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L. — i — B2 AN i AR BE A8 A0 B SR 4B I s 0 77 %, Horp Bk 7 VA A

(@) MAZBR M ARG S5 46 I e 2 , F v B il D 46 0 7 25040 2 MAZ R A it = AR 1Y
Horp A F— AN AN W) 2 A I RNAGE O B A% BRAE it AR R — A B0 22 AN SO R 1) 1 PR 3
ITHMNE TR

(b) MR AEI % s b £ Br A il i B e A IR & 1 B

(c) MZRL PR R 46 Fr 2t B By g e Aoy 550 P 1)

(d) 2o i DRI IR A6 I £ e w o 21355 PR 2H 25 2% s 271 DA A RS S (9 1 B

(e) XTHSF BB AT HE P A& 51 5

() ¥ Prik 52 B o 205 ds SOAF LA e Ab B ) 7 31 SCAF

(o) BIEEHLLX HAR;

(h) HEATZALER 7 51 SR S350 2 30 b T L A= B EE 8T B 6T 1) 3 91 S04 5

(1) MEFrEC T E P H S 2B R T B

(J) AT R b X 5 A

(k) F&TPIR )RR T, A R B AR S AR AE R

FoA i FE R B Smi th-Waterman &8 2557 bk T HSR#HT P IR (o) 1 (h) , BRI R 1
Smith-Waterman J&3 55 % bt 6t T HBR 565 Birak — /> 85 2 AN JE DR N 0 S8 R A% I (X 38k AT
FOHTEL T, e rp B BN R AZ R [X 35k FH P i — A B 22 AN DR 1) G B A0 32 1+ / - 5O B 2
F8» Bl B ] e 15 BRCA 1 BXBRCA2 , F v i Ik Je 318 B 3807 LU S AN B HE Bl 228 Joid 2 2 5 = i e e, L
Hh s ol R B BRI AH 2 i T B AR A e 8 1R AT A A sk, FLrbokg s B S B R R 2H 25
751 7& HBurrows Wheeler Aligneri#ATH],

Hrp prid i@ i — B2 A - A BE A A B I 4 I A e 1 v A TR IZ W H .

2 ARYEBOREE SR 1R 59 77325, o BT 5 B SO BB 1) G 05 [X A, 45 40 15 JE O R [X 358 rh
(R BN B AL ) AR

3 ARAB RN EL R LT IR 1 77925, I F 5 B e S5 38| BE PR 2H 2 2% e 91 AN B A BB 1)

4 AR ER BT IR 1) 71, Hod Frid B2 R 2 225 7 41 /2 GRCh37 . 1 AR F 24 2%
¥

5. AR AR SR BT IR 1Y) 77 1, Horp MAZ IR WU 7 AR A4S T 46 I 6 408 1) 77 32 AL A A
FLUEPCR R 38 5l [ AH Y G (1) 2P 0%

6 . HRIEAUREE SRS Pl (1) 77325, Forb BT iR [ MY 38 2 vl FE A 3

T ARIEAUR LR Pl (1) 77325 , Horb B iR A R A2 W AE PR il 42 HU Y

8. MRIEAURIEL SR T Frads (1) 77325 , Forb BT iR AR W R it A AR B 23

9. ARIEAUR LR T Frads 1) 77325 , Forb BT i A= W R it A2 TR o o

10 FRAEAURN ELR Bl () 77 7%, He A BT IR A% 1 A 525 (K] ZHDNA

11 AR SRR ZE R LT IR B 7775, o b B % B8 & MAmRNA S5 % S 1T ¢ DNA

12 AR PEBUR) EE R 1Rk 1 75 7% 5 B 5 v B0 4 10 00 7 117 ph A B I A3 i 8 A% R
T8 e STt DA T A5 R 28 i A R -

(&) BYVIRZIRHFEM 5

(b) WRAFILIEFE N 5

() X BT VIR BR A it R AR IR 70 1 AT KN 4% 5
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(d) 8 HIDNAZR GBS EAE i AR TR 73 11 K i 5

(o) xR TN Mg TP,

(f) ¥ 38 k% % LS I B A e B2 A B I S A IR B LL 51 5

(8) B RMKIRFE S — AN AN BOSERIF JE A 5 A

(h) 75 RHE WU 2 2 1 58 S A% B A o

13 ARIEAURN ER 12k (1) 7732, Hod pir ik — AN Bl 2 AN 7 P 20 FE T 51
SR/ SR Y8 S SLIAZ TR T 81

14 ARBEBRER 1258 19 77325, Ho ik — el M7 P28 & o 1 S RIhR 2

15 AR ZL SR 1 - 149 AT — TR 1 7 3% , o ff 58 BRCA 1 5 [R B BRCA2 B: ] A 1) —
Fhak 2 FhAR AR

16 . AR HE AR B R 1 - 1AL — TFTR 0 772, I B HE I8 Sanger I 711E 52 By ik A8 44 1)
1P,

17 ARFEACH ELR 16 Fradk 1) 77325, e i 7 B SO R (4] G b5 XA 955 035l M i X 3 (1)
FEAL B AR

18 AR H BRI ZLR 16 Bir ik 1 7732, e v 45 FH SR 10 28 R 2 2 T B A 73 o S s 2 Rt
AT AR

19 AR FEBOR 22 3R 16 Br ik 19 7735, Ho At s B i 2 L K 40 225 )7 51 & A Burrows
Wheeler Aligner#F4THI.

20  RAE BRI EE R 16 BT IR B 775 , oA 35 Be i i 213 R 2H 225 AN R BT DT

21 ARHERRNEL R 16 BT IR 1) 77 7%, Forp pirids 2[RI 4H 525 7 41 22 GRCh37 . 1 AR H 4H 2
IR

22. —Fh HE A4 T8 2 10 FEBR S THENL TS 5, Frid 45 4 64 -

(a) MAZBR M 7 A R4S B 46 I 7 B4 1) 48 4, oo [ 46 I 7 50040 72 i A IR A o 7= AR
(1), Forp A — N B2 AN A R AT RNA S VH T BT IR A% B A it v 1) — AN B 22 AN T ) 2
[RIBEAT A0 B T 3K

(b)  MFTIR JR UG e B0 Bk A S i e AR R R R B B 454

(c) MZLJER R 46 7 2 B By g e Mo 5 0 P HI 48 4

(d) KR e I TR 4h ) e B i e S5 315 DR 20 2 25 7 51 DA AR IO S A B2 B 6 4

(e) XTHLSF B BT HEF A Z 5146 4

() 4 T ad 152 B v 0 21 504 ST DA AR 2 A B ) 5 0 ST 4 4

(&) BIEEHLLS HArHES

(h) X8 A ) 2 20 SC A AT 350 28T LU e DA A B = B 6k 4 3 51 SO PR FE 4

(1) MEFTLCT )2 SO b 22 B B R e B 48 4 s A

(3) MBI mid X 1 48 42

HAPF AR B9 Smi th-Waterman Ja &8 2538 be X T HSREEHT 5 B8 (o) A1 (h) 84, FTid
2R 1) Smi th-Waterman Ja 8 2 b T2 B PR 50— N 82 AN B[R] N 0SB R AL R X Jadt
A7 T EE XS, e A SN R R X 38 EH I — A B 2 AN R DR I G i A i+ /- 5O B
HH %, il R 16 H BRCA 1 BUBRCAZ , Forb i Jay 505 26387 LU X AN G35 Bl et ot &40 B0 B T
oAb fd SR ) 52 R A 2 A R AR A S R A T AR A R, SOk i B B B2 R 4 S
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% 242 FHBurrows Wheeler Aligneri#4THI.

23 MRPEACR EE 3R 22 ik () AR B A vH ML S 5T, e H 43 A 2O R 1) 2 i X A0 355 )
TR R X g () A B AR A4

24 AR AR EL SR 22 BT IR 1) AR B S THSENL AT 52 A o1, FL Aok s B o 22 R 40 2% Iy
FIABFER BT

25 MR AR BRI EL R 22 By I8 (1) AE B A5 1 BEAL AT 52 A ot , Hoh B iR B 4 2 % T ) 2
GRCh37.1INKERNHZEFFF,

26. —Fh K40, HAH:

— N EZ A AR, HARCE N

(&) MAZTR I A 3R A5 TR 46 I e 25048, e v JER 6 I 50408 A2 FH AR BR A it 7= A 1, Herp
15— AN B2 AN A P 3R AL B RNATE THGE BT IR AR FR A it v ) — A B 22 A B R 1) LR i AT 471
AR

(b) MG 74 ds b 2B A i i e A IR i = 15 B

(c) MZEL PR IR 46y Zfs B BT i fg e Ao 250 P 1)

(d) 2 i PRI B A I 55 1w o 21355 PR 2H 2 2% 7 21 DA A= RSB S 19 1 B

(e) XTHLSF BB AT HE P F & 51 5

(£) ¥ Fridk 52 B o 205 SOAF LA e A B ) 7 51 S04

(o) BIEEHLLX HAR;

(h) X2 AL IR 7 4 SO AT J 30 2807 b e L A= e 538 Bl o 04 3 91 ST A

(1) ANEEHTECGT ) 20 SO A rh 2 B B A e B A

(J) AT R b X 5

Forbfd 2R 19 Smi th-Waterman f&#f 237 LL o T HRFAT DI (o) A1 (h) , Frd et B 119
Smith-Waterman &3 55 bt o6 T BB T — AN Bl 2 AN R A I IO BRAZ IR X 3803 1T B 8T
BT, e rp BT IR JEOM A% R X 35 FH Pk — > B AN R R i b5 A1 S 1+ / - 5O B SR 2 B, e
IR FE A3 H BRCATBUBRCAZ , Fo v I J 308 2 37 b ok AN B, 458 ol ik Jog 2 7 00 F e e, JHG o
FH R 1R 25 DR 20 40 T B A A s i AT AR A )15z, JHG 5 B e S5 381 R [RT 2H 228 71|
& HBurrows Wheeler Aligneri#t4THI.
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EE 3 RO Fr 3 A 2k

[0001] S AHIR HITE )28 X 5] H

[0002]  AHA{EZESR20154F-3 H26 H #2221 3E I i HH i No . 62/138620F120154:11 H11H
FEAZ 1) 3 B I H1 B No . 62/253908 A S BURIAL 2 , Fo P 78 4% B il i $ ik 58 8 I A A o
[0003] i

[0004]  7£3E [, A2 W HEE I 200000491 3L i e 387 491 o e 292 % %25 % 5 BRCA1 B
BRCA2JE PRl v 1) T e 28 e AR A AH O o 7 — M AN BE R Al TF (1) 485 77 #3128 BRCAL 91 : 300, BRCA2
N1:800, B 4M 2Rl A8 44255 K\ (Ashkenazi - Jewish) Z i, 7E Al T-H BRCAL FIBRCA2 1 )
MR RAE (founder mutation) HHEHT & ANFE 2% 425% o 77 A BRCAL BUBRCA2: K] 1)
A IRAR I B A LIRS B 2 A U A 50 % 280 % , &k AE B HLIR 1) £ A4 UG 520 % &
40% o = [P FLIRIE —— A RIEMEBL R AR R 2R BiHer2/neu, 5§ MR R BT
s —— 5 BT A FUIRIE 1915 % 2220% ; — B 1 FL AR S BRCAZRAZFH G , SR AEA% £42% 2
(), B T 50 N FERAREAE (48140, BT A8 g 22 PR N 2 1 B B 481

[0005] 3% [ [B] 5K 25 & Ji ik WX 4% (NCCN) ffill s 1 5 Bl R T PR fad $R Ak 3 %68 s B 7L I A0 B
S0 v AU I 1T BB 52 28 T AR 25 A% IXURS: TPk 1) 28 38 R0 S0 s DR B 48 T o T334 RIS DA AT
RE LS IE AR, (H B2 — A SIS P IR AR o A o L IR £ P 2 75 BRCAT/ 20 14 mT 45 Bl
THRALIE 21 5 T 3G I A8 DA O T30 2L s DI A AR/ 55 B9 A B9 B D15 R 1 JRURS: S5
2[R 1 5 T P ot 32 AT 40 0F B X e AL e () 97 474 i 45 7 S P ) BRCAL /2
AR AR A AT BT SR BE R 01 B 5 SR BE K 53 T R e SR B A 5 1) AN IR ) 2 R DA AT
P18 e JRUJSSE S i o >4 ) A5 B o S 1] L AIR /M2 A 2 2 3 1K vy XU NS4 12E 47 BRCAL/
28I, ALFE A DU AE DLEI N - 5 B L i (505 LARTS BT 5 P AL D M 2L s
KA B8 (7] ] 5 R Y L M e 2 e 5 5 B9 M LR e 5 OF S (e a2 JE RS AY) AN N B S
S EHTIZ W ) L B g 5% S0 SR B AT 424 CREXO PR ISR s o H LRI
%5 5% HBRCATERBRCA2 AR 5 4F 14 <60 2 1 — B4 FL MR e 5 B 388 A 1 7L e 5k sk Fn B £
HH ORI R AH ST g i e

[0006] £ & P ) BRCAKS: U3 ;60,45 % BRCA 1 FIBRCA2 ) Fr A5 4w i A1 it 1 Je B e 4 45 [X ik
AT, A5 R DR B HE AT 7 i 249 BB 7 51 W0 7 51 FR A7 AE 2 25 1IN, 228 T-PCRE
¥ 77, AFE FHPCRY 1 Sanger Il /77 A1 R — AR (NGS) F4¢, AT B HH T 55 A7 ik IR it 41
(drop-out) T P2 A B BH P45 R .

