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FOCUS ON

1. PGTE| 72

by HAHPreimplantation Genetic Testing, PGT)= AIE20H7|(IVF) 2HH0flA BHS0{21 BOLS CiAS
2, 2[4 0| R 0|42 MESts AIULCE IA M| 72| RH0[ LSUIC.

| PGT-A: Z4H%]| 2~ 0|4 (H|BH=~4, aneuploidy) 18

| PGT-SR: SAA| 712 ZHBHE (2 A9 5) HE

| PGT-M: BtA7AA2A2HMendelian disorder) A2
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3. PGT-M 242} D2{Afst

PGT-ME AIZRIOP|(IVF) ZHHOIM BHOL| RIS 0122 D|2| BHOISH 7425t HHOIS MENSHS ZARILICY
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PGT-M2 T RHMAAE| 24 2[&S 20|= | e 28t 7IsYLIth 22U 7|4 SHAet &2l4 1

HAAML 7 SO SEA 2L O 4H AHoM ASE = Y29t

N , | A A
A=Y U2 S Solf ARt 7IZ52 SHIE 232 WE 4 U2, AL 24k} 71 Al=lof| 7|0 4= USLC
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TECHNOLOGY TREND
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ATM(ataxia telangiectasia mutated) F42Z= 63719 A& 2= CHY RXAIZ, DNA &4 B2 (DNA
damage response)2| S84 ZAR0|Z} 2 AX| FAALO|CH ATM 7|5 AAIS CHSH ol ¢

of
ZtAIZ|8, 55| R 7YY, HEUY, YA ol =0 S28 JSFS O[RICH D2iLt SA7HR] 20 E

= Sot o} L

ATM THAH 70| (SNV) 2| A= VUS(Variants of Uncertain Significance) 2 &0 {14} a440] 0124

= 220|Ct, 5], RAd Y S UE L 2= BZ 0SS 25 ATM B0[2| 7|54 BI17 H42{0[X| 2t
7ls &M0| 7|s4 22 |7t =0

A= ATMR| 7ts8t 25 2 SNV(27,51371)2F QIEE SNV(1,44274)01 Cht 7|54 F&Fs AAH =2
TSI} SR, OIS 2l 2t OfClE! 7[gh it ME dEH Fotet Eeid 22 (DeepATM)=

L

tel oflCi€l(Prime Editing) 7|1&2 Cas9 nickase?t AXAIEAS ZSI5I0], B =
28 makol T2 710|S RNA(epegRNA)S S5 DNA B7|2 HL 213H-AQl AIYIE 4 A 2141 943 H
2 710/ct RIS HCT116 MEO| ATM-haploid 221S 2|2t FOI212: 71 epegRNA 20|
H2{2|2 £QI510] 23,092712] SNVE Ao 2 WII5IACt DNA 24 HI2S Q= 5t= PARP 2|9
Olaparib@ 22| ZA0IA A HZ8S ZHFO2M ATM 7|5 £AGIEE Hrefsis 2R (s H4)E A
251900, ABHOR2 7|5 I} 024 4,4217H2] #I0|= DeepATMES E5f| 0| &5 24 2% 27,513
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= U o°

N
_O'D
=
B
m
i

3
(]
4

0

10 Notable Research | Functional assessment of all ATM SNVs using prime editing and deep learning



Cell line generation for functional evaluation of ATM variants 22| : HCT116 cell2| =742| ATM SHAt
copy= A4 copyBhE 712l ATM-haploid HCT116 ME RS 125t 20 A 2=l epegRNA
2to|E2{2|Z HIE|HIO|2{ A BIEOf §FAHSI0 ATM-haploid M|Z0i| = SHRALE

=M Z1 THEE2| synonymous #0|= SEAQ! 7|s E+E B2 AE-QIEE FAHER2] 2= syn-
onymous HO| 0= YL %4 e 7|5 45 LIEICEH Nonsense B0j= R& A0 24X D2H &
BE0] AACH, BOA & HRj AE(penultimate exon)2t 37 YT O#eowg OF2I7IR|QCtH YlM o2
37 QU E0o[L E0M & H H Ql&0| OF2|8f 507 F22LEI0|= LM E/dSt nonsense #10[|= non-

sense-mediated decay(NMD)E& 2/ 4= A7| W20, 0|F S| HAA HO| AE2 T AESO
ATM TR 7150 S22 AIASHACE.

