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—. X245 ° AN BFARNHAE

FEamfEgT

Xadse NMEFARIEFNE (FRELI ) REaRPERENASNEFARNTR, LI BEFLERECBEMN
IRFERET TargetSeq® ZRERNFHA, EETE LSS EENFFEE (MGI/ILM/Element/ BiE / &BEEF) , A4
EFNFRESE. HH. SEAKFNRRIE.

2017 F 11 BYERR® BERANBFAEN M2 V] L, FEESESL2ENFR, REBEXFENRTENESD
H&5 "R, FERETEASENIIEFESURE. 2018 F, XEHZR® XAERBEFADNAHRNBER, FLE
24 V2 REIFEm, FIRBHEL 2N © V2 RIS 2 © V2 B &R,

RLZERINRITERARM TargetSeq One® HRWHRARFALR, 2021 FEXERE ® ERXHHASEFALNRNENLS
ghe V3 RIIFFR, RIEBRFPHEAHSEARE, X245 ° V3 EFELZOIR. BERMNMER, X2 °V3EEBEE. R
MEMPY—H EIEMHNEN MR, BR324 © V3 BERMAAFREN TargetSeq One® Hyb & Wash Kit v2.0 3
HWIRAR, NEEREHEZH. MEREST. IYAARSEHRRET2EMEFHNBRRSTR.

24 e V3 FRARIIBHEE= A WEEA (DS KBSBENROIR. BEEMRFIER,

£ 1.2 V3 EMABEEXE

WEEE SNP = Clinvar SNP B2
TZILAR J J N/A N/A N/A
BEEIR \J V J J J

641 MARER *

ByERR v N N N v

* il CDS XFEIRE 500X B, 641 MRRERRETATIIRERN 2~3 &



AL eTRE R

11 245 ° ASEFHEMIHFE V3 IOk

XEhh o V3 URE T ALSEERA GRCh38 R4 T Bk, JEXLBES ALERFAL 34.4 Mb (99.88%) H9 CDS X1,
F B HE RefSeq #1 GENCODE SHIEESARFHREBSES,

FmPXE BFrXiE B AR X1 K/ 5=s
X ehh e NSPEFHEEMIXFE V3 IO DS X 34.4 Mb PT1008091 / PT1008092
FmiFR
o &
SHNBIEEES RIFHIREHZ T
ETF GRCh38 71 GRC E MR HI4NT F51 HNEEXMG GC XMAFRE, TROHEER
BESLEE 99.88% Y CDS X = MAF B SNP #REFAMN, FRIZE™E
HEAERERIT EERRIERE
LRREHEER TargetSeq One® Hyb & Wash Kit v2.0 3 f#5KA R,
REFE (MGI/ILM/Element/ BB / #hf) RENSUREAMG —EIRE, BIEEE
HIEEWMMY—MELE, RARNBRE RALERRED / ¥BEIHIRE

1. 2ENBEERES, EIFTHERSA CDS X (Ref:20200817) #BEE=S

e V3 TELEE4 34.4 Mb CDS X, HER#T RefSeq. MANE, CCDS &#iRED I 99% M N EARFBXES (A1),
S5HMHNEIIEFATRBL, XL VIHEFRBEETS, - XRNESETRER,

CDS KBEE
100% 99.88% 99.61% 99.92%
99% ) ) o
98% . . . S
97% . ) . . )
96% ) . . )
os% 7 7 7 - 7 | N B x2svs
94% . . . . . B~
93% .. . . . .
92% .. . . . . .l**
91% . . . . .
e
90% .. . . . ...

RefSeq MANE CCcbs

1. 2o V3 EEMENELIEFmREN, ERA (DS XBEEFELH, —MRNTBIELHNERES. WEFA: NovaSeq 6000, PE150,

sales@igenetech.com / 010-89146623




iGeneTech Bioscience / www.igenetech.com

Fit/INF 30bp BISNEF (F£3+ 8289 1) , X 2Sh V3 RERBENIEFHEREL TEMENFLIEFE R (B2) .

INF 30bp P EFREREEER

1500
1350
1200 1138 1212
1050

900

750

600 499

450 321

300

67 69 150
150
0 L] L] . ,,, - - :
AlExomeV3 AlExomeV3 R** T** I** A** N**
Inherit

2. 3240 v3 SEMUTEHRIEFERI/NTF 30bp SEFREKREZIBER

2. RIRITER, $IYEEAWT FFI45E CDS RiRE

m X &b © V3 RENRITE, [REEEREA GRCh38, #55I/&HE GRC EM&HF 4T 5 (Fix patches #1 Novel patches) #M3EiRE
iR HLA EE4, BRIE4REE 200 NMEEMT FFIRE. @1 CDR2, ASB2 &, WEEERFAMRBFIIHTIRENHEIT, BIEM
HT7THREBRNSERSZ, WEARGEFNEUYEER, BHLEMERSHEEZTRUANIRL,

HAREREAHT FF?

