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BIEF Refk 25—k AbyT HGMD Ref BEYA(T BEhEE
ABCC1 chr16 16043609 16043656
ACVR1B chri2 52345528 52345618
ADAMTS2 chrs 178772190 178772329
AGO2 chrg 141645583 141645605
ANKRD11 chr16 89556652 89556969
ASMT chrX 1711695 1711907
ASMT chrX 1751596 1751680
BRSK2 chrit 1411515 1411605
BTBD9 chré 38545376 38545495
C10orf11 chr10 78316967 78317043
C4BPA chri 207288761 207288860
Cbhorf42 chrb 37115062 37115151
Csorf42 chrs 37158326 37158447
Csorf42 chrs 37186388 37186496
Csorf42 chrs 37238959 37239062
CACNA2D3 chr3 54156741 54156862
CHD1L chri 146714354 146714480
CNKSR2 chrX 21508577 21508696
CNKSR2 chrX 21581356 21581570
COL4A6 chrX 107408600 107408716
COX14 chr12 50513826 50514000 CM120176 SNV Lactic acidosis, fatal neonatal
CRLF1 chr19 18717351 18717466
CYB5R3 chr22 43045300 43045321
DCTD chr4 183838441 183838466
DIAPH2 chrX 95940058 95940189
DLG3 chrX 69672471 69672605
EHMTA chr9 140513480 140513501
EPHB2 chr1 23037475 23037536
ERBB2 chr17 37876040 37876087
ERMAP chri 43302829 43302861
ESR2 chri4 64716264 64716397
ETSH chri1 128442957 128443025
EVC chrd 5713107 5713281 CM098918 SNV Ellis-van Creveld syndrome
EVI5 chri 93257901 93257951
EXOC4 chr7 132937858 132937943
EXOC4 chr7 133002038 133002144
EXOC4 chr7 133314798 133314894
EXOC4 chr7 133682245 133682386
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AGAATGATAACAGTAACACACTTCTGTTAACCTTAAGATTACTTGATCCACTGATTCAACGTACCGTAACGAACGTATCAATTGAGACTAAATATTAACGTACCATTAAGAGCTACCGTCTTCTGTTAACCTTAAGATTACTTGATCCACTGATT(
T%/}AACGTAAACACGTA ACGA gGéF ATCATTAAGATTACTTGATCCACTGATTCAACGTACCGTA ACGAACgT ATCAAT TG %ACTAAATATX AACGTACCATTAAGAGCTACCGTGCAACGACGAAAAGAATGATAACAGTAACACACTTCTGTTAL

TTGATCCA TTGATCCACTGATTCAACGTACCGTA, GCTTCTGTTAACCTT, \TTACTTGATCCACTGATTCAA CTAGCA
GTATCAATTGAGACTAAATATI’AACGTACCATTAAGAGTCTGTTAACCTTAAGATTACTTGATCCACTGATI’CAACGTACCGTAACGAACGTATCAATTGAGACTAAATATTAACGTACCATI'AAGAGCTACCGTGCAACGAAAAGAATGATAA‘



Technical Note: Sequencing

4 R
BIEF Refk 2F—hk AbhwT HGMD Ref  ZEEY1T BEhEE
EzZH2 chr7 148544274 148544390
FAAH2 chrX 57337026 57337162
FBXO18 chr10 5932309 5932309
FRMPD4 chrX 12157091 12157131
GABRD chri 1950863 1950930
GIT1 chr17 27916345 27916396
GNAQ chr9 80409379 80409508
GRIK3 chrl 37267455 37267646
HS1BP3 chr2 20850792 20850823
HYDIN chr16 70893971 70894109
HYDIN chr16 71009039 71009172
IGF2R chrg 160390279 160390427
JAG2 chr14 105634691 105634757
LLGL1 chr17 18128997 18129077
LRP5 chrit 68080182 68080273 CM014722 SNV Osteoporosis-pseudoglioma syndrome
MAP2K4 chr17 11924204 11924318
MATNS chr2 20212169 20212392 CM052250 SNV Multiple epiphyseal dysplasia
MFI2 chr3 196730246 196730322
MIR2861 chr9 130548196 130548286
MIR502 chrX 49779205 49779291
MIR934 chrX 135633036 135633119
MUC1 chr1 1656161502 1565161530
NFIX chr19 13106651 13106678
OPN4 chr10 88416952 88416984
OPN4 chr10 88417789 88417922
OPN4 chr10 88421038 88421145
ORMDL3 chr17 38078806 38078938
OSR1 chr2 19552039 195562171
OVGP1 chri 111962232 111962348
P2RX4 chr12 121654758 121654805
P2RX4 chr12 121654937 121655084
P2RX4 chr12 121670217 121670310 CM1111111 SNV Increased pulse pressure
P2RX4 chr12 121670414 121670479
P2RX7 chr12 121592588 121592756  CM103405 SNV Altered function
P2RX7 chr12 121613191 121613281  CM043948 SNV Altered function
P2RX7 chri12 121614950 121615015
PDPK1 chr16 2588114 2588137
PIGA chrX 16353623 156353635
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AGAATGATAACAGTAACACACTTCTGTTAACCTTAAGATTACTTGATCCACTGATTCAACGTACCGTAACGAACGTATCAATTGAGACTAAATATTAACGTACCATTAAGAGCTACCGTCTTCTGTTAACCTTAAGATTACTTGATCCACTGATT(
T%/}ACGTAAACACGTA ACGA gGéF ATCATTAAGATTACTTGATCCACTGATTCAACGTACCGTA ACGAACgT CACA T TGA %ACTAAATATX AACGTACCATTAAGAGCTA! CCGTG&QKCGAACGAAAAGAATGATAACAGTAACACACTTCTGTTAﬁ

