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AN

MEofo Aot Aoz o TS lehM= KIMICH A2 & (next-
generation sequencing, NGS)& &3l 8T #|(genome)2|
ATHHE 0|20 U= 20| iR ZEQELICE HTXIE NGSE Sl
U= FTUECI FHE ACiot 48T Fedll 2X0=
AZY raw dataE 20| Y= Z0E s 5 U= HIO|E 24
CUL HRBtLICh ot 7|20l NGSS| 0|FE HE &85
e = CHet AL +=35tHAM BN 252 X1
Z1&do= 0| |9 AHE0| 803t £240| BREfL|CH.

lllumina DRAGEN(Dynamic Read Analysis for GENomics)
Secondary Analysis= A& | &H|(whole-genome)
AlEA, A& (exome) AR, A (transcriptome) &4,
HE=E(methylome) assay & &'H|o A &Ho| ZX NGS
CIO[E M A =2 2Pdst= 01238 sHAsty| fle 7L &
HEQLICE DRAGEN Secondary Analysis 2T E0{= NGS
HIO[HE Mot O MEXQI HEES fe 3kt 49| J|ts
DHE0| = ChYo Ag MSYLICH ot Chot 12 M E
0 Hetotn XZX0|H 2280 £FHS X[RSIEE 20j|A
THELE 5 20kt 2A10] RTA| HIOIHE ot E O atHo =
A O

%}9_‘0'}' |_| |:|-‘

=]
e
E
o= T My

Hefot 2t

DRAGEN Secondary Analysis= 01 Hatst Z0t=

Ml& 2ttt DRAGEN Secondary Analysis v3.72 2020
precisionFDA Truth Challenge V2(0[5} precisionFDA V2)0i|Af
A #IX|0t3 FY(all benchmark regions) ! 0E0| 0{212
G (difficult-to-map regions) R 20Al 252 AFX|SIHH 7H&
Hetot llumina AIEA HOJE B4 202 Hoi gL ch"
DRAGENE M2l 2{d(machine learning, ML) 2! DRAGEN
multigenome 7|& S| TS Solf 0| A& HTOME
A&ohA H2Hgo| MZR 7|1FE MAlStD ASLICE &4 HHel
DRAGEN Secondary Analysis v4.4= FA| HiX|0F3 Foi| M
F1 &4 (H2 = (precision) & XS (recall) S8t M2
99.90%E Hoto] ES3| Rt Z2 HO| AE(small variant
calling) 8=t & =olg 4 QJUUASLICHIR! 1). ol2fet Mt e
e o 2 =3 pangenome referencedi A &2 256712
StE2EH (haplotype)O] U= 128712 MES 7|gto 2 2t
=2 FHH YN S Ho{FE= KbA|tH DRAGEN multigenome
mapping 7|&& S5 2Eg 4 JAUSLICE Lot CHE R
2= (allele frequency) 7t /x| 3%l ZXto|3 HO|E HEL &
e £ mosaic callers F2tof ghof 7[0S LICE

* 0|0l = "multigenome (graph) reference"2ts 81 A6l OHE S ot 2fm2AA ME
Zi2 M(reference sample collection) 25 XA OLt DRAGEN Secondary Analysis
HE YOOI ES 2Ot FtotA MEsL| 2o XIZ2 T2 80E AL 5 723t US.
"Multigenome mapping"2 OHE &S 9|0[5I0, "pangenome reference"= 2i|[HEA
ME ZA¥g oojet

XEAICH
multigenome
mapping

2Mch
multigenome
mapping ML(HIED

1|
multigenome
mapping

F1E4(%)

va.4 v4.3 v4.2 v4.0 v3.10 v3.10 v3.7

DRAGEN Secondary Analysis %

121 1: DRAGEN Secondary Analysis®| H&td
YZE9| F1 M4=(%)E Tl (true positive) X TS H(true »
negative) Z2tS TK| Ao CHet HIE 2 AlLtet gt LIEFE™

DRAGEN Secondary Analysis v4.4= multigenome
mappingZt pangenome reference C|0|E{S At =X
&#Ho|(structural variant, SV) S HEE O 2 O &A=l

