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T

B

A B GB/T 1.1—2020¢ bR AL TAE- I 35 1 343« b i A0 ST B4 45 F AR =5 410 U D By A A
EE

BHEBA AL NETTREW K& M. A 0B KA LI A A& U = M B SHE

AXHHERGREEEHERRL.

78 3O A ph 4 ] B N R A 36 S B = AR SN2 T R AR HEAL BOR ZE 51 & (SAC/TC 136)1H 1,

A SO B B T R 2 R I B RN R S R B B A BR A B LT N T AR B A A
AR A PR B AU R B 7 4% AR J T 72 Bt AU 53 BB A R A 7] BRI AR AR IR Bty A BR 2 D
PRl A EER A RAE HITEEAYEAREROAERAR I RZA TEEB A RA
BTN B A T BT A R B AR A B e R R B PR F
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BRCA EERTEXRNAF TR HEERH
BAREXR(GRENF )

1 EE

ASCAFHAE T BRCA i R 58 78 K6 18 70 0 B B4 e 10 1k 790 8 R B8040 A 10 50808 ) i L 80808 18 Y
BOHR AL B3R T A B0 R A 2 A A

A SCHFIE AT BRCA B R R 2R 22 28 K U7 & \BRCA PR 28 25 A6 I B4 8 2 F0 BRCA J (K] 28 725 fiff
e B .

A SCHEAE T BRCA J IR 7 4 Jfa 5 28 4 B LA Ko XU 48,3 (Sanger) Xt BRCA J [H 5828 #EAT R I

2 MEMSI A

B0 ST A A A S O SO B ALV B | R TG AR SR e R AT A B AR K. b T H 5] XX
14, 0% B 3R B A RRASSE F T A SO0 5 A H 51 RSO B A (B3R Ir B B SO E M T

A3
GB/T 29791.2 HRAMSUTEESTFSMEE R RENFEE Grm) 8 2 8o L ARSNMS W5

3 RIFFMENX

THIARE A& GE T A .
3.1

BRCA EFERTHMEEE BRCA variant database

H T4 Xt 2L AR 9 5 ;B L K] (breast cancer susceptibility gene, BRCA) #4775 18 & I /3 i 3 /37 5048
1 FH AL AE B IR AR HEAT 20T, O X S A8 5 SRR AT A 132 o K A U 3 (9 28 5 43 S 3OS L T BB UM L B SR LW
AE R PR AN R 5 28 K I 7 Bl | SR AR R S AR A R S ME BIL B — R U B 1
3.2

%% coding sequence

W —EEATYRITI B TEREN T A TXILHWNT.

[ :GB/T 34798—2017,3.2]
3.3

MFFRE depth of sequencing

fop WU AL A rh RN 8 160 A PR R 00 P TR

[k .GB/T 309892014 ,3.31]
3.4

FASTQ %3 FASTQ format

FASTQ B2 T XA K RAFLEY 73 GEE ZERF 5D MH W T R EF RN BT RR &7
FI bR AR 2 .

[k ¥ .GB/T 35890—2018 ,3.9]
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3.5
{iE& location
— A — B A 5 — B K BRI L A X AR AR B
(k¥ .GB/T 34798—2017,3.6]

3.6
MFFiEHK read length of gene sequencing
Wl e e WU A5 B B R LB BER B, 0 AR L BUROR
[k .GB/T 30989—2014,3.24]

3.7

SAM S5 F A | L% R G PP R TR — 2T B BREAT LA R AT 43

—
——

—_—

pss TR 5 KTR,
A & BRCA J K] (& 0§18 X 350 B AS /N F 4 i3 /¥ 51 (coding sequence, CDS) +15 bp,

4.4 R4

HHEZRZSH MBS G HEFTR I, BRCA K PR 2 78 6 I 1570 &0 AN 7 A ) FC Atk 4E A s 0 B0
o ] REBUR B R AL L

45 EEH

W ERZ% s 2% SR 6 R — R & w2 RN 3 K, 3 Wil B 45 R 1 M
B 4.3 Fl 4.4 EK,
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4.6 BRCA EFZTREIEEESNITEM
R 152 I RE B BECHE 2 U L RO AR A SR N A A A LA B K
. R BIA R BRCA B[R 750 4~ 45 7 & 1 BB FE 7T S Mt 3 C.

