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A,

T TR AR SCHR Y LS AT RS M L R AR SO B R A AL R AR IR 5 A TEAE

AR SO I 222 ah A B R R A

AR SO o 2 R i PR A 36 52 6 %2 AR SMZ W R G b AL 1 R 22 512 (SAC/TC 136) H .

AR SO S B v 24 ARG RE TS B TR IR DR T R BB AT R N T 3k e A 4
AR Ay A BRZA A ST BE 7 R 389 ST e AL BT DROIRE AT BRZS W] BRI R 3 [H B4 A7 BRZ% ]
b 9 KR A P R A B BR A R LT SR A W R 2GR AT BR A F AL T AR TR R A BR
AL N AR AT B 2 0 T A IR ) e R B A DR BT R D

A REGRFEN MY Ir B o AR S B SO B R s TR A
(1)F N S SIS VNN S SN S TN PO



YY/T 1865—2022

BRCA ERRETRMIXF R BEEE A
BAREXR(GEENFE)

1 EE

AR SO E T BRCA He [R5 A48 K I 8 70 8 B B340 e i 1k 7 e 8 5K L B0 H0 e 1 5008 g g 8090 122 1Y)
BB B R 0 B0 A R A AR U

ASCHESE FH T BRCA JE [F IR 2 525 k6 MR ) 4 BRCA 35 R 58 7258 46 0 %040 2 AT BRC A JE R 5 735 fi
T2 14 3t 4 1

AR SCHEARTE T BRCA 3 PR R 41 A 28 28 K6 0 L K WU 420325 (Sanger) Xt BRCA 3 K 248 #4746

2 HMEMESIAXH

B SO A PN R I SO A R T TG A SO S T B A, b i H A9 51
P8 AL B PRI A A & T AR SO 5 AN H A9 51 S e S5 i RROAS CRLAS BT A7 19 48 20 20 & 1
A

GB/T 29791.2  HRAMZS I BTy a8 it 3 p 4R 1 i 5 8 (R s) 58 2 8820« L IR A2 Wil

3 ARIFBMENX

TN FE s T A S
3.1

BRCA EFERZTHMEIEE BRCA variant database

L T4 X 2L IR IEE 5 B[R (breast cancer susceptibility gene, BRCA) #4715 i &89 7 69 10 )7 5038
et R 08 D0 AR R AT 50 B o 5 6T 9 748 48 SRR A7 Mgk 152 B A I 381 1) A2 S 43 Ry BUIW L T RE BUIW L = SR LT
AE R AR 5 25 R I P B R AR (R S AR A R AR B R — TR R B
3.2

435 coding sequence

i — B RS i TR AR T AT AL E T

[R5 .GB/T 34798—2017,3.2]
3.3

MFERE depth of sequencing

o AR A v TR AN 8 1R A TR A T 1 R B

[k 38 .GB/T 30989—2014 ,3.31]
3.4

FASTQ #& = FASTQ format

FASTQ &5 T U B RAEE W T 5 GEE 2R )7 51D AL 3 Bt 5 B R0 AT Ros — &7
G R A 2

[k . GB/T 35890—2018 .3.9]
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3.5
{iLE location
— A B — BEIRFETE ) — B B3 A AR G AR AR A
(K6 :GB/T 34798—2017,3.6

3.6
ML read length of gene sequencing
I e I A5 1) e 4 B PR R B m A B2 3 LA R B R s

(k¥ .GB/T 30989—2014,3.24]
3.7

SAM/BAM #&3z=, SAM/BAM format

SAM 2 T SCA M AF A% R 1Y ) A P 5 15 B0 L LA — AT 3RR — 267 91 LB AT LUK 3R A 43
IR 11 5 B bR AR 2 D B E Bl ASCIL 45285 » BAM J& SAM #% 2 i — i il A% =X,

(k95 .GB/T 35890—2018 ,3.10]

4 RABES

4.1 5

T B I A5 1 T L E A SR I F (B K W 54 58 %, TR B . WEMNAE
GB/T 29791.2 fy %k,

42 BERE

{6 T 1 5622 ki Ml 2% 0 AR 7 0 2 1 S 4 e 2
ST BT AR R 2% S M MR T R B T 2.0 %% T PRRE A 1 2k I 2 AR B 1

BE G a4 .
AU T R E R B A B R A,
43 A

o T E K 27 Wil 2% S AT R BRCA K PR 788 A ) 38 70) 80 7 1 v s 78 S o7 s EL 3 R
BRCA K DA fifp 32 900U B0 A A 152 . fige 132 WU DU AT 225 [ 57 B 25 5 A5 3 R 3T 20K

