71799358 Heterozygous A G Novel AP1G1 INTRONIC

chr18 72130772 72130772 HeterozygousC T Hovel DHX38 SYNONYMQUS_CODING
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7821594 72821586  Hetarozygous GCC — Naovel ZFHX3 NON_SYNONYMOUS_CODINt
72821584 72821596 Heterozygous GCC — Novel ZFHX3 NON_SYNONYMOUS_CODIN
72821615 72821615 Hsterozygous G A Hovel ZFHX3 SYNONYMOUS_CODING
72821615 72821615 Heterozygous G A Novel ZFHX3 SYNONYMOUS _CODING
75674253 75674254 Heterozygous AA — Novel KARS SPLICE SITE
75674253 75674254 Heterozygous AA -A Mavel KARS SPLICE SITE
75874253 75674254  Heterozygous AA - Novel KARS SPLICE SITE
75674253 75674254 Heterozygous AA -A Hovel KARS SPLICE SITE
75675514 75875514 Hetsrozygous T [} Movel KARS NON_SYNONYIN->S
75675514 75875514  Heterozygous T C Novael KARS NON_SYNONYIN->S
77225217 77225218 Heterozygous~ G Novel MON1B INTRONIC
78084752 78064752  HeterozygousG c Novel CLEC3A 3PRIME UTR
81050838 81050838  HeterozygousA G MNovel CENPN SYNONYMOUS_CODING
81050938 81050838 Heterozygous A G Novel CENPN SYNONYMOUS GODING
81050938 91050838  HeterozygousA G Novel CENPN SYNONYMOUS_CODING
81082157 81062157 Heterozygous T C Movel CENPN INTRONIC
81062157 81062157 Heterozygous T [+ Novel CENPN INTRONIC
81180430 81180430  HsterozygousC T Movel PKD1LZ INTRONIC
81192655 81192655 Heterozygous G A Hovel PKDiL2 INTRONIC
81222448 81222448  HeterozygousA - Movel PKD1L2 INTRONIC
81222448 81222448 Heterozygous A - HNovel PKD1L2 INTRONIC
81283507 81283507 Haterozygous G [+ Novel BCMOt INTRONIC
83711779 83711778 Heterozygous T G Novel GDH13 INTRONIC
84209 H gous G A MNovel LRRCS50 NON_SYNONY!D->N
H gous G A Novel TAFIG DOWNSTREAM
84209590 84209590  Heterozygous G A Noval TAFIC DOWNSTREAM
87457532 87457532 Heterozygous T A Novai ZCCHC14  INTRONIC
88786804 88786804  HeterozygousG A Novel GENIC
89576880 89576881 Heterozygous TT -T Novel SPG7 INTRONIC
89576880 89576381 Heterozygous TT — Novel SPG7 INTRONIC
89576880 89576881  Heterozygous TT -7 Novel SPG7 INTRONIC
69576880 89576481 Heterozygous TT - Novel SPG7 INTRONIC
89629408 89629468  Heterozygous G T Nove! RPL13 3PRIME UTR
89629488 89629488 Heterozygous G T Novel RPL13 3PRIME UTR
89629468 89629488  HeterozygousG T Novsl SNORDES  DOWNSTREAM
89838157 89838157  HeterozygousC T Novel FANGA NON_SYNONYID->N
90029868 0029868 Heterozygous G T Movel DEFS INTRONIC
293292 283292 Heterozygous G c Navel FAMI01B  SPLICE SITE
602813 602613 Hetarozygous G A Noval VPS53 NON_SYNONYIA->V
802613 602613 Heterozygous G A Novel VP553 NON_SYNONYIA->V
686589 886580 Heterozygous — T Novel GLOD4 UPSTREAM
686588 886580 Hesterozygaus—~ T MNovel RNMTLY INTRONIC
1248686 1248636 Heterozygous G A Novel YWHAE 3PRIME_UTR
1248886 1248886 Heterozygous G A Novel YWHAE EXONIC
1284812 1284812 Heterozygous A - Novel YWHAE {NTRONIC
1264612 1264612 Heterozygous A - Novel YWHAE INTRONIC
1326754 1326755 Heterozygaus— A Novel CRK 3PRIME_UTR
1328754 1326755 Heterozygous - A Novel CRK 3IPRIME UTR
1486521 1488521 Heterozygous G A Novel SLC43A2  NON_SYNONYIL-F
1858577 1858577 Heterozygous G G Novel Hict INTRONIC
1953577 1958577 Heterozygous C G Novsl HIG1 UPSTREAM
2239725 2236725 Heterozygous G A Noval TSR1 SPRIME UTR
2239725 2239725 Heterozygous G A Novel SGEM2 UPSTREAM
2239725 2238725 Heterozygous G A Novel SGSM2 UPSTREAM
22812687 2281267 Heterozygous A G Noval SGSM2 INTRONIC
2281267 2281267 Heterozygous A G Novel sGsmz INTRONIC
2867437 2887437 Hetarozygous C T Novel RAP1GAP2 INTRONIC
2867437 2867437 Heterozygous G T Novel RAP1GAP2 INTRONIC
3030822 3030822 Heterozygous G A Novel OR1G1 SYNONYMOUS_CODING
3301535 3301535 Heterozygous G A Navel ORIE] NON_SYNONYIT->M
3962428 3982429 Heterozygous ~ T Movel ZZEF1 INTRONIC
4438731 4438732 Heterozygous - A Novel SPNS2 INTRONIC
4536123 4536123 Heterozygous T C Novet ALOX15 INTRONIC
4621818 4621818 Heterozygous ~ G Novel ARRB2 INTRONIC
4621818 4821818 Heterozygous - G Novel ARRB2Z INTRONIC
5015129 5015129 Heterozygous G A Novel ZNF232 SPRIME_UTR
5035857 5035657 Heterozygous G T Novel usPg INTRONIG
5051848 5051848 Heterozygaus T o] Navel UsPs SPLICE SITE
5268321 5268321 Heterozygous T c Novel RABEP1 INTRONIC
5288321 5288321 Heterozygous T 97 Navel RABEP1 INTRONIC
5268357 5268357 Heterozygous A - Novel RABEP1 INTRONIG
5268357 5268357 Heterozygous A - Hovel RABEP1 INTRONIC
5268382 5268382 Heterozygous T G Novel RABEP1 INTRONIC
5268382 5268382 Heterozygous T G Novel RABEP1 INTRONIC
5268612 5268613 Heterozygous ~ T Novel RABEP1 INTRONIC
5268812 5288613 Heterazygaus - T Navel RABEP1 INTRONIC
5433768 5433763 Heterozygous G A Novel NLRP1 INTRONIC



