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CNA: Copy NumberAlteratiors

EQA: External Quality Assessment

FFPE:Formalin Fixed Paraffin Embedded

HGVS: Human Genome Variation Society

Indel: insertion/deletion

IQ: Installation Qualification

IQC: Internal Quality Control

ISO: International Organization for Standardization
JAB: Japan Accreditation Board.

LoD: Limit of Detection

MSI: Microsatellitelnstability

NGS: Next Generation Sequemc

NIST: National Institute of Standardsd Technology
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PPV:PositivePredictive Value

PT: Proficiency Testing

QC: Quality Control

RUO: Research Use Only

SF: Secondary Findings

SNV: Single Nucleotid&ariant

SOP Standard Operatingrocedure

SV: Structural Variant

TMB: TumorMutationBurden

VCEF: Variant Call Format

VUS: Variantof Unknown SignificanceVariantof Uncertain Significance
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DNA 200 ng UL | AACqg 2LTF
RNA 500 ng LAk DV200 i 30%LA k-

2-4. ZTOMOEEFE
I U7 A IS IS L7220 354 L DNA IR £33, RNA [3-80°CLL R TR 1ET 5,
HAMERTOBEEIL, 2L ZIR—ar RS 5720 Bin FHEEEY IR ORI RE 35,
AR O ERRLN TOAD T, SWEEEOTDIENT > TLEIZEDZRNED | FEEICERRU AT
BB ENENDAT Y TR ATRER RIZOWTHEE T 528,

3. REIOCVR(GATIVIRAMMNSL—HI T FET,; wet-lab process)

3-1. FTATTVHRLE Y — 7 o A fiRHT
DNA OWi i, 7H# T X —F A7 —ar b\ —a— R IN(TA 7 ZViRELD) | 2 —7 MEfa 7 S DR
WrHAZA7 VR B L O — 7 2 R —R AL T HETOHEERE T D, EEFEL LT 5,
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3-2.

3-3.

il
- AL EIR— LA BT DI TR S B ar BLUOS—a— R (2 F 7 2) AN
FTOMEREL PCR BRI DOIEREIZHIOB T T,
- AT DY ARIEO BRI, G5 R TRLND B, BRI HIET S,

FGAT YD NG FE
TAT TV | B SVE T = VBTN, — T U AT AT BN AT D,
FOIELRET D, I5ELL T, DNA &, 757 A M AXE WS,
o B FERE D1 :
TI3T AN AR
DNA &
Wi ov—r kK
TA 7 Z)FHEL% 500 ng UL 250-400 bp
EHER (AT 747 21) 2 MLk 300-450 bp
AT — A D N H v

NGS NI DFLND T VX NT —2 ThDd FASTQ 7 7 A WAE A f#HT 352 &% dry-lab processCi
H5, wetlab procesg i IEIZTOITZD D WE K EZ IR T D720 DRI TH D, 16> T, L FDIE
HAZE|Z T U ZRE L., wetlab processiyZ D IR 72 L CUOBNE I ETER T D,

723 . NGSIEHHIZ )R L RHIPH O DNA FlFZFite DIZMER] TH LAY, DO IEMEMEIL, V—F K. tb
) DBRREH| DL — T 2 — R D~y B 7 HRIp P Lo T, BT TR — 0 ok
DIKLR GC & ED LW ELY| TILHE A E LSO AR IE VPR X0 T VNI E2R# L TRREThHD, if
FEL VL TIERFRESNDL L TH-Th BEDBE - 1GRICER 27V =3 — 72 XTI, +
TN EOIEMEMEEFBIMEA AL LT O ERRIRICEL TR A MAMHRL TRBRETHD, 2. 2
NED SE RSN E RS E S BUCH A TN TED, TRENOFMIEN13. JIREEH(4) ]2 51
=Y A AN

- Depth of coverage(77/\L (FERIFEIR) DT 7 A (Fi A B TREE)

- Uniformity of coverage (%133 (FEAHEIE) D) — M - fEZEME)

- GC bias (GC/3 A7 A)

- Transition/transversion ratio (Ti/Tkt.)

