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NGS System Workflow

Nucleic acid extraction  Library preparation Sequencing and analysis

Samples collection * Adaptor ligation/barcoding
Nucleic acid extraction * Size selection
Quality Control * Amplification/purification

Quality control
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lon Torrent Workflow
Analyze

Variants

Analyze
Data

Prepare Run

Library

Extraction
magLEAD 12gC Manual or lon Torrent Torrent Suite lon Reporter
lon Chef system
(EDTA Blood) lon Chef system S5 System Software Software

sequence

2.5 hrs 5hrs

Manual 4 hrs
13.36 hrs

40 min
Automate 8 hrs
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lon Semiconductor Sequencing
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Add dNTPs that build lons get released when Sequence output is generated
the DNA sequence DNA bases are matched by the detection system

otides tlow sequentially over Ion semiconductor chip

One sensor per well per sequencing reaction

4dNTPs
5 m—
. » Direct detection of natural DNA extension
» Millions of sequencing reactions per
Example: Primer
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Sanger DNA Sequencing Workflow

Run
Capillaries
Electroph

DNA
Extraction

Purify PCR : Purify Cycle

. Data
Product Sequencing Analysis

Reaction :
oresis
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Nanodrop ri mer Exo SAP-IT BigDye V3.1 Ethanol Cartridge Ssegfi(\jj:ree
.p precipitation &
! 1 1 M 4 N
QC PCR Product pr?:mr;z\;en q Remove Cathode buffer
Quantity : Capillaries dNTP leftover dyes

Electrophoresis
150-300 ng (Q-sep)
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BRCA1: A pathogenic mutations/ likely pathogenic mutations was found
BRCAZ: A pathogenic mutations/ likely pathogenic mutations was found W32

POS

V‘[]S BRCA1: A variant of unknown significant was found
) BRCAZ: A variant of unknown significant was found W38
NEG BRCAL1: Pathogenic mutations, likely pathogenic mutations and VUS were not found
3 50 _ - BRCAZ: Pathogenic mutations, likely pathogenic mutations and VUS were not found
2| dodle S:uuSUdIMogUIloNSIIINSIH (iLab Plus)

Genes Assayed

Genes Assayed for the Detection of DNA Sequence Variants

MUTYH, RAD54L, EPCAM, MSH2, MSH6, PMS1, BARD1, FANCD2, MLH1, RADS0, PMS2, NBN, PTEN, MRE11A, ATM, BRCA, RADS1B,
MLHS3, PALB2, CDH1, TP53, NF1, RAD51D, CDK12, BRCA1, RAD51C, BRIP1, STK11, SMARCA4, CHEK?2

%8} e-Submission dxwaldnnfinnial

@& e-Report matiHaos1wNULUSUINOSIGN df 15 ]

A o Trocking 0S2A@UAMU:EI981) S :f\‘_ ;
=) Historical 0s23d@ouUs:3amsdiados) 1 C

& | syaNIu

[0 Remember Me

L B S

0-2589-9850-8

nsudneymansmsuwng £ DMScNews & DMScNEWs (B

Regional Medical Sciences Center 8 Udonthani Relevant Biomarkers '

54 Nong Phai, Mueang Udon Thani District, Udon Thani 41330

Tel. 0-4220-7364-6 Ext. 100,105 Relevant Therapies Relevant Therapies
Fax 0-d270-7367 Genomic A o {In this cancer type) (i ather ype) Clinical Trials L CAGTAGGGGCATLCC AGGGACTGACAGGT
- http//rmsc8.dmsc.moph.go.th
PR ——— 1of2 BRCAZ p.(N2266D) c.6796A>G olaparib abiraterone + niraparib ' 2 29 e B e
e 2 Alele Frecuency: 54.31% talazoparib bevacizumab + olaparib 1.2 41 =0105=2 CO10G6E 41201072
sample ID: H Pauem Name e T olaparib .2
m_o;msapon: "Nl & olaparib + hormone therapy !
boa: —— Specimen type: EDTA Blood rucapark, T K e L 5] I 2] T D R
Received Date: ==} Test Date: talazoparib + hormone therapy '
Reported Date: i, Hospital: Udonthani Cancer Hospital niraparib
Public data NCCHEMAZESMD L ________
Test Information: Relevant Therapy Details

Test Performed: Core Cancer Panel 30 gene
Diagnostic testing for hereditary cancer (Breast cancer)|

Result

Positive : A heterozygous pathogenic variant in MSHS gene and VUS : variant of uncertain significance in BRIPT gene were found.

*Clinical Significance of Variants Based on 2015 ACMG-AMP (Franklin) Guidelines

Variant Details

DNA Sequence Variants

A Allele Cancer
Gane Transeript Locus Amino Acid Change  Cading Variant Effect  Coverage  Frequency
MSHS NM_000179:3 248032767 (V119206542) ©.3573_3574insT frameshift 408 4583% Indications and usage:
Insertion AKEEGA® is a combination of niraparib, a pely (ADP-ribose) polymerase EPARF'} inhibitor, and aburalerone acetate, a CYP7
BRIP1 NM_032043:3 chr17-50924571 B (RIT3H) p— missense 458 50.44% inhibitor indicated with prednisone for the treatment of adult patients with d or suspected d BRCA- d

. In this cancer type

Current FDA Information

0 In other cancer type 0 In this cancer type and other cancer types

FDA information is current as of 2023-08-16. For the most up-to-date information, search www.fda.gov.

BRCA2 p.(N2266D) c.6796A>G

Q abiraterone + niraparib

Cancer type: Castration-Resistant Prostate  Label as of: 2023-08-11 Variant class: BRCAZ mutation

(BRCAmM) metastatic castration-resistant prostate cancer (mCRPC). Select patients for therapy based on an FDA-approved test for
AKEEGAE.

Reference:
https://www_accessdata fda.gov/drugsatfda_docs/label/2023/216793s000Ibl. pdf
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