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iRk ol AVIAEE A2 AFeA 4T ¢ e AW AVIAEEA
(Next Generation Sequencing, ©|3F NGS)7|&o| Wt HA FAlol|A AFst= A4
AAbll = WMEA =457 A&t A9l Zo] NGS 7IH< ol &3 T4
(Cancer panel)°]th. Z2ju; AALY] A8 2 FA4 Aol Bgsta 4 & YA ==
dlolee] ¢F 31 534 & FAE o= st AAA Ag= 3 ARAS HH
g Ad= Weko] HastA HAT olo ml= W E3](the College of American

Pathologists, CAP)Y "= &8 -F%18}3](American College of Medical Genetics and
Genomics, ACMG), "= FDA & 9=9 H&E7F IFNAAE NGS HAAY FHE 4,
A By, 3jde] He AS 5 4 AAdd disl Jhol=gils EEZ v Y -7
Ut = g elsrs] SA AT E SACE FF HE AAbel e Zhol=Ekl
(Good Laboratory Standards)< 33}t

o] 49 NGS 7' o]838 94 FHAR= CLIA(Clinical Laboratory Improvement
Amendments) A=E 7]‘?_9_i JASHE AAEE R &5 FHA7E Ha Ao

o] NGS Q44 <%
XS, NGS AA7F 807 st Aste] Ag 9 ¢ =S
o) 1Al x;zL B} odgA GEAH, 29X FAFAES DRI 9T PARopE
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B 7tolEgRlE Tomr]7] ${7hAla-AAL Sl et 78, A20x202 2 A AL
TANGS) A e dF Tleleel]l) o wEk AAIt A7IA D4 (Next  Generation
Sequencing, ©|3} NGS) /A M *1Z Al, AAE ¥ o](Somatic Variants) £3] Fdud
do] FHBRYAA, 8=, HAA s e Brlstl FAE F
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Bl =o0io "ol

A2 Wo| (Sequence Variant) F2 7 Ho] (Genetic Variant)

it DNA 2 Leols Alf~

(variant) 2= 8ol %A (benign) = o

% -2(unknown significance) 47 & T¥3 4750 EF AE=E
o]

W o] (mutation) ©]2Zk= &olET ¥ Bo] AHEHE FAY.

9} E‘r_EJﬂ AE WA %‘Oﬂ{r Hol, Ho]
= A

A2 A #o] (Germline variant)

2 A E (germline), 5, Wik Aol A WA F7 o). o] MolEe Aol A
. FF 24 ABNSE Ao, FPAZ 559 Wolsk obd )

43 Uehel Wol g ojulste GOl = AHg.

AME WMol (Somatic variant)

WAAET obd T AEAN WA WMol Aol AT B 5 Qe TF £HL
AR S W, B AANAL Wolg e Welsl WP A9 FY 23 Sfe

AME Wol7h WAR Ao F2F 5 UL

71% 85 o] (gain-of-function mutation)

wdel 7152 AasAY ARe 715e 55 s Sdmol

71% 34 o] (loss-of-function mutation)

W J5e AsAY 43 glofs EAmo)

FouEd¥e] (nonsense mutation)

FojuEdHol= DNA Aldzo A% Holrt FAdste g dols ?&71]
stAY F8 AAE BSASH st A¢E ¢ U ofr|ils AT F

37§e] DNA Alf2 Ad T ddx, & 98d 94 F9& gv|stes 574 H%EOI
i d FAAS A7 GUIAGE Sl 7ojEol 9HE FAHES FEAZE o AR

o] Folnmsdiels ni7led Sides ftEoiuiA H.



2F o] ALO]E W] (splice-site mutation fariant)

o &3} QIEEFANA WS @71 AF o), o] #o]7} MAISI RNA 2Z2jo] 42
alstel S FA A ES FYAAAL AEES AYAA ARHOR w3

EolF AYA<E o] (frameshift insertioneletion mutations)

obr| = AbS sk 3709 AVIAE Wolvt o]ojA &= DNA Ald 2 5 3Hjs7E obd
T2 FEH el BTt 7 EAY AN ZEY AR AEE Fste ®ol. o
=4 A8 MEe gste] RA S dulde] AAY F2 4ol FA 2 5 s

