KA

EFEME

- BEARXIE 411 Mb, 2EBE&RR
ANEE A RREMANIEIEIRD
X5

- BSEH—MRIIEIRERE, RS
LvelllE2

- I&EC Bravo Btb B RNIBESH]
Magnis NGS XEFIE RS, LR
RS

- BUSETEH Alissa lRKREBE
FEMER, BRIAELER

* Alissa Reporter BRI TR Z I 7T 5

Agilent
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SureSelect CRE V4 GRS 9N 2 F4H

B FEREAFNF 8% SRR

Al
Agilent SureSelect IRERRINEFAH V4 (CRE V4) EELEHBEEALEARRELDX
5, UNMATRMBIGERS FEEFER Madhuri Hegde i+ (REEFEZFS
BERAFFRERER, SMRTERREKRE) HENRKERAS, +EK, b
EWNERANTRBINVRN, SureSelect IGFRARINE FHWEKI T RA W EH,
SureSelect CRE V4 #| @I 2ERANF (WGS) RENERIAENLM, CIET
S g/ N B FAHNF (WES) Fl WGS BIEERIIMNEFAH, ZINEFHEBME
WINREIRIt, BIEFUBSRENRANE FAURM/NEERLS, CRE V4 T2HIETF
ABEEMNEM L, BB TX 6500 ZMEFIEXERNEESE, LI, CRE V4 ER
YFHEER A Clinvar. HGMD A ACMG WIERIBX BRI . ARBZERTR
(SNPs). Z94EFELH SNPs, HEEKNE IBUEM CNVs, DINEMAE RIEIENE
FEXAR.

SureSelect CRE V4 (& 48.5 Mb B9&#0&1t, AIE=m ALEREA 41.1 Mb AVEEARX
i%, CRE V4 AILILHEMETEREENSRIINE, HBRERANBREZRM
BE77, FEIRNRAIBE RGN HIEEE 2T WCS NFEEAR. EMtigHIBENE
EFE MR,

][

SureSelect CRE V4 515ifkB Agilent SureSelect XT HS2 X EE&I&MEE @ F5iEHE H
FiF B CRE V4 FHIERTIEMERALZ BN, A& Agilent Bravo BoifbiR
AR BFE AR EBEEF R IE, WaEd Agilent Magnis NGS MESIERFEK
M2 BT AETIETT. HH Agilent Alissa Reporter F1 Alissa Interpret #214
AIRMAOITNEEIE, RWESRNEROM. FRMIRE, MMARKREEFER
ERHIHIIENINEFANFRRSER .



& 1. HBIGTHEMEBALAMY, SureSelect IIRFRFATINE F4H V4 (CRE V4) BB RA B IGKREEFR Madhuri Hegde B REL
WAV IRRIEE FREEERIRKRA S . SERBIINEFA panel RE, CRE V4 BIIHETFIRKIEE, UKIERES IRKHAFTHRISNEF
HNFEEST. EFIRBEXAL] 6500 MERAEXERNBER, FLEBERE Clinvar. HGMD 1 ACMG HIEERIFRIEIT. HIR
SNPs. Z¥EEH SNPs AEME T SIEEAERIEXAS

FBIRR 41.1 Mb 36.5 Mb
&R 48.5 Mb’ 43.2 Mb
HBAE

CCDS s 22 2

GENCODE V31 =3

RefSeq KRS 95 - NM =
EEBARE

Clinvar i P 7 LP Z5% (2022), €14% > 100 bp KL= <~100bp WIPFLP ER

HGMD AF < 0.5% B9 DM (2021) -

ACMG 73 MNER FrE P #1 LP & (2022), £4%>100 bp LR -
HitmE

WREEEE > 6500 MERBAXERMIEREE -

TERT £H BEFXE BEFXE

SRR ERA FR 37 MEHIAEE (16 kb) -

188 SNPs 1500 £~ 518IR(E B HHXH9 SNPs -

PGx SNPs 100 ZNEIEENER, BETHMERARRE, W CYP2CI9. CYP2D6 F TPMT -

HER 20 ZNEREMH, 81F Boland i, HBA/HBB ff2k. GALC 30 kb. EPCAM/MSH2 #1 GREM1/SCG5 fifsk -