[0007] [ ik, Stof = e b A ot 00 7 1140 7 92 DA B A i v s o T NG S o 5080 1) 7 VR A7 AE 5
[0008]  HfiA

[0009]  7EAR SCHELL st 7y S HR At T AbBE i il R T vk (B TN — R E &) 7
AR I R B TV R B PEE B A EAR T 11 lumina MiSeq RS AILife
Technologies Ton Torrent/™ NAVHEAEFE R ZH I A

[0010]  FEAR SCHELL S 77 SRt 1 i 2 oh — AN B2 AN JR R o A AR R 1) A7 AE 1)
T35 IR T A0 - (a) 15 FAZ IR I 7 AR A AR B 524 25 (R AZ R il B A R W 7 S . 7
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A T SR GG I P A s (b) AR S s 00 3 B v 2 Bl oA J e o e S AR R R s (o)
NEE 3o R P R s N i 5 B A 1 RN/ 84 1 % ) (MID) R 55 (d) 4 28 3o 0 1 JER s
7 AU S B 3 R 2H 22 )7 51 DL AR A S TR 12 B 5 (@) XP i i R 1se BE R AT 0 AN & 5
(F) 152 BEZH 8 0 30 B8 SCPF DA AR B A B 1) 17 9 SCA 5 (g) B R 3T LE X (realigner) H
By (h) S AL TR 7 51 SO HEAT S 30 55 Bl X DA A= B 3 B o A 3 510 S () AR EE
XTI A S A B A B s (§) AT B I gmti [X 5 A (k) 22T 2038 (§) R o, A2
FS 5 58 AR TR AT AE R, For Al FHRR T 5 A 1% — AN B AN SO L DR 10 A% TR DX 3k )
R SERI AL EE ST T (utility) 3T 55 (o) 1 (§) o 7F —L8sLiifi 7 R b, 2% 7 VA 45 14 F %
B W PP ASOT SR 324 3 I A TR A i R AT AZ BRI s o2 DA 77 A 5 B8 () 1) iR 2 I 7 25080 o 76
— LGSt 5 G, A AT IO R ) G A X LG FEE (cal 1) BOGER X 3k i RN B B AR
A o E— ST 7 R, BRI X Ak A AR 1 150N B 28 TR (pad) o 7E— LB Sl 7
1 SR (R GATK S 178 )35 2 R 3R AT AR A4 JAE3E o #F — LSt 7 Z2 vy, K5 B S5 3 S (K 41
% ¥ 5 /& FBurrows Wheeler Aligner (BWA) #E4TH . 7E— 285 jiti /5 e vb , B 152 B e B 31| 3
KH 2% 7 5B FE BT Y] (soft clipping) o fE— 85T /7 b, B[R 4H 255 7 51 2
GRCh37. 1 NI 225 F 4 A — L85t 77 S8 b, I 5 7 15 B35 LM PCR (emPCR) VR
W B E AR 1Y o AE— LSty S [E AR 2 e BE MY (clonal bridge) 3.

[0011]  FE—esji 77 b, T8 510 AT X IR MoK B 5208 10 A 0 R R B B 7 —
We s it 7 b, A WRE S R AR B A SRR AE e St T b, AR WRE S L VRRE L A
— S 7 e, R R A 2R DRI ZH DNA o 7F — S8 STt 7 S 5 A% R A2 MAmRNA S % 35 1] c DNA. .
[0012] 7 —uesj 5 b, oA AZ R FE it 76 I A8 i BEAT DR — Fh el 2 Py v 1 4%
(a) 9] (shear) ¥R ; (b) IKE LR FE M (¢) XM BT YN R BR FE S B RZ R 23 17047 K/
HEHE s (d) 38 HIDNASR & RS 52 FE it P AR 70 T 1 oK 3 5 (o) B — AN EE AT 7515 ()
P8R A I B A I B B T T SRR I 5 (o) ‘& R ER PR R I — AN E AN
SRS ER I BE PR 5 A1 /B8 (h) 78 R P 2 B/ 8 AL B AR 514 o 78— L85t 7 8+, prikd — A
s 2T P ARS8 R SO/ SR T 48 S B AR 4 o 7 — S8 S it Ty
FH, AW ENMTE T EIEE 5 T %5 MID) AR2s . 7F— S5t 7 R0, & IR FE
H ) — AN B AN O R B PR AL A — N B AN AR 3R ACRNATS T A 2 4 3R 7 —
B s 77 S, AR AL I RNAE VO T 40 5 7 X 88 BY e A A s sl 7 X gl — Ak
ZANBOGII HE R R R VR o AE — 288 T R, BT iR — AN B AN AR ) 2 AL RNATEAE T T
BRCA1 2[R #1/ B BRCA2.FE [ & i S 12 1) o

[0013]  FE—esijii /7 2, T % 5 20 A AR TR M FL 304 52 X3 3R A5 o A — SL St 7
F, AT RN A — LS 7 R, 2 B AL AR e BB (LR R A T
P JRURSE PRI\ o 7 — S8 512 it 7 28 R, R A2 7L M e B O B0

[0014]  7E—LL STty &9, i A SO SR AE ) vk e S RE AR S I R R P — AN B2
AR  FE—BE STt 7 S, i € T BRCA1JE [Rl Bk BRCA2JE [R Hh ) — AN B 22 N AR R 75— sk
Jiti T R, — AN B AN AR IE H R T S AR

[0015]  7E—ubsijif  Srb, B b 7 v it — 20 A H5 3 1k W PP i A Bk — AN sl 2 N
RIAFAE o

[0016]  ARSCIRFERELL S 7 S Fefit T A — N2 AN TR 1 RS, Frid 74
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AL E N - (@) AR GG 74 2B A ot & pE a8 f (R B & 152 B s (b) NI 38 Ji
S P B T B BT A e A/ 820 16 51 (MID) 41 5 (c) #5280 3k 90 1) J 4 I S50 40 ke 5 39
FEIR 0 225 7 51 DA AR 28 W S R B2 B 5 () o B B i) s BE b AT 20 RRNR 5 5 (o) Wi Br iR
INE)E i ST A DL AR B AL 7 20 SC A s (F) 28 EBr L oot B b s () X8 Ab R (1) 5 41 ST A
AT R0 B T EL oot DL AR 8 B BT B R P 20 ST A 5 () BT EE S 1 P 210 S A v 25 o E 42
B A (1) 23 BT IO BRI AT X o E — LU St 7 S, 23 AT RO BRI 20 5 X0, 8 ) L AR SO
B X e R AL B B AR AR — e S T SR SO BRI XA 53 A 1504 Bl A
FE—HE STt 7 Z2 4, 48 P el R A GATK AR A4 152 88 SR kAT AR A 5 o £E — e STt 7 S, 452
B ) 21 FE R 20 2 2% 2 51 42 FHBurrows Wheeler Aligner (BWA) 34T . 78— SL 5L /7 &=
Hh, R T B S B B KT A0 255 7 B AN R AR AR BT 1) o A — SRSt T Sorh , BN 25 1)
GRCh37. 1 NKHEHH S P .
[0017]  ASCILAEF-LL S 7 R b 3R 4t 7 A A B HR S I FEBR ST AL AT S
i1, ik $a 264 : () Hfp A P IESR R E BN TR 25 (b) W& JER R 46 )
7R S B AT HE 7 AIMID P A 4 2 5 () K& i S I iR 46 0 s 5040 vl S 38 S PR 20 2% 7
FILLA A B WS R B2 B R 4R 2 5 (d) X R WS () B2 Bk AT 70 RN R 51 1 F8 25 (o) W e
IS MBS SO LA B AR BRI PP 31 SO B 48 45 (6) B BRTEE N H AR 48 45 () 1HEAT
22 MO BRI 7 A0 ST ) R 0 EEHT LU 6T DA AR BCEE T LU T ) 7 B SR 8 4 5 (h) AEEET L X (1)
FF B SCAT 22 B B B 4R 2 s A1 (1) 23 BT IO R IR 2 B X () 48 & o 72— e S 7 S8
3 BT TN R 1) G B DX, 7 S5 SN R X 3 () B 7 L R AR A o AE — B STl T S, K
PR DX I 3 A 150 B RS AR o 7 — LSt 7 S, A FH e R I GATKAR A4 3 28 SRk b AT
AR I o A — S T S, B sk B i B I R 4 2 % 7 51 & HBurrows Wheeler
Aligner (BWA) HEAT I o £ — LSt 7 2 , 455 Be W 5 B L R AH 2 2% e 1 AN B BT D) £
— LR B, BRI 225 7 AR GRCh3T I NSRRI H S 751
[0018]  Fif IR MEIAR A AN A2 Ul BRI, FF HIFAS s B DT AR 77 b AT BR 1) b 17 DAl 1)
Wi B 7 18 St 7 QA SRR 2 A 5 80 2525 B B AR PR 4 56, AR 7 T8 < it 07 20 A
FHIER AT HHE
[0019]  Pf 1] fajiR
[0020]  AARLTT Fy 56 B Rt B PR ASOR B 5K 5 mT DA BE A 17 Ri7 ST B AS A TFIAFAE , DA S
A TEI HA R AR o X SE B AN 2 T AR A A TFI LA 2 it 77 20, PR AS B AR A A ons A
O TE LB A PR i, 78 R ) A b, T T E ook B P e BE R AR L B TR A A 3 B AR
IFe
[0021] 1B/ : %218 {F FIMiSeqflPersonal Gene Machine,PGM P& [ & F i BH 14
ST 2, H TR IIBRCA L FIBRCA2AZ AR RINGS I 7 V25 ) 7 B SS AR BE UG o X T-MiSeq P65, &
Jefl FAE N R FE I MiSeq Reporter® M, A5 FQuest JF 51 73 7 B 4 [Quest
Sequencing Analysis Pipeline (QSAP) Jit47 2544 5L o XF T-PGMF- &5 , 48 A A B R H2 fL 1)
Torrent SuiteBA&FIELEK A,
[0022]  [&] 272 f2e O 25 g BH 14 St 77 sUR QSAPAE WS 8.5 3 F 43 i T ik IR i AR
[0023] PE3E R~ TEUEFRES, (validation sample) H'BRCA1H40-bpEt e (Hidkc. 1175
1214de140) FIRBIVERL XS . 22 A 2 R H & B 4% (Integrative Genomics Viewer, IGV) K
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TEAR & o, 1 FHPGMAF & 45 & Torrent  Sui teZB 44 HI 46 1 3] 2848 (NEIA) |, 1 4 FIMi Seq
P& 45EMiSeq Reporterfrill A2 5848 (VNEIB) o FHQSAPLE SMi Seq T & AE M5 I 1)1 i
% UNEIC) S

[0024] K458 T WAERE F164bpi 2k (41246533-41246596del ;c.952 1015del) 715
PELE XS 25 & R R 2= A E 45 (IGV) BRI 55 Bon {8 FIMi Seq™F & 45 & QSAPS Il 1)1 S 2%
CNEIN) T AE PG & 45 & Torrent  Suid te 2B ARSI A M 2% k2 CNEIB) .

[0025]  EE58oR 1 kst AsE R — AR (NGS) g I =X - S U ) o 3K A 25 DRI 24
2 ESR (I6V) B4k [ — LS —DNAS F b B 2N A AR AR Ak (1) 52 3%, FINGS 78
MiSeq/QSAPF- & bR HRAK o ML 5 [l 35 T BT WL, DR A B 2 BE B AR & A AN RAZ , BUE A
RABIAE

[0026]  [&l672 AT LA &5 & A SCHR AL T 948 I v/ R G i i

[0027] "I THI A 40 15 BH MGG B2 24 5 2% I SR R AT o A2 BT R, ARALLIR A3 538 5 B iR AR AL
A BRAE BN SR AR o VEGH R LB DL BB R S rR BT A B 1 B 1 S i =X
FHAS T P AA RSB 1) o T DA P A S it 7 2, L AT DA A 5% T A It 25 L Ak 2 TR )
F R AR BT ] o 25 2 BRI AN TFI 2N 5 T, QAR SO — M PR R A I BLZE R
TR, 0] LA B A5 P A I AN [ B B AT HE A AR A& RIS T, BT A e A7 20 1 4 B A
WAR R F AR AT —H 5

[0028] R EHVER

[0029] HELEEARIE

[0030] A5t B A5 rh R A FE AR GE A T 1 BT sE SR S o R T 58 R AR1E B A HL A
NN S A2 U, BRAE S8 S, AT B I TR AR AR IE AR 2 R1ER A SR K
A BT Je8 A P 0 AN D2 40 30 o B AR AR R 1 5 S

[0031]  GnASCH A FH I, B AR 558 BABH , 488 BB R , RiE “40” R B g 25 (0 48 m |
10% 898 £10% o

[0032] YA SCHR A R, RGE “or B R L “4iAR 07 B IR AR AT 2 FR i IR < 25
(1193 F 5 BTk 43 F I EATTHI B R R RSB o B 8 I, HF B2 /D60 % i B T, it 75 %
BT, 90 % i B T 5 B IR IR G & I AR 7 R, 70 B o T2 26 AR R afib
9T

[0033]  FRAEPA F Bral g todgk ) Befy RSk, B I REA 20 A0 EHIR 2D
ZI20MZ T BE B /D L1265 ME R L & /D 2130 M H IR & D L40 ML TR & D 41504
HIR & DA 100N F IR - 20 Z1250 MEH R 2 D 2500 MZ IR & /b 411, 000N
2 /0 292, 000 MZ T BRI A% TR R 23 7 41

[0034]  OR¥E “I] — 4" A “FHIA” & 48 7 51 2 [ i — BV FE BE o vl Be A7 70 3090 [F) — T Bl 58 42
[ — 1 o 35843 AR TR 6 7 51052 5 28— AN R 810 /N1 100 %6 AR TE) 1 1 o 358 0 AR D 14 3 0 AT DL R A
FE/D70% 5 EDT75% E/D80% 5l F /085 % (5 £ /90 % k5 /1095 % [ M [E] 1

[0035]  dguASCH Ad FHIR R IE “P38” (“amplification) BY “Y 38" (“amplify”) A03% FH T 4%
DR T DT 388 0 38 0 R IR 3 1) ) % DL 7 0 o 3 3 ] DL FE A Bk 1 1 » AR R P
PAAEDNABRNA o LI F 5 XA B 1) 7 FUTE Y 347907, RN “P 377 o AR T SR Y
TNEIPE 7200 T Al R A i = S (PCR) (1947 38, (ELR F T4 SR B 14 1 22 JoAth U7 2% (491
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WNEFIRE IR INERE) AN O RN o« AR SURE AR N T0H B , X 8 HAR 77T AACE
PCR 78 5PCR T VE— (i FH . 2 WL, it , Saiki, “Amplification of Genomic DNA”in
PCR Protocols, Innis%¢ N\ %% ,Academic Press,San Diego,CA 1990, pp.13-20;Wharam
2 N ,Nucleic Acids Res.,29(11) :E54-E54,2001;Hafner® N\ ,Biotechniques,30 (4) :
852-56,858,860,2001 ; ZhongZ¥ N\ ,Biotechniques, 30 (4) :852-6,858,860,2001

[0036] G S A B R IE “Al kAR 187 & T 5 PR E A R 2 T Bl AL A Wl —4H oy
T — AW, HH TR AR T R F AR S S H LR RE

[0037]  dpAR ST H A FH B, ARAE R 22 48 W %2 K B T AL AR 1 /15 5 DL s BE AR IR A7
TE o B EARI UL, K™ BT ke dRs 2 F 317 1 B R S0

[0038] AR ST Hp s I, AR “fanil & KA T TAT WU 27 f2 48 W DA AT 7 AR el U7 08
B0 (cLonally amplified) 5T % /M LI B ABAM 4 T %A TP S B0 0
T7 % o XA AT AR =y 540 1) Ak B F 0 = 3R IR e T VA AR AR A AR T — AR (NGS) 77
2 JNGST7 AL HE A A s FH AT 308 Gkl 2 1B i & B (sequencing-by-synthesis) ,
VA f il #3210 M 7 (sequencing-by-ligation) o %l FIINGSF- & ) JEFR il 14 S 451 60 4%
miRNA BeadArray (Il1lumina,Inc.) -Roche 454TM GS FLXTM-Titanium (Roche
Diagnostics) \ABI SOLiDTM System (Applied Biosystems,Foster City,CA) .fl
HeliScopeTMSequencing System (Helicos Biosciences Corp.,Cambridge MA) .

