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NEXTSEQ 1000 & NEXTSEQ 2000 A& AlEA &2M

AT

NextSeq 1000 & NextSeq 2000 A& A& A (exome
sequencing) 2882 |8 K|(genome)2| LA A

P (protein-coding region) A7 E X|25H7| 2/ DNA
2to|E2{2| ZH|EE H0|E MK ™ THAIE o2
Ztaot QISR E X|RELICE 0] £2440)= FHolt

HIOIH SEE MS5H| 26t LAIE MESH= llluminall
KEMICH Al2 A (next-generation sequencing, NGS) 712,
sequencing by synthesis(SBS) chemistryS /& s}st
M=Z2 XLEAP-SBS™ chemistry?t 4 &} &LICH O|HE
Moot E2 dE AHeX= YTk (population
genetics) &7, R gt A7, &F AT S FHe(ot A7
EOFOf|A] T B2 ¥0|(true coding variant)2| 210
FEYLICE O] ST I IERR = IASE 2to|ER{2] =H|Qt
ollE QIZ|X|HE (enrichment) THA|, HERH +2M &f= 7o
A A O2(0 HED Feko Ho|E 24 tiAl=2 A0
ASLICHIZ! ). NextSeq 1000 2! NextSeq 2000 Al
AHY E2H2 A9 21 AIZIPtE @75t= 12

—
SOISHT ZBHQI A o1 wHelLICE

o

PCHSID HEHOl YAERS

NextSeq 1000 % NextSeq 2000 A& A|&A £282
UATHE SE IEERRE MBS AFXPIE by g F oyt

=Y o+ U= o FLICL o] YIZ=2+= lllumina DNA Prep
with Exome 2.5 Enrichment™@ 22 2fo|=22{2| T

= M

* F|E0{= lllumina DNA Prep with Enrichment®} Twist Bioscience
for lllumina Exome 2.5 Panel0| Z8t&|0f Q2.

2to|E2{2| ZH|

XLEAP-SBS chemistryE 283l Zt2siT A} F222RE
H&3H= NextSeq 1000 % NextSeq 2000 A|AE

7|EE AFE5H= 210[E8{2] FH| 3! A& QIZ|X|HE A=
AZEFEILICE 022 &H|E 210|282 E22 Ao

229t = NextSeq 1000 &= NextSeq 2000 A|AEIOA]
AZASHE THAIILICHOR 2). NextSeq 1000 % NextSeq
2000 A|AEIS XL E Qo [t Al 19| RES
Y = UES Ot AN 222 4 F 42 MSot
USLICE OEXeto 2 HH (alignment) 3! #10] A= (variant
calling)2 Z&dt= CIO|E 24 tHAl= ZHHSEA| 717]01| ALt
BaseSpace™ Sequence Hub E= lllumina Connected
AnalyticsE Sdlf 22F2A 20l A DRAGEN™ Enrichment
IO Z2telo 2 RIetLICE

Hlo|E| £4

lllumina DNA Prep with

Exome 2.5 Enrichment:
of 6AIZE 2R

(==Y 2412t Ojgk 23

T2 1: NextSeq 1000 % NextSeq 2000 & AIEA FZ22 — 0f
s AH HAE

ob 714 2401 NextSeq 1000 % NextSeq 2000 A[AR CHA|
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NEXTSEQ 1000 & NEXTSEQ 2000 A& AlEA &2M

Ztasiel Blo|2a2| ZH| Y o ol2XHE
S

lllumina DNA Prep with Exome 2.5 Enrichment&=
llluminaQl B|= &gt EaHA T E(bead-linked transposome,
BLT) chemistryE A& A0 2t0|Eef2| =8| THAI2F Twist
Bioscience for lllumina Exome 2.5 PanelS A2t A&
QIZIX|HE THAE otLtC| B2 Sgtot 7|EQILICE 10 ngft
AHESE A A& AHHE[X|E MSSH= lllumina DNA
Prep with Exome 2.5 Enrichment= &2 A &3t DNA
MEg HofstHME 24 A &2 AHH2X| 7Y d(coverage
uniformity) 2t QIZIX|HE Hlg S s FL|CH Lot KElIE
HOIE 2 0IZE2 ASSIE 2 oM &l AL Ho|e}f 5|7
HIMIE (somatic) HOIE AlEHg 4 UGLICH.