ARSBEERAFIIRETFENNMEDNA FFINES, ERATEMBERARFIINARESEERARERRMEANE
RAFFIER. BRNETEARSERE, #UNMHARZHAEN DNA FIIEEEHENE, ARFOBEEaEEFEERER, B
H—PEET#EESNEAEE (W HLA) , HARNEAREEEERNMI T, A, ARARRNEHEHT FF (845 Fix
patches #1 Novel patches) MASZEREAP, XEFMMANITHARLKEREFS, M#THRA GRCh38.p12, XHEE
FREBERLIRAENE, VEEHTEFHNSEERAFT, NESEEREERE,

HTFIIERALNSEERNA, WTEREENHEEXER, RENVTHNRRBEBAT 77, RUIESHERZZRRMURN
iR, flan, TUHAHLA-CEFRESZEEANRE (B 3a) PRETFAEXNMAE alt B4R EFHRE (B 3b) , #EZ
HAEZER LETHERAE,

Human (hg38) B s B ea1268.425-31.272.718 co B « » @0 x| S R e |

11269000 e 170008 e LIT1.000 o 1272000 o
L 1

SR
RT10-D5-20210829-index1 2040
6 markdup sored bam Juncians.

nai-se]
FT10-D8-20210829-nden1 20-Hf
& markdup saried bam

ene L e R TR ] -

tracks inaded |tvecan. 260,008 | |Fesmna o 673

3a. LA HA-C RRASETERA LNESER



AEeTRE R

Human (hg38) B ches_cooozseva_an B oozsevz_an2570519-2574482 G0 B « » @ M X 2 | B @
L |
3958bp
2571000 by 137200009 2571000 by 2.574.000 by
1 1 1 1 1 1 1
Rl
e = - N
e . —_—
Novas0%t 32-R0-TH 14V thg 388
AT10-06-202 10928-mdex 1 204U

& makdus saned bam Junstans

I ; m o [ I
I | | | 1
| (MM .| [ ! | I I
Novasd132-AD-TE14v 1hg 8-+ . I [ I i ! " ;} .
RT10-05-202 1 0921 20+ 1 ] 4] I Il
6 mandup sorted bam ] I | — { | Il
1 [} |
: | I
1 | I
L 1 [ § I I
Gane 8 . T S - -
5 track s baded [[erve_cLooozsevz_an2.s71. || 1=

3b. LA HLA-C EREANT 52 EHNEEBR

3. RIFHRENR VXS MR IR KB RA

R0 HBVESEM,

f)1: B GC Xigin TERT BEFE#ZOBHMFRIE., HLEEZE"R, X240 °V3 X TERT EEZ OB FHINEXEEEESANES.
FENIA chr5:1295113 (GRCh38) #1 chr5:1295135 (GRCh38) BERENREET SN 7 Z L,

REFESERIRITER, X244 ° V3 HWERERNS GC RMISEEX#TRERMALRIT, REFRERKERFES, X -
05

£ 2. LY V3 5 A 7E TERT BEI FRIFEERI S chr5:1295113 (GRCh38) #1chr5:1295135 (GRCh38) BILIFEZER.

IGV ZIREEE

TMHEARRE

chr5:1295113(GRCh38) chr5:1295135(GRCh38)
fL R R E LR R

FEMFRE (X)

127 141 173

A** { [l —‘\ ‘ 119

fl2: SESXEM PKD1 EF (ZERSRES5ELBAEMSESREYEX) . BEXETR, XL VI EESRENES,
HAREINEF XIS (1 PKD1 exon 5, £ 3.6k) , X4 V3 H—HMERE,

chr16:2,099,353-2,120,526

T - I T— T -
p13.3 p13.2 p13.12 pi23 p12.2 p12.1 p11.2 P11 q11.2 q12.1 Q122 q13 q21 q22.1 q22.2 q23.1 9232 q233 q24.1 q24.3
21kb
2100k 210200 21080 210000 21080 2110k 2112k 2114k 2116k 2118k 21200
1 1 1 1 1 1 i 1 i 1 i 1 i 1 i 1 i 1 i 1 i
©-400) I
AlExomeV3
! | | W I Il L | I L1l | T i TR [ ISR
I | L I ] 1 | F} I | | I | m | (]
Il 1= I I 1 I | I | I B Il | ] I =
IENEE | & I 1 I ([N R I | I I | N
a 11 il I | | | Il 1=ecn) I
AlExomeV3 | En I | 1l | Il [ | I 1]
Il [l ] | I I | ] | I B T IR N I
I J I (1D I I 1
I | I (] l | | I | I DEd (A0
1 Il I & 1 arni I I I _LT
[ I I I L] AEENE] e 1 rn m I I
[0-400]
o
|l y W N - AN\ mennny as am— — A A
I | | (Rl { RO [T | [l a I [} | (IEE| I |
| | I | I | e | IRl I 1 r 1 I |
Il 1INED | I Il Il [ NI R IRl 1
Il I 1 1 | Il | | I
I I 1 I 1l I ] s 0 I Il 1
A Il I B )Rl | L] I ]
| I I 0] ] 171 | 1T nm [ I
I | I I no Il | Il Y Il a Wm0
[ | ! | 1 | 11 | 1 10
Il T S I [ (N u ] | I 1 I Il [
L I I 1 (I} [ | | I [ ] 1
Refseq Genes HEHHE -5 ¥ - - —— i - H
PKD1 PKD1 PKD1

4.3 g5heV3 5 A fE KPD1 EELREEER
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4. X &5 ° V3 FERRRIE, HESHIR
PREHERRS R

(FEARRE + HASR)

NGS VA E AR ZRMIRERH RIS RKERBENSE, KMARANIGRIENEKRREK, AT EHRELIUEEARER,
EHIRRL BT, X240 ° V3 EiIRIH TR 100 NS MAF 89 SNP FRIZMLR, B—MHHEAR#ETIE e V3 e, [
HATIX 100 MERM R B2 ERIZ panel 3, 7947 100 MIR A BB, THETHEARBHIRBIFMSIRE, PENEHEARN
BB RIT,

NVERRZERE panel TREEEXRM (&% : MultipSeq® Sample ID Research Assay) .