eheiT 5433760 51537!! Hatarozygous G A Novel
chrl? 5433768 5433788 Heterozygaus G A Novel
chrl? 5433789 §433769 Hetarozygous C A Navel
chr1? 5433769 5433769 Heterozygous G A Novel
chrl? 5436343 5436343 Heterozygous G A Novel
chrl? 5436343 5436343 Heterozygous G A Naovel
chri? 5436343 5436343 Heterozygous G A Novel
chrl? 5436343 5436343 Heterozygous G A Novel
chrl? 5436343 5436343 Haterozygous G A Novesl
chri? 6330227 8330227 Heterozygous T o] Noval
chrl? 6330227 8330227 Heterozygous T c Novel
chr1? 8330227 6330227 Hetorozygous T [ Novel
chri? 6548267 8546267 Heterozygous A G Novel
chr7 8546267 8546287 Heterozygous A G Noval
chri? 6801880 8901880 Heterozygous @ A Naoval
chr1? 6930387 8930397 Haterozygous G A Novel
chrl? 7108694 7106684 Haterozygous G - Noval
chri? 7106694 7106694 Heterozygous G - Novel
chr1? 7125654 7125654 Heterozygous T G Noval
chri? 7125854 7125854 Heterozygous T G Havel
chri? 7129429 7129429 Hetarozygous G A Nove!
chrt? 7123428 7129429 Hetarozygous G A Novel
chrt? 7129429 7128429 Hatarozygous G A Naovel
chrt? 7211904 7211905 Hetarozygous ~ [+] Novel
chri? 7211804 7211805 Heterozygous~ c Noval
chrl? 7211804 7211805 Haterozygous ~ [+] Navel
chrl? 7211904 7211905 Hetarozygaus ~ c Novel
chri? 7259083 7259084 Haterozygous - G Novel
chrl? 7258083 7258084 Heterozygous - G Noval
chrl? 7868853 7868653 Heterozygous G T Noval
chrl? 7671182 7671162 Hesterozygous G c Noval
chrt? 7679352 7679352 Haterozygous G A Novel
chri? 7721200 7721200 Heterozygous C - Novel
chel7 7722121 7122127 Heterozygous G T Novel
chrl7 7722130 7722130 Haterozygaus G o] Novel
chrl? 7814468 7814868 Hatarozygous T c Novel
chrl? 7814868 7814888 Heterozygous T ) Novel
chrl? 7814668 7814668 Heterozygous T [ Novel
chrl? 7814868 7814668 Heterozygous T [ Novsl
chr17 7948185 7948185 Haterozygaus G A Novel
chrl? 7948185 7948185 Heterozygous G A Novel
chri? 7848185 7948185 Hetarozygous G A Novel
chrl? 8044256 8044258 Heterozygaus G T Novel
chrl? 8045028 8045029 Haterozygous T - Novel
chrl? 8387443 8387443 Heterozygous G A Novel
chrt? 10367729 10367728  Heterozygous T A Novel
chr1? 10398186 10398186  Heterozygous G A Novel
chrl7 12799583 12799594  Heterozygous AA -— Novel
chrl? 13977813 13977814 Heterozygous —— TTTA Novel
chrl? 15343536 15343536  Heterozygous A T Novel
chrl? 15468766 15468766  HeterozygousA - Novel
chr1? 15468766 15468766  HaterozygousA - Novel
chrl? 15973418 15973418 Heterozygous T - Novel
chrl? 15973418 15973418  Heterozygous T - Novel
chrt? 16946210 16946210  HeterozygousC T Navel
chr1? 16946210 16946210  HeterozygousC T Novel
chri? 17152364 17152364  HeterozygousA - Novel
chr1? 17168053 17168054  Heterozygous— T Novael
chri? 17168367 17168367  HeterozygousA T Novel
chr? 17719368 17718368  Haterozygous A - Navel
chrt? 17719368 17719368  HeterozygousA - Novet
chri? 18148858 18148858  HeterozygousC A Novel
chri? 18148858 18148858  HsterozygousC A Novel
chri? 18394676 18394676  Hetarozygous T C Novel
chr17 18513456 18513456  Heterozygous G A Novel
chrl7 18188967 19186967 Heterozygous A [¥] Novel
chrl7 19188967 18186967  Haterozygous A G Noval
chrl7 19186967 19186967  Hetarozygous A c Novel
chrl7 19283802 19283802  Heterozygous A G Novel
chrl? 19283802 19283802  HeterozygousA G Novel
chrl? 18283802 19283802  Heterozygous A G Novel
chrl? 19283802 19283802 Heterozygous A a Novel
chrl? 19643616 19843616  Heterozygous G A Novel
chri? 19843616 19643618  HeterozygousG A Novel
chri7 19643616 19643616  HeterozygousG A Novael
chri7 H ygous ~ T Naval
chrl? 20108027 20108027  HeterozygousC T Novel
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Shri7 26108027 20106037 HetarozygousC T Navel