5 HEEHBEEM

51 WEFEE

AR e 5 4 57 B RS R VR W P 8 95 TR L BRI B 3 ARG B0
WU 697 & FE SRR 0T 6 %,

52 WEAFR
U A 2 3 % LA RE B O B B T =X O /B0 B ) A R R
5.3 HEXREKE
BERENELGFER 1 FIIEEL.
1 HEXEKEER

F5 2 FEANE
1 A 45 (sample 1D) HAFHREEARSR S, 5 FASTQ X3k BAM {4 ILAL
. RAAZRF HORAS W0 R0 bRl B, St o 28 A, 3L AR L IR AL
2 IR (condition)

5 IR TR MR R B RN

Y A i 32 14 5 A S Y R 5 A B A D R R A SR R SR T B R AR A B

3 R &R AR /4 40 i 28 AF (origin) B ) )
B HR R, HE CRiE”

4 BEA ISR (sample type) BB RE AR, fn 4 i . O s T B 7 e f A 4
5 2% H A 4l (reference genome) H4% —1{# A hgl9/GRCh37

6 Y {71 4K (chromosome)

7| RERALE (chromosome position) | g kit ) A S 6 4 X M — B9 5 8. e G PR B T U TR 6 K 11
8 2% R 4 B84 (reference) based) ffy A 43 &

9 ZE 4% i g AL (alternative)

10 4li 72 & 1t (zygosity) BEHTFRRRA, AFE M F ARG MR
11 R AL S (allele frequency) I T R SR AR /R 41 e 58 AR
12 H: A (gene) BRCA1/2

RYEREFERINE T NS TELEFE MR T 1exon D) AF

13 | SFET/H & T K B (ExIn_ID) _
T 1(intron 1)
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R HERXRERER (8

5 F K FEAR

RURAM I AEBE KR, M LR AR L RE BHRE AR

14 T) B 2 4% (function) )
AR KB T RS R EETERS

15 B F 7 (transcript) % F A BRCA1:NM_007294.3; BRCA2:NM_000059.3
16 B AR (cHGVS) HER ALK HEFHAZ R B 2L (Human Genome Variation Society,
17 AR YA (pHGVS) HGVS) iy 4 ¥ HL I A T 51 48 5 1R 5

B IR 56 [ BE 22 i A5 20 5 B R 4H 24 24 4 (American College of Medical
18 I PR & X (clinical significance) Genetics and Genomics, ACMG) ff# 8L K AR 7 20 0 5 28, 43 3 S 8
L ATREEOR B R TTRER A R 1

19 HEHE %5 9% (evidence level) B ACMG U XF UE 3% 55 R 3t 17 2 1)

20 AF S f# 5% (variant interpretation) HH BB ACMG B %F 48 5 (1) 340 B 10 o 47 fi ok

21 #32 # (submitter) H2 gt A W AL AA 42 FR
22 KU 77 ¥ (detection method) WAL 7 B A5 B Q0 ) AR 0 sl T T
23 K3l 5 & (platform) AL F A ) RS

24 $#£22 H # (date of submission) BRI E W H B

6 HIEEMBERT

6.1 MFFEHFEEN

B N FASTQ 5 BAM 485X, BT i B 4K 2 R H Sanger MR R , b7 58 Bt 3k Fr 81 25 B A B30

6.2 MR HER BTEEH
6.2.1 BRCA ERE R F T REZF

X BRCA J R AS P 518 [X 488, ) 2 55 K 7 36 3 100% , HAR KB CR/NF CDS=E15 bp) B 2400 7 38 B
H>150 X, P A A 2 R 1 Q30 B Q20 (K ms 3k R B EH R R F R B AT 75% . IR EHE 1
GCERBEAA AU ~60NX[EH .,