IR HEDH
100 MU R — B

OK, LRIFHE NO, XKEH

HEHARER

B 5. FARERE



AEsTE R

X249k ° V3 ZORREIRIEIR

R ° V3 IEBENRENZIHEEL TargetSeq One® Hyb & Wash Kit v2.0 XA ER, SERELBENZES, H—HERE
#il CDS XEBEE DA 99.8%, HIEME (Target Reads Capture Rate) 80% AL, #—M (T 20%X coverage rate) 99% AL,

99.80 99.62 99.43 99.81
100 — —
95 , 93.85 B z20v3
91.24
90 § | _—
*x

85 i 82.37.81.53 | N~
80 § i | _—

75 § i | _—

70 § . | _—

CDS Coverage Rate Target Reads Capture Rate T 20%X coverage rate T 50%X coverage rate

6. X &sh° V3 EEHMENEH R EFRIBELEIREREMRE. XA 200 ng DNAFRER ( NA12878) # Tkl (34IEE) , NovaSeq 6000
S4, PE150 E&M .

X240 o V3 S ARAHAE BRI LR E M BHNMEEISIR. [17R gDNA, FE¥4H47H] FFPE SCFEZARTE DNBSEQ-T7 LI, #IRRER
(Target Reads Capture Rate) 7 70% LA L, 39— (T 20%X coverage rate) 99% AL,

99.89 99.92 99.92 97.07 92.85 97.76
100 e —_—
70.82 70.25 73.06

6Q e BN e e s . e S

40 s R s s e : s s

20 . S SN S S S . S S

0 ) Target Reads Capture Rate cbvérage ra'te' o o TZO%'Xcovera'ge'rate .

. & gDNA . AR . FFPE
B 7. fRofE SR MR gDNA, FEEALA R FFPE HARS 10 MER, BAESH A7 200ng. 200ng & 100ng, MEFE: DNBSEQ-T7 PE150; MBETHT, BARAR:

IGT® Fast Library Prep Kit v2.0; #3Ki{#I&: TargetSeq One® Hyb & Wash Kit v2.0

X2 VIZRESRAER, TENBLRLIMA. £ NovaSeq 6000 U FFE BEMS AR B EBMBRHMEREER, Ho,
SZAEIRME (Target Reads Capture Rate) 7£ 80% PAL, 19— (T 20%X coverage rate) £ 99% AL, T50%X coverage rate
o]k 94%,

99. 43 9913
93.89 94.30

100
86.73
90
81.64
80
70
60
50
40

Target Reads Capture Rate (%) T 20%x coverage rate (%) T 50%x coverage rate (%)

B 8. 34 ° V3 B 8 REIERIN
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24 ° V3 7£ MGISEQ-2000, DNBSEQ-T7. NovaSeq 6000, Element f1EiE GenoLab M jllfE{Y R E i E B BaIEsEEIR.
REALIHEY 8G HURE, TIFEIITE 100x AL, #—M (T 20%X coverage rate) #£ 99% A L,

Coverage Rate (%)
9898 99.29 9943 9933 99.22 918191319389 9018 9212

. DNBSEQ-T7

. MGISEQ-2000
. NoveSeq 6000

. Element

. EJE GenoLab M

T 20%x coverage rate T 50%x coverage rate
Target Reads Capture Rate (%) Target Mean Depth
100 150
7738 7742 81.64 79.30 83.86 111.64  108.49  104.04 12033 11223
80 - 120
60 90
40 60
20 30
0 0
DNBSEQ-T7  MGISEQ-2000 NoveSeq6000 Element  Genolab M DNBSEQ-T7  MGISEQ-2000 NoveSeqé000 Element  GenolabM

E 9. X&4he V3 ERE ;x'JJA'i"‘J:EI’J’TE e R R, /8 gDNA#RESR (Coriell Institute, NA12878) , IGT® Enzyme Plus Library Prep Kit # TargetSeq
One® Hyb & Wash Kit v2.0 i £FXI&, HBI7E MGISEQ 2000, DNBSEQ-T7. NovaSeq 6000, Element f1Ei& GenolLab M il 3 & #1710, FEHIMER 8G #iEE,
TN REARN I*¥:.T87¥ﬂ A'Jfﬂz:fg R S B RIRCE,

X245 © V3 ORI IE

X245 ° V3 #ZIOIRTENR gDNA H#ARERAESB—BMS. F4iti& gDNA FRERAERAZSHNRTHRHER, AeEEXENHE
HRFERRAMFERENAR 99.90% L (E3) .

