i

E SR F IR E

2N AR SRAEEE RS

=i

B7EIET ) LETEDOREEC
HI3HFIERER

w44 1H18H

&
&
10

SSEIFIIER




$ézz/ LETFEITEE (LA [CRAIMERR
=

el REAL

HERAFE ER=WHZEAT
EIZNDARE R X —

2022/1/18 £ 7 [E2Y / LETEOHEICET 2EHEMAEES 2



Jlinl

R SRR

=X J2)=):0

AKHAEIX, DADEST / LBROEITENZT512HY . BENONABBENMREIN TS
INAANDIZEFTBRAT7+r—LFa e FORE. BEREBEHROMMEIKREZRAEL. A
A (EMLA - BIR) TRICHFDHBADHEBZEZRANT, "M ANVIREHAH - —H T
AEFTT7—2 70— ITHRBPATICDOWTEHME - 5L, —Z/\A4 0y FMERZITOIEEHE
95,

THEMRAE
EiAAELZ— 5EE FESh. EFH E1T. BE K—. ¥H E
RERKZF - /ML EKFE]
REXELRmRTARE 2 — BE &F
RAEKRF #FmEsl: ik &
RRERKE EMFUER: KB &8
BRAXZ : w% &



Deep whole genome sequencing(Z £ % depth® 3

ik DepthD E2E&

R KGR & IE S
(57 10#&1K)

(MGermline SNPX30x CkrERIAE

PCR Free T 4 7' U fEHK Sk T
llumina#t NovaSeq6000C THe 9
=R WZ o
£ o |
e
SE
#£85o -

R

30x  50x  100x
EEHO-JmDepth

BZE(VAF>5%) & H e lxfEEDepth 100-200x TR 4F

o
[EZDepth 50x @z Depth 100x —_ E
-1
T |
o A = Truepostive i — —| — o
2 4 8 B False negative : ! |
o @ ﬁ-:! : i
0 5 —H ]
ﬂfﬁ: o m:l § <8 = T
58 5 S & -
& o
o - (]
| I | I B . T I T
00 02 04 06 08 10 00 02 04 06 08 10
TR B TR B 50x  100x  200x

&t 0 Depth

QZFE(VAF>5%) & H 4813 IE &% Depth 50-
100x TR #F

- n
2 L~ T ] ®, [
— ! L~ = m—
S 4 W °
] T [ ]
—] L - 1 ik E -
. ! 1 = 0O T 0 1
0 — == —_ !
= =
| - o
] o2 | '
o e i o
T T T T T T T
I0x S0k 100x L 0% SOx 100x
EETHO-JmDepth E&HO-IoDepth

1E % Depth : 50x5®

fE%&Depth : 100~200x
DT —RX%E=WERT 52 & TEEARNY Y
70— (5% VAF) 2 &b - B TE
EHNSREICREREE L & o7, "



BAR—bDT T4 AV K K+ — h DPCREEXR

| BDNormal ][ BDTumor | [Pancreafic Normal] [ Pancreafic Tumor | [ Sarcoma Normal | [ Sarcoma Tumor | BDNormal | [ BD Tumor | [Pancreatic Normal | [ Pancreatic Tumor ] [ SarcomaNormal | [ Sarcoma Tumor
1.0000 ]
/ / f r-’ / 05 '
' 0 o . 4 .l
. !
! : :
N . f ] 0 '
: ) :
09999 / . !
/ [
H . ]
0 ! 2 ! !
3 i E . ]
o & :
£ © .
3 0998 § :
o} _Q [}
@ 5 {
s E .
. 02 / !
[] /' ' .
"’ rd ! i
0.9997 y . /
. / ; |
00
Sample Sample

24 ) LB CHERLTWSH 0 EFEEKRDpipelinelC TR A4T > 7=, Sarcomat > 7 ILIZH T,
PCRIZIERAZH WD DABME I Nz,



B ERERIEREWGSEENT X REES D Clinical backgrounds

(BBESERY L2y~ T L RN B (FHEAHRE A
-+ 3 N N a7 I\-‘L\ N . ; g T"TH'\T/\ I
ff.ﬂﬂ_LJ?? |iﬁ;fﬂe iN; © (KCC) /IR (A HR ) - WGSHEHT (N 160, T 196*)
IR > 160 FE » * RNAseqf##f (T 162**)
WHAREMLAA+E Y Z— (TCC) DNA(N, T pair) o B EBRAEAESD
% OfiE ) RNA(T)
) ERERAES
E%&Eﬁfmﬁ'ﬁ@]& ﬁﬂﬁi CIC-DUX rearrenged sarcoma (2) Others(15) Undlfferentlated pleomorphic
RE{5 4 BCOR rearrenged sarcoma (2) —— Sarcoma UPS (22)
#E NCC 122 Myxoid liposarcoma: MLS (5) J : _
> TCC 7 Low grade fibromyxoid sarcoma: LGFMS 7) ls\/lhaelég’cﬂéc:tnpoerrlﬁllhlglilasl'lr'l%\g
KCC 9 Alveolar soft part sarcoma: ASPS ( :
th 29 Dedlfferentlated liposarcoma:
otners Myxofibrosarcoma: MFS (9) DDLPS (19)
Extraskeletal ost ESOS (10) - Synovial sarcoma: SS (15)
ﬁﬂiﬁﬁﬁ; s aeinoareama: Dermatofibrosarcoma protuberans: DFSP (13)
FRERTE#R (*KCC/Archive& £ 9) RERI 2K SiEE
'%"/@(%B =) 19 Uncla55|f|able sarcoma (1)
~

