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Oy CIA SVI7xIF—HAN BIFDLS (Gb) RINT A AT AN—R

(Gb) (Gb)
NextSeq 500/550 KU 32~55 82~ 85 150
550Dx HO ZO—t)L
NovaSeq 6000 SP 7O—tJ)L 85~ 100 250 ~ 374 300
NovaSeq 6000 S1 70O—tJ)L 164 ~ 200 360 ~ 665 800
NovaSeq 6000 S2 7O—tJL 290 ~ 460 890 ~ 1,600 1,500
NovaSeq 6000 S4 7O—tJ)L 800~ 1,200 2,/00~ 4100 3,000

BTz T & MBIERINT A A AR—ADFATEDESDZY T NI T 7HRFTvIULET, &
INT 4 RO AR=ABHIATEEVEG. TS5 —X v B—IDRRSIETIERIESNE B Ao ETHRICT «
ARG ANR—APNEUIEHE. Io—HRRSN. BiHELELE T,
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AWEFTE VI RDIPDA VA S—)JLERTICOVNTUTORIEZF AT 5 EEHERELTVET,

o root DI ——IE. Docker FIL—TDAVIIN\—THDHEEDH Docker #E{TCEET, Docker
DHFTEHE root EUTERITIDREBFEROFMICDOWVTIE. Docker DD T YA FTAFTED
Docker DXEZERUTLIEE LY,

« DRAGEN TruSight Oncology 500 Analysis Software DA VA b—JLET VA VA M—)b. BKU
VAT LF TV IDRERITICE. root ERDNETT .
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6. Docker#BR 77 AILDEIT 4« LI NIZEZELET,
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BT 7 AI7&T T %)L b UADZRICREFET &K D(C Docker Z#A L CLIEWEEE. LITOFIE
[CREVE T,

a. UMOOVY FzRAWT. BT 7 IUDFET DN E DD ZHERLE T,
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C. /etc/docker/daemon.json 7AIJVICLITFDTHF AP HEFETDHEGFE. LITFDT
FRAMMI—HITDRDICEHUKXRT . FEULEWVEGIE. T7AIVICEMULET,

{"data-root": "/staging/docker/",

"experimental": true}
BT 7AI7ZET T 40 NUHDBITICEL KD (C Docker ZEARMICHEAR L TWLWDHZE(FE. ROFIE
[CHEVE T,
a. Dockert#Bpl T 7 A )L7ZFREEI,

b. BT 7AIVICLIRDTF AP HBFET DHEF. LIFDTFANNI—HIT DL DICEHL
F9. FEUEWVEGIE. BIFDOKDISEMULET,

{"data-root": "/staging/docker/",
"experimental": true}
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TMPDIR=/staging /staging/install DRAGEN TS0500-2.1.0.run

AOUT R ERITITDE. A VA M=)LiBEHD DRAGEN Y—/\=V T DT PR TP VAV A ~=)LEN
FI. AVAR=ILDBERETYRT L2 T—bEEFINT—TATILTDLDIX v E—IDRREIND
ZEDBOFET, TNUE DRAGEN U —/\—D FPGA /\—RD T 7 DA VA h—)L7Z5E T SEH2HITih
BECT, YRATLZI\D—HAT)LTBICIFE. T—I\—ZY vy hITY U THEERT OMNENDHDFT,

BIFOOYY 7ZAWVWTDRAGENT —/\—D/\v 227 —J)L7ZEIL FULE T, FrEREIEHI602 T,

/usr/local/bin/build-hashtable DRAGEN TS0500-2.1.0.sh

BUFDKXDIEDRAGENY —/\—DZA T A%ZA VA —=)LLE T,
o U—){—HAVF—Rv MMIEHRINTWVDIHEE LLFDLDICDRAGEN TSO 500DV 7 ~D T
ToATCYRZT T4 TICLET,
a. T—I\—hHAVF—v MIEHRINTWVWDCEZT A MU THEELET,
il ping www.illumina.com
b. SATCYRZE7IT 4 TICTBICIF. RDKDICASIULET,
/opt/edico/bin/dragen lic -i auto
o T—){—HAVF—v MIERESNTLWEWEEE, SAEVRAERICODVTAIVZ ST HRAIN—
T—ERCHBENEDBLEEL,
DRAGENU—/\—DSA /A %ZA VA M=)LUcS, BIFOOYY FZEITLT. A VA M=)bENn
TWADRAGENY—/\—D5 ATV ADU X MERLE T,
/opt/edico/bin/dragen lic

TATVADA VA M=I)ILHAESBICETINSE, URXKMIF TSOCombined MRRENF T,
HRDDSA Y RZMBLTVEEFEEF. UX BT TSO500 HRD & Genome BMRRENF T,
BYESA Y ADRA VA M—=ILENTVEWVWES(E. AL FARIV—T7ICEEVahELES
L/\o
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AT LAF TV IDET
DTFOONY RZ2AWVWCY AT ADEYICHEEET S & xERUE T,

/usr/local/bin/check DRAGEN TS0500-2.1.0.sh

CDRATYUT RTIFLL IO BEZERUEF T,
o ERINEITRTOU—EXDEFELTLDD
o FUWDocker f A=INA VA b—=JLENTLDH

« lllumina DRAGEN TruSight Oncology 500 Analysis Software T X b —% 12w N CIERICENE
gHh

COEIVITARZEFH 309N DET, CILTITARTCIT—XvE—IDNHEANEINDEEIF. (L=
T T ZNIVYIR—bTER U, /staging/check DRAGEN TSO500 <timestamp>.tgz DHEIIT 7
AW ZERE LT IEE LY,

MacOS ZER L TWVSIHE. O—NDIERENREBCEVNEIS—HEET D ENDDHEFT. COIS—
ZHEHT BT, Y —ZFIVERE CRIERHZBEMICRET DHEZRINICLE T,

DRAGEN TruSight Oncology 500 Analysis Software
D714V ABR=Ib
DRAGEN TruSight Oncology 500 Analysis Software M- 22X h—)U(CIE. uninstall DRAGEN

TS0500-2.1.0.5h EVWS P YA VA R—JLRIUT RHZENTNET. CDITUT N Jusr/
local/bin[CA VA M—=]UEINTUVET,

PIAVARN=IVATUTERTIDE. IFD7 Y MHBIBRESNE T,

o INRTDAIUTbH (build-hashtable DRAGEN TS0500-2.1.0.sh. check DRAGEN
TS0500-2.1.0.sh. DRAGEN_TSO500:;h\‘uni;stall_DRAGEN_TSO500—2:E.O.shj_

+ staging/illumina/DRAGEN TSO500 [CFFETHUYV—X

+ dragen tso500:<VERSION> D Docker A X—

PUFOONY Y M7 root 1—H—& ULCTZE1TL. DRAGEN TruSight Oncology 500 Analysis Software
P IAVAB=)LUET,
uninstall DRAGEN TS0500-2.1.0.sh

Docker > DRAGEN UU—/)\—=V T~ 17 (3109) Z7 VA VAN=)LT2EFHDFEBA. Docker
ZHIR I DIC(E. Docker DXET CentOS DA VA b—=)LFIEZHEEZ L TLIEEL,
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DRAGEN TruSight Oncology 500 Analysis
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DRAGEN TruSight Oncology 500 Analysis Software [&. /usr/local/bin T« LT bUICA VR
h—)LENTULVD DRAGEN TS0500.sh £WVD Bash AT UT MMIKDRIBLET. Bash AU T b
OXY RSA 2V TERITEN. Docker [CRDY T RD TP ZEESEET,

SIEICOVNCTIE. 10RN—=ID ARV ESA VAT av] Z8RUTLIEEWV. BCL 77/ B, &
fzld BCL Convert [CKRDTIERREND FASTQ T4 )L —DBRIETCEFR T, LWFNDFEICHLTDE
HFHMERSNE T,

o VU VRASVEEIFFASTQ 7 AT — DI\, TVFIEIFFASTQ 7 4L —7Z DRAGEN I —/{—
A HEEINDMRA /staging/runs/ {RunID} D staging 7 # /LY —RICOE—ULFT. ST+
JLE—D DRAGEN U —/){—"DIE—(F. rsync EED Linux INY RTETCEFT, IV RS
AV CTRIDIEEZ UIELEED . ST A )L —ARDY > T)ILy— MhYEREINE T,

o TUITFIWY—FEBEUENTLEE V. ANBHICDONTIE. 12 X=JD [BCL 77 A ILHSEE]
ZZRUTLIEE L,

o BITOEATFILYI—DINADT T4 )L bRELRLEDHEF. TD/I(RZEELFRT, 10 X—=JD
[(OXY SAvA T 3V] Z8RUTLIEEL,

YOIy — MOEH

DRAGEN TruSight Oncology 500 Analysis Software D> J)LY— MIZEEMTICDOE 1 DHIETT,
YT —ME =T VRS VDY b7y T EBTDICDDIBRZREINT D CSV T 7A)b (*.csv)
T9, DRAGEN TruSight Oncology 500 Analysis Software ([FU > T)IL— bk v2 ZHIR—MULET,

SUICEDLBBEYEY Y TILY— DT TU— MOV, ML= TR—brUA bZSRUTLIE
W BEDH DT VTV — DTV TU—ME VI DT 7 E—HEICA VA =)LtV —X
T7ANWDT# IV —ICHARINTVETD,

BTNy —bECE BYTIVDUR S BV TIDA VT YIRI—T VA, AT 30TV T)ViE
H|OECHEH SN TLE T, TruSight Oncology 500 HRD Z#ER L CEffESN/c DNA BTk, B T)b
>— O [Sample Feature] SUICRIMENSD DX T, SKEKFEEDY —T VRSV T . BEDA VT Y
DATPHTE—ZFEREITDENDDEFT. DRAGEN TruSight Oncology 500 Analysis Software DU
V=Rt MIEEHINCA VT v IR ID ZER LT IEEL,

BTV — bOER

BIRDRAT w 7> T, TruSight Oncology 500 D> J)LY— h2ERR LT IEEL,

1. BYIWy—t2T Y T—bEYOYO0—-RUET. UTD2BMNSAFCEFT,
o AJL=FTTIR—bTA D TruSight Oncology 500 RX—2)

o VIRDITPE—RICAVAM=)LESNEUY —XEY b (/staging/illumina/DRAGEN
TSO500/resources/sampleSheet/)
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2. [BCL Convert Settings] o> 3a>(C. DDA EINSGA—F—ZAILET,

B TILDING A—5— WAE B¥HE
SoftwareVersion FW 2.1 EANTD
AdapterRead1 FW 8bpAVTVIRZEFERLULTVDES !