SV &= 2t E MEZELICt =3 DRAGEN Secondary
Analysis v4.4= EF TS EHots sHE Zdolotl €&
Hef(ancestry bias)2 £0|7] ?/sll 7H2I=tEl pangenome
referenceE T/U/MSLICE

ZEEOI 2

DRAGEN Secondary Analysise EZX{0l QT A|
FHHZ|X[(coverage) 2t ZHRIor WS XIHBI NGS A+ E
SSH= o2 2ol Chfot @+ Atets SEELICHL DRAGEN
mto|zefele ME RHH| AIE A (whole-genome sequencing,
WGS), & Al A|F A (whole-exome sequencing,

WES), 2I2|X|HE 1 (enrichment panel), T2 M| RNA-
Seq(single-cell RNA-Seq), T A ATAC-Seq(assay for
transposase-accessible chromatin with sequencing), 23
RNA-Seq(bulk RNA-Seq), HIE=t 24 (methylation analysis)
S 02| ¥l Myg X|YYLICHE 1). DRAGEN A X Eg0{2]
CiYfet 7|5 & YR0ts Modettt o= 30707t = QE oA
I HQELICE > 8ot ofL|2} Baylor College of Medicine?]
A X2 DRAGEN Secondary Analysis?t $1E8H= A& &
RN 24 5l HOo| HE TPEC BE HO[H| BX F oLt

. . . 5
L9 YL E AFASE YBY =28 LHY v AFLCL

AT MBYLCh TIE B0l = A8 £ glELITh
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¥ 1: DRAGEN Secondary Analysis7} X|¢st= 22|t A0 & 7153t 24t 24 °
Onépremlse lllumina AJZAl A|AEH LY lllumina 22tLE ZHE
erver
dng o
NextSeq 1000 & MiSeq i100 BaseSpace Illumina Connected
Alg|=
DRAGEN Server NovaSeq X Al2|= NextSeq 2000 A|AH! Al2|= Sequence Hub Analytics
BCL Convert v v v v v v
DRAGEN ORA
2 X o™

compression v v v v & ol
Whole genome Germline + somatic | Germline + somatic Germline + somatic Germline + somatic | Germline + somatic
foﬂf;ﬂ‘f)”t Germline + somatic | Germline + somatic Germline + somatic Germline + somatic Germline + somatic
DRAGEN Amplicon v DNAZH x| & v v
RNA v v v v v
Single-cell RNA v v v v
NanoString GeoMx
NGS v v
Methylation v v v v
Protein
quantification v v v
Metagenomics v v
COVID, IMAP, N
IMAP-FLU
TruSight”Oncology c
500 portfolio v v v
Imputation v v v
PGx Star Allele
Caller v v v v v
Ilumina Complete
Long Reads v v
RPIP, RVEK, UPIP,

1 1 1 E
vsP v et
Small whole
genome v v
Heme WGS® v v
Solid WGS tumor/ v v

normal®
a. 275 DRAGEN 2AZEQ|0 X2 S EOICE A0[5t2 2 XpMet HE = X[ gExtof 29
b. Kmer 2R77|5 7|8t0 2 5= HEIRMAS A7 YO 2 o2 O B2 &7 X2 o F

c. lllumina Connected Analytics #+5 E&

d. DRAGEN Application Managers £4ff 0|8 7ts

IMAP = lllumina Microbial Amplicon Prep, RPIP = Respiratory Pathogen ID/AMR Panel, RVEK = Respiratory Virus Enrichment Kit, UPIP = Urinary Pathogen ID/AMR Panel,
VSP = Viral Surveillance Panel

2 H=: M-KR-00109 v4.0 KOR
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DRAGEN Secondary Analysis= #4/M|Z(germline) 24
?|2t ExpansionHunter2t 22 CHFBt variant calleref

