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it

Al

ASCAHEIRGB/T 1. 1—2020 ChRMEALTAE TN SB1ER 53 AnuEA PRI as AL S RIND iR E
L
THE A L A A AT REI S LA o ARSI B R AT U AS AR R ) 54
A RN AR DR e 3 A PR R R
A BRI R AEA = T
ARSCAFAREF AL TRYNEREE R A IR~ =] RETT B ERE . REERRE SRR Ml R,
KM RHERE . & REREBHL (D ARAR . JERERMBEE R A .

A EERFEN: T35, EHEW. R4 200, 300 T, N8k, FR. #2. 2%
. HRE, BEI HEE. RE FAM. RITE. ARF FhE—.

1T
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it

El

[F)9E B 2H 12 & (Homologous Recombination Repair, HRR) T REHRFE 4% FR A [F] Y5 25 2H Bk [ (Homologous
Recombination Deficiency, HRD). HRDIWJAFAE 2 Jif 5 4 Mo 5o 0 28407 259 i FE sk, S FH 3 ) it firk
JEZI R IE IR B & (poly ADP-ribose polymerase, PARP) il 71 n] {2 i i Jed 40 il & e B
Bo CAIGRIE AR HER AR O S . LM S e S A IHRD, - AT W PARPHI I 77 A0 2 25 W0 56 1)
BT IRMESHRIE . HATE N4 O A 2 3KPARPH I FZR L B sirE R It si b, B2 NMmhh, dE—0
HEBHRD B PARPAT 1) 751 ) B8 B2 5 B A= Wb 54 o HRDAG I X547 K PARP A 77176 ik I8 BB 3 v 1 52 2 N B,
FEUERST IE K B3 AR AF I ) SR AR i E B A B

HRD & AWML 2%, HAS T VEAR YR 7+ 2 B R AR R R 7R JE R4 b 7= AR 1) 45 R BT 2 B 9 2
REM R S5 A P R, X R AHRRAH G2 (R SR AF BN A AN . “ERRR” o dr R AFRE T
Sy BE R AR AR AT DhEet: (RADSL) ALK, IXLLT vk & A e al, Al B E AR AR & A
AAE, TE AT . fEIXEeT ik, BTG IR R A A o IR RARIR i, AT R
HAFEVESY, I X4 8 SNPsHAR I, 4341 AH G FE RN AHANRR E 4845, 276 115 HHHRDZ3E (HRD score),
T HE— 25 PEAHRDAR S o BF 78 2508 ST, A FH %07 V205 B S5 B 38 P b AT HRDAS I, AH LEBRCAZAR S AGN
AT 2) — 15 (IPARPHIHH] 71 52 2 2 2 o HRDFE: PRI ZH ANER S P Al iR A% SRR F BEONSNP-array, {HERH:
R RE B 20 205 5 T4 EFFEOR S sk, H T S #T g H bR X B2 Sk m il 2 0 7k &
o XS T-SNP-array, T 223K 7 FIHRDES I HA, @ L b i) B b X R i, nTa R0k
B RME T, R SRR S X = I aa iR, B dEm S FRE . AN s A

H AT A v AR g S T 2R A SR A I HRD ) B ARARAE R D A I AR i AR T R R 40
FRTEFE R F, RS HEG /N LAE S Gz T 78 IR HE F A& X LR At -, &
B ZH AT R H Il P [RIAT 1 56 330 48 56 RTIG PRS2 s B2 R 450, 7T i) ) 25 T 23 S 4l SR 114 [0 9050 2L e s

(HRD) ALMUEE ARG . RZHAR BRI S BREF LT . FEARESR . 0oy rdriiife . FEPE
S WTE 15 € S 0B ST VR IR, BB BAREIR, DU A ZHRDAS M H AR BRI TE AL T K SR 2 bRtk

I11






T/SZAS 45—2022

BT AR FRIELNRELATHRPE (HRD) M ARIE

1 SEE

A E T FE T B AR X% A8 005 14 [ 5 8 R Fey CHRDD AR A BRAS I Ji B L G0 AR 455
WA AR EFEM . BEARESH LR . RDRAR . &5 30 DR AT I 7 V21 = PR 25

AR SCPEIE B PN RV IR 2H SRR AR CnT e B R 6T 1 IF 3 X RRFEAS ), S8 b xef JE (R4 B A
X34 2 A 3R JE AT Rl S R, b S R AR, RS [R5 BB 2H R P 43 {H (HRD score) M7V

AR SCAEANIE F DL RS -

a) MR R R AR R B MR ARG IR R DNA R A (1RG0 5

b)  AFEDRAH En@E EN TS (WGS) « HRR AH JGHE R 98 AR 5 F A /K S A A 366 R AH R AE 20 #

e MRS 1 77 VEAS ) HRD;
c)  BRCA i [R 2 i IR AS B4 I o

2 MuMsIAxH

B SCA A P S R S R RIS 5P T RS AR SO AN T IR Ak ko Fe R, v H I 51 SO,
A2 H 0T B R AR SE T AR SO ANy H 51 S, o hieas CRIFERTA s o) &M T4
A

GB 19489—2008 SEiN=E AV 4imHER

GB/T 29859—2013 M5 B ARG

GB/T 30989—2014 il &3 K 5 H A L FE

GB/T 37872—2019  H brJ R X 34 3 Joi & VFA7di

GB/T 38736—2020 AZRAEWIFEA (R0 HE 2K

BT HLAA I R EE PR B A 56 SE 30 = T/E 3 U (2010K80)