TTGATCCACTGATTCAACGTT/ TTGATCCACTGATTCAACGTACCGTA, GCTTCTGTTAACCTT, CTTGATCCACTGATTCAA CTAGCA
GTATCAATTGAGACTAAATATI’AACGTACCATTAAGAGTCTGTTAACCTTAAGATTACTTGATCCACTGATI’CAACGTACCGTAACGAACGTATCAA'ITGAGACTAAATATTAACGTACCATI'AAGAGCTACCGTGCAACGAAAAGAATGATAA‘
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BIEF etk 25—k AT HGMD Ref  EE517 REE
PKDA1 chr16 2185475 2185690 CD076869 Deletion Polycystic kidney disease
PTPRJ chrit 48002465 48002560

RAC1 chr7 6414367 6414401

REPS2 chrX 16964985 16965257

REPS2 chrX 17065470 17065605

REPS2 chrX 17070505 17070568

REPS2 chrX 17095394 17095530

REPS2 chrX 17165536 17165601

RPA1 chr17 1733388 1733420

SCN1B chr19 35521724 35521764

SDC3 chri 31381296 31381433

SEPN1 chri 26126721 26126904 CM022835 SNV Multiminicore disease
SETD8 chri2 123873980 123874101

SH3BP2 chrd 2819950 2820117

SNTG2 chr2 946683 946754

STK39 chr2 169103738 169103945

TCF7 chrs 133450598 133450846

TGFBR1 chr9 101867487 101867584

TMEMSBA chr16 431701 431821

TRIO chrb 14143835 14143991

TSEN54 chr17 73512641 73512697

TTTY13 chry 23745485 23745548

ZNF350 chr19 52471831 52471926

ZNF365 chr10 64219500 64219556

ZNF385B chr2 180309603 180309704

ZNRF1 chr16 75127470 75127565

ZNRF1 chr16 75140380 75140434

ZPBP2 chr17 38028523 38028741 CM1111300 SNV Asthma
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AGAATGATAACAGTAACACACTTCTGTTAACCTTAAGATTACTTGATCCACTGATTCAACGTACCGTAACGAACGTATCAATTGAGACTAAATATTAACGTACCATTAAGAGCTACCGTCTTCTGTTAACCTTAAGATTACTTGATCCACTGATT(
TCAACGTACCGT ACGAACGTATCATTAAGATTACTTGATCCA CTGATTCAACGTACCGTAACGAACGTATCAATTGAGACTAAATATTAACGTACCATTAAGAGCTACCGTGCA CGACGAAAAGAATGATAACAGTAACACACTTCTGTTAA
GACGAAAAGAATGATAAC CGTAG CACA CTTACAT TTAAC\CCE%A/#GQXTACTTG \TCCAC TGé\TTCAA GTACCCGTA AGAT ACTTGAéTC TATATTACAA GTACCGTAACG AACGTATCA/AATT%QGAC(%XAAATATTAAAACGTﬁCgATLAAGAG‘
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BIEF Reifk 25—k Ay BIEF ek AF—bk AT
ATXNBOS chri3 70713372 70713885 MAP2K3 chri7 21215454 21215593
CSGALNACT1  chr8 19261671 19263580 MAP2K3 chri7 21203857 21203970
CYP2D6 chr22 42523448 42523636 MAP2K3 chri7 21202190 21202238
CYP2D6 chr22 42505730 42525911 MAP2K3 chr17 21217459 21217539
DSPP chra 88534936 88537720 MASP1 chr3 186951869 186954355
FANGCD2 chr3 10089600 10089735 MLL3 chr? 151944987 151945705
FBXL6 chrg 145579960 145580191 MUG2 chrit 1092080 1093668
FLG chri 162275175 162287223 MUCS3A chr7 100551549 100552774
FOXD4 chr9 116799 118119 MUC3A chr7 100608728 100608891
FRG1 chra 100876192 190876306 MUGC3A chr? 100552880 100553066
HBG1 chrt 5269588 5269717 MUC3A chr7 100607745 100607894
HLA-A chré 29911045 29911320 MUC4 chr3 195505661 195518368