SMN, GBA, CYP2B6, CYP2D6, HLA 52| QFXIE HX
AESHE targeted callers 285kl A&LICE DRAGEN
Secondary Analysis v4.32E MZ& specialized caller?!
MRJD(multiregion joint detection)E 2=7t5t0{ PMS2, SMNT,
SMN2, STRC, NEB, TTN, IKBKG § £X %2 (segmental
duplication) 2| 2410] 0122 RTIXOf CHet AHZ|XIE

| @ota JAELICE ol2fet =7t SEE ST S0l

el H7|ME HO|(single nucleotide variant, SNV), &/ ¢
Z4l(insertion/deletion, Indel), BHs =t (repeat expansion),

TEH 0| S YU ST OIS 2HO ALBE & QBLIC

CEoF DRAGEN multigenome mappingdt pangenome
reference= O ZEE 4%ot0] HO| HE =L E =010
ANFEHA SFMOo = QI8 AV 032 RTA FI9: Mg &
U= off FLICEL 0|2 M oSO = YAl A0l Y=
[T HHE|X| 7} et 1, 00| 022 SHOM SNV, &2
Indel, S HAt £X|%= #0](copy number variation, CNV), SVE

g&g 5 AsLch

B2l 2o

DRAGEN AL EQ|0{= 0| NGS H|O|E| HIE L2 AM|&Q)
2E2HE HX}olY| flol 2tEel0F 5h= H0|H B4 &S
H2etL|Ch. DRAGEN Secondary Analysis= 2 El0{2t2=
AZHS S| QI8 SEEQI0] 7t (hardware acceleration) 2!
o m=2 ey JHs AO|E 0f2i|0|(field programmable gate
array, FPGA) Ot7 |51 E 0|85t ELICE DRAGEN &4

L2|ES 2282 F 7K RTAM ColH 24 MA 7|5 2=
7|ofStABLICEY AR X Al & LHOll M =T Al Thsot
2I2)|0|A(on-premise) DRAGEN Secondary Analysis= 2&
caller0il A 40x AHZ|X|2| HZE STH|0l| CHet NGS HIOIHE <f
355 otofl Ma['d & e g, FsteEl 0| Ho|HE HEsH=
LRl QF A A HAO 2= 0|2{gh 240l 8A|ZHO] H= AlZH0]
AQELCES

Ol22{ CHEZ NGS HIO|H IS Zot A M, 2t W 3/
== DRAGEN Original Read Archive(ORA) 7|2

o4 712 fastq.gz @419 FASTQ Lt At 1/5 27|12

f2= (lossless compression)2fL|Ct. DRAGEN ORA=

fZ5 Al FASTQ e M& HE = 02 RX[SHH

el 50~70 GB 2712 FASTQ MY E 2 82 LHY|
Mo 2 AL = ZHQst S(species)2 XIS 5=
RAGEN Secondary Analysis= 021 Bt 0f| A]

S A@otn 21 ot s Aot thesh €80
|

2 MsgLe(aE 2).
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* DRAGEN Secondary Analysis v4.30| A XS &&= MRJD, VNTR(variable number tandem
repeat) 2t 22 MZ& specialized caller 80| DRAGEN Server v40ilA HG0O01-HG007
EE 2SS AL ¥ lllumina L& Hlo[Eof 2

TDRAGEN Server v3 7|& d&

%

BAM/CRAM

|

BCL  FASTQ generation/ FASTQ Mapping/ BAM/CRAM Position Duplicate VCF/gVCF
demultiplex? aligning sorting marking SNv
. CNV
. SV
ORA compression a % « Targeted Caller
FASTQ.ORA CRAM/BAM

B-E- BB

5

BAM/CRAM

E a

o

DN

| 2: DRAGEN Secondary Analysis I}0| Z2}0lo] QM

AGEN T}HO|Z2ol2 Hetdtn @ 2%{Ql

0ot [T 1Y |4
= 1xg
Dy

s 48 tse

a. BCL Converte= S8 4dY =125 A8 7ts

Mol 240 LRt MKl Yzol tiA 2 L0 QS OlE S0 Cheh TH YA o AL otL|2t 0o12] JHX| Ha{<|
I I MAE X|SHE RS 22T 9= DRAGEN Whole Genome Germline THO| 2t HXI0|A| StEstEl AElS Ml&2sHo] 7i7elo] |st=
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FPGA % SI=4I0] 7t =l NN

UEZ 7Y 7Hs2t FPGAE= H[0|A Z(base call, BCL) 2 DRAGEN Secondary AnalysisE AHE38H0{ M2 H|81H B2

It et ofd, HE(alignment), &R (sorting), 5 2= EIO|2}RC AIZHS RXBIHAM &Y FRE TR £F 02 Sty

HAl(duplicate marking), 3I22Ete) #0| = (haplotype £ OlAL|CH DRAGEN AZEQ0= C}2 S E3ff o7 2o

variant calling)dt 22 R 24 YN2|SE St=90f 7t&5s 2stof| 7|ofstL|ct.