6.2.2 EBEFHRNFFHFTEEF

Hir X3 CR/NF CDS+15 bp) 8 50X B 2 B >99%.,
LW R AT S5 U A A R s K

6.2.3 HIBFNFHFREZRS

B 5 X3 CR/NF CDSE15 bp) Byl ¢ % B ¥ — M (uniformity) ‘H.>>90% .
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BARX I CR/NF CDSE15 bp) M SOX BEREH >99%.,
B R I 5256 2K A A B K,

6.3 ERIMRE

15 B AT BT HEAE B UL R R B B 2 BN R AT 0 0. (S E AT BN s k. Xy,

RO I BWA 468 et T HEE A SAMtools #47 BAM U A2 AN Fi4L B, ¥E 1] hg19/GRCh37 1£ 8 5% 75
AT L %t HERE U8 3 A B2 5 % 45 B8, {# ] Picard-tools ) MarkDuplicates T HARiE 2% H & 5 PCR & & )
reads, Xf BAM #47 it 42 i (QO) , B B B R B B — B F B, A F & 0 4 (it dn GATK %) X SNP,
Indel CNV #EA7AE R KM . B J5 LA VCF B 80 A8 SR I 45 31, - i R i A7 1 e . SRR Bt iR AR
W7 & 7605 B 40T AR i B A BRI (QO) #4n U S HEA Y GC & & IR B B S A — B 45, DL CH At
Kl oy o, il £ EESERA T HEARMLPA S S H MR F L —8 K%,

6.4 TR
6.4.1 TRIBRSEER

TRERSEZEFERENMEEUT A

a) ZFEFAEMA T EFEBEERA : GRCh37 (hgl9),GRCh38 (hg38),

b) S I vE B B R A B B % AR : NCBI Annotation Release 104 & 105 %f i GRCh37;
NCBI Annotation Release 106, 107, 108 Xfi; GRCh38,

o) SHENER G FA G AR R E AR B B R BRCAL: NM_007294.3;BRCA2: NM_
000059.3,

d) HFEXEEA/NF CDSE15 bp,

6.4.2 TRMBIIRE

X B 38 S B e AR T S S A AT L o) RE A S A B2 SR s AR R L DL 1. 4% MR G AR S o AL
S TRISIE 4% B4 ) W o 15 78 5 53 SR I S T AR S5 A e A TREJICH A ) S AR 03T 246, Wi 4 788 S A A [ 40 1
B SCHR 410 38 B 45 A2 22 BY a5 S0 RO X IR R R LA B B R AR S S 6L A IR AR 6L M T E 2 SE B A E
W B T X R E AR R BT E AL G R R EWBFE . B4 S U LA R, i RIRELZ R
RIS A VLU X 55 SR AT AT B, 45 B S A B B0 | FT REEOW L B SCR WA V7T AR R AT R I 7 R 45
R FEAEF 0 R AE LSRR P& LI = 0 LURSE LR g S B BB LT, B Z R A BE T L
WA AR L 5 DR 48 4R A AH DGR AR 2 LA SCHRRAS H HERR 2 BT

(@3]
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2RI RR
i
B %%

l R RBBKHRSE (PP4)
NTEEBOH 1 SR i
(BA1 BS1 BS2 PM2) BEAx BEHE (PS4 )

* KRN T (PP1 BS4)
SR/ Bt R FARIIEBR

UEHE

AEALAEFAHAL (PM3 BP2)

g2 58 (PS3 BS3)

|
|
|
|
FRAR (PS2 PY6) |
|
|
|

FEIABBURER (BPS )

TN

f ,
K ER X & F B A5 (PP2 BPI PSR
(PVS1) R PS1 PM5 ) %5 5% ( PM4 BP3)
{ { f
’ 5L BB ( PP3 BP4 BP7 ) ‘
]
‘ BT KRR CPMD)
! !
| Wik R XA |
I | |
| mwm || wmmw | | s | [ mere | | wm |

Bl ERBERE

7 HEENBEERE

SUHE T S N ORI e et R TR E S ST RO R AR E RO E R,

PR 7 T 5 A PR A YU HOH0E TR T A K A B R L B I DR B 7 A 4 R B AR T B B R Bk
5] . HCHE PR B B0 B A A R E A TR AT A .