FT¥-9A F+HA (Tumor-suppressor gene)
Al gds wSolls AR FE IA FAA

(3]
|
wol7h 47| FFol BAY 5 e

I} EHAMo] (Missense mutation)

stube] 97149 Wolrk HF BuMdel A shihe] opEiihe MEAZE 2. o] ofy

EARS HE B Vlsolde o FE A O%¥A E#e TR AS

Ho] AW (Variant prioritization)
ool Aoy Azl HAst= ALs dHAAY @il Vs Ede F= A=
JZ=o] o]F Wo] 5l FxAtel| thet Al glFol T WelE A= A

A4 = (In-silico)

f7A FE (genomic coordinates)

Wolo] A Wse} g FA Ao 9%

NP FHA BIE (Variant allele frequency, VAF)

—_—
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EY §42 9 (locus)el HE G127 Yehds ¥k, AT Hdo)xe »

Uehd FE A3 @AFe] 2FolA e MES e % 9
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Bl us =t 20 2012

]
A EEA(NGS) At o577 AeB7E 7hol=gel,) o W=, AANE WHol
(Somatic Variants) ¥ T& '8 AAF B4 Bt= AF B7F EoF & 7]F Soll g

ATAGE TeT} 2

}I_‘
2

1. S2dMHA

1-5 NGS ZAAF € AAMA 3 BH A}

7h AA AR R Aw, AAE 2 AA e s IR A4 A 2R

ins

Gl

rJ

- ATt A BAE) ke, e AR TPsE A4 A AR
g BASS T, ol & B53oiol B,

1) A 7Hsdt AAL F/(c: AdsZ2=x4, debd=x4, AlZ(cytology), A
(body fluid), & & &% A (circulating tumor DNA) &) 2 Ztzte] ot

Az B AAF) B F
2) A FHol Brbsd Y AAel UE 712 L A Py
3) A 9%, AA FA B 5 AR
9 AN BAANE B A T e AT

7h s e A

) Al He A&
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Ay BolA A4 AT 2
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, F7HAR B oo mE

ohy A= Bar|H
2y 712 ol HZ|[7b HFHo|uh, FIb 2
o

5) o HA ) Ha ¥H, By 7%, H7] At

. AAbERte] AEst 2% 9 RES, AAAIA, A 9 5 TR A 2R

.

Aol B

BA) A3t the ARS TFSE A4 AT B ARE

2A88a, o8 E5stelo} with

1) A4 FF, eoluele A 5 AA Bl BF WAA

2) gholB g AHAE 5 GAE FEAY(EHY, quality control) A% R ¥

=

3) AAY FA#E(F#E], quality control) AEE Hlojd Ao tig A2 A A

4) AA AH F ZA4H AEEH 93 (biohazard) 5 A7 LAY A9 Ol-&

ih
A
Mz
i
NE
:cé
2
i
)

¥ QAIZ|A oE ERER2 SST2 E0|Z (2 60% T 80%)t &4 1o TSN
(over-predicting)= LtEHH. w2t o] /L A ZX™o Ao elAz|m ¢

P
e
Y

= #olol| chsll read coverage, variant allele frequency(VAF) Soll thet M2 =

AoE Mol Z3HA|F|= Aol HEE.

) "ol 4 9 e o] &5 {FFA dlo]EH] o] 22 (Genome Database)2]

