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27 £ UDuplicate!) —F (<RI / LMEDELCEFID)—F) ZBRELE-RD—FE (NT7) OEHER,

DO1 100,353,174 79,407,838 73,413,290
D02 129,893,720 103,197,972 92,325,715
D03 86,790,051 68,830,832 63,725,707
D04 64,665,415 51,659,678 48,333,999

B)—FANLYOEFHER
GATK®MDepthOfCoverageZx FALNT ., THYV—LA—4 B (SureSelect Human All Exon V5+UTRs: 117Mb) D')—KAh/\Ly
DOEEBIUEEHER,

X I9Y—LBZ—4 Y EE ESureDesign iV 5 EXF L 7=100bp Padded BED77 A L&,
¥ SureSelect Human All Exon V5+UTRsD 7 A—J 4818 &L TIX75Mb,
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DO1 9,135,133,245 78.20 105 62 31 946 80.3 58.9 40.6 26.9
D02 11,536,882,163 98.76 132 79 40 96.5|  85.4 67.8 51.8 38.1
D03 7,997,351,837 68.46 92 54 27 93.1 76.9 53.2 34.2 21.3
D04 6,087,085,271 52.11 70 41 21 89.6  69.0 40.5 22.0 12.2
Total  |34,756,452,516
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DO1 129,572 120,454 11,376 1,005 230
D02 131,800 121,892 11,432 1,034 230
D03 128,097 119,632 11,341 961 197
D04 125,946 118,155 11,325 1,014 217
4RI 217,390 197,707 18,934 2,658 713

1. BNNDBITAVNINEEZBRZERIZ S AR TR TU—LV TR, RE3—F
Ok, RTSA XY Ak, InDelZ
2. PUILEEISLLTOZEIL, dbSNPOBAR A (JPT-1411) U JLEEE <= 0.01 /D
1000 GenomesME 7 F7 A (AARA+HFEAN) PLILHEE <= 0.01
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AC004076.€ASPN
AC005220.:ATF5
AC009113.1ATG3
AC010536.1ATN1
AC073082.1ATP8A2
AC073343.1ATXN1

AC074212.:ATXN2
AC090616.2BAIAP2L.2
AC134043.1BCAR1
ACINT BCL6B
ACSM5 BRD8
ADAMTS8 BRI3BP
ADAMTSL1 BSPRY
ADRA2B  C110rf80
AFAP1L2 Cl4orf23
AGAP3 C16orfl1
AHNAK2  C160rf3
AKD1 Clorf222

AL358813.2C10rf86
AL391005.1C200rf132
AL589765.1 C210rf49

AL691479.2C210rf62
ALG10B  C2orf71
ALMS1 C4A
ALPK2 C4orf6
ANAPC1  C8orf42
ANKLE1 C8orf59
ANKMY1  C9orf174

ANKRD33B CABP1
ANKRD36 CACNA1B

CCDC83
CCNJ
CCNYL2
CD34
CDCP2
CDKL4
CDKN2AIP
CELA1
CELA3A
CENPV
CEP104
CES5A
CHD5
CHRNA3
CHST15
CKAP4
CLCNKB
CLEC11A
CLEC18B
CLIC6
CLTCL1
CLYBL
CNDP1
CNPPD1
CNTN5
CNTNAP2
COL6A2
COL7A1
COPZ2
CREB3L1