2H|= EfIHIE|0]M(On-bead tagmentation) 7|=0]
HEE|0f 210 DNA EHst(fragmentation)E 28t 22X
HEh(shearing) 20| HQOIX| gt O = 247t D|EHS)

T2 Ay AlZtS Zaksl o 6AIZH0] AR 5= 7HAst
IEERE MSYLICL oHH HFXH= lllumina DNA Prep
with Enrichment®t CHE A& TiE S SH AFESH T O[2{ot
st R EER0 20 HIO[E SRE Y = USLICL
0| B< Agilent, Twist Bioscience, Integrated DNA
Technologies(IDT) & Ctot A9 THE 2HIXE MEls] =
2 UASLICHIET).

NextSeq 1000 % NextSeq 2000 A|AH

NextSeq 1000 2 NextSeq 2000 A|AEIS ol A A
ISERE 7taste = A2 RUAE AF10 JASLICH
IE IAITH EHQBEK| QfoF A|ARI 2 51 A|ZF0f 1020/ xH Z2|X]
AGLICE NextSeq 2000 A|AEIOA P4 Al2fS AFESHD

100 bp 20|28 HO{= A= 2|=(paired-end read)E MEHSHH
OF 45710] MES oF 34AI7t otof] AJHATH 4 UELICE

il

CESH NextSeq 1000 % NextSeq 2000 A|AEI2 [llumina &
EFARS] Crefot 2to|E2i2| I3 7| EQt oot 7HEotH |t
OfZ2|A|0| 7t Tets XA LICE H7PAh= A AR, 83
AlE A (bulk sequencing), TFM|ZE RNA A2 A (single-cell
RNA sequencing, scRNA-Seq) § ZZHE 7t & Hetad
= Ao = AL AF AT HMAK|(transcriptome) AlH &S
=HSIO] AHE HO[IF MAFS (transcript) 2] 290 S&2

=X S8 ol 2 4 AUsLIck

1

t MelZe s 1o
Qolof afet folg 4

=719F A= 2f0|E2{2| ZH J|E S o2
o

|1
=

g

H 1o mE ALY

e Illumina

= Exome 2.5  Agilent Twist IDT
Ex|a

e Panel°

g 27| 37.5Mb 36 Mb 33 Mb 39 Mb
ZZ2" 37| 120 bp N/A 120 bp 120 bp
ZIEHZER dsDNA RNA dsDNA ssDNA
OIE|X|HE 5t A7t e 1.5~
(Hyb) AlZt 1.5AI12t 1612t 1.5A12¢ 16412+
& i HH|0f AHZE|= Cl|O|E{H|0]Ac

RefSeq' 99.1% 99.88%  99.08% 99.45%

GENCODE? 98.02% 97.29%  96.01% 96.82%

ccDs® 99.90% 99.91%  99.76% 99.67%
ucsc
Known 99.89% 98.72%  97.63% 98.13%
Genes*
Clinvar® 98.60% 73.41%  72.56% 72.90%

a. g 37] = Ep2 Q| HA| AlZA Zo|; TEE 37| = QIR[X|HE
8t0|=22| =3} (hybridization, Hyb) Z2H9| 20| T2H ZR - I2-
22| 0%22|2E|=(oligonucleotide)= RNA, DNA, £ 7tEf(single stranded,
ss) fE= 0|F 7tEf(double stranded, ds)¥ 4= U3,