AGATCGGAAGAGCACACGTCTGAACTCCAGTCA
10 bpAVTvIRZERLCVDIEE !
CTGTCTCTTATACACATCTCCGAGCCCACGAGAC

AdapterRead?2 FV 8bp AT VvIREFERLTVDES !
AGATCGGAAGAGCGTCGTGTAGGGAAAGAGTGT
10 bpAVTvIRZERLTCVDIEE !
CTGTCTCTTATACACATCTGACGCTGCCGACGA

AdapterBehavior FVY trimEASITD. ZHUSKD.BCL Convert V7 hD T
PH&EU— R SIEESNC P Y T5—2— VA% ~U
=VJTBHEETRT

MinimumTrimmedReadLength [(FLY 35 EASIT D, TDIRAY bEDTDREITHRIU=ZVT
SNEU—RPRRATEND

MaskShortReads FVY 35 EANNTD, CORAY REDTFORESTRI=ZV Y
SNEU— RN RTINS
3. [BCL Convert Datal TZ¥av(c. EYVTILOLTDINGA—=F—ZANUEFT,
7LD

KSA—gy— PE =S
Sample_ID (FL) [TSO500S_Datal 2 aVITE&#INTLD Sample_
ID [C—¥T dENDD
Index (FL) [TSO500S_Datal &2 3>dD—%9 25 Sample_ID [C
2O HTHNI Index_ID [TBERE Index 1 ¥—T R
Index2 (F) [TSO500S_Datal 2> 3>MD—% 9 5 Sample_ID [C
2O H TSN/ Index_ID [THEME Index 2 —T VA
Lane NovaSeq EDLU—VPRFEDT Y TIVICHIGLTWVWDDH 7ZRT,
6000 XP J— 1TC&ICT1 DDOMEZ AT Do NV I—HDDHE. 2
270—-0Dd MWICTDIEGFTELL, L—VENEESINTLDIEA.
B U Index ID [&L— T EIC—BTHIFSIFESIEL
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4. [TSO 500 Datal €o¥ a3V, FEYVTILOUTIDINSG XA =5 =2 ATILET,

B TILD - =

IS A—4— DAY= L

Sample_ID (F Sample_ID [&HF7 7 A ILR2D—EBICIED. T T)LID
Tl RXFENXFHOEFIENEWN. T2 TV ID [FRL
TOFHZRA DNEN DD
« BT VICEBEDHBHD
e 1~40XF

o AR—RZEZFIFEWV

o WYF, PUHY—RAV, Fwva, P =AYV
Fre@YvrazZERITIHEEIF. PV —ROAT7E
felgd w2 1 DFIEICKEFZAND. B Samplel-
T5B1.022515

e all. default. none. unknown.
undetermined. stats. &/clE reports £L)D
BINTT D EIFTEIEWN

o RV IDICEDLKYYTIVIDICT D EZHET D,
] : <PairID>-DNA. <PairID>-RNA

Index_ID (FL) B TIICERUIcA VT Y IRFP I TI—ID, BT
IVDEEDHU—VICEIDHTON TV HZEZRE., T
TV EIC—RICUEIFNIEESEWL
DNAY Y TILCTlF, 4T v IRAUP. CP. KU
UDP W' &E#1CH DD, RNA TV TIVICERATEDDIEA
VTV IXAUP HKXU UDP DHTH D

Sample_Type (F) DNA &fcld RNA EAHT D

Pair_ID (FL B UfEED DNA Y TILE RNA YV TV ZERICT &
DICFEAT D, 2 DDOY Y TIV7ZEHERMF S IcHITIHED
N7 D ZfEH9 %

Sample_ AR HRD =ifat > J)LICDH 7R,

Feature HRD BifeSNTUL\D DNA BV TILDFEIF. B T7Ib
V—hDIZDICHRD EASIT D, U TIUH HRD 2
SN TVIEWERIFZ. CDT 4 —)UREZEFEICT D

Sample_ ARV B> TILDERIGI OB S ZiElc T inEND S
Description ¢« 1~50X=F
o WEF. Y —AAV FVT a2 AR—R, PUT—
A7, Fvra, FRFAR=RAZANT DEEIZE.
TR ICRYFZ AT D, B . Solide-FFPE_213
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5 YVIILY— D FEICZEETAZFENCVENC EZERULE T ZEHITHAADTWVDE. BTHE
BT UEE A,

6. URODWITNHDFETCY =T VATV ITAIEI—CTVTIVY— b ZEFREFELETD,
- YT —h7%Z SampleSheet.csv EVDHBICTHRIFLE T,

- BYIIY—bMIERDRZRIZMIT. ONY RSAVF T3V TV — hADICRZEE U
F9,

AR IRSAFTay

DRAGEN TruSight Oncology 500 Analysis Software Cl&. MIFDIONY RSA VAT 3V 7ZERAT
TFT. HIRIE. F1Z2SRUTESL,

ANEHOFHMZHESR T 6B G(E. ——help ANV RSAVF T 3 V7&EFERLET,

FTTvav WA EE |
--help LR FERATIEEIRA T 3 VZENV TEEICK KT D
--analysisFolder LWA O—HILDEENT T 4 )L —~DI\Re TT#)b

bODHFIIE /staging/DRAGEN TS0500
Analysis {timestamp}. T 77/ NDHH%Z
FERALUEWVEEIE. O—HILOIBH D 2 )LY—~D
TIVINAZIEET &

TH I —ICIF TR EAR—=AHHD. NVMe SSD
NS4 T EICHEINEESTEN, B DRAGEN T—
JI\—=®D /staging T+« LT kU

RINT A AT AR=ADEBHICDVNTIE. 2 X—
D [A VA S=IVEH] ORZSRISHIE

--resourcesFolder LWLZ UY—=XTF)F—~DIN R, T T #)UNDFFT
(¥ /staging/illumina/DRAGEN TS0500/
resources. 7 J AU bDBAZFERUEWVES
(F. UV—=RTHIVEI—~DT)VI\RZATTT D

--runFolder (FL) --fastgFolder MEESNCTWVWEWEEIFAE,
O—AILDZ2 T # )L —~DT)VI\AZIEET D

--fastgFolder (FL --runFolder MEE SN TWVEWE G X #HE,
O—AJ)LD FASTQ 7 # LY —~D T U)X ZI8E
ERA)
CDHEFD SEMTDFRIRESND

--user LWA docker O# 733>, Docker A>T+ TEHA
IH5I1—F—ID ZIEEIT D

--version LWR VIRNIDTTPDIN—T 3 ERRTD

YEES 200019138 v01 JPN 10
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FTTvav WA EE |

--sampleSheet LR SV 74 )5 —AD sampleSheet.csv ZFEAUL
BWHEEIE. T7AIBZZT VIR ZEET

--sampleOrPairlDs  LYLZ D/ —RCUEBTDINEDDHDHHYIYEYID DY

VIV ID FElFART ID ZANR—=RIEUTEET Do
#l - Pair 1,Pair 2,Sample 1

--demultiplexOnly LWZ TRILVF I Y IR 2RI L. EMOEMELT
FASTQ DH 24T &

--gather LWZ DA TV 3VDEIC, #ER%Z 1 DD Results 77
IV —(CERNTHEEDT « LI NUZIBET

--hashtableFolder LWAZ A VA S—UVRICERR SN/ DRAGEN J\w 2 1

T—=TILDERHT T 4 )L bIED. I—F—HC
DG7ZEEE UISBEDHEE T DUEND D

ZOMDINY RIZDOWVWCIE 10X—=YD [NV RSA VAT 3V ] Z8RUTLEEL,

IRV RIAVICT7AINIRRZIEET D EEIF. TIVIRZEALET, & * #. ARN—REERKX
FOEAITEITTLESV. BCL 77 A LD SRET 55, IEEIT DMNEDDDDIFS T #)LT—Dd*
T, BCL 77 A 7ZZSOCEEDRT « U MUZIEET dUNEFH D EFE A,

SSH ZERUTETY 7 DO 1 P7ZET3 D155, AIVL=F Tl MDY FRHEFICRT IS EZRLSTIE
DITEMDY T SO TP ZERITDCEZHREUET, 1IU=FClE screen & tmux ZHELTVET,

1. IS EETZRIA 9 DR1IC. E{THMDRAGEN TruSight Oncology 500 Analysis Software 1> 77
WETIDEXRCHELFIT ., RITHDIVTF DU NEERT DIcHIC. ITFOONY REFITULET,

docker ps
2. RDF T3> DWVIFNHEERLE T,
o SVIFIVI—RDBCL I7AIESYTAINEI—RDT Y TV — b SHEIBLE T,
DRAGEN TSOS500.sh \

--runFolder /staging/{RunFolderName} \
-—analysisFolder /staging/{AnalysisFolderName}

o SVIFII—RDBCL I7AILDS, BIOTY TS — b EEELCHRBLET,

DRAGEN TSO500.sh \

-—-runFolder /staging/{RunFolderName} \
--analysisFolder /staging/{AnalysisFolderName} \
--sampleSheet /staging/{SampleSheetName}.csv

o TVIFIWI—RDBCL 77 A5, RIOUY T —bETVNILFTIL Y I ADIHEIEEL T
RIRULET,

XEES 200019138 vO1 JPN M
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DRAGEN_TS0500.sh \

--runFolder /staging/{RunFolderName} \
--analysisFolder /staging/{AnalysisFolderName} \
--sampleSheet /staging/{SampleSheetName}.csv \
—-—demultiplexOnly

o FASTQ 7#ILF—ADYY TILY— KT, EFHUYV—RE/N\Y 2 aT—=TIL T4 )T —=ZEEL
TFASTQ ' SRIBLET,

DRAGEN_TS0500.sh \

--resourcesFolder /staging/illumina/DRAGEN TS0500/resources \
--hashtableFolder /staging/illumina/DRAGEN TS0500/ref hashtable \
--fastgFolder /staging/{FastgFolderName} \

-—analysisFolder /staging/{AnalysisFolderName}

« FASTQ 7#I)LF—&E FASTQ 7#IWF—RDY VTV — bBROY Y TIVEKEERNT DT Tz Y
MO ORI LE T,

DRAGEN TSO500.sh \

--fastgFolder /staging/{FastgFolderName} \
-—analysisFolder /staging/{AnalysisFolderName} \
--sampleOrPairIDs 'Pair 1,Pair2’

BCL 7 71 ILHh SHitE

BCL (*bcl) 77 A )LD SEIad 155, DRAGEN TruSight Oncology 500 Analysis Software Cld. 45
EDT7AIWETHII—DEZFNDS VT )IVI—HETT . CNSDASIE Docker [CHEEEDFET,

SYTANI—(LF V=T YRS YDT—IDEENET. BCL T 7LD SRIAT BBE. 77 )LY—IC
RO T 74 IUHZENTNE T EERRBL TS,

2#IF—[T7AI A& EREA

Config 7# LY — B 7 AU

Data 7 # LY — *bel 77 AL

Images 7 # L5 — (FTvav) EOV—T VBRI 7A)b
Interop 74 )L — Interop X U R T 7A)b

Logs 7 # LY — (FT23av) =5 VAVRAFTLOOTT7A)b
RTALogs 7 # /L5 — Real Time Analysis (RTA) ®oOJ 77 A )L
Runinfo.xml 77 )b AL

RunParameters.xml 7 7 1)U TUINSG A= —

SampleSheet.csv 77 )b Y TIVIEHR. SV T FIWI—RICIEWVWT VTV — b
F 1z l& SampleSheet.csv WD RABITIEEWT >~ T
V— hEFERTHRAIE VIV RZIEET D

XEES 200019138 vO1 JPN 12
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FASTQ 77 1 )JLb Sklig

FASTQ (*fastq) 77 J)L7Zf{EAL T DRAGEN TruSight Oncology 500 Analysis Software Z%{79
BIEHICIF. UTFDANDHNETYT . CDEHIF Docker [(SEAINET,

o BIFDFASTQ 7 AT —~DT)V)A

o FASTQ 7% ILF—D#HH 13 X—TD [FASTQ 7 7 A )UiEE] DT # )L —B\BRE—HLTWVD
&

o BVTILT—HNFASTQ 74 )LF—DINRICFHET DD, --sampleSheet LEETIVY RTHVT
W= DI RZEHEECEDE

B 7ZESTE T T oDICTRIET A AT ANR—AND D EZERUETTo T 4 R AR=ADEHICDWNTIE,

--help OVY Y b ZA V5 HDsFRZSR U T EE0,

(i ) | BCL Convert [&. UMI>¥—4o >V RX7%Z FASTQ 77 A )LDU—"AYF—([CEETIAD L D ICHEIN

TWET,

FASTQ 7 7 A )UimA%

REDT TV ID [CHINT DECDT T T LY —ANICFASTQ 77 A ZREFLE T, T7AILRT%Z
B—2 7 )L —(C—H&ICANE T,

DRAGEN TruSight Oncology 500 Analysis Software Cl&. U7V &EITHIZD FASTQ 77 A JLH
WETT, FASTQ 77 A )L7ZfEa UIFW\LWTLIEEL,