22 il BB A LR B

a) B AL BRCAL/2 Je K B9 5 AL 7 A5

b) S G AR BOW | R REEOR LB ORI R RE R AR R AE 5 KRS

B & BRCA e [ ity A 0 5 X3 FLAS /N T 2 5 )7 47 (coding sequence, CDS) £15 bp,

4.4 2

i E R 2% G a4l 2 2% St 7RI BRCA J B 5 A48 8 0 8 751 60 AR 07 A6 Hh JHG b 3 B 19 B0
Bl AT RE B A 5 ALK

45 HEEEM

i B % 2% Shali Al 2 2% 5 AT A £ FH Ta) — b oG 50 G i 2RI 3 vk L 3 U 6 4% SR 2 7 ik
JE 4.3 F1 4.4 ELSR
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IDKHRER S ITAIDE=

{37 3 BB 2 T T 2% I % C

K0 P s S 0L T K50 R R 0 P - 5 o A AT R S 26 1B 3 D B B VIR R B I R
I Fe 198 15 M S AP 1 19 B 5

52 MEFAX

B P s Sz 0 P 8l 4 00 e D X OB e/ B4 a0 1) A P 3

53 HERE
Bl R AR N = AR R 1 T AIME L.
1 BERERER
5 4 5 %
1| BEAS S (sample TD) BRI A BE A . 5 FASTQ U fF sk BAM SCfF IR
2 | 4 ceondition BRI 0 R 2 B DA LR 9
A6 5 0 R S A IR L
o | et A Coriginy W 42 52 1 6728 4 S 2 08 S A M R o 0 SR SR 4 B A A T
D0 A ORI BL  BS R
1+ | B (sample type) T REAR 26T, 14 1L T T 7 0 0 40 81
5 | 2% L4 (reference genome) | FL4E—f# ] hgl9/GRCh37
6 | #fifk(chromosome)
7| RO (chromosome position) | g i s A 5 fY 4 X5 ME — 1) £ S e 5 PR 3 R BE R Gk 1 (1
8 | Z% LM 4L (reference) based) ffy 4 45 5
9 | RAEMHIE alternative)
10| #iZefr ik Gygosity) KT R 2R 570 AR T (4 5
11| AR (allele frequency) TR AR AR/ R A0 5 AR
12 F:H (gene) BRCA1/2
b | AT 4 TR B Exn D) BB IS AR D81 7 4 95 T4 B TS AN T 1Cexon 1D A

¥ 1(intron 1)
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1 HERKEER (2O

75 H R ERSNEES
) AL AR A D AR R 2 B, i fm) SR AR AR IR LR AR R VIER
14 Ifig 2 (function) A
o AE KRBT AR KRBT E R
15 A (transcript) 54 BRCA1:NM_007294.3; BRCA2:NM_000059.3
16 WA 22 (CHGVS) AW O AW H A F P4 (Human Genome Variation Society,
17 SERR I (pHGVS) HGVS) fiy £ 1 FLYE 5 K 51 A8 57 1) i 44
T I 36 [ BR 22 A% 25 5 FE R 4] 2 2% 25 (American College of Medical
18 i K 7 X (clinical significance) Genetics and Genomics, ACMG) fi# 52 B8 ) 8528 243 R 5 25, 0 0l S 5L
95 ] RE SO B SCR WL AT RE R MR R
19 IE 4 %5 2% (evidence level) B ACMG H#L) X 3iE 415 45 2% 3t 47 2 51
20 7% S f#i3 (variant interpretation) B ACMG J1 ) 3o 28 S5 4 3 40155 0 135 17 4 i
21 $2 22 # (submitter) SR ALK T B 45 B
22 K 77 12 (detection method) PRI Y 75 2 045 B Q0 ) A 2R 00 e ) R
23 6 - & (platform) SR AR I P ALY ) R A S
24 22 H ¥ (date of submission) B RS H
6 HiEEREENE

6.1 MWEFHEERX

BRGS0 FASTQ 5% BAM 4% 58, i B K 2 B R Sanger 1K & L 13 52 542 3k e 971 2= 6 Fn BB
Jo E E A U .