b. Twist Bioscience for lllumina Exome 2.5 Panel

c. Zt & 0| A= HIO[EH|0| A2 %S 2|0

llluminas of2] A|ZA ofE2|AH0|H8 Eolf LA El
HOIE A3 4 Q= CiYst =Y lllumina EX
ﬁ

=
7l B WOl 4z xel

Tl 3g Holgt 7Y
sequence)2t= CHE H&st H|0|A =(base call)2
olofLch = 2Y 2k (false positive; #0|7}
AEE[UX| 0 HRZ2= EXSHK| b ER)0ILE /S X(false
negative; HO[t M| 2= EXHSHA| O HEEX| I 2 E2)0
ObELIC AARC 2|2 = HIE0| O eI 24
Z430| HRsh| 20 Of 22 |81 MY A|7Ho| S|
EILICE HHH A AEIS] 22k = H|E0| £CH M| 0§
BHE X0l HAO|LE 5B S M AE=|XI(homopolymer
stretch)7t ZHE0] = G0 M= Q0 HEE HAESH
2ot 4= UGLICE Tl TY Holo| HERL =2 EEQ
gtol=ef2| =H| 8 QIZ[A|HE M1t =2 A|FA 8l 2%t

24 Yoot SIEHE0{0F gLt

rg MU og
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=13
=21

XLEAP-SBS chemistryS £t M2

Ho

NextSeq 1000 & NextSeq 2000 A|AEI0|= SHIH K| 71E
w20 240t ZEO| ZEHot lllumina AIZA chemistry?!
XLEAP-SBS chemistry?t &} &LICE XLEAP-SBS
chemistryZl & & NextSeq 1000 %! NextSeq 2000
AAEI2 [lluminall MIXIEN A|ZA AA" & 2[E JHE M2
HIg0| £ 71 Bte 0| 2|=2 MATLICE NextSeq 1000
5! NextSeq 2000 A[AEI2 2 x 100 bpdi|Af 90% O] A2
7|(base)?t Q308 & M S HO|HH(IE 2), 240| 0§
T2 GY(0l: GC7t 2o FY L= ST SYH)UAM T
=2 HELE Y 0| =2 HIEE T I HO|IE HEY +
USLICHL H2 /AMED 2 2ISHES =4 B0
AR5 = A7 HIE S TA S FLICE O|MH Foft o[
S22 M&3sH= NextSeq 1000 2! NextSeq 2000 A|AHIS
MOl A& AEAN Ao HgfgLict.

USE lluminall NGS 7|&& &85t= NextSeq 1000 2!
NextSeq 2000 A|ARIE2 AFXIIF CHYSE AABIS Soll M El
HIOIHE H|WSHALE S = UAEE S ELICL OIE &

AT A= NextSeq 1000 2! NextSeq 2000 A|ABICZ Mot
ol AIEA HIO|HE BA IS A8 T o4 A7et
SSIALE NovaSeq™ X AlZ|2E 0|83 T2 AlE Al A
ARE Soff Y2 C0o|Het See = = USLICHE 3).

1 Q30 = #|0]2 =1,00071 & 2F7H 19 LHEH(F 99.9%2 Yetk).

DRAGEN Secondary AnalysisE £¢t 2249
Fd el

o A= NextSeq 1000 5! NextSeq 2000 A|AHIO] LHEHEl
lllumina® DRAGEN Secondary Analysis?t Xl&dst=
Metstn ZZM0|H =280l H|0|E 24 Ifo|Z2ielE Sdf
ol A HI0|EIS BA{SH 4 QI&LICE 0]0] precisionFDA
Truth Challenge V2 =42 &3¢l 50| 2EE DRAGEN
QIZOHEIA (informatics) 2 M2 XX SHEl SIEQ0] TH
dn2|Z (hardware accelerated algorithm)S tHEdSH
AFEXIZLHIOIHE EAISH= 2HEofl A Wiliet =~ Ql= ¥
olarg sl ds 10 Q2 QIEOfE|A HETH0| tiet QEdE W=
& JAES TtELIC

loT

DRAGEN Enrichment IO Z2t212 NextSeq 1000 %
NextSeq 2000 AIAENA MAE CIOJHE 2448 AIZA
Z(run)O| L1 24|17t O|LHOf| H=tstA| HO|E &L/t
(22 3). DRAGEN Enrichment IHO| X212 HAIE MEst=
Of & (mapping) 2 &2 HO| A= (small variant calling)