KECIFEZO—EILL—VICHU 2D FASTQ 7 7 A IVDMERESND e, 1T TILEHTzb 8 EdD
FASTQ 77 A ILHE5SNE T,

Samplel S1 LOO1 R1 00l1.fastqg.gz
o Samplelh. BTV ID [CHHULET,

o S1DOSEYYIIZEKRL. STD1EYYTILY—bADT Y TILDIBEICEDVTVE T, €D
feh. STIF1BEBEHDOY VY TIVICEDE T,

o LOOTEFZO—EILL—VESICHIULET,
« RIOREBEU—RFZEKIDCH. R1[FRead 1Z2XKLE T,

1828 DRAGEN B —/\—_LTDXE1T

DRAGEN TruSight Oncology 500 Analysis Software [&. AR ZERE T DfcHICT Y TILDY Ty
Nz D DRAGEN U—/\—ETHEITTCEF I, CNEFRAFvvdI—/FrPF—EWD 3EBEOTOER
[CKOTHEEICHEDFET, COTORRGETIIVF IV VIR, #if. EROFvTFU VI TEHINETD,

XEES 200019138 vO1 JPN 13
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FIREITNILFTIVYIRXTY, TYIVFIVYIRES YT F IV —2@FT1RRTEN. ZTDET
(CBVWCTHYTIVTEICFASTQ I 7 A EER UTce IV TIL T 7 A V72 E D T 4 )T —(CHEILE T,
ST BT« LI MUILIEFASTQ 77 AIIV2RFI DY TILT « LI MUDZENE T,

BH®D DRAGEN Y —/\—([CH7ZDRE B2 TOEAZ MIRULE T,
1. FETICEAAREEDRAGEN Y —/\—D#7ZRELE T,

2. B—DODRAGENT—/\—LETFVILF T v I RZRITULET,

(i | | XP D=0 70—7%#A U TEIRMD DRAGEN Y —/\—C S U ZIRE(ICAET H(TF . TV TILY—
heZBELCL—rOY Ty hMeEELE T, fIZE S2 7O—tILDOHE. 2 DDEELS
BT — b2 L. 1 DIEL—2 10T T)b. B 1DE0—2 2DV TILETHTE
WCEFT, NICKD. T=/\—ETT7AMN7ZIE—F KOOIV TIVY— heZEET
BDIEFTAEHSE T CDFECIE. --demultiplexOnly F 7Y 3 V7ZEET S EIE< Run
Folder AN ROSRKULET. TNXILF T Y IREY—/\—C &1 AETEINDCH. 5
VI WY =B EZEERT—/\—(CIE—T DUEN DD ET,

3. TODRAGENT—/\—nS5EBMDOY—/N—(C, FASTQT# LY —DHENZe&mELFRT. Logs

Intermediates/FastgGeneration,

4. FTTDODRAGENY—/\—&LEMDDRAGENY —/\—Dm@7F (I U T, --fastgFolder4 ¥ 3V 7%Z1g
EUCENY I DT 7 ZERITUET,

- 7232157t sampleSheet.csv ZF{F Y —/\—[COIE—-ULFXT, KRIC.F DRAGEN U—/{—
D Bash AZUT MW ULTH Ty MMIHEILEURANEELT, ET9200 T | RP7%ZIE
ELFRT,

- 72322 :%DRAGEN U—/{—I[C sampleSheet.csvZIE—UT. RTIDTVT)L /X
TDURXSDHNZENDRDICEELFT

ENTDBRIARFIC ——~sampleOrPairIDs ONY RSA VA TV IVHBEESNTLIEWVED, VT K
DIV TIER BTN —ARDIRTDOT > TIVH FASTQ 7 #)ILF—RICEFENSDEZRELFET,
CNBDTFTVIICKHMITDETIS—HHEELTT,.

5. TNIWFTUYIRAEBBN TV DERZE—DY—/)\—(CTE—U. |ED/ResultsT 4 LT KU
ZEMUC, COICEHERZANKT T, CNZTDICIE. ——gather AN RIS, TYILFTL
VI RARAT W TEALDBEFZ >V DENT 4 LI bUZBE U TERLE T,
K1 NILF/—REETADINY R
AFwvT vV KR
TRIVFTIUY IR DRAGEN TS0500.sh --resourcesFolder
/staging/illumina/DRAGEN TSO500/resources --
hashtableFolder /staging/illumina/DRAGEN
TSO0500/ref hashtable --runFolder /staging/
{RunFolderName} --analysisFolder /staging/

{DemultiplexAnalysisFolderName} —--demultiplexOnly
--sampleSheet /staging/illumina/{SampleSheetName}
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AFv7 avUR

T (B—Y—)(—) DRAGEN TS0500.sh --resourcesFolder
/staging/illumina/DRAGEN TS0500/resources --
hashtableFolder /staging/illumina/DRAGEN
TSO500/ref hashtable --fastgFolder /staging/
{DemultiplexAnalysisFolderName}/Logs
Intermediates/FastgGeneration/ —--analysisFolder
/staging/{NodelAnalysisFolderName} --sampleSheet
/staging/illumina/{SampleSheetName} --
sampleOrPairIDs Pair 1,Pair 2

T et —/(—) DRAGEN TS0500.sh --resourcesFolder
/staging/illumina/DRAGEN TSO500/resources --
hashtableFolder /staging/illumina/DRAGEN
TS0500/ref hashtable --fastgFolder /staging/
{DemultiplexAnalysisFolderName}/Logs
Intermediates/FastgGeneration/ --analysisFolder
/staging/{NodelAnalysisFolderName} --sampleSheet
/staging/illumina/{SampleSheetName} --
sampleOrPairIDs Pair 3

Frtf— DRAGEN TS0O500.sh --analysisFolder /Gathered
Results --resourcesFolder ${RESOURCES} --runFolder
${RUN_ FOLDER} --sampleSheet ${SAMPLE SHEET} --
gather /Demultiplex Output /Nodel Output /Node2
Output

72 N
BTAA
INESNcY—T VAT —% (& DRAGEN TruSight Oncology 500 Analysis Software 221 —/)LICK >
CWEIN REEE ) WUT7 Y bORBDEN BEEEE&T (TMB). ¥4/ 20Y 754 bAZEN (MSI)
AT=FA T/ LAREMEZADT (CIS) DRE. EROLNR—bHTONETT ., LEOTEI Y 3 TR
T EESALE T,

FASTQ DR

BCLEATREFNCY =TV AT=5E SYVTIICEBDA VTV IR =TV AZERUTI SR
F—TZTDSA TSU—ICEIDETCHTOTBRICEOTCTNIT IV Y IRENETT, EIVSAY—ICIE 2
DDAVTVIR (72— VAREBI=TVAN SATS V=TS TXY hOEIHKICT1DTD) HEF
NCTWWC. INBDA VTV IRY—=TVADEBEDED. T-ILSNeSATSU—DFRILF T Y
O ANERESNE T,

TYIVF Ty IRA%IC, COTOERAFFASTQ 77 AIVEERLE T, CDT7A)UICF. BLDY
INSATSU=DY =TV A —=RE EN—RI-IDEETHIFUT 4« ATV HZENE T, fcfe
LI AL —Z@B UIEN 21c 0 S AT —DU— REERASNE T,
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DNA f#th73i%

DNA 724 X bETIS—HIE

DNAZSA XY bETIS—MIETIE. DNASATSU—DSHHLcY—o Y AU—REUT 7 UV RS
S LZTSAAY U NPV N O=)URICY =T VAU — RO IS —=ZMIELE T,

DRAGEN UMI OIS —MIE(F. 3 DOFLEFIECTHEEEINE T,

1. DRAGEN UMIlE. \=RD 7 CTERItSNeY v EV TiiE (J\v 227 —TJIVRKICETL) ZfF
FUT. FASTQZ 7 A JLRDDNAESIENGIOU T 7 UV RT ) W27 2A X SUET. CNH5DT
TA XY MMEFBAMICEEIAFTNE B Ao

2. EDTTA XY FEUBUT., FFPERER. PCRIBIRH. ¥—— 2y JdigECRDATFNDG TS —
ZBRELF T, TTDDNADFABU U —RE. S TTU—RREIC. BUSF/\—0—FK (UMI) T
FIIFENEF T, DRAGENIFUMIZERTDHCET. BEITDHU—RZEERULT, SHUBEDY TFIU
ZRREL. BHD— R Z1DDEmEBDY—T >~ A(CCollapsingTEFXR I, J— KCollapsingTldA
TOBAMY J72EMULE T,

«  RX/XU :UMI
o XVIT7ZU—RICHBDYU— N
o XW:BET7IU—RADU—RH FF0 (EBET7IU-TEVEE)

3. DRAGENI&. UMITCollapsingUTcU—RICRIE7Z A A b RT v ITZEBLET . CNHDHEET
TA A NMIZTDEBAMT 7 A JUICEEIAFTN. WInT DBAMA VT v IR T 7 A JUAMERENK T,

DRAGEN [F5|&EfiiE CNSDTRIET T4 X M g FEE (JE—%) JI—I)L. AE—/)L\UPY KO-
JU (SNV. INDEL. MNV. DELIN). ¥4 205754 hAREM (MSI) AT —FXADRE. DNA A
TS5V —DmBEEDANE UV TERLET,

AE=)VNU P R O=)LET LI U T

DRAGEN Tl&, BEYYIILDONYEYIBRUT7TA XY bUEDNAU—RZADEUVTERTDCE
T. Tumor-only > 7)LMD SNV, #A. &&. MNV. DELIN DO—)LZTR—bULERT. /NU7Y ME,
BT EDINA IV T s )\ TOY A TOO—AIVIE de novo 722 T)ILDMAICEK > THERHEINE T,
de novo /\T7OY A TZFERT DT ET. WTEDIAIVT v TEFDIHDHBEELRT, [FDDICKEL
BAERKZBHTEF T, DRAGEN DFEAERKIF, 2ELEDH 0~ 25 bp DES THRIISNE T, &
5(C. DRAGEN Tld de novo 7LV JILZERALT. EBRICTT—IJEN. BU/\7OYA TD—H5
THD SNV, A, REZRELET. 15 bp DDV« Y RURWICHD D UIcERFICT T—I > TS Nfc)/
U7 MME. Z20%. BE/\U7> N (MNV & DELIN) [CEB#EETEX T, Tumor-only /\ATS5A V(.
HhEHRRRRA/ VU 7> b EFHRR/ N\ 7Y hO@HEZZ T VCF I 7 AV EERULE T, CNZESSICHITT
HIET, BEERZRECEFRT. /A T4 VIFBHEDOHERAZTOT. EBE7UILOBREZREEC
LET,
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DRAGEN OXE—/UNUFP > hO—=)LICIE. IRORT v IHEZENE T,
1. T2V —rANLyYDHEHEEZRET S (O—)LrIRE/SEE)

2. U= T 7 U VADS®EE LTV, 5B J—)UECIS e I — )LD R EEIE D D & TRl 72 1%
B9 (PIOT 1 JEE)

de novoZ > 7)\TJO5A T —Rpor7ErTILTSH (J\TOFAT7E>II)