6.2 MEFHFEHFREERS

6.2.1

BRCA EE N FHEHREES

X BRCA J PRI A 0 8 X 4ak (19 3 5 % 07 75 31 100 %0 5 H AR XA OR/NT CDS215 bp) 73400 17 48 Ji2
B> 150, I A B o 45t B Q30 2 Q20 (kg IS 1) i e Jt it {1 32 3k 7 =) BLANIR T 75 26 - J5 oy B4 14
GC FHRHELE 45% ~60% XN,

6.2.2 FEmAERNFFH REEH

H b5 X 3 (A /NF CDSE15 bp) (19 50 X 7 2% 38 B >99 %,
BT R A S B 2 A A At o R R K

6.2.3 H BT NF R FEEF

H br X3 I /NF CDSE15 bp) B9 7 %R B 24— 1 Cuniformity) B =90 %,
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BARIX IR A /NF CDS4=15 bp) AY 50 X FH 2 EEEL>99 %,
BT R ) S 6 S 15 A A R e o R

6.3 FEESHRRE

15 2.0 BT I AZ X R AR A 8 LA B D G B B A% oINS E AT o0 B . A B 0 A O A 7 A 6 e 3 L EE X
70 S R 0 R R

. i BWA /R8T B A SAMtools #E4T BAM U419 45 BUFI FAL 31, % F hg19/GRCh37 4 £ 751
AT R 5 B HE R L VA O AR H & 5] 45 45 B8 L ff B Picard-tools ) MarkDuplicates T. ELA7ic Y62 & & 5 PCR & & (1)
reads, X BAM #E47 i i 45 # (QO) , 15 BI R 3 35 5 39 — B 55 0m B, 1 48 53 K 0 4K 4k (L n GATK %) %} SNP,
Indel (CNV g7 28 4G . 85 L VCF A% 2 H 28 S A6 0 235 SR, O 000 0 o B h R A e e . 000 488 43k 2 AR B0 RS WD 0
W7 - 6 78 A5 B 43 T 00 R b i B A N B B B AR (QO) T8 b . A S RE AR 1 GC & i IR VB 35 A — 5, DA R oA
K77 95 A0 B L 2 3 BEAR AT ROR (MLPA) %5 5 3 1 00 )5 Ut — 3R %,

6.4 TRBEIE
6.4.1 TRIBESEEL

WREBRSEZE BT NE:

a)  ZI5REIR UAR P PR B A : GRCh37 (hgl9) .GRCh38 (hg38).

b) =% ERBREE E A Bk P sk IR AR . NCBI Annotation Release 104 8% 105 X} GRCh37;
NCBI Annotation Release 106, 107, 108 X} GRCh38.

o) SHIYHE N G R R A CRe AR B AR TE RAR BD R BRCAL: NM_007294.3; BRCAZ: NM_
000059.3,

D HARXEEA/NT CDSE15 bp,

6.4.2 TRMXRE

Xt e 37 78 S5 9 W PR T S TR AT+ IO ) G A S i 152 SR WS ML A L DL 1 s TR A% A S SR RN
N TRIRAE 58 114 4 DB A o 2 47 2 5 53 G o A DRI 78 S5 A 2 S AR Bl T2 ) 2 AR AR WA A S 1 AN ) 00
L SCHR HR AR TE A R RE TR A S AR R SR S R A S L A R DR AR L B D R 2 S B £ I
35+ B0 5 B X AL S R T S AL IO 45 2R e EE S R R A A L LT A R B 1 IR AR AR R
JRIR A A v R U X 45 SR AT A 5 A5 B B A O L T REEON L8 ORI AT RE R R R B9 0 G 2
Heo AR SO G T T A% S HR AT AR S S B 0 98 B 0 Ak o SR A AP R L 0 AR S AN 8 A
P AR 1 VAR R DR AR (A DGR A A2 DA SRR A R S G RN T

o
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5 R AR
{
VEHR G |
Aﬁ&ﬁ;%‘ : | SR RTRAIRE (PP
R JHiik
(BA1 BS1 BS2 PM2) 4{ FEEXT SR (PS4 ) ‘
{
I —— _4{ KA BRI (PP1 BS4) ‘
UESR 4{ WRAER (PS2 PM6) ‘
4{ SfrFEF AL (PM3 BP2) ‘
%Zﬁf | b (Ps3 BSY) |
| R (b5 |
' 1 {
b R AXRKET 8 AR (PP2 BP1 WAL
(PVS1 ) FRH PS1 PM5 ) 25 5 ( PM4 BP3)
{ i {
‘ TFEHLTM (PP3 BP4 BP7) ‘
{
‘ HORR G B (UL
! !
| R S |
| | | |
| omw || wesm || morw || mmss || omm |

B TRBZRE

7 HEENBEEE

B PP B A O AR 1 2 At RRE M OT R e AR S T RO R R R S R

AV 5T o e TR ARG I B0 S T A2 A A 1 B R S B I IR % T R A S B SRS % a1 Al Tk
7)o S0P PR v i) B ke A 2 4 SRR WA T R R AT R .