§ DRAGEN SF=2|0{= NextSeq 1000 2 NextSeq 2000 A[AEOf
LH&=[0] /2. DRAGEN 2t0[MA = 7(7|0f ZEE o] Qoo z Hr
TONTF HRDHK] g,

9 DRAGEN Secondary Analysis 20203 precisionFDA Truth
Challenge V20iA{ lllumina Al#A H|O|H Difficult-to-Map
Regions £22t All Benchmark Regions £&2| Best Performance

A8 e

F 2: dlS AJREA A Al NextSeq 1000 3 NextSeq 2000 A& It2to|E

H3 2E 2|E S 2|= 20| H|O|Ef Of3Ea 21 Efele HO|E S&le
NextSeq 1000/2000 P1 NED!
PP aics 100M 74 2 % 150 bp 30 Gb 17A12H
NextSeq 1000/2000 P2 INED
T i 400M 7 2 %100 bp 80 Gb 1942t
Q30 014 7| > 90%
NextSeq 2000 P3 A7t
XL EAP-aBS Alek 1.28 71 2 %100 bp 240 Gb 312t
NextSeq 2000 P4 1.88 7 2 %100 bp 360 Gb 34AI2t

XLEAP-SBS Alefd

M

a. OO|H otRXe SAF o2 HEE|= S2AH Y (cluster density)OllAl llluminall PhiX Control 2t0|221{2|E ALl ot 712
b. 21 EtI0fl= NextSeq 1000 % NextSeq 2000 A[AR O 2 alist 22| AE MM, AIRA H0|A 22 (base calling) A =l
c. Q-Score(Quality score, Z& H4)& llluminall PhiX Control 2t0|22{2|E AtEdH P2 +X|E 212 & s 2o

2 AUS. HH| 2ol 2N > Q309 7| HESS WRS Attt gL

d. P3 % P4= NextSeq 2000 AI2R0|MEH AFZ O] 7h5¢.

T
o
o
1o
o O

FoI S, HY 27|, 29 sk, 7[EH HY Lolof wep o[
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Hetr = H&5HH, Germline Mode® Somatic ModeE llluminas= 28t AMH|A 2L XS M3 AHEXE7E NextSeq
K@t ctes 22 = DRAGEN Enrichment 2 Saff & A=l 1000 2! NextSeq 2000 A|ARIZ ACHot @ 2HO 2 0|85t
CHAOIN BME A8 4 U0, ME Xe2| THAEE HIOo|E A ZE WSSHH, 24 7|s0 BH A E g & LS
24 Zu 20 CADIK] T Y222 7F ZEASHELICH S&LICh

BaseSpace Sequence Hub 2 Illumina Connected
AnalyticsE S3ll #%%[= DRAGEN Enrichment &2 .
KEXIO} AE ALK DEOf|A| MBtSH X B 0| Ol Hj0|AZ H 3: lllumina AJE & A|ABIS] Al A4 K22