SIS EDINAILT v TEERD S, ifile J—)LETcFEIEfie 1—ILDalReEN D S B DZHHE T &
FFPE/ A XZEZEEBLC. U—RMR=XDIFUT « ZHETD

FU—RN/\TOFATIXFDU— ROLEZEET D

INTOYU— RN\ TAOFA TP CELEDEREZG5TT LT BREI—I)VZRMET D

RS AXT7AIRERTDIFE. BIMNTI LUV IZEHL T, JN\UFP > bO—)LDEEZGE L
SEBD RESAXT7A)E T/ LOFEDMEICHIFT S/ A ADFREHEEZRULET. D/ A
AIT7A)E JU—=ig (EBF) YU TV ZERUTBRSNTVE T, /A ABELESNS (R
BOYYEVITHR#E) BEClE. /A XEHELEDET . RAE-IVNNUPY hI—-5—F NS
DRECARFIVT « =72 & T I—)LDRBGHEOERZFHADSEER I, TSO S00CTHEMASND T «
L —(E. [DNAET] B 3 VICERE#HSNTVET,

©® N o o A~ W

JE—8/\U 7> ~O—=)b

DRAGEN Tl&. Tumor-only B> 7L CEBLFIBIEZEBECEFR I,

DRAGEN DELGFIEBEI—)LICIE. UIFDRT v ITHRZENET,

1. IKRILDORRELDBEE S E(CTY—T'Y bEADY BT D

2. BAESNCIEBSY Y TILOIRIVZEFIBLC, 59—y hADY RN/ =X 54 XTI D
3. GCI\APRAZFRRET DNV Y IICHBITEEZMIET D
4

. WHETETIVEER LT, BRUCANNU Y IDCNVANY hORI7ZFAEL. JE—HO—)L7ZEH
9B

TV LN)LOOIE—H)\U 7> ~O—)U

BRCA OXRFEEBRANAT v TICKD. BAM 77U SI OV UAN)LD CNV ZigH T 2 C & 7Z288
[C. BRCA1EGFE BRCA2 BGFDEIAYT—I 3 VDERINE T, CORFRRFHERE I R—X
VhRE CNV O=)LEBUFEZER LT, I\RILDESY—Ty SXBEOH/I\U Y IZEEL. /—X T4
T— 3 VZTV.BRCABLGFEATTIO—T CEDBEREBEZEHULEFT, / —~Y A E— 3 VTR
IEREFFPE &5/ LADNAUYTILDIV Y 3V ZER U, GC DRBDFIE. —r V ARE. 70—
THERBEEDTRICEDFT T, RIDEIA VT3V BRINAFUEIA Y T—2 a3 ZFERLT
BLFCEICEREINET, KRIC.in silico T—F CHIISNCREZFER U T, BiEd 51T X bOIRIE.
JAX DRUCKD, EIAY PDRY—IDNRESNE T, EHOTEI AV MEFRFOEL T ClF. KREL
BiERENDLUIR—HFENE T, FEBRCABTGFEIXY MDIIYV 2 UAN)LD CNV EXRETFIIBERZ(LDEE
#RIE. * DragenExonCNV.json J7AJUCHEERTCEXT,
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r/)r=r3z

lllumina Annotation Engine T. XE—JL/NUP > b, CNV. TV ZVUNJLDCNV D7/ FT— 3>
ZEERMLUET . ANEgVCF T 7AILTHD. A7/ FT—23> Uiz JSON T 7A)LTT,

Nirvana [CK > CMIBEINEFZ/INU 7V bDOAAEF, T—FX—AH S5 AFOEEE dbSNP. gnomAD
genome and exome. 1000 genomes. ClinVar. COSMIC. RefSeq. Ensembl EEDIER T/ T—
VI3VENFET, I\—I3aVERE—MNEFHFRBERENY I —DOEETCEFRT, 7/ T—Y 37Nk
BFINUT7 Y MME Ay I — (TR <BRIDTICANFROFHERSE UTHEINENE T, &7 /7T —Y3V7—
IN—AD\— 3 VIEHRZERDRISTRULE T,

F—=HI~N—2R N—yav

gnomAD 2.

COSMIC v84

ClinVar 2019-02-04

dbSNP v151

1000 Genomes Project Phase 3 v5a

RefSeq NCBI Homo sapiens Annotation Release 105.20201022
BEEEESM

DRAGEN (& +27FH/N\L vy IHHSI—T « VIRET. BEEEER (TMB) OtEICERINET.
BUIRDINU T bE. TMB OFtEDSERASNE T,

o Ja)bF—7)\AULIED o)UY~

o IhIVRUFPINUFY B

« MNV

o FRAVREDEEICZEULEWVWIU Y ~

o BRAVNUTZ Y RT7ULDOBHEISEUFEWL/ WU 7Y

o EEENSHNS/NNUT Y

- EBEREEICESIOELTFREE. BERECHSIOELFREELUVTRODNAER 7 UILADY MO
50 ED/INUP Y b

AIEMRRRI/NU 7Y ME TMB [CAD Y bENEBA. KUY MEL T—IXR—RETOFI T4 )LY—
([CEDVWCEIBRIEREESNE T,

1000 Genomes T —IN—XKXTcld gnomAD T—FN—ADWVWIFNH TEHES N, EF7UILAD Y
NAY50 LI EDINU 7 Y hHEIERIE LN —TENE T, TOFT T4 )LY—DUFED/NU 77> SOEH
DINUT7 > bZEAF+v U, BERO/INU 7 57 UJVEEE (VAF) ZHFD/INU7P Y MEFELER T . RO
VAF ZFDEHOD/ N 7> FOREBADEIBRINDGZE. €D/INUT7 Y MEERIE L TN —IENET,
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TMB DEEORFUTOLS [CHDET,
. TMB = J4)L—UI/NUPY [ B A X (Mbp)
. JEEZE TMB = T4 )LY—UicdEBE/\U P b [ BREEES Y A X (Mbp)

HEAE TMB OFFEICERU/NU 7 Y hOBHRZZST * TMB Trace.tsv J7A)bE TMBRXO7D
STEORUBAODFHlZSCE# U * . tmb . json T 7 A JUICEETFSNE T

NAOOYT A4 MREERT—F X

DRAGEN [&T 2 TILD MSI AT —5 ADREICFEATNE I DRAGEN Tld. EBETVTILEY b
SIERSNIC EBEU T 7 UV AT 7AWV EERAULE T V—T VAR ENA 7O T 54 MDY —
RAODY he&EETT D ET, ERBFU T 7 UV AT 7AIDERENE T, EBET 7A)UICIE. YA
05754 hOU—RADY bODMOEEHINE T,

Tumor-only > J)LICKT D MSI I—)UId. RIMICEXA O TSA MEBUDU—RT7 A4 X M
SEBNDY NEESHTDHCEICRDETINE T, RIS, BEEERELER—=XTA VTV TILDEXTFD
Jensen-Shannon distance (JSD) HEtEENEI. DRAGEN (&, EBD JSD #fEIEREF JSD 9
DHAZEREZRITUC, ALELEBMIZRELE T, 2 DD JSD DmDFIERENERERBI LT,
HAZE p BED p ERBEUTDES. ALEELEBMIELTI—ILENFT T, m&IC. DRAGEN (&, FHfiE
NIEBRIDAD Y by ARESFMUDAD Y by INTOFHRENIEBPALICHIF D ALELBAIDEIG. T
NCDALZEFELD Jensen-Shannon distance D&EFTZZEREBULTC. MSI AT —YAZERULE T,

T LCARZEMADT

T LAAREMRADT (GIS) (& #HEMBIRAREBOEYT /) LYA 2V TT, GIS &, ANTOEEMRE. T
OX7P7UIAGE, KIFEFTREEEEVD 3 DDERDAS TERINTVERT, INHDEFRIF.
Myriad Genetics S22 TR GIS 7ILIU X LZFER LU THESNE T, GIS 7ILOUXLTIE. &
J LA2EDNIEEINRIVT b P UIEEEH/I\U Y IDANZERLE T, ERBLET > TILDICRIVIF,
GIS DHEEDRIC A TP AERE /=X A= 3 VOmATHERAINE T, GIS DERLERF. * . gis.
json 77 A )VICEEEHINTVET,

VA= —Y 3 VDB

A== 3 VERAT v ITIE. RE=IVINU 7Y S O—)LRICERM SN SNP T5—T 71 )bE/R
AW7vITITF7A). BKU TMB SU—AT7AI)VZEFERULT. HROE SDNADIVIY=ZR— 3%
BEUET, VINITPF, DVIZIR—Ia VA7 EFERUT. YV TIVICHFED DNA BEET D
MHIELEFE T, IVF=ZR—3aVDHdYTIVTIE. SNP D/IXUT7 Y 7 UJIVSEED 0%. 50% Fic
(F100% DEFFENSZ(EUE T ZILTUXLTIE. INUFP > NP UIUBBEND 25% FKimlcld 75% BE
HDIEVSNP EEEITDIRNTDMUBEENELE T, D%, ZTOUBNLS—CHILE. FCIFEHEF
[CERTCHDILEZEHUET, JVFZR—Y3aVAA7IE. YU TIVORNT U)VBED 25% FKiw C.
CNV A XY " RETHDATBEENMELY. BEED SNP iIB(ICHcd IR TORBAER A7 DEETT I,
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OVEZR—I3VRAOATHKRELEDIFE, HRDDNA ICKDIVI=R— 3 THHIBEENEL
HOFERT, JVIZRX—VaVRAAT7HDBREDI AU T 4« BiEZBAIcEA. Y J)LIcEFdVd=xk— 3
VDB BDERKEINE T, JVYZR—3aVRA7IE. T/ ADBKRERICBRB SN/ > 7))L HRD B
VIIWTBWLWTEDDD > TWVET, HRD B TILD S5, 1% Tld, REOIVY=ZX—T3VDOIET
VADEVIREET, BEZBA TV DDHHDFEU,

v 3
RNA B304
SobTvIIVT
EYU )% 3,000 5 RNA U—RICIDIHYTUVITLET, COMIE. YV I)LU— ROfEERL
FY (FEDBE. 2U—UHS5DRI+R2). #RY—T I ABMEIFERTL v IR EEEIDE, YV

TSI OY Y TUVITDRAKIDBIENI — M ETHIENTEX T CDOKDIFEFE.FASTQ T 7
ANEZDEFTDIRRET T,

U—RhUZVD
BIFOWEDHICU— Rz 76 ZEFIC FUS VT UET,
RNA 7 Z5A X hBLUREBLTRE

RNA 754 XY hBRUREELTFREIFE. FASTQERD M=V JdEsNcU—READEUVTERUE
I, HAlF, BEV—FVITDHDU—RT7SAAY RZESEBAM 77 A)b. 7./T57—3>2DIEWVWRT
TARI I3 VEZD ST.out.tab 77 AL, RIEEBELGHREAHEZSD CSV J7AIVILETT,

DRAGEN [&. EAIBARBRDOIY T «J (chrUn_gl #8) Z=Tkt b hgl945/ LA%ZFWT transcript-

aware E—RTRNA U—RD7 A4 X b7V, GENCODEVI9 &5 /T —Y 3V FERLUTCR TS

ARTA hEREIELZET. DRAGEN . 754 XY hORBB LUK TEZZANT., EEITDU—RDY

TAAXYRZBELTINILLERT (soft-clip U— RTHIE) .