S
TR 54, 7EAA S

SR/ A B, dlolEs|o] 20 M ALERE 27F R ofdE2[2f BT el

— /1

_12_



o T ¥o] 7/
- Holo] A FgFol tig ZA Al7]: 20163 American Society of Clinical

Oncology 9} College of American Pathologists A= Y32/ Add <A

=< 4% Wt level ABCDE UFi Sl o) & ®ol dA

ol &= = A AZI(FFA TLE) WE ERE HAE
< Ho| 7 A, ddH/HEH 2H 2R/ 7IE >
2 R A SR
DE 53] Sl tis) FDA| DS 539 Sl thal e DS F39) S thaf oI5
9l okgel WMot AYE| omA AEI} sfol=alel| A HETL sjol =il
A%3 % 9l vholentr | EgE vl ont £ o] 9r}7
Level A | 257 F32 £l s} A=
wSol AR ST 5
Ack AE7) st =eield)
Z3hd vto] v}
DEA 539 T ool A= DEF F39 T el A DEAF F3°] T thaf oI5
Mol AL FT | o o8 & Yoku B AAR o8 & Yoku 7
Qe Aow F AAE A7E| AAE A7E F3 | dAE Avs S 0l
Level B | g4 sipass o ol Hu o Rop dRE/MEe)| Hn o Rop dEI}Ee
AE7hgel ool wolz| ejzo] mold wlolontz | ejzo] mopxl uho] 2wl
vho] & m}]
DAZ e w39 2FAA[DeIe e F& ArsdA|Doelfe F& dAvselA
FDA 5918 obze] whgol} ey a4 vehd vy ¥4 248 ved v
ARe AT 5 e oen o] 9.v}7]
Level C Hho) 0 1A
DYIA R ETPEAS W
3l vrol 9 n}
DALY drelAd B [DI AAZ L b8 wele|[Da Az & HE vele
Ard F24< BAFE| wAst A AR Al vt @A AR HF
Level D | Pre1ewt# e F 5 e AR Ees E 4 v o=
SR AT S SHEL] AR Ay 52 FERa
SolA e vholentA | SelA e vhe] 2nt

&)

T Wole tier £7F: A8 TAE VMR FAWoZt T FH
oE P FAd UG BRI 4] Ao BEF 5 9o nZ
Association for Molecular Pathology (AMP) <9} American Society of
Clinical Oncology (ASCO), College of American Pathologist (CAP)°l A=
oF Ao AR Wole] YA Y Hxol weh WolE 4719
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- AAE e B e

A5 wAgksta, o]

ok A

O

A
FHAY =

1)

AX AT
AR 2=

"

2. AT B3 A

_AANATe) B3 BE A3

o

1) A A Z ol

7l e oA Ee

%

i

A

HEE, o], 4

A AL

FFPE, fresh frozen, ctDNA, cytology

Lung adenocarcinoma, colorectal cancer

Wy ME, 25 W2

SEINEREERE

oF

BEollA e F

nuclei) H]

S (tumor

&

30%

BAE ol

HGVS el el mpa wolo] A&

=) =2

™ -

o3

AgE eG4 MA

Hg19 build 36

NGS #H

Amplicon-based B+ hybridization capture-based

Ae] vjEg s

Mean target coverage,
cutoff, duplication rate

percentage of selected bases (VAF),

sl EZste FAX . .
= ]%Xj;i oé;ﬂr +/ Exonic regions of gene A,B,C, etc.
H43} gk EGFR tyrosine kinase inhibitors (Erlotinib or Gefitinib) ¥F-&4d ol

g =¢12tel EGFR L858R % o]
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W) BE wWolo] thal TierS 7|Wlo.2 B33

% Tier IOIA] Il AN Z2Mo| £2 #22 1

¥ o2 =H, " 2XtolM EGFR Ho|7F 8lZE ZI=¢g.

® Zet FUA & =24det Ho|Jh ActH ol EMolAM odF0o| = ofof .

MARE 5 AHdA R A F)

Gt AE, HAF A3 So 23] 9 S £ eto] ALY AEAT A g

A BN AR AAA A D A Ao By Pw, By 7% B

a
A ARl gk da 5 £

2

1) %
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2. =9k

H>

7h NGS A4 B AAARe SN AFF SA=Rst Z2ad] Bk A%

(e

3 A<, oA

ot

rr

7F 2] gl

[H

- NGS A4 B AAATe] dAe] AT %
Z2a9e npaselof d

1) FRAAAAE 7, t el ers], ke Aol et3], CAP proficiency test, UK
NEQAS 59| =H9] = J7F 2 A=de] Z=Id J7hstAY, <

2) Al 22O o % & HAM Y vlaste W (AAREZE ¥la, inter-laboratory
proficiency test)= HA&3stH, HAALZ vlw7t B/ 74
oNA AZH(: A 13 ooz gE HA W H

o

AN
1:[
U Hh AYS Yty ALE F A

3. dAlds

3-1 A5H7H e

7t LA
1) dsAde dxzde sid &= s deol & HE de Yoz o
(ell: °l: Sanger sequencing W o= A3k gene panel test -5).
2) A2 AA AHgste AAPHY FLdskAl Al
3) A H 23 AR T Uee BE 2940z BAF

b AALE, Al AgSE B, SZEA B 2

/—\
<
jab}
=
o
oV}
)
=
(@)
Q
=
=
=)