Missense SNVO| AL, el 57~60 (Y 2I2| 8,269~8,786)0{|A 712 st 7|5 £40| 2H2tg|lon], W
s d4e 242H-2.1,-2.1,-3.6, -5.5 YLt (Figure 2A). O] Y| missense #0| & 50% O|40| H|7| A
(non-functional)O|AL D, LHHZ| A0 M= BHAH 22 18% 0| H|7|520|UCt (Figure 2C). Ol= aliE
FH0| ATM 7|50l EHAS '—f Ct o] ¥ 12 B2F kinase =0Q1(A& 55~63)0] ZL&He|O,
kinase &-d2 ATM2| DNA &4 BFZ(DDR) 7[&0] 44 0|Ct. ATM THEHZIO| Missense SNVO]| Eifst 7|54
QIZt=Z O SH Z 2} (Figure ZD) activation loop(2t7] 2,888~2,911) 2! catalytic loop(2t7| 2,867~2,875)
OllAM =2 20| 22Tt BHH, A& 17(VUST} At YA = )0 M= 396712 Missense H0| &
CF 1371(3.3%)2t0| H|7| 540|220, O]= 0] YHO| ATM THHA 7150 @ ST o+~ USS LIEHHICEH
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NOTABLE RESEARCH

S ATM RAZF (9| 7|5 H4 AlZESE (A) 2l 2-63 7ER| SNVOI| CHEE 7|15 24 (B) QIEZ 2 £24|/201%|
(splice acceptor/donor) B0[0f| CiSt 7|5 A4 (QALE 7|15A43HE FEUSHE missense #10[9] HIE (D) ATM
CHHZI0| 3D J2R0f| missense H0|0f| TSt 7|5 212t
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E|ASH, 7|2 LLH(OIE HIOIA0M B7E7t £[2] 42 HO|0f CHal M& HIOIE 2t =2 da2tAE BT
(r=0.70). ClinVar & MEOiX= He|Z(P/LP) #0|2 2d(B/LB) #10[2| T+20i|Af AUC = 0.95, £3] 42|

& =2 >2-star HO| MIEO|ME= AUC = 0.992 OfR =2 &5 Jd&= 8 BQCt &5t AlphaMissense, EVE,
ESM1b S 2|4 2EZ1t H|13HE & DeepATME EAH2Z RO|5HH =2 Hs(p=0.034)3 LIEIH2
0, ATM kinase =041 2|£2| #10| 0|20 M= AUC = 0.992 7|2 ZE S 57}5tRULC

OI

27102, HZI2 UK Biobank?| T FAA|-2 4 CIOIEH|0|AF 8310 7|5 &4 HO|Z 712! 742!
o o HHES EMFIAC} DeepATM 7|8H| 7|5 {5t 0| = (experimentalized DeepATM, eDA)S S5 H
715’8 0| BERsh YT TR0 Hiol REY, MY, A S| U (30| RolatH 3715t ez

'Ct (Figure 3A). O€ £0{, UK Biobank 2A40|A= H|7| 54 0| ERA0IM & 2&0| p=7.5x 10"
SFO2 EAHo2 ROI51H SI5tRCt. £ GENIE & H|O|E{ A0 M= DeepATMO| 0|26t H|7 |54 O|Y
710 | 69 8—'—01| |ZHoH pan-cancer odds ratio (OR) =52, p=1.1 x 10% Z O} 24245t M2+ 0| 242te| At

=
0 EF
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NOTABLE RESEARCH

RUZ}H0|9| 7|5 42 A4 22k (A)UK biobank 2SE0|M ATM 7|5 &4 BI0|S
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The SBX technology is in development and not commercially available.

