F1ELY/ LBRFEOHE N IEMEES | 52
#FGESH 14 B A 4

£ /) LEEFEEITEIE (WUARD)
|2 13?%)13%71,*&*':

HRAY ERSHEH
B3

F1EES/ LBHFOHECRHIT HIEMEZER :


YYQDF
スタンプ


FEME

EX0EB
AARME. DAZRYT/ LBRITAEDOLOHDORFBEEL T, 1V T74—LFa eV - BE
RN EE, BRATRE - BRREHRIVE DR, #AENA (EHA - BlR) HETICHDANADE
HMERAWT, N ANDIREEM - O— VT VRBINT—0 70— PITFHRZRMIZ DO TEE
i - RETL., —8/N\AM Oy MERZITOEZTOEEBAMET S,

0

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% &



HAEEEHA BEDA - BEHLA) 027/ L4y MEN

1. B
&4/ LfEH (EFE2855EH|. FEHEER2854E451) (KRAS VAFIZ X Y., FEHEEFE>30%D AEH Z:E H)
RNAS—H TR ([EEES 355EH) (BREEZERDEFEHEE)
) LAFIES—S TR WGBS) (FBEEF  160%EH)

2. FEHTIRR
WSS — O TR T—4 1%, BEMRTWCTREAFELI=XE/ N1 TS5 A4 IZ TP, RNAsea/ WGBS
T—ARIZDOWTIE, BHRWCTOEBLSEZIZLDD. in-house TORENZERT HFE,

3. SBROESRIAH

PRERTEIRINE(CRE T 2 A8t - B AT LEEIZHFEL., BEREBEROWNEZTS, T—3%58% - &F
[CBET A AEDREICHWNT —R BT 5, 1@/ TS5SA VTR INETEET 2O METL.
RNAseq/WGBST—4 L i S HIFEIT 1T 5 6



\—

HANA (AMR) FEREAZEA -
45/ L4 8y NEN

SMEFEE IS T ARBENRAEDET / LYy — 7 TV RIL D7 A — U EEDENDENT

SIMBEE 250 C AMLO#IE -BRE 000 )
(TOREE G A+ 255 o Lﬂ!%fﬁﬁﬁ%%%ai
mp N = BT e St R
. } BREABL CHEEL
B fE 3128 % ol TW5,
g | EIOBFREFIC, 3
ALL 1 E“' NRas SDKITER At
AML ! subclonehJEK L.
CML 1 . KIT NRASEE #5
MDS 14 e N subcloneA IR L 7,
MDS/MPN 1 \_ VAF (4158%) )
MPN ! (" MPNESIIcE5 L 7-MDS )
12 = JAKZZE BIGHEMPN A
" g . JAKZERZMA,
2 TP53 R 51 OMDS
fé ﬁ-; * I/TP53 bf%ﬁ l./ f:ﬁ,@ljo
B % o] 27 ) LEFIZE 5 T,
' 2 i o MPN, MDS% 3 L 3t
II. g o Q o BLTHEET S A—
] N > AR L 7=,
1 2 3 4 5 0.2 04 0.‘5 0.‘8 1?0
\_ VAF (MPN. E##8) J

mAIE [B]1 5




B AR

EBDET /) LosA By MEAT

(B ERERIEE A ) LY —
EIA A+t % — (NCC)
wm=) BT AAE Y X — (KCC)

7 L

\

B (T): ™
RGN HiE (FHTEREIRE)

/MR (NAFRYT) - WGSHR#HT (N 160, T 196**)
B o s

Chondrosarcoma 1)

> 160 fEH
Wﬁjﬂ;ﬁ_ﬁ? Atz X — (TCC) DNA(N, T pa|r) ** B EREAEEST
% DR , RNA(T)
= B B8 B E B 2 TR BB RES
1% ~ CIC-DUX rearrenged sarcoma (2) Others( 12 undlfferentlated pleomorphic
ph— AEBIZR BCOR rearrenged sarcoma (2) sarcoma (19)
Mes%  NCC 122 Myxoid liposarcoma (5) J \
TCC 7 Low grade fibromyxoid sarcoma (6 MPNST (
KCC 9 Alveolar soft part sarcoma 7)
others 22
Myxofibrosarcoma (8 "~ Dedifferentiated liposarcoma (17)
Extraskeletal osteosarcoma (10) > Synovial sarcoma (16)
ﬁﬁkﬁﬁﬁ; Dermatofibrosarcoma protuberans (11)
FRERIEIR (KCCE X ) FEBIZX S iEE
5/ ERER =) 19 UncIaSS|f|abIe sarcoma (1)
BXER 132 Osteosarcoma (1) —
i (PRIE) 4-93 (49) Leiomyosarcoma (1)/ ‘
151 = 71 Ewing sarcoma ( Giant cell tumor (11)
£ 48 Chordoma 1)
RIBER RS (hRfE) (HA) 1-163 (39)
5