Q9

filtering, annotation & 2 @A WItH), Alof, T8 AREFE,
) AE Run

o A8 HAFH 4 (specimen type and number)

FN

gt AApdo] B A4 FEA FE(quality metrics) 3 threshold 7]

24

1

o
ok

4) HeH7t ZEEF
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U AsHrt =2 EZo ZA

1) AH&= 2 (intended use)oll tha WA A Mmooz Aztste], AAL 7153 A<

F¥3 A H7F FES Hrsor &

<OAl: d5EI ZEEE >

000 Panel KKK version 1 4587 Z2EZ
0 AF2E24: 000 Panel KKK Ver 12 2219l =Y RZIS 0|2510 000 SZAAFS] SNV,
Indel EHHO|E BAH 5 H7|MEB(Targeted deep sequencing)Z ZA}sH0]
TE FU =Y 2HtH A FHBIY.
o AARH: R FHHAWRH 2, Y7 2H, MUEY 20| MG THsE
o 85 B/ &=
- A5t (accuracy)
- YT (precision)
- QIZFE (sensitivity)
- EO| & (specificity)
- H1 HA (reportable range)
- 24X HA (reference range)
- 20| 3= (validation matrix)
- ZkZHMH (reference method)
- §SHE A B ==
- A F (o, FFPE, ¥, =)

AEotuAt of= 2 FF2 HHEHY HO| (0, SNVs: EGFR L858R)

2) AEBIE FIEA A B AYHJEA ARg =AY st el P
(validation matrix)& ©]&3k= Zo] dA&H. & AP 2349 Hol&& A
g3tel, Pole AF 4P 2 FAA PRE A8y Dole AA THLS
#x7]38h

< OfA] - =l >
NGS _
A A 1 2 3 4 5 6 7 8 9 10
AF T w
1 A ACC1 | LOD11 | REPE | LOD42 | REPR | ACC5 | ACC6 | LOD24 | SPE1 | LOD33
AT1 02
9 B REPR | LOD34 | LOD12 | ACC2 | LOD21 | REPE | LOD43 | ACC7 | ACC8 | SPE2
01 AT2
3 A REPR | ACC10 | REPE | LOD13 | ACC10 | LOD22 | ACC3 | LOD31 | LOD44 | ACC11
01 AT?2
4 B ACC4 | LOD41 | ACC12 | ACC13 | REPR | REPE | LOD23 | ACC14 | LOD32 | ACC15
02 AT2
- A B 45WIHE S¥SHE Y MERf
- ACC: M=t REPEAT: Ht=/Md REPRO: 2431/4d, LOD: 2|AHE5tA|, SPE: FAMOIZI L
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o AW 7HE A% AA 74

1)

NGS #d 71:4/\]'9] A e FAAE R OYd Ho] 88 HARHE
A= AA 7%, AAF Wol(variant) &, BFl 9 9 (target genomic region)2
S0 wet s Hrie] A3yl 4Es] gt Zom JqAFHERE AR AL
A w2t AA 73, Hol 78 5o EA4e & wFss SAsE HAAS
AsHIE /‘ﬁﬂﬂt— ol ut&A g & S0, HY AA W B, AAR

%
223 #E® 929 (hotspot) o] Z, EGFR L858R HolE x3steE HAES

B Bk A, BRE 74 AT fP S AF AN WA FA T

£8 f@o] Mesiol sht, WE FFol FFPE 243 o] melAge] e
S Al Fx AFOIA clgEE Fol BAG] AA Al The A
s

% 2017 AMP-CAP consensus recommendation (J Mol Diagn 2017;19:341-365) :
Z A 5970 ME

% 2017 The Molecular Pathology Study Group of Korean Society of Pathologists
(J Pathol Transl Med 2017;51:191-204) : 20~8071 M Z

FEH R o]& Jhed dF AHEZF (d: HapMap A EF NA12878)= °l&
A% EAsE & Holglo] &80l JhestH, A Fd o] FFPES 298 4%,
71% MEFE FFPESISIY] Az& HAMHOA AMREH= HAA Bo 717
ke 5 e A FE(lower-quality)®] DNAE AAdste], ZHAf &l Al 2EA
LFE FAsk=H ol 82 F U+

587t AAle ot FE ol & ok s, 4Rt ZTREZ 3=
e AXRE.

