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S (protein-coding region) AT E X517 2/ DNA
2t0|E2{2| F=H|2E H0|E 2A7tX|Q] ™ THAIE OFREE
ATt ISERE XRBLICE O] 22 M0l Foft

Hiole SE&2 Ma3sh| ?l6l AS MESh= llluminal
KEMICH A2 A (next-generation sequencing, NGS) 712,
sequencing by synthesis(SBS) chemistryS /& s}t
MZS XLEAP-SBS" chemistry7} & 2E|9&LICt oX=
oot &2 AS HHe|X|= HERHE (population
genetics) 17, | Aot 4, & 7 S HEHo A
2ofof M T 2 20|(true coding variant)2| 2210f|
FELYLILE O] S YIEER = 2HASHE 2to|=af2] FH|et
ol RIZ[X|HE (enrichment) BA|, HERH 20 &= 7HHSH
AIZA Al D20 w21 Feoh ool 24 T2 A0
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AR S2HE K[ATHO] 21 AZIRHE Q7 SHE TfR
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UADHE S8 RIEERE MSSHo] HAXI MAME S E| oot

> M

=Y = JUEE 3 FLICL 0] FZ=Z2= lllumina DNA Prep
with Exome 2.5 Enrichment2t 22 2to|E2{2| =&
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2 NextSeq 1000 £ NextSeq 2000 A|AROIAM Al &SH=
EHAIJLICHR) 2). NextSeq 1000 X NextSeq 2000
AABIE ARAXIL HRo| el A A7 25 2-e &
U= CHfet A S22 4 7S M35t AGLIC
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2|= 200] 2 x 100 bp,
19~34A0|2F A8
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2l 1: NextSeq 1000 2! NextSeq 2000 d& A|H Y IE22 — 0f
F e 2400 NextSeq 1000 % NextSeq 2000 A|AE! TAE A2 A|

. 7IE0{= lllumina DNA Prep with Enrichment®t Twist Bioscience for lllumina Exome 2.5 Panel0| Z&t&|0f U3,

—

77| Wi, BaseSpace Sequence
Hub, & Illumina Connected
AnalyticsE S%F DRAGEN
Enrichment I}0| Z2}Ql:



NEXTSEQ 1000 & NEXTSEQ 2000 & A|HA £24

Ztastel Bloj2a2| ZH| Y % Ql2/XHE
S

lllumina DNA Prep with Exome 2.5 Enrichment=
llluminaQl B|= &gt EaHA T E(bead-linked transposome,
BLT) chemistryE A& A0 2t0|Ee{2| =H| A2 Twist
Bioscience for lllumina Exome 2.5 PanelS AtE3t ol
QIZIX|HE THAIE BtLte| BHAIZ Sgfet 7|EQLICE 10 ngTh
At ZEQ! A& AHHE[X|E MS8H= lllumina DNA
Prep with Exome 2.5 Enrichment= 22| A& DNA
MES HofstHME B4 Al &2 AH2[X| 7 Yd(coverage
uniformity)dt QI2|X|HE H|ES =8 SLICE ot KEIE
HO|E =2 UHE=E HEotE= Yol T Y H0[2} 5|4
HIMIZ (somatic) HOIE AT 4= QUGLICH,

28| = E}IHE|0]M4(On-bead tagmentation) 7[£0]
HE&[0] 2l0f DNA ZEHa}(fragmentation)E 2let 228
Hth(shearing) 2HH0| HRSHK| gfo O = 2A|7F 0|2k

W &Y AlZtS T o 6A|7H0] 2R 5= 7Hast
YIEERE MSLCh oHH AXH= lllumina DNA Prep
with Enrichmentt CHE A& THE S &M AHESH T 0l2{t
AT Y IEER0 240 HIO[E FAS YUY 5= USLICL
0| 3= Agilent, Twist Bioscience, Integrated DNA
Technologies(IDT) & Ctet @H|Q THE 2HIXE MEis] =
2= USLICHI ).

