Supplementary Table 2. Summary of MaPSy validation in patient samples

HGMD or Lo nucleotide AA e . . Reference /

SNP id gene hg19 position change change MaPSy result validation result Patient tissue/ RNA source class source
CM990215 ATM chr11:108186638:+ c.6095G>A p.R2032K loss of splicing in vivo (0 fold) and in vitro (0 fold) exon 44 skipping lymphoblastoid cell line TP 4

. . * loss of splicing in vivo (0 fold) and in vitro (0 fold), but - . ) 46
CM980147 ATM chr11:108183151:+ c.5932G>T p.E1978 neither were significant due to low counts exon 42 skipping lymphoblastoid cell line FN
CM940140 ATP7A chrX:77266736:+ c.1933C>T p.R645* loss of splicing in vivo (0.4 fold) and in vitro (0.4 fold) exon 8 skipping fibroblasts TP Coriell
CM994455 BRCA1 chr17:41258474:- c.211A>G p.R71G loss of splicing in vivo (0 fold) and in vitro (0.5 fold) exon 5 skipping T-lymphocytes TP 4
CM950153 BRCA1 chr17:41215920:- c.5123C>A p.A1708E loss of splicing in vivo (0.3 fold) and in vitro (0.3 fold) exon 18 skipping T-lymphocytes TP 47
CM980231 BRCA1 chr17:41215963:- ¢.5080G>T p.E1694* loss of splicing in vivo (0.03 fold) and in vitro (0.1 fold) exon 18 skipping T-lymphocytes TP “8
CM101977 BRCA1 chr17:41267746:- c.131G>A p.C44Y no change no change lymphoblastoid cell line TN Amanda Toland
CM053138 BRCA2 chr13:32921033:+ c.673A>G p.T225A no change no change T-lymphocytes TN 9
CM042309 BRCA2 chr13:32903621:+ c.7007G>A p.R2336H loss of splicing in vivo (0.03 fold) and in vitro (0.03 fold) exon 13 skipping T-lymphocytes TP 4
CM051414 COL1A1 chr9:130579482:- c.608G>T p.G203V no change no change fibroblast TN Joan Marini
CM051415 COL1A1 chr9:130579482:- c.634G>A p.G212R Loss of splicing in vivo (0.1 fold) and in vitro (0.2 fold) no change fibroblast FP Joan Marini
CM111552 ENG chr9:130579482:- c.1687G>T p.E563* loss of splicing in vivo (0.38 fold) and in vitro (0.2 fold) loss of exon 13 T-lymphocytes TP Authors
CM950449 FBN1 chr15:48729559:- €.6339T>G p.Y2113* loss of splicing in vivo (0.04 fold) and in vitro (0.2 fold) exon 51 skipping fibroblasts TP 50
CM930246 FBN1 chr15:48758037:- c.4766G>T p.C1589F loss of splicing in vivo (0.3 fold) and in vitro (0.6 fold) no change fibroblasts FP Coriell
CM910169 GALT chr9:34648167:+ c.563A>G p.Q188R loss of splicing in vivo (0.01 fold) and in vitro (0.4 fold) missplicing lymphoblastoid cell line TP Coriell
CM002632 HPRT1 chrX:133632695:+ c.590A>T p.E197V loss of splicing in vivo (0 fold) and in vitro (0.3 fold) exon 8 skipping lymphoblastoid cell line TP o
CM002633 HPRT1 chrX:133632707:+ c.602A>T p.D201V loss of splicing in vivo (0.2 fold) and in vitro (0.3 fold) exon 8 skipping T-lymphocytes TP o1
CMO004361 HPRT1 chrX:133632674:+ c.569G>A p.G190E no change no change lymphoblastoid cell line TN o
CM920361 HPRT1 chrX:133632706:+ c.601G>A p.D201N no change no change lymphoblastoid cell line TN o
CM920362 HPRT1 chrX:133632706:+ | c.601G>T p.D201Y loss of splicing in vivo (0.18 fold) but not in vitro no change 'ymph"b:;ﬂgﬁoiﬂ!':e andT | oy ot
CM022413 ITPA chr20:3193842:+ C.94C>A 0.P32T loss of splicing in vivo (0.1 fold) and in vitro (0.3 fold) exon 3 skipping 'ymph‘}'f:ssm‘gfof:‘;'t!;“e and TP Coriell 2
CM045463 MLH1 chr3:37053590:+ Cc.677G>A p.R226Q loss of splicing in vivo (0 fold) and in vitro (0.01 fold) loss of exon 8 whole blood TP 5
CM960965 MLH1 chr3:37045935:+ c.350C>T p.T117M no change no change lymphoblastoid cell line TN 5
CM068362 MLH1 chr3:37045923:+ c.338T>A p.V113D loss of splicing in vivo (0.6 fold) but no change in vitro no change lymphoblastoid cell line TN 5
CMO000176 MLH1 chr3:37053550:+ c.637G>A p.V213M loss of splicing in vivo (0.6 fold) and in vitro (0.65 fold) no change lymphoblastoid cell line FP 5
CM041068 PSEN1 chr14:73653628:+ | ¢.548G>T | p.G1883V loss of splicing in vivo (0.3 fold) and in vitro (0.1 fold) nggﬁ:‘gf:n'gis frontal cortex (post mortem) TP %
CM064173 PSEN1 chr14:73673096:+ c.871A>C p.T291P no change exon 9 skipping Whole blood FN %
CM054825 PSEN1 chr14:73653589:+ c.509C>T pS170F no change in vivo but loss of splicing in vitro (0.5 fold) no change frontal i‘;‘g‘:?:}gi:ﬁq’?be”um TN Alison Goate
rs2295682 RBM23 chr14:23374862:- c.408G>A p.R136 loss of splicing in vivo (0.3 fold) and in vitro (0.5 fold) exon 6 skipping lymphoblastoid cell line TP 5
CM075012 | SLC12A3 | chr16:56902212:+ | c433C>T | pRi4sc | 1088 of splicingin vivo (0.4 fold) and in vitro (0.6 fold)but | o 7 Gyinning whole blood FN 5
neither were significant

CM115034 TAZ chrX:153647918:+ | c.497T>A p.L166* loss of splicing in vivo (0.3 fold) and in vitro (0.5 fold) exgﬂigp?:; 7 lymphoblastoid cell line TP Coriell
CMO067040 TAZ chrX:153641901:+ c.367C>T p.R123* loss of splicing in vivo (0.6 fold) and in vitro (0.4 fold) intron retention lymphoblastoid cell line TP Coriell




Supplementary Table 4. ENCODE Accession numbers used for the purpose of validating MaPSy results

ENCODE Accession Number

SRR307897

SRR307898

SRR307901

SRR307902

SRR307903

SRR307904

SRR307905

SRR307906

SRR307907

SRR307908

SRR307911

SRR307912

SRR307920

SRR307926

SRR307927

SRR307932

SRR307933

SRR315301

SRR315302

SRR315313

SRR315314

SRR315315

SRR315316

SRR315327

SRR315328

SRR315329

SRR315330

SRR315331

SRR315336

SRR315337

SRR534301

SRR534302

SRR534309

SRR534310

SRR534319

SRR534320

SRR534321

SRR534322

SRR534323

SRR534324

SRR545695

SRR545696

SRR545697

SRR545698

SRR545699

SRR545700
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