chri? 20108027 20108027  HsterozygousC T Noval
chri? 20108027 20108027  HeterozygousC T Novel
chr7 20108050 20108052  Heterozygous GAG —_— Novel
chrl? 20108050 20108052  Heterozygous GAG — Noval
chrl7 20108050 20108052  Hsterozygous GAG — Noval
chrl? 20108050 20108052  Heterozygous GAG —— Novel
chr17 20332058 20332056  Homozygous G T Novel
chri? 20332072 20332072 Homozygous A c Novel
chri? 20420444 20420444  Heterozygous G c Novel
chrt? 20834864 20834884  HeterozygousG A Novel
chrl? 21318851 21319653  Hetarozygous GAG -— Novel
chrl? 26911789 28811789  HeterozygousC T Novel
chrl? 27420017 27420018 Hsterozygous CA AC Novel
chri7 27420017 27420018  HeterozygousCA AC Novel
chrl? 27778588 27778598  HatsrozygousG A Novel
chrl7 27959284 27859204  HeterozygousG A Novel
chrl? 28754635 28754835  HeterozygousT G Novel
chrl? 28898253 28898253 [+ T Novel
chri? 29848404 29848404  Hsterozygous T [+ Navel
chri? 20850885 29850895  HeterozygousC T Nove!
chr17 30348160 30348160 [} Novel
chri? 30470028 30470029  Heterozygous— G Novel
chr7 30470028 30470029  Heterozygous— [+} Noval
chr1? 30470028 30470029  Heterozygous— [} Novel
chrl? 33318215 33318215  Heterozygous T [ Hovel
chrl7 33318215 33318216  Heterozygous T o] Novel
chrl? 33329653 33328853  HeterozygousC T Novael
chri? 333296853 33328853  HsterozygousC T Novel
chri? 333313656 33331366  Heterozygous G A Novel
chr1? 33331356 33331356  Heterozygous G A Novat
chri7 33445416 33445417 Heterozygous~ A Novel
chel? 33445418 33445417  Heterozygous - A Novel
chri? 33445416 33445417  Heterozygous~ A Novel
chri? 33808842 33806842  Heterozygous G - MNovel
chri? 34539815 34539815  Heterozygous G [o] Novel
chrl? 35960838 35880838  HeterozygousC A Novel
chrt? 35960838 35860838  HeterozygousC A Novel
chri? 35960638 35960638  Heterozygous G A Novel
chrl? 35880638 35060838  HatsrozygousC A MNovel
chrl? 35060838 35960838  HéterozygousG A Novel
chrl7 35960638 35960838  HeterozygousC A Novel
chri? 35960638 35960838  HeterozygousC A Naovel
chrl? 37034514 37034514  HsterozygousC T Noval
chrl? 37657480 37657481 Haterozygous— T Novel
chrl7 37657460 37657461 Heterozygous — T Novel
chrl? 38935899 38935898  HeterozygousG G Novel
chri? 39135030 39135030  HeterozygousA T Novel
chrt? 39137137 39137137 Heterozygous A G Novel
chrl? 39183254 39183254  Heterozygous T C Novel
chri? 39186052 39186052  HeterozygausG A Noval
chr17 39188195 39186196  Heterozygous CA TG Novel
chri? 39180933 39180938  Heterozygous G A Novel
chrt? 39197638 39187638  HeterozygousA G Novel
chri7 39240827 39240827  Heterozygous T [+ Naovel
chri7 39254318 39254318 HeterozygousC T Naovel
chrl? 39254335 39254338  Heterozygous— T Naovel
chrt7 39258344 39258344  HeterozygousA G Noval
chrl? 39274481 39274491 Heterozygous C T Novel
chrt7 39279841 38279841 Haterozygous G A Novel
chri? 39388811 39388811 Heterozygous C A Novel
chri? 38537475 39537475  HeterozygausC T Novel
chri? 39621954 39621854  HaterozygousA G Novel
chrl? 39871804 39871804  HaterozygousA G Novel
chrl? 40939909 40839909  HeterozygousC T Novel
chrl? Hi YEO! A Novel
chrl7 41121210 41121210 Heterozygous G - Novel
chr1? 41121210 41121210 Heterozygous G - Novel
chrl? 41121210 41121210 Heterozygous G - Novel
chrl? 41121210 41121210 Heterozygous G - Novel
chri? 42184729 42164731 Haterozygous AGA — Novel
chri? 42164729 42164731 Heterozygous AGA - Noval
chri? 42429371 42429371 Heterozygous C T Novel
chr1? 42423371 42428371 Haterozygous G T Novel
chri7 45017829 45017829  HeterozygousA G Novel
chri? 45017829 45017828  HeterozygousA G Navel
chri? 45234407 45234407  HeterozygousA - Noval
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BioCOBRAM# R