- Basecall quality scores("X—Z2z—/ L H A=a7)

- Mapping quality (vv &7 D E)

- Duplicateread successteand removal of duplicate readsE &Y —RFDEIA LR E)
- First base read succesd)—R D 1%L H O L))

- Decline in signal intensityt 7} /L A2 72 T 4 D)

- Strand bia$DNA S/ AT 2)
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I AT D BRI TEE OB

mn B AR FEYE(E
I AL 1707 230 x 16/mn¥
DTARINAT AL H— 85%LL I
J—R/R2T7 )L — 95%) |
Q30 80% LA I

(D3 AUREA) (IE 5 H e
U —R%L 40,000,000 20,000,000
2=—7U—F#K 20,000,000 10,000,000
a=—JY—R=R 50% 50%
TR EE (h RfiE) 600 x 400 x
F o=y MR 25% 25%
100x2L BT EILTCUOAMEIROEIS | 95% 95%

4, RBREETOCRUNAFAITARTAOREFERERE : dry—lab process)

4-1. iRk
=PI T A= REE N ) LB RECHNC~ o T L ST v ha— v T )T —ar g, SRR
Do

4-2. SR

wet-lab processn f 14
LRBRICEZETHD,
AT AL T FT AT A AT TA AN DRIV ZE D SV HEHE 1T Depth of coverage(FE A fE D
A HTREE) | Uniformity of coverage (BERIREI D — M - lFEME) . N—Ra— L E 2278 Th o,
EBIZ, GCAT A, v B 7 VB GEENfEIIC v 7 L) —ROEIE | BEELIZ)—ROEIE) b —2
TUASIEDOMRERNSAT AL T 4~ T4 7AiM T =2 —FTHDOIMEHIND, 26D 5B HERE O %
13, T13 BURE L (4) AT EREA RN 3570 DFRIED B J2 S RS-0,

IV=TIN =G T RE NAT AL T T AT A AT TA L P IEIRSWE A L CODENEIDE T
B LTz ETIT9, ZOBEORANTZ77 4 AL CAP 3L TN Association of Molecular Pathology & .S 41
THESERIE Y 17 [Hd 50T, 13, BIEEHH(3) JEL Tl 3%,

DFELSTHY dry-lab procesD i E0Z 725728, 3-3 DI —J T AT — XD i/E Hi e

4-3. B DR R
NGS it 258 EIZATOI, AT AL T+~ T A7 AR ST 5D VCF 77 AV BERSI TV D55,
FIERENTTONDTF AR —h SR L TORE DB LR o+ 7 i a5 Tkl Rt H4
TERLT HZENEEL, L FICHEFEONEEHIRT D,
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BHEDERLE T P AFl, BR . (K4
BRI (FFPE BHESRE R IA72)

BRI (FIFENEFITENED) - VAT (R - 55)
DA,

IR B

TR A D EIF IR DFIE (%)

DNA O ELE

ZAPH SR

INFIARBED FUE ONFNA | T o TVDAEDT Y 7 F v —iE LTS HES72E)

NGS#tr D QC(I ALy DT F A N—Za— VW E AT | vy 7 DEVE | EERRE)
A A RORE, WRMER" (RNER VUS) 7 —4_X—20FEBLNED /S —ray

AT AN R AR 28 B (ZRAIFT L (SP O A 1)

B FEEOFEAMIG R (51 HRe, TR LOBE, AN M, 2B ER

® 606 6 0®oe v e

(E2) HNFRE CHRESHICBIR T AROBFRICONTUL, B ARBREE 2 - A AR
& BARBEFR A RO —7 2o —552 HWEB R 1 SOV BRI I SR AR
HAL VA WEBETT D, TET VAL~V NRIREL TS TS, SRS TV K E
SFRBFHAL A REBE (LT 5,

44, T —HDOIRAFEE PR
NAF AL THRT AT AT TALNE, OS, VTN =T NATTA L RRNELIN R ICT — 5%
R TEDONRIN, LIRS WA AL T AT AT AT TAANISZED T 7 AV BHFIET D
720 A TEARIETHOITEFEH T2, -, College of American Pathologist€AP) NGSV—27 7' )L
— 71k, HE/R 77 A/LELTFASTQ,BAM, VCF O{RIFAHELEL T %,
TRAEHIRIZ, BIRZIT, B2 ERICSE MRS 272E | Bisx DOBANZIES TIT9,

