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HAE2 exome sequencing2t chromosome conformation captures S8t d2BS A|=510], Exo-C
2t O|SERUCH 7HTHs] SR 244 FMAZ 0y 2 Ze[otCh HAZS DNase ILE ST nucleaseZ &
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IS 2O, A M-S HEcts YYT 2767 |2 ot M| M2HE callingdt?| fIsH gradient pattern

sesarch method@} line pattern sesarch method & 72| gt&Ho] A= EEH6HC}

Gradient pattern search methode Exo-C mapOf|A sia=2E 2 ‘dots of interest (DOIs)'E Exo-C matrix
o| ela=z HASICH DOISO| CHSE At Z2EZ2| o2 0|§§§é‘ eret~of 27749| 240(7F 284k Of5t

OfOf StLt.

DAr;; =logy, (Bin (C;‘},Ds, - )) — logy, (an(Cf],Dc, -+ )) < Thr(res)

ZEU2 HEEER-4.0,-2.0,-1.022 CI=A AHSICH 2 DOV 2| AT} O|RetTH2t 1 71y 5H0]
HCHHolA 22|71 bin, 2 bin, 0|2t 7+E STt J2{%H DOI 22| 2& 2| Zof| BHE 222 E 2| 2|0
et HESE P as(m)S SO 2= QUCH MZE7} QICHD 7180, DOI 2| AIHEE Peontor ine SAHH|ZE
B2eE3 712 Z0|Ct DOIZA Q| 2E R|™O|| CHEF Propror ket Pore as(m)S FHEASHH DOIE SAO2
St AH2HO|| S0 Q|2|& Zi0|ct. 2tz AR2HO|| T3 12 32 AtO[2] 2= ket n ZfO0f| CH3H ArLG (Artifacts

Level for Gradient pattern search) &S 2|AstCt,
ArLG = Y, jeyr (logrg (Bin(C5,D% Pt cis(m) ) )~ ogsg (Bin (C35,D° Peontrat ik ) ) )

W= window0|12, Bin(Csij, Ds,Part_cis(m)= 2t ()7 A2l mE= EofRl 2| @81} cis-contact® &,
Bin(Csij, Ds, Pcontrol_like= 2t (i,j)7F 2| mStE TRl 2|2} trans-contacte &&= LEMHACE 2}
DOIOIM 7+ =2 ArLG g{0] Lt2= window otLIRH 7| =510] B2 M| 7HA] filtering stepE A&8HC}: 1
ArLG>0 (cis-contactZ &=0| £3); 2) T DOI?} 2 DOIS| windowOf| ZL&HE! I, ArLG7t =2 DOIg
21T 3) log10(ArLG)»0.917*log10(contacts_sum)—0.92 (contact-sume 1= QHof|A| contacte| &
HOICH O M| 712 HE|E 2F S5 DOIt 1 Y= RE= MR Us A= 7B}
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DChT‘A—ChT‘B - ZiEChrAjEChrB Cij

Yiccha = SAUA| A0 &6H= Exo-C E2| Z80ICE Dschache2t Decha-cres 242 AU A2} B 20f| £6H= A
Aot HE Olgt=Ct HE Olgt 290 52 7Hs-dol & %ArLL>OO|Ef

of =
o o
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712 B A= 2 YESHA AlEE 4= QUTH=E A2 Al
AFSITE [2tA Exo-CEAQ| & CHE RE42 5S4t
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= LIEfHCE

2 HAFO|A MRS chromosome conformation capture assay2}t exome enrichmentE Z&A|Z! Exo-C
7t BE AES AHLD wARS HEo2 7Y Azt & H 20| 0 7|& WESEL 482 &
Ch 7|&e LS 21M45t7| fIshM SV 220 S8S 50 Exo-C Tl|0|&] EA440i| £t ALHHE 7iE st 20|
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’.!'EI 2] xo'lil %l EEA'I x‘“ 1 X'I xl' g% ITLRAY | X'i x|‘7|' AI *o'l §7ﬂxﬂﬂ_§. E =2 (original article, review article) & CHstZITHR FBts|o| F|@lo] mAXMXIQl =28
e 58 A

s oo | )

Original article 124-014(2) o) el

communicatio
N 124-014(2)