a8 7 T, R E T B AR B A, Tl FASTQ.BAM . VCF U Ml & 1 45 RBO 45, IF 4
S BORAF IS, LU £ A B BR P9 1T 38 B9 A% O B0 o 8080 SO T DA ZE 7S M B R SR AR A, WA A M A7 A
IV 158 B A il A A T 5 2 L 45 1) BB T R A A 2 3 B B ) S il

BT N B e R B R T RO R IR S AT BE & AR B BHE £ O LB IR T 45 XU 2 5T A R 1Y
T )5 5 e R 95 97 L 7

R A S35 A% BT IR AOHE 00 BN A A A N R A R K

8 MRIZARA

8.1 E|/AE

FEAR A5 REAL TN Fe NG S B R AR BT VL Sy A8 e # B AR S o i ALY RE AT UE AR 0 0, L9 IR
6
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2B B %5 IE 3 (very strong evidence of pathogenicity, PVS), & 2 % IF #& (strong evidence of
pathogenicity, PS) , 1% BURIE$E (moderate evidence of pathogenicity, PM) , 32 #8f% iE#% (supporting
evidence of pathogenicity,PP) ,Jft 37 B ¥ F#fE (stand-alone evidence of benign impact,BA) , ik B M iEHE
(strong evidence of benign impact,BS) , 3 #F B #iE#E (supporting evidence of benign impact,BP),
O HEARMEM M T RE R W E B S HE AR ¥ S (ACMO KM BEER S XS HE A E
P S 12 AR 56 SCRR B 5, 2 M % B,
E 2. IEWES G B B A RS B T YO B A0 UE B L ol 0 BT L T DA R 2 T4 B R [R) R E B KT R

8.2 Euswm M FIET

IRBOEHE 43 P 2S5 » 7T LAXT 8422 5 3R A5 B IE 48 BEAT I BUH5, F 35 B8 42 28 57 00 JE Bk 5 A i LU
(UL B.3) 4 R BUW T REBUR (SR M VAT RE R PEFT R 5 25,

8.3 SENEE

AP S i 52 B 0 525 J0OHE P . 3 R S S0 B IR AR A IE W AREBOE P B R ERR T B 7
5 37 B % #E P2 (NHLBI Exome Sequencing Project, ESP) . T A Z: [H 20 %% 32 & (1000 Genomes
Project) . 4b i T 20 %8 & %45 & (Exome Aggregation Consortium, ExAC) .gnomAD $#EFE., H¥EHR
SCHRE 35 N A FH 28 A8 N 15 B M 2, 5 E A PR T ClinVar 304 2 . A 283 I R A $ 4 2 (Human
Genome Mutation Database, HGMD) ., Leiden JF ji 28 25 ¢ 3% £ (Leiden Open Variation Database,
LOVD) #1 BRCA Exchange %{#% % (BRCA Exchange database),
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A1 AR
DNA #4<,
A2 HAiE

FIF BRCA J: [ 28 28 K0 0 170 & 9 P BRIP4, 38 H T — AR A AR, LA — AR i A

M o A
(HE R

BRCAERERTERSEMm

IR Y 8 TR Ty vk (B 25 SREARE G T2EM .