MEELTEATSAZ/INUP Y hO=)UlE, NUP Y SDOROA7 UV IICERZBREUC TS ITA Y FD

H7ZFEAUF T, DRAGEN [F. BHDELFICHUTFASRATUY NU—=RDT7SA XY~ (—R7S5A

XY NEHENT A4 XY hOXRT) ZRAWVWCHEELFEMZEE LEI. DRAGEN (&, YR—KU—K

., UR—hU—RDOYYEYIIFTUT 4 MEGFEDOY—T 2V ADHEBMELEE, SEMOSTEEE

FICEDWCROVPRIFETAILE U IZTVE T,

DRAGEN @ RNARIEEBILTFI—2—I&F. 2 DDOERLEDMEGCFICKICDDFASTU—RZRI LT, &

TLFRGZRTE UEX T, DRAGEN [FEFTF. FATU—RICEDVWTCREELTFDEMHD U X MMEER L. K

([CIRAICAD7 ZM1T, EET—ILh BEEEDEVLREELFI—ILDOUZ MEERULE T,

DRAGEN @ RNA & B L TFI—2—I(d. IFDOAT v IZERULET,

1. RATUY RJ=RPSAAY MIEDV\WTCRHEEGCTDRBEENT D

2. BABLTFORA—HOYR—KU—RR7 Esoft-clip— RO SEBMDIET VA ZINET D

3. BLFHNUYI, U=RYvEYITIAFUT 4. RB7UIVEE., BL-TFHEERME. 754XV KNPV
Hh—K. TOVVERNMSDTU—IIRA Y MEREE DRGEBLTRBDRHZET TS
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4. OYRT v ORIRETIVEERL CREECTHRMICA D7 2. SVIHFTDH

5. AOA7®MDT 4 )b — (BR—hU—ROH. BEDU— K754 A2 bADY M Read-through
transcript. ERESNCBEEIC—HITIMEELFEL) [CEDVTC, MEaEnFI—I/LORKU X bz
EIRT D

ATZAX)NI 7> vd=)

RNAXTSA XU SO=)UIE RNAY Y TINSATSU—[CHUTRITEINE T RNA T SA KXY
RDRTSAZINUT7 Mei (v o23) B BBHIOGBEEYDT —IN—RE, SETSHIFHEM
S A TDEBSEFFPE UV TIUD SEMSNIIHERY v 0V 3V DRATSAR)NU TP Y M= 5A
CHBEENET T, T—IN—RFIEIN=ATAVE—HTHRTSAZX)NU T blE. BEFHEEEDH]
SNTVS—EDI v VI 3VICEFNTLELERED., BRASNE T, T8 — I R—bAH D55,
AT SAZINNI T Y MERIFRFENET T, COTOERAT, RNARGELCFERBEDEESNE T,

RNA B&8mrd~Y—

RNA BEEEF I—/LRICEES NICREBELTIE. RNA XTS5 ZNUT Y hO—)UhICEES NIk
BECTORGELCTFEN—IESNET. INSIE. BEEYDENT—5X—2 (GENCODE v19) (B
LT, BEFRESFCEFRHTT /T—Y3VENEd. COTOEADFERE LT, —EORABEERF I—
LB LR — MERICERICIED F T,

RNARTSAZRNNU TP D7/ T—=23Y

lllumina Annotation Engine [&. RefSeq [CEALT. REEINc RNA XTS5 A X))\ 77> b O—)UICEE
LANILDZ L (B LFOEBESICOEVWCIIVIUNREZERTI) 27 /T—32UE T, ZDRefSeq 77—
IR=R(F. RE—IWNNUP Y RP/T—2 3 TOCATHERAEIND RefSeq T—I X=X EFUTT,

mESE (QC)

DRAGEN TruSight Oncology 500 Analysis Software v2.1 [C[&, #iExED QC H'EENET,

22 QC

X MU ZZDOEALR— D [Run Metrics] €2 3a>Tldk. =T 2VAS2D0FUT 4 A RNUTAE
EBIC, TNONHFEEEZBICITEHENTHOINZHIKT T DIcODERBEZRLEFT, \A T4 )LF—1U—
ROLFENFEEGHR/N\REEEEINE T, Read 1 & Read 2 (CBEULT. AEEEAN—ZXI—)LOEED
TAE (Q X3O7) ZRd. Q30 ULDEEDMIEGORIBELLERINE T, DIBEORIC, Y XT LA
CEDTUARNITRETFUT A BBEDBERZRLET,

LIFDOIRR T, [Run Metrics] E23 3> DEHD NA EFRRESNET,
o [T FASTQ 77 AIUDSEBUIEES
o BT BCL 77AILDSEIAL. H'DInterOp 7 7 A LR FIZIFHIBL TS HE

XEES 200019138 vO1 JPN 21
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x2 J\AZ)—Tv b RXFT L (NovaSeq 6000 AT L)
WREINDHA RS54 NUFU b

| PE

*PUZZ RS DHF VT 1 i 552

PCT_PF_READS (%) I\ T4 )L —1J—RKRDEAKIC =550 EEaNE
o BEIE

PCT Q30.R1 (%)  ZAUF<ZIAFH30LLD >80.0 IRT
Read 1 U— RDE|&

PCT Q30.R2 (%)  ZAUF4ZIAFH30LLLD >80.0 IRT

Read 2 U— RODEIG
3 O—)b—Tv AT L (NextSeq 500/550 A7 Ln)

= » = ~ o=~
ARUHZR REHA HWRENDIHARSAY NUFPUN

DIFY T« BHE ISR
PCT_PF_READS (%) J\X T4 )LF—U—RODL2E(C =80.0 gNT
HHDEE
PCT_Q30_R1 (%) 97T XAA7H30L ED =280.0 IgXT
Read 1 U—RODEIG
PCT_Q30_R2 (%) OFZ T4 AA7H30L ED =80.0 INT

Read 2 U— RDEIG

DNA T~ T)LQC

DRAGEN TruSight Oncology 500 Analysis Software v2.1 Cld. QC X MU TR7ZFEALT, IVH
=X—Y3aVDREEEZ/\XAT2DNASATSU—DAE—)U/NUZ> 0=, TMB. MSI. 8KXU
BLTFBEOBNMZTMUEIT. SATSU—D 1 DIREFERDIA T 4 XA MU TR Z)CAULED D
fema. Mng /NI 7Y YA TGN AAX—H—FUR—bhENTF. UIR— AV T —DEhET 5
QC AT JUICFAIL ERRENF T, THIC UTFDQC AT IUD 1 DHIEIFEHTD QC DJVA7Z i)
ZLUTCVBD VI A VEMBRISFIATET B Ao

DNA S A5 U—0D QC DFER(F. MetricsOutput.tsv 77 AIVICEREHINE T, FHEMICDOVTIE.
24 X—=ID [AMUTZZADHES] ZSRULTLIEEL,
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XRMUOR

CONTAMINATION_
SCORE

MEDIAN_EXON_
COVERAGE

PCT_EXON_50X

MEDIAN_INSERT_
SIZE

USABLE_MSI_SITES

GENE_SCALED_
MAD

MEDIAN_BIN_
COUNT_CNV_
TARGET

PCT_TARGET_
HRD_50X

A&EEHA

AVI=ZX—Y 3V RAATIESNP D
VAF 2 (CED<

2T OVVERICODEDI OV TS
X ANy I DB

50X 75 IAY bAONLwIZERDITD
VIRREDEIG

B TIDTZ TR SMROFRIE

MSI O—)UIC{ERBIBEIE MS| BRAIDEL

REDHEMDHHELFZRAL. &=
CNV & —%"vy MEEOEELFICDOL
T/ —XTARXUIEADY hOHRR{EZ
fIELfc®D, /—XSAXLIEAD
Y bDOHRRIED S DI R Z=DFRIE
(MAD)

CNV & —T"w h&cObDED bin 1D
> hRR(E

(HRD) 50X 75X bh\Lw %
FDOHRD JO—JOD&EIG, HRD YT
VDL R— b

XEES 200019138 vO1 JPN
AREOEAENIIARICRESNT T, SICOFERRTEI A,

WRENDHA
RSADOF
U 1 BiiE
V=R —
a3V
<1457

= 150

=2 90.0

= 40
<0134

=2 50.0

U7k
952K

TNT

ZE—JUIN
P,
TMB

ZE—ILI
U7
T™MB

RXE—IUIN
PR,
TMB

MSI

CNV

CNV

GIS
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RNAHS 2L QC

RNASATSU—QCDASNERNATSAKXY NCTTo ANUTRAEHA RSAVDRIEIR
MetricsOutput.tsv 77 AVCEH SN TVET, HAICDOWVTIE, 24 X—=ID [ARUTADH ]
ESRUTLEE 0,

HREEINDHA KUFY
XRNUTR AEEHEA RSADIF k52
U5« EiE
MEDIAN_CV_ ANy IDHRREH 500x ZHBZ DI NT <.93 MEEX
GENE_500X DELFD CVHRE, /Ly IDFRREH FDRT
500x ZHBRA D BLTFIFEHRIEIT DAIEEMEND A4
%o 500x ZHBZ D=L CVHRREIF. Z4T>
U—AROB@EZRBLTWD (T TIb1 Y
Tv hEDARE2FTO—T TOEMBIRD I
A DRERE)
MEDIAN_ S TID TSI A MROFRE > 80 MEER
INSERT_SIZE FDRT
T4
TOTAL_ON_ =0y NEEICYvE Y T3 — RS > 9000000 MEEE
TARGET_READS FDAT
A4
GENE_MEDIAN_ RNA/J{RIVAD TN TCDEBILFDEEZREL ZHEL * MEBET
COVERAGE eI\ w I DsYE (55 EnF) FDAT
T4

* RNA BV TIVDARREICKE T DDZRIS DI, A IU=TF Tl NABFEMEICELSD RNAT Y TILIF U T 4D
REZHEL TVEEA. RNA DFEIR(E. BT TENSENRILTA X (55 8EF) [CROTRELELEDICH.
J=RIAC—YaVPREICEDET, /—NSAE—Y3UTlH BEEEDOREZERCEXT .

FET D]

BEMTI5E T 92 &. DRAGEN TruSight Oncology 500 Analysis Software CTld. {EEDIZATICHETDH
N7 # IV —HEREINF T,

AT DHE 172K T BI(CIE. BTDOENT A IV —ICBE LT, XRID T 7AI7EBRLE T,

XU RADEN

MetricsOutput.tsv J7A)VICE URICTRIETVTIVOREEEA MU ITANZENFT,
o LIFODNASATSU—QCAXMUTR:

- AE-INNUFPY =)L

- TMB

- MSI

- CNV

- GIS (TruSight Oncology 500 HRD D#IfELCTWL\DEE
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e« RNASATSU—QCAKUIR

e TVQCAMUIR, AT —HFRA, BXUOOAVI=ZR—2 3V

DTSV I 7AIVICIEER U — R, Collapsing LIcU— R, FXSU—R, AV5—5v hJ—RICED
UV TIVCSEDIRDNA 54 75U — QC X MU T XBEENET . RNA TV TILZRBWVSEATClE.
RNASATSU—QCARIIREMU—RENNLYIICEDLY VY TIVCEDIERRNA S A TS U—
QC X MUITRABDEREINET,

MetricsOutput.tsv J 7 A, *.tsv T 7A)IC. UUTIVRAT—F X, FELERTA NI T X,
BROAYT—=F ZHHANTCREDFEEA MU T AUIR—KTT, VIR—MARDY > TIVX MU T (T,
SUDE TV TIVITHEINS TRE (LSL) & EfRfE (USL) BEEFENTVET,