) AEE

Clinician-Driven Reanalysis of Exome Sequgncing Data From Patients With Inherited dEx  NEaAwey
Retinal Diseases
De novo missense variants in HDAC3 leading to epigenetic machinery dysfunction are 22 AN E=A
associated with a variable neurodevelopmental disorder = HH

m =2

z|Ct o L oz o =
AR = 7|7]2] LHRF FEOIA Ll H7HRIS) ol st} 2icHy
L AN A 2
) Genetic and clinical profiling of Korean patients with 224 Hoo
Birt-Hogg-Dubé syndrome
P=YeY
3 YE &8 ZY DNA A A4 A& 710|=2tQl AJY 0|24 Z;{;
— o
4 Current Landscape and Perspectives of Direct-to-Consumer Genetic Testing A= AZ|=
5 Understanding of genetic testing for healthy individuals (healthy patients) and related b2 A 0| &0,
regulation in Korea e 1=z
6 Recommendations for Monitoring Minimal Residual Disease using Next-generation 2101y 0]
Sequencing in Acute Lymphoblastic Leukemia: Interpretation and Reporting e e
Recommendations for Interpretation and Reporting of Somatic Variants in Hemato- o _
7 . . . &4 43
logic Malignancies
8 Genomi.c Characterization of 5T?<?6 Deletion 2101zl 201zl
in Pseudohypoparathyroidism
9 PALB2 ‘SAIN I el d RHZ} #H0[o JAA 2|9 Zel Mg
10 | Analysis of follow up PCR results for the patients of positive SARS-CoV-2 real-time RT-PCR F2Y s
11 | Applying the BCFtools/liftove BCFtools/liftover for Genome Conversion of ClinVar Indels g2rgzl SRR
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7|1210]# | MOLECULAR HEMATOLOGY

1.71L2

WHO Y= 22 A5 (World Health Organization Classification of Haematolymphoid Tumours,

WHO-HAEMD5, 2024)2} = A4|e|&F (International Chamber of Commerce, ICC, 2022)= YHUZ
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2. WHO |52} ICC ER/2| 7123 240

WHO A|52+2 MPN, MDS, AML =

SISIQICE BB ICCE 712 27 A YRS MTAstl STsI0], KU 014 4 M22 JIES A

SILt & 27 25 M2 28 7igS Ce 2762 H, 59| 1+ EHof sligst= CHIP (clonal hema-
f

topoiesis of indeterminate potential), CCUS (clonal cytopenia of undetermined significance)d| CHaH A

on
o AN
0}
N
o
pN
i)
N
Y
ujm
ol mlo
40
X
ol
e
e
40
=
ox
HL
un
rk
08
ol
=
I
N
MM
njo
0y

£ Ysfe 2T HOIS AAISIL SUE Y HE2 Ao YHOR HYUHATL,

- L O—

b

I
=

5 M58 % 1CC /HAE A Ha| myeloMATCH AHA|

D,



3. Z21EHg HE 2 AA (F
7|& 2T (WHO 41)

MDS-SLD, MDS-MLD,
MDS-U &£

HA 21t (WHO 5T £&=1CQ)

MDS with low blasts
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H|
Blast = 7|& B2l HE&3},
=FE Ity E5

MDS with ring sideroblasts

MDS with low blasts and
SF3B1 mutation

SF3B1 B10| 7|8to] H&tst B2
N2 =Y

MDS with excess blasts

MDS with increased blasts (WHO)
/ MDS/AML (ICC)

WHO= blast 4= (IB1/IB2)0f| t}2t
H2l a3} ICCE IB2E
S8 AZ(MDS/AML 2 Z &8

) —

Atypical chronic myeloid leuke-
mia (aCML)

MDS/MPN with neutrophilia
(WHO) / aCML (ICQ)

WHOE 33 #3, ICC= =4

MDS/MPN with ring sidero-
blasts and thrombocytosis

MDS/MPN with SF3B1 muta-
tion and thrombocytosis

SF3B1 #0| 7|gte| Hetst 23
EX=

CMML-0/1/2

CMML (proliferative / dysplastic
type) (CMML-1/2 7|22 EZ3)

Pure erythroid leukemia (PEL)