AES ENEEXMo = FHY £ LS o FLICL llluminas

FPGAS RIS 7|gto 2 CHokst DRAGEN ¢ mo|atels 1. NovaSeq™ X Al2|= X[ — 7[7]0f] LHH =0 U=

NEBIH OO, Fofit MEty, Tt 5l S22 HIo7| S 22 E(onboard) DRAGEN2 12]9| 2(run) & 222

TES| mho|LetolS Ao Esta X8t QlALICE A(flow cell)e F==2| (BCL Convert THO|Z2tQ1 1712t
AHEXI7F A1ESE IHo| atol 3THTER] A[CH 47H2] ff SA|
AHE)g SAl0 A TtsELC

FHAH BHMHA 2. WAE 83(Burst Capacity) — 42 +9| 57}= it}
AP0l S0jt 2, oAM= lllumina Connected

H71XH= DRAGEN Secondary AnalysisE 0| &3l AnalyticsOl Al DRAGEN Secondary AnalysisZ 0| 23tLt

QIZHhuman), HI21ZFHnonhuman) E£= H|EZ=(nonstandard) BaseSpace™ Sequence HubOllA{ DRAGEN 2 0|23

PAT{RIA reference, HE R M) S XS LI + ASLICE SerecollM F71 822 88 4 AUALICHI 3).

OlFHA oHE maiA s HAH HRA TS Xt

2= DRAGEN ofl At8gr 2= I&LICE CHE 22| DRAGEN 3. = 72 &t — 5tLte] DRAGEN QIAE A(instance) 2

nto|Zatel EHx STEHMQ hgl9, hg38(HLA Eih = H|Q), CHFol DRAGEN Ipo|Z2tolnt X lEl= 79 MES

GRCh37, CHM13v2, hs37d55 LH&F X|@IgfLICt, & HPRH= A8 = JUSLICHL I 8l 284S 4% DRAGEN

DRAGEN AL EQ|0{E Soff Crfet Mttt £ At 250 £F ATEQ0IS O|83HH FHOZIRE AlZHO|L) &4 Hup ZHof

multigenome mapping ?|&S 2th M8l 2 4= UYSLICE 0jX[= & Q0] 2ol S &g 4= U&LICH

4. SHEMZo| A7 M — DRAGENS| AL 75
|Z2IQIS OlSoH HX Lol ABO2 & FHH2
|

0
AEH HS TBE 4 YL

i o] & & B

eHC HE|Z2}RE, Brin
== DRAGEN BaseSpace Sequence Hub lllumina Connected o g DRAGEN
(NovaSeq X Al2|= ) Your Own License On-premise Server
N L DRAGEN Analytics L DRAGEN a p
NextSeq 1000/2000 A|AH, (AWS, Azure, GCP)

MiSeq 1100 Al2| =)

24 8oly 58
eihjo|E vz

Zye o 52
ZHmgt 2y

LIS

=]

40
|1
UK
Hu
40
ofm
ot

07 3: 2E #OINGS 24 215 £F3t= 7|52 MSst= Chaet DRAGEN LHO|Z2tel HAA FM

a. Amazon Web Service(AWS), Azure E£= Google Cloud Platform(GCP, ¥2| M) AHMA EHHE |llumina EHEYXHOAH 22