5 MERFEEEIQC)
HAZAP N ELATON TOWDZLZ G572 | s B R = — T DM EN DD, v —7 = Al
TIREMERLAERDB L VD, E RN T — 26 2<G5615, QC MO MERERIL, D7 meAZ&izY
T =L arBHIRE T HNE THD, W EEBOBIZLL FITRT,

Bl RO RIRIC L DTG QLD HERE
TAT7 ZUMBRF iR 2 S FROBRIRL RIS T A7 TV ETT, FAT7 TV R, 7147 7V RED
(ZHERFLL T THLHZ MR T D, BL. TATTVRTE NG GG DN,

B 5 R L e P o TR
PERERERS O A L7 A (%) & Ma E 2BV IREL T RIKLRIRHC A7 TURRRL , v —2
TURT =T ETIT729, BRI IR EL TIELWE RGO TND L2 MR T D, BEMERT R
(F=T—RAEIHEA LN MERER B | RIKERIFHICT A7 TUVRERL v —r 2 27 —
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SFRNTETITD, 735, IR (M) SRR [RIRF L R A B 235 & (= TR ~T R
(3, B IROMATI XL E TR,

LU D, SRV IRAE B A S liZ2 b H0 | FRFHIZREL NG | R RIRGMEHR  fa ek B %
HET DR EE 2 LB IBESND, Mo T, v T RXTRITEATOL AL, EHERIR DTS 3 T
FXE LT i B Y EA 7o L TV A ZE THRMER O R LT 52 b et O R M o5, £z, N LHJITHEE
L7z (B R EEIR) DAt T A% —E 0 7 & nF O NEMR S Z R 957228 @R EE4s TR E
ERCIEEAN
NGS P —2 T i 7D/ T =2 ar BRLONERGEE HA1T) BT ez a i § 2720 DR o
213, BIEE(4) Rd,

6. SVEBAEEE ST (EQA)

HIERE BERTI & LTl SRS B BRAR AR RR (PT) L S LIEZUTRER T2 51k (MR E T = 27
TIARRIRIRE) BRI 2EUTOORLEELD, ENTO PT Eha RO 1345 % OifE ThoH, CAP
Pr—=_ATIE 28 I 2H72% SNV & Indel ZHEAE AT NGS AEDTH AN THON TWDIREAT THD
(930 5 MM 1 [\, ENTO PT el TAAEEND,

REFIEICED PT. 3 b bl T =7 774 RRER (7 T4 R CTOFRE) 217556 i
B, V=T R IARN) BRI NAF AL T T AT AT TA L PRI S TR E 7% L O R
TATODRE N, FhE, FIERTHLE - KEAHY | 1 T6E - R AT REZRIEAR FRFE DR D516 ThHD, b
L. RCHETORTHIE, B TERVBLEFRE RO WERMER S D,

PT HDOH 7 e TiE, BABRICITE I F A RZA 283 DNA NEELWA, BUENIZIZHREETH
2728 TR O HEYE (e NHIRRE >k D DNA Aﬁjz DNA, @t L7= DNA) R°&E 7 —4 (FASTQ, BAM

T AN) RS D, EUEYVE (BR) & LT-5A120%. wetlab processDy— 27 = ZALIED PTR3 T
. BT —2EHWEAIZIT dry-lab process@/w’z“/(/7j7747?< AT TAD PT BM1bivd
ZETh D,

7. n_t%l:l JI‘ /\_73/7‘;& O)TEH#O)EEEIU
KOy hOYINIE 2 R ABIG SRV B IO 7 0T LD NN—2a T E O BN HoT-35E . D
FEE DMEGRIEEEATOONE T OO TEL,

¥ 3= NOIIE =374

BAEZETHAVT —ar (1. REOEAFTOWE 1—1. AEAROIE @5 OMERER ) &
THMEID, WS B BRI VLT, 2. RAERT =B, 3. AT 1tEA, 4. Ak
TR ADZENEIVCTRIE LT dn B 2 B S U Re ARt 2.