3 ARIFFZEX

NHIARTE R E & T A0
3.1

BHFrX18 target region

X T RS B P 0 45 5L B AR AE (U B R i R ) o DL 2 sk HLARAS 2 U BRI (o 22k [
BERA), HARIERA B ocHe X, X e X I p A8 5 5 IR KRR A5 O A A ek

SE: HRDAS I A AR D8 A0 25 AT AEHRD 43 BT 4 P F) 45 5 SNPs o7 A5 f 4R

[Rik: T/SZGIA 2—2018, 3.28, &)
3.2

223533k  hybridization capture

BfrEEXigiEFk target region capture

MR YR & S H AR DR T A RLEREL, T IR ET 5 7 I JE AT 2H DNA EAT 28 58 [ 2, AT X PR 3
B ERRFIAREA ) B AR DX I R B

[RiE: GB/T 37872—2019, 3.1.6, A&
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3.3
MBE  sequencing
e AR B R 7 H1 (R
[RJH: GB/T 29859—2013, 2.4.13]
3.4
SEEEEMNFE high—-throughput gene sequencing
Xl A& SiSanger CRUBLAETE) WP, BESE —IRIFATX KEZIR I T HEAT AT 7 511 E I EOR , il
W 0N SN RE ™ H AN T TOOMb F-J 300 v 25048
[RJE: GB/T 30989—2014, 3.19]
3.5
[FliEE2B{EE homologous recombination repair (HRR)
DNAZEZH () —FhE 3, @ H T & 2 DNAXUEE K 2L (Double Strand Breaks, DSBs) .
FE: HRREZAE T4 A R SIIAG2 ], R— MR IR, ZEAR05HAL S JFORIIDNAFF 41 . 7EHRRIS AR,
DSBJE FEl (¥1#6 73 DNAJF B 4 R [ (DIBR) , Sz HH HABEDNA. (ssDNA) [X 3. DNATEZHBGRADS1 5 ssDNAZS 75, R AIF
PRAHIR G B AR PIDNATT B, LA A BEAR ZEDSBAE A5 & BUHIDNA . 25 5 A S:HRRIA) 4 25 1 F1FEBRCAL . BRCA2,
RAD51. RAD51C. RAD51DAIPALB2ZmASHIEE A .
3.6
BlEELRGRPE homologous recombination deficiency (HRD)
M /KF B THRRID BEFEASIRES
7E: HRDAREEN). AIEAbi . Feog M oCiE,  Hrb & P Sl P R R AR L AN /R A, DA e
RS R T . FE NS DU 2%
3.7
B IR E AR i E B2 S ERHNHIF  poly ADP-ribose polymerase inhibitor (PARPi)
PARPZE 5 £ [ (1) 7N 731~ 300 i) 751 « PARP R e 2 1 38 3k 22 FDNAJ A5 I 25 388 26 /E DNATE & R HE G BEE H
HRDZH i 52 4K APARP S PSR 245 5 4l O 77
FE: FZPARPHIHIFIE BV A BRCABRIA AN, 2T ¥ i 5 A BRBE 7 VA I — AN S R I . PARPHIIH 7775 B2
BEDNAWTZL (AL i FEPARPIEE (1, ZEDNAB HIHLHIh, XA S AIPARPL 2 3 BUZ I XA 1 FOAR I =R
WUEEMRE, X AE B AHRDII AN ok B 2, HLANBRCAR AL 4«
3.8
EFBHIR  genomic scars
BA ORI R ZH S, PR D () Y05 2 S B R 2454 s I PRI 2 b i
3.9
G MHEFRL  loss of heterozygosity (LOH)
S RIS () —Feis W, A G R B T AN S A ik R i — AN R T GV E B A A Bk .
E REVEPCR AR SRR N B (Copy—neutral loss of heterozygosity) o HRD— Al
KT 15Mb HLN T3 e i K 2 1 2 B PSR K
3.10
IR E M EE A FE  telomeric allelic imbalance (TAI)
TEAF B FL AR — AN i AR AN R I 2 22 07 HLOK T 1 IMb 1S540 25 DRSSP 18 1) e ik 7 B o
3. 11
KK T large-scale state transition (LST)
PN AH 21 X 38 8] [ B4 AR W 347 s (breakpoint) HIEE .
Fr WA KT T 10 Mb,  HIXI[E]EE /N T3Mb.
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3.12
iFHK  read length
WF I AR B, 2T 0 FKE, DA (bp) AT .
1 H WK A 50bp. 90bp. 100bp. 150bpZk.
7E2: HRDAS P A 1324 J9100bpEL150bp
[kiE: T/SZGIA 2—2018, 3.8, Hzk]
3.13
MFRE 020, Q30
B E T, BRI AN A N AR T R, XA R R A Y A B . R Y
JR FEAE 20 (YR 159 1%, 30412 23 0. 1%. 17k H1Q20-5Q30 M 7R i -8 = 205K 30 (B34 BT o5/ 43t
[RJE: T/SZGIA 3—2018, 3.5]
3.14
FHIEEX sequence alignment
ECE A B AN DA A% IR Bz 2R 82 7 41 TR R A LA R i 7
[R¥E: GB/T 29859—2013, 2.2.1]
3.15
PRMFIEI{E cutoff value
FHAE AP I B 5%F 5% P AR B 42 435 SR 2 [R] R R o B
A AR BRI SR ME, Ed N — B HES A ME R A A AR IR A R . B ke iR
HIgeit, PHEEASIE S B AR A . B A EBR R S, BRI RIWE RIR T S5 AR, RS
SEIFEEISZ R F TARRRE 12k (ROC) R FFH R AKX (U@ D o Wi PR b 7 FR I R T A TR o R 3 I ke
KB S S — R B 0 H 2