Soff TEE 24 2o AlZfer 8l 7 F2 7|52 M3YLICh

AZA A AE AlZA Ao ST AL a
DRAGEN Enrichment ItO|Z2tQ10] MM St= HIO|E = P1 (300 cycles) oF 271
BaseSpace Sequence Hub 2! lllumina Connected
Ol FLOFSE & A £ A olD A LLSE A ol P2 (200 cycles) 1071
Analytics| Ctot & 2AM 310 HIZ P2 =8 AtES NextSeq 1000
. A E|
QI&LICE DRAGEN 244 0[2/0] = & 22t &2 Me Chefst NextSeq 2000 2= 530 (500 cycles) 307
HIO[E AlZtet, B4 8l 5] T+ E M3stH XEHoE MER
o A P4° (200 | 4574
AT EQIOE FUt5t UELICE cycles)
N 1.5B (200 cycles) oF 4174
. ) o
lluminall M2l 7|z X[
NovaSeq X Al2|=e 10B (200 cycles) oF 25074
ina= 210|222 Z=H| A|RA BEMo M2AS 2t
!|\Um|na|__._ I'EI— -I | o |, |\_ o,; —|01| |_O|_ ooeoxi 25B (300 cycles) oF 75074
SHE WX EE FAE MAER >F XpEE 2t
USLICE llluminall T XIZES NGS2t M MIA lllumina2l a mflxl’nlbﬁ‘xlfgf %'EH”}"%% ‘2}8 fgﬂ H"’f*ﬁ“‘j”’t’f‘i’ifi 70*1@?” Oéin
s - " +X|0[H, 2|2fe Q& mjde| 37 At%H=2to|Eeig| 3l 7| E S o2 29
20| Mefst= OfZ2|AH0[MA ot Ofs{=0] =11 Fof:t et ALO[& & 9IS,
AtAg 2= HE MH[A AX|L|O{(field service engineer, b. P33 P4= NextSeq 2000 AIAE0|ABH AFEO| 75 3t,
FSE)’ HIaLA OH%EH“OM_:Ii AfOIOJElﬁé(technical c. NovaSeqXPlus A|lAERI2 4= E22 M Zi(single flow cell run) X 7L E22 M
. . . . 2(dual flow cell run)& 25 XI@/gl. NovaSeq X A|AHIS A2 222 M 240t X[
ol = I M A
applications ?C'em'St'.TAS.)' == f)H E?WO' 2 d. /i 384742) 1R £ 1A unique dual index, UDI)S| ALBO| 758!,
AHOIRIE|AE(field applications scientist, FAS), A|AE NovaSeq X AI2IZ= 7l aol(lane) 2HS XISI02 O B M=o
MEE QMX|LI0], HHO[RIRZIHE|A (bioinformatics, ZEIZAH(multiplexing)0| 7+,

YHZES) HEH LT HEAZ HEZIRZ O|F M ASLIC
71 Ko 42 o AANCZ Hat MH|AE= F 59, 2210l
MH[A= HSRF =02 MSED ASLICH

DRAGEN Reports

< DRAGEN

Sample Report

Run name. Sample name. Creates on
4c265eeb7079055c4507014se5ebS AA091 2020111210:43

Number of SNVs Passing

Indels.

12! 3: DRAGEN Enrichment THO|Z2tQl — NextSeq 1000 2! NextSeq 2000 A A& LHO| AL} BaseSpace Sequence Hub &+ lllumina
Connected AnalyticsE Sdff 222 2HH0M AFEE 2= Q= DRAGEN Enrichment IO 2012 A S2IAF O A|2F 20| HA|E Mist= ofd &l
e Ho| dE F=EE B &

A MEYLICE Tt Hxtoll= AF8Y 4 gl&LICh M-GL-00479 v4.0KOR | 5
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Q0f

NextSeq 1000 % NextSeq 2000 A& A|&A £282

T FHO| HO| AHo|| A8 4= U= AT 720 HA ZFO

7ttt 5 IE=2RE MIYLICE £ NextSeq 1000
5! NextSeq 2000 2l& AlEA £ M2 NextSeq 1000 &
NextSeq 2000 A& AARIS A2F £ Bl @A} 0L
Aot XLEAP-SBS chemistry, =2 S22 2t0|22{2| &=H|
N RIZ[XHE S, W=D AFE0| 808t 24 AT EQO1E