Acute erythroid leukemia

AML with myelodysplasia-related
changes

AML, myelodysplasia-related

AML with mutated RUNXT

(AAIE, WHO) / AML-MR (ICQ)

WHOE 0|5/E0|14 2202 A,
|ICC= AML-MR &2o| S4x=2 LSt

Acute monoblastic leukemia (AHA1E) Acute monocytic leukemia2 £t
Acute panmyelosis with A =
JEIDS = c= Lh2 5
myelofibrosis (S21E) FE AML subtype U2 S
- cCcL-
NK-lymphoblastic leukemia A=) TALL = amb'guous lineage=

P

* Abbreviations: MDS-SLD, Myelodysplastic Syndrome with Single Lineage Dysplasia; MDS-MLD, Myelodysplastic Syndrome
with Multilineage Dysplasia; MDS-U, Myelodysplastic Syndrome, Unclassifiable; MDS/MPN, Myelodysplastic/Myeloprolifer-
ative Neoplasm; MDS/AML, Myelodysplastic Syndrome/Acute Myeloid Leukemia; IB1, MDS with increased blasts1; B2,
MDS with increased blasts2; aCML, Atypical Chronic Myeloid Leukemia; CMML, Chronic Myelomonocytic Leukemia; PEL,
Pure Erythroid Leukemia; AML-MR, Acute Myeloid Leukemia, Myelodysplasia-Related; T-ALL, T-cell Acute Lymphoblastic
Leukemia; WHO, World Health Organization; ICC, International Consensus Classification.
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ekt HA At Hl
Clonal hematopoiesis MM CHIP, CCUS, ICUS & =¢, A2 Al Z9|
Hypocellular BM &4, MDS-LB2|
MDS, hypoplastic Al ]| -?,-_5;9% A ISt
0| =/ & 20| US

MDS with biallelic TP53
inactivation

r>
nx

Biallelic or multi-hit TP53 alterations,
Ole 2TTC2 S8 &7, blast 7|2 222

AML with NUP98
rearrangement

>

-
ol

oHy

of

F NUP9S fusion (NUP98::NSD1 S) & &t,

N
=YTCOR =Y EF, blast 7|E 222

ol r

AML-MR defining somatic
mutations

>

ASXL1, BCOR, EZH2, RUNX1 (ICCBh, SF3B1,
SRSF2, STAG2, U2AF1, ZRSR2 0| 27}

CHS ZIEHHO| OfH 491 g 2R

Secondary myeloid neoplasms Al 7|:'f_ {lC._P%Oﬂ H7| HEl2 20| 7|12
B-ALL with TCF3::HLF fusion LA Ol=7t =3 2t EE O 2 S 2F

B-ALL with ETV6::RUNX1-like Rt ere T2II(GEP),
features, B-ALL with other AA IKZF1 deletion S22 It J7ts,
defined genetic alterations HEA YEfel/HARAYUC 2= 2T F7t

CMML AC7|E HE ChaT 712 1.0x10%L— 0.5x10%/L 5t&F =2

Chronic eosinophilic leukemia b i i 2 ASH S S eME - A2 © S
AML with NPM 1 mutation Al b b Blast 7|& 222, NPMT #10] &5 Al 21T
AML with CEBPA mutation et 7|17 # Y Blast 220% 7I&2 5, CEBPA biallelic

H0| £2 bZIP region2| Tt 0| A| RICH

* Abbreviations: CHIP, Clonal Hematopoiesis of Indeterminate Potential: CCUS, Clonal Cytopenia of Undetermined Signif-
icance; ICUS, Idiopathic Cytopenia of Undetermined Significance; BM, Bone Marrow; MDS-LB, Myelodysplastic Syndrome
with Low Blasts; B-ALL, B-cell Acute Lymphoblastic Leukemia; GEP, Gene Expression Profiling; bZIP, basic Leucine Zipper;
AML-MR, Acute Myeloid Leukemia, Myelodysplasia-Related; CMML, Chronic Myelomonocytic Leukemia; WHO, World
Health Organization; ICC, International Consensus Classification