2 H=: M-KR-00109 v4.0 KOR
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5. CHRE Fct SHH|E o|L|ME|E — DRAGEN Secondary
AnalysisE= tHRE TS E(cohort) AT7E Qo 2t s}E
IEZLE N3N, £2 YT 2 RTA HOIE
AESH= Ol &M AFSEl= CHYet Iho|Zetels 2031
A&LICE DRAGEN gVCF Genotyper= 4% 7Hoj| A Z=e13t
7He| gVCF(genomic variant call format) T g ¥ gt stH
7| Xl (batch)E CHAl KM2|5HA 210 MER HHXIE
F|oIerLICh £ ORA €502 AEZ|X| H|8S AU FLICL

6. E ARA A3 XY — DRAGEN Secondary Analysis=
Lot TE2H0RE FENQ B 300, A& B2 1000%
Ol &9 Mt HHZ|XIE @[t =2 A9 A H|o|H
2ME X|HBL(Ct of2{gt & AZ A (deep sequencing)

A2 TS AT U 57 | Het Aper 22 ¢ 2ok

1O -

[,
HE|ZX b\ §
ZE[ZHE B2Y
DRAGENO| M B3tE Chefet mo|Tatele 224, S2tec
£ 7|0l LiEE £F M Sof AF0| JHSSIO R B2 Ha
et 7 Mpret R4S MestR ELICHIY 3).

DRAGEN On-premise Server

DRAGEN On-premise Server= 2Z AE2|X| EEMS 0|2
NGS HI0|EE +T5td MELLICE DRAGEN Server v42)
AbQF2 B 201 7|=E[0] QUSLICH A ZA0| 212 E[H raw datas
24 HEYT Hdg Solf AIFEA 7|7|0lM 2Z AERX|2

& E|H, DRAGEN Servere= 0 H|O[E{0f] HASH A7}
MEiDt I E2RE AAHBLICE B0 2A2EH AT EQ0=
MYE 2M A0 IS XFE 22 AE2|X| (o ME L CE
DRAGEN On-premise Servere CS1t 22 2™ S Ma gL ot

o OtL}O] HUME 2}l QIET0| A (command-line interface,
CLI)E £ DRAGEN 7|59 Rt 14 X[

o 2T 30709 7|E HFE AAEHA A

=

«  40x AHZIX|Q| Q1ZF R TA| 17H0] Chet NGS HIO|HE
of 352 W Xz

o

o lllumina Connected Insights-Local®| X[l

HTE 93t wo| 84 I 10 K@l

¥ 2: DRAGEN Server v4 AFQF

S ALY

Dual Intel Xeon Gold 6226R

cPuU 2.9 GHz, 16C / 32T

WESER =] 512 GB DDR4

A3kl C|lA3 2% 7.68 TB NVMe

osClA3 2x 480 GB SSD(RAID 1)
StERI0 7t 1x FPGA 7=
= 1y 2U

%0/ 8.8 cm, L{H| 43.8 cm,

A
A 7i0] 76.4 cm
el 23 x| 1968 W Dual, Hotswap

0|z HH 35 FAl

NovaSeq X Al2|=2| 2HE DRAGEN

NovaSeq X Al2| =& NovaSeq X Al2|=7t Moo= gioyst
ol HIO|HE K@t = A 22 = DRAGEN Secondary
AnalysisE S¢lif F=otn 7t40t XtsotE 248 M3 Lch
L2HE DRAGEN AT EQ HEZE =8| AFEE= NGS
(E1)2 Solf 2kt 241 2l ORA &% 7|52 MSELICL 2EE
DRAGEN®2 C+S3t 22 AXE JHX|1 AUSLC

o SO 24t 24 To|Zatel SA| A

«  BCL Convert, Germline, Somatic, Enrichment, RNA &!
Methylation THO| 2}l Lok

o Aoi1/5 37|= RPELH CO|E 2= 3 AES[X| HI HY

2AM H=: M-KR-00109 v4.0 KOR
& 2M: M-GL-00680 v12.0
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NextSeq™ 1000 & NextSeq 2000 A|AEQ|
25 E DRAGEN