MRASBIG TSR DN— D 25T
BEORREIZEY, BT —ar (1. BREOBEAFTOEER 1—1. MEEEORE @50k
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RERTAR) 23 L ZETHD, BAIT. SBLANDBAR T DB, HIFR THIUTF AT — T a (30 B
W, TN EDZEE N DT 56 | 2 MRS iR A Ik 45,

A=Y A INDVASSVEND Y

BERORREICIY, FAVTF —ar (1. MAOEAROUE 1—1. BMAELROIRE @notrodt
RERTAM) DS T D, TANFN T BT DT — IR NAFAL T AT AV R AT TA
DIN—=2ar Ty T OREL, 2 YRR LT LTS,

8. SF(secondary findings) T & ~® %t

ATEAIIE RS BT ER R P FEONLG AL, 7 AERICBITHIEMRsE T e AT 55—
AR/ SRR AR R S A 7 ) BT — MREFTIZOWT [HIR DA SR ClEEIY R
T EATHIRE EONIRIET D,

[F#E S ClL, BRI RESHT AR SO E DMREREEIZOWTHE ML TEY ., ARSI E)3
OIS AT, EF MRl TOMRE. e I i TUIMhO T ETHRA L BT iET20708
LFELNWERLHIN TG, AT R I B2 R L B TR T 56123, B FBEEREOMRA R K%
HEIHIWEr 22N EHETHD,

9. FEX#EWYE (Reference materials)
YT —als WEFSEEE B, SN E0RS FE AR A B Rl 7B YEM 1T L F IO b 03 %%,

EINTAF AT RERERE A
(1) Horizon

Genome In A Bottler ) —> 7 M2 XA ) MEREY 7 )L (FFPEY 4+ —~ v M CHEL) |

https://www.horizondiscovery.com/refererstandards/geghdx/genomen-a-bottle

B

https://www.rikengenesis.jp/product_db/categoryQl/item_2

S TN T AT REZR IRV
(1) NIST
Genome In ABottle =1/ — 7 AMERIL 7= hr— /L
https://wwws.nist.gov/srmors/detail.cfm?searchstring=genome
(2) SeraCare
SerasegENGS ReferehNGEuMatleri als (RUO)
https://www.seracare.com/products/contratelreferencematerials/ngseferencematerialsruo/
(3) AcroMetrix
AcroMetrix Quality Control

B

http://www.thermofisher.com/jp/ja’/home/braidroductbrand/acrometrix.html
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https://www.horizondiscovery.com/reference-standards/q-seq-hdx/genome-in-a-bottle
https://www.rikengenesis.jp/product_db/category01/item_2

Z O, BEA T REZR S B HERS A— D — U A
- Commercial Sources of Reference Materials (alphabetical order)
https://www.amp.org/resources/validatimsources/
- Advanced Biotechnologies

- Asuragen

- DiagnosticHybrids

- Invivoscribe

- LGC Standards

- Maine Molecular Quality Controls

- Molecular Controls

- QIAGEN Marseille (formerly Ipsogen)
- Qnostics

- Vircell Microbiologists

- Zeptometrix

10. (##R8) ISO 15189 & CLIA, CAP
CLIA [ZKEDEKRREEOMERIEEEGEE)THY | KEICBW T MakE T 22 To
BT EASCLIA (A LB « GES D Z RO LN TNV D, DAEICET DEEBRESR (5
IR A L) OIS - W%Bé%ﬁ%ﬁé: L CIXISO 15189 % W T A 78, AFE TIEA A IS T %
JURR A 2 SN 9 D BRI AT D T & (2B 2 ESREIA L, I1SO 15189 T ZNEL Lz, 7/
LAREEII U, 2kl %%)E#émr“f%ﬁﬁﬁﬁﬁmﬁﬁﬁ X D720, DREIZEWTHCLIAICHE
U 7 B AR AR AL 25 0D ’%-ET%&Q:*%EOD**T“H@E%%EH’J& LT BB 3 s R b D, 7 i KEREE
%4> (College of American Pathologis8AP) (X, EERMRARZ x4 & L lRREREME~ 2 7 Z
L (CAPY—R_A) RERMERREI 077 5 (LAP) 2% EiiL T\ 5,
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https://www.amp.org/resources/validation-resources/

11.

