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lllumina DNA Prep with Exome 2.5 Enrichment 24255552

AT EENEERN DNA DNA-eBLT &4
B AKLINB TR (WES) SR, B HE N MRS e .
B X5 TR S S NS EMRA T REMERIIR '
SE— LR TEFIRI—265) (B 1) olllumina #5575 575 I i
FHRAFNHRHN—RFIBHLFA lumina DNA Prep = —
with Exome 2.5 Enrichment MIZEX8IEEZE DNA (gDNA) 5 ”””’\
EEENMRIERBNTTE, &S RSB S & FRECELNMERE
WEER, AEBHTARFIEFASE (2, llumina \
DNA Prep with Enrichment tF AR ZIFERNIERERA _ —
DNA (> 50 ng) BVFmE, BT EENETRERELL N
FATRET, WS EBENINE FAEREIINNF TR TR

it > EE®T NovaSeq™ 6000 System.NextSeqg™ 1000 —_ —_

System. NextSeq 2000 System 3§ NextSeq 550 System i ERRAIRE, ARTARRE

1T, BIRERRA DRAGEN" Z&ATAFRITERK .2 2 BEENETARCN N ENERIINETAESE — BRTEEME

X FEEBR, Emedgene &R ARIAEREATEGE (XAl H ERMERVE LR (eBLT) RN SH9—MIIRCR AL JEFTFEH DNA

B ERiE N EFH SNP EEBIRIEMIRS. HRBANEAERENNZ M. EHTATHEREE LG, HETF
B ERIPI R FF.

1
L1l

HEm FEMERNE FAE DTEE BRI &

I ) LIBLIL J_L
BRI ERSA DNA, lllumina DNA Prep NovaSeq 6000, DRAGEN Enrichment R FAf2 & Emedgene
E M I Bk IR BN A with Exome 2.5 NextSeq 2000, NextSeq 1000,
Enrichment Bk NextSeq 550 System

1: MEREIRE, RF—PETEMNEE — llumina Z3F—I5T0AY WES TERIZ.I2ENRY gDNA (Si% B E i IREURIERIZ M IR S E R TR 2 E B9
DNA) 22 lllumina DNA Prep with Exome 2.5 Enrichment BUSCESIERINAEE L AIEA T —R VBT A RIBIEFEE FE KT lllumina (Y23
#TR . f82F DRAGEN Enrichment N AIEFHRIT/ERIRIRI Z R DT ME R0 H . W T E(E 5, Al Emedgene #HTEMBIFIRKR S,

* EEMBMERIRERZREMFA Flex Lysis A&, FIRHIER
MIZENEY gDNA (MIFMIKREER) 4. XFIURFIMER, 148
AEERAFEmREMR.
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lllumina DNA Prep with Exome 2.5 Enrichment %+, &
HESSRMEENIETAESE SNP E&5. AFIZFEMTHY
Twist Bioscience for lllumina Exome 2.5 Panel tt lllumina
Exome Panel /], BE T W A HEIRE RIRENE FAVEEAT
XEER (R 1 M5k 2) XMAE T MBS TSN
FEfTHEARENENE R, RSN LEBIWESHAS
(& 3)o

Twist Bioscience for lllumina Exome 2.5 Panel ®zE3XH
RefSeq. HiR4RF3FE7! (Consensus Coding Sequence, {E#F
CCDS) EEHEFEEXFSERAFF = (American College
of Medical Genetics and Genomics, f&#k ACMG) . EEfER
4ARZR T H S (Catalog of Somatic Mutations in Cancer,
E# COSMIC) Z B fEEAEZ (Cancer Gene Census, &K
CGC) MTEL AL FHE/RiESE (Online Mendelian Inheritance
in Man, fE#F OMIM) #iBERIEEAmIDES (CDS)(ER 1),
FHFRIER T Clinvar 1 ACMG #IEETIRSMBURIES A
BEBURMER (58 2) .

JBIITE lllumina DNA Prep with Exome 2.5 Enrichment
YERIZREA Twist Bioscience for lllumina Mitochondrial
Panel TENEIRETER] SNP £4, o] LIRS N RIAE
KR (chrM) BIEZ.Mitochondrial Panel 12HXF chrM K&
73 16,659 bp B9 37 MERNEEES, DIFXTLAAE DNA
(MIDNA) ZERHITEEMINF

& 1. FFB Twist Bioscience for lllumina Exome
2.5 Panel, LLEHN LRI AN BEAR X 878 25