NextSeq 1000 %! NextSeq 2000 A|AH

NextSeq 1000 2 NextSeq 2000 A|AEIES ol A A
EEERES Aoty £ Qe I RAUEE AF10 ASLICH
Z-

I AAIZH EROEX| efoF A|A” =Y 81 AJZf0f 10:20] A Z2[X]
4ELICE NextSeq 2000 AIAR0M P4 Al2FS AtESHD
El

of 45710] YE S oF 34AIZF 2tofl A[H Y 4 USLICE

CESH NextSeq 1000 % NextSeq 2000 A|AEI2 [llumina &
EFARS] Crefot 2t0|E2i2| I3 7| EQt Dot 7HsotH |t
OiE2|7lI0[M 7t Tets X|RIBfLICH APXH= Al A, H3
Al#E A (bulk sequencing), TFEM|ZE RNA A2 A (single-cell
RNA sequencing, SCRNA-Seq) § Z2HE 7t 2¢A| Metdd
= o= AL AF AT HMAK|(transcriptome) AlH &S
SAHSIO] AHE HO[IF HMAFS (transcript) 2] 20| &2

=Xl S8 =eldt =+ ASLICL

=

* MelEdE2 dE e 2ot AgstE 2to|ERe] B 7|E S O

Lolof mep dolg = AS.

g

H 1o mE ALY

e Illumina

= Exome 2.5  Agilent Twist IDT
Ex|a

e Panel°

oid 27| 37.5Mb 36 Mb 33 Mb 39 Mb
ZZ2" 37| 120 bp N/A 120 bp 120 bp
ZIEHZER dsDNA RNA dsDNA ssDNA
olaxgie o o o 15
(Hyb) AlZH 1.5AI2t 1612t 1.5AI12t 16412+

% oi'd SHO AFE = | O|EfH 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] = Bt 9| ®A| AlZA Zo|, TEE 37| = QIR[K|HE
80|22 =3} (hybridization, Hyb) Z2H9| 20| T2H Z8 - I24
2e2|0%22|2E|=(oligonucleotide)= RNA, DNA, £t 7t=f(single stranded,
ss) &= 0|F 7tEf(double stranded, ds)¥ 4= US.

b. Twist Bioscience for lllumina Exome 2.5 Panel

c. 2t ol& IiE0] A= H|O|EfH|0| A 0] %S 2|0

lllumina= 021 A|ZA ofZ2[AH[0|Mg S HE
HO|E ZBY = U= Cho SHEY lllumina X
THAI# A (targeted resequencing) 28 M= HZstn
UASLICE

7l 3 Hol 4z xed

T 3g Holgt e

sequence)@t= CHE Het A Z(base cal)S
ojglgrL|ct, & A H M(false positive; #0[7t
AU O MR 2= =SR] s F<R)0ILE IS X (false
negative; HO|7} MX| 2= EXSHX| 0 HEEX| 42 F<2)0]
OFELICE AJABIS 22+ = H|E0| £CH HHelot 24
A30| 2ERoh| R0 Of 22 &1t A AZHo] SA|
EILICE "tH A AR 2|2HY S HIS0| £COH N2 0HS
B2 MOl FHO|Lt 5558 A E-X|(homopolymer
stretch) 7t Z2 &0 = FE0M = 50 EE HESHK]
g £ JUGLICE T Y Ho|o| HES =2 EFHY
gto|=2efz| =H| U QIZ[XHE S8 =2 A|FA 9l 2%t
2N Moot SIREE E|o{oF ghLiCt,
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XLEAP-SBS chemistryS £t M2

Ho

NextSeq 1000 & NextSeq 2000 A|AEIO|= SHRH K| 7+E
W20 2ot ZEO| Aot lllumina AIZA chemistry?!
XLEAP-SBS chemistry?7t M &} &LICE XLEAP-SBS
chemistryZl & & NextSeq 1000 2! NextSeq 2000
AIAERI2 [lluminall MIXIEN AJZA AA" & 2[= JHE M2
HIg0| 51 71 Bte 2| 2|25 M LICE NextSeq 1000
5! NextSeq 2000 A[AEIE 2 x 100 bpdilAf 90% O A2
&7|(base)7t Q302 FE MY S HO|H (X 2), 240] 02
T2 GY(0l: GC7t 20 g9 £ ST SYH)UAM T
=2 HETE Y 0| =2 HIEE T Y HO|IE HEY +
USLICEL L2 SMED U2 ISHES =4 B0

