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[0008]  7E—uER B, #5 DLEUR 53 (ONV) 2 Wi K s BE I H R Bk AR - B, X T SN &
16 (82 BE1% , polyzygotic) BEYRIICNVIF AER A VE = /i 12 W1 (NIPD) bt B i 4k i 55 o PR X
X2 A MG ) Le EDNARY 73 30 5 G LI B F AN 2 BB EE AR AL, X {5 ¢ CDNAFR i ) L 23 Hi P MK
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TR JLECH B — DR g, H RO SR X FEAR I T BB MR EL o S5 4h , Fe T Y e Ak (1) 2 W
NP 1) 46 7 57 3] 5 Y e o R FH DG BIR 1 KD 2 o EL AR, YR (B AR 1 78 55 75 (coverage) IR T
GO AR o5 B, F BAEY G (AR b1 85 5 P 21 A 45 5 280 380 G L o7 B 1) o Ao 1) Tk B 53 5%
Ao AR, — 28 B R I Fr 77 95 7 50 R R e B n 25 SR AR L B OANAR 2%, T tH 55— AN
FILL R B » R D9 25 B AR AR 25 46 TR 22 20 £ 35 52 o A1 1 R RS o A ST R 1) — S5 5L it
77 AR 1 AE 7B F T PR ONVE Fe 51 B i e R U A/ sl S v ) D 7

[0009]  JoAR A7 B2 W Hh BA 5 VR AFAE SR BR 1, B3 U5 T c FDNARR A R 7K1 ) R
AR BA BT R DR 2045 5 [l A R 1 ) B AR B0 DU O 22 5 A B R E B8 B ARAT A B i A
A S S R A FEE , DAAE 5 A & B0 Il PR B b Al SE 2 W 5 DB LR AR IR AN
P 7 VE B R 52 75 A A AR SCH R B0 S 7 AU A — 28 IR TR 2, O HOCH AL TdE
TIARNME = R 2 W7 ) S B 1) AT 58 702

[0010]  JxHHAMEIR

[0011]  fE—esifi 7 20, -4 1 F A E AT i ) AR RE A PR i 5 DL 5= (CNV) L BL K%
E J0 B SR AR 2% 5 8% Fh 25 A5 14 122 22 IRV I ONV R 5 ¥2% o BT I D v B0 455 T 0k 2D 5 B R 40
FI B GO Bl e 75 M1 22 7 2R B AL 1] o BE RS AR 8 A7 VA B 7 B CNVAELFE 1-22 XY (AT =
— AL A G ORI AR AR, ARG AR 2 AR, DL R A AN G ORI
J BGRB8

[0012] Gy — bzt 7 SUA Bt 1 — b FH T 8 A2 DR ot Hh RO BRI A% TR 37 (191 2 T
PRARSR 7 81) 1 #% DUECAR 57 (CNV) 1 U5V o T I IR PRA IO BRI e 1 T AN 2 58 BE 0 G 4
BGRB8 DU 57