YRR 1 EEERA, 94F DMD £EF -

EhASRE EHERT 43 MIERMIRE HERAE) -

¥ 4RER SNPs Fr 24 MEKEY SNPs 3938 Pengelly & Pengelly £ SNPs

* EHIRFT AR 48.5 Mb, EFEEDFIE > 95% HIFFIZ 51.0 Mb

A B
APC ATP7B  BMPR1A  BRCAT1 BRCA?2 MT. ‘ H  AAM ‘ ‘ vy Aa
COL3A1 DMD DSC2 DSP FBN1 T RO (N T R S E L LR AU A0 0 R, oG
KCNH2 KCNQ7 LDLR LMNA MEN7 I‘\‘I‘ll\ll \:\tHlH‘ -|| - ”III}I “: ‘H\I.!EII\I"I\I\}:}I ‘II‘I\“kllIIII |I Illi}-u\\} IIIHWII‘:-llul ‘HII‘I |} ‘I II \;II‘H‘: \‘ IE{‘ I}I’\‘\l““
WEM | sukaithab il b ol ||| 1l |
L I i
b I h ’ ‘ | R il
RBT RYR1 RYR2 SCNSA SDHB ¥ ! i ) ' i T R I R
Il L} {0 SRR TR | (L 1]
SDHC ~ SDHD  SMAD3 SMAD4  STK11 LozE eon200u: SNGINN A 1
= N ¥ ; 3 S —— — e E——
TGFBR1 TP53 TSC1 TSC2 VHL BRCAT
WT1

1. G NNEFANFMERANF Z B EE, A
a4 NEERA, UEEBRISF
BET A0 NEINRTER, FETLEBEET DMD EH, B

A) SureSelect IR

= A
SN

B) Reads T2 B&/NEERA, SeERANFHEETEHEM

A5TINEF4H V4 (CRE V4) $B=
=B ER (W EKANEFRTREMSAE

SEEY RESNEFXEZIN, &

) XM ELEREAT R, CRE V4 J1F



R 2. 2ERITESIRFREXEBIBERS. SureSelect IRFRARINE T4 V4 £EEE 7K E CCDS. GENCODE # RefSeq B& H Fadwha
AE, B/ TEETEE ACMG. ClinVar #1 HGMD #iREREREF<IEHEBAS

{£RZ75 ID Exome V2 R/ R Exome {H[775 T Exome 2.0 {£FZ75 | Exome 2.0 Plus
EARAN 41.1 Mb 34.1 Mb 35.8 Mb 36.5 Mb 37.5Mb
itk 48.5Mb 42.3 Mb 43.0 Mb 42.1 Mb
RIBRE BIEEESE% (BitE)
CCDS hR7s 22 100% 99.8% >99.9% 97.6% >99.9%
GENCODE V31 100% 97.2% 99.6% 97.2% 99.6%
RefSeq hR7s 95 100% 99.7% >99.9% 97.3% 99.7%
ERBRE
ACMG 73 ERHPHT S >99.9% 43.2% 70.7% 78.0% 78.0%
ClinVar P/LP R 100% 12.8% 64.5% 98.9% 98.9%
HGMD DM & & 100% 10.3% 37.8% 53.9% 53.9%

*HGMD FE45653 DM 5%, F{uEEFSE < 0.5%

SR ARVINE FAMHRIERE RIS XN F

A B C
FHERE ST BEIE BN REIERNTUTEEREE

80% 100%

o
o
3°

= IPAEHY 20X ERAEMY 30X i read . NextSeq 550 NovaSeq 6000
PR oy =% mEsx mEx X
3 70% A 3 90% e e e SEE SP S1 S2 S4
© N4
o o R
=2 o S g >93% > 88% > 60X 6Gb 20 41 8 208 500
O A4
R o
1@‘ i Lm > 94% > 92% > 85X 9Gb 13 27 55 138 333
> 50% = 70%
= 8o > 96% >95% > 110X 15Gb 8 6 33 83 200
= a7
40% L/]_H %
30% 50%

18 8 & 18 8 &

2. HENHHEFHIBREERMESENLLEME, A) SureSelect IRFRIFFINE F4H V4 (CRE V4) IRERTEEEE, RIEBEFH M
FIRFEIENIASR, B) CRE V4 MR MHHBHNFEBEE, BEIFEA 9 Gb MEHIEITEEEE/D 30 1 reads BIBEIRHE B D LERE =,
C) CRE V4 EEHBNRIIHRIEREMMIERE, S6EsMIILT, IXUEEEFNIETHNFE, EBERXNFRETHENNY G
EHEMNERIITNRE. A SureSelect XT HS2 DNA BEmREFIIEIRAS, LL 200 ng KB HapMap HERAERLE DNA {EARIEM L,
WY 1 B 8 ERMFEMINEFAETEXE, FREXETE lllumina HiSeq 4000 5 NovaSeq 6000 _ELL 2 x 150 bp B I#HITIE