The content of this material reflects current study results or design goals.

1.Wang, Y., Zhao, Y., Bollas, A. et al. Nanopare sequencing technology,
bioinformatics and applications. Nat Biotechnol 39, 1348-1365 (2021).
https://doi.org/10.1038/s41587-021-01108-x

2. Average coverage and concordant duplex base call quality score,
F1 metrics assessed over the GIAB high-confidence region, data on file
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Welcome to

a NEW space
in NGS with SBX

SBX technology utilizes a proprietary biochemical conversion

process to expand and encode the sequence of a DNA

template into a surrogate polymer, called an Xpandomer.

These molecules are then passed through a high-density
complementary metal oxide semiconductor (CMOS)-based
sensor module with millions of biological pores, enabling

accurate sequencing of hundreds of millions of bases

per second.

A new space to set the pace: faster time to data

» Ultra-rapid real-time sequencing and greater control over run times

Higher rates of data generation enabled by a novel circuit design and
sensor array with a high density of microwells

High accuracy single-molecule sequencing with improved signal-to-noise
ratios on a massively parallel scale

Ultra-rapid sequencing leading to
staggering rates of data generation

Scalable throughput with CMOS-based sensor
module for analyzing a wide range of batch sizes
- minimizing penalties of reduced batches

Flexible-read sequencing supporting
a broad range of applications

Harness the power of space with
ultra-rapid, scalable, and flexible-read
sequencing for all your sequencing needs

This is just the beginning. Sign up to the Kakao Channel to
stay current on the lastest SBX updates in korea



iontorrent

Sharpen your focus with lon Torrent
next-generation sequencing solutions

Unlike other next-generation sequencing (NGS) approaches, lon Torrent™ NGS solutions
enable the speed, scalability, and precision you need to spend more time finding answers
and less time looking for them.

Whether you want to leverage the full breadth of our application portfolio or need to get up
and running quickly with minimal training and resources, we have an NGS system that fits
your needs.

lon Torrent NGS systems

Genexus System lon GeneStudio S5 System
Specimen to report in as little as a single day Scalable, targeted NGS to
with a hands-off, automated workflow* support small and large projects
- |
The lon Torrent™ Genexus™ System** is the first The lon GeneStudio™ S5 System combined with the

turnkey NGS solution that automates the lon Chef™ System is a scalable, targeted NGS workhorse

specimen-to-report workflow and delivers results with wide application breadth and throughput capability,
in as little as a single day with just two user touchpoints.” and the ultimate in customization flexibility.

Ordering information

Genexus Integrated Sequencer A45727
Genexus Purification System A48148
lon GeneStudio S5 System A38194
lon GeneStudio S5 Plus System A38195
lon GeneStudio S5 Prime System A38196
lon Chef System 4484177

* Specimen-to-report workflow will be available after the lon Torrent™ Genexus™ Purification System is released for sale in 2021.
** The Genexus System comprises the lon Torrent™ Genexus™ Integrated Sequencer and the Genexus Purification System.

| ThermoFisher
Find out more at thermofisher.com/iontorrent SCIENTIFIC

For Research Use Only. Not for use in diagnostic procedures. © 2021 Thermo Fisher Scientific Inc. All rights reserved. All trademarks
are the property of Thermo Fisher Scientific and its subsidiaries unless otherwise specified. COL016919 0821
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Redefine NGS

Sequencing Spatial Omics
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P HGen Tel. 02-2658-8082 | jason.im@xpertgen.com | www.xpertgen.com




Liquid

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.

CNV SNP & InDel Fusion MmSI 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

Sample Sample Target Sequencing Analysis &
Collection Preparation Enrichment Report

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