% 3. X245 ° V3 BVRBERMN RN L FMENERSES E—

HARAE (ng) PR SR PR &S
(Positive Percent Agreement, PPA) (Negative Percent Agreement, NPA)
200 100.00% 100.00%
100 99.97% 100.00%
50 99.98% 100.00%

E BEMAERENE (ARMERY) / (ARMERY + BRABERY) , BHEFSZEYR (EREERY) / (ERMERE + BAMERE) .

X259 ° V3 BORERMRNELRENERSIRESE—B. it DNATRER ( NA12878) LUERS WGS HUREREN—E. &
RERREE, 28R, SNP NESTHME (Accuracy) #8id 99.95%, InDel i E¥EHaE#EIT 98.05%, [AT SNV F InDel #&23MEY
REE (Sensitivity) 137£ 99.6% AL (& 4) .

* 4. 325 ° V3 BIMRERMU R P ZMENERSIRES E—

AlExomeV3 AlExomeV3-NA12878 AlExomeV3-NA12878
Control-NA12878 WGS-NA12878 WGS-NA12878
Accuracy 99.95% 98.05%
Sensitivity 99.74% 99.60%

Same rate 99.69% 97.67%




AL sTRE R

1.2 X259 ° ABFHERNAFE V3 BER

W& WES WEFNApRMRES, RANREKNFEEREHERARDQSHANEROHTER, B, RERRMLBHRITIE
& WES @, HE—XBRFISHEANENER, B—HaX. ERNIFSR. XERRETSEFMELR, WNWAKER
FEERIELNNEINEFF @R,

FmPXE BirXiE BFRX K/ ®e
X2ihe NNEFARRMINFE V3 IZER  CDS K +ClinVar+SNP &22 + ZR{K 36.6 Mb PT1008101 / PT1008102

b o V3 BERBEATI S © V3 RORENE N BEFENFREHMALNFEANEFAENLNE, RIE CDS KELS
EESNRRNEEREEXE,

1. BEREERERRFHRREHRT

HAEEXERE HBA1/HBA2, X £4h® V3 fEMRIRHE Clinvar #3EE, X HBA1/HBA2 & HBQ1 =N E A R IEHEM E X i i#1T
TR, RNVINEF. REFRT, ERBIENASAOHRER, ESRAMEHER,

— - e - - -

R_001752047.1 HBM HBA2 HBA1 HBQ1
A imn imn imnm imn
" imn imn imnm imn

HBM 1 HBA2 1 HBA1 1 HBQ1 1
N imn imn imnm imn
HBM HBA2 HBA1 HBQ1

AlExomeV3 imn imn imnm imn
AlExomeV3 Inerit rme

HbVar database S

10. 24k ° V3 BERMBARXERESER

BHEMNESHEEHEXER SMN1/ SMN2, 1E 88%~95% HIEBERH SMN1 ERF 7 SYEFHESTRERE, SMN1 I SMN2 &
ERR, HhE 7 SH4EFE 1 MREESR (C.840CT); X2 ° V3 BIEIRE 7 SHBFHITTMZRRIT, EREFH UTR 4
FIRIHRET, BWES 7 S EF CNV QH =R,

chr5:70,922,704-70,968,138
< N i o B W W T BN B [ e o . o
p1532  pi52 p1d3  pidd p132 pl2  qi11 qi12  qi21  qiad q133 q1d2  q14.3 qi5  q211  q21.3 q222 G231 q23.2 CEE 9313 q32 q33.2 q34  q3s1 9353
45kb
70,930 kb 70,940 kb 70950 kb, 70960 kb
| | I I | | | | I
i ' P11 1 P g -
Refseq Genes R T LEnan 1 § T L L -
SMN1 SMN1 SMN1
AlIExomeV3 Inherit | I 1 n 1 NN S = E
AlExomeV3 ! ! 1o [ i
Ar* I I T 1 1 I
I I I [ ] } 1 1 I
SMN1_1 SMN1_2 SMN1_4 SMN1_7 SMN1_8
N** I o 1 1 [
SMN1 SMN1 SMN1 SMN1 SMN1

11. 3224 © V3 E iR SMNT EREZER
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FLERFEMAXEE BRCA1/2, BRCAZRXBIBEAFE/RE., NAEREAN. REMKAFREHSF, X2 ° V3 BERETZER

B4 EF KA ClinVar #iREEZRIFINE FREFMRBTRIZT, oTRNZEREXNRARERBARK,

chr17:43,042,295-43,127,364

 — |  E— | | T
P33 pla2 CEEX] p12 pi12 pH1A qttd Q112 a12 4214 Q2131 q2132 q21.33 q22 a23.1 a3 242 q243 251 4253
85kb
43,050 kb 43,080 kb 43,070k0 43,080 kb 43,090 kb 43,100 k0 3110k 43120k0
| | | | | | | | | | | | | | | |