— = [y =
SHLIZ ZEYSLICE
MM HE
oz A

lllumina DNA Prep with Exome 2.5 Enrichment
NextSeq 1000 & NextSeq 2000 A|Z A A|AH
DRAGEN Secondary Analysis

BaseSpace Sequence Hub |2 H|O|E

6 | M-GL-00479 v4.0 KOR
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M

HE 2=
NZEH 20 Hs HZY ZIE2 0 Ho
NextSeq 2000 Sequencing System 20038897 NextSeq 2000 P4 XLEAP-SBS Reagent Kit 20100992
(300 cycles)?
NextSeq 1000 Sequencing System 20038898
NextSeq 1000/2000 XLEAP-SBS Read and 20112856
NextSeq 1000 to NextSeq 2000 upgrade 20047256 Index Primers?
NextSeq 1000/2000 P1 XLEAP-SBS Reagent Kit NextSeq 1000/2000 XLEAP-SBS Index Primer
(100 cycles)?» 20100983 Kite 20112858
NextSeq 1000/2000 P1 XLEAP-SBS Reagent Kit NextSeq 1000/2000 XLEAP-SBS Read Primer
(300 cycles)® 20100982 Kite 20112859
NextSeq 1000/2000 P1 XLEAP-SBS Reagent Kit lllumina DNA Prep with Exome 2.5 Enrichment,
(600 cycles)?® 20100981 (S) Tagmentation Set B (96 samples, 12-plex)e 20077595
NextSeq 1000/2000 P2 XLEAP-SBS Reagent Kit lllumina DNA Prep with Exome 2.5 Enrichment,
(100 cycles)*® 20100987 (S) Tagmentation Set D (96 samples, 12-plex)e 20077596
NextSeq 1000/2000 P2 XLEAP-SBS Reagent Kit lllumina DNA Prep with Enrichment,
(200 cycles)>® 20100986 (S) Tagmentation (16 samples) 20025523
NextSeq 1000/2000 P2 XLEAP-SBS Reagent Kit lllumina DNA Prep with Enrichment
20100985 !
(300 cycles)*® (S) Tagmentation (96 samples) 20025524
NextSeq 1000/2000 P2 XLEAP-SBS Reagent Kit lllumina DNA/RNA UD Indexes Set A
20100984 J
(600 cycles)*® Tagmentation (96 indexes, 96 samples) 20091654
NextSeq 2000 P3 XLEAP-SBS Reagent Kit [llumina DNA/RNA UD Indexes Set B
201 ]
(100 cycles)? 0100990 Tagmentation (96 indexes, 96 samples) 20091656
NextSeq 2000 P3 XLEAP-SBS Reagent Kit [llumina DNA/RNA UD Indexes Set C
201 y
(200 cycles)*® 0100989 Tagmentation (96 indexes, 96 samples) 20091658
NextSeq 2000 P3 XLEAP-SBS Reagent Kit [llumina DNA/RNA UD Indexes Set D
201 '
(300 cycles)>® 0100988 Tagmentation (96 indexes, 96 samples) 20091660
NextSeq 2000 P4 XLEAP-SBS Reagent Kit 20100995 a. NextSeq 1000 % NextSeq 2000 A|A&0i| AHEE|= XLEAP-SBS Reagent Kit=
(50 cycles)? TZ SBS Reagent Kite} SUst 2 2 bj4 ol Hate].
b. 7|E0{& lllumina DNA Prep with Enrichment®t Twist Bioscience for lllumina
NextSeq 2000 P4 XLEAP-SBS Reagent Kit 20100994 Exome 2.5 PanelO| Z&tE(0] /3.
(100 cycles)? c. 7|E0il= lllumina DNA Prep with Enrichment®} Twist Bioscience for lllumina
Exome 2.5 Panel0| Z&tE[0f US.
NextSeq 2000 P4 XLEAP-SBS Reagent Kit 20100993

(200 cycles)?

illumina’

2= H™o}(2h=) 080-234-5300
techsupport@illumina.com | www.illumina.com
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