NextSeq 1000 3! NextSeq 2000 A|AEIN|= Hetst 2%}
242 HB5H= DRAGEN AT EQ0{7} LHEE|Of Ql&LCt,
DRAGEN A ZEQ|0{= AFEX} ElotAQl Tefg] IFmo|AS
ZE3=10 QLo HEIIQH|IMEIPE RF MESH| BME 85t
2 A0S ¢S £ QELICE 2E2E DRAGEN AT EQof=
Z5| AFBElE NGS U(HE 1)S EEste Ito|Iatels M|

|

-

r

HEotH, AS Sef O 850] 25 E Ht e ML 3
multigenome mapping 2412 DEZE Ho| d=0f Mot
UGLICL 22 = DRAGENS CHS1F 22 ZE S 7HX| 1 &Lt

25 E DRAGEN Secondary AnalysisE Soff #IX|Ef

Y AlAE F 31 270 Hete st

o ME DRAGEN QIZLOHEIA (informatics, HE3%})
mo|Zatolofl CHet HAMIA XIZ

o HWEHE2ARZIY EM 2N EE Vs

o ZZXQI mo|ZLatel AN2[FQ AR R QIEIEA
HZ7tofl et o|EE 3

MiSeq™i100 A|2|=2| 2EE DRAGEN

MiSeq i100 Al2|== DRAGEN BCL Convert, DRAGEN
Library QC, DRAGEN Small Whole Genome Sequencing
5! DRAGEN Microbial Enrichment Plus IH0| X2}l 52 S
RZEQ| x4 BMS M ZL|CH 28 S DRAGENS L0}
2

—
22 g8 7K1 AU

H
=]
I
o
N
>+
AL

MES Sl 2412

=
=2
Ral
e
Ot
x
iy
i)
0x
0x

++

T

U}

TE Aol et 4 Al

BaseSpace Sequence Hub

BaseSpace Sequence HubOi|Af 0|8 7t5%t S2fRE 7|
DRAGEN 2ZEQ|0f MEZ 2 F&stn 2259l

OfL|2t QHH o MEAIQt RO SHAM T MSLIC @2
THELE AT 20k Atelo] BaseSpace Sequence HubOl A
DRAGEN L2ZEQI0{E 0|8l ZHHSHA tHE Z&TtO 2 2%}
EMg gt 4~ Q&L BaseSpace Sequence Hube
lllumina 77| S&E SHH0M AHET &= JULSF of FLICH
7|710lA BaseSpace Sequence HubZ = o=l H|0|E{ 7}
MEE o2 HARX7E Fe2l|0]M(curation) 2 A& CHetst 2
Aldis 22 A| HO|EE &e|stn 2AE 4= ISLICE Amazon
Web Services(AWS) 7|22 BaseSpace Sequence Hub=
Cr2at 22 §8S 7K1 JSLICL

o WA HE ZX0to 2 DRAGEN BAS Adlish= 22 M

o TERVIHEEIPIEE REXOR AIBY £ UES

Zletdol Jefm AFSAt QIE{TH|O| A (graphical user
interface, GUI) M&

SICHo 2ol HE[RUA HIO[HE #tef, 241 8l siMg 4~
UGLICE HFXF= lllumina Connected AnalyticsOlAf AP
I{7|X|(prepackaged) & MO L2}l B = AR mO|Z2t2l0]
Eoe 4 =2 DRAGEN Secondary Analysis MZ=S

Atge 4 AFLICH

0t

DRAGEN Secondary Analysise= &6t IZAE0|H S50l
NGS HIO|E 240]| AtEE|= Ciet AT EQI0] 715 Lt
IH7|X|2 [0 XMBsH= MEQLICE @2 ®MS== DRAGEN
ADEQO HiX 58 & AN Z2HEQ| @It 20 7+E
Moot 22 s MElE] AL SHHLEL TEME| Q&= Hemt
IEZZ 0] 7HE L2 H K| i SHE Aol AHEY

2= ULLICE. DRAGEN Secondary AnalysisE X|&E01 NGS
7|9 Lol Lo 7|E mo|Zatelo] 2Mel MsE RXIE 5
UES &3 JH0|EE NFst UoH, ol i E uhotct
ME To|Zetolg Al&siA F=Itstn USLICE

2N #HS: M-KR-00109 v4.0 KOR
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AN HE
DRAGEN Secondary Analysis
DRAGEN Secondary Analysis X2 H0|X]

=olst7|

&n 29
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