TR PE 7 T R T AR AR B N S . 10 FASTQ.BAM, VCF SC 4 Fil B 4 1 25 S 804 45 L O 48
Hh PR AR B AR O 7 B IR PN RT3 W A0 B . B S T DA AR il 5 2 i DR A WA A b AE A
IO 158 B A i A7 G P 0 LA 14 BB ) FIAE G 2 00 1 BeE Ti) 2 B L

B I N HLA S8R (W A B B T 5 IR RT BB A A 1 B R CBRIR itk 2 A XU 8 3 A N 1Y)
T 5 45 it A0 95 )5 AL

BN N S AL Y IR B 0 A B A A A N R R

8 MRZiRAE

8.1 IE#FES R

TEBRAT AL 5 R MG s B e TUAE B+ IO e K 78 S 42 R AR 15 o o IR A7 R4 0 0 o A 8 AR
6
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R B G JIF & (very strong evidence of pathogenicity, PVS), ik 2 %5 iIF & (strong evidence of
pathogenicity, PS) , 122 5055 IIF #& (moderate evidence of pathogenicity, PM) , % 3% FU% iIE & (supporting
evidence of pathogenicity,PP) ,Jii 37 B P4 iiE & (stand-alone evidence of benign impact, BA) .5 B {4 iF %
(strong evidence of benign impact,BS), % #F B MEiF & (supporting evidence of benign impact,BP),
FE OV bR o RV R AR AR 3 [ R 2 AL o 5 IR R 4 A 2 2 (CACMG) KA 1Y 3 4 78 S 4y 2 b i 5 98 T K Al 1=
P AN i 152 06 SCTR ) 2 L 2 LIS 5% B
FE 2 GEAR S PR B T P T SO B G Nl T AT LS R B E A S R B R K T 2

8.2 Btk H B

ARBOIE S 7> 2 5 » 0] LR A28 53 AR AT 1 IR 2R AT A58 5 42 MR gt A% 78 S 20 S TR 45 s vfiE L DU
(WL B.3) 73 B0 I BEBUR 5 OR W] Rl BE RAEFT R 5 2,

8.3 ZEHIERE

A S A S B T 2 25 e L P BT A AR R PR R A T R R O A A B R T4 T
M7 3 5 88 JE (NHLBI Exome Sequencing Project, ESP) . T A & K 4H %t 4% £ (1000 Genomes
Project) . #p B T 2H ¥ & %4 £ (Exome Aggregation Consortium, ExAC),gnomAD $(J5J%E . FIWEH
SCHREHh 7 15 FH 9 78 A 7 B K e AL 45 (H AN IR T ClinVar £ 2 L A28 P 98 742 ¥4 2 (Human
Genome Mutation Database, HGMD) | Leiden JT ji{ %€ 2% ¥4 4% /£ (Leiden Open Variation Database,
LOVD) fit BRCA Exchange 3% )% (BRCA Exchange database) .
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WoR A
CRBHE)

BRCA EERTEXRES £ R

Al AR
DNA FEA,
A2 A&

JIF BRCA HE P 5 A8 6 0 1550 & 09 P BE 3T+ 3 1T 1 — A0 R i — AR 5, BL7E — AU e b
Z S AR R PR AN 1Y AR O 1k (R 25 SREARRE S Y TSN

A3 BHERERRTAA
22 At 25 TRE S A RO R AL AR B AL,

RAl SERER

ETRE TN SR | AT A AL R

BRCAI | EX10 p.Lys1183Arg

1 BRCA1:K1183R_1 BRCA1 | EX10 p.Aspd35Tyr
BRCA2 | EX11 p.Asn1784Thrfs
BRCAZ2 | EX14 p.Val2466 Ala

2 BRCA2.V2466A_2
BRCA? | EX18 p.11e2675 Aspfs
BRCA1 | EX12 p.Argl443Ter

3 BRCA1:R1443STOP_3 BRCA2 | EX11 p.Asn1784Thrfs
BRCA?2 | EX11 p.Lys1691 Asnfs
BRCA2 | EX23 p.Thr3033Leufs

4| BRCA2:p.T3030fs_4
BRCA1 | EX10 p.Asn810Thr

5 BRCA1:K1780_splic_5 BRCA1 | 1VS19 c.5277+1G>A

6 BRCA2:p. T582P_6 BRCA2 | EX10 p. Thr582Pro

7 BRCA2:p.R2318 x _7 BRCA2 | EX13 p.Arg2318Ter

8 | BRCA2:p.T3357R_8 BRCA2 | EX27 p. Thr3357 Arg

9 BRCAT:¢.981_982delAT_9 BRCA1 | EX10 p.Cys328Terfs

10 BRCAZ2:¢.5718_5719delCT_10 BRCA2 | EX11 p.Leul908Argfs

11 BRCA2:¢.3109C>T_11 BRCA2 | EX11 p.GIn1037Ter

12 BRCA1:c.3333_3333delA_12 BRCA1I | EX10 p.Glul112Asnfs

13 BRCAZ2:c.5171del T(p.1lle1724Lysfs)_13 BRCA2 | EX11 p.lle1724Lysfs

14 | BRCA2.c.9274_9277del TATT(p. Tyr3092Cysfs)_14 BRCA? | EX25 p. Tyr3092Cysfs
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FA1l BERER (8D
i VAN A | SNET A AR A