7h E AAA AEEHE AA FE (9, FFPE, €9, =)

W g AANA AESHuA S 2 fPe U WolE AT dE A

(ell: SNVs, indels, CNAs, SVs)
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)

th sjde] HAAb H3 AE" JPE £33 FdA™Ol(common mutation) S 7FA AL
A= AA(: #HAG 3id AAFS] EGFR L858R)
2h) =41 52 9d(In silico materials)S &4 B3t 77 (dry bench process,

bioinformatic analysis)?-& H7}etazt & o) AREE 5 Sl

< OAl - §587t 2E=E U H=EF >

Quantitative
Sp1 HD701 Genomic | Horizon Multiplex 1ug SNV/ Accurlg‘}lg{’,)(PPA’
DNA |Discovery| Reference 50ng/pl INDEL Sensitivity (LOD)
Standard y
Tru-QO0
po | 1p7se | Genomic | Horizon | (100% WT) 1ug SNy | Accuracy (PPA,
DNA |Discovery RSetger{((f;rcde 50ng/pl normal Sensitivity (LOD)
SP3  [NAl2g7g | Gemomic | Coriell - 50 Negati Specificit
DNA | Institute Hg egative pecilicity
CRL-23 . oF
SP4 91 Cellline ATCC HCC1143 2F 10 pg CNV Accuracy (PPA,
PPV)( )
RL- . h Sensitivity (LOD
sp5 | CRLZZ3| Cellline | ATCC | HCC1143 BL | o 10 ug | Matched v
CRL-29 Accuracy (PPA,
SP6 55 Cellline ATCC SU-DHL-1 oF 10 pg Fusion PPV)
Sensitivity (LOD)

A

N
T
=2
oY
M
52
rir

2o¥l SNV =5 >

ALK F1174L 5.00%
BRAF V600E 8.00%
BRAF V600G 4.00%
EGFR G719S 16.70%
EGFR L858R 4.20%
FGFR2 S252W 4.00%

HD729 GNAQ Q209L 5.00%

IDH2 R140Q 5.00%
KRAS G12V 3.80%
KRAS G13D 25.00%
KRAS Q61L 5.00%
NRAS Q61L 5.00%

PIK3CA E545K 5.00%
PIK3CA H1047R 30.00%
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A2 10:8971190 GT%éTgégTAT

Dele chr10:897 5 T T
058 |PTEN| Gion | 39 35% -89711940 | GTTAAAGAATCAT G

CTG
A2 | CDK |Dele | 14 100% chr9:21974766- | CCGCGGCCGTGGC c
53 | N2A | tion b 21974779 ¢
Dele chrl17:7578390~-

TP53 |Delel g 100% LTt CT C
A5 | SMA |Dele| oo 100% chr19:11121116 | TGCAGTCCTACTA T
49 |RCA4 | tion b -11121139 TGCCGTGGCCC

< 7|80 HE == ¢oZTl CNV ZE >

AKT1 (11),
CcC1143 | cC (12) FCG;F3 E12§,
B HCC114 ND1 (12), B FGF4 (12). | PBRM1
HCCL143 | 3-4 BL MYC (8) FGF19 (12, 0)
MDM2 (9),
SRC (7)
HCC2218 Heczz1s ERBB2 (9) - - CDHI (0)
< 7|=0] ZAZE E£= L translocation 22 >
SU-DHL-1 NPM1-ALK
ALK
NCI-H2228 EML4-ALK
HCC-78 ROS1 SLC34A2-ROS1
LC-2/ad RET CCDC6-RET

SP1 |56,997,382

IR B

92%

< oAl : BR 9 >

17,929,700 871

F4 P4 (quality metrics)E EHAF

rr

N

100%

0.34%

SP2 48,694,571

92%

15,462,657 739

100%

0.34
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3-2 A5H7}

7}, A% (Accuracy)

