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DNA 1.95 Mb / 523 1815 F
RNA 358 Kb / 55 &{=F

F* T F¥—i% (TruSight Oncology) 7*F/\—a—K(UMIs)

5% LOD : DNA Z £
ﬁ’i#ﬁ’,ﬁgf}% >06% (5% VAF 'CG)'?'/Q—CO)/ \'J7>|‘9470(:-;(q‘1'b—c)

40 ng DNA, 40 ng RNA (JE&10 um. FFPE ¥]1 /F5%), Tumor M &
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RNA: RS EEF & RTSARN\YFTUk
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Local App (Linux)
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TruSight™ Oncology 500 : IEH

DNA 523 i&{&F

SIMEURYCZUERIS

RNA 55 B{5F

Fusions + Splice

ABL1
ABL2
ACVR1
ACVR1B
ALOX12B
ANKRD11
ANKRD26
ARAF
ARFRP1
ARID1B
ARID2
ARID5B
ASXL1
ASXL2
ATRX
AURKA
AURKB
AXIN1
AXIN2
AXL

BTG1
Cl1orf30
CALR
CASP8
CBFB
CBL
CD274
CD276
CD74
CDC73
CDK8

CDKNI1A
CDKN1B
CDKN2B
CDKN2C
CENPA
CHD2
CHD4
Cic
CRKL
CRLF2
CSF3R
CSNK1A1
CTCF
CTLA4
CTNNA1
CuL3
CUx1
CXCR4
CYLD
DAXX
DCUN1D1
DDX41
DHX15
DICER1
DIS3
DNAJB1
DNMT1
DNMT3B
DOTIL
E2F3
EED
EGFL7
EIF1AX
EIF4A2
EIFAE
EML4
EPCAM
EPHA3
EPHAS5
EPHA7
EPHB1
ERCC3
ERCC4
ERCC5

ERRFI1
ETS1
ETV1

ERCC4
ERCC5
ERRFI1
ETS1

HGF
HIST1H1C
HIST1H2BD
HIST1H3A
HIST1H3B
HIST1H3C
HIST1H3D
HIST1H3E
HIST1H3F
HIST1H3G
HIST1H3H
HIST1H3I
HIST1H3J
HIST2H3A
HIST2H3C
HIST2H3D
HIST3H3
HLA-A
HLA-B
HLA-C
HNRNPK
HOXB13
HSD3B1
HSP90AAL
ICOSLG
ID3
IFNGR1
IGF1
IGF1R

MEOEABNEIHRICBESIhETT.

NFE2L2
NFKBIA
NKX2-1

PDCDI1LG2
PDK1
PDPK1
PGR
PHF6
PHOX2B
PIK3C2B
PIK3C2G
PIK3C3
PIK3R2
PIK3R3
PIM1
PLCG2
PLK2

PPARG
PPM1D
PPP2R1A

RUNX1T1
RYBP
SDHA

SH2D1A

TCF7L2
TERC
TET1
TFE3
TFRC
TGFBR1
TGFBR2
TMEM127
TMPRSS2
TNFAIP3
TNFRSF14
TOP1

Variants

ABL1 NOTCH3
AKT3 NRG1
ALK NTRK1
AR NTRK2
AXL NTRK3
BCL2 PAX3
BRAF PAX7
BRCA1 PDGFRA
BRCA2 PDGFRB
CDK4 PIK3CA
CSFIR PPARG
EGFR RAF1
EML4 RET
ERBB2 ROS1
ERG RPS6KB1
ESR1 TMPRSS2
ETS1

ETV1

ETV4

ETV5

EWSR1

FGFR1

FGFR2

FGFR3

FGFR4

FLI1

FLT1

FLT3

JAK2

KDR

KIF5B

KIT

KMT2A (MLL)