Dedifferentiated chondrosarcoma 2)



Z DDE

DES



ELSI WG tHFER

(DEMARE  NESE-EE E)
e 1&R5JIEH
1. ICFEDERL
2. BifzsiAl - [BEROFIAICRAIT B E =
3. EEATHEROIRENICEAIZEBE S
4. Biah4FE- [BIERICED(GERMZ L (CRHT R EFIE DR
® YR

B _FERAERETCEDVWTICFRLUBE R ERZEF DI,

B P, MEEEOEMBCEISEESTENREN TOHORILYD, LERIER 1 ~3([CDVWTIE LAz E AR (CHRET
TERNOEEFIHFREIN TV (KTHERIRENBEE, TS8R, ) . 518, BETBOEMKLICHHETESITHE
SZNNR, XioHEtzRE(L I 2mENDD.

B FATERORINAEFCEAUTE, BMRGFEIENZIKR(CHIED, IRECEDLSBIGHBIgENE, &R - AMEE
DY —-R(CEL D, TR TOFTEEERENORBEDEVVEEEX, EENMFEURVVEOIRENETBENEE,
NEOREEFR GERIRANICEAITRICFEE S NS ZIBEE(CHRFT I A EN DD, iz, BEFs - BHmHSER
FEROIRANCEALTIE, iR - BIROISELIIERRIIMRTEZEIIFIHEZ VS, BIFRESTIINEND
Do



JNA AN DTWG FHFERRR

mEFEITe. LB A. G)IEYE. #HEzF. SFLA. T[E—5k. EaER(. FHE4E,. (nlBE—.
=FHFDt. KiEF. aHEME. aNHE— (CWGE - JI8)

> AT — RS — T > 2o | (BRPRIBIR] ERIRIGIROAE. IRETTE

FEE LDV T ORE . (EEARIBHR] BRPRIEROINE(CH T SIS RIBEHHEDR
(S A DOWG)

- [#&4K] HRAERDOYUE - IE - REFDD -0 TJO—ZMHITD

1 INERRIRIBIRDOANE - INETTE : BECIESS - EiaBERETNETNDOY IWGIC K DINETTEDEE,

2 HIZEHEEERORE] | INETDERIEEZEET DL LB, BRANEEARE U TERDIRIEL
ZITWADDBEDM 2D, FEFEHRAN T DIAEDHERICER. Pu——

VGBS TR SE - R

O® Ou OFXANF® i r'" :- (HL>4—iRIR)

(EImDE 39

cm 00 seiE
O i

(EmEE)
O EIEME O imaEE
O F8

O WA O MEHSSOERIAD- O WiEE SRS O 0t 9




BEMTWG AAFTRR 1

O/NMIEER]., MmaE=E, EARE. HLU—, MERER. FEER. £

R, B, EERC. BARE, RTE—

D KBEHNASBER, EB5%E — WGS (JE5200x. [EF100x) =>
WHVE H ., BRAT

@ KB ALBBIKSWGBS (24 / L X FIALENT) 475 UVER
— =42 X —>3/10HDDRE. fENF

@ EENAFILH /4K SDFDNABRT — Long readf@fr

HEEsh. BAR—. BAE, TH

) N — 7 T R B T B IEREENT

platform|4 8E D L &R

GPU (Parabricks) ZfEM L 7zmapping|&CPU
(Genomon)ZFIFB L7358 & LB L T5.615
2R TH - 7=,

bam{ERk £ T D FFE
(mapping + sort + markduplication)