(00391 dp A S 4 FH D N R B B “TR HUPR FE” J2 48 7 2 © 4 W e A R e GO F) ¢
FE) AR B, S R FE AT DLIE I b 6 2 iR P as AT 45 51, b R —w R/ (B,
100bp) MR B 5 1 H 1 I UG A7 B 1 52 B CA A e & mT DA A AR S 2 i) 7 v, 2 i
BV R FE e of 8 2 LB AL 9 4, 8 FH#EYoonZE N, Genome Research 2009September;19
(9) :1586-1592;Xie%E N\ ,BMC Bioinformatics 2009Mar 6;10:80;5{Medvedevds A ,
Nature Methods2009Nov;6 (11Suppl) :S13-20H 3 (19 7725 o 1% PSS BY (1) 7 2 43 A 1) £k
FABERR A “BL BOR [E IR AT

[0040]  froAR SCH A R “R2 R v B B 2 8 B — A R R S 2 A5 B Dl P 31 Bt Bt B B
Al DA E A ARATIE A KB, a0 2930/ % 1 R 22 29 1000/ 1% 1 R < 18] 19 K BE o K R 3 7 Y
R AT IR TFHER AR B AR 77 2, S Bt T ELEE K, 51 4, 2kb 31 10k b Bl BE
K o AT ¥ — MR R T AT AT 12 B B K, FF HAS A ER R A PR T M AT RE R, T2 iE A
FEAZ U ) 1 — 2 R R B, K szl e 7 A I TTE R

[0041] AR SCHR A FHIV) “R2 R 7 F A T Ao AUISE AR N B3 C AT 98 T 1% B8 7 1 (1)
AT 55 B o 7 F U W] LA ALEE 0 0% A % R 17 91 1) 9% T-DNABRNAFF 3] &2 A8 15 ) 4%
P B BODURE A4 e 31 B A 9 B AR R IR 7 A IS B o e s wT A 53 60 5 56 1+
ACHIAE 2 SR S I 7 1m0 < 03 PR S 7 S i S AH 40 27 B s B B R (1) A7 A B
ARSI E AN T3 C RN ATAR oAt & A 1 250 7 518 vl AR N AR S RN 51 2 R AT
AT 3 5 RO RS 0 R 5 G A B SRS 2 I K80 P A5 52 FASTQ A Qs eq - CSFASTA L BED . WIG-
EMBL.Phred.GFF.SAM.SRF . SFFE{ABT - ABIF 1] 4% (..

[0042]  frA SCH A FHIRT, RIE AKX BOsz BORTS P 718U 2 18 18 AT A% R il
JF SN SRAff 5E S2 A B — A 32 B P IS B R

[0043]  dpnASCH s AR IE “2 EEPCR” A& 18 P AL E [F] — S W 25 25 PR (] By 97 S5 ARHASE ) 79
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B 22 PREE AL IR I 58 5 o BN 3 s LA PR B — 5% SR 51K o AE — S8 STt 7 S
BEAS G Pyt A i) 22— AN G A AT S 43 A ic o £ — S8 St 77 S8 b, 2 51 e S AT DL —
AL FE R FEAL R () R e R ST o 72— LSt 7 SRR, o e MR AT DUAS [R] A w50 4 ]
I AR E o

[0044]  R3E “SUR G 8E U B 72 TR A g B XU BL) — Pl 8, FE ARSI B SR  , i3
ITARRGY W T I INT 51 o 5 2058 A Bl U S B B A0 3 468 1 0 5 il e 7 R A
WA 51, 58 —H 1B FENE — R = Yrh T B EEAR .

[0045]  dpASCHAE AT, RIE “FEAZ IR 2 T8 tH A B L T IR % DA% 1 IR B AT AT
HEHRFRED LTI K B 82110.11.12.13.14.15.20.25830 2 29150
MHEE (nt) , B %EZ10.11.12.13.14.15.20.25830 £ 270 M nt .

[0046] AR “Fe et , WA ST 0 SEAZ IR 1048 I, =2 48 24 A% B IR AL IR LU XTI
IVIRIAZ R T8 S5 A S AZ IR B — &8 0 B 2 /D 120805 1 7 51 [F]) — P S AZ IR
PE) AL B TR 51 W02 A6 ™ K A28 BUPR R SR A T e 8 5 IO IR I AR 28 28 9 HIEA EAE
RO R AL IR 4 S W AL IR 91 - B = (1) 7 B[R] — MK P A 11, 9 AL dE 22 /0
75% & /080% & /085% A /090% & /095 %  FE AL ik 2 /098 % 1) 3 Al [E] — 1 .

[0047] AL H S FHIR) , R TE 3267 B MA” 2 fR FLsh P, L N B AT B 5 —
FhEn, e inx & (Elan, % 455 R shd (a0, 4= 4h 3 O 55 BsEesh (i an,
e KRR RVKREE .

[0048]  GuASCHE FHARTE “EANF B« H AN B HAME” S 48 -5 T I8 FC 6 R A o
M2 %R EPAZ IR T 5, b anSEA% IR B R HAZTIR) » in A SCH A FI , =R T 21 1 B
ANF IR IEXFER LR, S H 5 Tl R 7 HI L Xt 15 — AP0 5 7 v 5 55—
FFANEI3 s BUAT IS, HAL T “ /AT 4687 o ilan, Fe 3157 -A-G-T-3" 57 313" -T-C-A-5" .
Ah o FERIRAZIR AN H LI el 5 v DA B0 46 A A K B AZ IR, I H AL FE 451 an L i
7- I SIS B AN — 8 A T8 A s B E I XUEEAR ] B8 5 A AN UL FC A0 Bl 5 0 Bl AN DG i
(PIE o A2 FR 5 A A3k 1) 52 RN 53 0] LA 48 56 2% FE VT 22 740 18R ff e WU A A e 1, i A%
T B 9 Q0 B A PR 1 K P A T TR 1 i 2 2 B R 5 1) A T 35 T 1) 5 - 5 B AN O AR
o HAMAETT LA S0 17, Horb A — A% IR k2 AR 7 Bl 258 0 0T 0 I VT e« 3%, FEAX TR
Z ) AT DAAFAE “5e 37 L) B 58 427 HoAb

[0049] R Z il Bl 1 ol A 1 SR AR AT DUd i b AT & 4 1 D e VR SE Al o T RS I AE )
TR it o ) 2 DR B8 1 ol A ) AR, U5 AR D i DA o SRR DR B R AR B I R A7 AE B
AFAE - N 5E AT PLALFE MAE i R SR IR R (514, s L DX 4 DNA I/ BRNA) , 38 3ok A 45 sk 2 %
(R 77253 AT BT SR BRI AR IR o DM W 335 S N AE W0 it vh 43 B8 B 1 o 0 i B 3 0 AR
A=W FAX IR B P B F B 7 5 o 2 U, AT DASR B — 8 L 20 A AR R I T AN
PEHCE 7y B AKX IR B ER 1 J5 1 I 5 v

[0050] AR SCHRAE FHIVY , R1E “S2ial 7 2 SR AL 3, L an N (B AT BLA 53— Fhsh ),
tanzx & (lan, 5 5 R0 (N, 4= 4n2F i 55 BLSRIR 3 (B, R
ANER AR S o R TR BT 2 18 B BB B BRI 18 % 2 A PER 2l E
[0051] Ak

[0052]  F|FHI11umina MiSeqll ¥ R AT LRI 417 51 50 7, A8 H 5 37 IMiSeq Reporter
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AR MIBRCATFIBRCA2AZAA , F AN BEAS HE i 46 S0 AR AR , Mi Seq il J¥* R 48 %) Kt it
KRB ARAR, L A0 55 RN 9 N BRER K, RIS A o 451 G, a0 AR ST T AR S it 9 ik 147
MiSeqill 57 RAARRELE E A HA K TIMIEXT (bp) B 52K (1) 955 3 14 BRCATAZ 1< : 40 - bp ik
Zec.1175 1214del140F110-bpiitZkc. 3481 3491dell0.FF K T HTALFEM T —4L/F 51 (NGS)
6 AR R R A BRS04 BT 2k (QSAP, AR “Quest F AT £87) , T
Fr MBRCAL FIBRCA27AZAA , FAEA S IN LA o A< ST Frid 9 QSAP TAE AR T L &5 &
FINGSF- & F T Eb o A1 &5 for 3 IR FB L o 7E — B85 7 = 7, QSAP 5 AR 15 %6 EMi Seq
Reporter K A Bt 12844 .

[0053]  FtIEIKIZH 225 7 51 & » 26 B9 DI 35 (R 41 S b B A TR) e BE B s A0/ s &5 TR AT
B HAh B BOR R GG A/ s R i B AR o A SCH SRR QSAP AR IR AR B it & bk
FWLPCR T KRk 2 4 14 (i 25 (1) 7T RE 52, AT BE 4 b P 520 Jis 463 B 7 22 TR 2R ot () S5 4L
B RSP o DAL, AR 05 JE 5 43 BT R % IX 43K B A [R] S22 v B 1) 1k B 55k B AN ) ST PR T
(I B 340, QSAP TAEJRAEIE B PR T B8N 0 [X 35k 11 Jag 8 B 3 Lb %, AT $ v 1 4 AN Rk
S tar AR R B, FEHRAL 1 B PR AR A AT

[0054] A4k, MAEY BT 519 7 5 A7 AL 2 S VRN A B IH/ANX (bait tile) ST
TR AME T P REATNGS , AT DA IBE G p 55 J2 DR 8 411 5 7 PR A1 9P A A 0 ) 3 7 S IR o 75 7 /DS
X 2 K E L1 25bp ) P ZRARNASS T, F T3 5% B o B T 1 /N X B 81028 () PCR B,
W 5194 291008832 , 177 H. B F-RNA/DNAZRAZ /A LEDNA/DNA 4258 4 58 5, i 22 A PE T4 40 2
T30 30 AT BE P B A o 175 VE /N DX 4 SR AR 38 - PCRIAG I 7 77 2 14 58 — AN IE A 2 AT 38 4 £
F-PCREY S T B HH 114 5 o Al 25 5 |2 P 4152 B 2 &5 2R

[0055] 32 PR AR Ak

[0056]  AXSCHRFRALIKT R G AN J5 i mT DAL FH AT AR Jak Ml A5 DR w19 AR A4 R A W o 73 4512 A
IRALFE BAL TR 22 5 L B RS JFE N BRI RN 5 67 o £E — B oR 9 M St 6 R, A S A R
() R4 F 777 T A K T°5.6.7.8.9.10.11.12.13.14.15.16.17.18.19.20.25.30.35.
404550 BY B 22 /MRl JE tof 1Y) 2 IR LB 2

[0057]  #E— L& R {5 S it 77 S H 5 BN 1Y) 225 (K] & BRCA 1 25 K] B BRCA2 3 [K] o 4 I 7 1/ B¢
43T FFIBRCA L B BRCA2EE [X B AT DL S B BRCA 1 B BRCA23E [K 2H DNAEL c DNA K 4> 3 8 34 43 o 75—
BB 5 it 77 e rp, X — AN 22 S BRCATEEBRACA24M (i 1~ B 34543 I 7 o F — e Sz it J7 S by, %
— /N Z ANBRCATELBRACAZ P 7% F B FB 40 M o 7E — LSt 7 B, i &b — AN AN T
A 1048204, THZE 254827 N AR T o 7E H A SE it 77 =, 3B WA BRCA 1 BRCA2 &
¥ X B A 4y

[0058]  7F—Lsizjii 7 22, B [X B A FEBRCA1 B BRACA2 L A 1 4= 3 g b AN AE b S5 %71 o 7
—/NSL T E T, &N BRCALENBRACA2EE X B 4% & I, 22 IUBRCA1BBRACA2 % i [X A1 Fir
BWNET, I EE—4NEFEE B (765 J717) BIBRCATELBRACA2 J3 21 F 11 £7100.500
750.90051000_E 2 £11200M% 2 , i _EBRCA1EEBRACA23E K L85 R il (1E3° J5 1) (K £
50.100. 15082001 _F % £1200.250. 3005k 400 4% EF R o 7F — L8 52t 7 = v, FHARIK B3 IX
FLFEBRCALBYBRACA2 JE Bl ¥ 7 H1I ) A B BB 40 o £E 55— AN SE it 77 2, 2 IBRCA1EBRACA2
T AN T A R —DNERE NN & T — 355

[0059]  7E— S5y S rb , LA I ) A8 44 2 BRCA 1 35 [K] s BRCA 23 [K] v f) B0 28 48 o 7 —
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Se st v, BUR R AR H R 1R BRI SR AR L FE — B st =, ARSI ) AR 44 & BRCAL
HE e 1175 1214del408k % Bic. 3481 3491del 108k %%,
[0060]  $1.Coriel l14HAE RS FE N H I BRCATFIBRCA2AE K

dbSNP HGVS 4% #&
H S NM_007300.3 NP _009231.2
BRCA1
GM13711 c.3119G>A p.Ser1040Asn
GM13715 ¢.5326 5327insC p.Serl776delinsSerProfs
GM14634 c.4065_4068delTCAA p-Asnl355 GlInl1356delinsLysfs

[0061]  GM14636
GM 14637
GM 14638
GM 14684
GM14090
GM 14092
GM14093

¢.5621_5622insA
¢.4327C>T
¢213-11T>G
¢.797 798delTT
¢.66_67delAG
¢.5201T>C

c.1204delG

12

p.Tyr1874delinsTerProfs
p-Argl443Ter

p. Val266=fs

p-Leu22 Glu23delinsLeuValfs
p.Vall734Ala

p.Glu402Serfs
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GM14094 c.1175_1214del40 p.Leu392 Ser405delinsGlnfs
GM14095 ¢.5200delG p.Vall734Terfs
GM14096 ¢.3481 3491delGAAGATACTAG  p.Glull61 Serll64delinsPhefs
GM14097 c.181T>G p.Cys61Gly
GM13714 ¢.5382 5383insC p.Asn1795GlInfs
GM13713 c.3748G>T p.Glul250Ter
GM13712 c.2155 2156insA p-Lys719delinsLysArgfs
GM13710 c.4327C>G p.Argl443Gly
[0062] GM13709 c.2068delA p-Lys690=fs
GM13708 c.4752C>G p.Tyr1584Ter
GM13705 ¢.3756 3759delGTCT p.Leul252 Ser1253delinsLeufs
BRCA2
GM14170 c.5946del T p-Ser1982Argfs
GM14622 c.6275 6276delTT p.Leu2092Profs
GM14623 c.125A>G p.Tyr42Cys
GM14624 c.5718 5719delCT p.Asn1906_Ser1907=fs
GM14626 c.9976A>T p.Lys3326Ter
GM14639 c.6198 6199delTT p.Val2066 Ser2067delinsValHisfs
[0063]  Fir A7 AL I IENGS 45 5 POM AR G FIMi Seq R Gt (i FHQSAPAR fA ) 152) 1A A K%

Sanger il L HEA TR .