. C Non-repeated
Primer sets Regions ((Do-r:otrol bi HM (n=8) androgegetuc éfnpi?xd Hh_d RHM (n=1) measures
n=11) HM (n=9) |(digynic) (n=1) ANOVA
P1 H19-DMR 28.1 29.0 94.4 31.4 30.2 | _significant
P12nd [HI19-DMR 27.5 30.0 93.9 22.1 30.3 | significant
P2 Syncytin 25.8 18.3 18.9 9.0 79.9 | significant
P2 2nd _ |Syncytin 33.0 24.6 27.2 144 89.2 | significant
P3 PEG1 42.8 44.6 2.5 40.5 34.1 significant
P4 LiT1 3761 392 0.8 338 25.4 | significant
P5 ZAC 478, 4.4 45.3 42.1 significant
P6 PEG3 35.4 33.3 2.5 35.0 31.3 | significant
P7 SNRPN 25.2 25.2 4.8 224 220 | significant
P8 LINE 31.3 31.7 31.5 48.1 | significant
P10 NESPAS-GNASXL 25.0 23.4 5.5 12.6 31.5 | significant
P11 GNAS 1A 16.0 143 1.6 114 26.9 | significant
P13 NAP1L5 424, 2.5 433 .| significant
P14 ARHI-CG3 33.2 29.8 1.2 27.5 41.1 significant
P17 NNAT 81.4 81.8 81.8 89.9 75.9 | no significant
P19 XIST 60.7 66.4 53.1 79.5 47.0 | no significant
P21 IG-DMR-CG6 64.8 85.0 73.7 95.7 | significant
P22 GRB10-DMR 354 37.5 3.2 35.3 24.8 | significant
P23 MCTS2-CG 39.1 37.5 2.3 35.6 32.3 | _significant
P24 H19-Promoter 53.4 55.5 974 54.7 55.5 | significant
P25 L3MBTL-CpG3 28.1 28.6 0.8 29.7 24.0 | significant
P26 INPP5F-V2 187]  19.1 69 18.2 | 45.8 | significant
P27 NESP55 629 ... - 2 52.3 | significant
P31 IG-DMR-CpG4 53.0 52.8 91.2 52.7 56.0 | significant
P33 PEG10 52.2. 52.4 3.0 50.0 42.8 | _significant
P38 IGF2DMRO 49.2 50.9 815 476 1 significant
P39 IGF2DMR2 37.6 40.1 73.7 27.3 | | significant
P41 PEG1-T3 18.1 17.4 11.5 23.7 no_significant
P52 PEG13 33.8 35.3 5.4 35.9 31.9 | significant
P55 MEG3-CG7 2 17.8 17.9 42.3 12.0 45.8 | significant
P58 FAM50B 420 39.9 17.5 49.5 33.6 | significant
P59 RB1 39.3 50.2 40.7 38.5 51.1 | no significant