90

80 y = 0.3724x
70 R2 = 0.6549
60
= 50 R
= ’ y = 0.0667x
5 40 o i
30 P R“ = 0.9835
[ ]
20
10 | eaeeeneeet sg00®
c@ee
0
0 50 100 150 200 250
Depth

e Parabricks e Genomon

KIEH ASIED(FEE 200X + 1EF100x) % F L 72 EEER

10




BEATWG BHFTAR 2

BAKHREYS / LEBEIRANATS54 VDR

GPUZFAWL=LEDOEEIE,

s BIEDT7SA AV M, EERHDO—EBIZDOWTIE, GPULT
EITR[gEE 7 UV 25 L—43 — (Parabricks) I2& Y ERILZE1T
jo

¢« FOFELRY I NI TIZDODVNTOREMERZEET 5,

« A—H—HAMBIZTATILEZETIELIFRZEL,
- EENAYT/ LYY=V TFLRETIR, EROEEREY 7
FOTTDFEEHREWICFIRAT L EN—BHTH S,
1B MDGPUT 6~7/day DEHE BN ATRE,
e Tumor 100x + Normal 30x R 7 THREL Y,
« GPUH—/N—ITMA T, /MNREDCPUY—/\—(#¥35TT400 7.
200GB* E ) EE) MNILE,
SHBDEHE,
- HB. ¥ TRERBEOT—2 TERZTI,
o MEMLABET LR )V TDHEEDREE,

RELENALMTSA000EIO0—H

e

BWA + GATK

{

BAM (CRAM)

GPUR—X D
JAag35 A

Mutect?2 Manta
GRIDSS
GenomonMut GenomonSV

mithin G

GCATWorkflow (https://github.com/ncc-ccat-gap/GCATWorkflow)



https://github.com/ncc-ccat-gap/GCATWorkflow

BEMTWG 4

O 7)) —NET (BEBRERESATIVE /() DRRET

FTRER 3

a3—KN)—FTIERYEV T A EEEY / LR D RIS A 5E
EUDIT.BELZEDHRE (B8, R&K. EglE, $HI7%E)
NAOYMRARELTEEBREABENATIVLA/AFERWNTIREE
15> (PromethlON) T30X4" / LD [EFRINE H A BE

- &% 51.4Gb (37.0~72.2) Ao 51l & (N50) 7.2kb
« RAHM 58.3Gb (30.7~110.4) Bt 5l & (N50)9.1kb
KYK064_N ° B % e }J T IVML-,,WW.W.LMM }WWTJW{MJWFJ»J I
1 } 1“‘" 8q_amp }
KYKO0B4_T 5~ | oL | R S L u,ru._&j(,_,-_ﬁw B -
Z. N | |
KYKO70_N £ . b= WM’"M»-"M-'<MLWWMWVWM:«M,M,.M.A»m,»- %-Jrqw{.wlm .. LW 4B Nm,.JMH
T2 | | Ll
KYKO070_T § s iy w.'w«,,_u,.r«,;p.,-«%_._m:"«v\'w*,,,J«..,v,,f._m-\w,mr,\.M,ww“nymn‘MW_J iM"‘"‘Jf"‘..‘W\w"ﬁ""‘uw P }‘-W‘r""",A}'*'L:“]l-w“‘“.;}”}f"u'”
O O OO O O OV 09 00000 V000X
Genomic position E %‘ 2 E 2 “,_.3 E E 1‘3 % E % ? E u’: %E%‘o‘:@
(bin size: 500 Kbp) o < 6 6 © © © © © 5 55606606 6666660
LEGERFEORE BIELLICRWW / LR OES ZRE

case

KYKO015
KYKO019
KYK036
KYKO054

KYK064
KYKO067

KYKO070
KYK084
KYKO015
KYK019
KYKO036
KYK054
KYK064
KYKO067
KYKO070
KYK084

I RO, AE—BELLHERICIRHFTEE

type

tumor
tumor
tumor
tumor

tumor
tumor

tumor
tumor
blood
blood
blood
blood
blood
blood
blood
blood

Estimated Estimated

Bases (Gb)
46.75
45.19
59.42
47.98

72.23
40.83

61.9
37.02
52.55
30.66
66.68
56.32
60.05
48.35

110.45
41.63

Femto
Pulse
N50 (Kb) Peak (kb)
7.28
861 20
6.85 1.7
772 93
6.73 3
749 82
565 1.6
7.5 8.2
753 8
19.89 33
731 1.7
10.18 9.5
7271 1.0
6.83 85
6.68 7.9
6.94 3

12