26 7|20l | WHO EHZY 27 AISE X ICCHE i HE| myeloMATCH UM A
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Frameworke| =Q!0| =28t Qo [3, 4], 2 hood)= Z&5t A= &-&(Posterior probability)
20l= VUS AlEst & AHEF Ao st £ EEol= YA e = AEs6IH, 7|& ACMG/AMP
A &80 At [5]. 2 =10|ME= Bayesian 710|E2f0lo] W HH LR E HtslCt,

Framework®| @l2|2} 0| 7[¢te=2 5t M4 7|8t

B2 AAH 2N AE RENHUZ, HZSEE Tavtigian &2 ACMG/AMP 7t0|=2fRI0flA A|
ot VUS AlaF M2 S0l st 2[4 A HS AT AlEl 2t 2HE0| Z=0| cfsl A 42 £
10} otct, Stal (H#1), O|F FA M6t z2(&H 2=z B
Off CHet Ate SES AL ZMN ECH XA 20

2. Bayesian Framework2| =3} D UpEl 0| 22 JHsEIA SIRCH (H2) (3,
T4 He| 4]. GII2 S0{, PS1, PM2, PP3AM| 71| 2HE 0=
Bayesian Frameworke F2 2} #0| sjiAlof| Z st St B0l 429 27 40| dliYst= A2l
2t 2HO| S A 510, HHd &EE8 4 44 (PS1), 28 (PM2), 18 (PP3)S &ttt & 7
o=z A|ttete HY2OICH O] LI = AtH &= 40| E|10, O] M4 H20|M AHAIE! HIOf| Ch2tA]

(Prior probability)2t 2t 29| ZHE &t

LT
=
=
(8

Likely pathogenice & F=ICt,

BB 27i2=0 chat 348

anzns HA(Score) Odds of Fgg)\?gemuty Postele?orsl:rcF),g)Zablllty
0.975

PVS1 Very Strong
PS1-PS4 Strong 4 18.7 0.680
PM1-PM6 Moderate 2 4.3 0.328
PP1-PP5 Supporting 1 2.08 0.191
BS1-BS4 Strong -4 0.053 0.006
BP1-BP7 Supporting -1 0.48 0.05

1 log (OP) =log (0.28)*Score

OddsPath x Prior _ P . _
L Fes = ((OddsPath — 1) * Prior _P+1)’ Prior_P =0.102
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A 7|8 EFRA|IAHEE Ol2fst HEF HHoIM & HYE £ 39 A2 U2 NHE £~ US
A 7|82 A5 4= UCH EF|, Ui R = 2 H|AISIACE [5]
A 2tZ0[M VUS 0|5 724 AlR&E0] =2
O|FE RMH2Z SHAS YOIO|ESIAHLE YA 5. 28
o2 A2 4 QEE 510), AU A HiE} Bayesian Frameworki 7|12 ACMG/AMP 7|&
U&A oA LS FHAIZ = UCh o Fd4 FRO| StAE =5otn, A oA
A A2, Eldomery 52 &4 7|8 2FA|AH S 7tsStA sttt &3], Odds of Pathogenicity
2 744 o FHA 1Y ZAO| Ag8sten, 7| (OP)E 7|Bte2 ot 2H 2= 24 L Atz &5
= ACMG/AMP &5 A2t Bl 23S T VUS b Atte 2tsotE oA A|AED 22F ek
80| RoI5HH LUAst= ANE 05U} (36% O 02 F&3slitt %22 o B2 2H 7|Z0 of
— 15%). 5t 0|52 VUSE A4 7|EIe 2 VUS- oh Cl|O[E{ 7|8t H &7t O|RO{RICHH, Bayesian
Low, VUS-Mid, VUS-HighM| 2§22 AZ3} 5t Frameworke & R 49| a4 7|8t 7=
1,0 & VUS-High 82 7|sd 848 2 7+ & 2 22| EE Ao|Lt,
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tients at risk for breast cancer. Front Oncol, 2025. 15: p. 14555009.
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Deep protein language model -
Evolutionary Scale Modeling (ESM1b)

LLR

Amino acid change
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Protein sequence

Deep-learning modelZ 0|25t3 coding variante| 21H= 0f|25t= =719

ESM1b2| OIA|QLIC 7222 3t Rt Of0|m it R A EO|0] MEZS

2|31l OFO| I AFS O|D[BILIC} L 2HHO 2 BTl HA|SIAE B10|7} LIS Tf
OIAEI= 2217} pathogenicSICHs ©J0|2, T 22 E0jolg ZBx o=
Topgt 4 QSLICE Eot 12 9o FAIE £ HE Clinvard SEE PV/LPVE
0| oY B2 A0 &g &~ AU T