Refseq Genes

BRCA1
A 1 [ | | N | 1 1 1 | 1 |— | 1 [ | (|
| 1 [ I I L} I 1 || | I [ | |
BRCA1_23 BRCA1_19 BRCA1_18 BRCA1_15 BRCA1_11 BRCA1_10 BRCA1_7 BRCA1_5 BRCA1_2 BRCA1_1
N I I I Il | L} I I | || I [ | |
BRCA1 BRCA1 BRCA1 BRCA1 BRCA1 BRCA1 BRCA1 BRCA1 BRCA1 BRCA1 BRCA1 BRCA1
AlExomeV3 1 [ | | I | 1 1 1 | 1 |— | 1 [ | |
" NN I EEEEN N N N NN NN R I N | I | - L1 I | . LI }
AlExomeV3 Inherit
HE I BN PN NN (NN NN — § EN| NN - I I ] mEm m 1 L1 1] (I |

ClinVar BRCA

12. 32240 ° V3 G ILIREE X ERE BRCAT/2 BEBR
2. BB Clinvar 4B E

32k e V3 BIERRYS Clinvar £33 (BRA<: 20210501) SEEE (B 13) , JUGIHESFERBRNEFREERR.

oL — . . . ...l Novaseq 6000
200% e . . . oo [Jl] MGISEQ-2000
yp— B . - — S

Pathogenic Likeiy pathogenic Drug response

Uncertain

Risk factor

significance
NovaSeq 6000 99.41% 99.57% 99.06% 99.24% 99.53%
MGISEQ-2000 99.38% 99.58% 99.06% 99.23% 99.53%

13. T 24h ° V3 BERSDMAEAR Clinvar $URFEESLE SR, £ Clinvar BUREIRKE X5 £t ACMG ISR E N ZE/RER T REBIHTHIT,
MEES: NovaSeq 6000 # MGISEQ-2000, PE150,

2§13 CNV, ENMLERATERNSZE SNP B22F] ClinGen EEEFEBSZE SNP 82

CNV ZRBIRE. BABE., SABESHEILERFRNELFRE, X245 ° V3 BEERRENEERATERNSEE SNP 52,
UM ES YN CNV 18,

o 2ERAFTEENIEFE 100kb fFiEZRITABEDE MAF £ SNP =
o ClinGen MR EE CNV ZEEHER (1 DMD £ 502 1) , XEEFEMWER 10kb &+ SNP A5
o Sh R FHIE 15kb K13 SNP (I SEIZBEEANZE 3kb

NBR:



A i VA SIS,
RETmmBEERT
<chrX:31,087,434-33,311,600
p22.32 p222 p2213 p22.11 DZ%.! p21.1 P14 p13 pi.22 pi1a qn2 q13.4 q13.3 q21.1 q21.2 q21.32 q22.1 q22.3 q23 q24 q25 q26.1 q26.3 q27.2 q28
2,224 kb
31,200 kb 31,600 kb 31,800 kb 32,000 kb 32,200 kb 32,400 kb 32,600 kb 32,800 kb 33,000 kb 33,200 kb
1 ] 1 1 1 1 1 1 ] 1 1 1 ] ] ] 1 ] ]
Refseq Genes HHHHH——— Hi 4+ } e d——H—HHHHH 1 } } }
DMD DMD DMD DMD DMD DMD DMD
A e we n | [ [ [ Il | | L (T 1T I T O | - I | |
AlExomeV3 e wwe n | [ [ | | Il | | L I 1 T I T A | - I |

AlExomeV3 Inherit-Ba:
ckbone.Total

AlExomeV3 Inherit-Ba:
ckbone.100 kb

AlExomeV3 Inherit-Ba
ckbone.10 kb.Vip.Gen
e

LT T TR AR I T RN

UL R AR T TRNIRTRIR

,DMD,DMD,DMD,DMD,DMD,DMD,DMD,D ...

14, 24 © V3 BERR DMD (HENERAR)
Inherit-Backbone.100 kb £ xeE R A5EE M 100 kb [8fF SNP S22 & =15, AlExomeV3 Inherit-Backbone.10 kb.Vip.Gene 7= ClinGen E&E A 10kb

DMD,DMD,DMD,DMD,DMD,DMD,DMD,DMD,DMD,DMD,DMD  DMD,DMD,DMD,DMD  DMD,DMD,DMD,DMD

EE SNP 822915, AlExomeV3 Inherit-Backbone.Total =7~xE4K SNP BB E 157

805 SNP BZREZB MR,

LR RTRRRL TR AR

(RN R TR TR AN

L0 R AR AR AR RN AR

DMD,DMD DMD

; AlExomeV3

&hh © V3 IREMAQI CNV MR #RESERATEERNTIA 500kb, MEX (BEZEE SNP 852 KXiH) oMk 50kb (& 5)
% 5. &5 ° V3 EERINEX 50 kb LA EFNIEMZ XK 500 kb LA EHIERF M
chr14 chr22 chrié chr17 chr17
105,740,061 22,037,881 35,213,828 46,111,085 46,111,085
105,862,093 22,916,769 35,530,832 46,215,376 46,215,376
122,032 878,888 317,004 104,291 104,291
del del dup dup dup
Affy 750K v} vk} Livda o] L]
X2k ev3 RERR fioes) ok} i fokes) 6 i
Z&hh °V3 BEIRIRE B =188 MK =X M=K mnEx mEX

4. HRFER AN TERBIR
X Ehh° V3 BEIRTTERIR 16,569 bp KA EEK (B 15) ,
BRURMBEE, SINENEAESNFRENER, X&H
FE 10000X, 20000X %,

MSEESHNFERRERRRER, THRFIERLNA

Target mean depth(x)