[0013) £ MESCHT 3, LT — Aol AT B8 R G 17 i B T SR SR S0t
FIT IR T73%% , T VAN 764 25— A 18 20 A 2 DRI 2H 1R R I ) XA o o BN R R A% TR 1 971 ) %
DU ik J7VE AL« (a) $RALE AL R 510 2 AN DA 3R A5 PP 51 32880 (b) B X i
BRI 5 A BOGER I AZ IR 7 F1 I 22 LU 35 R A1 (1) 7 918, AT 3 Ik 2 AR 25 5 (e) T
AL TR bint B IR RS 2500 78 o5, Herh SRR A0 B D bing (d) SR AL
OGN AZ IR P 4 R Bic B 248 (global profile) , i & RilNC B Z M A S bint
P 7 5 S DA RHG R T 7 5 5 3R ) LA A it 5 A (] ) 7 Q0 e B %o 1 R 52
s ) (a0, — A5 DIERFE S I UIZR4E (training set) , A 36 5 2 Blbin [A] 147
1 () FIAHEREAbinH 22 DO BRI L R Fr 51 T 19178 i JEE SR U 15 A e 2108 25 1) 78
JE, INTERAF BT 0B BRI AZ R 7 21 ) 42 R B S B IE B 7 5 s () B2 T EGCE &EK-F
M REEZHB RN ER L ZEE LR, W eRESHIE N E &, NS4
X OSBRI AL IR 7 AR i —GCZ IR IR 8 6 2 s DA S (g) B T-HE M —GC—B IE I 78 75 FE , YA
TE MR AL iy o BB (1) A% B2 7 %) (1) % DUEC 70— S sl 77 =Up , 7E SRR B 2% (Library
depth difference) HJH— )5, SRIFLEL IR (c) H A E I 78 75 52 - SCE VA — A0 Tl S 78
T R DA i 31 e e AR (R gL e 4K, robust chromosome) (FiiiH /& anAs SC iR p —
AR TR AR R S W] e, SRR B 0 — Ak AT RE P S8 o P2 ok LA I ST 381 4 R DR 2 1) 15
BEE , T AR P B 5 R 25 B LG AR o A — S8 St 7 b, A5 o A B 1R 0 8 T LA Rk
RN R AR AR 5 I R R X, BL S IR X 30 PRV — A4 il H E (o) 2 e i
17 H H AR IR — 4k, )3 — A6 AE (F) Hh RIS 8 42 )R e B2 BB 1B 78 o 52, 73 70l 3547 3C
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FEREE A — 1k o 55— AR 3 — 4k P AR a0 R SO iR 1 R B2

[0014]  7E—ubsijif 7 U, Bk 5 ikidt— 203 &, TEM 2 binf) 78 55 S I R4 (o) 201, e
B 78S (sequence mask) , HHEBRFEdIbin T (1% FE 78 26 B A — Lo st 5 b, FR 51
3R [ 22 AN A2 5200 B I 208 i R 2 913 8 a0 e e I 8 5 2 L 3k R 4 1) e 2 ke
SAG T BN , AT FE HEEF T DN ZRAE S I N ZR 7 BIRREE o T IR T3 L3898 Kok 2 Ll SE TR 21 4y
FRZAbin LA S g S REAN YRR i B 8 7R A Nbin e B I 7 S AR 25 1) 78 25 B o FITid 7 vadk
— 358 Je R AR AL S R (unmasked) FIHE Rk (masked) binff) F¢ FIHERS . BN kb in B A 48
I HE# I (masking threshold) (23 A FEEL, &0 A fa 405 VISR FE S I B 55 LI A A A
I o FE— L5 it 7 20 A, FH R A S FE i AN A FE ki b i n 1) 20 A F5 5005 U 2R BE B 10 78 26 B R A2 4k
(ol , A48 S R A0 1EE0F EARSC o A Fa U E o T b in i bR R 52, 1K 2 R A 7E
SRR S 2B A AR PE B () bin B R A AT FR A, DR TN R TR AR RS DT 2
ANATEER

[0015]  #F— st 5 XA , 78 7= Az B0 N 7 FUHE RS 2 /T, Birid 5 vk o LB LT R %2
S I Y ERRE i 1) RGEPE AR AL (804 RALE S50 o 1% 7] DUOE AR 72 B bin b 11 T 7
w5 SR T U257 F bR 25 1) 78 a5 PR ST, T IRTS AEbin I ISR 7 B bR 221 4 SR ic B 2
Bls IE K7 o5, FAR g SR 7= 26 e B HE ARG o fF — e st 5 5, U9 — 10 7 o5 A & R
SHERD o V5 — T 5 B ) R B AL IR 4 1) 78 5 S A — L S 7 SR R I LR
TE— L5 5 A, PRI AR 7 71 b I HE R in B A 28 — HE BB UL KR AR 3 — 140 )7
H b B in BA 58 i R A o A — st g R, B — R BB RN B R BB 2
EIRALIX AL P HERD , LT 85000 AR 52 5 M ()R i AR R BLRR BN R ) 7 F1 1 X 3P L )
LA R SR A () FE A TR AT ) 78 5 P AR o 7 P R R A R T A A 7 B AN i AT AT
e AR S B BE 7 DRI T BRI AR S5 5 52 532 M 114 AR A 52 52 M) 4D R i 2 T 140 43 5 18 oo 78—
e St g A, A (BT SO I8 UE A i 7 5 R I RN AR R R AR/ BRAEROC /3 B HH 45
Kd 1.