4 HER&IE

1 4 v & A SO

BAM: kil EbXt S0 (binary alignment map)

BRCA 1/2: FLEME %K (breast cancer) J&[H

bp: HdFXT (base pair)

CNV: # UI# % (copy number variation)

DNA: Fii S5 AZHEtZ IR (deoxyribonucleic acid)

dbSNP: BZHRZ SMEEE (single nucleotide polymorphism database)
EDTA: £ —HZV4 2.1 (ethylenediaminetetraacetic acid)

FFPE: #8/R Gk A EH (formalin fixed paraffin embedded)

GIS: FE:FAANFEEES (genomic instability score)

HRD: [A]Y5 8 HHFE (homologous recombination deficiency)

HRR: [EYREHZE (homologous recombination repair)

LDT: seig=HEWH (laboratory developed test)

LOH: Z:&1ESLIE (loss of heterozygosity)

LST: KA BT (large-scale state transition)

NCBI: HEFEEZFAEMBAR(E B (National Center for Biotechnology Information)
PARP: EIRE MR &8 (poly ADP-ribose polymerase)

PCR: B EEFsEX MW (polymerase chain reaction)

Post-PCR: Z4%ZJ5PCR (post-hybridization PCR)
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N

Pre-PCR: Z43ZHIPCR (pre-hybridization PCR)

SNPs: HZH K Z A5 (single nucleotide polymorphisms)

TAT: Gk SEA LKA 4T (telomeric allelic imbalance)

UCSC: JNJN K2 ET75E 2508 (University of California, Santa Cruz)
WES: &4bETFIF (whole exome sequencing)

5 HNEDE

WTHHRD H bR DX SR ET o) 35 R 4 AH DG X 3k A T 2 34 3R o ERIHRD ) 8 2 A AE KRS HE DU S
(ONV) & TARA BT IISNP s SR IICNY,  MTTTE— 20 23 Ay B PR 20 AN Ao e AH G HB A%, #9 BIHRDZME
L A4 145 78 SNPs [X 355 B 25 25 R SNPAE s b H 0123 A1 78 5 2, FF FLARISUAR AT 250 18] 5¢ R AT Su it 204
AR 5 v DX 1) 18] B A B v BRI 22 o PRET BT e BB R 2 AR 2R, SR JE U 32 A 45
a)  NBEEASNPs AL s, RRFA 3 B EE B2 T8 % FRIE 5
b)  ARAE A ) CNV 73 3% Zanff e PR 178 55 DX 330 L & 1R e 2D SNPs A7 s R85 i
o) RATREHISI AT TRtk b (Y Qe AR R RAR TR AN
d) B RA G XTI RIS R B 2R B B R e 1 ) XS AL
BAE A A LR B IR U A HRD B AR DXIRARES, tal R “ &4bE PR (WES) +E 4ESNPs” . “ K
Panel+1 4ESNPs” IIAREFBETH I, 35 R ORUEPRET 4o 3R X 3 AE B (R 4H. 35 &) 43 A HL7E 55 /2 05 B IFISNPs
7 557
A5 FH N AR KU 9 e 88 AHLZRARE AR EAT AR Rpilll, B[R] Aol FH 3t 29 i 2H 2R 1Y) 1 i 2 2R AR B A1 ]
MAEAZEATECNS R R, 383k 6FHRD H b X 385 458 i 3 S AT el 2 52 DR e 190 7 v, A JIHRD
I3E . K SUREAR” KL At B A58 FH WO AE AR ot R, T < BRAE AR AN o A Bl S48 P I 3 R AR A4
BN S AR R R
A58 FH A . PR AZ R B R 1) A 3 R 2L 2 sl o ot HERE AR Hh B2 DA, S $ BUA 38 I DNARE A HEAT 4T
Wr, FRAF BN SR I BEN U R 2 7 B o 5 v B JE I B R ZHDNAIEAT R & &2 o “A”  $k
R, HAPCRY WHAFIRATHIOCE (Rlpre-PCRICEE) S IIDNA v BUFI A A AE 4 2 A IUHRD H A5
IR G BEAT 28 S 13K, T ARV R SR A 2R NS H ARDNA T Br &5 S fESR A A BR b, B 2BRAE H AR
XIRDNAJE , 45 5 14 3k & 45 00 B AR X IDNAZE PCRY 8 3k 3 2 38 5 SCH#E (post—PCRICIE) o 38 Ja S
25t EHLATAREE, 8 BRI RO AT mrE A R . TGRS g, b, RE, AR
SNPsZE S, H Tt isk (LOHD | ImprsEAr LR A4 (TAD MR BOL# (LST) [MEE,
MIMSRAFHRDZME S e LOH. TAIMILST =ANEARAE — € FE R EASRE R~ A HRDI AR B2, (HAH AN 4
efiid, =FHMAELAE T EMERE AT R IR R ARIRORES, SEmvral B R A AT e RS
FE1: JE DR DO A A B 7 1 SNPSFE RIS AR (SNP-array) LR FA A AR . MEAR KR R
k%, SSNP-arrayBiARALL, 3T 250 W i IISNPs A S HEr, FEIET 250 2 v il B 0 PO L 7 32 e
A AT () e AL RIS, RI AR WS R MR T LA A, BRI TR A . shAh, $REH LR
L BRI X ] (bed X 1A) B b, /b 715 S5 X 45 IR, RUEVEREAT, SWSKRINSE B RATH— B
Y o 7 4 5 DRI 21 305 Rl L 18 2 4 1 SNP s 37 258 1) LB IX SRR, T ELWES X 35 3 75 35 [ 2 302 [X 39 Kpane ]
TR R LB 5 DA, DR 4 A s W 1 5 LR i A v