2 Q5= A7t HIE S TA S0 ELICE O|MH Foft 0K
S22 MBsh= NextSeq 1000 & NextSeq 2000 A|AEIS
EAMOl AL AR A0 HeferL(Ch.

USE llluminall NGS 7|&& &E5t= NextSeq 1000 2!
NextSeq 2000 A|AEIE2 AFXI CHASE AABIS Soff M El
HIO|HE H|WSHALE S8 & JAEE S ELICL OIE &
AXH= NextSeq 1000 2 NextSeq 2000 A|AEIC 2 Mot
Al AZA HOIHE BX IS A8 S TIlet 24 719t
E85I74LE, NovaSeq™ X AI2|ZE 0|2%t 72 A& AEA
ARE Soff Y2 O0o|Het See = = USLICHIE 3).

T Q30 = HO|A = 1,00074 = E7} 18] LABHES 99.9%2] HtE),

DRAGEN Secondary AnalysisE St

el

2o A= NextSeq 1000 2! NextSeq 2000 A|ARIO| LHEE
lllumina® DRAGEN Secondary AnalysisZt Xl&dst=
Metstn ZZM0|H =280l H|0|E 24 Ijo|Z2telE Sdf
Al A|HA H0|EIE BT 4 QUELICE 0]0] precisionFDA
Truth Challenge V2 =42 &3¢l 0| 2EE DRAGEN
QIZLOHEIA (informatics) 2 M52 XX SHEl SIEQ O] J1s
dn2|E(hardware accelerated algorithm)S tHEdSH
AFEXIZLHIOIEE BAISH= 2HE0l| A WAier = Ql= ¥
olarg i s 10 QF QIEOE|A HETH0| CHet QEdE WE
& AEE TtELICH

DRAGEN Enrichment IO|Z2}212 NextSeq 1000 2
NextSeq 2000 A|AEINA M E HOHE 246 AlEA
2(run)O| L1 24|17t O[LHOf| H2tstA| HO|E &Lt
(22 3). DRAGEN Enrichment IO X212 A S MESt=
0 (mapping) 2 22 HO| HZ=(small variant calling)
et S HZ5HH, Germline Mode2t Somatic ModeS
X|@IgL|CES® 28 = DRAGEN Enrichment Y2 Edff 21 7|2
CHAO A 242 M-S 2 0|, ME M| T2 E H|o[H

t DRAGEN =90 NextSeq 1000 & NextSeq 2000 A|AEIOf
LH&=[0f IS, DRAGEN 2to|MA = Z17(0f] ZEE o RleEz HE
TONTF HRDHK| g,

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

=178
Mg pare

F 2: Al AJREA A Al NextSeq 1000 2 NextSeq 2000 A& It2tolE

A3 QE 2|E 2 2|E ZO| HIO|& of 2% 2 EfQle ClolE &2
NextSeq 1000/2000 P1 D!
NLEAP.2BS AloK 100M 71 2 x 150 bp 30 Gb 17412t
NextSeq 1000/2000 P2 NED
XLEAP-SBS AJotd 400M 74 2 %100 bp 80 Gb 1942t
Q30 04 &7| 2 90%
NextSeq 2000 P3 ot
XLEAP-SBS )\|g‘ru,e 1.2B 7H 2 x100 bp 240 Gb 3‘M| (al
NextSeq 2000 P4 1.88 7 2 x100 bp 360 Gb 3447t

XLEAP-SBS Alfe

a. CIO|E ofRE2 ZAHo = Mz
b. 21 EF0l= NextSeq 1000 U N
c. Q-Score(Quality score, 22 &