[0016] 7 — L5 /7 A, 7 HIHE AL ELHE FEbin Y FH 5 A YINZRRE b (1) W 55 3 15 40
(mapping quality score) f153 A0 g X HEMDin AR FER b in B R E S RIE T £
AN A2 R ) N ZRAE i 5 2 L R DR 21 1 B G e 1) 5 40

[0017]  7E—e sy sCrb, PPANR 72 MCRE i FR BRI R BR T 21 ) 45 DL B 46 R A —
107 F0 14 78 5 P A5 T2 R TE B0 i 1R B B 1A% R 7 1 1 7 1 77 o 7 — e S e 5
T B GR) E ELE LE IO R AR T 51 A R T AU AR S I 7 55 R (B, i —GC— i
TE P78 55 ) B DALE A — 405 20 A 0 03K 1) b 288 P 7 =5 B8E o LAt D7 21T DL RH B3 )
TR, ) F 2 12 [ U s A i 28 12 [ U 91 4 2 R 2 1) HL A U3 — 4 DX 49 U — A 78 25 Sk xet
SRR 7 H1 1 A — 40 78 G 5 A

[oo18]  7E—ubsijifi )y s, IH— AP A & — AN B2 N B8 G R 7 7 B0 e T8
B o AR — st 7 TN, B i i G o AR CL TR R B R I G A 2 S B A i Y R A — L
ST R, B YR FERR chr XYL 13,18 FI21 2 ANEI AT A i et fs o 77 — 6 52 it
7, B G R AR R IR B S IR AR RS IR I e Bk 2 A
BT A Qe ik

[0019] 7 —&k st 7y =N, VPAN 5 DL — DB 36 R A — 40 7 21 1 78 6 A5 Bk 5
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DR it AR EB I AZ R T 51 () U — A G E AR B U — A BB

[0020] 7 —esjita 77 A, MR B SR B AN AN [R] 1) R R 2 A BR B VR P o 72—
e St 7 A, WA S L HE  CDNA > o 7E — e 5t 77 A, DA o L 46 iR J LA BEA T
HMIAZ IR o £ — L5t 77 20, MU v S R B AN BCE 2 M) LI iR ) LG4 BRI - 72
— st g T, DA B B SR B A ] 52 4 35 1) e 400 R R 52 52 el 1) 4 PR ) A PR (441
FL[K ZHDNAFN /B c£DNA) -

[0021] 7 — e skt 77 2N, PRAN 7E IR i P B BR I AZ IR 7 51 (1) 5 D15 1 o 2 4 B
o ) LAE RS T AR A BRANEE A R

[0022]  7F—4esfifi 7y S, 7EIR AR b -GCZ IE 1Y 78 55 FE IR EAE (F) 2 )5, 5 FE B CNVIY)
PR, BT 5 23t — 20 00 e B 2o i -GC B IE R 78 5 FE 1) B Bfbin (outlier bins) o fE—4&
St 7 A, EAEbinZ X AL bin, Hip A7 O S -GC— & IR 1Y 78 55 B AR e Ak R 1
Fr B binf A7 HUE KT 213 A B4 % % (median absolute deviation) .

[0023]  7E—Esji )7 U, FEREANbin I T 78 75 B2 22 85 AN IR i 1) v A B el
P o AE— st 75 S, R A R L B S8 N R A B I E H — T 5 B AT S
GCE BT MBI GFES B GE.

[0024] 7 —2esiti 7 U, i (1) fE— APl S gL R B X IR 1 2 M bin i 3R
TE M T bR 25 1) 78 55 P AT 78 75 B 2 TR 02 08 22, LU (1) 80 00 RN FH T 70
PRI E B R b in R T T A bR A (1) 78 75 AR — sty b, R FTESR B R 325
Wi P IR b PR PR 78 25 5 A R0 7 0 L o Rk Bl L AT A ) HoA B4R X (robust region) H
(R WA ot P 78 2 8 A - TR) PR 2 1 5% 3R 5 SRAB TEAE IR ot v 78 25 FE R AR AL . IR T =
R ES R N ERE A EIEW T, BRI ARG & B G AR X &t
X inff)F-ER BT T INE: ih 1 78 5 B, BT R -

