REEE(HGT)3 i BESDNBSEQ
NFFEETREEBRCA1/2Z &4

N A ERRARBEEHGTEE 2T F AR TREREAEIEDNBSEQNFF & LSS IR BRCA1/2E K 22 5 A ES
MIERBEREE.

WEN A MELEF (BRCA1/21M)
WA DNBSEQ-E25, DNBSEQ-G99, MGISEQ-2000

- NFERIERES

DNBSEQMFHIAEE S &R, REEXRLUMK
mEPBRESEEF.

« HGTE & 5%EEEBDNBSEQF &

REERERIHGTEE DI RITELI I/ TE RS
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EREEANKRWRIZREB LR R, e
RARBITEI AN TR A F SRR,




A= A4
B5Z)lfA

BRCA1/2RIBMVE B RTEDNARAEE . A AHRITHIURAERFRAEAREL A ARIEEEENER, 5
FLBREAI IR R SR EIZZLAE R, LSk, BRCA1ZNRERESINERE. AivIBRENRIRES S ME
TERBRNPLIGEINE X34, #EHBRCA1/258 LS A FyEg 4R A XF DN AR (5 7 40 5% 18] 32 BT (SR kIR (7). #R%h
SADEGIHDHF (RIRLL5Y)) S R B BR AR B i2¥EER 588 (poly ADP-ribose polymerase, PARP)IDFIZFR
P IRE I BURESST, XEEDNARATI S AT/ A T BRCA1/2BURR T I B E ML E YIS, BRCA12ER
RTHMEERBENITG,. BEIZEUR MELETPREBREEENIRKRNE,

BEREEFE(My HealthGenes, HGT)FF& T —REXIBRCA12ER KM EES AT AR AR ESENF
=B 5IGRKEBHIEECIinVarfintervar#TLb3de, AN ARERHITHORAER, HESEACMG
(American College of Medical Genetics and Genomics) 3 EIREN B ERHITHR, NIRRRRRERFE
&iE. EAXZEETONBSEQRABEMNNFFEHEEARENRIBE. BEESXR. MATERKE
EMBE, ERNMFEEDNBSEQ-G99. MGISEQ-2000. DNBSEQ-T7%, mI#EEF. &if. /3. B
mEEEEXTFNARFER.

AMRIZEEHESDNBSEQUFTFENERAM, AN A BERF BEmEBRCA1/2ZERT 22X DNAR A&
e X EME, HTEDNBSEQ-E25. DNBSEQ-G993MGISEQ-2000 E5ER M T1E; THIEIEF A
HGTEE A FEETMEIEB D IR, MAERRA: HCTE AR EEEEKDNBSEQNEFEFE, =HE
FRENNFEIE EXBRCA12EANEBMBURBE RHTERETE. ZASHRAUNIARE. INRESE
EMRIEHEENNITASE,

EEAFRER , FERTIRFKISER
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MRSREIE

P MESRIMNAM =T (TRIER); BEIRE
ACMG73 25| H BURI4E T = (Pathogenic, P), FIEEE

ABAFTFT A DNA #24593K W B Horizon Discovery #RRYEELikely pathogenic, LP), RIEEE=(Benign,

(HD) AFIE) HDT93 Al HDT95 DNA Fmfic ity B)HAKPIRERIENIZR(Likely Benign, LB),EXA
e RS 13 NET TR BRCAL F1 BRCA? FF BARYZE = (Variants of uncertain significance, VUS),
RITMEMIBRET (K 2,3)0 FHI 2 IR RAE X254,

XIS 5 S

Thae introduction of BRCA1/2 gene and their function

FIR R BIBRCAL/ BN BT X b, e
P 18 S EE7E #1 & MUDN ALK IR (DNB) /B 5 - e

DNBSEQ-E25/DNBSEQ-G99/MGISEQ-2000 - 3#47
Wi 150bp (PE150)BITRE.