MET

MLLT3

MSH2

MYC

NOTCH1

NOTCH2
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40~10 ng 1> 7Yk

DNATOEEY T So 10 ng DNA
)Lb\l;)@/{')?,\jl\ S 20 ng DNA
O—)LEEE ' m 30 ng DNA
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o ~ O & A & Na N
= 40 [j: —_— S 9! S ¢ S N
:J:E:'c ng N—V S~ & «” S F & N
Nl = 93 <z~‘§ @% @‘?/ &N @ 9 Q’Y’L— y? /\<$ Q'O qf‘ <z~‘§/ & <z‘° (Yg
)
VERof-HEES T & & T FEC e FT T
&
:\‘7
b?).
g
o

* denotes stop codons

lllumina data on file, 2019
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Reproducibility
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X
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TruSight™ Oncology 500 : Dual UMI
(Unique Molecular Identifiers, 43 F/\—3a—F)
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TruSight™ Oncology 500 : Dual UMI
(Unique Molecular Identifiers, 43 F/\—3a—F)
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_ UMI a Sequence UMI B

I7I—BHNDIS—RE: % —— - .

BCAEIZTYTESNECUMI 4 srand { *

D) —FIX. BLT773)— xﬂ_" *

ELTEEHONS, A —HE

PCR I5—THY. BESND ©

+ strand ——

ZI~3?/ IfﬁaﬁG)I?—Iﬁf + strand ——
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TruSight™ Oncology 500 : ERA7 LT X Ls—Variant Filte
fR7S /L PERIEIC KB ITT—% R

NYF7or347 Baseline Only

17

C->A 26 0
G->T 37 0
C->G 17 0
G->C 18 0
C->T 419 0
G->A 364 2
T->A 19 0
A->T 21 0
T->C 86 0
A->G 63 0
T->G 19 0
A->C 27 0
Indel 4 0
MNV 56 0

FFPE D #Ef5 % D

For Research Use Only. Not for use in diagnostic procedures.
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et e ™ - et g, * et vs ‘.' . e . e - . )
ST TR : 5. ¢ i £aogn
0.75- - é1E"J'_ :E — Q_L/
' ; N h\ —
_ . \ = AN\
T U TR T TULVHSSNP OHEED
! . :' : ‘. ? . ' . ‘ |$-'?|a;" " S .!°!. ‘.: . : - - x S
e ¥l gL L T L D PR D A R L TV I; Peo c -
oo D I SRR PR - ., O e Fe
L R T R - SR T FAR AANENE B S AP ol S LA O%, 50%, 100% h\b
0.25- ' . 9*% c L\%)
L o o oL . . . 5 o S jo. i T
Eti § et g:q:s;..g L R R T o .4,.';- + o oE LLE 19 b (X% v TS T t\;;!.!'-'ﬁ KoL, .3":' ; '

aAVASLEEY T ILOH

18 For Research Use Only. Not for use in diagnostic procedures. Ilumlnah



19

TruSight™ Oncology 500

I5Y—LEIFIZE TMB OEH

MADERABNEHRICBRESNET,

llumina



BEODSLTMBHERZEAIZIX?

TMB : 32— EIEEERDIEREDRITHRESINTE=ZE (SNV, InDel) D%
100R1EEHT=Y (/ Mb) TREELI-E

'7’”‘7’-&15“ -&
- 5—78% L. WES AT — LR R AU A —R

%JEODEL\QEZ _)l/
= T5—@NFRZE. Dual UMIs
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|
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] I
1
05 06 07 08 09 10

| I I I | | | | |
sensitivity specificity PPV sensitivity specificity PPV sensitivity  specificity PPV k2

SED|MET, 1.5 MULEDI—FT 1 VJEEBZRNET S EITKYTMBZE IEHE
ICAHAETESENRSATINS?

/\*)bb‘i%b\ﬁ&@ff‘h BREE., BENDPEAT LY., NESEDHEENE L&
HTEMRIATILS. 12
(TS0500 [, 1.95 Mb)

1. Chalmers et al, Genome Medicine 2017 9:34;
2. Buchhalter et al., Int J Cancer. 2018 Sep 21. doi: 10.1002/ijc.31878

B S ADEHAEHIEHEICREShES. llumina
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o
o

R——— WES &TS0500 D TMB 7 #ELD—BUEER{E

o ERN A “ 10 mutation/Mb cutoff
e FERREDA

a
o

g Bt — Bk 94.7%
0 P € 96.1%
20 SH—HE 95.4%

. WES T/N TMB WES T/N TMB
0 20 40 60 High O

TSO500 TMB Tumor D& (mut/Mb)