= Q2. A 2o ZX > Q302! G| eS| WS AEt gt
d. P1,P2 3! P3 Z22 M| XLEAP-SBS AlSf2 2024 27| ZA| ol H.
e. P33 P4= NextSeq 2000 A|ARIO| A2 AFEO| 7 g

M

f&|= 22| AE YZ(cluster density)OllA lllumina2| PhiX Control 2t0|E2{2|E AtEdH Bt 712
extSeq 2000 A|AHIC 2 8ot 2 AR M4 AZA H|0o|A =& (base calling) Al 2
4=*)= llluminall PhiX Control 2t0|E2{2| S A8 22 4

[Zto] =

=
N 2H2 o dse2folEe2le] SF7Y E, HY 37, 29 s, 7[Et &Y K0l weh 4ojg
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NEXTSEQ 1000 & NEXTSEQ 2000 A& A& &

Ey=]
=

=L

=4 20 20 HAIK] A 2227 ZHastElL T

llluminas 22 AMH[AS}X]

2 MBS0 AFEXIZE NextSeq
BaseSpace Sequence Hub % lllumina Connected 1000 % NextSeq 2000 A[ARIS ACHet @8MO = 0|8,
AnalyticsE Edfl M&i=|= DRAGEN Enrichment &2 M) RS USSHH, £A 7|21 ZH AIE U2 5 JULE
EEXRF HE AREX; DF0AH Hgfet 2| EEQl QIEHo|AS =R={= =2
Solf TIEE 24 Zot AlZiet 8 B FE V|sg M3
DRAGEN Enrichment It0| Z2t010| MAsti= H|0|Ef= H 3: lllumina AlEY MBIl AL A-Y X2l
BaseSpace Sequence Hub %! lllumina Connected - A|ZAL AJAE] AZAL A iy ol Aa
Analytics®| Lt ot o4& 24 70| HtZ Y226 AL &
RUSLICE DRAGEN 241 0[2/0| = F S2t2E £ 42 Lot P1 (300 cycles) of 274
HIOIE AlZfe}, 24A4 8l 3R EFE NBZsHH XEHO 2 MER
ATER0IS F718 U LICh NexSeq 1000 & P2 (200 cydtes) 107
A| AHE
NextSeq 2000 HAE  pay 000 cycles) 307
Nluminal ZZXol J|= X|&
| 22Xl V= X P4 (200 cycles) 4571
lllumina= 2F0[EE{2] &H|, A, 240 MZ &S d&E 1.5B (200 cycles) of 4174
SHE WOXEE FAE MAE ~ZFo XEs 2Fotn
AELICE llumina®l ZE XIES NGSeF H AlA llumina®l NovaSeq X Al2|=¢ 108 (200 cycles) & 2507
—ZHO| AlSHEL= OHI= MA CHSE Ol8HEd0] =71 oLt

AAE 2k WE MH[A AIX|L|O](field service engineer,
FSE), HIZLIZ OHZ2|AH0[A ALO|AE|A E(technical
applications scientist, TAS), 2= 0fZ2|AH0|HA
AFO|XE|A E (field applications scientist, FAS), A|AE
MILE AX|LI0, HHO| QI OHEIA (bioinformatics,

dYFE) 27 AT HE/A TWEVIZ O|FOM ASLCL
J1E NHel B T MAHLRZ Ml MH|AE 5 5Y, 22t

MH|AE HERR HI=Z2 HSE 22 ASLIC

a. 100x H2IX| LS 9l MES of 8 Gbol Hlolef7t sl o= Jhash o2
4X/0]01, Hel2te o Tidol 2719} AR 2fol=eiel B2 7| S ofzi 29l
ufet ol 4 2Ug.

b. P33 P4&= NextSeq 2000 A|AEI0AEALEO] 758

c. NovaSeq X Plus A|AEI2 412 Z22 A 2(single flow cell run) X 7L ZE22 A
2(dual flow cell run)2 25 X[} NovaSeq X A|IAH2 42 S22 4 210t X8t

d. Z|ch 38479
NovaSeq X Al2|=& 70 2iQl(lane) 2EYS XIRSIZE
HE|Z2 A (multiplexing)0| 7Hs g