(00641 FH T3 AT A A ot FORE o o) 2%

[0065] 7 ST A $& A1 75 v o] DL B T A AE RS S SRS AT A IR » G A SCH 8 FH IR, R
YIRS R TR S A O BAZ IR B RE o AR YRR T CLEL S I R RE i (B, BB AN A 3R
13) B B AZIR » H H T DL 4 M B0 40 B A4 FH /B2 2R () 3% 2H 3k ) B o AE—
BE S 7 S, IISCER B 323 1 2H SRR AS A i o i R IR LS (E AN PR T 9% (&4
R AN EE)  SCAVE IV REGEI (BAL)  SCAUVE MR (BW) 4 L BAT A R AL 1) 5 9 1 4
J (5, PR 2 ) ARV S B VR (CSF) R L LS L L7 B4 23 (4, 3% 4 SR A1 L) & 3k
A M it R 26 45 i ) T 1 A B AR N B3 AN T, A4S AEAN PR Tt V2 ZR0) 7 4l
Iy B HAm A L AR BB W A 2 A R AR A I B 2 2R R AR R EE S S A
ATCH, AR A AT 35 R IV LY BRI o A SO e I RTE “ R AR SR FE N TR R
T2 W R0/ BRI B R AR 5T IR AT R 1R ) A RAS A A

[0066] T~ ] & 25 A L DNAFE i (1 7= B P 7 v FEAE AN I T DNAZ3 25 2[RI 4 DNABY 1]
DEDNAK B2 \DNAK 3B 5 M4 1345 138 AV B 7 3, o, DS A 3R 7 v T 4%
DNAFE i B 7~ 4814 T Z AR S (AR B 1, R AR A SO 1) S Ag H gk — 25 Uk

[0067]  FE /NG St 77 S H , MURR B i R 29 5 k(R L DNA , 4 JHC B L BY U1 1T~ 351 K70

13
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2250 BN 1R PR ZHDNA v B o £E — SE S5t 77 S8 v, 0 85 (1) S DRI ZH DNA W] LA — 2P g ali ik,
A o 1, T LLAE [ 44 SCRFA) [ AH AT 33 ] 58 (SPRT) BR_E 4440 25 (1) JE K ZH DNAZE AL,
[0068]  FEINAFI 1 St 7 S, W A% R A 1N N 22 (R ZHDNA J B ()57 RH3 iy o 75— £E 51
T S, b — AME TS T IS RDNARE & IR AHURE 2R 51 7 81 (AR R 51 R %
IS 82 EAFRIRFT MID)) o ATEURER B — AN LA EAE G RIER 200 &R 51 AL IR S E
&2, W EEN T 2 R/ & 9F . IRt &R 515 FU AL S VRS RO ig 4T AR 2 M
(B, SR A —AN DA _EFE S RIS RE L) 5 F HLE 5 25 T2 51 78 51 i e A kIR

[0069]  F4h, e+ nl LA BT 5l 4 38 A0 /sl 5 B B 1) 38 FH T 31 o 7 — SE S it 7 8
W, JE R ZHDNA B AE DN P AT A 4 3G o fE — LS o Bh L T R A S g T
1 1uminall F#4¢ (MiSeq#HiSeq) HIP5 AN/ SRPTH#i#% T FF 51l 2 WL, B0, Williams -Carrier
&N, Plant J.,63(1) :167-77(2010) o £ — L& STt 7 &, M54 T /7 B R W HERE F TLife
Technologiesill FAX I P1ELAKT 21 7 51) o HAhAET B2 1 77 51 & AR S0 0 0 ) o — 8 ol 3 e 4
WO AR R 5 T PP R ANe B & 8 7P o1

[0070] 42 W] LA Jd ik 48 432 s I R 2, B 6 R B A i B 7 O RN/ B0 51 5140k
PRI 2 R A e B M/ B8R 51 51 8 B EE 7 BN, A B R A R/ B R
S P FIEY IS RIS I (SRR R 1% 5 Y7 51 —18) .

[0071]  FE R St 77 S Hh P RE 5 1 2 SR I LA B 4R B Vi 2 7795 F TP 31l e #% .
(E— NS W38 B B AL BRAR BT A D 75 T ] 5 7 [ AR SCREY) B DU 3R B AR 31 ) 2
VR A B 9 T, 30 A% R B 1) A B DR 2L DNA Fr B 3 , 9 FIRZ BRI T (R H) 2145 5+
PR R, AT DL e A 5 (R 2H 1) e o S IX 3o 15 TE 0T DL S5 AL T BRI — AN B AN X 1 —
NECZNINE T NS/ BB S A R B RN AR e ST T B, B W T ONRNATS
T AE— 2L s 7 B, AR AR 2 (1, £ AL)  UAE TR K4 F B 2tk (Bl an,
PR %5 5 P 3R R0 R 2R 1R B AR D R AL B A R BT 4i4k) o FE— S8 SETt 7 =, ik 751
R FEARNAGEH 7 — 2L St 77 e, iR 7518 4 5 2 T-BRCAL AN/ B BRCA2 L X P 1) —
NELZ AT N R/ BB R A B RME AE Y B ALRNATS H

[0072] ¥l ¥ 2wl , W DAE i 48 P62 e B0 e ) S LD AT 7 G SRBENGS T 7 o 75
) oA 2 BV I A5 A3 4674 NGS T4 4 11 lumina MiSeq™ (I1lumina,San Diego,
CA) 8% Ton Torrent™Personal Gene Machine (PGM) (Life Technologies,Grand Island,
NY) 716 .

[0073] AT LASR R B RIS R 1) PR h B O A0 35 AR AR 1 2 i 28 A% R A o 1) X R
FEl 588 R FF FI AL R IR S AT A

[0074]  NGSINFF-&

[0075]  J& W A FH = i@ EDNAWI P R 48, bk an N — AR 7 (NGS) R4t , SRk AE R 7 5 E s , =id
FDNAN P 5 5t K FHDNARSEAR ) R FIASE 47 W 7 o FH T A2 B B8 e 21 250488 1) s A PENG S T
FEAFEEART T luninaffy il & B2 7 5K (B141, T11lunina MiSeqBiHiSeq & 4E) -
Life TechnologiesfJIon TorrentfSARMIFH AR (0, Ton Torrent PGMEYIonfii T &
4t) \Roche (454Life Sciences)GS &% flQiagen (Intelligent Biosystems)Gene Reader
MFF6 .

(00761 Y 4 PRI AT A e P ENGS LA LA I 1 S DNASY 09 B .
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DNAZF TG o o T e i A M B A OGS AR I AR SRt , 77 229 BYDNABEAR » = Fhfe & LI 3~
147719 FLIRPCR (emPCR) R P11 [E A4 1 o

[0077]  fEvEREMEY 5 (% 73E7E T lumina HiSeqFIMiSeq 2415 ) , 1F 7] il
) 51 A Ve 2 P AN B 4 TR st TR R B o SCREDD b 51 SRR LL IR 2 T 9 3 7%
(1) THT 2% 25 o Pt it 5 % T FH T 25 T S A W 0 e A 19 X501, 208 482 1 B i) Uit 5 ity / 12 g 5
K B B ANERZE TR “Wrie” InF, R AR BIURAE - R AT AR M e A, S BRI R
T _E20H 3N B BRI DNA B BOR AR SR BT 3 L [ AT 3 7 A K Z01200- 1500 5
(MiSeq) AN%5 18] 43 B IR % (F-FHiSeq, 20 91-2424N) , T4t 1 i 58 o , LAAEE R ok
T 51905 2 238 UL 51 R T 8L o A8 I 188 5 A FH A 30 el 2 14 7 ik AT U, o]
WG R R 7 VR A T 45 S A BRI ANTPRIIE IR 5 i, AR T IR B N V0
FAZ AT E] o 248 ANANTP I, 5 Y6 bRt B & b WIgRA% SR G D1 B 4, DA R i R — A
BB N X SR T IR AL 3 1 AR R R 3B N M — W A AR RSB AN DR 5
AT G IR AR G DAL 07 1k e B P 2 T, DA T-DNASRE & B ) B 25 B 1E AT~ — IR $B
N o IX— RIVBIRFFLLAGIA — 2 (IR AL, 1 B 8 A 1 B R R E

[0078]  #EFLIRPCR 7%, B S imad 3 K ZLDNARI BE AL BoAk A= BEDNASC 2 o A FH A4 7 %
P FREEDNA Fr B (BB P 42 21 Bk 1 B 3R 10, — N BR 52K H DNASC FE 1) — /N DNA v B b
B BR TR A & AL B R IRED , T IR B A 545 A DNA R BRI A B2 7 T AMI 7 41 . 8
Je P Bk TR 7K - T LI R X A AE AR PR K - LR BN R — AN BRI 2 —
ANPCRAVU B, 7= AE B ANDNARSE AR ()47 1448 DL 98 Ji5 A FIX S Bk 7SR AR BT 51 o AE 3T S5V T
Hfs I 2R 78 55 A AN A I AR E R, Irid A% B ER A SCEERIP LT H1) 2 S SCHT o B
AT EY M Ton Torrent One Touch Instrument 2 (0T2,Life Technologies,Grand
Island,NY) GUEETIEE SR 50 H e SCPTEAZ T R S A 7= A2 I DNABE I 3 g 5 5 5 ) 248
ZF 515 R AR TR A o MV ER T R IIDNASE A 18, 48 5 1 Bk T U ARAE TE MG
FrotR 2 1 I N FLH SR 5 A8 B 0 DU A dNTP— Fh— b AR VB85 Fr I 22 1T Bt o 24 iy
5 A% T IR v IS, DNASR &5 B A5 A A B S A B 8 I — M IR, R — N & 7, F
A A W 7T B LA ) pHAS AL « pHAR AL 1) KN KRBV T N IR AL H , -5 D A
TF IR A I3 1D R A% 7 I — e A A 00 AR =

[0079]  QSAPALFE £k /7 7%

[0080]  E2f@ R~ T M4 T #0204 (B, QSAP, 15 3K 56 51 Z0 A i RE) AR 4% Fe i B 41 52
it 77 SRR B o B 2 s ik A AT PLAE TH R & B SISt T 20, 20 R
AER IR M T ENLT A B b, TH R & AT Bk 58 A5, 35 2401 H B £ St 7
44

[0081]  Jaf A% R I 3 Hi Hs >k A% BRI 7 A (9l G >k EENGS TN J7°F- 65) BB Wl A 2 A
W8 A B BUAE R AN AL IR T A0 B o 0 e 1, 509 B 0 2 DL — B BoH s U7 7, A i
DL 45— (1) B =045 an LAFAS TQ#S =047 7E , FF H B AT TR Bl 7 & 2 Phred /Phrap el &tk
o LI, B 2 /D78 55 7 41 5 B S L AR SR IR I B s S i o 7B — SRSt /e, 2
AN 46 7 F0 R T DU R o g — A% X

[0082] Xt Jif A A% BRI 7 H0CH o ik A SCHE A IQSAP T VR I AT , FTid 5 v B HE et (1) 7 471
BU o FIAS A SRR 5 AT 50 55 3 27138 R R AL N o QS AP 5 v FH v P BB 1) 11 B R At 4 it
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BT RIS A B I LR 4SS 1% 7754045 : Burrows Wheeler Aligner (BWA) , H
Txt 52 751 (il athg19/GRCh37 . 1535 LRI 4H) 1 LU X 5 s B PR 2H 70 4 T 2L AL (GATK) 1)
Queue, T 25 ; S (1Smi th-Waterman fay 5 537 b %, A5 i A8 44 A5 (1 a0, T2 4k
FIEH 8 R R GATK) o £E— NS 7 28 1, BT V) AE EL Xof Bl S e 15 v 4 5G FA « 451) 4, BWA T2 5,
Al LAESAE BB VIR IGO0 T 384T - 9 BB )8 7 51 2 78 308 43 B S s B R AN DG E A v B
FE— LS 77 R, bR BCEY VI AT T B EH T BB DT 52 B ) B iR B SR 1T 2 B B R o )
08 T b St ] 8 0 2R ARG N, AL FE ) i N AR I RS ) R B L R T AR
B 5% R A2 ey 7 A SIS (R VR R P , 92043 BT IR ], 5 0V RIVESS 7 1] 45 A gk il o/ ot i A =X
(BAM) FHAZ A H) 15248 X (VCF) ST o R 3CHR M 1 QSAP T 2 I AN A2 BR () 7~ 451 14 S i 7 28« AR
S Y “2 25 7 81)” 0] DL e 78 75 %7 P B AT AR A 38 B TSe AR AE B T A1, H SRR
73 E 8 8% R A B s BOM A R AL

[0083]  FE R TT i , B SRR i A% B R 7 A1 A (B AnFASTQSL ) MAZ R A (f51)
U, MiSeqfs) & il 2 H iz 7 EdE (rundata) SCHE I FEAXES LA R 5B P51 & 2
HAL o JEARFASTQ LA B 5 A A i 1 28 D 2N 1 B, 4811 T 1) 1 e 1) 152

[0084] AR5 id SEAEMPASTQ A, DA 2B bR ic A A I I £k I 7 o ik B B8 ) S B o AE —
STt TT S I YRS AR B T A R R S R X 2 2 M R PO R AR R R AT DA
FF 54T (sequence sorting) T, il iISAMtools (FEFI L% /B i) T ) kAT o jEFE
FFo

[0085] 4R J& M H i B FP A BT S i 82 7 A0 TAR IR AT (MID) A28 7 41 (B, TEA% B i
2 FE W] B B T A AR R AT 7 51) o 78— A2 B =0, £l FHFASTQAR R T2 (bk
fastqg-mef) R T8 RIS L , 1% T B/ 7 2 SO b 4 7 AR 28 5 91, 9 HLEE T 06 b
FE BB , € — B VIS HOIE AT BI V) XA B 72 A — AN B S B B B A i FASTQ1E
B0 SO - S HE P FRE BA SRR AT 2 T 5MIDF S & o R b, AR F A 2 1 B A R S
PEMID T H1I ) B 4y iEAT A2 BT, DL DR 7212 BTk R rh 461 42 1 FIMID 7 91 #4325