[0025]  y. =R +7R} Fkgwpa

[0026]  HHy.sd 7 — B2 AN 08 R G B A B X3 6 M RE i i bin i 78 76 2, DL
gWpare F1 0T R 32 5200 (1) I 2R A i b in B 22 SR AL B 280 AR 5 R b B2 v ST X BB 1)
FF A8 IX (1) 4 R L B S EUE IR 78 55 ez, 1R A -

[0027]  zp=yu/ (BiFE+R}E%gwps) —1

[0028] & &t X IR St FE SO BRI 2 31 b inb I I 7 25 B (HL ] DAL T8 4L
EARELX Z A1) 5 BL K gwpna B 5% AR 52 520 19 Y25 b inb I 4 J5 C B 2230 4 BF (BiE+
RtFxgwpn) s binb )78 75 BE , Ho N AE A 325200 I I RE b e 2B AT I 725k (harboring)
$2 DUEAS S 1 BRI e SR s T 5 & X binb R WL 78 75 72, IR i 4 R e & S 8018 1511
78 5 FEARRE 025 i 9 RS2 52 Ml (1) ot D 7 5 B2 o A9 ), 7 — AR L A DL T X AR 52 52 Tl
gL R _F ) bin, 5 1E 178 55 FE 2ol 1R LG T8 Lo B0 8 i v R AR S i e e A b i sk i A
REZ WL FRAERE S NI 46, SRS VP B FR et pd (sl A O BR 1) 7 271) Gne] i 25 38
TAER —FE i ) B G R 1) o0 & (0 i R AR EE BT iR 1)

[0029] 7 —sesizjifi 5 S, Sk E (o) 4 BB E S35 I T 5IAR 2S00 78 o5 AL &
TEBOGB AL IR T 2 bin ) 4 J5 Bl B 2 8012 11 78 55 FE A2 H— 467 21 bin ) 4 Js T
BZHBIERNERRE.

[0030]  7E—sEsjiJy Urh , fE4RAE () R AT 2 RBL E S M2 I B S E AR A ST

11
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B F bin s H N2 ANCCH , BAGCHA EF Z A bin, Hdh ZANbin e A MR T FIAR 2SI
HA RGO & ; B £ 5 2S5 Ok AN GCA M & R E S BB IEM B 5 %
(1 FUHAAE s A B 35 T [R GOZEL P A 1 T AL , W59 0 B AN GC2HL I 4 SR i B S 301 T2 1Y)
AR B bR 25 10 78 75, I TSR A A ISR I AZ R 5 51 b i 5 21 AR 28 1 i —GC— 12 1E
MBS,

[0031] 7 —&ksijifi/y =N , 4 Rl B S50 1 1 78 55 B 0 TUPHE R £ 0 2 NS i e
P GCZEL ) 7 5 B 0 1 i B rp A B fE — 2o st 7 =00, B A & JRTie B S 8UE IE R
0 P D 25 TIOR8 A7 B AR 25 11 4 SR L B S B IE M B R

[0032]  #E—uesija 7 XA, FEERAE (O) F AT 2 R EC B S4B IR 8 55 50 B 28 1 5
LB RIS TR A 2 NS0 e R s s, Fip AN S R 7 G BB A G
56CH EH ARG, BT % FE M binGCH B N4 T 505 s 3 78 55 FE (A R, frid
THE T B L AR — st gy b, FTid T vk A JRITC B 2 505 1E 1) 78 55 FE 08 25 TR
7oA st 77 b, Brid 75 06 78 o R o D BUTE

[0033]  7E—ubsiif /7 U, T IR ONVI 5 VR IR e DN 22 AN 52 5200 14 1R A A4 R/ 55
BURE it $ UG A PRDNA o 75— L5t 77 S, BT il 732538 5 B 1 P e AR o 1 A
i AU RZ R » M T 72 26 ISR o ) PP B s o 7E — S8 s it 7 =0, e B e 0 5 R 3 78 AR
HEANFE R H AT AL £120 82 50-bp 1 7 41 75— L6 st 75 s rp, 7 S SR B 6 45 T 25 5%
(NS

[0034]  #F — szt 7 2, WG 5 FU bR 28 AN 250 7 51 bR 25 ) 78 76 T I T R FE R 1 7 A
14 (non-excluded site counts,NESTIEL) , HANESTHEZ B 2R HERR (A7 S HETT
AR AN/ BE— XS SF BT AR A A E -