A3 ABRERREMR

2% 4k 25 TR AR ML R fF R ILE AL,

®Al SEZRER
%5 L7V BE | AT FEARL
BRCA1 | EX10 p.Lys1183Arg
1 BRCA1:K1183R_1 BRCAI | EX10 p.Asp435Tyr
BRCA2 | EX11 p.Asnl1784Thrfs
BRCA2 | EX14 p.Val2466 Ala
2 BRCA2:V2466A_2
BRCA2 | EX18 p.1le2675Aspfs
BRCA1 | EX12 p.Argld43Ter
3 BRCA1:R1443STOP_3 BRCA2 | EX11 p.Asn1784Thrfs
BRCAZ2 | EX11 p.Lys1691Asnfs
BRCA2 | EX23 p.Thr3033Leufs
4 BRCAZ2.p.T3030fs_4
BRCAI | EX10 p.Asn810Thr
5 BRCA1:K1780_splic_5 BRCA1 | 1VS19 c.5277+1G>A
6 BRCA2.p.T582P_6 BRCA2 | EX10 p.Thr582Pro
7 BRCAZ2.p.R2318 % _7 BRCA2 | EX13 p.Arg2318Ter
8 BRCA2.p.T3357R_8 BRCA2 | EX27 p.Thr3357 Arg
9 BRCA1:¢.981_982delAT_9 BRCAI | EX10 p.Cys328Terfs
10 BRCAZ2:¢.5718_5719delCT_10 BRCA2 | EX11 p.Leul908Argfs
11 BRCA2:¢.3109C>T_11 BRCA2 | EX11 p.GIn1037 Ter
12 BRCA1:c.3333_3333delA_12 BRCAI | EX10 p.Glul112Asnfs
13 BRCAZ2.:c.5171delT(p.1le1724Lysfs)_13 BRCA2 | EX11 p.lle1724Lysfs
14 BRCAZ2:¢.9274_9277delTATT(p.Tyr3092Cysfs) _14 BRCA2 | EX25 p.Tyr3092Cysfs
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% PRI HEA | SR T RAL A,
BRCAZ2 | EX11 p.lle2149Terfs
15 BRCAZ2:c.6445_6446del AT (p.1le2149Terfs)_15
BRCAI | EX2 p.Met18Val
16 BRCAZ2:¢.3883C>T(p.GIn1295Ter) _16 BRCAZ2 | EX11 p.GIn1295Ter
17 BRCA1:¢.5470_5477del ATTGGGCA (p.1le1824 Aspfs) _17 | BRCAI | EX23 p.1le1824 Aspfs
18 BRCA1:¢.3800T>G(p.Leul267Ter)_18 BRCA1 | EX10 p.Leul267Ter
19 BRCA:IE# _19 — - =
20 BRCAZ2:c.988delA_20 BRCA2 | EX10 p.lle332Phefs
21 BRCA1:c.5156delT_21 BRCA1 | EX18 p.Vall719Glyfs
22 BRCAZ2:c.275dupA_22 BRCAZ | EX3 p.Ser931lefs
23 BRCAI1:c.4013delA_23 BRCAI | EX10 p.Lys1338Argfs
24 BRCA1:c.68_69delCT_24 BRCAI | EX2 p.Glu23Valfs
25 BRCA2:21-27 B4 F 2 & B4k _25 BRCA2 | EX21_27 EX21_27 Del

E 1 SERUTB RIS E RO RATLE.
2 RN RA TN R BOR A T BEBOR N AL R
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M % B
(HEHH
BRCA & [ f# i 81 W 71 61

B.l TRIEABXSH

B EEEERE¥ S HRHZ%S (ACMG) fREMN 28 508 5 35, 4 51 R0 (Classs) |
] BEEUR (Class4) . B X A B (Class3) 7] §E B M (Class2) 1 B P (Classl)

B.2 HRIEFEELR
B.2.1 HWIERER

B.2.1.1 HE ¥ BBURIEHE (very strong evidence of pathogenicity,PVS) .

PVSL. TR (LN R BMERNBINELS S +1 i +2 MR EBEHREFNTERRELE,
BT AN FER) , Hiz Ik R 89 T g B 5k (loss of function, LOF) &2 & 41 I BURALH

BRCA1 %3 1855 i & S MM BRCA2 %5 3309 i A EMRAT A AEM L X RAEWRBIL R, 1 LI/EH
PVS1 JE4E X HF, # 4 1855 Fl 3309 HEMFE A LM KX RE R B RAEFTELE S XMBE R ETES
FI T,

NTLMmE] 2 MIERE, B ERTSFBHEN RNA FHUE, XXFHETESEBER
RHIEE, AM L PVSL iE#HE, L% B.1,

XTAERSNE FEERE, MR ZAE RS BRCAL 5 1855 i & ZEM A1 BRCA2 £ 3309 i & R
R RAEB IR, 1 LI/EN PVSL EHE .