N ERREX IR I E B &
> 20X MERENIGREEIRE 2L

OMIM EI[A CDS
COSMIC f=iEEA CDS
Clinvar X CDS

ACMG 73 NE[EA CDS ® CRE V4 (9 Gb)
B CREV4 (6 Gb)

R/ T (6 Gb)

CRE V4 /NBYE[RIZH CDS
ClinVar P/LP NC &%

ACMG 73 NEER NC Z =

HGMD DM NC Z&*
75% 80% 85% 90% 95% 100%

3. EREMBEIRKREERNS. XTKE OMIM. COSMIC. ClinVar. ACMG # HGMD HIEim+Ex 4R, SureSelect IRERAFFTINE
F4H V4 (CRE V4) 1£ 2 20X MFARE TR T oM FIEER, £ CRE V4 A SureSelect XT HS2 DNA #AFEFIERR S, HEA
N T A9 Exome 2.0 Plus FIFEX RSN R ARZIAFEYT 1 ERREMRIEFEHEENF, FrEXESE lllumina HiSeq 4000 T
NovaSeq 6000 ELL 2 x 150 bp BUEKFHI TN, HZAEX 9 Gb A1 6 Gb JUFEHIEHITHM . 6 Gb MEHIBHELT CRE V4 ERAR AN
145X [RIABER, WTMHNE T, 18U TF 160X RIEBEE, CDS: HIEESI; NC: IE4HD

*HGMD FE4853 DM 57, F(uEEFE < 0.5%

:I:
SOISELER
BEY—M BERE

22 130

20 110
R i
Iﬂli(:‘i 1.8 KK 90
= 3
2 o
[e0)
T 16 E 70
3 I
L

14 50

12 30

gDNA 21m ERAEF  HapMap gDNA ERE T HapMap

(n=8) (n=11) (n=2) (n=10) (n=8) (n 11) (n=2) (n=10)

g 4. REIGFERNERENEFAFTIBIREIR. SureSelect IGFRARINE T4 V4 (CRE V4) A AZMIRKRIFRiIEHHER—HH~F
B3Ik 1%ERE. CRE V4 EEXEH HapMap H@M—RIIRRESRER, BF2M. MRET UMK BEMEMIVERLS DNA (gDNA),
XU R BT WGS 1 WES #4177 RIE. FTEXEE lllumina NovaSeq 6000 _ELL 2 x 150 bp BRI TN, Fra=F2<EX 15 Gb il

FEUREHIT DT, SEMERMALL, MRl TH gDNA ERFRIEFESNERE, S fold-80 HEMNPEES, i read FEER



& 3. AT SNV FHENERKACMAIIRA I ITIERE, SureSelect ImPRIAFTINE F4H V4 (CRE V4) EEHEMRBUE. HFEMMBAMETUNIE
(PPV), ERTBIZERETR (SNV) FHENERLK (indel) #0l, FA HapMap HES4ERL CRE V4 BEE, FH1E lllumina NovaSeq 6000 _E
A2 x 150 bp BAEHITNF. FIEHFAEL 15 Gb MFEHIBHIT O

NA12878 NA24143 NA24149 NA24385 NA24631 NA24695
SNV
RYE 97.6% 97.5% 97.7% 97.6% 97.2% 97.3%
R 100% 100% 100% 100% 100% 100%
PPV 98.8% 99.0% 99.0% 98.8% 99.0% 98.9%
BN
REYE 90.4% 88.7% 89.6% 87.7% 93.1% 90.0%
FERM 100% 100% 100% 100% 100% 100%
PPV 95.6% 96.2% 95.7% 96.2% 99.1% 96.9%

K 4. IGRERPEEN—EM, SureSelect IRARAZINE F4H V4 (CRE V4) BT LUSTIILLATEDT WGS #1 WES #23IAY SNVs A1 CNVs. FF8
GRS (RMAMEFERPIZENAY gDNA) 4% CRE V4 EEXE, FE lllumina NovaSeq 6000 LA 2 x 150 bp IRE#H I TNE. FTE
B GREX 15 Gb MFFEIRHIT M, FHEMA Alissa Reporter H{TEZR 0. IRFRERPLFIEMMIAN SNVs CGRE/R) 1 CNVs I NIE]