BRCA2 | EX11 p.1le2149Terfs
15 BRCAZ2:¢.6445_6446del AT (p.1le2149 Terfs)_15

BRCAI | EX2 p.Metl8Val
16 BRCAZ2:¢.3883C>T(p.GIn1295Ter)_16 BRCA2 | EX11 p.GIn1295Ter
17 BRCA1:¢.5470_5477del ATTGGGCA(p.1le1824 Aspfs) _17 | BRCAT | EX23 p.1le1824 Aspfs
18 BRCA1:¢.3800T>G(p.Leul267Ter)_18 BRCAI | EX10 p.Leul267Ter
19 BRCA:IEH#_19 — — —
20 BRCAZ2:c.988delA_20 BRCA2 | EX10 p.1le332Phefs
21 BRCA1:c.5156delT_21 BRCAI | EX18 p.Vall719Glyfs
22 BRCAZ2:¢.275dupA_22 BRCAZ2 | EX3 p.Ser931lefs
23 BRCAL1:c.4013delA_23 BRCAI | EX10 p.Lys1338Argfs
24 BRCAL1;¢.68_69delCT_24 BRCA1 | EX2 p.Glu23Valfs
25 BRCA2:21-27 54 B F 22 A B2k _25 BRCAZ2 | EX21_27 EX21_27 Del

E 1 Z2E A UL S RG22 S AT AR
E 2 VRN AR AT 2 BOw AT REBUW RY AL R
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Mt % B
(ERHE
BRCA £ [& fi# {5t 81 ) 71 51

B.l ZERIERBEXTH

¥ MR SE E Eop R AL 2 5 I N 4 2222 & (ACMG) i SRt ) K548 7243 R 5 25, 20 5 R 80 (Classb)
T RE B (Class4d) & XA BH (Class3) .7l fig B 1 (Class2) #1 B #: (Classl) .

B.2 BRIERER
B.2.1 HWIERER

B.2.1.1 JE¥ i BURIEYE (very strong evidence of pathogenicity,PVS)

PVSL. LI REAS 57 (Jo X278 UG RIRS i 284 (e £ 1 o 2 [ By 25878 R IR %M 7 R R AL
A 2B T ), HiZ R A D aE $k 2k (loss of function, LOF) & B F R BURHLE .

BRCA1 % 1855 i & JL & fil BRCAZ2 % 3309 o7 & JE R 1 & A5 1Y JC L 58 AR sl B i & 48, ml LULAE
PVST IEHE SCHF . #74 1855 Fl 3309 S B2 J5 & A= 1t TG S 5% 78 ml #% i 58 718 5 L 45 4 SCHR I L dE AT 458
HI

XM B2 M BT A Iy BT R A 4 AE N RNA F i, X 25 R A /K 7T
FHUEE AR PVST iEdE . L% B.1.

XA AN 7 8 R %S S 3 B BRCATL 5 1855 iz HE R Fl BRCA2 26 3309 i 2 KR
AR R AR, Al AR PVST IR 34+

XFF BRCAL/2 FASBE P By k2% 76 B A Hoh v 85 35S FRIE 4 18 00 T« AT LAl Sz fd ] PVST ik 438 )

o B 1k 3E 4 T 42 315, PMA (PP3 5 PVST A fg ] i H

RB1 EEABNARAHEHMITNE BRCA1/2 EFHBEFXRREER

S
=
pui

SR PR O ) 4

Kt

SN
S,

c.442-1 (IVS7-1)

A8p
c.442-2 (IVS7-2)

.548-1 (IVS8-1)
.548-2 (IVS8-2)
¢.593 to non-G
59341 (IVS9+1)
59342 (IVS9+2)
BRCAI A9.10 .594-1 (IVS9-1)
.594-2 (IVS9-2)
¢.670 to non-G
¢.670+1 (IVS10+1)
¢.670+2 (IVS10+2)

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

10



YY/T 1865—2022

FB1 EEABNRAMNCHMSTANAE BRCA1/2 EFIEFXARBESR (£)

P prEed e RPE S AR S i A

c.4186-1 (IVS12-1)

Al3p
c.4186-2 (1VS12-2)

BRCA1

c.4358-1 (IVS13-1)

Al4
P ¢.4358-2 (IVS13-2)

c.6842-1 (IVS11-1)
c.6842-2 (IVS11-2)
BRCA2 Al2 ¢.6937 to non-G
¢.6937+1 (IVS12+1)
¢.6937+2 (IVS12+2)

1 DRI A BRCAL/2 JE RSP T 22 L IX BB 5 2 R B0A R HEN RNA S M4, ol G T 25 R 1) g B A 18
AR R AR 5 A R 3 S 58 7 B R R SOR

2. CATEIR B AT RSN BT 11 5K AT Lg RSN 11 37 AR A B G L ALSp $8 AN 13 19 57 i AT
i

i 3 RPR B BRCAL S 150 8 %0 5 07 A2 Bhad 4 8 7 4.