E2: IEHWAL (normal tissue) , WERAFEHLR, FARUIBRALR B B b S iomnm sl 5 em ShIHLR (I
SZDB/Z 91—2014, 3.21) »

6 NI
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S ZE PRI ANt 5 BRI S GB 19489—2008 % AR e A TR SIS I UE . Wit A A BRI
BOR, BERITHUGRISLE8 =8 AT A (BRI LRI RIS R g A B s e == TR (20100 ) MIEK.

I I SR TAR KA BRI IR 278 B 9256 =5 AR BRI A I & R 3R (201780 )
i a7 BRI ARG B AL 3 B R IR CGE—RMB 4> ) (20208 ) + GB/T 30989—2014
B SRBIIZEK .

7 W (RS REM

7.1 @

K AP K % g THE IR . ANERER AL P IR 55 BT A GB/T 27025—2019F0E 3K o B4 )
VLA LAAN,  ASSCE BT R AR 57035 FH JEDNA/RNABR VS e (25 4% 035, ASEHE S 7= 5l B2 4 2 T AN ] DLYR FH 8k
.‘—E‘Lj:ﬁo

7.2 R
7.2.1  %ERFREUA

TR 2 AR G 24 i B B ) 48 SR AL R B DG 71, el H A A8 MR BIGA T , #2 RaR) G f A i
WIXSFFPEREAS . VR A SURE A RS AR A HEAT S . LBl AR b HI 2 7K B AT & GB/T 66821 2K .

7.2.2 #EREERFT

ASRASOEE R (IQubit) 4R (iNanodrop) RLASHIRRIIAM, BRILARAFHUE RER
e SRS S S B UL R BB AT 5

7.2.3 #ERBITIAF

FEAHE B IAZ I AT >R FH 5t e H ik VA MU DNA 2% 5 43 A1 S RNATS Je 15 0 o
F 72 FRIDNASE JE ] SR P i s A4 o M (UnAgilent 2100, CaliperBfQsep) BoERIAENNARF, %
HA SR VAT s FIWr o 4265 BT B 77 25 IR 45 A il B XS DNASC 2 1A T i A%

7.2.4 HRD ¥ 5

T B A AR I 8 B R S e B Gz i AR SOMAZE Pl RN SOE R 2 pP . PCRIRNL
W ks 51Y). HRDAARDKIREN . AR NG AR ACH I 2SS I BT UL ER . 2%
STHARM PR . DNAE . oI IR I K55 o
Forfr, HRD H AR X IERE A0 R Bt AT R GFVERE & BRI 2 HRDERBF B it iy M=% 18 DL T A 3«
a)  PREFIXIBN & AR SNPs A7 i BLAEH] dbSNP dfa P, SNPs A7 i )97 AT YA AN
FART 5% MR HE AR 70 78 AL 2R AL
b) MR TYIF ONV 73 3% 3 52 RS DX A0 &5 O die 2> SNPs (7 si i8S, BB BR a) h 09 )
SNPs fir i, HEAT ANEIBERESNSE, UL GEAGIN 45 2 i A OISR, N O izt B 38 12 T 22
RATERAK SNPs A7 i B, PRAEAT o XIFE e 2 R 2 | B — @ %
E: ARSI FISNPs AL s OB B, FESNPSIZ s BURAE 100, 000/ A7 I, W] FE A CRUEAR 53 S A Al A
s #E50, 000, AR A i (K405 I W isi b o
¢ REAIET, HRD AU ESREREH S R RES S A TSR etk b (V Rtk MR RIARRSN) o ARYE
UL fUE B THE U Bt DX (] R (WS /TR i )« FESBRiicit b, Bigia
XA S R (TR P41, GC S W XS ) 0 T 78 o J 22 B e
Tk Bt R X IR AT 5 T Bl SR X TA] 18] B8 4 AN B K T T IX R 11 R 9 1. 5 1%
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S GO R ALLEFTHT AN R KIDNAZY THf,  SSFE04 (Guanine) AIHMENE (Cytosine) BT 5 FILLMI (JLT/SZGTA 2—2018
3.12) .
d)  RIRAIE H bR XS ERE R 0T A B T IR G R s
FE: BB XI5 8 4L BN R O RLAF PR SR S5 IR, (TR TR ko
e) MNARIEXIEA RIFIHRRCEMNE S, AEA B .
B R A L IR TR U FHRD H bR X IR EE, AR “WES+EZESNPs” . “ KPanel+H Z2SNPs”
IR BT LN, 350 7 ARAIE A T 5 (R 21 ¥4 20 90 A7 L7 5 2 0% B i (I SNPs £ 15 o

7.3 INFEEEM
7.3.1 14L&

SCJZE A PR A BB FEPCRIL . B ML (AR EOHL « BERIRD 8 TERESI
T EIRAMN . WAL WS4,

v SC AL F SR FH A 38R 75 T WV 7 58 5 4T Wi o

A8 72 B J R A P 1 BEAY SR L HE DO E A (WQubit) « a6 A (WiNanodrop)  Eifli
WEEE I K RGeS B BUE BT RS sV BT (WAgilent 2100, CaliperifQsep) %%.