Reference : Evolutionary Scale Modeling (ESM)
https://huggingface.co/spaces/ntranoslab/esm_variants
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Human Pangenome Reference

Previous human genome reference

New human genome reference(s)

1

T
SNV SNV

AGGT | CCCACTC ’, GT‘EHC ACGTGGC é k’\ GTAGECEEA

’;@g s ﬂ : u —
I

Deleton @ insertion 9
ATCGCG

—_

H B S S| 2R A|AE O*Oﬂ EA|01| HH5H= E')*&!OI Ct. Human Pangenome
Reference ConsortiumO| 7H&f5t Human Pangenome Reference= 0|245t Graph
Referencel| M4 T+HH| =, 7|20] S| MEFZ 7|82 2 Reference Genome A ES
ZZBC AT} ©2| M| RS OIZ HiZO| QISR HE 4215 QM HAEE

[ Y ) =T

T2Hm HENR S815H ALY 217 KA 2 AHROICH 2025\ 52 YHE Release 2

£ 232 g 0B Ui JHolS Lts10] 7|2 Release 1 CHH| SHY 2715t P22
=

9002t 7Ho| 22 HI|IM B Z27H5HACE

Sources: 1. https.//scitechdaily.com/human-pangenome-reference-a-
deeper-more-accurate-understanding-of-worldwide-genomic-diversity/
2. https://www.nature.com/articles/s41587-023-01793-w

3. https://humanpangenome.org/

From: M/EIQ|2XfEl 212
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Seoul Clinical Laboratories

MEolatetH s #

cobas 5800/6800/8800 system, AVENIO Edge system, navify Mutation Profiler

AQIA WA DEQ 24| TITIAIEE SLIHQIOZ M 19904 2|20 EXPI|HOZ AZE|QUOH St A
o X% 52 ZAtsto] FEo| Z=I|UA, o, ZITh X2 Y DLIER-S I3 HAFCI ®ED MH|AS St
QULCE ZISHHAAAIA S (Core Lab & Point of care Solutions), 2XFEITFAIE S (Molecular Lab), ZEIFICHAIE
(Pathology Lab), 24t 9| AAH X[ AL (Clinical Decision Support), 2= 22| A2 £ (Diabetes Care)2| 574
AMLREE AHE|0] JOH 24TITHS HEl Sl A I 2 M E HIQZITA AR WHIISHRO| K18 2
M717| LA E2 HRAS HE ZALE 7|72t HYEFT| S SXIX7L HA|7]0] 0| 2= HHL(S HE ZEE
2|RE HAFT YCH FLl= 22 M HILITITHIVD)FAIS| MF7|i0|CH 20198 S2tRE 7|Hte| AAZAH X2
Gi|o|E{ Z2HE u|H|Tto| £HE = (Navify Tumor Board)S ZAISHH CI X2 RAH| | FHof| 24 TIEHCL 9,
ERTICE 24N e X8 Sl /Hole| A, =X EM S TIThl A& X|2HS MEE 4 U= E 2kt
ot | 2T DEE 93t WEOZACHE 2HT O R FO| Q179 40| S SMAIZ = USS Lot QUCH otk ot
FEHFTICH2 OHZ 2|7 0{210] 7| X ATV |ThE], A2 38 oks Sot 2L MASE 0210 X| 2, mStch ots X|
8, Aot 2t X[ So| RESHALL|SH 252 Solf 7| P2l Ale| & MU S Choty| fls 2ot ULt oflo|2F
Al(Aon Hewitt)0| &%t $t= £| 10| X% (Best Employer in Korea)’ 242 2015, 20164, 20174 33| A4
2 AHOMH 201954, 20201E0|= Great Place To Work Institute =2t ‘CietaI= 2s}7| Z2 100CH7 |2 0f] A
QACH HCEXEMISH E 2 = SH|0|X| www.roche-diagnostics.co.kroil A 2HIg 2~ QICt,