6000

ZRERT] PLUS LAREEFTRRE, WFIRE 100X 8, KRR

5000

4000

3000

Il NovaSeq 6000

2000

Il DNBSEQ-T7

1000

NovaSeq 6000

15. & gDNA FR R
A& NovaSeq 6000 #1 DNBSEQ-T7, PE150,

DNBSEQ-T7
(Coriell Institute, NA12878) , X &4h° V3 BERLNEERN TN F

REEJ 100x BY, LKA KENN FRETNA 4600x LLE, W/F
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X 24 ° V3 BEREFRRNFY LRERERTR

edh e V3 BEREREBN SN LSRR EEN, Bistiriis, TRATRERNKE

BEALHIEY 10G HURE, F1REHITE 100x LAL, IR (Target reads capture rate )7£ NovaSeq 6000 E& T[5X 80%, 39— (T
20%x coverage rate) =N FA197E 98% LA L,

Target mean depth Target reads capture rate (%)
110 105.87 10276 100
104.39 a 8119

100 80 71.91

90 60

80 40

70 20

60 0

DNBSEQ-T7 MGISEQ-2000  NoveSeq 6000 DNBSEQ-T7 MGISEQ-2000  NoveSeq 6000

Coverage Rate (%)
98.55 98.68 98.98

100 8799 '88.61 89.67 . DNBSEQ-T7
80 B wMaiseq-2000
60 . NoveSeq 6000
40

20

0

T 20%>< coverage rate T 50%>< coverage rate

16. X &4 VIEEREARBNFFEE LR IRER. E/H8 gDNAFRESR (Coriell Institute, NA12878) , IGT® Enzyme Plus Library Prep Kit F
TargetSeq One® Hyb & Wash Kit v2.0 i &, 4358I7E DNBSEQ-T7. MGISEQ-2000 #1 NovaSeq 6000 U FF & T, REALIMEL 10G #iEE, W T~@mE
REWFFE T B IR,



AL sTRE R

1.3 X259 ° ASBFERNIXFE V3 MEIR

X£hhe V3 MER, XSS VI IODARARM £ RSN RINIITE AN FENERBRER, M MERRREXE S X,
MSI RIFLAR HLA RS TE IR, BRREAXKENEUER, KR T —EXREMEERZROVNSIEFNFBRE R,

FmihXE BirXig B AR K/ 5s
TR e ASPEFARMEAIE V3 B CDSEJ] %AEFE;ES;;HLA 34.9 Mb PT1008181/PT1008182
faal L=
1. B52HE. BF. REEFERKE
641 B ATIR R R
115
éli 248 Fizl CDSK I
e
MSI
2. 2511, ZRAEIEENERTAHFR
REE >
VA ERHEN RS (InDel) » > SATTIES
FEET L (CNV) > > RIEATIES
RMELS > — > BRI
| —) 2 idig 6l
MSIH > > MSI/TMB/HLA
TMBR 1 P > RIFHRS
HLA D
3. BRUR S MEME X XIERE
2000+ 1838
1733
1500 1414 1427
= 1302 1266 1204 1221 1216 1278
™ 1129
KK 10004 922 1000
[®
i
£ i B A N 7 Rl W 1 B _ i R
5004 500X

17. R KEHN R E ST gDNA AR R (B R, cat. GW-OGTM800 )1z 50 ng A, IGT® Fast Library Prep Kit v2.0 2 iR @A 3, FR AR,
Illumina NovaSeq 6000 PE150 U5, 500x SEHNFRER, AEHEXKERETIAFERERN 2~3 &,
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X2 © V3 BRI R R
1. 3224 V3 IMEIRIE R R A LR At R E M A WL SURIS A R

A 100+ B — 100+ C 100+ D 100+
IS - =
§ 80 2 z 80 b 80
g b © @ -1 [] b
0 - - -
@ @ s ©
3 60+ 2 S s0- S so+
o o o u
a8 o ) g
8 40 2 g 40- 8 a0t
20 ko] S 20 o 20+
g ) ] 3
E [ [
0- 0= 0
lllumina MGI lllumina MGI lllumina MGI lllumina MGI

18. AENFFANEIREN, A MEPIER, B HHRME,; C BRRE 20%X BEE; D. BARXE 50%X BEE., MIEAEAN gDNA FAMRESR (&
R, cat. GW-OGTM800) , 50 ng # A&, IGT®Fast Library Prep Kitv2.0 BEIXFI SMWEE, #@K/E, 73 Illumina NovaSeq 6000 PE150, MGI
DNBSEQ-T7 PE150 /%,

2. 24 ° V3 PEARIEREIIE . BRMREN —BHES
% 6. TWHIRPERIES gDNA FRIEARE BRI Gii

S— - Expected allelic Reported allelic frequency (%)
frequency (%) Sample 1 Sample 2
EGFR L858R 1.0% 0.5% 0.5%
KRAS A146T 1.0% 0.8% 0.9%
NRAS Q61K 1.0% 1.0% 0.4%
EGFR T790M 2.0% 1.6% 1.5%
EGFR AE746_A750 2.0% 0.9% 1.6%
FLT3 AlI836 2.0% 1.9% 1.6%
KIT D816V 2.0% 2.1% 2.5%
KRAS G12D 2.0% 1.9% 1.9%
EGFR V769_D770insASV 3.0% 2.1% 1.6%
EGFR G719S 4.0% 3.3% 2.9%
KRAS G13D 4.0% 3.2% 3.2%
BRAF V600E 7.0% 5.2% 4.8%
PIK3CA H1047R 7.0% 6.7% 7.5%

S ¥9Z 0B 800 gDNA FRER (B R, GW-0GTM800) 3288 50 ng | A, IGT® Fast Library Prep Kit v2.0 2R X &M 2, Illumina NovaSeq 6000
PE150 /%, 500x TGN FRE.