ANKRD65 CACNA2D1 CREB3L2

ANKS1A  CAMKK2
AP003026.1CAPN12
AR CARD10
ARID1B CAST
ARSD CCBE1
ARTS CCDC120
ASAH1 CCDC129
ASB10 CCDC40
ASCC2 CCDC66

CRIPAK
CROCCP2
CSPG4
CTSA
CYFIP2
CYP11B1
CYP21A2
CYP2B6
DACH!1

DAP FBXO2 ICMT KRTAP9-8
DCAF7 FLG IGFBP2 LAMC1
DCHS1 FLJ22184 IGFN1 LARP6
DCP1B FMNL1 IL32 LCA10
DDHD1 FMNL2 INF2 LCE4A
DENND4B FOXC1 INO8OE LFNG
DENND4C FOXD1 INS-IGF2 LIMD1
DHCR7 FOXE1 IRF2BPL  LINC00636
DIAPH1 FOXF2 IST1 LIPE
DIXDC1 FOXO06 ITIHS LOR
DKFZP686JFRRS1L  ITIH6 LRRC46
DMKN GAPVD1  KAT6B LRRC49
DNAJCY9 GLIPR1L2 KCNGC3 LTBP4
DNHD1 GOLGA6L2 KCNJ12  LURAPI1L
DOK3 GOLGA8SR KCNN3 MADCAM1
DPF3 GPATCH4 KDM6B MAFA
DPP6 GPR112  KIAA0040 MAGECT
DTNBP1  GPR137  KIAA0232 MAGEF1
DYRK1B  GPRIN1 KIAA0430 MAGI1
EBLN2 GPRIN2 KIAA2018 MAML2
EFCAB2  GPSM1 KIF1A MAML3
EIF3G GPX1 KISS1 MANEA
EMG1 GYLTL1B KLF14 MAP2K3
EOMES HADHB KPNA4 MAP3K1
EP400 HAVCR1  KRI1 MAP3K4
EPHAG HHIPL1 KRT1 MAPK15
ESPN HLA-A KRT10 MCC
ESPNL HLA-DQA1 KRT2 MCM10
EVI5 HLA-DQB1 KRT4 MED15
EVPL HLA-DRB5 KRTAP10-7MEF2A
FAM182B HNF1A KRTAP1-3 MEGF11
FAM186A HOMER3 KRTAP17-1MEGF9
FAM187A HRC KRTAP29-1MEOX2
FAM189A2 HRNR KRTAP4-3 MEX3A
FAM194B HSH2D KRTAP4-7 MEX3D
FAM205A HSPBAP1 KRTAP4-8 MGC20647
FAM22F  HSPBP1  KRTAP4-9 MIA2
FAM83G  HSPG2 KRTAP5-1 MICA
FAM8A1 HTRA1 KRTAP5-8 MKL1
FBF1 ICA1 KRTAP9-1 MKRN1

MLL3 OR7C2 RALY SH3BGR
MMP17 OR7E24  RBBP6 SH3TC2
MPRIP OR8B2 RBM19 SIGLECS8
MRPS34  OVGP1 RBMXL3  SIRPA
MSTI1L PABPC1  REC8 SIRPB1
MUC12 PALM2-AK/ REG3A SIRT1
MUC13 PAPPA-AS" RFX1 SKIDAT1
MUC19 PARP4 RHBG SLAIN1
MUC2 PC RNF19B  SLC19A1
MUC20 PCDH12  RNF208 SLC37A4
MUC3A PCLO RP11-124D SLC38A10
MUC5B PCSK6 RP11-131HSLC3A2
NACA PCSK9 RP11-1407 SMARCA2
NANOS1 PDE11A  RP11-17M1SMPDL3B
NCL PDE4DIP RP11-181CSNAPC4
NCOR2 PELP1 RP11-210NM SNRPC
NIPA1 PHF2 RP1-130H1SP9
NLRC5 PI4KAP2  RP11-492D SPAGT
NOP16 PINX1 RP1L1 SPATA20
NOTCH2 PITRM1 RP3-368B9 SPEN
NOTCH2NLPKD1L3  RP5-874C2SPI1
NOTCH4 PLA2G6 RPL13A  SPRR3
NOX4 PLEKHG4B RPL14 SRA1
NPIPL2 PODXL RRN3 SRRD
NR1H2 POLDIP2 RSPO1 SRRMS
NUAK1 POLRIB RTTN SSC5D
NUDT11  POU2F1  RXFP1 STAG2
NUP153  POU4F2 RYK STAU1
NUP210L PPYR1 S100A16 STRA8
OBP2A PREP SAFB2 SUSD2
OGFR PRKCSH SAMD1 SYNGR1
OLFM1 PRKDC SCAF1 SYNJ1
OPN1LW  PRR21 SCARF2  SYT7
OR13G2 PRR23A SCUBE2 TBP
OR2L2 PRSS3 SEC16A  TCEAL4
OR2T12 PRSS48 SELPLG  TCEALG6
OR2T2 PTK7 SERINC2 TFAP2A
OR2T35 RABL6 SETBP1 TMEM37
OR2T4 RAD21-AS1SFRP1 TMEM43
OR6C76  RAI1 SGK223  TMEMS52