TIE/E2 HAL

1983 LK 2| = ZHAF HE7| 2o 2 MBIE SCLHTHEQ! MEo|RttH1A) 2 ARl HE Rta|A|AHTE SAl
HOI AL ZZ M A TQIS Eaf| MAIE £Z0| AN | 2O 2 X2 |0HZIHCH 199218 PCR 2A1E Tt 9l 244 2H = A
B DA AR =Rl H| Rl 1998 =LH |22 MIAIX F - 2t2|7|2t2] CAP(College of American Pathologists)
EHE 152 &S3 = wixiiIX| ZAe] E ehakS 2foH XX el LS 0|0JKATH S| OFA|OF A|CH RES S A AR
S HIRSY SCL2 Aty - TIThH - ZRIRICH DTHHA - S22 M 5 127 ZAHE A0 40004 Z2f 2| M |
£ 50l 4,00001 7§ HAL =S AlRHE 4= QU= HIAF QI HAA|ARIS T H3UCE ot OFL|2E SCLE HAtM b=
T2 7|ESNE, Q277 QLA HHE § HFMES PHH H7|E2 A2tk ZotE 2o MR FEE
LEet ME AT0IHS A EXIAA A HARH WL 2 S2, A&ARXY, QIS 230l 0|27|7HX] SCL
AT7|£3 ghatol st QICk SCLE =LiatotL|at Q2H 7|2H MotR o1 - 24 =S HIEf O 2 dfie| 2|2 7|
2t SZHAIE F=otof ZEE it ex|ol| = 7|ofstn AC.

. HERE
ThermoFisher i
SCIENTIFIC
MO A ALO|HE| T
. CHEXNZE
i N
9 1< utolQuicizt
Dow BIOMEDICA
CHtto|Qm|CI7} & YZ0jLEAz(0F #
. HEHZE
Element s
Biosciences * SARA

aAnE T

Distributed by Xpert HGen

AATHH #

lon TorrentTMIonS5XL(XMICH 7| B E2447], NGS), CytoScan® Dx (00| 2 2042{[0], CMA)

MET| A AO|IE|E! (ThermoFisher Scientific)2 T M| 5004 7 =7F, 2F 120,000F 2| 2§ S3H &HH & 0
$3802] 01412 S48t AAIEI0! aHst slARlLICE MBI ALO|IE|TIS THS0| MAS T 21Zstn,
o1, QRSP BHS 4 QIS S SECHe AREE JHA| T, W THel Hof oI £, SESHEA Chi| o, R} gt

= =T =
70 BL ol N, M ALY ehefol| F{ot QlELICh

N

H|2|ZIEhE 9| 27]7] & Next Generation Sequencing System

At Illumina, our goal is to apply innovative technologies to the analysis of genetic variation and function,
making studies possible that were not even imaginable just a few years ago. It is mission critical for us
to deliver innovative, flexible, and scalable solutions to meet the needs of our customers. As a global
company that places high value on collaborative interactions, rapid delivery of solutions, and providing
the highest level of quality, we strive to meet this challenge. lllumina innovative sequencing and array
technologies are fueling groundbreaking advancements in life science research, translational and
consumer genomics, and molecular diagnostics.

NGS System & Library Prep Solutions

AAHHI(F) = 2022' A0l Mo M S 7|XExH Tl S|ALZ, CHAZE MEHZ e A FH| Y A2k 35 X[
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FEridse ot 2 Ed Het HALS 2let 2R TITHMES 7HE ) MZSh= S| AFRILICE FQ 2H A= NGS (Next
Generation Sequencing) 2412 7|8tQ 2 ot & ZITHHIES HYSH= AJLICH EX AL SRl 74 24
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BRCAaccuTest™PLUS / HEMEaccuTest™ / ONCOaccuPanel™ / HLAaccuTest™ / NGeneAnalySys™
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The AVENIO ctDNA Expanded Kit V2 is a next-generation sequencing (NGS) liquid

biopsy tumor profiling research assay for identifying genomic aberrations derived from
solid tumors. This research kit contains 77 genes, including those currently in the U.S.
National Comprehensive Cancer Network (NCCN) Guidelines.! This
panel also contains emerging biomarkers investigated in clinical trials. =

JOPEN FOR
[EFFICIENCY

Benefits

= Report all four mutation classes - SNVs, indels, fusions and CNVs from just
10-50 ng of cfDNA.?