Twist Bioscience

. [llumina
SNEBF4H SNP &5 for lllumina Exome
2 5 Panel Exome Panel
KN 37.5Mb 45 Mb
RefSeq CDS® 99.1% 98.2%
CCDS CDSs* 99.9% 99.5%
ACMG 73 genes
s 99.9% 99.3%
CDS
COSMIC Cancer
99.9% 99.3%
Gene Census CDS® 7
OMIM® 99.1% 97.7%

7 2: Twist Bioscience for lllumina Exome 2.5 Panel
REFFIRKARIAS

ClinVar Bt /ATREBURIE I & CDS> 98.6%

ACMG 73 Bum !t/ FIREZRIEE = CDS> 99.9%

a. ClinVar AHMERETARTRMRA ZENXRR, HIZRHZFIHEE. BHtE/A
BEBURIE T RERIE ClinVar DEIERmHTIREH.

b. ACMG Humit/AIse BRIt ERIIREET ACMG EEEESRIFYIS Clinvar 5
A/ FTRR BRI LR 2 BNEB LR,

x 3 wAShEFNERAY HHFEEE S Exome 2.5 Enrichment X EE £

NextSeq 550 System®

NextSeq 2000 System

NovaSeq 6000 System

it ek
=R . R
e St p2c P3 SP S1 S2 S4
50X 6 19 19 57 34 69 176 428°
100X 3 9 9 28 17 34 88 214
200X 1 4 4 14 8 17 45 109

a. FUELAERET 2 X 101 bp BIFERKE, RIBHEANAEIKRITESH. FRMEEFRETIERELAE. HAMF R X EREUNE FAMRIENEIRNF SIS,
7£ NovaSeq 6000 System _EfEF S4 RENEIRENSEFRALHE, H RIS E AN ERFIRED IR T HElfT,

b. NextSeq 550 i#FfI&3Z#F 2 X 150 bp A ERKE,
c. EEtEEN RIEEM P2 MENEHAITE NextSeq 1000 System 1,
d. BEXAZNEEXEFTEGERMIMITE,

REBHMER, TEIBTI2HIEF.
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CosnIc B oo |
AIREBUR EE S CDS
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lllumina DNA Prep with Exome 2.5 Enrichment EIIH
THENEELKRDMIEEE. A llumina DNA Prep with
Exome 2.5 Enrichment {72 ABEMIBY Twist Bioscience
for lllumina Exome 2.5 Panel We&s 7 #UifE (Zx32A1E] /9 1.5 /)
BYEL 16 /NBY) o A T #TELER, EERFRIEHY lllumina Exome
Panel #1770, Br T B FERANKREEREME 1.5 )
NZZMBEFRERRE] 58°C 4, EFmEEMIRIERIZ 2
B9 (TEE 4 FE 5 FARAEP 1.5 hr)o

DRAGEN Enrichment A2 Picard &E"RIMEREIEIR
E/, llumina DNA Prep with Exome 2.5 Enrichment B2#&
Twist Bioscience for lllumina Exome 2.5 Panel iR§tpY=] %
5 R EE HEEAT A BRIV B D bR E (E Tt R BRpEd T
R DB — R R EEN B D AR E— IR E = N
Bk, BRI T HENTIEEREEE (B 4),
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4: lllumina DNAPrep with Exome 2.5 Enrichment 28 &M E &R 5347 4 8E — lllumina DNA Prep with Exome 2.5 Enrichment £ 1.5 /)\BY (
1) 5016 /)\BY (I 68) Z32818], 5 llumina Exome Panel (IEP 1.5 hr, 7k ) 48EL, BRH 738 ARIMEAE. DRAGEN 517 (A) BN — R EREEM B L
(45 %, 150 bp HE#A/Y ;(B) EANE—TREEENE DL (4 %, 150 bp AN ;(C) FITEZRREPicard $515: (D) ME—Lbxd A ERAgimT
WERBAD LA S4 MENETE NovaSeq 6000 System EXSEEXEFHITIF, it 5 Gb (50M MK B, 25M 7%) , A EEKE 9 2 X 101 bp.
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FREMBY—E

IMY D HEREA, 5 lllumina Exome Panel #8EL, lllumina DNA ZRAZAYE]) /9 1.5 /NESA] 16 /NBSBYIE R T RE—3K, REANINE
Prep with Exome 2.5 Enrichment BB HENEERES—M BILAMEA 1.5 NBRAEEBRIIR TIEMAZ, 8] LU At
(& 5).lllumina DNA Prep with Exome 2.5 Enrichment a] KEIR WRXEEEMIBNTIERENE -
ERLISONES, £ 20 BRESNHERE MEESRE