===
H
! 1l

REEEEEGHEE

L ERRIRERE

YIS BRI TR = L=

ASFRFTE R HO TAE S AT T TR BB 7 4 S= =i =
WS B 45 5 BT B AE AR IR R AT A 3R s (D
1) HGTE%“*&%’%EW‘F' TR FHIFASTQHK

BRCA1/2 Gene
Test Report

BEREERIIHGTEARE, 2 —&oir(EdEtxt BN, BEEEBRCAY2 BEIMIRES.
BEARE X EHE(4~6 h) MR (~12h-50 h) LERDM(~1h)
=]
DNBSEQ-E25

(PE150, ~20h)
-
I EHorizon Discovery
(HD)ABEI#IHDTI3FIHDTY5 -

EDNATTE R, m DNBSEQ-G99
T PCR 2 PCR - PE150 12h
BRCA1/Z Gene

BRCA]_/Z %/ﬂﬁﬁ Test Report

ZERAE . .

s MGISEQ-2000 BB EEDTRA
PE150 (FCS),~31h R IEERIR A = 1
PE150 (FCL), ~50h

LR ER, FERTIRKISER
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EER

DNBSEQF & MFEiERE

—_——
—=

=l

M FREXN FHRBRCALZ BRI AR E
*EBE, MAEFHDTI3MHDTISFrFASEmIETA
N ZETEDNBSEQ-E25/DNBSEQ-G99/MGISEQ-2000
EHITNEOTHEERES, Q3039i1K90% 1L
£; BEUIRMILEITZE (Mapping rate)(=99%)F1 5
¥EK (Target rate)(=96%)1RE (&), FHEGE4LE
HEEPTERK.

HGTR & e EMICMBRCA1/2Z R

PR EUIR B AHCTIR G HITEE DT, XHF
HERTBII3NER BRCAL2RZT A 2 #4740 o
=M DNBSEQ-E25. DNBSEQ-G99LUK
MGISEQ-200033 Bl A M HHD 79345 /& fa (7R 2)
FIHDTI5HME GR (FR3) P BRCAL /2R . 1N E!
M FEAERSNZE (Variant Allel Frequency,
VAF)SIBTiiiERE -, EXAH(R)BI
0.95(&l2)-

MEANES InERBR Clean Q30 Mapping rate Target rate

HD793 96.73% 99.70% 96.10%

DNBSEQ-E25
HD795 96.69% 99.63% 97.00%
HD793 92.66% 99.86% 96.50%

DNBSEQ-G99
HD795 93.04% 99.92% 96.80%
HD793 96.86% 99.00% 98.90%

MGISEQ-2000
HD795 97.04% 99.92% 96.80%
x&1. DNBSEQ-E25/DNBSEQ-G99/MGISEQ-20008I& i iEr R,

HEE GRCh37 coordinates Coding Protein Expected VAF  DNBSEQ-E25VAF  DNBSEQ-G99 VAF MGISEQ-2000 VAF
BRCA1 17:41246245 c.1303G>T p.Asp43STyr 50.00% 50.57% 50.41% 33.00%
BRCA1 17:41244000 C.3548A>G p.Lys1183Arg 50.00% 46.35% 49.14% 53.00%
BRCA1 17:41245090 C.2458A>G p.Lys820Glu 50.00% 48.49% 49.51% 48.00%
BRCA1 17:41244936 c.2612C>T p.Pro871Leu 100.00% 99.84% 99.81% 100.00%
BRCA1 17:41234451 c.4327C>T p.Argl443Ter 0.00% 0.00% 0.00% 0.00%
BRCA1 17:41223094 c.4837A>G p.Ser1613Gly 50.00% 58.05% 53.85% 67.00%
BRCA2 13:32912750 c.4258G>T p.Asp1420Tyr 0.00% 0.00% 0.00% 0.00%
BRCAZ2 13:32937355 ¢.8021dup p.lle2675AspfsTeréb 0.00% 0.00% 0.00% 0.00%
BRCA2 13:32913559 c.5073del p.Lys1691AsnfsTer15 0.00% 0.00% 0.00% 0.00%
BRCAZ 13:32913837 c.5351del p.Asn1784ThrfsTer7 50.00% 52.78% 48.64% 50.00%
BRCA2 13:32906480 c.865A>C p.Asn28%His 50.00% 56.04% S114% 54.00%
BRCAZ 13:32911463 c.2971A>G p.Asn991Asp 50.00% 50.93% 51.93% 50.00%
BRCA2 13:32929387 c.7397T>C p.Val2466Ala 100.00% 99.80% 99.86% 100.00%