WES TMB Tumor/Normal TSO500 TMB - .
(mut/Mb) High
TSO500 TMB 2 49
TMB D#ERIE. 2207 v TH L VERBBFRE —

LTz, lllumina data on file, 2018
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TruSight™ Oncology 500 : MSI (Microsatellite Instability) #&
Tumor MHIZ&D MSI & H

- 100+ FFPE 2T Xh : #E5i5. B. f. EAalE.
=
« MSI PCR 7yt LLlEER L=

e lllumina ZILT3YX LXK, 1 O FEEBD
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TruSight™ Oncology 500 : A7 3Y—gRET7—- 70—
DNA ERNAZ#77L TH#

DNASAJS51)—5F% RNASA IS —ERHL

40 ng FFPE DNA 40 ng FFPE RNA
- +  DNA — * == RNA
- — . e DNAKEE — — ~—_ RNAMT K1t (FFPE)
1"%* 1st strand &R
b;"" 2nd strand &%
v ? 2484 cDNA
/_\“T FRTR—S515—ay /\= —“/ FPRFE—SLHF—a%
PCRIgIE PCRIgIR
. llumina
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XTI Fr—ixETO—JTTHAOT7ILTYX L

Amplicon % XTI Fr—ik
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https://lwww.ncbi.nlm.nih.gov/pmc/articles/PMC5624911/
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X T Fy—T0/B0—HER

] chr21 v | |chr21:42,879,461-42,880,074 co B « » @M = 2 | =R AR I
I I —— | —
pi3 piZ pil.2 pl1l qild q21.1 q21.7 q21.3 Q2211 q2212 q22.2 q223
» 614 bp y
i~ p— - - p— . | -
| @J ._.-. - - | — ||§| 2@ 42.3?9.|900 bp 42.330.|000 bp |
11| File
— I
BLAT result for query sequence: —
GCTGCCCACCATCTTCCCGCCTTTGGCCACACTGCATTCATCAGGAGAGTTCCTGCCGCGCCGCGCTCCTCACACC —— L I ) I I
I
]
- |

Click on a row to go to alignment

1| chc Start strand  score match  mis-...  rep. ... h Q gap... Qgap... Tgap... T gap...

397954...]397954... 723 35 0 0 0 0 0 0
1 9... 328 25 0 0 0 0 0 0

e e e e e e T e B e T e K e e L \ f‘d: L \

Fusion Breakpoints Wildtype Read Count Fusion Read Count

ChrA PosA ChrB PosB Supporting pairs Split reads Supporting pairs Split reads GeneA  GeneB
chr2l 39817543 chr21 42880007 1264 285 3 18 ERG TMPRSS2

* Internal development study. Data on file. [llumina, Inc. August 2016.
|l umina
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CDx (BAFH)
Loxo to expand oncology menu .
for NextSeq™ 550Dx é?’ |

lllumina & Loxo Oncology. X

R —5 > —X—2MDPan-

CancerB! O )\Z—F VEEE

HEFEFEN

20188485108 - (BUSINESS WIRE) — AL I #I)L=FMH>~F + T dlllumina, Inc. (NASDAQ :
ILMN) & J%FHw MRS >, 7+— FLoxo Oncology  (NASDAQ : LOXO) [F. WENICEEREN

BNGSAR—ZD IV =4V ZEEN B 5T LEFEE JO 7 74 VI BT 53T FEET R

DERBIUF Y MCKBRRIETRICHDTO—) YSERHEREE Ul s 5aAREELE LI,

CDEBIFRHIIG, FEFITLITO, |Loxo Oncologytt ONTRKEEREERT Z4BH9& Ultlarotrectinb | (T EARLIF=T)
BEAURETELGTFEREHEN S UICLOX0-292|CHIFD I —A /2% (CDx) & L TTruSight

Tumor 170 DEEERFIET HC & #ENE LTVET,

29 88 OEREMIEHRICREShET, llumina
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