SO a—FT 4V IDERICOVTIE, 38X—=JD [~STILa—T 42T ZBRUTEEL,

VI — RERDOETIT 7 VY —DiER

DIV avTIE YIS — ROBRS VD SER SR N T IS —0Y TV ERULE T,
VIV T # IV —DBRISLLTDESBD T,

(1 Logs_Intermediates
= AdditionalSarjMetrics : PCT_TARGET_250X X b U XZEMT3EHXT ID CEDFTEZZT
= Annotation : RE=JLINUP >V 7/ T— 3 VDHADZESD
OV TIVID CEDY T ITA)IT—  PSAXY SUIERAE—IVINUTF Y bD JSON ZZD
= CombinedVariantOutput
A7 ID CEDQYT T4V — HBHFEHOBI/INU PV MEA TSV 77 A ZS0
HEsaLBEANOI T 7A)b
= Contamination
[_:SNA BYTIVID CEDTT TS — AVIZX—3 VA NITAD JSON EHHOT %
=
(= DnaDragenCaller

OV TIVID CEDYTITAINEY = PSAXY RSN BAM EA VTV IRT7A)be AE—
JWINU7 > =D VCF & gVCF. JE—=#UNU 7> b®D VCF. MSI JSON, KU CSVEXTD
QC HH%=Z=Zz0

(- DnaDragenExonCNVCaller

f=DNAYZYTIVID CEDYTT#)VF—: TV LANILD CNV JSON EERHF ETEDHETE.
HBRUQC IT7 A 7ZZT

= DnaFastqgValidation : DNA > Z7)LMD FASTQ /\UF—> 3 HAOT ZZ0
(1 FastgDownsample
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= RNASYTILID CEDY T T4 )LF—  FASTQ 77 AI)LEHAHOTZZD
= FastgDownsample M /]
1 Gis : HRD UL GISE&ET 7 A )L Z0
THRD O >ZIVID CEDTT T4 )b5— GIS JSON. EFIFELDEERE. BRUQC T71)b
=18}
= LrAnnotation
FDNAUYTIILID CEDY T IS — 1 7/ T—=3vENfcI oV > bAX)LMD CNV JSON
Va=18)
= LrCalculator
DNADZTILID CEDT T TH )V — TV LANILD CNV VCF 280
= MetricsOutput
AT IDCEDYTITAIE—  ANITABA TSV T7 A ZZ0
HEsaLBEANO0I 77 AL
= ResourceVerification : UV —=X T 7A)LDF T v IT LREIOTZZ0
= RnaAnnotation

TRNAYYTIVID CEDY T IAIWT— 1 T/ T—Y3VASNIATSARZRINUFP >V D
JSON ZZT

= RnaDragenCaller

OV TIVID CEDYTTFILE — PS5A XY SN BAM. REETTF&EM CSV. BRU
CSVERTD QC EHZZD

=1 RnaFastqValidation : RNA U > 7)LMD FASTQ NUF—> 3 HAHOTZ S0
= RnaFusion
RNADYTVID CEDY T T ALY — IRNTORMEBELTF CSV ERGELTF /Oy O
La=1:8)
= RnaQcMetrics
IRNASYZIVID CEDTTT#)LY— RNAQC X KJT XD JSON ZZD
= RnaSpliceVariantCalling
IRNAYYTIVID CEDT T T AT — ATS5ARINI 77 S VCF 2830
fRuNQC: 5 QC AKUTAD JSON., S QC X ~UTZZADM JSON. OT T 7 A)L7Z2Z0
= SampleAnalysisResults
X7 ID CEDTTTAIVE— U T)VEERD JSON EFFlEOT T 7 M)V 7Z2S0
= SampleSheetValidation : FEU VTV —hENUT—2 320020
= Tmb

IDNASTILID CEDTT T #)LF—TMB X MU Z X CSV. TMB hU—X TSV, BE&ET 7
AIHBROOTZZD
passing sample steps.json: &YV TIIVIDDINAUCAT v TZ2Z0
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pipeline trace.txt @ FTSIE Nextflow FRTERXT—5X (COMPLETED.
FAILED 5&) ZEe#E LY U —BXO NS IV a—FT a4 IT7A4 )220

run.log : Nextflow /\A TS5 A VERITZHHAT D72 SU—ALN)LOOT T 7 A )L 7ZEZO
run_report.html : EUANILDS VHET (MRE. FRKREL) 220
run_timeline.html ! B VDYA LSAVEEDBERZZT
[~ Results
=l Metrics Output TSV (§XTDRY ID)
= Pair ID : YTV EICTDHIDNER TS
=l Combined Variant Output TSV
=l Metrics Output TSV
= TMB Trace TSV
=l Small Variant Genome VCF
=l Small Variant Genome Annotated JSON
=l Copy Number Variant VCF
= GIS JSON
=l Exon-level CNV VCF
=l Exon-level CNV Annotated JSON
=l All Fusion CSV
=l Splice Variant VCF
=] Splice Variant Annotated JSON

B/ — FEROHT # LY —DiERK
ZDEIY3VTIE BN SERSNICEANT IS —DIV T YVERUEIT. B/ — N Z2AVDHE
WTARDENTE T # )Y —DBRIFLLTIDES D T,
(= Demultiplex_Output
= Logs_Intermediates : Y2 T)LCED FASTQ 77 A IV 7ZZT
= NodeX_Output : R U/ — RCEICUTOEARER NS
(1 Logs_Intermediates
= Results | €D/ — R CTHRITENCY Y TILDERDIHF 2 ZT
= Results : INTD/—FDIXTOT Y TLDERZZT
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HIHIEHhB/INUT7 Y M

J7A)U%& T {Pair ID} CombinedVariantOutput.tsv

HHPEDE/INUT7 Y NAOT7AIVTE 1PV TIZERICTI DDT 7 A)VICEKEDHTINUT Y hEINAF
N—A—DERHINTWVWET, X7 IDZEATHE. 77 AI)VIEEUEFEDOX EED DNAT Y TILE
RNA D TIVICERDEX T, HAICEF. UIFDINU 7Y hENAF Y —H—HZENET,

o RAESIINUFZV S (EGFREG/NUTP Y hEED)
o B TERE

- TMB

« MSI

. REELT

o RATSAZXINUTF UK

« (HRD) GIS

o ITUYVZLANILCNV

HHEDOE/ U7 SMEAT 7 AIVICIE BIROFECY -0 2V ASVOFMOEI Y 3 VhdDbET. €
NZNOFAZRDRICRUE T,

EEMTODE$H AEEHEA

« X7 ID e TUH

« DNATZTIUID (DNA DFEITDHE) « ZH

« RNAT T ID (RNA DEITDHFER) « DNABS>TILA T wv2o X ID(DNA DFEITDHE)

. HH « RNATT)LA 7 v ID (RNA DEITDHFE)

o HHAIBEE o« Y TILDFH (HRD)

e EVa—-)LDIN—=Y 3V « ®EID

o J\AMTSA2DI\—=I 3> (Docker A X—Y o« KEIV MNO—ILY T RO T T7DI\—I 3>
DI\—=T 3 VES) o KEYAT

« RTAD)I\—=Y 3>
o HEHN—KNUvIOOY MES

HAHEnDE/NUT7 Y AT IFOWITNHDOIRR T ZHT « =)L FZH I ATV Y Mtk
DAVES

« TruSight Oncology 500 T —%"wy MEESNTOLWEWEEELGFICHOWT., NUFPZY MDA/ ZAb
M RefSeq transcript &—#9 5155,

o JNUPVRR UV—=RT#)VF—AICHS TST500 Manifest.bed 77 AJLDISNP. ilndel. &
2l Flanking [CHEESNCEEICUE T 55,
JINUT7> DT 1 )L —DFRA]

o RE-IWNUTZU B N\=RT«)LFUVITURRT /LD VCF T [FILTER] 7« —JU NIC PASS &&5C
ST XTOINU 7Y bE lHFEaHhEINU 7Y MEAICERRSINE T,
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- B FIEHIE. Gene Allow List- RE—IL/INU > bRICH DA/ ZHILD transcript (BT 2/
U7 MMCDHFELE T,

- IBSEYERE. Gene Allow List- RE—I)L/NUP > SAICH S/ ZHILD transcript ICET 5
INUP Y BMCDHFELE T,

o JE-HNUZPV N DE—H\UT7Y MIUTORAHZLTHEICTHENDDET,
- [FILTER] 7« —JLFHYPASS,
- [ALT] T« —JURH <DUP>,
o BMSEGTFNUT7YS  BEECT/N\UT7Y MIUTORHENFEHIcITUERDDFT,
- 45—\ AUT/NU 7> hO—=)L ([KeepFusion] 7« —J)L RH true),
- REETCTOHATURANNIHIEGLTEIELED 1 DEHET

- Yva (1) THPNCELFIE. BREECTFOAENHETRELECLEZRUET. ASv2a (/)
THDMNCELTFIF. MEEGFOAEZHECEETNCEZRLET,

o INAFY—H—TMB/MSI : DNA B2 T)V7ZIR LTSS TFELE T,

o RTSARNUT Vb ELFEGFR. MET BRU AR ICEEND. T« ILF—Z)\AUCRTSA X
KU~ .

o I\AF<—H—GIS : TruSight Oncology 500 HRD D'&EL TS BEEDHFIELF T,
o IUYVUNRILCNV: IOV VUNLCNV FUTOERHGZLFHICTHENDHDET,

- BRCA1 &FJzld BRCA2 [CAEL EB 1 DDEEZERITTCIT IV V7ZEZT,

- [ALT] T4 —JURH <DUP> &Efzld <LOSS>,

DNA 177

AE—=ILINUZ> bk gVCF
J7A)L%& 1 {SAMPLE ID} hard-filtered.gvcf.gz

AE=IVINUP Y BT LDINI 7> S O—=)LT 7 A)UICIE TSO 500 JXR)IVEHEDT =TI T Ufe) (U
7 RI-)UhSDE&EKR 15 bp DEEG/NU 7Y beZ0. sHEIUZINTORE—IV/INU 7Y MeEICEET
BDIBEROECE SN TNET,

INU7 Y hRAT =5 A& LIRDT / L VCF @D [FILTER] SO SHELE T,

Filter 7ESC
PASS PASS /XU 7>
base_quality CDEMTDRE Y — RDOX—=XTF U T 1« DHIMENRMBEICE LK
WehIZT « )L — Ut B
filtered_reads U—RDEENKRETEDCOICT 4 LY —UTeE ML
XZE&E= 1200019138 vO1 JPN 29
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fragment_length

low_depth
low_frac_info_reads
long_indel

mapping_quality

multiallelic
no_reliable_supporting_read
read_position
str_contraction

too_few_supporting_reads
weak_evidence
systematic_noise

excluded_regions

CDEMTORBY—RDTISIXY bRAREE T 7LV A —
RDTSTXY FROFREDIENEDBMEZBR DCHICT 1)U
& —UIeEB I

U— REENMET EDIEHICT 4 )LY— UTEBRAL
AL — ROEIGHEREZ NEdfcsd(CT 4 )LY— UTeBR L
Indel RDMRITETBcHICT 4 )Y —UTEERI

CDEMTORBY— RO vEYTIAUT « DFRRENRIEICE
UIEWWeSICT 4 LY — UTeEBAL

2 DRIEDORET7 UIUDER LOD Z2/\R T BfedIC T 1 )LF—UTe
BBAI

EBTEBHMPITH— N — RO LELESHIC T 1 Ly — LT
i

U— ROR®E [ #&TEOEOHIESE CDEMNEIEZ TNElDIc8H
([CT 4 )LY— UTZEBAL

KBV UILDREEUNU T 7 UV ALD 128 PCR IS —H%E0D
Nicfe®d 7 1 )by — UTeEbu

BEY Y TILOYR— M= RDETESDTcHT 1 )LY—UTcEBhL
AR/ CU 7> X377 (SQ) HEIMEISEZELEL

EBEOYTIHRORGE /A ADIETF VY AICEDWVWTC I 4L —U
CHRAI

VC THRASNIZBENY FEEE' T DEMU

AE=IVINU P> bDF7 /T—23~ JSON

J7A)L% 1 {SAMPLE ID} DNAVariants Annotated.json.gz

AE=IWNNUTPY DT /T—=232T7A)VIE TaIbF—%2)CAUIZINU T Y b2JKR ULIED o 12/ WU
TUREE T/ LAVCFARICHDY T 7 LY AUADITNCTHUEICRET /NI 7Y bD7 / T— 3 ViER
ZmUE T,