ELEFBHFEMAEMe EHMERELRNTEEE)
SHENRHREE

FAERLRFFRRIEF] D RREFAE & ERIRIE B D [N ARAT
AR BRFT BE B DUNER & B ik D Se i MRk 2 RO AEAT

SYHRRTIEE
HE—E FRRR LRSI ER R FER R AR F e
T TR B URFRZEREFEEMERMER R AR E 8%
ERERRR  FTERFERFEGAFEMRERES 2%
MHES A EBHNRFEREREFFEBERR AR iR
FSRFER TN REFR G A TR R AR B A iz
a8 PR — TN KRR EER R A7 RrfEVERR
MREE

FRBFIE DR2EIL. T3, MEBOD S Rk & O REBRRZN 28 A1 2R
SNTER, AF, MEMBOBEICEETASTAI=RARHELNTRY>2H
D, REBET ) DAPREMROREAE - BFE - (LKL BATHEEVWI T ) bl
VT 4 v TOBENL, REBEET /) L2EBL b eRT TR MBWEOBEELZSHAT
AENTRELRoT, TNEDH )ALV T 4 VI RORER ST 2 . HEs-
TR reRT IR MEEREZER Lz, 7 T EEENRERICESSENRZENITD
TN D, RAOMEBEMEERBI D HOENICES BigLBREORZENIL, £RREE
TIXERZRE®BVA, FoREFR., BRENFE TR, 2L OfERESIIR
FFREDSE A KRBT IR & 2 WIS A L 20T S, 2RERIGHE OERE 7 o
Fa—AZRAINGZ &R BRBEEINTWS, BITOMEBMEEBRR Y HOHK
I3, MEOD S BLICEREZR > TV A BIC LEROBRBERAND V. Hi- 2Dl
DFESL & BEVEDREHIMBEORETH 2, KERREFRIZ. BFRENICEik
AR & KRR TE RV, UREIWRFHR EFABEORVBEZR I TN LTS
o, €2 TAETIE, BERRB LIUOEEZESE~RERRESBREVES DRSS
Z1T9 LI, MRFBROSTFREEMNZGHIZER L, BEOB(TBRER
Fv——ZFA L. B - PWERRICET 2R EZEL L2 EE LT,

A. HFEEK 10—20% D2fREFRIZ. MEEEZ S
DRBEZRBET D, ARTIEINE
T, 2fRFRELHE, B2 KKk
OCZREENER I N CREZER—KF
LR HEEOBRAIELD L, BE
MRBEMELERICHKEL CE T,