HmER CNV X5 CNV E[F CNV k) CNV 28!
gDNA 16q22.1 188 NEE 20.28 Mb 0
16p13.3 51 NER 1.05Mb (LSS

gDNA 14q13.3 GALC 22.1kb [ES

gDNA 2p21 MSH2. KCNK12 124.2 kb [ES

=il Xp21.1 DMD 102.9 kb [N
DPEP1. CHMP1A. SPATA33.

gDNA 16q24.3 CDK10. SPATA2L. VPS9D1. 157.3 kb [ES
VPS9D1-AS1. ZNF276. FANCA

=il 8q21.11-q21.12 GDAP1 218.2 kb 0




GEEMAEETIl
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H S X EHE

X EHESNEFHFTIRHEIR

Magnis SureSelect XT HS2
ImARBRFIINE F40 V4

SureSelect XT HS2 SEHI&M
EEEHHBRIRAIR

#am QC

|

Ll -

SureSelect IIFRMFINE F4H V4

Bzt
B
‘ & e Hj&

BFEANET BREIEITH
Magnis RZEMATFEBE BN
i&1789 Bravo ¥ &

FAF A QC B9 TapeStation
# Femto Pulse #%t

BRTENNFTE = & :
SureSelect £33 lllumina SUFAGETT 116, =i —
FH3% 2 MGI/Complete Genomics. E— ==
Element Biosciences #1 Pacific Biosciences FETEDNHERR S,

mARE S FRHFRHUZEN “FmEkRE" TERRE, #—FPRSSH

Alissa Reporter

BORR IS X AT SNV/AB NGRS 2 FACER CNY

Alissa Interpret

R SRR S,
RRBIRENEI LR PR SR R (5285

5. RER—HNEN “HmEEIRE” TIERE. SureSelect IRFRMZTINE F4H V4 (CRE V4) AJ5 Bravo 1 Magnis Bohi&& UKk
Alissa IGKEER2FAEEER, BIEITHE, CRE V4 £ Bravo BHfLRIAMIET S FAIRIMNSIIE ML, ERTSEENA, X
2 60 DM FEhIRERTEIBIRI AME S IA 96 PMEM. Magnis SureSelectXT HS2 CRE V4 i#7 &6 & BT Magnis NGS X EHIERSLH

HFEMMIE D EBH. R

EXE, BERFREARNFE—Z T, MEEILTE lllumina MEN L#1T. 8E, PIUERE DT

10 PP F R ERS BRI AT e AN ER IR B, AfG, Magnis RAAERITEARZE] 9 /NISALRM 8 NMINEFAHE

BIVREXERIATE, £ MG

DNBSEQ JUE1X. Element Biosciences AVITI &zUIE{X 8}, Pacific Biosciences Onso I &4t Ei#1TIF, Alissa Reporter #1 Alissa

Interpret AIIR A IRIRE R 2T B5h1

TWER

TRHK,. HEMHR, F9TFRESHIARE

GRS IR HAERAT R

=it ee’ 16 R L 96 R Rz 96 XKz, BN
SureSelect XT HS IfGFRFFZTIMNEF4A V4 5280-0020 5280-0021 5280-0022
=it Be’ 2 RERL 12 RER 12R%32, B
SureSelect XT PreCap IGFKRAFRINE F4H V4 5280-0029 5280-0030 5280-0031
=it EA 32 RIRKL 96 R KL

Magnis SureSelect XT HS2 DNA CRE V4 ILM G9775A G9775B

FEmitEA

Magnis NGS X EHI& R4t BXRIHE

Bravo NGS Ty (iEIR A) BARHE

Bravo NGS T{Eih (i%£IR B) BRHE

Alissa Reporter BRAHE

Alissa Interpret BRAHE

" SureSelect XT HS REHAATAITIREFR, SureSelect XT BFH AT RZEAS

www.agilent.com/genomics

(ERIERER. FRTFIRRIZ AR,

Alissa Interpret @&EH | EEARETEM. KNI CE IVD LUK
EARFEAFILA | 28 IVD 284

PR7001-1079

AXHHER. HRAMETNEEE, BABITEN.
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800-820-3278, 400-820-3278 (FHLAF)
BRARAT:

LSCA-China_800@agilent.com

ELRam:

www.agilent.com/chem/erfq-cn

- Agilent

Trusted Answers


http://www.agilent.com/chem/contactus-cn
mailto:LSCA-China_800@agilent.com
http://www.agilent.com/chem/erfq-cn