[0086] 4R 5 i H & & 19255 LU X BRI A8 B (1) B BE W 3 21 525 137 51 (14, GRChi37 . 1
NEEEBA S FH) , ATHEF R 5] % R 13X — 353 1 LL#E HBurrows-Wheeler
Aligner (BWA) (BIUIfRAS0.7.5a-r405) (i, fd a4 :bwa mem-M-t 2) FISAMtoolsiffT .
FE—SE STt 77 Z2 v, BT )R LGB SRk B s 5 P o 0 T AR FH R AR A B o T, (49
U, bowtie) SKEHATWILALL X o 44 J5 vT LAAE A T2 (WnPicard) #4i5t B 2H Vs I BIBAMSC A, % T
BALSE T E SAMAIBAMAS 2K SO AR ) 3E T Java ) iy 24T LB X AN IR E o — AN E 4R
BAMSC A, oA A5 BN it P e S5 281) 356 PR 40 1) i 52 B o BV SR SAMtoo 1 s 72 W BAMSC AR 1R AT HE
A2 51 An v T H,, {H AT DA P Ath AT b BRBAMSE A () T . o S it 3% 6 B o 53355 (1) 4015 A
T3 F R ARSI AN 53 E A, B BT DA NIE A 1) SCRR SRR IR1S , 414, Bao%E N, Journal
of Human Genetics,28Apr.2011,p.1-9, @i $&A 44 1% SCHR 58 BEF- AA L AR R B — 20
ARSI S BRI A B — P K BRI RRCAS , B A A A [F] 07 R ERZ R 2
L B, WFR A ] R B, R R 5 AR CRIA I 27 P Ao — iR A H 1)
R,

[0087]  iZiFEHY N —B i KA AL E T X H R €17 (pipelined realigner target
creation) - J& & EHT Lb X A1 EE & 15 B A AR i o 76— L st U7 =0 b, X 2820 IR ] DL i
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Queue o £ — /R BIMESEIL T A, Queue 262 T-Queue v.2.3-97) KA H AL F5 1)
DataProcessingPipeline.scalafliAH It R BIQueue B 2k . £ — Lo n i P s i 7 b, iR
BFEU T —FRZE . EHA R NEEEHASZH UL E SR HAEMRE T
Smith-Waterman Jay 8 2 H7 bb X e I 5 2 B B8 o 22 70 B0 R v 28 8 (BQSR) , A1/ B Queue
3 AT RIBAMZY H FIR T I8 ER (1) [X 38 (1 W, G A2 -+/ - 2950408 28) , B i [X 34T 34k b I
AN BRI , B N 21150 A o 72— 2ot 77 o, i FHPicardfMarkDuplicates ¥
MREFPATIH B ER Bk (B, 25H) , X 0T PUE FHQueue K& Z& AL . 1X L2 35 BR (1) 4
e —/NEAC PR 7 A BAMSC A HoAL B BN ) T A B2 B, IR S T B 5 OB ) X 48 EE
boxs, HERR 7 EE

[0088]  7E—HESL T S M, 24 W RS T B B T R v (BQSR) LA B3t v BB [R] 2451
TED 7 0 S 0 XS/ S 451 A J LA 128 8 BB BR M) R R B IS 00 T, IXFE R R 2 H
(1) o 4 ST I/ N B BB X 35, BQSRIT B e K HEAN K GF 5 PR 9 e MRS 50 2 PRI 2 f2 8 56 72
[P RAE , A4 WL AR A (914D, W SR 226 2 0 A0 & W B S A R AL, K 2 50 ol AR 1% A
BHEATE) AT RET A,

(00891 J=) &0 B 3 b k¢ T4 A\ FH R 2K R R R IR 2 . AR R HSmi th-Watermanlt
X e bR ERT L X T B H e Rt SR A SRR R T vk, A SR ) Smi th-
Waterman J&y s 255 bt T, FoKs 53 b OGH R T2 MR 1) DX 38, 451 4n J LA 326 8 () J86 MR 1) JE A
(1540, BRCAT FIBRCA23 [A]) o I it R Tyl /b 7 37 G o) H s 601 2 A0 Jeg 50 203 bE o 20 R (0 7
SRR N TH) o IX AT 73 22 40 B U L BE i 3, PR R ] DL is 47 i [A]

[0090] % (deduplication) X T /MY 3G fhfar (1) 52 2 B 20 . 2 E R DhRe 2wl
Fric B 7E 522 7 1 L i B A A [R) A A A2 i Bk 2BR B B PCRE S . 1 T8 1)
SEBEHLIT, 7 BB SR B A AE A S s A s i T LER AR /0N, B DK X 28 5 B AR W 29 i v 25
(AR B R e 2 A 1 e R BY) o FE L5, 5 738 S AR 110 S5 A7 228 IR~ 1l i ) T 42
I FHEARI50 %6 , 3% X T RAEE (540, dn 2R e T4 38 e 11 B AR RAER , DU T st v i A 44) i
PG PRI (40, an SRS, W] RE 24 iR\ a2 4l -G 1) 2 BB o AR SCHR I A T itk
TEAYIAE B 5 R rh 5 A R0 2 J R ) 25 A il 1B T T VA T Pl e () S 2k A
P

[0091] AR J&5 7RI X 3, (Gw A A0 T +/ - 50/ 28) 1) B AN B PR ARAR o 2 — AN sE 3
Jr A, v PLFE FHGATK v 2.3-99 ) UnifiedGenotyper. fE—/ > E AR 77 &, % H
GATK , HAT A I (discovery) Bz, fr TG AL (emit all sites) , B AR A AT
RAF , Hoh i KB ACEEAL LR ¥ & N2, I Hindel 47 TR 20 30 AL i AR AR i A —
AL B AT B PR AR A A B ] (suppress) o B AR AN F0 1) 28 44 A 6 T AR 5 vk =& E T .
40, T SR A A S ], AT R B IR RO, T BN K HERA ) 45 S o AE BN B R ) AR AR
FIRE IS A B AR A B A I e, FoRA AR AR B AT B AR B .

[0092]  GATKHH %) A8 4 4 152 ] DA AE i I ASE Bk (R 7 YA X AT, o 3 it — R 5148 4k
T PISEAFAE BUANATAE o AE— L8 STt 7 S b, v DLEAT 1K P A B A A s, R 45 R A
I, DA R RS e KA o SR () 77 9 T LA R AE A it ] 4 v S AN B9 38 7 5 I a8 28] 1) )
AR (B, To 2 BR ZiPCRE E 1K L) -

[0093]  FEA K BA B B ARSI T7 2, AT DL AR S Hb S it 1 8 2% BRI AR, DA IX 70 BoR i) 252
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PO 2 S5 ) 20 B0 A0 S 75 A AT 482 52 A B 2 S 1 P 20 B o G AR S rp el R G R T
52 B2 TR A2 F8 2920 F1 B = [ phred ¥ LR A9 43 - phred I T A3 70 /2 Q70 40, H oM -
1010g,, (e) , Fo e R B FILAT 1R A AL THRERR o %7 ka8 BT 17 5500 (R e At 4 o 4
1o TR 1S 3 R TR B A R R R 1 AT RE M /N o TR B, PR AR A 20 R AR R A IR F N L/
100, A8 B I FI L HE 6 B 199 % o 75 AR I B IR 3k — 20 10 B AR st 7 22 Hp, o] DL S it et 18 28 B
BRI LA X 99 3575 ] 43252 1 78 65 P55 16 e 50 88000 AR B 7 AN AT 252 1A 7 5 R 1A e A B » A <
rh g A ARAE A BE 2 7B 75 2 AR 2920 X AILL () 78 55 2 . ALk, E bE o b 7 o 5 — Bl
S B B 29208k L |

[0094]  FEA KB E— 0 0 BAR St 7 2, mT DL S it a8 4 B A LA IX 43 27 e L 1X
) AT B SZ 1 R A PRI P A B AN R T R DX ) A A B R A M 1 S O A S
Hh A R R AR L X3 o 52 4R R R AP R L P FI B, i AR T ) ARk =
AR, A7 H% FE T FR D B H % i TS R T

[0095]  FEAKBA X 55— B ARt 77 227, ml DA S it it Y8 48 Bl E A X 23 R vl 252
(1) T 1 P 270 5 0 R 2 s A T 32 1A A B0 K B2 1) 91 08 » A S A R R 3 “7]
P2 PR B R A RV S S 2% )7 51 58 A U R IR 25 A7 o AH B R T IE AT DL A2 I ST
B A1 £970% K LA b1 AEE SR .

[0096]  —BEdiILL X /A% X

[0097] P& 62 AR 4t 1t B 4 S it 7 U TH L R R RHER ZIF EHL RS T T STk
(1 72 BB 5 BT, B FE AT QSAPE L 1) — AN ELE AN BT A D IR R B 1 3 R 456004
K605 T 1515 B HAdoa (F 44, DL AR & 31 8 28605 LA A 3845 2 1) Ab 33 25 6 1 0B
Ab PR EE % o B R SE60038 AT LR RS A B 28 DLAR R A5 B — AN a2 M b HE 261088 4b
HL 2 o TH . R L6001 45 RS & B 28605 LUt 15 5 DA K ZE bl Ab FR 286 10T I $8 211 3=
1F# #5615, Lk Bl HLAZ B i 28 (RAM) B A B S A7k 25 B . E A7 2561518 7] LA F 7240
HEAR6 10T T & W) A7 fi AL B 15 2 I B A8 B Bl At AR )45 B o TH B R 4e600 0] DLt — 20
FLFER G BB 2860500 H 2/ fig 2% (ROM) 6208 AR B SAF- S E , F T A7 AL BE 236 10/ &
DS B FNTE A1) AP B2 E 625, 9 W[ 25 23 1F RERL BUOG AL A A 21 28605, F T Fe A A7
FEEMIES.

[0098] 1A RGE600 R LA H S 2k 6064 & I R 7x 2635, LU W s Y 7w #45 B VR AR B I
s T BoR (G BN 630, 18 1 ELHE 7 R S AL A g (0 s 2, T LA &
B 26605, FTK 5 By & AL 5 B AL FE 28610 7 55— A2 5 X, i AN 25 B 630
HA b 45 B S 7R #8635 o B N 2% B 630 1] DL ELHE FE AR 12 il 48 , 1 W0 SRbR L B BREO B AR 5 )
i, F T 7 M5 By A B AL B AL BE 28610, 37 F T3 ) BoR 83635 L erfs 5.
[0099] AR FE &ALl 7 30, A SCHEAR I 2 o] LL i 5 R Z0600M0 BT Ab 3 2361034 T AL
TR EAF AR 615 82 %4 (arrangement of instructions) SRSEHL IXFER 54 AT LA
M —THFEHLRTEE A T (b AN 7B 35 B 625) 1 N E /7645615, B & £ LG #6165 1 15
L HEE AT, A T R B1600 5 it A8 SC BT (1 91 7 VR AR o B mT DASK H 22 b 3 e HE
(multi-processing arrangement) H [ — N Z N H 2R HAT O 5 £ LA AR 6154 1)
B2 E RSt S, vT DL FHAEZE F B AR B A 48 2 B S R A 4G, SR ECHLI R 1
st =X DR e, SEBL S SROANBR 154 H, i AR A AT R B 2L
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[0100]  RUEEEI6H LAl 1o BItEvh 5 R 50, (2 LA Ui W 45 rp il (1 S 5 3Cm]
DL A SIS (0 5 7 FL B BAE T SERLRRA: ] 1 st b S, B A ] i rp 2
TP SR S A AR R B AT I — B B EH LA .

(01011 FEAS UL 45 rb i IR 1) S ft 5 2QRT DAAE R0y 7 L B o, B THSREPLBRAT < 1] F B
B A1 m St B A5 A B R N T K 4 R S L5 R S R ) B e AT ) — e H A
B o FEAS UL 5 R 1) S 05 SR DA — A E N R —— R A el AR
PURE 748 2 IR B, BT ik 18 & # g h £ — A B2 U SRt bt b, AT el Hde b 2 s
B AT BIA% I HHE A B e 2 ) 4R A —— RSt o B AU B 3 A3, RE PP 482 P LGS A2 N
TAEMKMERRE S b, B LE 2 SHE DE B A5 5, X815 S 4 A 45 F Tk
3 A PR A B A BB AL BE B AT IR B o T N BT U, BB A6 T
TR AT B AE it 2B B T E S AT A A AR B AL B AT A DA i 25 B 51 BB L, B2 AT
A A G M0 BTSN ARAL RS 5 ER T SEAAE#EA BR] A
e N LA AR 3R A5 5 A THENURE 37 48 2 A RIS B H A3 o TS LAF A A BTk m]
LU, BiE 46T, — a0 B R B AT B it (40, 22 5K CD Tl A B H At A7 ik 2
B oL TN B IR B AR BR S -

[0102] 735 BH 45 rp fifi ik F) 45 R mT DA ey i A 2 ¥ 48 0 AE A AE — A AN TSR] 347
it 2 L 1) A0 B A LA R PR B AT o ARV Bl b B v ™ BTSRRI R
P A B (0 B 4% R B AR A 28 BOR U, ARG rT AR AL BE 45 U SEHL i B R ST, B
HIT 3 2% 350 F (1) 22 T50 B I8 % UK 4145 o i it B4 w] DAL SRR IR H (K32 45 H 1%, 4110, FPGA
(B ] A5 IR 41)) BRASTC (& FAE i HL B%) o BRBEAF A1, BT Ik ¥ 2% 34 mT LA EL 4 B B i e
I TE SEHURE 7 I D AT PR B , 451 D) pld Ak B 45 o] 1 P DO S Bl 122 B AR 4 W B &
G051 BB ATIN AT RS, BE S AT B 2 AL (R A o B A I HRAT A 85
A DA S5 FA [ 4 T F SRR R B A 15t anWe b il 2% 23 A st S AT A TS B A 152«
[0103]  THEMLEE R (B FRONRE 7 B A E I AR 1 S BALAS BI0ACAS) w] RAAE P AT 3
GiREiE S O S , I g I EURREE S IV E B R L OF BT DUER B DR R A, A
VRS By B AR it VLA L 7 BUAR N BB & T AE TE B A A A A R
TG o VF BN 5 ] DUEAS — 38 0 NS R GE K ST o T DLUORERE P A7k T Orfr FL A RE e
B K S (A0 A7 B AE R I TE 5 SO — D AN A 19— % T it iR 1
REFP (R BN S B2 A IR SO (B, A7 A — A B ML R e AT AR 4 S 1)
o TR Fe mT LA A — & THEENL L B T — AN 3l ml s o0 A1 76 22 A il i DRI T 3
EME HIER 2 G RN LT