53

ERRFRIT. BEOETELERES
TH DHEDRIRHIIETE L D 2 Jafb
DRERREBEE T 5 —FH., BIERY
DREZFERETOIERETIRTH B,



ERREFTRIX. 7 AREINC 1 BT
BWVIE2HEFZRE L, BANETTS
HEREZERE TS, 20D, R
BT ) 5OHOBIRKIA B
BREECThH D, HoRFRIZ. —
HOMENDIRILERL, 2RBF=Z
BO3EEERAERMETS, T2,

D 2mm AN D D 5 Bt % =+ 5%
BEHFRIL. MERECTHEEDEE
2fEFERIRETA LN, VWTh
HIEDD S falk &\ 5 FERERYIELIH:
ERTH, D DRETIEOERIL,
FREOCRBFERDOI-ODO—REE L
Wolz, BRROENEY/REELE
T 5ET, BOTEETHD, fi#ty
HOENBEENBEBNSEERL, O
5 bR ERIEIC RO 2 EN
FRE L 2o EIT LD, 2 TOMEN
D UL E TR TICE D £ TRIEDETT
THEENKDN, FOERE L TH
ey 2 RS R#T EBD 15
LIz, EBoRRERD DV IXEME
HYETAR & 8551 PR B 70 RE 51 A FE PRI b
FEEELTWAERTFEINS, Z0
LI BBREREREIZIX, HTFERBRSE
HRBEENEYTH D, REMRRE
FetEiRIZ, AT RERNICEE O£k
WREFBEE—TH D0, EF 2EET
D LFRFFIZ, DNA XA F VLD RE %

HOIFENS, I LTI T4
Z3EE O2IREE & FRkickbhn
TWa EFRISH, UL FEEBEE
BRBZEENERCHDI EEXLND,
ARFZETIL, RIERR AT IRV VERB
O b ELNE L, SH~—
H—Z RN S ) LB L ARAER
BORE, ) ATV T 400
DREFEICEWFER OB T B RAE
EFEDCKRT DHUEE RV faiEi

54

BB 21T, RERREFREZETO
5 RALIKEBOREEZRIE L LT 5 =
LEZEMET S,

B. MtEHE:

1) BRfE L EERREHROINE
FEFIRRSIT & 0 RKIERIR AT IR A AE
BINRHINTZS, BEORMMEZH
EEEFIA Y OFME T 5ml FELL, K
FEIM Y > 7B B4/ A DNA & [EI 4
5, FARMERRIL. BEERNRESN
TWHIX, EEARNS S/ 2 DNA %[\
15, MENE LG T, FEMARERR
B (RIS, SRR, 15
Pl) ZINET D, TNTOFRIT,
EREFREEA L ZITV. BAFSH LB
BEOBIEICHE - 77,

2) RURETBERERE D 4 F B Im AR
NEINT-REITEETREELLE
1TV, 2.1) 77 LMW 2.2)TSSC3 45
BB, 2.3) BERREENR
& LT,

2.1) 77 Lk
MEROCBEEMENS DNA ZHH
%, PCR IZ X % DNA HEiE#% 8 DD DNA
%%~ —J7— (CSFIPO, TPOX, THO1, vWA,
D16s539, D13S317, Amelogenin) % fi#
L., TOREBNOHEREE, BT
TR EEBERRY ) L2
fZE) ., | L,

2.2) TSSC3 HiikfaZiimRita

bk TSSC3 Hiufa % AV EGRREDL B
TERL U T AR DB 21T\,
TSSC3 Yeta e DA (TSSC3 & v /R 'E



DEE) oL,

2.3) ERIRIRERFERIZIT

EFIMEN O~ FF VD gy
VREREBIERLERL, frkT T
A MBERORBE, O LREDOR
. MELE & RIERLEROEE,
BRNT T U AOKFE, scalloping, 72
DT R FEMICAENT L, ARHE
T R & R s L,

ULEDT ) N2WrkE R, TSSC3 HEfk
BER, REZFEREOBRITOAR
MEMR BRI BFAICE S TR
ELHBMEBT L, ik, A
PWRER BT A LICEVERD
A A EMER B ORI E S
W ORBENBE LN E R, i,

LV B E»OBRMLFEERRIEE LT,

TSSC3 = pb7"" B ARkl & OF
RO A FIREL 72D, T b D
RIZESE | W CREFIREIRES]
DEERREBEZRFEE M L, EED2
Wi B YEDERICRIL T A Z L R ATRE L
75,