HLA-B chré 31323043 31324219 MUCS5B chr1t 1262081 1272973
HLA-B chré 31324464 31324734 MUC6 chri1 1015762 1018770
HLA-C chré 31238850 31239125 NBPF1 chrt 16890441 16890681
HLA-C chr6 31239376 31230645 NT5C3 chr? 33053741 33054443
HLA-C chré 31237987 31238262 PHF2 chr 96438876 96439245
HLA-DQA1 chré 32610386 32610541 PLIN4 chr1g 4510458 4513716
HLA-DQA1 chré 32600748 32610030 PRB1 chr12 11506040 11506936
HLA-DQB1 chré 32620744 32630025 PRB3 chri2 11420458 11421082
HLA-DQBT chré 32634276 32634384 PRB4 chri2 11461172 11461816
HLA-DRB1 chr6 32549334 32549615 PRDM2 chri 14104913 14109326
HLA-DRB1 chré 32557420 32557519 PRG4 chri 186275449 186278272
HLA-DRB5 chré 32497902 32498001 PRSS2 chr7 142479907 142481375
HS6ST1 chr2 120075610 129076137 PRSS3P2 chr? 142479908 142480068
HYDIN chr16 70954494 70955120 PTCSC3 chr14 36604916 36605563
HYDIN chr16 70002473 70902691 RP1L1 chrg 10464404 10470856
HYDIN chr16 71163542 71163726 SEC63 chré 108243000 108243113
IGHG2 chri4 106109389 106109812 TAS2R31 chri2 11183007 11183934
KCNJ18 chr17 21318654 21319956 P chr6 170870879 170871321
KIR2DL3 chr19 55255243 55255536 TNXB chré 31977307 31977404
KRT6B chr12 52845322 52845862 TPTE chr21 10910807 10910399
KRT6C chri2 52866981 52867521 UNGC93A chr6 167728675 167728937
KRT81 chri2 52681379 52681505 ZAN chr7 100349335 100350852
MAP2K3 chr17 21204186 21204305 \ J
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AGAATGATAACAGTAACACACTTCTGTTAACCTTAAGATTACTTGATCCACTGATTCAACGTACCGTAACGAACGTATCAATTGAGACTAAATATTAACGTACCATTAAGAGCTACCGTCTTCTGTTAACCTTAAGATTACTTGATCCACTGATT(
rCéAACGGTAACCGT ACGAACG'GFATC(A)TTAQGATTACTFG ATCCA! CTGATTCAACGTACCGTAACGAACGTATC%AGT TGAGACTAA%TFATXAACGTACCATTAAGAGCTACCGTGCAACG CGAAAAGAATGATAACAGTAACAC%CTTCTGTTAﬁ

TTG TGATTCAA TTG TCAACGTACGC A CTTAAGATTACTTGATCCACTG AGCA
CGTAT! CAATTGAGACTAAATATTAACGTACCATTAAGAGTCTGTTAACCTTAAGATTACTTGATCCACTGATTCAACGTACCGT ACGAACGTATCAATTGAGACTAAATATTAACGTACCATTAAGAGCTACCGTGCAACGAAAAGAATGATAA!



Technical Note: Sequencing

AGAATGATAACAGTAACACAC'I'I'CTGTI'AACC'I'I'AAGA'I'I'AC'I'I'GATCCACTGA'I'I'CAACGTACCGTAACGAACGTATCAA'I'I'GAGACTAAATA'I'I'AACGTACCATI'AAGAGCTACCGTC'I'I'CTG'I'I'AACC'I'I'AAGA'I'I'ACTI'GATCCACTGA'I'I'(
[CAACGTACCGTAACGAACGTATCATTAAGATTACTTGATCCACTGATTCAACGTACCGTAACGAACGTATCAATTGAGACTAAATATTAACGTACCATTAAGAGCTACCGTGCAACGACGAAAAGAATGATAACAGTAACACACTTCTGTTA/
CGACGAAAAGAATGAT/ CACTT! TTAACCTTAAGATTAC ACCG C AA \TATT/ GT

AA AAGATTAC ACCGT/ T/ TGTTAACCTT/ ACCG C C
CGTATCAATTGAGACTAAATATTAACGTACCATTAAGAGTCTGTTAACCTTAAGATTACTTGATCCACTGATTCAACGTACCGTAACGAACGTATCAATTGAGACTAAATATTAACGTACCATTAAGAGCTACCGTGCAACGAAAAGAATGATAA
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