* 7. TMEIREBRIAES FFPE FAMIRERME BRI

P - Expected allelic Reported allelic frequency (%)
frequency (%) Sample 1 Sample 2
EGFR L858R 5.0% 4.4% 5.8%
EGFR T790M 5.0% 4.2% 3.5%
EGFR AE746_A750 5.0% 2.7% 3.0%
KRAS A146T 5.0% 6.0% 9.7%
KRAS G12D 5.0% 4.9% 4.8%
KRAS G13D 5.0% 2.6% 3.2%
NRAS Q61K 5.0% 5.4% 4.6%
PIK3CA E545K 5.0% 6.7% 6.0%

8 FFPE #RER (B R, cat. GW-OPSMO003), #8850 ng 3 A, IGT® Fast Library Prep Kit v2.0 ZERFIEMEIE, Illumina NovaSeq 6000 PE150 iU,
500 FHNFRE.
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AEsTRE R

VERR® TURABARTNERE, B, 2R, BE. KERSFSHOENERREZFNEXRTNHRENR

# WES EFIRFEFIRS, IEFPEFNEFRELR, SPEIR
WNERESE RN,

EFEBEIEFIEN M@

EHEBESHEFRN RIBH MM FIINE @ FIHITHTNBEBBRTT R,
EENSENERRBIMEXNERAXE,

X7 BRRIRE

2Eg .:fﬁlﬂ?%@ WE&F. UTR, MSI, SRAERASZ @ 0
i . .::‘WJQDClinvar, ClinGen, HGMD, OMIM&% R R .-:'
o) .- o B AR, B, OUE. R SVASERIESERE | (i - o

e CIMGETRERE, AN, BERER: LRE=20 S )

EHERBE/NEFN RIS

TERRES MRERIRT @, tBaRIESLR

EZPUBIERNEREIEFRNFMIRITHIR

BEBERI), ELEREBENER—EXEERSNPEFISNP,
B2, BIMER100kb, EFE300kb, EECNVIIANE 3

EBV. HBV. HPVEZ/MKSE, X BFMHRERETRFEI,
TR ESEMES RN ’

BEEFPEITFEEMRFIEREREX, BRI REENERT / IERANBRXE;

—RFBRBISHENER, BERMEFSNAMALRAR.,

Fusion, MSI, B%E SNP B2,
KRR, BAMNS......

R ERE, £EHMIBRESR iz EA
HTHIRRE, STMAERS
BIEATHE

BRESMBFINRIHRSE 30
T{FEBENTETH 5

EPURELRER, FEHHRE
BEESM R, MR EmEL
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=, X2 BEHNSNE

NERRE C URESNEFERNEEZERN, RERKHANURTRESIRZ0NEENEHRFEHLRME, BRTENR

AXFRERRS AN N ZEFP 2 EFEN W S HREF R,

Xeh ° R mEBER AR HIRTTEHF

A EHE

R

A&

16 =

RS
TargetSeq® Target Probes (AlExomeV3) 16 rxn/96 rxn PT1008091/PT1008092
2338 TargetSeq® Target Probes (AIlExomeV3 Inherit) 16 rxn/96 rxn PT1008101/PT1008102
TargetSeq® Target Probes (AIExomeV3 Tumor) 16 rxn/96 rxn PT1008181/PT1008182
IGT® Enzyme Plus Library Prep Kit V3 16 rxn/96 rxn/960 rxn C11111/C11112/C11113
EEERENE
IGT® Fast Library Prep Kit v2.0 16 rxn/96 rxn C€10021/C10022
IGT® Adapter & UDI Primer 1-96 (for MGl) 96*1 rxn/96*10 rxn €10182/C10183
#=L
IGT® Adapter & UDI Primer 1-96 (for Illumina) 96*1 rxn/96*10 rxn C10042/C10043
TargetSeq® Universal Blocking Oligo (for Illumina) 16 rxn/96 rxn (C80491/C80492
TargetSeq® Eco Universal Blocking Oligo (for Illumina) 16 rxn/96 rxn €80501/C80502
LRI
TargetSeq® Universal Blocking Oligo (for MGI DI) 16 rxn/96 rxn (C80521/C80522
TargetSeq® Eco Universal Blocking Oligo (for MGI DI) 16 rxn/96 rxn (C80531/C80532
TargetSeq One® Hyb & Wash Kit v2.0 (for Illumina) 16 rxn/96 rxn C10331/C10332
B AR
TargetSeq One® Hyb & Wash Kit v2.0 (for MGl DI) 16 rxn/96 rxn C10351/C10352
IR TargetSeq® Cap Beads & Nuclease-Free Water 1000 pL/5 mL/50 mL C10421/C10422/C10423
AR IGT® Pure Beads 20 mL/100 mL C80661/C80662
MultipSeq® Sample ID Research Assay (for Illumina) 16 rxn/96 rxn/960 rxn M62191/M62192/M62193
ZERIZ panel
MultipSeq® Sample ID Research Assay (for MGI DI) 16 rxn/96 rxn/960 rxn M62201/M62202/M62203