BB K fold-80 MESI A MRS EZEATT DL,
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158 16 JNET IEP 1.5 1.5 e 16 B IEP 1.5 e 15N 16 /N IEP 1.5 /e
2.5 5%
100%
90% .
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<H§ 70% R 20 R
W 60% i ko s%
[ 5 E B
50% s ]
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= ° 15
e 30% k) i
B 20% & B o
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0% . . 1.0 0%
104 2044 3044 40 50£% 1.5 /e 16 /B IEP 1.5 /e 1.5 MEF 16 4SS IEP 1.5 e
BERE

5 EAZ LA A IHAIE R TP EEAIE EEMY—M — lllumina DNA Prep with Exome 2.5 Enrichment /3 1.5 /\BS (IB6) 3¢ 16 /)\6Y
(&) Zx22hYiE], SEF#EITAY llumina Exome Panel (IEP 1.5 hr, k&) izf748LL, Bt 7 HENEZE—M. DRAGEN 1515: (A) BEEI—I14E(
Bt > 0.2 BFYEEX) ;(B) 20 FUESFRE FTHEMEZE L ;(C) 50 B EERE TR EE & 9 th.Picard #8#5: (D) 10 £2.20 3.3
3. 40 &M 50 FEZRE FREERHE B S LL; (E) fold-80 WA (BIESERILATT 80% MITHEIRE FX LR P FI9E S KR EBIARSH
BEER) ;(F) SEEMATME DL EA S4 MEIEE NovaSeq 6000 System X EEXEFHITNRE, HH 9 5 Gb (50M IR H ER, 25M #5) , &
ESKER 2 X 101 bps
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ARk DNA AB%HZ DNA M=, F4ARThEEEANE
E.5 Exome Panel #8LL, Twist Bioscience for lllumina
Mitochondrial Panel BJLEFRRBNRE TEMH, BIHARE
MtDNA BEENZEEM AN E FAFIgEnEEE D
BEEXH—E6),

[ EETEE B Ea—
70 100%

65 100%

60 o [, | 99%
55 99%
50 98%
45 98%
40 97%
35 97%
30 96%
25 96%
20 95%

MIDNAAEFA 11 110 1:100 1:500 1:1000
panel Lt

mMIDNAAEF  75.47 14.79 3.77 2.62 2.48
ABER

AT FHFH
LIREZRE(x)

AETFHBEEHY—H
(% > 0.2 1)

E 6. RO BFHEES, BINENAEES — FREN Twist
Bioscience for lllumina Exome 2.5 Panel #1 Twist Bioscience for
lllumina Mitochondrial Panel Lt 3 /R H—E9N & FHFIE R B =
E(EH) MBEEY—M EL) EAM 111 3 1:1000 B9 mtDNA 55b
EF2H SNP &£ &L, 77 16 /NBIHIZRRZ R AHXTRE Coriell Institute
B9 72 D AR4HAB R DNA AN (NA24143.NA24149 FINA24385)
BTTEE (6 x 12 BRANE) ELAEA 5 Cb LR S4 mohiE
£ NovaSeq 6000 System EXIFRE 72 T BRI ERFHTT 7N
%, #455 /3 DRAGEN Enrichment N RBEFEHIT T 2L
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lllumina DNA Prep with Exome 2.5 Enrichment
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Emedgene =H 0
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[llumina DNA Prep with Exome 2.5

Enrichment, (S) Tagmentation Set B (96 ¥ 20077595
&, 12 8) @

lllumina DNA Prep with Exome 2.5

Enrichment, (S) Tagmentation Set D (96 ¥ 20077596
&, 12 &) °

Flex Lysis Reagent Kit (96 /X [z [i7) © 20018706
[llumina DNA/RNA UD Indexes Set A,

Tagmentation (96 MFE, 96 MEMR) © 20091654
Illumina DNA/RNA UD Indexes Set B,

Tagmentation (96 MF%, 96 MEm) © 20091656
[llumina DNA/RNA UD Indexes Set C,

Tagmentation (96 MF%, 96 M¥dm) © 20091658
lllumina DNA/RNA UD Indexes Set D,

Tagmentation (96 “MF%, 96 M¥dm) © 20091650
Twist Bioscience for lllumina Mitochondrial 20093180

Panel (96 M¥f, 12 E)

a. iXFIEME llumina DNA Prep with Enrichment XEGIER 2. BT 5IE/
WAV lllumina Purification Beads. Twist Bioscience for lllumina Exome 2.5
Panel B8R, MUR—MRr&EELR.

b. WFEHENMRHAN, FEERZLTIR.

c. FiRERERETRMNRES,

d. Twist Bioscience for lllumina Mitochondrial Panel &% 32 ul WEIZERES, B
LU#ETT 8 R R (BRDBIER 4 1) o
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Illumina. lllumina DNA Prep with Enrichment Data Sheet.
illumina.com/content/dam/illumina/gcs/assembled-
assets/marketing-literature/illumina-dna-prep-for-
enrichment-770-2020-010/illumina-dna-prep-enrichment-
data-sheet-770-2020-010.pdf. 2020 10 B 29 HA %, 2023
F£7 827 BEFE,