7.3.2 #¥

FERM AR RO E B NE . B EM L (10uL. 100uL. 1000uL) + S04 (1. 5mL. 2mL.
0.2mLJ J\IEE) %,

8 MHARE. THRRE

8.1 @

FEARRERFF EACHER, FEAEE 7 RHRE ARG (1) B i A 70 i 5 BB 7 A eT, (05 B IR R =
285, FESRMNIAIE RIS E s E . RBE RN AFEGB/T 38736—2020.

ARs gD A2, 3zt 8 e 2H 23 1 E i 2H 2R sl A IR AR IR R B R AL b AR 28 i P 52 6
FARFMY FIRRMIEH R, FEARRRE ., RIESHEFFAGB/T 37864—2019. SZDB/Z 91—2014
SEMER . RESEINFEAVRICIFFEAR LT (3idn'5) , KRR R BRI RRAEE b, If BAERAE
&GS ERRCIE B A L SRR S B S — R R RN R E R (AT TREAR
HEEAE R, FEERD , Ed R AT S R LRI, 7 AR SN B TR

= g

= PRy

AKTIEARDY e« BREAS” AN OQAEA” PRPRLI S B, BRREAS” A (LA F R AL AR AT, X0
BEAS” RS0 I 30 75 2 () A5 P T P I AL SRR A B4 J A A o E I PR S B BT 37 5y, SRR AR LA
P VR GIEARN /B FFPERE AT SUORAF o L 422 BEAH L FY) 2SR AN U B A Fh ) BE A FH 11— o i 22 o S A
MIREA AT REEFIALBE L I8 5N ORAT o

8.2 MEARRERIE
8.2.1 AHREALHAK

B TT AL R AR AN AL B R A ARE AR BT & (ARG AN 2 W1 B0 sl B RS I R RS GAT)
(2015150 ) « (AR FHARAE MR ARG 1 B 22 Wi (1) S & X351 (2018f%) )  SZDB/Z 244—2017
ERNVEFIARAE I ZLK o

AR ML AR A VR AR B T SR BN FARFEARANNT KRR (Z10 mg) , FRIFEARA T AR
ML 15k e FASRE A SR AHGREAS (Jigg 20 23 S a0 75 B3 FH B E R 12 4% F IR BERPEAS 21
6
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DRI ZHDNA— FEC R s e Aar U I00 H S i B oK, 75 T S5 R A ot B R I AR R AR AE R R TS o
T ZH 20T AN [ETRA R 2L R B B R R A HIURE B AT A B, LR R AL DNAR B8 S8 e A U 5 )
IGER AR B ER, 75 TS LEAS U AT 78 43 1 B e B AR T i ke ) 2 T XU o
PAUR L ZUREAS B 58 & 6 IR S 40 i, v R AR D) e P Al IR 4t B & o B 2 A D5t H
2203 W PR RE B U SRAS 10 S5 1 ek 8 400 2 SR, Mg 40 2 AN IS T20% IR BB 40 B LU 5 A 1 v T 10%
e VER IR ACSR AT HVE AR A A ZE R WGB/T 18457—2015H1YY/T 0980. 1—2016.

8.2.2 FFPE #4&

B IT MR RS AN AL BRFFPERE A B AF-A (25U AN 2454 15 FH B i 2R R 52 AR 48 e GiAT) (2015
RO Y~ AR P EARLE I RS R 2 W S & R 3R (2018k) )+ SZDB/Z 244—201745F1
T AARAE PR

F T HRDAS U A A s 1) v B AR ZRHEG B [ 1 s FEARK AR BRI AR AR N 57, BAl 2
R I H R R ik, EIER 3R LN (V2 W) MAEYI A, JERE4~5um, 109KA L M
EH 7 2 22 T AR 2R Y s T8 R A A (U AR B FFPERE A U, B4 v U 00 DA A2 T ) A
WA ET K.

H 8 N BRI, R 4 — P 5 IR R REAS AR R AHE G (U] Fr A8 008 RS 190 1 47 540 e A0 [ 2 2
B, B TR I pt e A P A 7

AR bR ] S A e B35 B 2H 2R BT AR R A IR s A A L o S R A I 0T E 2 40 AT 1 e
BN IR I SR I IR At i 5 B 25K, BT A R 5 B AN T-20% TRBEAH B A7) B AN 1 T 10%

8.2.3 4SMEMMHEA

ST HUM R EE AN AL B A B A AR B ARF S (WA B A 25 W) E R B s R R 2 R F8 R GalAT)
(2015/) ) + GB/T 38576—2020. SZDB/7Z 186—2016%% M & FlARvE [ Bk ,

A IR A I AZ T Bs) AN AT FH I AR I, B R R MLRRE A T-EDTAP A H, SRR 1 B3 2 A5
THRGEAENR, HoA2nl. REFRBEHE~8IK, TR, w5 MR EE [ A 71 .

T S s R A, DL R AT Ja 7™ BB S 410 1) 5 1 O 1) B 3 A I8 3 A 7 ASASE I 1) IV R A SR 2 o
8.3 HMAKZH
8.3.1 MAFRELHAR

VR 2H SRR A I i i A2 DA K

a) IzFIE AR R BT UKECT UK IS /A

b) EHIERE R EE-T0C LT

c) BRI EEE 5 K.
8.3.2 FFPE ¥4

FFPERE A 12 5 W A2 LA 2K

a) AIEEFERIEH, iR R, IR RS R, IR R

b) Bl AN E AR 15 K.
8.3.3 SMEMHA

EDTAHUEE KR B 40 B IR A T2 $n 736 a2 DA 223K

a) AF VKSR EHIAFIIE 2°C~8C4MH N EHE 4,

b) B AR 5 K.