[0104]  ZEBRUL , 1& T AT THENURE Fr B Ak B 25 G538 FH AT AL PR A5 L DA S AT AT 2
R HC T AT AT — B DA B G 8 W, AL BR AR OR B R A7 i 4 BURE L A7 X
A fith o BT TR i 2 AN o TSN LI A ST A8 - I TARGE TR S AT SRR AL B 25, LA K
A A T AR A R 1 A7 2 2 B B THE LS B — e A A
il B R R A AT e B 8 B A RGO B OGRS A1/ B R B A 2B B T PR A A
& LU AR B A AR T, THE LA D AR AR R 3 E o B TR AL A E 5
—ANIRE T LB B E B S A SO B EE (PDA) B2 Bl S L AT O T Rk
P & EBOEN RS (GPS) it as sLAE % A A7l B (4, 38 F 5 AT B2k (USB) INA7 3K 3
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&) & TAAETHENUE T 48 & AR ) 26 B O G T X0 HE 2 R A48 0 BURAE
FRALE B UNALHE 2 SARAFAE AR 25 B, ) WnEPROM . EEPROMAN (A A7 358 & WG4, 4 Ui Py ¥ i 4
BRI # B4 s W B s L S CDROMAHIDVD - ROMAE o b 3 24 A7 fih 4 v] LA el & HIZ 4 F B D 72
A,
[0105] a4l i /fai th
[0106]  FEARAAFISEI T UiE, BT LA FH RS B4l 15 A2 e (540, QC B2 & (5l tn s B 3 - 34 78
T /NE SRR ) SRR B X I N E 2R IR GBI B X R A E
BA 2 /DQ30M R , ARG e LT TR E R FErh AT S Rt Mdm B, Horb e/ NE 52 FEAR T
20/ EE AR (R E R 2 J5) HiAsid N E R .
[0107]  FEAKBHR)—Lesji )y 29, 0 b BT iR B 8 31 4 i 26 ] LA 52 W e sk SCRE R4
FHORBR B 42 o A SR FHI S i 36 08 R4 —AR XA 240, A H T4t
WP A E R AN, DL AR BLAR STt 7 58 R AT e B B FL TR s o (91 G e R B
TBRNAZE I L B H BUKF) « H4h 1% R4 TR0 5= BO BN IR 7 5 B e 3%
Be R T B2 % IR T 2 X B R e e A B SR AR e B A (R4 e A B 38 AT IS, LA I e
RAT A0 B3 X TTEERE IR UL T S O SR T IR T A X B R ) A
H AR T A7 i AR B T Pk b, i 5 SRR 5 4 s B R A AR () A7 AE BRANEAE
B AL Hi i 7 52 35 B S o BRCEL A R B S
[0108] W] LA AR A4 e SO E i a3E 4T B 128 VRAL , HAE RTER SO 9] (retuned) o 4]
46 A S VEAG T LA FE AR AR 73 -0 28 (1 a0 [A) S VB8 ST X hE) AT RUE SR CORE84)
b2 K M RIAT VPR SCHR A 45R028) R0 T b 408 (1) I PR R 38 S, HooA Bl T W82 21 ) AR A4 1)
WIGE 7 R A0 E B PEAL AT SO JE e I 1], e R PR R 1l 386 0 FH 1 A8 A4 1) e 28 W R VEA 1)
5 o VA AR AT LU AT E SR P 2 R0 2 S W3k A T TC L, P ol 0 D00, 45 5 [ = 2 g A
220 (American College of Medical Genetics) HEXFH 8 Fa AN/ 8l uFE 98 B 71 4 , BL G B
BB STHR o PEA B0 BT DL A i ] 85 8 A 0 AR A4 A OC SCRR IR B4 U7 ), R340 T A BhvPAl
QAT SRAS 132 BH B, DAMRE T o D) S 4 200 ot ] DLIE I We b F 10T « 55 41 14 32 PR JRa il e 41k 5
FE AR5 U 2 ), R RN T8 A AT e o 2K
[0109] W] LLKE I 40 40 B VPAG 43t 1] AR S50 =5 22 M B B 2 el 83 4R 2 o 2 il o] 404K
(customized visualization) AJ H-T- N T8 B H2 58 45l PR 2 1O 45 SR  FEAS IR X 55—
AT R 12 W R SR SRR R G AT L F I /R RS RS RS A LS T &
e I B BPEAG A BT PR AL 1 AR R B IE R R 0 B AR — SRS T R, I
B PG MRt 1 R B AR 5 e BURIE 1A R (R R 45 4
[0110] W] DAAR 418 4% i BH A I 502 Wt B Y 0 140 32 95 BRI e 1T LA AR ST AR N 01 2 RN
AR R U PR o PE AR AZE 1) ST T 2R PR, BT IR 95 9 W DA A a8 A% P 3 T3 5O i , R ) A& T LA
F T B RV 3 20 B A DN 381 () o i o I i R B 45 A AN R T 481 01 7 3 24 1 sk = SR S I IR
B = AR SR R OB A HAE B L B B I B A 2 R R B I RE , Rl A R
http://en.wikipedia.org/wiki/List of genetic disorders™ #&3I|f—Fhak 2 FdiE .
O] FE AR S BH B — AR5 Sl D0 328 1A S5 i 07 58 v g W) B 2 Wi B 0 P 32 T s s 1 9
T35 5140, AT AN 5 2 0 PR AT AR s A MR o 7 B R SISt T R, R U B2 W
BT ) 92 993 A2 FLINR e O S8 e BT 2 I
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[0112]  FERy E SK it 7 S8, B2 i o S SCRF 2848 W] LA 70 1 IR = R SR AR ol o 1R 5K
AR Al it dth F 1 P 521l B RE VR T I T a6 AN/ sk 82 1t — P AR 7 R AR R
TR B Ut B3 B B 0 A T 2 ) SRR SR A o

St 5

[0113]  SEjtifs)1

[0114]  ARAFFREIA Ti&E & T I RS2 % 19 H TR MIBRCA L FIBRCA27Z {4 Fit Bk vy 168 = )
J7 I 8 V) I R AR B IE « 1M Seq/QSAPHR & — 20 A M 1) W1 46 100647 % AR i 1) 45 51
IR 22 T AR AR P o AE AN T S, A8 IS E N X AR R A SR 2 T NGS ) E
EAE S5 S0 = AT IBRCAL/ 278 4 o FE IS F2 SR T IR AR FINGS - 65 : T11umina
MiSeq &4t #lLife Technologies Ion Torrent/™ AAKERAEHE R4 M #4140 i fd e
(1), 58 FH P ASNGSF 5 3R 152 103 I R A i (1 45 2R, - HAT FHEE = MiSeqiz /73R8 73711006
MER,

[0115] 1R T Ko IBRCALFNBRCA2ZAS A FINGS W 7 V2 1) S AR R ik o 1 T 11 0 B 3R T A%
R — AN 77

[0116]  DNAFE

[0117]  SkH HEATEBRCAL (n=21;31) B{BRCA2 (n=06; K1) I C 5H ELBIRM 41 i R 11
DNAEE LI H Coriell Mutant Cell Repository (Camden,NJ) oiX %622 ¢ AL & 2505 FIE
B AR AR — AL T KA, A5 T 67 AR 2 w2 I L e A A DU BRCA S AR 1 AN )
MR o 24T Sanger il 7 DA i€ BRCA1 B BRCA2 5 51| A% 72 B AFAE « fE UL SEB 7 0, FE B
N E 3524 R AR AR, IR EA TR T HORBSHIE

[0118]  DNAI| 4%

[0119]  FREHE P AT UL HH , ff FHRoche Molecular Systems (Indianapolis, IN) fJRoche
Magnapure" 2 4 7596 L1 72 A Hh A4/ J5 L2000 B 43 135 ik D] 4L DNA o M 948 41 365 o 10 8 £k
HE &N E AR TR (B220Focused Ultra-Sonicator,Covaris Inc.,Woburn,MA) , 3k
D] ZHL DNARE AL BY 1) 22 250 A Bl X6 1) 35 K/ o

[0120] @ik SPRIEK T FIPEG/ & ACANE & Pk 4

[0121]  BYY)JG , BEDNAWKR LA 215 , b 25 K/NANBE IR DNA 2y F- o 3X A& FISPRT ([&] A5 AT 16 [ 7)) Bk
¥ (AMPure Beads,Agencourt,Beverley,MA) 58I « B2k T B IFFEEDTA- 58 4, — % (PEG) ¥&%
B .

[0122]  DNAKuHIEE

[0123]  FRIEEATHE T Z BB B DNAGY 110 A o X A2 {3 IR I A5 2237 3R G s PR Al
37 &5 IR VI Bl i P (1) DNA SR & il 58 3, IR 7857 9%t o F 22 B 37 2% Hh v A 77 AR
Uiy o 340, DNAFT BER 5 i B A 10 R Hh A R AL

[0124] g s MBS

[0125]  HpAN5" #4155 A MAF I 4y 7 % 51 (MID) 781 (G TEA5) , FHT-FR IR & I DNASE
o FAN BALEPEFHI — 53 37 e 70 TR A A 2 SL A 1, HAL & PTMiSeq/F A1
— o TR T AR ST IR A o 3 B I N H b W LN 5 R A B AN R B
TR, AR OR T B2 T S DNA Fy B S, AN 5 B B de AR R R b, AN #2110 BE /R
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AR AR S  (H 5 BE AL DNAAR LE & i S AEIX MR T 2 5, i = i) R4 —F
FEARIE M A, B 25 - (P5) -MID-BRCA 3 [KDNA-JE[H] (P7) -3" o 41 b BT ik f FHSPRT Bk -1 2
FE i, HEE I DNASRE & B & e s A I B 11 o 58 & B AE SR AL S I B R, P AR T
PCRY™ M4 51 W4 &7 1

[0126]  HUARAH

(01271 N7 EINE AT 71 (adapted) DNAF BRATLL %, #1471 AR 4547 FE R RE 7 4 PCR .
B I 514557 F13° 114 1 1 EoAb .

[0128] @ id4h BTk & AL AR

[0129] KA ER A S5 D) B DNA v B G I DA AR “STEE NN B8 58 [ TR &
FFAE6S5C Nk B 1270 Z IR S W& A AV Z AL HIRNATE 1] . 5 1H 5 BRCAT FIBRCA2 L K] (4
B X B A A7 A B S B I 7 1 1X) BAN, DLV S50& 4 1 B DNA Y B 258 o 2%
LG W E S A EE R MR TIRS, KM ARG FIRNATH A 70°C R Bk
SCPE-RNAFBAE R AE ), A2 BRAEBRCA DNA

[0130] 2% —IERp ity 4

[0131]  F| @S54, % T11lumina MiSeq " (I1lumina,San Diego,CA) 8 Ton
Torrent"Personal Gene Machine (PGM) (Life Technologies,Grand Island,NY) JlEF&
P @ AT FUI A5 FN3° 42 T o FDNAST 2 3 R 2 B L p 1 — 2 A 557 A’
fEr 41 AN 43 AT 0 FH TMi Seq Ul R BT FI R Rl 51 4 (PSFIPTJF31) 71,

— 2 FH AT I AT PGMIl 7 ) B M 2 — 2 514 (PLAIAT H1) 44

[0132] @I Qubit E EDNAWKE

[0133] i FH & R UEQubitiR & (Life Technologies) R iE EDNA, Z R 7 & fd AT
AGERH J7 1

[0134]  NGSHlFF

[0135] A% R AT fill 2% 1) ST 128, DA M B/ NDNAGY T4 38 ) R 490 5 1 LI = 1 e (B e e
PESHE) o AR 1 3 72 1) 7 22 S JtM i Seq FIPGM NGST7 %%

[0136]  MiSeq

[0137] 5 B ST 25 AMi Seq /T &1 FL2 1 o A3 A ST R it ik vt shith , SCEAER Bt 5
R PSHMIPT AL BB R AL, KL FEAX TR 5 SO BT 3 1 BAb MR ST , DA B A
DNAZF 79 38 HH R 4753 B B AR =M 0 i e R VRS 39) o IX 2 8 SRR 3 (isothermal
bridge amplification) SEELHY K56 BIFRICHIZ B =B N2 sh L, SR8 5 FHBOGE
K o MiSeqit RS, SR J5 DR 4 410 3k — 2 B ) A% R FE 7 771) , AT Fo VS I —
AZHE ZBEIR  LAIX M7 200 Fr B AT i e

[0138]  Ton Torrent 'PGM

[0139]  PGMR FHFLEPCR , B LE i B (R N 7Kg N 1EAT B9 38 o 14647 FLURPCR BA £E 5.
M7 “Br 17 _EIRTS HADNAST T I VF 248 UL (RO Se B 13 38) o R Jo {8 I B8 Bk 1R A 17
G ALY IEIE A I BR T B A LM S B W S H IR , X L S A% B R 20 SCEIP LT
S X H) % (micro-chambers) M St va fE 4 # ) Ton Torrent One Touch
Instrument 2(0T2,Life Technologies,Grand Island,NY) @I,

[0140]  SRJ5, HH e CP1 AL R L 7= A= [P DNABE A 3 B 5 I 7 BI ) 458 5 130 7 5140
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5 XEARE G - M BRT-H IINDNAR &l , 28 J5 1 Bk 1 DURRAE T E LG B R T ) ok
ANFLHR o AR JE A I B 1 DY R dNTP R — Fh— Bl 7588 0 3R T AR IR TS 298 7 i
Fig ] FHIS) , DNAZR £ Bl 5 A2 B A ] o B 9N N — MZ RIS, BT — AN &0+ B A
3R 1AL I pHAZ AL  pHAR AL ) KN 58 NI RZ T IR 2 H KRBUHSE , 7 5 DU R 1 R
T Ik B A R —— kA A 0 R

[0141]  AWME B3

(01421 FEIN 3 e B2 e » BEAT Fy S LE S RIS 2 R FE TC o B30 91, X T Mi Seaq , {3 FHBEAX 2552
HEIIMiSeq Reporter ™ H o SRTIT , 3X AN AR I A — Firdth % 52 B K T-9bpl Bk . N T4 K
T-9bpMy SR, £ FH T LA B TARAR L AR PR NQSAP . QSAP R — NG B2 E 4
(bioinformatics pipeline) .QSAPs & TARGARM) — LT TMLIKER 7, B G T I IER N
EIF B ANV AT AR AL 7 20 3 A B o 12 20 i 8 e A A v M e v E AR it i, (03 - T
Wbt $lhg19/GRCh37 . 15 H N4 (I Burrows Wheeler Aligner (BWA) . LA K 45 & 3 K41 5
Mr L E AL (GATK) 1 ) Queue , T2 H .2 K 1Smi th-Waterman J& 3 2587 b X FAR {4 A
TL o A B 15 1T B R PR I vy 28 A S ) PR i 2, 9 20 2 T ISF 1) 5 o 7 BB )5 i) A
AR Gt/ S A% X (BAM) AR ) 5eA% =X (VCF) ST