1)

2)

3)

4)

5)

6)

7)

8)

9)

10)

11)

51 R E

7 MG W EREORERCHEES R T 4=, 17 NEFRFED FEHL - FE RO T8 O BARK) 7
RIZHOWT(BEREVELD) | (20164F 10 A 19 H)
https://www.mhlw.go.jp/file/05Shingikat10601006Daijinkanboukouseikagakuka
Kouseikagakuka/0000140440.pdfr 7= A H :2018/08/27

H AR AR k2 (JCCLS, BB A ICB 35 B RASANTT7T 4 R TART A L fif
Fii) CFR% 2843 A)

H AR E S (JCCLS, NBEFEEMRE MIAWEEH~=27 1) CFR 234 12 H)
A AR R A R S JCCLS, NEEFRhEMRA MM EEH~=a7 /L (N b 2) FiFlllEs
Wi FEATECR O SRS BR ) Gk 294F 10 H)

AT ) NEGR Y — o T DR, T
PRk 2946 H 27 H)
https://www.mhlw.go.jp/file/05Shingikai10901008KenkoukyokuSoumuka/0000169236.pdf7 7= A H :
2018/08/27

If

= ~ERSBNUNAYT ) LEFROFESEZ AT T~

DI ) INESF LSRRG D3 A7 IR RBE D — B R (CFpk 30 4F 4 A 1 HEIE)
https://www.mhlw.go.jp/file/06Seisakujouhoti0900000Kenkoukyoku/0000199651.pdf( 77 7 = X H :
2018/08/27

DIAAT ) IESFR PR LA SRR S5 D FR IOV T (R 294 12 A 25 H ., % 12257 3 5)
https://mww.mhlw.go.jp/file/06Seisakujouhoti0900000Kenkoukyoku/0000190014.pdf ( 7 7 & A H :
2018/08/27

AABRREEYS, 7 /AERICBITDMIARED MEHRRICET RS (DBAT ) LAERHEEL
HiEx ) (2017411 H)
https://www.jsIm.org/committees/gene/gene20171121.6d# &= A H : 2018/08/27

BRI A DR LG E T2, TRAEOHESHSICEAT M L0FEED | (PR 30 4F 3
)

https://www.mhlw.go.jp/file/05Shingikai108010008Iseikyoku-Soumuka/0000200534.pdf 7 7 & X H
2018/08/27

HAJREL S [ 22 R B R (AN R M RAR ) Ok 3043 A 1 H)
http://pathology.or.jp/genome _méd7 7+ A H :201810/30)

A AR RIS 2% - A AEER Y AR TSGR, Rt —r=oh—S2 W cB8 s 131
/Wﬁﬁa:%o“@%%%%ﬁﬁf‘/x(% 1.04%) 1 (2017410 H 11 H)
https://www.jsmo.or.jp/about/doc/20171011_01.pdF 7= A H :2018/08/27
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https://www.mhlw.go.jp/file/05-Shingikai-10601000-Daijinkanboukouseikagakuka-Kouseikagakuka/0000140440.pdf
https://www.mhlw.go.jp/file/05-Shingikai-10601000-Daijinkanboukouseikagakuka-Kouseikagakuka/0000140440.pdf
https://www.mhlw.go.jp/file/05-Shingikai-10901000-Kenkoukyoku-Soumuka/0000169236.pdf
https://www.mhlw.go.jp/file/06-Seisakujouhou-10900000-Kenkoukyoku/0000199651.pdf
https://www.mhlw.go.jp/file/06-Seisakujouhou-10900000-Kenkoukyoku/0000190014.pdf
https://www.jslm.org/committees/gene/gene20171121.pdf
https://www.mhlw.go.jp/file/05-Shingikai-10801000-Iseikyoku-Soumuka/0000200534.pdf
http://pathology.or.jp/genome_med/
https://www.jsmo.or.jp/about/doc/20171011_01.pdf

12)

13)

14)

15)

16)

BIFE1 =BT A58 http://www.jsmo.or.jp/about/doc/20171011_02.p€iF~7-&A H :2018/08/27