A FH AR A A, U 42 A 8 SR UL 78 ) SR 2R A R AT 38 i
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8.4 MAX{RTE
8.4.1 ARBALOHAR

A UR HAREA KR AR AR T-132°C, il E
R A 1) DR A7 AN BB L 36 H o

8.4.2 FFPE ¥

FEPEREAS [ PRAF R B N4 'C ~24°C

K MREA (AR A A BB 36, LA H 2 N i fE.
8.4.3 4SMEMMFEA

A LA IR AR B A7 UL N0°C ~4°C 5 il A7 1T AL PR AR IS TR)AS BB I 124> /N
A AR A DR AR UL A T-80°C, Wk B S B2 ki (R Bl /RO BB 500

9 KIRI:E

9.1 #7< DNA 2}

TEFEARH 2% X AT, S B FREBGAT & 1 1 W 5 B B 5 R R AS RE AR BEATDNASR B . BT B )
RIZHDNAYR FEANEAKR T 10 ng/ v, SMEAEHKT400ng,

9.2 MEHIE

TESCES & X AT, 2 HRHRDAS DA T 1 1 B T3 3 AT SCPER S o i A L ARG N 4 7] ) S 28 I 4 52
K, DR IE S EHLER . BT I pre-PCRICERE A EALT 16 ng/ ul, FPEAEKT500ng;
post-PCRCEWREAEIET 10 ng/ 1L, FPEEAEET320ng,

9.3 _EHLMFE

o FEI P 7 R ) SR AT il B DR P SN o D SRS LR AR B JE IR & s i b, 3%
EHVESR IR S AL e R SRR S X i 7, I KA /N T-100bp (PE100)
E: XUmMF (pair end sequencing) , WAYXUEMF . FEDNAREAACIR il BLE , 51907 5 EH 3 7 By
iy, SRIGTESI T H ARSI BBk . I T 5147 BRI Sk (R B i AR A T T . PR S RO AR, H AN
BE B3 N K (insert length) . 43 NPE50. PE9O. PE100%E, 4 3RmE—um i1 450bp, 90bp.
100bp ( WLT/SZGIA 2—2018, 3.9.2) .

9.4 ERDH

W I 15 B JE A HUE BHT B% MR 751 (barcode) 5405, 5 NS I BT 5 H X
N2 B H B R FINCBIRE FIGRCh37. p13fRAS, BRUCSCHRUE iThg19RiA . T EExs 45 5L, 43l 704
FAN Gt R A AR A R (LOHD, Siphi SR JE RIAF T (TAD FER A BOER (LST) IS IFiT
4750, FLEE X =AM ERR I E T 515 HHHRD 2 E -

SE: BRI (barcode) , T8 ST SR G &t fErh, BN —BE OB HEAR 5 L AN IR A, 3

b3 B8 X 43 A 7] B S P B A

10 ZERHZE

10.1 ZERDHEMHEE
8
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T/SZAS 45—2022
BEARZEK

AR 7 T EOR SE AT 2 0 M, W 506 AL % SR o o 3l 3 B ) A I AR A E AT HRD 3B i
AR B 2 W 34T 45 R E

10.1.2 HIESIHEXR

T

|

|

|

ZRAZ AR (P HRDAS, I 42 AR () 5 e A A2 B, B L .
i
FRECXIRYFIE IR ] SR ASNPE R X
uBamaiFASTQRE, {4
HRTBIA S R R | VCF 324 | [ Conersie ]
L J
LIRS AIR ] v
e | semmmewmeny |
EpEe A
¥ v v v
AHAHRDA IR [(on | [ ma | [ o |
Bam#&=30{5
L y HRD $&

1 BT 23BN R B9 HRD A AR BB S 4R A2 R

HE D Hrim R T

a) CHEGE TR L BN S L F A (FA GRCh37. pl3 B hgl9) , 153 LA 5 1) BAM ST

b)  AridH T PCR v AR By E R A, 15 3IH T 5 8250 M BAM ST

A WA LITEAREE R T AE I E R A =L IE (Base Quality Score Recalibration, BQSR) %5
B B EMERIE (BASR) , FRELGIHERAL, @I RN T A R G 2 R AR AR R & 7 4

c) A RACIEAE (W0 Mutect2, VarScan %), XJARSREATRM, 15 2IFEA M) SNPs 15 55

e OB SNPAL R SEM RAR AR, VBN HE AR (B allele frequency, BAF) . BEEABLFAIZ (BAF)
FANEE IR X 42k 1) P LSNP3 R Y A%

d)  —AEWR, ERTHIRX EE S E (Coverage) THAN, N EHIEREMZ . WEHHHMLT
PE. FPHI GC & 8RR RN, BE L ERZRFEATHIE (A — b 4,

e) IEI MRS LS IEW AR S R EEE S, AT RLIRIS R A0 s 8 DUEL (total copy
number). fEA/TCHCNS I HEAEAIS, “IEWMEATE L KITHEINEAF . A X BAEA,
I “XUREA” R BT, ERTHE HX BRI 5, o AR, B “ AR fia
T NAEH - ERENIEREARSLSEE, WEEHRERNHEEL (baseline), RKABH A S
Xof HEt s