AEsTRE R

24 ° R REE LN

IUERBFR BNmERES IXER

VERRZREDNTFHE - BELANKRHIER
%, EEHE DL XSHHIKRRAW LTI ZRE
#, AN RM, &wE. AR, EY. BRENEFRB
AESHEMERDACKER, TE10WHFKIZE
ZRMAEHHNEEE, FREETEMHRNRR
REUKHIEREN, ACROIR=RHEENL. &
fRBIDNAIREUR HLRERTT R,

IGT-NP48/96

BRI T AR HERI T/E LS

iEeneTgb
IGT-AST2EH B R T RN SHRREEHAN—
HREEN. BEGENRSURNRELERS,
BN H, /EES. BESSHA, TRKRE
FRE, HBREFHERR. SATHAFEENE. &K
g, REMAFIES, DUREARES— WIS E
pooling, REEE, EEEM, EWMEIREMHE
HERNERREE ™ @,

IGT-AS12

BRI TS B TR T AT

ZEBMG Labtech FLUOstar OmegaB§ir{ KA E
MEBKRIZ, TNATFDNA, RNASZERH 8K
i, BEHTEEMNRBRBRANUE, ZBRE,
NGSHEI, RENE, MEENHE, EAEHBEKX
ek,

#%[E BMG Labtech

SR FLUOstar Omega B4R

Qsep100/400 BN ZBREAINARETERE
BKRE, BFHRENERBXNISHEANER,
BREZMMEIREUEEL, TTRRMFEMER, B
IO NMEREBERAN, REERS1pg/L, PHPEF
Ba&1bp, Qsepl00EHAIE T E &M ImMIn,
Qsep400ta il s EET min/4fEAK,

Qsep100/400

R BN LHDERBAPTRS

BAXRREEFEIE
L RARAEI: RERGREROEARE. SHERAKES. TREEVRATIIRES,

2. RUHBHXE: BREAIRMREHNGEFREEES, —HTEHRUNGEFEES, ANSS5ERKRTRE, MREIZRE
IRF)ZETT

3. EREAR: XHERRCKERARIRIT 24 h RIIEEFEE, REZLES.
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g, 3ZX£4b° V3RS

YERRC MUOTREEERIEFRNENE, BoRMMNERES, B2EMRKR, ENNF. SERENZHESTH—HLRS.

7~14 MERE
P55 A HA

i
| Fr SR &

Illumina L& MGI 4, PE150 &

Raw Data ROHER

BEAOUES AR MEAETESFRE
[RIaEiE RIAEHE
TIREHIE WIREHURE
SEFH XS DT SEFHLX T
TR BRI SHMEMDT| SERXKAN | REDMT SRS ME T
SNP REMURENXIH HERTEAEME REEE SNP REMR/BIFN SREEFE RTRESF
InDel R RRSEM HAEEZXRRE ARG InDel RO K[ FEETN KpEEGE SERTHN
CNV (TJiE) SREMUBHIE ERRMSRTEIE  Fisher FH#IQL0 CNV ( Tli% ) SR B ik MSI 2t NEESEDIT
SV (TNiE) RBUSBEMNE HERTHE Logistic B3 SV(TliE) RT|AURBEESE TMBIHE YR AL BERIAE I AT
KLY EHIT RBNUR/BEMETN REEEREEST ETERNXEBOH REMR/ASERN SIS
RLEBNM A MEFRR ERMES 0-Q
HLA 738
HEARRE BE
Genomic DNA m =500 ng
FFPE Genomic DNA m =500 ng
cfDNA m =20 ng
R BRF RN
TR 25*10° 4
21 (42EX DNA) >1mL
FA >3 B (10x10mm ER)
IER =500 pL
OERF 22 1R

FFPE (A%EYIA) S10 MR / 1/ (10x10mm E#R)
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. X2 EPXE

X2 e R REERAMIGK ZER. BRIEASRNAN2) ° ARIIEFRRKNENXERNAR, EPHERMK
BARREES. EEXFSARIELR. XHERE FALIEFOVNEN I HE—HENEH LR BXXERNEERT

(Journal of Genetics and Genomics)) ,

HUABIAO project: Public database of whole-
exomes of the Han Chinese
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Jiang W, Ouyang X, Jiang C, et al. A NOTCH1 Mutation Found in a Newly Established Ovarian Cancer Cell Line (FDOVL) Promotes Lymph
Node Metastasis in Ovarian Cancer. IntJ Mol Sci. 24(6):5091(2023).

Liu C, Si W, Tu C, et al. Deficiency of primate-specific SSX1 induced asthenoteratozoospermia in infertile men and cynomolgus monkey and
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Wang Z, Li Y, Zhao W, et al. Integrative multi-omics and drug-response characterization of patient-derived prostate cancer primary cells.
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