TMIE
TNFAIP6
TNXB
TPRXL
TPSAB1
TPSD1
TPTE
TRAK1
TREH
TRIM16
TRIM49
TRIM49C
TRIMS
TSPYL1
TTC40
TTLL3
UBAP2L
UNC79
UNC93B1
URI1
USP20
USP26
VEGFA
VILL
VKORC1L1
VPS13B
VPS9D1
VSIG10
VSIG10L
WDFY4
WDRG66
WRN
YEATS2
ZDHHC11
ZFHX3
ZNF107
ZNF2
ZNF226
ZNF227
ZNF233

ZNF384
ZNF565
ZNF66P
ZNF714
ZNF720
ZNF778
ZNF804A
ZNF816
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1 6294548
{ 22211078
1 145014103
{ "145281408
1 "145281543
{ "145281633
1 "153580072
2 97877478
2 220037608
2 239037384
2 241451294
3 14172424
3 "96585671
4 "159568305
5 10649678
5 10761137
G "15546294
G "17602839
7 334931359
8 100454797
8 j43959188
9 139735349
9 "140777306
10 "47087609
10 "49943983
0 75006782
10 75006785
1 2170443
i 66620033
A "124253170
13 25021263
13 25021323
13 26153950
14 94120117
"5 '66223280
15 75982085
"6 20442608
17 "45911840
17 "48628510
17 79254478
9 501714
19 5587268
9 5587270
19 36674347
"9 "42905979
22 24579157
22 §8511670
X 54777555
X 140993859

[¢]
T
G
[¢]
C
[¢]
C
G
A
G
C
G
G
G
[¢]
T
[¢]
C
G
G
G
C
(¢
G
[¢]
T
[¢]
[¢]
T
G
T
A
G
T
C
(¢]
[¢]
A
[¢]
A
[¢]
T
A
T
G
G
G
T
T

>00H0000>»0>HA>"A-40-4002>0-4000>»0> 4014004 >2> 440> 4>4 4000

268
8
315
999
"1000
902
308
777
171
190
88
451
85
259
41
20
94
57
45
543
231
72
539
827
277
28
22
237
311
998
352
244
135
36
547
166
340

ICMT
HSPG2
PDE4DIP
NOTCH2NL
NOTCH2NL
NOTCH2NL
S100A16
ANKRD36
CNPPD1
ESPNL
ANKMY1
TMEM43
EPHAG
RXFP1
ANKRD33B
DAP
DTNBP1
FAM8A1
STRA8
VPS13B
CYP11B1
RABL6
CACNA1B
PPYR1
WDFY4
DNAJC9Y
DNAJC9
INS-IGF2
PC

OR8B2
PARP4
PARP4
ATP8A2
UNC79
MEGF11
CSPG4
ACSMb5
LRRC46
SPATA20
SLC38A10
MADCAM1
SAFB2
SAFB2
ZNF565
LIPE
SUSD2
PLA2G6
ITIH6
MAGEC1

DAMAGING *Warning! Low confidence.

DAMAGING SCHWARTZ-JAMPEL SYNDROME, TYPE 1
DAMAGING *Warning! Low confidence.

DAMAGING

DAMAGING

DAMAGING

DAMAGING

DAMAGING

DAMAGING

DAMAGING

DAMAGING

DAMAGING ARRHYTHMOGENIC RIGHT VENTRICULAR DYSPLASIA, FAMILIAL, 5
DAMAGING

DAMAGING

DAMAGING

DAMAGING

DAMAGING HERMANSKY-PUDLAK SYNDROME
DAMAGING

DAMAGING

DAMAGING COHEN SYNDROME

DAMAGING *Warni ADRENAL HYPERPLASIA, CONGENITAL, DUE TO STEROID 11-BETA-HYDROXYLASE
DAMAGING *Warning! Low confidence.

DAMAGING

DAMAGING

DAMAGING

DAMAGING

DAMAGING

DAMAGING *Warning! Low confidence.

DAMAGING PYRUVATE CARBOXYLASE DEFICIENCY
DAMAGING

DAMAGING

DAMAGING

DAMAGING

DAMAGING

DAMAGING

DAMAGING

DAMAGING

DAMAGING

DAMAGING

DAMAGING

DAMAGING

DAMAGING *Warning! Low confidence.

DAMAGING *Warning! Low confidence.

DAMAGING

DAMAGING *Warning! Low confidence.

DAMAGING

DAMAGING PARKINSON DISEASE 14, AUTOSOMAL RECESSIVE

DAMAGING 9

DAMAGING *Warning'! Low confidence.
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