1) A& = (accuracy)= NGS AME ®Wo] £ tigk 8F& B & FFA7]7]
A8, FHYLYAE(PPA, positive percentage agreement)d YA EE(PPV,

positive predictive value)®] #H A 7|&E = Zlo] w2k

< OA : FEEX g FUSE >

4+ A B A+B
w73 C D C+D
Total A+C B+D A+B+C+D

* BHAZ|E (PPA) = [A/(A+C)]
DY AN ZENZEEE Ho)eF I (reference method)? ¥E HAF ZpIE Lz|

o
of= H|&)
* A=k (PPV) = [A/(A+B)]
TS dA 2o (AEE #0[) § ¢ L8 (true positive)el H|E

2) %“é?éilwir(PPA)gr FYASEPPV)E B/ AL 2 P F HAE
£ Qolof shu, frawele] A =4 oAFE Fu
%}iﬂc}‘ﬂ—% 8ol AAY, 2eln, NGS WOl BAE B AHE A

A% T4 AES 7|F, dE £ coverage, qualityE At oF &

> 100X < 1% > 85% Q30 > 85%
3) BBt A= =4l R wet 2R ER FAYLAE(PPA)T S
A SZ(PPV)E 2t ®lo] 8 we} 24zh A s ojok g (dl: SNV, small indel,

Zlojnz, "roAl HYd ol
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SNV 492 332 160 0 67.5% 100%

Indel 14 13 1 0 92.9% 100%

= YA H3z 2

—

HO| = T TFst= #4019 =AY

—

b

ANILZ| =
o= 7|T'__

mjo

*

*

< SNVe| PPA/PPV At >

R 332 0 332
A4 160 NA NA
Total 492 NA NA
QrMlz|8 (PPA) = [A/(A+C)] = 332/(332+160)*100 = 67.5%
Ydo == (PPV) = [A/(A+B)] = 332/(332+0)*100 = 100%

Y. A X (Precision)

—

) BHEAd (Repeatability) # Al & A (Reproducibility)®] 858 7I& 3t &3
7h REEA - gl A9 W) AEERA TE ARE T

A2 Ao YX|-E(repeatability for intra-run). 4 3712] HAldl dis] S43t= AS

% 2017 AMP-CAP consensus recommendation (J Mol Diagn 2017;19:341-365): We
recommend that a minimum of three samples should be tested across all NGS
testing steps to include all instruments, testing personnel, and multiple lots of
reagents

% 2017 The Molecular Pathology Study Group of Korean Society of Pathologists (J
Pathol Transl Med 2017;51:191-204): Ideally, testing at least three samples is
recommended to adequately establish precision adequately

W) A - AEPS 2F 1 AUZREAN FY AEE FExFeE gE

A & ol wrE A3ste A2 AHel UX| S (repeatability for

inter-run). 3¥W9 =YHHE ©E AP HiAAA HA 3Y FAHs=

ZEE

H A% W7} olHel e AEe ARAL, olF FEAANA TP o

o= @byl S8l FUhAQ Ad =AU 2aE



< OAl - HH
o Ht=4d
- 3 87|F Y MERE Y UM H=
9

nx

55

[}

to1, 90% Ol'd %

Runl 20#%/00/00 A HD701 DNA zo] A2o 3W WE AN AZH
alternation®] g~ z}z} 234, 238, 2317101,
Runl 20+%/00/00 A HD701 DNA o % 228747 ADEA QAT
Runl 20%#/00/00 A HD701 DNA (97.3%, 95.8%, 99.7%)
o Xz
- S| 87|F € AEE HE AN Dr*—l AARRZE HhE A&st0, 90% O ¥z|5t=
- [
=

Runl 20##/00/00 A HD752 DNA | 29 Ag2 Az va 7447} Sgdow
Adste AEH SNV = 7h7h 245, 242
2 DNA | ° ) .
Runl | 20-/00/XX S s 246 S15l, ol% 22817 A3eA AT
Runl 205/XX/00 C HD752 DNA (93.6%, 94.21%, 92.86%)
t}. 917+=(Sensitivity)
1) AAe o] Y Wl AED 5 Y A4 allele W8S A st
4 ZAEA(LOD, Limits of Detection) 453 71E 33
2) AHEEAC FoE ZF Wol {3 Zhzol el H4 HE I (LOD) & AAdsfok
shef, Ak o MEFY wAHQ Y AP AT
< OfAl : 2HE Hs "It >
BGER Ex19 1:1 5,275 898 17.0
4 118X EGFR | p.Leu747_Pro753delinsSer 1:2 4,406 414 9.4
e
1:4 3,347 | 156 4.7
1:1 |10,491| 1,849 17.6
EGFR Ex19 SNV | EGFR p.Ala755Asp 1:2 8,721 862 9.9
1:4 6,596 336 5.1
1:1 2,026 | 394 19.5
KRAS Ex2 SNV | KRAS p.Gly12Cys 1:2 3,961 | 343 8.7
1:4 2,674 | 85 3.2
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2}, E-o] =(Specificity)