XfF BRCAL/2 BB R M B2k, 76 B A8 HoAth b 48 5k SRR IR 4R A5 B0 R, o7 LA S7 (i A PVST JE 4% H1

9B 1EESE B E 3T, PM4 PP3 5 PVS1 AeelRIBT i F .

RB1 EEABNKBEHEMXFNA BRCA1/2EFNIEFXRRIFER

R ke IRl R O AR AL AR

c.442-1 (IVS7-1)

A8p
c.442-2 (IVS7-2)

c.548-1 (IVS8-1)
c.548-2 (IVS8-2)
c.593 to non-G
.593+1 (IVS9+1)
59342 (IVS9+2)
BRCAI a1 c.594-1 (IVS9-1)
.594-2 (IVS9-2)
¢.670 to non-G
.670+1 (IVS10+1)
.670+2 (IVS10+2)

c.4096 to non-G
Allqg,All c.4096+1 (IVS11+1)
c.4096+2 (IVS11+2)

10
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£B1 EEABNKRHEMNCHSHFANMN BRCA/2 EESEFXERXEETR (40

S5 o R DY ) 5 4 55
Al3 c.4186-1 (IVS12-1)
P c.4186-2 (IVS12-2)
BRCAI
Ald c.4358-1 (IVS13-1)
4 ¢.4358-2 (IVS13-2)
6842-1 (IVS11-1)
BRCA2
c.6937+1 (IV
c.6937+2 (IVS12+
1 R
H2, ¢ 13 H 57 84
3. F) = S
—_————— .
S=—=——==" i W
B.2.1.2 YT 17 (strong Semieot pathghtalcity S,
—— ot " 3
2 PRI AR IS & O = AR K
S — i AN
C 12Leu) FE ‘Eﬁ@ﬂhl.& o ARG
» =X Wil NN
EEL S50 52 S i 07 5 e PS1 i
s e )
P T3 ' :
AHHE R B
b) PS2
aﬁ#%ﬁp IR Y
XT F# KA
B9 — BB A 2

&) PS4 RAE BIR B D BT R B2 TR B AR T B (P /N T 0.05; X T & &M
i B8 A A X XU (B RR (relative risk) 8¢ HofE . OR (odds ratio) >5 H B{E X [BI A2 1 BFa]
8 RS .
Fedew E LN ERERAX BT TR ERITZER A2 MHRREBLREXRAWEE D
M0 2 0 %o BE A R 022 B CABEBOHE 2 v T #GED v IME A P S BURIEDE . BIEWER W EE A ER
A LABEAT FH R B R A
B.2.1.3 H K IEPE (moderate evidence of pathogenicity,PM) :
a) PMI: i TRAHEXEHFIEF HHM DS, BZX BT REER.
b)  PM2. A5 f ESP 45 i . T A 2 B A ¥ \ExAC. gnom AD A BRI & 7 610 3 g &
WAk .
e DR i R 40 %5 98 (ClinGen) B9 25 S 35 TAE 4 (SVD A R ZIE 4R 8 R F 13 w5 AUE , B h T BUR
11
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UE T » o8 5 PM2 o8 40 185 A 530 1 At 43 2 B0, T4 4 32 HH — AN i 3 5% A9 SE 9% A — > 3 B 38 7T 0 %
R AT RE B
B S22 ] F 1 0 1R B AR ARAR , R AR AR T 25 <C0.0003,
c) PM4.FEEEXMENGE/HARTSIEMEARKENRTE ALK EFBFERZEY
B EBAE,
&) PMS.HiHE N ERFBEAEREN TR AAEHRE HR —ME L HMEERKEN
CREMNBURZ R . G KW Argl56Cys 85 XML E M Argl56His EMBURESR .
BB 77 B ACMG 48 /g i U Ah & U 88 7 5 HBUR M7 02,
A ORI M BOR AR O A 5 mRNA By 8805 , Bk A RSN L 56 E B B AR R4t 2B mRNA By
FBt & AR BRER, 0 PMS JEHE TR 28 E A, W& B.2,
e) PM6. REWFERIEMH ZAEF,