TMB FL—X

TMB =R T 7A)VIE. FEDT >V TILD TMB EZETE T 6 15/AICHET 6B ENEERZRLET. R
E-IWINUTP DT A)WEI—RAT Y TTCTA)EI—Z)CAUCITRNTCDORAE—IVINU TPV "D, DT 7
A )VICEEHSINE T, TMB JSON D TmbPerMb EDDFZEHE T DICHICIE. TSV I 7 AL T4 ILF—
ZEREUTC. BN True T&HD IncludedInTMBNumerator ZEHAULEIT,

TMB bU—=RXT 7 AU NI T Y N 2R BN CTERITHBDTIEDDFEF A T ILFT UV TRAT—

HRAE TMB ZtE T DICHDEADRECI. 1 ILF—ZRELTH. /NUTF Y bODENMFHRRETC
(FEIERINCEDD CEIFHDFE R A

XEES 200019138 vO1 JPN 30
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51
Chromosome
Position
RefCall
AltCall

VAF

Depth
CytoBand
GeneName

VariantType

CosmiclDs

MaxCosmicCount
AlleleCountsGnomadExome
AlleleCountsGnomadGenome
AlleleCounts1000Genomes
MaxDatabaseAlleleCounts
GermlineFilterDatabase

GermlineFilterProxi

CodingVariant
Nonsynonymous

IncludedinTMBNumberator

JE—# VCF

A&EEHEA

ZOSEREN

INUT7 > hODAIE
UD7 UV AEBE

INUT7 Y MMEE

INUT7 > R7UVEE

INUT Y MREMED Iy Y
INUTZ > hDYA MR
BL-fF® (ZHET55). BHOETTFHOHHA.
XYJoNnfcU X h2ERT S

JINUP 2 SDFAT - SNV, A, K. MNV
Cosmic ID. ##®D Cosmic ID B’&d5a(F ] TEEITD

B&A COSMIC study

gnomAD exome T —FNX—XHD/)\U7 >V~ UJLADY b
gnomAD genome T—FN—XHD/\UF7 > ~PUJLAHDTY b
1000 genomes 7 —FN—XFD)\U 7> b 77UILAD Y
3DDT—IN—RICOEHRAXINUT Y TP UILADY b

N7V M T—IXR=R T4 )V —ICKD>TT 4 ILI—NIH
A. TRUE

NUP Y b TOF T TA4IWEI—ICRK2TT A I —ENEBEA.
TRUE

NNUP>Y b O—7« VJEEICHDEE. TRUE

INUTZ 2 BC, FEARZEROERZHDIELS /T —3aVhoHdis
&. TRUE

U7 > Y TMB OFtECTERTINDEA.

=107 7T

TRUE

JE—#VCF 77 JUICIE. DRAGEN TruSight Oncology 500 Analysis Software v2.1 C¥—% v k
{EUTSIBIEETRFD DNA 54 75U —(Cx T2 CNV I—)LAZFENTWVET, CNV I—)LTlF. UT»
DYA KRR, BIREUCHESNDELF CEICEBEREDBRZRULET .

VCF @ [QUAL] BIC353fEIE. Q=-10xl0g10 (p f8) DX TEREND p BD Phred ZIRETT . p fElE.
BLFOBERZEET /) LDEDDEDDEBERZEETIIRELTESNE T, Q AA7HEWIEE. CNV
I—LOEBELRSVC EERUET.

XEES 200019138 vO1 JPN
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VCF DFRFCE LT <DUP> [F BRHENTZEERZ L (FC) DEAEDEIRA Y b JEXIDBARENC E%Z
MUK T, <DEL> [F &RHEEN/C FC BZDETFDEIEDRKA Y bA TERDBHNEVWCEZRULET,
DNy A TEIFELFICEODTEDDIENDHDET,

<DEL> O—JUI& in silico T—% 12w FTCOHERIMEINTUVET, FEREULT, IXTOD <DEL> O—)bIC
& VCF INIC LowValidation 7«4 JLY—H&DET,

FIAE—B/UTP Y ME. ZBGET /) LFRO /=R S5A ALY — BREZEE(CUBED. TA MY
TIHD /) =R 54 XUTcU— RREDEEZ(EE UCUR—MENE T, BREOMEEZERITSHE. UiR—
MENBEHZED ST Y TIVHDELFOEHMEDHAI TEEX T,

BEMEZ X% £ddE. VIR—hSNEEBEZLY ICBBLT. UTORZAVSCETIE—#Hn ZEH
TEFT,

n=[(200 xY) — 2% (100 — X)]/X

BIZ (X BEBEHEE 30% CTHEFRZ(EN 2.2 80D MET (£.10 JE—D MET DNA BMESNIcCEZRULE T,

RNA 7]

ATZA XN 7> s VCF

AT SAXINUT 2 b VCF [ClF. RNA 7)1 TS A 2 THRBISNICEN ) (RIVDY =Ty hETDRT
A ZANUT Y MEFEDNITNCEZENE T, F/INUT7 Y MeBEISHUTUTOT 4 LY —DEATEE T,

T4Ib5—% AIEEHEA
LowQ Splice Variant Score H'. Passing Quality Score DEIE 1 K@i Cdbd
PASS Splice Variant Score H. Passing Quality Score DB 1 M ETH D

LowUnigueAlignments IRCDRTSARI v T2 3VDYIR—MJ—RE 2 DDRXTSA
AT A rDOAEL ED 1 DDELICHDEEDY / LOXBICX Y TTD

BINDFFHICDOWVTCIE. HAIDANY I —ZESRUTLIES L,

RTZAX)NUFP > D7 /T—32 JSON

OREgBER. XA T T4 ZX/NU 7> M lllumina Annotation Engine ZAHWC Y /T — 3 U HES
NFI., LLTOERE JSON D SESNET,

« HGNCE&I:F

. EB5EY

. IOVY

. A bhOYV

e HN/ZHIL

o NUT7Y DR

XEES 200019138 vO1 JPN 32
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INCDOREEIRT CSV

FTNTORMEELT CSV 77 A )ICIE. DRAGEN RNA /A TS5 A 2 CHBISNICREBGFREMD TN
TEFNET. T7AID 2 DDEBIEHF [Filter] & [KeepFusion] (& B EGFREEZTHLEF I,
RO, [Filter] FITRI EZZ IOV TRESNZHAICOVNTHELTVE T, HARKMEBEET < ILY—

FIEIFBRDHTI . EOEBERET « )LY—(CBHIDSED DIZHEF [Filter] HUICHS] PASS DECiRS 11
ALY —[Ch D o I2BEF A FAIL DECiRSNE T,

0D [KeepFusion] #lld&. EDEHEET «ILY—[CBDDBEN DI

x4 [Filter] #DOHEA
. JqIL5—5 ez
Filter <7 AEEHIA
DOUBLE_BROKEN_ fEf#EEJ«IL 2D0TU—0RAY FOWVWFNH) /T—r 3Nk
EXON 5— TOYVVIBRHISENTLDIEE, YR—MJ—RHIES
VBIMEEH (UR—MU—RE 10 L) ZEleSiEl
LOW_MAPQ EHEEJ«I)L TU—URAY MOWFNH T, feBncFOYR— M) —
5 — RDT7SA4 A ST RT MAPQ 20 Kt Cpd
LOW_UNIQUE_ BREETA) IXRTCOMEELFOUR—KMI—=RDT7 T4 X NE.
ALIGNMENTS 5 — WIFNHLDTU—IRA > STEEDYT / LAOXBICY v
T
LOW_SCORE EHEET () BMEECTEEE. TORBOREICKI > TRESNDIE
5— K2 A7 =&HD
MIN_SUPPORT EBEET )L BEBECTFREREIC. MEeBCTFOYMR—N—RHOIEFIC
5 — PIEVY (R—~UJ— KXY 5 KiE)
READ_THROUGH BEEI«I TU—ORAVNRUTZUIYRYT ) LA EDYZAMDEE
5— (200 kbp i) TH2D
ANCHOR_ 15FRD H MEBLFOUYR—MJ—ROU—RPSA X R, 2D
SUPPORT DITU—TMRA Y FOWVWTFNHTESIHDAT2 (12 bp)
HOMOLOGOUS 1BERD I+ EHlF. B85398 2 DOEGTFICEVLVERMEND DI
ERSNICARZIEDEIREED D D
LOW_ALT_TO_REF  1&#0D3 BEEGRTOYR— N — RN, 2DDTL—oRA
ROWTNHTU T 7 U REGEEY ZHR—NT DU —
RED 1% Fiwm Cdpd
LOW_GENE_ 15FRD H BESNIEBTLTFOE I LU—oRA > b, IEEODY —
COVERAGE NN w2 T 125 bp KDOAEW
NO_COMPLETE_ BHEEI«) BEECFOUR—KATUw NJ—=RT&C, 2 DDT
SPLIT_READS 55— L— 2 7RA > FDIED SIICDIED PS54 XY b Nfcia
BB —RRD 60% FKamChd
UNENRICHED_ EREET L 2 DOBELEFOVTNERAE RILAITHL
GENE 5—

ol TRUE E18DE T,

BHNDFMICDOVTIE, HIIDNY F—ZSRUTIEEL),

XEES 200019138 vO1 JPN
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x5 ®MESELGTDY
ASEGFDA IV I T4—ILR
Gene A
Gene B

Gene A Breakpoint
Gene A Location

Gene A Sense

Gene A Strand
Gene B Breakpoint
Gene B Location

Gene B Sense

XEES 200019138 vO1 JPN

FEMOEAENFAARICRESNET T, 2

v—X

BEETTD A RICEEYT 28T TF. BHOBETLFHDDES.
=00V TRYSNIEU X MEFERT D
BEETTDBRICEET BT TF. BHOBLTFHLDDEA.
=00V TRYSNIEU X NEFRT

([BFRDFH) LEBAEHEETTDELGFARDATEY
BLETFARDTLU—0RA> SDFAT

o IntactExon : T7 YV VIBFR(IC—F

« BrokenExon : TV K

o Intronic : /> bOVA

« Intergenic : B FEELSL GRTEIERM)
BHOBGFNELGTAICHDEE. =IOV TRYSNC
SETDU X b COHFBLFZRIET DIc6DICHEBRIICERA L.
BHOELGTHEEITDBEE T IV—IRA Y MEUEBAIC
UiRk— b3 %. BAICKDTIE. GeneA UX D SERAEN T
BLFICHTDEIMDMBEN X hENd

K/ BDTU—0RAY SDIERD. BEEBLFOEGRSYHNER
FAELEBUEYRATHDIEZREITEOINESIH ZRT T—Ib
ZTH, EHOBLTFNELT A ICHDHEE. B IOVTXY)
SN T—=ILEHDYU X