= Delivers exceptional analytical performance supported by integrated digital error suppression (iDES)
strategies, combining molecular barcodes with in silico error suppression techniques.??

= Analyze a variety of solid tumor indications for research using a single optimized DNA workflow
for up to 16 samples at a time.

= Reduce operational complexity by obtaining reagents for cfDNA isolation from plasma, library
prep and target enrichment from a single trusted vendor.

* Receive a complete solution with the required reagents, a robust bioinformatics pipeline and
software for analysis and reporting to keep your lab at the forefront of cancer research.’

Research indications Applications
Lung, Colorectal, Breast, Gastric, Prostate, Glioma, = Non-invasive tumor profiling
Melanoma, Ovarian, Thyroid and Pancreatic = Non-invasive detection of resistance biomarkers

= Investigation of emerging cancer biomarkers

Analytical metrics?

Mutation Class SNVs Indels Fusions CNVs™

Mutant Allele Frequenc
/Copy NumbCér y o 50/0 1 00/0 1 00/0 _

Sensitivity ‘ PPV Sensitivity ‘ PPV Sensitivity ‘ PPV Sensitivity ‘ PPV
Sensitivity and PPV

SD: Sample dependent Performance samples: Sensitivity and Positive Predictive Value (PPV) metrics based on observed product performance.

* Detects variants down to 0.1% Seraseq ctDNA Sensitivity and PPV performance reported per variant. Sensitivity was determined using

**Can detect ERBB2, EGFR and MET CNVs.  Complete Mutation commercially available reference samples containing verified mutations at the stated allele
Performance dependent on input sample Mixes (SeraCare), frequencies. SNV performance data based on hotspot calls. The AVENIO ctDNA Analysis Kit V2
type and input concentration healthy donor cfDNA. can achieve >99.99% per base specificity across each of the panels. Stated performance
(10 ng - 50 ng per reaction). requires at least 40 million reads per sample for all AVENIO ctDNA Panels V2. Sequencing

performed on an lllumina® NextSeq™ 500/550/550Dx instrument.

Specifications
Panel size 192 kb Reactions per kit 16
Sample size 4 ml of plasma Turn-around time 5 days from extraction to results
cfDNA input 10-50 ng Product/Material Number 09733779001

1. National Comprehensive Cancer Network. http://www.ncen.org. August 2, 2023.

2. Data on file with Roche.

3. Newman AM, Lovejoy AF, Klass DV, et al. Integrated digital error suppression for improved detection of circulating tumor DNA. Nature Biotechnology.
2016;34(5):547-555. doi:10.1038/nbt.3520.

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

Published by: *Required hardware: lllumina® NextSeq™ 500/550/550Dx and Roche Oncology Analysis
. . Server. NextSeq™ 500/550/550Dx instruments and associated sequencing reagents are
Roche Diagnostics Korea Co., Ltd manufactured and sold by lllumina and are not supplied by Roche.

2F, Seokyung Bldg., Teheranro 108gil 22, Gangnam-gu,

S For more information about the AVENIO ctDNA Analysis Kits,
eoul 06174, Korea

i . please contact your local Roche representative.
sequencing.roche.com/avenio

AVENIO is a trademark of Roche. NEXTSEQ is a trademark of lllumina. All other product names and trademarks are the property of their respective owners.
© 2023 Roche Sequencing Solutions, Inc. All rights reserved. MC-KR-01746



Accelerating AML and MDS
treatment strategies with rapid
NGS in the myeloMATCH trial

National Cancer Institute (NCI) Myeloid Malignancies Molecular
Analysis for Therapy Choice (myeloMATCH) is the precision
medicine umbrella trial for acute myeloid leukemia (AML) and
myelodysplastic syndrome (MDS) patients. Because newly
diagnosed AML patients typically need to start treatment quickly,
the myeloMATCH team has created an infrastructure to return

a patient’s initial screening results, including rapid NGS testing,
and sub-study assignment within about 72 hours of when the lab
receives their specimens.

By conducting multiple treatment sub-studies tailored to specific
genomic types, myeloMATCH has the potential to
drive the advancement of exciting new therapies.