Li MM, et al. Standards and Guidelines foetmterpretation and Reporting of Sequence Variants in Cancer:
A Joint Consensus Recommendation of the Association for Molecular Pathology, American Society of Clinical
Oncology, and College of American Pathologidtsol Diagn 19: 4-23, 2017

(7 LERICB T HERISE T m AT 525 — BB/ SRR LA TR RS2 ) L]
BV —MREITZOWT [#I6k]) (2018453 H 21 H) :AMED 7~/ LQISE AR HEMERF 78 F 2,

7 DG AT FE D R IR~ D R ZARHE T D5 (77 LRI FE DO HERE | TR 2 AR R TR (B3 2 bF
72 ) A-Q: 7 ANFHEFEEICHE N ERBLIG TS AR OE )22 B R O 720 ORI HE 12 B 3
DHT9E |

https://www.amed.go.jp/content/000031253.ptF 7= A H :2018/08/27

Roy S, et al. Standards and guidelines for validating-geméeration sequencing bioinformatics pipelines. A
joint recommendation of the Association for Molecular Pathology and the Collégeerican Pathologists.
J Mol Diagn 20: 427, 2018

Gargis AS, et al. Assuring the quality of ngeneration sequencing in clinical laboratory practice. Nat
Biotechnol 3010331036,2012

Jennings LJ, et al. Guidelines for validation of rgaheration sequencirigbased oncology panels. A joint
consensus recommendation of the Association for Molecular Pathology and College of American Pathologists.
J Mol Diagn 19: 341365, 2017.
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http://www.jsmo.or.jp/about/doc/20171011_02.pdf
https://www.amed.go.jp/content/000031253.pdf

12. ZOfth, BAESEEH

A) NY INEREERI DT ARZ A
1 Oncologyi Molecular and Cellular Tumor MarkefisNe xt Gener ati ond Sequenc
for somatic genetic variant detection
https://www.wadsworth.org/sites/default/files/WebDoc/Updated%20NextGen%20Seq%200NCO
Guidelines_032016.pdf7~7& A H :2018/08/29
B) FDA Guidane
1 Use of Public Human Genetic Variant Databases to Support Clinical Validity for Genetic and

GenomieBasedn Vitro Diagnostic§¥Document issued ofspril 13, 2019
https://www.fda.gov/downloads/MedicalDevices/DeviceRegulationandGuidance/GuidanceDocume
nts/ucm509837.pdf (727 A H :2018/08/28

1 Considerations for Desigibevelopment, and Analyticdalidation of Next GeneratioBequencing
(NGS)T Based In VitroDiagnostics (IVDs) Intended to Aid the Diagnosis of Suspect&grmline

DiseasegDocument issued on April 13, 2018
https://www.fda.gov/downloads/MedicalDevices/DeviceRegulationandGuidance/GuidanceDocume
nts/UCM509838.pdf(7 7 A H : 2018/08/28
C) NGS oncepanels authorizedy FDA (20184/12 Hi4E)
1 FoundationOne CDx, which was approved in November 2017, and can glatetit mutons in

324 genes
https://www.accessdata.fda.gov/cdrh_docs/pdf17/P170019B(pd¥ A H : 2018/08/28

T  MSK-IMPACT, also approved in November 2017, which can deteatigemutations 68 genes
https://www.accessdata.fda.gov/cdrh_docs/reviews/DEN170058.pdf &= A H :2018/08/28

1 Oncomine Dx Target Test, approved in June 2017, which cart detegtic mutations iA3 genes
https://www.accessdata.fda.gov/cdrh_docs/pdf16/P160045B(pdy = A H :2018/08/28

D) Kurnit KC, et al.Precision Oncology Decision Support: Currépiproaches and Strategies the Future
Clin Cancer Res 24(12): 272¥31, 2018

E) Lih C-J, et alAnalytical Validation of the NexGeneration Sequencing Assay for a Nationwide Si§iraling
Clinical Trial. Molecular Analysis for Therapy Choice Clinical TridlMol Diagn 19: 313327, 2017

F) Gargis AS et al.Assuring the Quality of NexGeneration Sequencing in Clinical Microbiology and Public
Health Laboratories) Clin Microbiol54: 28572865, 2016