Mehio R, Ruehle M, Catreux S, et al. DRAGEN Wins at
PrecisionFDA Truth Challenge V2 Showcase Accuracy Gains
from Alt-aware Mapping and Graph Reference Genomes.
illumina.com/science/genomics-research/articles/dragen-
wins-precisionfda-challenge-accuracy-gains. 20214 6 B 2
BH&#h, 2023 F£7 B 27 BE#H,

NIH National Library of Medcine. RefSeq: NCBI Reference
Sequence Database. NCBI website. ncbi.nim.nih.gov/refseq.
2023 7 B 18 HE#1, 2023 £ 7 B 27 BEH,

CCDS - Consensus CDS (CCDS) Database. NCBI website.
ncbi.nim.nih.gov/projects/CCDS/CcdsBrowse.cgi. 2022 £ 11
B 9 HE#. 2023 7 A 27 BEH,

NIH National Library of Medicine. ACMG Recommendations
for Reporting of Secondary Findings in Clinical Exome and
Genome Sequencing. NCBI website. ncbi.nlm.nih.gov/clinvar/
docs/acmg. 2023 £ 6 B 27 HE#1, 2023 F£7 A 27 B&E#,
Catalog of Somatic Mutations in Cancer (COSMIC). COSMIC
website. cancer.sanger.ac.uk/cosmic/download. 2023 &£ 5 B
23 B&7h, 2023 %7 A 27 BE#,

Cancer Gene Census. COSMIC website. cancer.sanger.ac.uk/
census. 2023 £ 5 B 23 HA&7. 2023 F 7 B 27 HE#.
Catalog of Human Genes and Genetic Disorders. OMIM
website. omim.org. 2023 £ 7 B 26 H¥E#. 2023 F7 B 27 H
Bifo

Clinvar Database. NCBI website. nchi.nlm.nih.gov/clinvar.
2023 %7 B 24 HE#, 2023 7 B 27 BEH,

Genome Analysis Toolkit (GATK). The Broad Institute. gatk.
broadinstitute.org/hc/en-us/articles/360037428871-
CollectHsMetrics-Picard. 2020 £ 1 8 7 H& R, 2023 F 7 A
27 BE5,

M-GL-00002 CHS v4.0 | 7


mailto:techsupport@illumina.com
http://www.illumina.com
http://www.illumina.com/company/legal.html
http://www.illumina.com/company/legal.html
https://www.illumina.com/content/dam/illumina/gcs/assembled-assets/marketing-literature/illumina-dna-prep-for-enrichment-770-2020-010/illumina-dna-prep-enrichment-data-sheet-770-2020-010.pdf.
https://www.illumina.com/content/dam/illumina/gcs/assembled-assets/marketing-literature/illumina-dna-prep-for-enrichment-770-2020-010/illumina-dna-prep-enrichment-data-sheet-770-2020-010.pdf.
https://www.illumina.com/content/dam/illumina/gcs/assembled-assets/marketing-literature/illumina-dna-prep-for-enrichment-770-2020-010/illumina-dna-prep-enrichment-data-sheet-770-2020-010.pdf.
https://www.illumina.com/content/dam/illumina/gcs/assembled-assets/marketing-literature/illumina-dna-prep-for-enrichment-770-2020-010/illumina-dna-prep-enrichment-data-sheet-770-2020-010.pdf.
https://www.illumina.com/science/genomics-research/articles/dragen-wins-precisionfda-challenge-accuracy-gains.html
https://www.illumina.com/science/genomics-research/articles/dragen-wins-precisionfda-challenge-accuracy-gains.html
http://ncbi.nlm.nih.gov/refseq
http://ncbi.nlm.nih.gov/projects/CCDS/CcdsBrowse.cgi
https://www.ncbi.nlm.nih.gov/clinvar/docs/acmg/.
https://www.ncbi.nlm.nih.gov/clinvar/docs/acmg/.
https://cancer.sanger.ac.uk/cosmic/download
http://cancer.sanger.ac.uk/census
http://cancer.sanger.ac.uk/census
http://omim.org
http://ncbi.nlm.nih.gov/clinvar
http://gatk.broadinstitute.org/hc/en-us/articles/360037428871-CollectHsMetrics-Picard
http://gatk.broadinstitute.org/hc/en-us/articles/360037428871-CollectHsMetrics-Picard
http://gatk.broadinstitute.org/hc/en-us/articles/360037428871-CollectHsMetrics-Picard