x B2 BHSZMETEM BRCAI/2EANT R

55 AR mRNA %74 T 6 2 AR
BRCAI R1495M (c.4484G>T p.(Alal453GlyfsTerl0)-predominant
r.[4358_4484del, 4358_4675del] )
(p.Argld95Met)) transcript
BRCA1 E1559K (c.4675G>A
r.[4665_4675del ] p.(GIn1366 AlafsTer13)
(p.Glul559Lys))
BRCA1 A1623G (c.4868C>G
r.[4868_4986del] p.(Alal623AspfsTerl6)
(p.Alal623Gly))
BRCA1 D1692N (¢.5074G>A r.[4987_5074del, p.(Val1665SerfsTer8)-
(p.Aspl692Asn)) 5074_5075ins5074+1_50744153] predominant transcript
BRCA2 R2659K (c.7976G>A
r.[7806_7976del] p.(Ala2603_Arg2659del)
(p.Arg2659Lys))
BRCA2 R2659T (c.7976G>C
r.[7806_7976del] p.(Ala2603_Arg2659del)
(p.Arg2659Thr))
BRCA2 P3039P (c.9117G>A
r.[8954_9117del] p.(Val2985Glyfs * 4)
(p.Pro3039Pro))

B.2.1.4 T EEURIFHE (supporting evidence of pathogenicity, PP) ;

a) PPL.ARAERRTMEMKENILS .

HOABERRRA L, SRR, 0T DU T2 b 45 308 BURIESR .

KR LR BRI KRS NBURE R SRR S BEE R & MR R E A gt 35
BRI T SR I

b)  PP3. Z Rl TR AL AR 1 I A2 S o X B R e & B R P W) T RB A, AR R AL AR SF L BT R

S CHI B i AR AR A S5 4% B B AE R & 1),

F T 8 00 A 2 SR — BORT LA S — AR R 5 a0 SR Bl 45 SRR — B MU AT AR Ry — e . WA
A AR W Bk 4 S~ SIFT ., Polyphen?2 . MutationAssessor, MutationTaster #1 REVEL %5, # A 80 #
ZE AT I 4k 44 K Splice Al MaxEntScan . NNSPLICE 1 Human Splicing Finder %,

c) PP4 . #ETAR 5 00 B 2 R A B 5 S0 5 0 I I IR R AE B A R B — Bt

R LAT 2500, T LA BAE R CRHEE . D GRKI REES, KEB TR ZERBURRZR

12
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BEEGRI A, 2) BEAEMPARNESMENER, SHMAEARRAILFLES. 3) BEH
BEAFERLHBEETR., 0 FRL5EBRETR—. ZEIMEN SRR, A IEREFEE
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CERE)
BRCA #iEE

6 v A 2 R I 9T B 2 oL 9 BRCA BUHE 8 f 5 B8 S 1 VCF S0 3 Al B9 BRCA
B R AR AF MR AR o, 4 B AL 9 A AR B A AT AR HEAT AT 4 MR N R AR R B IR AR

C1 MEERMEEKRK

BSR4 CDSE15bp INW T EZE R .
B A E R BRCAL: NM_007294.3 5 BRCA2:NM_000059.3,
BREEREZVPAEEXECILFHE.

xCl1 REERNSE

W5 HE

1 A 4R 5 (sample ID)

2 # R A (transcript)

3 A AE (cHGVS)

4 HEMRUAL (PHGVS)

5 28 A5 45 #K (allele frequency)

6 I K & X (clinical significance)

7 A% S ##35E (variant interpretation)

C2 RZZERpITHHMN

BRCA EFERAEL W AP FHME (Positive) , & th BUR A 5 81 /57T BEBUR A 57, #3245 R I
KB X AER (Class 5) FIAT BEBUK (Class 4) 5 B (Negative) , KK H B A8 7 A AT BEBUR AL 5, ff 3¢
ERAIEKE X E LK (Class 3) . 7] g8 Bt (Class 2) f1 B #4 (Class 1),

Class 5 1 Class 4 X FIfi PR YL 5K B 5% W AN A AE 22 5, IRt DA 75 5 X I DR 2 5K 3 B3 i) 4 R i ¢
B H) R o, W iR BB 3R CL2 X i e g AT IE Al .