G) Richards S, et al. Standards and guidelines for the interpretation udneeqvariants: a joint consensus

recommendation of the American College of Medical Genetics and Genomics and the Association for
Molecular PathologyGenet in Med 17: 46824, 2015

H) Kim J, et al.Good Laboratory Standards for Clinical N&eneration Seagncing Cancer Panel Test3
Pathol Transl Me®1(3):191204,2017

I) Aziz N, et al.College of American Pathologists' laboratory standards forgemration sequencing clinical
tests.Arch Pathol Lab Med 138): 481-493, 2015
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https://www.wadsworth.org/sites/default/files/WebDoc/Updated%20NextGen%20Seq%20ONCO_Guidelines_032016.pdf
https://www.wadsworth.org/sites/default/files/WebDoc/Updated%20NextGen%20Seq%20ONCO_Guidelines_032016.pdf
https://www.fda.gov/downloads/MedicalDevices/DeviceRegulationandGuidance/GuidanceDocuments/ucm509837.pdf
https://www.fda.gov/downloads/MedicalDevices/DeviceRegulationandGuidance/GuidanceDocuments/ucm509837.pdf
https://www.fda.gov/downloads/MedicalDevices/DeviceRegulationandGuidance/GuidanceDocuments/UCM509838.pdf
https://www.fda.gov/downloads/MedicalDevices/DeviceRegulationandGuidance/GuidanceDocuments/UCM509838.pdf
https://www.accessdata.fda.gov/cdrh_docs/pdf17/P170019B.pdf
https://www.accessdata.fda.gov/cdrh_docs/reviews/DEN170058.pdf
https://www.accessdata.fda.gov/cdrh_docs/pdf16/P160045B.pdf

13. BliREH

BIRER (1) : AT HERED 51 (/1) T—332 ; validation) > 1@
(3CHik 15 @ Supplementary Table 1. CLIA regulatory standards and workgroup definitions for the
validation and ongoingquality control of Sanger sequencing and NS& %)

1) Accuracy (IEREfEEITEE)

TEFRE ZHBELANCRUNT, AR T > A LR T > B AR O —BHRRE DOFRER

EREYE (ZRES) X, O RESNEBBEEOERAL G LD @B T

IR FEERDZ AT DA A (SNVS, Indelsiad) D22 A7 3o 5,

FERCHFIA | 1 IE B (accuracy & LT, PPA(positive percentage agreemgat PPV (positive
predictive valueZ- i 52 LN TED, 72750, XtRUEB LOFHHIZ WD 28
oMM EROFEE, HRORES, genome context/2&) ORE H LT, kb
MLEETHD,

B) RIRDEFREZLeREIOS AL, K 20 [ (R H 26 52171 % 20
B JES D, BRROEZLICEHET S, Fl21F 5~10%, 10~20%DiEIZA
DEREFLD T, MEARD D, BEBNIUTY 723056 BREO
BB 2 X MRS R A D 2 5, MR D 5 fiF)ZFH il
T2, F R BHRAR 20 R (R R)HIEL T, ZRBMITFHE T D,

0 IRy BRERE T, 3 — VU AD Ny DR — 7 T AR AREIR N O RE E D
ML TON—=Z2a— L OEHEINEFT 2O T, FEEER EDBRIITEENLETH
Do

1 SEAaT 7 Ivb 7 r—ALEAFOT VIV L (T2 X Phredlike quality sore
REVNCEVERINDWEAGTIL, 7Ty b7 4 — LR CHEE TERWOTIEEDR
EThD,
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2) Precision (F5EE, F8LME)

TEFE HOIRLHAIEL T, & OREERIUAE RO D FEHE
Rt 9+H | Repeatability (withirrun precision) 175 :

BASE, A 2EE, ERE OO M2 22T, FIUHRIRZ R I ISR K

Lo 4 205 (DFT 5:0F) OFS

Reproducibility (betweenun precision) FREUREEE : JIE DR J51k, HIEE | HIE L

&S, 5T, R 828 2 TRIEZAT > T2 56 ORSEE (RICELHIHE R D3G5

NHREE) DL, [Al—MRAEE COFBMEEZENFELE (intermediate precision #7325
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