B.2.1.2 3R EKIEE (strong evidence of pathogenicity,PS)
a)  PS1. 78 5 28 4l i B0 728 5 A7 AR [F) Y 2 55 R 08 AL I IR BUE A —FE . BN c.34G>
C(p.Vall2Lew il c.34G>T(p.Vall2Lew ,
A O G 1 B0 728 S 2 3 5 0 5 H B0 L PST 4 5 S AR I .
E RN B 78 S 5 E A I ACMG $5 R 78 45 7 A0k 2% 30T 90 5 X8 0 B0 14k #E 47 43 26 50 e A 45 10
ST AR Ry SO P ME— BR A
b)  PS2: ZXCGEEIERF &KL S, B R FEEL .
T ZEHEBR A TR VIR 0P A IR AR A Y E R R S,
XT3 7 S bR AT S R R B S e R N e S R R BRI W e N B R R 5
PRI 5 — BUE AN J2 i BE e S M 1 A DL R 4
o) PS3: A AR N RSP RE S50 45 5 SRR AL 57 B8 BORE N BUE S D 7 ) 5 AR IR R S
T BE S 56 A BRI TR 1Y . n] H AT, HZ TR W RIS W S5 % 9T 2 s . BE LR PEAN 8
Xof B I 1A 5 0 ) B g B R T ()R DA T v DA i SR ) S T T A R 1 ) B R L 2R R GA
BTN G2 5% 06 28 BT 114 0 BB K P 52 30 45 SR SR O BE R TR AR S
d) PS4 AR AR L RE A b AR 2 e T A BT IR P AR (P E/N T 0,055 % T
X BE AR X AU (B RR (relative risk) 8 HUAH 6 OR (odds ratio) =5 H 8 {5 X A A48 1 Af
fdt FAZ AR .
BESE R 2 LAY AR S e 0 BRI ST T B et s 2 S TE 2 MR R B H SR 4 OC R iy B A
WL 3] 7 Xof B o R 08 ¢ 3] AR B8 08 J22 vh JC 4 38D w7 LAAVE S v S SO IS . AR WL 3 1 R 3 AN B0E =+
"] LAHEAT TR AT
B.2.1.3 P EZURIFIE (moderate evidence of pathogenicity,PM) ;
a)  PMI . T 5848 $oi DX B50H AR 5 B4 i D Re 45 4 B FLIZ X BT AT ] R MR S
by PM2. 78 5 7E ESP #di i T A3k 4 8 5 ExAC, gnom AD AR AU 7 H I8 1L 5% 5001 56
WA
I PR 5 D5 4 % U (ClinGen) 14725 57 fif 152 T 20 (SVD A W 12 UE 9 0k WG T 38 780 AL TR o 0 O 3 5 B0
11
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UESE ik G PM2 [ 2 v 7 5% i JHL Al 43 28 00 T 4 48 M — 4>l 6 5 04 UE 3l A — A SRR IR 98 7T )
R ] BE U
5 S0 T HE N 0 1 ARG A AR AR T 2 <C0.0003,
o) PMd =R G X AE P il 2k /4 A S8 51 I B 1 K 1 Bl AR DA R Kk S R S B0
B S A,
&) PMS B 5 AR 5 S SO SR TR AR AL I AR S 2 R G R AR — b Al S R AR
B A BOR AL 5 . B A Argl56Cys 28 5 iZ AL B B Argl56 His Jy B A EUR 28 5 .
C N BOR A8 55 2 4% I ACMG 45 B 1R ITAl 25 T00IE H I % L BOm R 47 4025
A O3B 1 BOR A8 5238 3 52 mRNA 55 B2 305 R A A0 5250 TE B B AR 28 48 5 30 mRNA 5y
FE A e A kR, 75 ) PMS I 4f 75 22 E A L 0L B2,
e)  PM6 . R 2 XE I IE B8 K28 5