[0143]  HAKHLUE, 78 AMi Seq S 1 & HilAF S FASTQI F R 7 71 SC A (EL eSS BRI &R 5
BB EZHEAN) 5, L IERE MFASTQIC A LA 25 BR 0R 10 9 R 38 e (it 87 3 o3 ek 8 88 1) B2 B
Z R ] DUE R A0 HE R A, Bl inSAMtools (7 A1 B X /i B T2 SRPAT o 18 BT $ff7 42 7
53 FHRIRFF MID) 25751 (R, FEAZBRAE ity i) 2 ok B rh e 22 B 5 7 2 B IR AT P 1)
fE—ANSEE 20, 4 HFASTQAC R T B (bk tnfastq-mef) K5ER b #E , 1% T R fifa
TIIF NS, - HLIE 500 H0hs BE R BB, 7 € — A BT I 2B AT B VI

[0144] 28T )5, Wi B B L R0 2% 7 31, b A7 HE P AL 51 o X A BLfE FHBurrows -
Wheeler Aligner (B&IfRAR0.7.5a-1r405) (4, H A< :bwa mem-M-t 2) AISAMtoolsK
SER . AR5 AT LA I Be4L T LA P card AN i BE AL, Pi card (036 FH T A SAMSC A4 (14
BT Javalfydg AT TR X RE 82T SR 20 BRI & 28 BT L T B AR 4t R E 3 b
X FE B B B AR il o 7E — 2SR 0, Queue ] T IX 820 3R O fE — AN SR 5 U
QueueBH R H TQueue v.2.3-9 KIRAFTEE I DataProcessingPipeline.scalafiAs.
EAZSEI T AP AT T AN R @ il T At ss AR S LG G &
R 1Smi th-Waterman /&) & B Hr bC IR I, bR 1 08 o7 & 2 B E B L X 2 3R K Queue 43 A
FIBAMAY H PR T~ IE M 150420 7l 28 110 SO R [X 35 (Ymbd S0 2 -+/ - 5O IE) o SR Ji5 7E J%
PRI I (GRS AN T+ - 50 NI 1R B ISR A  AE — AN St 2N, SR FHGATK
v 2.3-9%fjUnifiedGenotyper, ffi H AR (discovery mode) , % A 7 & (emit
all sites),Hlizindel M E R4S (calling indels and point mutations) , HH & KEAL
AT RN E (maximum alternate alleles setting) N2, ff NSS4 ST ~30.
[0145] %} F-POMEH , 18 HIRE A AR Bt A Torrent Sui te™ Bk HEAT AW B2 0T o
[0146]  FEARAARFISEI N UE, BT LA RS B4l 15 A2 e (940, QC B2 & (5l tn s B 3 -3 78
6 E/NE T ) ) SR EREANRE Y X 38 /NE SR B (regional minimum coverage
depths) (THEUBGERI X S8h BN B B BA 2 /0Q3089 3B » SR G EL T H I 1) 24
HEAT a5 RAEAT e B, Hop ¥ B/ N SR AR T 20N S BRI AR (R E R B 2 JE) FRid
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[0147]  fF—$852)i )5 2, MT1Tumina MiSeq FASTQSZAFSIFEAT L5 VAIE [ S8 % ) e &
A ) 7 HIAE 2 BRCAL/ 2= 2l 7 A= W15 B B AL TAR AR R BE s IR SE 50 =
B UIAHCLIA (Clincal Laboratory Improvement Amendments, 3 [ Il PR 5256 = ol 15
1EZ) 8CAP (College of American Pathologist,3&E R FFK L) NER LK = fE—
SE S 77 ZE H , Bk TARVLRE R € ] AR T B R A FR A 45 I IR R 2 1 45 SRt A7 N e
5 o

[0148]  fE—dusuji 7 R, £ S kr il (de-identified) VCF XX/ H &1L H 2020 VF
Aty 5 AR G R SR WG H 3PS R AR AR 2 14328 (B an [R) SOV S TR X A (AT
I RUEHE OB 43 B N FAT PESCR SCRRH H5R0E) |, 7 52 (B T E 4 i I R U 36 S
AT A BT 0k 82 21 (1) AR AR WU 4312 - W18 E S VPl AT S0 FE % N 18], I A KPR 2 i 16
F T AR e I R VPR 45 B, o 1% B SPGB A AN EEANRRAE - 1 2% , 1 PP Ail 2 3
Quest DiagnosticsTilag A TES: A2 SEH N JEAT 1, 1% Ee R I DA 55 B B 22 1A% 2 5 o
(American College of Medical Genetics) fEfERIFEEE/E AT O B, 45 SIS EHH S
BRLE N TR FE 2 o LI, ARG B AT LA o 1) 3 2 A X6 AR A4 AH 5 SR IS B4 U ), F At
KT H P anr) 3R 45 132 B B, DLEE T o 18] B 46 2080 - B J5 ik B Ingenui ty[JVCS Web 5t
T Ath 35 DR PR e 1k 5 0 2 A8 1 B R AT N TR ], DA S8 i 24 7 28 o 0T POMEL AR
i FHBEAX B8R Bt Torrent Sui te BT AL M0ME BT o

[0149]  ARfAPFAh

[0150]  HR¥E 36 [E B 22t L 2 2 = 48 RS » H— BA AR AR R 22 5K (VS) N Tt AT AR vEAl - 18
A FE P A lamut CRRER L3 DR 20 AL BR) FISTFTAR AR I E 23 AT K 2 BT VCF ST - VS B T A 25
FMUSAT I B B A, WIS AT 1@ T QC, Mgk SE 3t A7 PPAL o BB, )5 >k [ MLPA S B i 2K /
SR AT H

[0151]  RJ5 , VSHH 5 9 )12 i AR 44, LA OR 5 TGVEHE — 3. W SR AR AR % 5 HE A, DK AR 44
MAlamut HTHOELEIHE PR NQues t IQH) LA Hd e DL Bt Alamut HTHRAE 51 H 3
S R | AR AR TD S5 7 51 JDNAZK T AR A ARHD Af R L PUC SE R A RS L 7 27
PR AL D B IE R \dDSNP rs5 . dbSNPHESE \ STRT R . BIVUS 3 4T SCA Y
R B BT R I Mo 1 Gen & R 5 o

[0152] 4R 5 , VS FH 2 [R5 5 14 250 22 (91 4nUMD . BIC\LOVD . TARC.ClinVar.ARUP,
kConFab HGMD. InSTGHT) # Z it — K15 2. . SR J5 , 8 FHESPAIdbSNPP-Ali AR A 2 . i SR i
5 R B3 5 T4 8 dE % , iNetPhosk,NetPhos,ScanSite: ST YBERE AL T, Yin o
Yang: OZE#E MGl cNac Tl . F FHRe £ Seq##i8 F , i FHAlamut HCH () BB B 3E 4T BT 42 it
Mo SR J5 A% FH D RE FIUMIAE 7 STFT MIPolyPhen2.

[0153] [ )5 ,i@ it Alamut PubMed.ScienceDirect#IBioMed Central,#]HGooglefH 2,
AT T T OCHRAS 2R 8 2 5 ik — AR e 8 AR ) SCHE B % BT A AR 25 S A
FI| TQDBH s FEH

[0154]  HRIFZACMGTE Fe HEAT B A AR 43 18 , 45 SR N 2 TQDBEHR e o 7 i 9 V40 A R 1
ATRE R M VUS AT RE BURME VORI o IR S 4 b 45 AL IR 25 8 T 38 HEAT 0o D) R o 8
5.
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[0155] 4%

[0156] eI K

[0157]  FEMEVEF KRB FE A, £ H B # IMiSeq Reporter# FHIMiSeqill FF R 48 A
%52 AR Cori e 1 LRE i i 2 FP 05 PEBRCA AR A o 45 Fh A5 44 451 A1 > 9bp ) 6k 2% - 40bp Bl 2k
c.1175 1214del40F110bpikskc. 3481 3491del 10 B A TS IR LERE i A A 1K) 9 Fh > Obpl ik
2o ART » FIRQSAP TAELFE v CA BT 1 b B R i bl o) A4 467 2[RI FR EE (QSAP) I3 EIR T
B A A0bpBR R AE S I EE T R I X PP R AR PGM/ Torrent Sui teAF 4 & , (H AR 4
MiSeq/MiSeq Reporter# 45 Hik . SR T » 24 FHEC & QSAPEAF[FIMi Seqht , iZ B 2 4 i
M 25 5 ok (B13) o 4T 10bp Bk 2K G A ALK A0 MiSeq/MiSeq i 2 18 /7 46 2438 1 %k
2, MPGM/Torrent SuitefIMiSeq/QSAPEE %€ H 1Bk B A H7R) MiSeq/QSAPAL
H AIPGM/Torrent Suitefd &%) T34 A H I BRCAL FIBRCA2AZ A4 4K 2. 7~ H 100 %6 R B
il BN G AT T HARLIIE.

[0158]  Hg F-NGSII /745 1% 1T i FH PCREL 5o b PEH A% 51D , R R 1 QOB &k e flaiX
B 5], QC B R 13X — FE S BENL BT U7 A B AN ] fR AR 0E A2 A i ST TR
B o R, ZE WM 2 22 AT BB S X 40K E AR IF) 5 A 5] 1 SR se BE I 2 B o IR A R AT TR W T
— N E/NQCHE B, AR VB &, BN e O B 00 A SR E & /D 20 Mk 7 I 1 R
FF 1o SR, 38 5 SEI 1 335 M lARF B2 B P 3 IR B

[0159]  FEARIGAE : P52 N K

[0160] 3T Z0 B I = ML VRRE i TR SR BUIDNA , ZE RN F & E AT LR E AL UERE T l5E
PAS FE o 55N FE A 22 /DA — NBRCA T B{BRCA2AZ A4 , 78 FMi Seq/QSAPZH & HEAT R M , 76 A4S
FE %8 T AR AE TR A TP 19100% — 5. SR 17, PGM/Torrent Suite V& & H
TR B BE AL 7 45 % - FEPGMAX EFI S5 N — (1 (overall intra-assay
concordance) {X N96.2% o fE—MFEM T, 75 28 N B AP I 21— AN BB SR 6 N, T A8 2
Aty BT H AR A I B AR R N o A ESE AN E R RS — N R R R R A
B, BB A EE A S AN AT AL E G AL SNP, I HAE B 3R A ) — A
SNPA 7E T A4t ) 135

[0161]  ¥MiSeq/QSAPZEAT JE K Hi5 5PGM/Torrent SuiteHLiATEL A, A JLE A —F,
—/NMFE A R FE 2N SNPAL UL FE AN & Z [l —E: PGM/Torrent Suitef ] —AEEAE
F135 4tk ERA7 E 3290655440 FI3E H — AT\, {HFEPGM/Torrent Suiteff HAME S
PL K AEMiSeq/QSAPT- & E#f A% € %A% N .PGM/Torrent Suiteff]—ANE & Hh A AG
FNTS YR F A B 4124546640 K1 rs1799949 45 5, W TR ANKE i, ZE2ANF & Z B R
i N — B 88 % o B AR I TR AR AR FISAE AT G o — B WO B 2 [ ) — 2
PEN100% o 55 =ANFE S T-PGM/Torrent Suite b F4S 5 (FFANSNPRISA EH AL
AN S LIASNPAE SN A —E, — HCRAUCHN64% o

[0162]  FEARIGAE - P52 B K

[0163] XT3k H 6748 A 52 52 1A 1) AR (1) B B S 56 25 A5 b FRIDNA L DL 2K H Corie L 11
2TADNARRA , A=A BB W SLI W E AT 1 0 # o R Gs AT s g N 1 PN B0 R (T
B4 E [QCB]) ATCHEMON IR INTC])  £EMiSeq/QSAPHIPGM/Torrent Suite P& LIk
T RIS AT HE A IR SO - PGMAIM Seq{X 1) 3R B8 52 18 47 H A I 380 1) B A A8 A 34045 FH TGV
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(RA2.3.14) i N T8 B D0 LSS AIE  7E 20k LA b B 5 384T Wi AN -G 6 (0 il 8 I i 6 0
() A8 ST P DEAS 2 A

[0164]  7EPGM/Torrent Suite & A2 K 2 58 UE AR A 5iMi Seq/QSAPF- & A /b, JHE A
F&PGM/Torrent Suite P& ERIIIE AN G R E 5 (£2) .PGM/Torrent Suitef Il % [A] F
£ N96. 7% ,MiSeq/QSAPHI I E A K B 96.4% (K2) HAHE RN, 7EMiSeq/QSAP -4
3R EE AR IR 1) 2 TR AR IR R ENIREZ kA — N EE N — M,
AT LS i ] £ BALYS BLf) n)

[0165]  ZR2. AT T Sanger ) A8 {4 J 52 ity 0 g 8] — ik

PGM/Torrent
(0166] Suite MiSeq/QSAP
— B by )ik 1550 2188
A £ HliE 53 13
o] Flasz 1603 2201
—HHY% 96.7% 99.4%

[0168]  Jr 3 Afr A i ELFE 274N LA O A 35 SR I 0 FEDNARE (i A6 7/ ok B 76 S I A
ft, FEA 3524 KL PR AR I

[0169]  RNAEKEFEM

[0170] £ A G B SONTEARAT AR T _E 35 A0E B> 40x 1) P 35 78 75 28 B« XFFMiSeq X,
TEE G V2H B ARG, TEEE3FASME A G Kk, X T B 3N A A%
N8.5% (8/94) , Biis Mk b N2.8% (8/282) o X FPGM, R IR A F NI . 6% (9/94) , &
H2MI A HEN13.8% (13/94) , BRI A G HEN26.6% (25/94) s BAGHIEEN
16.7% (47/282) « AT 85 FE R BT A A G AR i BB TE SR H 45 T [R] B0 52 3035 00 0 R b
B, X AT RE B Coriell DNAFE & A [FIDNAJT & 5 & o

[0171]  fEMiSeq/QSAPF-& EHJE G 3 L K FEPGM/Torrent Suite’P& EHIFTA3IKES
IBATH WUANFE A B XA R ILEE 7R 1 FE B )8, AN AR TR 98 7EMi Seq/QSAPF
& AR E S U2 1 B DX sk 3588 Sl 7« BT A 7EMi Seq/QSAPF- & LA G AR I A i 3
KHBEE 3. EEITEPGM/Torrent Suite P& LA R M 1 X F818 TiZEEM
FE i 1) 2% 7] 6, PROA — BRI A8 i O D IR SE O 1E, BN 6 B RE il SO A2 — e il £ 1
[0172]  ~F&lE 2