__Giant cell tumor: GCT (11)

X+ JE

Translocation-related

6

BRER 110 Conventional osteosarcoma: OS (
Fhp (PRfB) 4-93 (49) Leiomyosarcoma: LMS (1) — ¢
el n Ewing sarcoma: ES 1) \
—— 53 Chordoma (
BESREE (hR(E) (1 A) 1-163 (39) Central chondrosarcoma: CChS 1)
Complex-karyotype

Dedifferentiated chondrosarcoma: DDChS (3




B G

S I 1 5 RS R M iR TR RN

Frequency of somatic mutations

Mutational landscape

6127 §

Log,o(mutation count)

GCT
LGFMS
MLS
SS

DFSP
ASPS
MPNST
DDLPS

Structural variation

Translocation-related |

ASPL - BCOR- COLIAI-
TFE3 ZC3H7B PDGFB

5518-
55X1

ASPS BCOR DFSP

Cromplex—karryotype |

DDLPS ESOS LMS MES

n N w
O o W
n D

% =

EWSRI-
AL

TMB

o‘. 0
753 [T
Gene A II

COL1IA1-PDGFB
Gene B

Gene C IIII
5518-S5X1

T
H3F3A 1]

sereo [ T | |
Genet | | ]
gerer [l M | |
GereG | | i
Gene H I I II I
Gene | I I I I I
FUS-CREB3L2
ceres 11NN | | i
ATRx | ]
Gene K I I I I I
Gene L I I I I I

Gene M I I
Gene N I I

Gene O I I I I
Gene P I I III
ene
ooed m i [ . I
Gene R I I III
Gene S I I II I

Sarcoma type

Nucleotide
alterations

® Missense_Mutation Splice_Site
®  Structural_Variant Frame_Shift_Del
®  Nonsense_ Mutation ® Multi_Hit

0 No. of samples
L

20

1110 I

13 .

8% I
8%
8% I
%
%

5%

4%

ol |

4%

4%

4% I

4% |

3%

3%

3%

3%

3%

3 I

ol |

30, A

3%

3%

3% [N

3% [

3%

= T>A
T>C

T>G

u C>G
= C>A

Translocation-related
Complex-karyotype



A
>G

(][]
o0 0

ey

T
i

ndel
EH]

gRgE!

>T
59535

‘“lllll |
ZEHITFET17,085(FR(EH,932) TH - 7=,
Indelz & 7-E5ELREFEZ RO BEH = 45520
726
INHLOEFIEWT NG BERIFEUEREBL., BF
(X7 U
N

Median, NR vs. 1.8 yrs
Hazard ratio, 0.22 (95% CI, 0.07-0.68)
=0.001

Probability of Overall Survival
o o

Years
No. at risk

Grant RC, et al. (Gut2021)IcH W TH, SEZEREEIITFERIFTHR LD
WETNhTWS, FEREF v 7FRA Y FMEEFIICHT 3RIGICOWTIEET
TR EFEMIZTONTULEL,

BEDAICEIT DT/ LEEESWHR

B In-frame indel
B Missense
M Truncating

SvuM

€5d1l
Yavins
VZNXdd

BE#R & [A) U < KRAS/TP53/SMAD4/CDKN2AZ £ A
by T4 EmEDT-D. TNLUAD KT A RN—FEI&ZFIC
DVTIEBRD L DIME L DEVD R o7,
Actionables b 7 4 /N—Z2E & L TBRAF p.V600EZE
HENRE S N7,



G MESER Y > TIVETICK 5 7 0 — Y EBERE{t D&

1m

EMBAEE 25 fefl (70 BEEIRE+25 ) MPNIZ#E% L 7=-MDS D!
. MPO#@|c. MDS-EB% B "
7 =B FEMIEK FERE L 7= FEB, ', g
10 o I/
ALL 1 . MDSFFEICEEL, JAK2ZE R 2 o
AML 7 - 00— HE L, TP53Z s
= 6 Erso—rHAHERELTW5S, < o2q
CML 1 e /JAKZ
MDS 14 4 e B e
MDS/MPN 1 2 . I I l VAR (MPN. EREE)
MPN 1 0
25 A 5
MDS#Bdhan o/ A— 38X ' ;Pé:;xiiﬁ?a
~ 0.8+ D_y
X L _ , . I N I0-vOR
« EHE 2T L= v ZAETS123ERD S b conomAte B3 /
0 £ A | ST ATEDL 4 e
404) (9/22) T_U_7 7 H— /@j\ﬂ *) ) 75:|:|/L,\ /f/\—”iﬁ’ﬂ;t%}ﬁﬁﬂ?ﬁﬂﬁﬁ E /, ' :
76 By A—YOEEE HEA. 2 ™ | e !
. #77[! Y DANEDL Y ZRD T 5 + 4 By LY —T VAL .| W
B — 4 R TRIMAREA F 5 4 /X — 0 AR EPCRT. i
XH_/EI I:l'b &b 7’3\ 75\ 2 7L: o " ofo ;“ o!a ofs ofs 130

VAF (91 LRIV R 1) 9