F fCRUL, MBS EE IS (total copy number) , JEE LALRR (Log R ratio) MBI kFik. LRRER
JivJg 5 T 0 B AR Fp R AN SR X IR P (A — AR BE L, SRAEARXS T 1E 8 X R A IR 45 TR AL Dt

£)  RIEDE o ~e) FRHEE, THE IR FEA KIS AL R4y 7 1 P5 UEL (allele—specific copy
number, nA FflnB) ;

s nARTRASEALEED 0 HE DB, nBRIRBAEALEE DA R 48 DUK . B, % el e 4 L = 2 55 R = Ak 4 P9 i 1)

SN, PPN SNP AL sl L P AN S5far B B W] R A0 Rl 2 52 PR RO A

F2: nAFINBRYTTFEL, 2 IRAM S BT, B, S0%K MR AN (FRika¥s I H50%IEH 40M (285 0D 1R

9
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g)

h)

E:

10.1.3

BIE, EEHEZH, SCBRAEEE R — N34 USSR R AR i DR 4 4 DHIORT e 4 A S 1) S o7 Rk R

AR, R ATHEE R A AT I AR S AR AR, IR REA Al AN . G, AT B ] SE AR

BAFFILRRAE 47 3 5] 20 G (A 1) 43 B DA B S o ok (RIS S P 8 DUV B DRI R s K A DR AL P s (AR AT 2

B BT AR B BB AT RS, B RTR e e I S R B R, e e A 303 A R TR B (9 SEBRBAF; AR

P ST 5T FE R B PRI0 $8 DL, BEARBAF 2SR IE THE R AR o JirhJRd 5 A B AN JHk DR 20 7 i T A o e

TS B ¥ DU B34 TH5

TR BRMEE, WRIEE G B RO AT 70 B, IR H BOK BN &6 A7 22 [

R, TN ESR, 2p)iHS LOHL TAT. LST A97MHA-

1) LOH: KT —@&BfH, HTENROMKER. RAERGIESENFBEE, SiEaFERT
15Mb H/ANFEEANGOARK R AR . NERNE, A a3 R # )
p kg E&MEdge (Copy—neutral loss of heterozygosity) ;

2)  TAL: #umki. APEAE 2R, KB L — € BUE KSR AP O R, BE B E
BIFH A — N o R R AN I 220 HOK T 11 Mb ()55 A7 58 PR AN S48 1 e Ak v B

3)  LST: MMAHBXIR (—fE T, PINKIEKEYERTET 10 Mb, H XIg[a R &
T3 Mb) Z ISR W R4 55 (breakpoint) IEE .

R HRD 43 (HRD score, MHRJY GIS) BT Fik LOH. TAI. LST =/MEFRIILE R,

LOH, TATAILSTRE =AMRFRHA IR E L, A —EREE L #RER A I HRDAI AL BE o (EAHAL AN R bR, =

MG E A T AT R W R A RARAS o FDARLHE IHRDAS My riad myChoice® CDxH, it =445

PR 7 A5 B R A AT E 4> (genomic instability score, GIS) , F45&BRCA 1/28980% 4L =

RS —BIFHRDIRES -

PR FIET{E (cutoff value) ®E

IAE BT IE A ILO, TALL LSTIX =/MEbs, FLE&1HEAFEIHRDME . ARHEHRD /- E (1) FH
P TR X 465 R 0047 B BH 1 40 52 o HRD 23+ 114 B A 0 BB S 80 47 78 2 BRI 9, FTHRDAS 771 A L L 11
Bl oy i RE (B SLRIBGIEAR 2], (EFHIGREEARRATHA s FRil I 2580 RR S, 3 — B I0E
HAEARFEF G TEE SN SR, NG &R (R I0AIE IR A o T AR CGBRARA) MR8
a5 U0 5 TR A7 B A TR A B8 AE o ASHRDAS I B2 A Hh FRIHRD 2 B 44 W EL 1 5 20 WA R AN

JE T :
a)

b)

A S S T R PR AR BN ] — s B 1 00 BRCA 22 R I RS (R I AR AE AR I
255, EAT BRCA SR IRAS 5 HRD BN B 5K A AR A A 7, BRCA SR A SR A1 B 55 /38 31 95%,
R FE X K HRD 0B, AR D020 A B B (BORJZ T 5 FE X AR AT IR IE 5

e R 24 2% 2 T AT BE A U AR ARV 6AIE - DURR SE g ey, A PARP 050 BRAF SR 25 W i PR T 2815
SRS TR RAEAAE OV IRUESE (b 2R i PARP FIGHISRIESE ) » Bk B AW 52 R
P A BT {EL RE T A PR 245490 S L T 3R, - DT A5 21 22 s P 28802 T 6 IE FE) B U T o PP AR HE
AR 5 AR 5% 245 4 PR R DA 25 RO 5, G RCEAR SR I E BN TR b - IREEPN FE b LU I
PRER 2 Ge vt o0 M 75 1845 2 e PR3 P (R AR AN Ge it o A 7 i AR — B 4 (] PARP 1l
724 W PR 6 R AR A A EAT SR IE A TN T H 1473 R AR RN 5 2 W e PR 1 e 5 SRANAFAE S
HESE AOHEERE AT 23407 S SRR FE, T HRD PHPE BE RLRE RS M PARP #41 57)36
7R 2 . A RN PR T I I, AT A DA 0 0T 2 R 5 e o 0 B B
HBTE ;0 7 e PR R SRABEAT K, A3 0 R B 0 B, D0 7 A 245 R i A PRI P W
PRI 288 UESE P ISR IE o

g b, RZMBAEA B E LD BRI IR, BT H A A SE B A PARP A 771 5 FH A S B
oL, AERIINIH BORTT AR B, AT RERE LASRAT 2 0% B AT & BER 10 F 25 A 58 B PR 24 2007 /= THI 1)