RC2 BELERITFHN

DS NN AR WAL IR
Class 5 Class 4 Class 3,Class 2,Class 1
Class 4 Class 5 Class 3,Class 2,Class 1
Class 3 Class 2 Class 5,Class 4,Class 1
Class 2 Class 3,Class 1 Class 5,Class 4
Class 1 Class 2 Class 5,Class 4,Class 3
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RAMMBIEG RN — B MERA —HE AW A R RLSROERBRG R, §— (L8052
5 9% BUYRFEMRERET RN A KT 10 40, Hi1 4 R KT 10 4058 A g B2 i@ o 37 4, 5140 K F 10 4352
N BE AR L T4

i BAREEALTE BRCA B 750 MR F., BRFESHTLEE, MIBELERTEFGLETWHEMER,

F&C3 oMM

433 NN BEEER LA e g P $i 43
Class 5 Class 4 Class 3 5
Class 5 Class 4 Class 2,Class 1 5
Class 4 Class 5 Class 3 5
Class 4 Class 5 Class 2,Class 1 5
Class 3 Class 2 Class 5,Class 4 S
Class 3 Class 2 Class 1 2
Class 2 Class 3,Class 1 Class 5,Class 4 5
Class 1 Class 2 Class 5,Class 4 5
Class 1 Class 2 Class 3 2

16



YY/T 1865—2022

& £ X ®

[1] GB/T 34798—2017 #XBR¥UHR 7 514 AL YE

[2] GB/T 358902018 il & 3 J¥ B4 i 51 s K ALY

[3] GB/T 309892014 i & 5 BH Ul jp L AL AR

(4] YY/T 03162016 [EESFERAR  XUBR B BEXS B2 57 &% A 89 B A

[5] YY 0466.1—2016 EEJf7F#M HATESSBAE FICHREFEENFAS 6180 .8
K

(6] TAk%, Wi, BROR, % BEERSEFHESHEE. PEMY. SAaflis. 2017, 4706) .
668-688.

(7] WPEEXLSFH%4S%, BFERBEREE SO, BRCAL/2 B8 #% 5% 1 B £ K LR (2021 .
H AT Bl 24 7K. 2021, 50(6) : 565-571.

[8] Zhang J, Yao Y, He H, et al. Clinical Interpretation of Sequence Variants. Curr Protoc
Hum Genet. 2020,106(1) :€98.

[9] ENIGMA Consortium. ENIGMA BRCA1/2 gene variant classification criteria[ EB/OL].
Version 2.5. [2017-06-297.

[10] Larsson N, Borg A, Hodgson S, et al. EMQN Best Practice Guidelines for Molecular Ge-
netic Analysis in Hereditary Breast/Ovarian cancer. 2008.

[11] Richardson ME, Hu C, Lee KY, et al. Strong functional data for pathogenicity or neutral-
ity classify BRCA2 DNA-binding-domain variants of uncertain significance. Am J] Hum Genet.2021,
108(3) :458-468.

[12] A Garrett, L Loong, L King, et al. CanVIG-UK Gene Specific Recommendations:
BRCA1/BRCAZ2.Version 1.12.




RN

o AR R EEZS
T W
BRCA EFRTHMXFEREIEEER
HFAREXR(GEENRFE)
YY/T 18652022
o AR fEH R AR R AT
bRt A B X A B A 2 5 (100029)
b PEIR X = H b5 16 5 (100045)

R Hk www.spc.net.cn
4% . (010068533533 A 47H>:(010)51780238
TR & #B:(010)68523946
o E AR AE R AL 2R B S ER R ER R
HHHEPE SR

JFA< 880X 1230 1/16 Ef3k 1.5 =¥ 40 TF
2022 4F 11 A% —hR 2022 4E 11 A —KENRI

145 155066 « 2-36822 WA 30.00 JT

: MEENFEZEE HAMETHOIAR
=) MINEE BRLR
BLE—a ERESE 23R 815 : (010068510107

YY/T 1865—2022