NCI Myeloid Assay
Rapid NGS testing is based on Oncomine™
and lon Torrent™ Technology.

¢ Runs on the lon Torrent™
Genexus™ System

e DNA Panel: 45 Genes

* RNA Panel: 35 fusion
drivers (>800 isaforms)

Rapid results
NGS results available in as fast as 24 hours,
allowing swift patient enrollment into clinical studies.

¢ = |

Clinical sub Clinical
study assignment trial sitas

Initial patient assignment within @
Matchbax 72 hours of lab receiving sample T

report sample

£ 2o R aa =]

NGS/Cytogenetics MNext-day NGS,
report cytogenatics, flow cytometry

Molecular testing
laboratory

NCI Myeloid Assay on the
Genaxus System

. Learn more at thermofisher.com/myelomatch

Investigational device exemption (IDE)

The myeloMATCH program, including the use of lon Torrent™
and Oncomine™ technology for the NCI Myeloid Assay, has
received IDE from the U.S. Food and Drug Administration (FDA).

Accelerating treatment strategies

myeloMATCH is open through the NCI National Clinical
Trials Network in the United States and Canada,
encompassing over 2,200 sites.

Cooperative research and development agreements with
various pharmaceutical companies will enable access to a
range of different drugs to support the myeloMATCH ftrial. For
more information, visit clinicaltrials.gov/study/NCT05564390.

Genexus Integrated Sequencer (RUO) and NCI Myeloid Assay has been approved for investigational use within the myeloMATCH study in the US. The Genexus Integrated
Sequencer (RUO) is currently available in North America and rest of the world for Research Use Only. Not for use in diagnostic procedures. For other clinical trial programs,

please reference and seek advice from your local regulatory authorities.

© 2024 Thermo Fisher Scientific Inc. All rights reserved. All trademarks are the property of Thermo Fisher Scientific and its subsidiaries unless otherwise specified. 0TH-8402249 0924



Enabling in-house cc
from tissue and liquid

TruSight™ Oncca

Portfolio offers flexibility basec
- Separate gssays to support tissue (FFPE) OF

- Provide unigue tumor insights, get compleme
blood by leveraging same DNA panel design

TruSight Oncology 500 High-Th

lllumina - 080.234.5300 - techsupport@illumina.com - www.illumina.com
© 2024 lllumina, Inc. All rights reserved. All trademarks are the property of lllumina, Inc. or their respective owne
M-KR-00025

For Research Use Only. Not for use in dia
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AVITI 2

Next Gen Sequencing Meets In Situ Multiomics

AVITI24™ with Teton™ CytoProfiling

The next generation of single cell biology—
one integrated platform for sequencing and
multiomic analysis

ISS (Coming in 2025)

e el Element Biosciences 32! 2l& | AATHHI(F), XpertGen Inc.
Tel. 02-2658-8082 | Fax. 02-2658-8081 | www.xpertgen.com
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OMliquid OYxome

Revolutionizing Cancer Care With Next-Generation Sequencing

Unlock the potential of liquid biopsy with DxLiquid — groundbreaking solution that utilizes circulating tumor DNA (ctDNA)
to provide unparalleled insights into tumor genomics. Our NGS-based solution provides clinicians with the data needed to
personalize cancer treatment and monitor disease progression in real-time. By identifying key genomic alterations across

multiple cancer types, DxLiquid drives improved patient outcomes through more tailored and informed decision-making.

[ | 1 [ | . | [ |

[ | | 7 [ i 1

CNV SNP & InDel Fusion MSI TMB
Product Number of Genes

Single-Cancer Panels

Breast 49
Colon 41
Esophagus 27
Kidney 16
Lung 47
Lymphoma 116
MRD30 30
Ovarian 9
Pancreatobiliary 41
Prostate 18

Multi-Cancer Panels
Pan100 105
TMB500 540

*Genes may be updated. All DxLiquid products are available in 24 or 96 tests per kit. For more details or inquiries regarding custom panels, please contact sales@dxome.com.

Streamlining Non-Invasive Testing Optimized Workflow

Dxome Solution

TII
[T SO =

Sample Sample Target Sequencing Analysis &
Collection Preparation Enrichment Report

Copyright® Dxome Co., Ltd. All Rights Reserved.
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