2. HD793tFAReMGMER o

RFRZMER, TERTFIERKISER
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ERE GRCh37 coordinates Coding Protein Expected VAF  DNBSEQ-E25VAF  DNBSEQ-G99 VAF  MGISEQ-2000 VAF
BRCAT1 17:41246245 c.1303G>T p.Asp43S5Tyr 7.50% 8.95% 7.68% 6.50%
BRCAT1 17:41244000 C.3548A>G p.LysT183Arg 7.50% 7.70% 8.09% 10.00%
BRCAT1 17:41245090 Cc.2458A>G p.Lys820Glu 7.50% 7.96% 8.25% 6.50%
BRCA1 17:41244936 c.2612C>T p.Pro871Leu 15.00% 18.03% 18.66% 15.00%
BRCAT1 17:41234451 c.4327C>T p.Argl4L3Ter 32.50% 25.28% 19.49% 14.00%
BRCA1 17:41223094 c.4837A>C p.Ser1613Gly 7.50% 10.02% 9.43% 10.00%
BRCA2 13:32912750 c.4258G>T p.Asp1420Tyr 32.50% 23.58% 30.09% 27.00%
BRCAZ2 13:32937355 ¢.8021dup p.Ile2675AspfsTerb 10.00% 7.93% 10.10% 10.00%
BRCA2 13:32913559 ¢.5073del p.Lys1691AsnfsTer1S 32.50% 33.54% 32.76% 33.00%
BRCAZ2 13:32913837 c.5351del p.Asn1784ThrfsTer7 40.00% 40.75% 37.85% 42.00%
BRCA2 13:32906480 C.865A>C p.Asn28%His 7.50% 8.43% 7.87% 7.00%
BRCAZ2 13:32911463 c.2971A>G p.Asn991Asp 7.50% 8.21% 8.01% 8.00%
BRCA2 13:32929387 c.7397T>C p.Val2466Ala 100.00% 99.80% 99.84% 100.00%

&3, HD795F RGNS R
B C
HD793 HD793 HD793
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E2. DNBSEQ-E25/DNBSEQ-G99/MGISEQ-20005%tHD793. HD795Fn /& SaiMaa MR 1.
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HGT 4t F S +5ECDNBSEQ¥ & Rl A
EBRCA1/ 28R L=

HGTEGE DM FEEKIEBACMGH XI5 E, R
BRCALZ2ERRZE D NBURELZF, FIESUR

TR, REZRUKAIEERMER

TF BXTEB

TR UEMARARFITIRERIZET, 45 & T
HD7935HD795mEMANEEHRMEL R
(Pathogenic), B=NF{(DNBSEQ-E25.
DNBSEQ-G99 Kz MGISEQ-2000)By#0 |45 R4 —
H(3R4)0

[EF:N EEFH GRCh37 coordinates Protein DNBSEQ-E25VAF  DNBSEQ-G99VAF  MGISEQ-2000 VAF  ACMG classification
HD793 BRCAZ 13:32913837 p.Asn1784ThrfsTer7 52.78% 48.64% 50.00% Pathogenic
HD795 BRCA1 17:41234451 p.ArglaL3Ter 25.28% 19.49% 14.00% Pathogenic
HD795 BRCAZ 13:329373565 p.lle2675AspfsTer6 7.93% 10.10% 10.00% Pathogenic
HD795 BRCAZ2 13:32913559 p.Lys1691AsnfsTer15 33.54% 32.76% 33.00% Pathogenic
HD795 BRCAZ 13:32913837 p.Asn1784ThrfsTer7 40.75% 37.85% 42.00% Pathogenic

x4, HD793 LU A HDTO5F R A BRI T =
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