==

D23 FY 1A (unigue dual index, UDI)2| AHZ0| ZHs B

0ro M=o
e H=2

DRAGEN Reports

Sample Report
4c2a5ee787085acd507014ae5205

e DRAGEN-FaGC  QC  Mappng Coverage  Variam

Number of SNVs Passing

Indels

1™ DRAGEN

o—— Crested on
s 2023-11-12 10:43

12! 3: DRAGEN Enrichment THO|Z2tQl — NextSeq 1000 2! NextSeq 2000 A A& LHO| AL} BaseSpace Sequence Hub &+ lllumina

Connected AnalyticsE Sl 22t2E 2HZ0(M AFEE == A=

A2 Ho| HE FHEE B &

DRAGEN Enrichment Tt0| I 2012 A 32l

=1

SEOAI2H 20| FAIE ME=dt= oiE &
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Q0f

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

T FHO HO| AlEof| AEY = U= AT 201 SHAHl =FO|

st S8 AFEEZRE NS YLICE E3F NextSeq 1000
5! NextSeq 2000 2l&s AlEA £F 42 NextSeq 1000 &
NextSeq 2000 A& & A[ARIS) A2k K& 5] RAM D} O
22t XLEAP-SBS chemistry, =2 EZ9| 2t0|=22{2| &=H|
Bl QIZ[X[HE SM, W= 1 AFE0| 80[ot 24 AT EQINE

[y = L — =
SHLIZ ZEALIC
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|H
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HE =5

=Y 20 Hs HZY ZIE20 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 P1XLEAP-SBS Reagent Kit . 74504 NextSeq 1000/2000 XLEAP-SBS Index Primer 20112858
(100 cycles)a? Kit2
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

5 '

(300 cycles)*® 2010098 (S) Tagmentation (96 samples) 20025524
NextSeq 1000/2000 P2 XLEAP-SBS Reagent Kit [llumina DNA/RNA UD Indexes Set A,
(600 cycles)>® 20100984 Tagmentation (96 indexes, 96 samples) 20091654
NextSeq 2000 P3 XLEAP-SBS Reagent Kit [llumina DNA/RNA UD Indexes Set B,
(100 cycles)=® 20100990 Tagmentation (96 indexes, 96 samples) 20091656
NextSeq 2000 P3 XLEAP-SBS Reagent Kit [llumina DNA/RNA UD Indexes Set C,
(200 cycles)?* 20100989 Tagmentation (96 indexes, 96 samples) 20091658
NextSeq 2000 P3 XLEAP-SBS Reagent Kit [llumina DNA/RNA UD Indexes Set D,
(300 cycles)** 20100988 Tagmentation (96 indexes, 96 samples) 20091660
NextSeq 2000 P4 XLEAP-SBS Reagent Kit 20100995 a. NextSeq 1000 % NextSeq 2000 |20l AHEE|= XLEAP-SBS Reagent Kit=
(50 cycles)? TZ SBS Reagent Kite} SUst 2 2 bj4 ol Hate].

b. P1,P2 9! P3 222 40| XLEAP-SBS Al9f2 20241 227| 4| 0fF. 7|E0]=
NextSeq 2000 P4 XLEAP-SBS Reagent Kit lllumina DNA Prep with Enrichment@} Twist Bioscience for lllumina Exome 2.5

20100994 N

(100 cycles)? Panelo| Zete|o] US.

c. 7|E0f& Illumina DNA Prep with Enrichment@t Twist Bioscience for lllumina
NextSeq 2000 P4 XLEAP-SBS Reagent Kit 20100993 Exome 2.5 Panel0| Z3H=|0f 9IS,

(200 cycles)?

illumina’

2= THa(eh=) 080-234-5300
techsupport@illumina.com | www.illumina.com
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