C. HaiER

PEE, BPOPFRHEERY . 4
HOFENEEHTEDKFESLLER
ABLEBEIC, @BEDORERETHREN
EFIOFEEZRWEDE T, 3THRD
HEIZENELN, 2T b DHROBE
104E [ D R R A7 BB FE I8 & 51925
Blion, 2056, KEL CTHIRER
EIIELIZDII8EITH o7,

Elo, SHEHRELEZIS L, BA

55

MEERBMELSOBHE2ET, £2E
DEEEREBOEMFICE L BHIE
fEEFEOENT TV 5, 4% b RRIERINE
BTG L, £E»OEREBREE
£ LT,

FEFIORES LT L., YH O
EHENE Y | STHRES & 72 B RRIRE R O
BEfE DEVVRER A M % 50 FILLE,
NTIERFHEFI OMEE 15 B,
BRAEORIRER 10 FlZINE L, ¥
7o, BIILRED b KIERIRAFRRIES %
LI, UM KD B B R E5 BB
Z 1, EE RO BEMER IR E
FRIEBI % 7 BN LTz,

RREL, AOHEPFEREDOBERE
BC L0, TR O 2 EREEOR
HZEJ/ T, G5 4 B0 KERDIR AR IE
il GBWEEL) REZINETIEN
T&ETZ,

D. Z%

BAREF IR T W< O ORI ERF
TR UTHRET D2, MEOFE
RE 2RI+ 5 2 & DIF]EE

L2V BEIIRIREHEICE B REFID3
M L7281, 2RREFROH S IR
. & bICIXBERERIRREFIR .

HAUE 2R FTFIR ORI 5 R 4
LV H RO STV SRR
ORI SN D, o, BEERELEOS
FUREF AR II R R BB E L R T 5
2, OO S RabRE TIE, MERS
DIEHEIIBOTHTH Y . O 2 fafbik
BHRHBEOEEIC, 00T EESEN
REERZFAT S Z &1k, BEMIC

BEELRERZHETD, LirLERok
DICBUR T, HEEZF A D 2Bk AR



ERICERARE CTHoThH, MiELE
FHRETR» O 2REFHE L2 S h
FTIEFHEIN TV BEFINSEEFEEL
TVW5 EHERI S, IEVESEOMER
IS S5, 20Xz, ©)
FbEZ . HTFEEFORERFIC
ESWTERNRZE T2ENEETH D
25, DNA 8l —H—FE R\ =5/
LW BEIEVWR 2R FHEL .,
FEMEHETH D, Fx. HIRRESR
ZOLDToTW5S, BEREFO=ES
J LAEREOREL, WEROMERIZIZE
ERERTHDIN, 7/ 22U L RS
WCaX bEL, BEBRTODRZ Y
—= AT LB E R0,
2T REFREHE ST 5 A
ATV T 4 v T O RT3
BiaF (U278 BEROANLE.
SRR AEEE AV TRIET AFE
EBRESLT D, 12720 9 B LB DORE
EZMELZ L TUE, REBHREED
BETFTRHIC/b0HR25T, Ok
WEDRRREZ 2N T AR B,
FROB Y TR EOD S fafk
WWEREZH T, BHOBILE LT3,
UL, REBEES ) LEBEZ B L,
FaRT IR MNBERERRTS LN
55 ) bA T T 4 v T OREREIT
LB AERE OMFEE 2,
DHREEELY FrkRT TR MNEFR
. BLUOZE DS TFRIEZOMFIZE
REY CRBRREENZENEOER)
HERRRIND, BFFERIZBWTS
LW LD R AE - TR LD
ST D D B EHRE OFEM R R EFEH
T ROENTIX, Fi=2B 0 HOHEHE
HoRERL2y, BEROERE - EE -
Brkom Bz k& S BT 2 E8H1F
TE %,

56

E. &

WSO RERREFRORE DS L 1T
FRBITH DN, AR TIE LA
HEFITIZ, ALPRERFENIRL S
NixipoTz, —F T, MEFOEVE
Blirh, HRERERREDLOMBITICL Y,
I D NALP7 B FHRET B A
EEBRE SNz, 5% b, KERO
BEIZPPOLT, RERRTHRED
TEF DR ER L OVERE - SEE
L@ ZBEMICREAT L, BREIR DLy
B, IBRBIURERDEHRIEICE
TOFIRMARELND LHFBSH
Do

F. BEERES

MELEER L,

H. FE9RfEERE D HEE - BREIRI

2L