£ B2 BHSwWEEN BRCAI2EANT R

A5 5 24 FR mRNA H18 T Ay AR AR
BRCAI R1495M (c.4484G>T p.(Alal453GlyfsTer10)-predominant
r.[4358_4484del, 4358_4675del]
(p.Argl495Met)) transcript
BRCA1I E1559K (c.4675G>A
r.[4665_4675del ] p.(GIn1366AlafsTer13)
(p.Glul559Lys))
BRCAI A1623G (¢.4868C>G
r.[4868_4986del ] p.(Alal623AspfsTerl6)
(p.Alal623Gly))
BRCAI D1692N (c.5074G>A r.[4987_5074del, p.(Vall665SerfsTer8)-
(p.Aspl692Asn)) 5074_5075ins5074+1_5074+153] predominant transcript
BRCA2 R2659K (¢.7976G>A
r.[7806_7976del] p.(Ala2603_Arg2659deD
(p.Arg2659Lys))
BRCA2 R2659T (c.7976G>C
r.[7806_7976del ] p.(Ala2603_Arg2659del)
(p.Arg2659Thr))
BRCAZ2 P3039P (c.9117G>A
r.[8954_9117del] p.(Val2985Glyfs * 4)
(p.Pro3039Pro))

B.2.1.4 H#FHBUPFIFE (supporting evidence of pathogenicity,PP) .

a)  PP1.7E S AE 5 Z P G S B 70 5

OB R RGO 2 SRR B i T DL T 3 b A5 R BOR IR

FE S AE BUERIVE VK RAFAE 2 A B0 72 S 5O B8 45 JE 5t 4% IF 3R 51 & i 40036 280 B 42 4 vl g x4t 4y
BRI 7 A L AR R T

b)  PP3.: Z Rl iR T A S 20 Bk DA Bl S DR P Wy T RE A L A R AL DR S e L T B

S CRIBT IS AR UESE S5 9 H ] AR & ) .

5 AT 1) F00I A 25 2R — Bon] AR S — SRS 5 20 2R 3000 25 2R — BOW A /TR — AR . %
A L RASTRI 4K 4 S SIFT ., Polyphen2, MutationAssessor, MutationTaster A1 REVEL 4§, % F 57
AT EX A4 K Splice AT, MaxEntScan ,NNSPLICE F1 Human Splicing Finder %,

o) PP4 #EE AR S A B R A B G S5 B I PR R I B T A — 2k

A LT S5 AT LA AR D SRR S . 1) i RS T SR R T K 2 B A B TR B0 SR8 1Y

12
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BF R R BHPE . 2) BE A KA LR S AR R RE R 5 AL G R R IIL T EESE. 3) AN
WEAFERZHRMAZ R 4 ZR R SR8 T X — 80, % 3R 09 5 507kt 2% T 4 75 8 48
i

) PP5: ] {5 594 38 A A2 B0 A8 5 A0 TG N7 i S 5 3 SR A5 R i LA

ClinVar 8¢ BRCA Exchange %48 55 , 25 A RV B PE X 1 A~ 28 A8 14 ) Dir 45 SR 2 %5 9% 0 1) (Class 4
Fl Class 5 H R — 4251 ; Class 1,Class 2 1 Class 3 38— 5 , M iZ uE 2 4 G FH .

B.2.2 RMIEREL

B.2.2.1 57 B P HFEPE (stand-Alone evidence of benign impact, BA) 5k B £ IF 3% (strong evidence of
benign impact,BS) .
a)  BAL.7ZE S 7F ESP 8048 . T A3 K 20 040 2 ExAC 80808 | gnom AD 04 i 53 o & A 1Y)
BB P T g S L B R =100 .
BAT TR 78 S Pl 0 52 0 R o H R 0 BB A b v & T T I A 78 S R R A R 1 DL AR AE
B A %t T4 A BERY 36 4H 22 28 (founder mutation) , {#7 A1 1E 3 75 B2 85
2015 4 ACMG 4 B K BAL o 55 v & PRAT% fY 3  152 & R 500, 9% [0 E 748 53 % B AR 4l
BRCA1/2 RN #1557 (Cancer Variant Interpretation Group UK, CanVIG-UK) 5 1% [# {H i%
R 0.1 %0 45 S50 5 AT 45 AE B0 B E A AR b P A o B HE R Bk R BOR AR S AR HE R
BT A 3k 22 15 A 1AL R 1) A
by BST: S K PR3 KT 9500 0 %
Yo [ 9 E A8 5 A B T AE 4 BRCAL/2 6 P9 e S5t 1k 4 5 48 B A SCTRRE 1% B (B 152 R 0.01 %6, i it
%,
o) BS2: X T RIISE A A AB . A R A R %L S (R 5 A% sk R AL | B IR s A
WRMA G BE X YRR .
BRCAT/2 K& K AR OC 1 35t 1% 11 7L M s K B9 8598 25 5 AR JF 8 J2 7 300 58 42 40 W B9 B0 - L SR iR 48 A
.
) BS3 RN B SN E YR8 S0 5 45 R 8 S R I D) RE B mRNA BT TC R
e) BS4AE—DERMH P EZ LI E
e 7 A F i A A AR ) L AN TR S8 A Pk = 3 g A 0] BB SR R s AL R BB R A R
R o A UE e 5
B.2.2.2 F 4 B PEIFHE (supporting evidence of benign impact,BP) ;
a)  BP1 78 5 B PR SC 90 1 32 B0 78 S 28 R R oD e A8 S o (ELAG: 1 1) A s L5728
b)  BP2 . 15 WS AL 5 v R I & 30 — S e A AR b [R) — B A A — A 2 B 78 S L BOH R AT R
A st A% 9 o (] I S IR) — % e Ak 1 A — R R — A 2 R BURE 57
¢ BP3. 85 W HE N BRI /A A, HAR 5 i fE A B D A E ST R Y B A X
&) BP4: Z2 R SRAL A B A2 S0k PR B R IR 4 D) R TG B ) COR S 1R L E A 0T 5 2 5 e
E DN
e)  BP6.: AT AE Y H T A A 78 S Ay R (H TE A 37 10 S 50 s S 5 2R I ATE B
D BP7. 48 5y 6] LA, HLAAT 000 A8 S5 AN 25 5 e 5 42 5 A0 00 5Y e 0 a5, HLR S T AE A
BIERARSY