10
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FRAPEFIWHE I . SESORIF RIS, NE S 58 ARV J= R BE P WHE IE 7T, 5 13820 58 38 IR R 252K
2 T A SRAIE » 455 PARPA I 773 (5] T JR i R 1356, 4% 125 97 b s S oK 56 B A B 12 Wik v A+ i 45

10.2  FHFEXK
10.2.1 &N

ARICAF10. 2. 2~10. 2. 5RLAE R — ksl o R 2, 75 2 SR R To R, L EE ks
10.2.2 HUBFRE

T I ASE AR () 000 3 5 i T Ak B 5 45 21 (R BAMCSC A 235 2 DA H5is i 45 FR AR 223K

a) WP B EAE Q30 (%) AMET 80%;

b)  JEFH X AMK T 95%;

E: WXE (mapping ratio), FBFEARMITFERS, WX ESHEEKH M readsl %A A LM T reads 51 Ll .

c)  HRD #REFH IR e (lSRAER ) AMET 45%;

d)  ARCEI7E 55 IR SOA B BRI ST bR . B AR
D kil b O HEREAR R RO 378 5K A B AR T 150X;
2) KX FEA CIEHE AN D WA CFISE SR A AT 100X,

I BRCEWE SRR (effective average depth of coverage) , fREEEILFMFLE R G, EBREERFIE
DR AL BRI e BT 5 0 T B SRR . B R R 45 S (5 UGB/ 35537—2017,
3.1 1. “SPIERARLL” E CGB/T 30989-2014, 3.32.

10.2.3 PAMRIER

I P J 42 ot G 0 55 R 87 SR B 42
BAE S CLl e HoAh 7% (ANSNP-arrayBEWGS) A, #f 8 A4 A BH I i B PE AR v S BRI R AR A . BR
HRD BB EAR . BN EAN, LOH. TAT. LST=ANAHICHEFR B 11 40 B #4078 B 1 40 8 (X T o

10.2.4 PAMRIER

I P J 42 it G 0 55 TR 87 A B 42
BHAF R Ol HoAth 77 (AnSNP-arrayskWGS) #0U, #f & R BHME bR v b B R EEAS . BRHRD R 43
A% E - BN TESN, LOH. TAT. LST=ANFHICFEFR B ) 7018 B #BAE B = 1) 40 X Ja]

10.2.5 FRMEEA

R BRI ER, A HTLOH. TAT K LSTAME, MR 45 B 54 HHRD A «
10.3 ZERERRFIE
10.3.1 @

ARAE BE IR EFIWTE Ccutoff value) BEATARINIA H 145 KA E o 2 RT3 H ) BH I W {E R 22
i PR 24 2005 2 T SR T 5 RAN AR BN I A SR Z T 0 A PEREAS B 45 R, XREARER B R
TT AUHRDRA B AR 735 A I 5 3 PR L BALDTIRIE XS A, AR EAT I R L FRRE 2 2 10 5 25 0%
SRAE AR T S o PO 2 THI A 5 T B A Wi L ot — 28 e I PR 25 380 JE T SR AIE , 72 B A it B LA 24
VIR At PRI e, 459 380 A 28 R W R 24 280 R I £ B 1 A I o

10.3.2 PAMFIZE
X R AR IAEA, E TR BIHRDME < cutoff value, WUAIE AR HIEE RIE

11



T/SZAS 45—2022
10.3.3 PFAMHIZE

XTIl B AR A, E TS ZIRHRDME = cutoff value, JUAIE A 45 R

1 RN FGERRRYE

1.1 R R A B AR ™ B B S D™ 5, F T2 16 DNA A3 R BUBU/ D I, 2845 ROV 178 w5 8 TS R B
JRIEER, T AESECHRD K I

1.2 RS R 4 i 5 FE Rk TR R, TE R 1 A A T B 2 A, AT BB S8 HRD A
R

1.3 {EM I BEATEAT “RFEAR” R, SAEH B B ook BT HRD A s 5 5 FH B0 g ZH 2R A
HEAT “BAREAR” R, SLEEARSINI H 4 A P et 70 DEAk 22 S (0 VRS2 R 1 G e Ak A PR 5
11.4 LOH. TAL A1 LST f)vt4 45 R 5 HRD A MAGRIAE FH B9 AAE o i AR A OC, = Fa b5 e SCH A (1) 15
DUR, ANFERSINIE )44 IR T REF= A — e 2 5. B AT LOH. TAT. LST MK EEBIME, 754 KR
AR, (HSEFRAT RESZ BRI H HRD H3R X IR pg g2 ma,  BRAS I T 5 RI3EAT 77 ik 2= R A o
1.5 AS[FEMEFR . 25990 RAS I Y07 58 51k HRD 238 1A BH A 0 WL 1 22 5 o ELAARAG WU 50 B 1740 B 14
TH N B Se e A Z TH 20 B 1 RER NS G 57, 5 R 2R Z HEHE, g RImK ELL LT MiEZ%
A . B I B A R R 24540 (%) 245 80 T SRR AT B A AL PR 3
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