BLFADANSYR, JBEABIE +. @AEIE -

([BFRDFH) LEAEHEETCTDELGFBRADA 7Y
BIEFBRDTLU—0RA> DB

« IntactExon : T7 YV VIBR(IC—F

- BrokenExon : TV K

e Intronic : /> bOVA

« Intergenic | B FEELSL GRTEIERM)
BHOBGCFHEGTBICHDEE. =IOV TRYSNC
SETDU X b COHFBLFZRIET DIc6DICHRERRIICER L.
BROBLTFHEET DB CILU—URA Y MHEUTEEAIC
UiRk— b9, BAICKDT. GeneB UX M SERAEINCE
GEFICT DEBMDENRY A REIND

K/ BDTU—0RA Y hDIERD. BEELFOEGRSYHNER
FBERULEVRATHDEZRBITOINE DD ERT T—IU
ZH. EHOEGLTFNELTF BICHDIBEE. T IOV TXY)
SN T—=ILEHDYU X ~

34
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ARESBILEFOFTITIRT«—ILR
Gene B Strand

Score

Filter

Ref A Dedup

Ref B Dedup

Alt Split Dedup
Alt Pair Dedup
KeepFusion

Fusion Directionality Known

V=2

BIEFBOANSY R BAEIEF +. F5EE -

DRAGEN Y —/\—([C K> CHIEESNOREETFDIFT UT «
BFI1—S— KO TCHIESNDORMEETFICEAET DT (U
F—o BiFDI—5—hSDBRIFEZFTIEEN

Iv 0D 3VEREDDONTDU— R PI v T2 3V THE
SNEU—ROEGFABBDOYYEY D, RGEnFZEYR—
MUIEW, BETDHYU— RIEZEIEL

I3V EFREDDNTDU— P v 3V THE|
SNEU—ROELGFBBEBDOVYYEY D, MGEnFZYR—
MUEW, BEET DU — REZEIEL

Iy oY 3VTHESNEU—RDOBEBEDY YEY T, faE
GFEYR—hdd, ERITDU— FIZFENELL

Iy 3VEFIREDHXTDU— ROEEDONY vEY T, &
BELFZEYR—FTd, EEITHU— FEIZENEL
MEELFZREIHN. fEELTDUX M SHIERT HD
HIE
REELFORLAMDEH T, EL-FIBFEOIEEESDLESH

Microsoft Excel ZER U TZDUMR— hERRT D56 BF(CERTEDELT BIZIE.MARCHT) HL.
Excel [C&>TEEBMWIC dd-mm X (1-Mar) [CER|RINET, @MEECTOHFITU A NIDDELTFE

BIMCRUE D,
« ABLI1
e AKT3
« ALK

« AR

« AXL

« BCL2
« BRAF
« BRCA1
« BRCA2
- CDK4
« CSFIR
« EGFR

XEES 200019138 vO1 JPN
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- EML4
- ERBB2
- ERG

« ESR1

« ETST

- ETVI

- ETV4

« ETVS

- EWSR1
« FGFR1
« FGFR2
« FGFR3
- FGFR4
o FLI

« FLTT

e FLT3

« JAK2

« KDR

- KIFSB
« KIT

« KMT2A
« MET

e MLLT3
« MSH2
« MYC

« NOTCH1
« NOTCH2
« NOTCH3
« NRGT

e NTRKI1
« NTRK2
« NTRK3

XEES 200019138 vO1 JPN 36
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« PAXS

«  PAX7

« PDGFRA
- PDGFRB
« PIK3CA
« PPARG

«  RAF1

« RET

- ROST

« RPS6KB1
« TMPRSS2

JOvIJUR b

JOv U NE BEHEO/INUT7 Y SO—)UhHER S NS AREEDHD &/ \RILDE /A XEgZR ULE T,
fERE U'C.gVCF AD I NTDMEN Filter=excluded regions EULTINILENNUTF7 Y h—
VDR Z3ZBEE CEECEFNCEZRUET,

JOv I URXBMIEUTOEGCFOZENE T,
« HLA-A

- HLA-B

« HLA-C

- KMT2B

« KMT2C

« KMT2D

e chrY

60 X=XSA YV T)LHD 6 TV EICHEUD VAF B 1% BOEEDME

%ﬁﬂ?z I IATAB

AIW=ZF TR SATSU—RAR. V=T VA ZREBNIFEDD -0 TO—2RZNRET 2FEZEA
UC. NNUPYRIO=)VDBITINT 4 =XV AZTAMUE T, COFEEF. SESFF/NUTPY RDTR
MMIERSNE T HTLWLWINU TP Y M SR7ZD-ILTDHRDIC/NNU T bOA=ILDINA TS A 2V 7Z2HhiRT
DHE. WITCDFAENMEREINED,

XEES 200019138 vO1 JPN 37
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in silico%FI*{bA

AIV=FTldin silico T A M2ERLUT. IRULCHERNICZENSD. L7/INU TP Y MEEDERRMIICE
EFNNUP Y bO—-)LTHYV I ND T TVDENIZTANLET ., AJL=FTlF. EGFRDESE/\UT7 > b
Z1—=)LdHY T DT P DEDICOVNTIEDHIICIREE LK UIch. DETFDOESG/\U 7Y hMed—
WDV T DT 7DERTAIEMEICDOVNTIE, in silico 7 A MFETHMELET, in silico 7 AMFAET
(&. TruSight Oncology 500 High-Throughput 77wt/ ® BRCA 1 & BRCA 2 [CBIFD 25 bp ZBA
BEAEREBLUIIYV VUL CNV BFEMHELERT, CORFMEETIE. MR/ MME Cosmic
ClinVar SERFAT —IN—ADSHHELE T, F/N\NUTP Y ME. ZEEU—RZIEBEFFPE/N\v O T35
DY RICRINATA2 T D, KIEFERBEFFPE TV TIVDI OV VDALY I ZERIBTCIIV L
NUCNV ZYZal—hFHCET . TEFEFREVAF NIV CYZab—bULET, Y=ab—bUIEU—
BlE. 75XV MR IZ5—FK Jr=U—UAXEE HEWNE FFPE UV TJILDFREENS I AT«
E—HUEXT, Y=alb—y 3V VINIDITPHRINA A VINI TP heERULTY Y T)L7ZABE L.
fERZEHMLER T, COFEICIF. MRV NI P MeZOES FFPE UV JILDSA4 JSU —fRRE S —
TUREEFNE B VIRDITPIEINSDINUT Y e UIR— b UXRIT O, DBMREEEERSNE
B Ao

— M ~ — ~ n
NSO a—FTa200
I>5—0D
A7
VIbhox7” OJ77A)b./{AnalysisFolder}/Logs Intermediates/pipeline
trace.txt ZF<, ZOOJ T 71 )UICIE Nextflow D—2 70— R—I ¥ —
VINIDITTPDEFTUREINA TSA VATV IDRREND, KBRUCAT v
TICIFFAILED &EX—0END, EXT v ITOT T 7 A )UBERSI. Logs
Intermediates 7 # I —DRAT v ITEEDY T T4 LI —(ICRFEND. T
DAT v JICEAET D Logs Intermediates J#IE—DOTT7A)L%ZL
E2—UT. IZ5—DRAZFEIT D

97 MEaXMITADODHENERT 7 4J)U ./{AnalysisFolder}/Results/
{PairId}/MetricsOutput.tsv Zi<. TV TIVDFEFTAT v ITHRREU
IeHma. TDY TSR ID 1. [Analysis Status] 223 >® [FAILED_
STEPS] D RCHRIREN
[COMPLETED_ALL_STEPS] [C False &SN, AJREFHZS(E.
./{AnalysisFolder}/Logs Intermediates D MIKRRENBHKH U
AFvIOEFEOQITI7AMI)ZLE2a—UT. T5—DERZRET D

NILF /=K BTOIS—HhFRRSNBEEE. TP UV THD. Bl&4D ./ — NERS >/H(C,

Frtf— YU TIVEREFEART ID BEHOEZETNTCTWVED 2 feh EDHZERT D, To—
W1FET DG, BEEODEVRETHETOWVITNAZERITL, FvHT U ITZ
BET95
ERROR:Gather:Destination file ... already exists - check
if the same sample ID is in multiple input folders

BB
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DNA ik X bU TR

DNA #RRX hU T RFBHRDHE UTRHESNE T ST a—T 4 VIDBRZEFDHENTEFXT
H AHRORFZRRE FICEHESNDIcH. UV TIVOREERCIFEREATET B, BINDHA B
SAVIEDONTE AIL=F DT I Z ALY R—MIBELEDLELEE L,

XRUOR AEEHA ==1v)
TOTAL_PF_READS /XX T4 )LY—U—RD&EET VAL
MEAN_FAMILY_ HiR—bU—RD#FIE. collapsing. 7« )LFUVTD% LDV b
SIZE [CTO7ZU—HCTHRELCTD 7 )—CEDU— RDAEET
MEDIAN_TARGET_ 1BEAH/\L v IDhiiE ok
COVERAGE

PCT_CHIMERIC_ FASU—RDEIE (%) %
READS

PCT_EXON_100X 100X BOAH/I\Lw IZFDOT IV VBEDEIE (%) %
PCT_READ_ Y=y MEEOERDOED ZEKTHU — RDOFBU—KF %
ENRICHMENT [CHTDEE (%) DX KITR(FHRD T7O—TUH

D)X TO—=TDHENRET DI, Y2 TILICHRD
JO—-J7ZBERALTVSEE. BIRSINSENMELEST

BEMEDYD D

PCT_USABLE_ FEATEES UMI ZRDU— RDEIE (%) %
UMI_READS
MEAN_TARGET_ BENINL Y IDFHE VAL
COVERAGE
PCT_ALIGNED_ UID7UVAT LT SA XY SUeU—RODEIE (%) %
READS
PCT_ 7DV =Z2—3avDEIE (%) %
CONTAMINATION_
EST
PCT_PF_UQ_ BED/(R T 4 )LFT—U—RDEIE (%) %
READS
PCT_ D 0.4X BOY—5"y SN Y IZFH Oy MNE %
TARGET_0.4X_ 2DEE (%)
MEAN
PCT_TARGET_100X 100X #8DA/\L v IEEFDY—4"w MEEDEIE (%) %
PCT_ 250X BOAN\L v IEEDY—4 Y MEEDEIE (%) %
TARGET_250X
PCT_TARGET_50X 50X #BDAHNLwIEFREDY—T v NMEEDEIG (%) %
(HRD) ALLELE_ GIS AT v JHhICEtESNe /A4 XDF7 U VEAIE VAL
DOSAGE_RATIO
(HRD) MEDIAN_  HRD ZO—2D&—4"wv cHJ/\Lw I DHRIYE VAL
TARGET_ HRD_
COVERAGE

EES 1 200019138 vO1 JPN 39
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RNA #iskX RU TR

RNA #R3RX MU I X(FIERDIHE U TRESNET T, MSTILY21—FT 4 VIDBRZEFDHCENTEEXT
H AHRORFZRARE FICERHEESNDIcH. UV TIVOREER(CIFEREATEET B . BIMDHA B

A VICOWNTE AIV=F DT I ZAILYR—MMIHBBLEHELEE0,

XRUOR AEERA

PCT_CHIMERIC_ %'/ LAADIEEFEER(ICNY Y EY TEND 2 DDEI XY hE
READS ULCT7SA Xy henfcU—RDEIE (%)

PCT_ON_ =0y NREIOEEDE) ZiEhid o U — FOFEU — RCH

TARGET_READS  93&I&E (%) F—2 v MREICEDHICY Y EYTEND
U—REFy—=0y hELTHDY hENS

SCALED_ REICK > THARIBINSNDELFDIREN/ L w IRRIED

MEDIAN_GENE_  ARE, /(RILRDELFD/ L v VR EHRIMEDRR

COVERAGE
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