W

S5

B3 BEELERSEBKSHRENN

$e MR A 78 S o0 S HR 5 s v R UL X 45 SR AT 0 A7 L AR AT S AR LR B3,

13
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*xB3 EEL

SEBRERERN

i
=

HoAtn 3234

E S

E2 e

Class 5

1PVS+=1PS

1PVS+=2PM

1PVS+1PM—+1PP

1PVS+>=2PP

=2PS

1PS+=3PM

1PS+=2PM+=2PP

1PS+>1PM+ =>4PP

T REEO

Class 4

1PVS+1PM

1PS+1PM &} 1PS+2PM

1PS+=2PP

=3PM

2PM~+=>2PP

1PM+ =>4PP

Class 3

AN A 2 bR

B 5 BO P b AR P )

Class 2

1BS+1BP

=2BP

Class 1

1BA

=2BS
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M x C
(FHHE)
BRCA ¥ #E B

5 rh B 2 R E UF 5T BE 57 1 BRCA B 2 i) B %08 2 1 VCF ST A @k 9 BRCA
FE R AR AT AR T 2 BR AL B AR W15 B AT AR R AT 40 M7 25 H MR I 28 A8 A7 A O i i 2 AR
Cl fREERREEXR

R4 CDSE15bp AN TG 2B R,

BESEACE SR ] BRCAT: NM_007294.3 5 BRCA2:NM_000059.3.

WG RE DU EER CLIPHNE,

*®C1 RELERNE

5 P %

1 FEAS 455 (sample 1D)

2 kS (transcript)

3 P (cHGVS)

4 AR (pHGVS)

5 5L B 2R (allele frequency)

6 Il R & X (clinical significance)

7 7% S 52 (variant interpretation)

C.2 MRIZERaviEF A

BRCA JE[H R A8 2538 43 A W25« FH M (Positive) , K HY 3505 48 5 A1/ 8% 0T g 3500 248 5 i 13 45 R 1 Il
R A B (Class 5) F1 1] BEEOW (Class 4) 5 FIPE (Negative) , A K H B0 28 7 F AT BE B0 28 & . ff 52
25 I R SO B AR (Class 3) . Al g R M (Class 2) fI R M (Class 1),

Class 5 Fl Class 4 XJ Il PR P& 5 09 5 Wl AN A7 A 22 57 o PRI LA 75 25 X6 i R 1R 58 3 1l 2 v A Sy e 2%
B M T e PR SR C.2 Wi 45 SR HEAT PR

®C2 BZERMITFHMN

WS AN R YN SR SR
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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C3 HEEMZERNHZE

T2 IR AN R 2 DR A 45 SR AT 5 2 e ST A0 LI L SR €30 % Bod A T SR AR B0 B A A )
GEAL ) fiff B 25 SR — B, A0 4 RO — BCH Y BB OR M 1 A R B0 S i B A R A — LR o
5 71 o B AR B A R 03 REAN KT 10 43 100 AN KT 10 4305 S fife 132 388 5 W4 533 20 R F 10 2301
O iR T A AT

- BUR A IE BRCA FER 750 DR . BOUR PR e b AT AR O i B 45 R T AT G 7 S B A R

xC3 FHHmm

WS AN R YN R A R 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 5
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
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