1) £4 o)L o]&F o= F i (reference method) o &l HEH wild type
T2 (true negative) B At 23 SAHE wild type F-AAEA HAF 24
(test negative)®] Hl&= AA=HU, BE 7 FAZQ] Wol7t 23dH= A2
NGS & #d AAMA = 837 g4 &=

2) WA & EAGSIE oA dAd AMEolA AFE AGe disiA Fadwel s
A H genotyped] B HAE ATE AAsIY 4 Bol=E AAstE Ao
nhghAlety, AR HEZF(NA12878 =2 Genome In A Bottle Reference
Standards)®] -7 ol& 3 ST & Holglol &&o] 7ted

< OA| : E0|E ds H7t >

Total number of loci tested 2,051

True Negatives confirmed by pre-characterization 2,048

Alleles falsely detected (False Positive) 3

* 2M EO|L: [ True Negative / (True Negative + False Positive) ] * 100
=[ 2048 / (2048 + 3) 1 * 100 = 99.85%

ul. A3} B3 H9(Reportable range) 2 F3 H | (Reference range)

1) Ro #HE= &

o7 IFHe EE 4SS

B7F Aol HR oAr)d=

A =
HA& FE 8 A, fFaAde] ASE WHol /3 9 ol&d Oig HA HE:
FHA(LOD)E TFA17]= i Aol x3hEojof & o]& &3l ojH A, Wol
9 allele burden®] AZEHA F=A5 HEsHA olslT & AEE sfjoF 3

< O|A : BT He>

o 1207 SAZAS] Exon A9 OstSomatic mutation, 367 S&AZ}Q] intronO| &&=

translocationg &9QI5t1, O|0f CHSF AuUE H11,

o Y SUAO listet 2t YAH coverage H| 80| THZH ZtE 27},

0 2Z 21 WAL ol 2

- somatic SNV,

- somatic indel

- somatic CNV

- Structural variation

- 17229 SNPO|| Ojst Genotype
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=
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d(Clinical Validity)

TR

3-3 Y33

XA
L
A7}

o W, A

dAZ HA NGS 2

7holl =

Ry
o

3)
=

35 o] o

A AHA AEZ

=,

ksl

AAH NGS #ide] HA A=

| A 32

i

1)

el
10°
go

—_
o

AAF NGS o)

| A 32

*

2)

A NGS wdel A BHo| e}

] M| 3

x

. o=

91of of

P
T

o
Hlo

T
o

7
o

il

s

F OS¢ MAGOEA ool

o

o)l o
I .

PN
T

ZAAF NGS 3@ ol A ¢
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3) NGS 714¢ o438 AA

2z
= =1

7h) A AR

) AAke] B

= 9

8

vs fusion 7}A| Z A}

= 9

5

- SNP, CNVHF HA}L

EREEES

&4 WHole et

EGFR <

=5 =

wFoA A
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KM CHY 7| M E 2 2A (Next Generation Sequencing) MAAIA O
AAZO0FE 70| E2tQl — K| M ZZ (2O QLA

¥ N NBoGELIHA

% @ Y 2018 2%

¢ ¥ o Ry

YA YN

BN S Y <E7MI
NFES, oHA, OOl 201F, WX, UED, WY, w4,
2607, SN0, BHE ¥, 8, OMF, ZO/, YET,
£018], AT, YOIE, LA, 8 W, BCHY, YK, YFES
<HQIIEL| 7| 2>
olgF RS, AW, LB, 0187, NFY, AT, HOIF
2007, W5e, YL FeX

2o N (P 28166 ZHEE HFA THT 25T 25422 187

ASQAYSF AN oz7|oHd= Q=77 84t

3} 1 043-719-3753~3779 A : 043-719-3750
ASASZATE7HE OB 7|7[gAE M QT |7t
3} 1 043-719-4652~4663 THA : 043-719-4650
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