[0173] W TPOMIZATH A A 2 TMiSeqig /T H A EH5 , B AL ISR T —#53k H
MiSeq/QSAP- & 1) 2 St AR A 1, DL KSR HPGM/Torrent Sui tef- & [ JAiE . 5k EMiSeq/
QSAPF) T A 8/ 2 57 M 28 1 J 3 4 ok 1 B8 2.0 IX 8N R 4N FEPGM/ Torrent Suite P& 1
() HE G2 [F FERO SR 5340, 84N AR AR s R B 5 AN 2 AR — N RE il TR 2 B

[0174] o Hr R KL MIFR

(01751  =HFR (LOB)

[0176]  FEHEAN W I A2 A #5 b 7 A 2 TE A [PINTCRIQCBAE it » X Lo i 5 BT A LAt A
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i FRT A B AR o K 5 B hig 1928 (R 20 5 271 10 132 B 05 B A9t 11 S 380 e R s B B0k A T B e
X TMiSeq/QSAPF & , fE B 5 1 H  NTCELQCBE A W 4 BN KB R H 1) s B AE B R 2+, QC
THEA B ENTCH L, 486N LB o ST AR Bz B 3801 1. 1% , e IR T S5 Ar J ] )
L) 20 % [RIH o 72 B B 3P NTCH 46 ML B, o5 AR P B B2 BT 92000 044 %

[0177]1 %} T-PGM/Torrent Suite“F& ,NTCFIQCBZEM 1 H &&om H10.255% F10. 029 % [ LL %
BB AEAR 29 NTCH R LL X 132 B 1199 2%, TQCH [ A - 5 — B AR IENTCHIQCB > 7
H0.268% F10.063 % - NTCHIQCBTE B AN & L #0 $2 71s Hi A 452 52 (A A1 Bl o 52 B A 280 B w2
B ak F AN AT HY 5 503 e G (IR T R AT T AR A 2 19 20 96 kb R

[0178] A& WFR (LOD)

[0179]  LOD#E & SONTE AN B T X b 97 347152 BT 5 AR 35 7 A Bl 3 = 404N 13 B A M1
DNAWK FE (ng/uL) « 5 7 #ELOD, A] LLR UL R SR8 o 4L M B N Coriell DNAFE &
GM14094F1GM14096 LA F2 M 3% A E0ps PEBRCAI 67 44 X FEN A I B 1) — /N Bl T LDNARE & o 75
MiSeq/QSAPF-& I, X HEDNA A B8 JA B Bt % (1) 5ng/uL (1) ¥ 24 5L B/ 78 75 VR %, R WAMi Seq/
QSAPF- & I S /IMNFE it i A\ (LOD) 250K T+5ng/uL (B BY V1 N AE8OuLAR R 12E4T) « F3 4k,
X T TN FBR A 3ANEE A, BT A AR AR R AN R EE R — Bkl ) (BR, 100% — 20 o 1E
PGM/Torrent Suite’F& I, FEM7ESng /UL AN G5, 07 B /MEE L B AN A 1K F-5ng/ul
(400ng DNA) o FEM /P& b, 78 B W FE T # R DA H 40bp AT Ibp R R 2 FEAE o SR T, % T
ECoriel IXHEHFE M HAE99.96 % 1) AT AR A & — 1 . 7£ 15ng /uLi , f# FIPGM/Torrent
Suite V& 7EXF BRDNAHR A5t — AN N, 248 AN TEAR AT FLAR IR B R A AEAE, nl g2 il T
AR T al

[0180]  WERf S

[0181]  7EMiSeq/QSAPFIPGM/Torrent Suite’F& I, MCoriel 1315 K27 N DNAFE i AL 35
FEARIGUER T, 4 SIRMALIBAT AL A B W FTA = IR IIEIZ AT R 3 s Dt H 1 A
WA ST 2 RN BRCALFIBRCA2ZAE A4 (R, i i AH O RAZ [ HE A BE I8 100 %) « T340, B € T
FE6TAN S0 RERE ity A A I 380 1R 3524 R 4 7 810 A8 A 1) A8 A 52 1) S HE A Z o Mi Seq /QSAPF- &
L RE AR AL, R TSR B (8 56 ) B, A i mT DL i A IR AT T QC
5 B PR o /N VAR T SR RSB B, D] DM I A SIS Tt U 58 T 12EAT Y o PGM/Torrent Suitef-& 7
AT PR BE A A0 — AN PR R L A3 TN BB IR I AR A 5, K 2 ANAE = IR IR IS AT H 1)
— IR LR AR, H AN AR KM Ton Reporter sk, X B4R A8 of N\ T 5 [ £ Bh Bb X 4%
PR o BB R, MiSeq/QSAPF- & 4 1R % 5<0. 1% (1/1056) ,PGM/Torrent Suite ¥ &
[P 1R % R3. 7% (39/1056) o Af FHIA#EQCS 4, MiSeq/QSAPA & B A 100 % ¥ R B AL
F-100 %6 (45 5 o e e N o B2 A BH P A i, Mi Seq/QSAPZH &t SEBIL 17100 96 (R 4RF 54
[0182]  HI521/MI R FE

[0183] Ky 1 WIfm RIS & AT » 13 FMiSeq/QSAP- & FIPGM/Torrent Suite P& 2544 %)
FERRAF AT T R 0 T AE2AF 6 1 22 55 65 AR i, B N B 93 191 SR g e
2 S SRR, B AR S DA RN RS2 LN R S R A 35 E R, Hoh 34—l T
PGM/Torrent SuitefHiR Tl B/ MMiSeq/QSAPT- &l FF I ME —— ME iR — PR MELZE
PEIIE B P25 S o LU I N T B 4B, 3 A2 B T RE IR £ (19 % A8 44) In A7 o5 2 BT 3. mT
CLBE f5 R 2QCS 0, LA HBENL BT ) o Vil JE E R S Bt iX — H L. QCHE R E & (QC
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acceptance metric) BERAEN M E H 1 BN IS BN 2 /D20 B2 B 0 i o HH UL S 3
PREGE S E LA B LT 003a Al HZ 0 A QCS 4, MiSeq/QSAPAH & B A 100% 11 R
TR AN100 %6 [PI4RE S o T BT A BEME R 491, N T8 A Le X (R Nt — b R =

[0184]  ZEXTQCHE & 34T IX LL I %8 )5 ,MiSeq/QSAP T & 1EIES2500 2 IR/ A % A re B
Z R SR, PGM/Torrent SuitefH & 7742 1 2ANEF X 850073 14 BRCA T AR A4 [ {1 BH P 45 IR
— AN TOBHIERT 4 N FI— A6 4pHk 2% o IX P AP EI0R AR AR S HEMi Seq /QSAPF- & K H o B4 o
T BT 1Z64bpER R FIQSAPLE X o FEHE W ZE 2 J5 , BT LA 1R A# FIPGM/ Torrent Suite V& . 1L
DA, S 7 e FRAT TR BT 0 5 = R IR UE 4 72 HH BT B 2844, BT M Seq/QSAP 73 A1 4B H
ST o BT S0 K 0 OR bR T B e 14 (I 7E 6 B ST P RS 1 P A i B B A2 B 9 42 4
Bt o FE 1006 0% 2L B & 1IMiSeq/QSAPIZ AT it 75000 LA 14844, fE L E p i 2
(B35 A 25 S 4 R CBUl R BoR) R, AN B E BT .

[0185]  NGS*F-& AHEL T-FritESangerill /7 ) — M2 EATRE B8 1 i€ 2> SNPLEEL ] - =2 It
I 72 S o W AR A IR AE B AN B b (FEIR PR 00 T 212502k , U2 BH &
TN an SR B ATIHE 23 ) B s B g i 3R, IR B EAT A R A B oR T — B A AT
NI A R RS AR  FERTH2 1M I R i P 2 28 DL 31 PR 4 X AR Bk . 3 4, 7
4T B VE T  MiSeq/QSAPF & ELPGM/Torrent SuiteF& Fafifs £ Kk, 7] BA4S (EPGM/
Torrent Suite &5, I H AT LU &N 461 # 2 U ATMi Seq/QSAPIZAT , LA 2 /& A7 1E
FH T S J2E T BRI S0P AT Ar] 85 1 PR AR B 2 B AR B e 1]

[0186]  FEAILATI 100 A S HiE BB EE FIMiSeq 2T 2 [HH — N ER X E—TR
PEZ SN, BE s AT RS B AE S s AT W ARG o I B A A B R, 7E
B R B AT AT A R S B T S 5 3SR N2 AR AR 19 %6 AR MR o LR FRATT QK
BB 920% o O~ 1 B7 IR RS R I B OOR A AB B T A8 A I (1) QCFE & . DNAR BE ML Be b =
SRS R I DNA F B R AT ME — AR UG AN 2R 1B AZ R - 1X SR VR AR 15 J2 2 M — b VR 531 ol 0
1) o B o 5 QC P 5 R B A SR R 22 /D 20 AN ] 7 o A AR A 2 i A0 2 - 4 N B 2 DA
T Bt i A0 5 - H 50 B A o A I o 3% A T B el T D0 AR 4 BT SO AR R S R AR B it
JE 2 (overrepresented) ) b [ 1) 152 By 2 i 20, H HL e ik 525k 0 e e 8 1) B /N 4%
AT BB HU50% ) 2 A X Mol 2 Ja , fEES210067% LA _E /43 #T Hh 3E R I 2

[=A
Jt o

[0187]  H¥aK M, 4545 H i MiSeq Reporter K AFHIT1lumina MiSeqllFAXFILE & A
Torrent Suite®fHILife Technologies PGMPHE HANIE & T BRCAL FIBRCAZ ) I PR S 56
FE W T MiSeq RGABERT I 2K T-9bp 1) Ffi ARG K , 815 H X T BRCARE I T 35 AN 1T 252
R RV 2 AR iR 1) A 35 RASAEZ R /NG N o S, 7 A Torrent  Suite X AFHIPGMA
BE A WU 21 10 BE T I 48 A RI64bp B B2, {811 5 2k 11 PRBRCAMI ) B2 4% o SR 1T, e
K BE AL BT U5 5 7H /N DX A R T A QS AP bE S AT Aoy 26 PR S B I AR S B M Seq P
&L AIRATP i R AL S A2 T B e R AR IR AT B R B8 40E 5 81 H 6 T-BRCA L AN
BRCA2 7 #1728 53 HAG 100 %6 1 7R B0 AR S P o TSI H 57 1 2R D0 0T B Gk AN B A 194 K
.,

[0188] i FINGSZS & i 1H/NX A2 Tl gk Fe 17 J LA F o 15 58 , NGSZ i B i 1 /N X 4
A HARPEAR T B TS A e DR 0 5 S R B B 4 &5 SR ) mT e, S A BE DR B 0 AT e AR 3
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B 514 7 A vh A7 7E 22 A PRI AR L T PRI J7 ¥ th A o HLOR, A8 FH 5 x 0 4% /D X FlE AT
(tiling) , WEAMAIMEF#E 2 DA, 3 — PR T BTN 7 51048 7 5] /62 0 B 14 45
SIS o T IH /N X A 2R AH G T2 T PCRIF L & 4 75 1 19 28 =AM s A2k 4l T PCRER S 2
TR 3 38 - far 5| S A AR BH A 465 2R o Gn SRAE R APCR BT FE 4 G916 34 vh R A i ik BAR
B, MR 28 B (propagate) , TR 7 2 BT I 72 £ TR & B4R (mixed population) .40
RAEBRANY W K ARG, IF B -7 002 e, vl e 5 B0 BH 1 45 2R - B B H /N X
TR T7 1, R 15 /N X 4 3K 2 B 5L DR ZH DNARE H1L BT U1 %k 21250 bp i F B . ST T I R A=
IR Z G BRI, A B A ANEI 5 A3 K5, I HF 91 b ok A m] DU i 24452 B
e 15 A — AN B B AE o AT DKo 8 88 8 BN AN 32 0k B e Fr B 52 B, AT Y B R T
FLHAPCREY ST R4 1G4 152 B B30 000 W 4 152 1R AT ek o B ide £ 1 P Em  | FE ok ok | 220
20/ AN [A) v B RS2 B 5 AT B KB 52 1 28 AERNGS R B IH A 3000 /5 1140 XIS

[0189]  AHXFT-Sangerill [, NGSi& B Al K £ ££250bp N T SNPAHAE (RN BY 7] Ji5 ) = BRI 20
DNA v B B FE) B AR A o FH T3 T AR BRAN 73 - BT I 5 5 Pl DA &b 7 it = B [ ¢ 24~ SNP
W LA [F] — AN Beh s an SR B D s 3 24 SNPREAE 23 I s B HH . Sanger
FFAEAE B S0 70 IR A 000 Jevdk X 43 I =GR e =CE A

[0190] @z, ARCHEIR T 1& A T Im R 256 = 1 A TR MIBRCA 1 FIBRCA2 7 A4 1 Bk vy
T 58 92 () FF R FNEGALE o A FMA Seq/QSAPAL & F A2 WA 1 100643 B 4G 1 PRAE & , 45
TN 2 AR R L

[0191] B ARAS T B P A5 40 22 BRI S 40 4, 2 33k S 200 1 AN IS 0% A T A oA Ar] B
(%) S5 [ B P S SR DR 1A e L P PR s T S X e i B I Bk St T SRR TR R AIE () A
FE RS 77 U B R S, FE AR U BA A A A ) SRR A AR ] DAAE B STt T SR A
S o AH I, A FRAN S 7 A BT SO AR () BRI AR AT LA 43 e B DA AT A Y T
HEAEZ A STt 7 XA SEI i HL, BAR b SCT DR Sk o LS e 20 5 1 7 =k
H HE 2 ) R e i ZE R AR, (HER R A & 1 — N B AN IR R 1 50 R mT BAAA
HE LB, BT E SRR A 7T LA T H &S T HAE L.

[0192]  Sfultth, /5 7 B B AN A LR S8 P 22 1 384 H 2 3R AN B 43k B A 9 23R DA
FIr 7 B RS 58 W B 4% 56 S5 7 AT IR R () #A , BRAAAT BT A R 7 () #8A DL S IS B2 1) &
RAEFLEAEI T , ZAES BRI AT LB VT e A R db A, b s 77 =0 H i 25 A &
S LHLAF 1) 53 T AS LG B AR 9 E B A St 7 30 3 BRI FE I 70 F , F BN Y3 AR , BTk
(AR e ZHL A 0 2R 0 38 5 T DA R AR B A 77 o rh BB R A 22 N A P

[0193]  [Rltk, CAHHR T A B 1945 8 St 7 3 o At S it 77 =078 DL BRI B3R 5 (1)
Y 2 o AE— LG LT 5 BT LA 4% RS [R] 007 46 4T A8 AUR) SRk AR 1 3% 3 9F BTSSR S
DUHER ) 25 3 4, B B o B iz () 3 R A — e % 2 BT s IR R o IO B i 7 Sk 3R 45
R R 25 3 AR RS T S, 2 A5 A0 B AN FFAT AL B v] B 2 A IR
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