[0035]  #F et 77 s rh , EOSR (K AX BR 17 9148 43 49 1000bp 221,000, 000bp ] bin. ££
— L5t 77 3, bin ST A2 27100, 000bp o 75— $8 52 it 77 2k, 2 B IARAE 10 7 21 s 20
BH K Hbin ] AE— 25t 7 K, FEBAbin [FFIAR S E H /D £71000bp.
[0036] AL Hk g 1 — e Syt 7 sUHR A 1 R ™ AR F T PR IO R ) A% R 21 1) 8 DL %
(1) 77 FURERD (1) J77 ¥25  BT i J7 03 - (a) TETHRNL R G R AL EL &R B 2 AR 252 1 Y1125
FE b 07 S 3 N 2R EE s (b) B X IIEREE 5680 5 IO B 1 % B8 172 51 (1) 2 L R R AL 1) 7 3
EEE, MM EE AL F T NEREE S I N ZR 7 SRR %S s (o) SRR 73 i 2 Mbin; (d) 75T
AR BEAbin, RGN RS2 820 B YNGR i, 158 VI ZR)T AR 25 1 78 75 2
(e) XF Fr A VIZRFE S, A bin, 58 VISR T FIAR 2 (1) T ZE 25 52 s (F) IRIEERE A binH
() T3 BA T8 26 B , 76 060 T4/ VIR RE S B4/ bin e V35 25 5 51 bR 2 16 78 26 B, T SR8 1E
TR bin s Ik F AR50 & B E S BUS IEN B 5T UL (o) FeA s
NS BE DR 2H 1 AR AN D 1 n 1 7 U HERD , iR AN HE b 1 n B A R I 3 R BB I >
ARFAE , DL R B T 0 A RRAE , FH T I8 790 75 B8 AN IR i I b in R I 205 21 AR 25 10 7
&,

[0037]  f#F—ubsijifi 5 A, 7 (o) FRETIHEANbinfif i 1 T8 26 B DI 2R BE i I 7 25
FE I TR A B A o AE — e szt b, 78 (F) A b, SR U250 5 90 b 25 1) 78 o5 R A4S A
EFXHREANbin B N ZR T bR 25 0 BN VI ZRAE i 1) 78 5 55 e 25 AR A R B3 o 7 — e S it g
oA, I E XA b inf ISR T FIFR 2 I BEAN VIR i 1) 78 55 P B DA Hp A B B35 ok 58

12
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IDARER

[0038]  fE—Esji )y U, RO B AR 7 41 B HE b i n B A 28 — il B0 48 LA I A
H—4L 771 L 48 in B A 5 i A8 - 75— Lo st 7 XA, 28— b 18 RN 25 i
50 AL 1) 2H A B ALK AR 1) 7 A1, L 5 BUPE B A 2R 52 52 el B o R TR IR 1) 7 F1 7 [X
35PN L R P JE A R SR A ) FE RS BRI 7 5 AR o

[0039]  fE—sesjiyy =0, T 72 2B R SRS I T vkt — 200 Ko, 7E (F) 2 Ja LA R AE (9)
A T AECCE B /K- AEREN YR dh TR AR E R 2 R BL B S8 IR 178 55 2[RI 5%
2 PR BRSNS B bini) 4 R IC B 28U IR 1078 535 B2, A IR0 TR AN IR FE
i B IR 7 BUAR R R i —GC—E IE I 78 75 1

[0040]  7E—2Lsiyiti J7 b, X T RN IRAE i, 2 RIBLE S 8IS 1B 0 78 5 LT
BESHRERRAF I FTAbing HNZAGCH , BANCCHBE BA/RBUMICCEER Z
bins X T 2N H 5 G AR B BEANGCAH., i E 4 SR IC B 2 3012 1R 1 78 55 FE I FUHAE ; DA &%
FE T AR TE GCLH ) 1y 7 1) TUUHE , X5 T RANGCA. , A IR 7 B AR 28 10 4 JRi i & S U IR
B R, WIS ARSI IR 7 51 E B 257 bR 2 FE i —GC— 2 IE R 7B 75

[0041]  fE—2siji 77 b, & AL E 2 8UE IR 18 35 S TUHE 2 50 2 A8 e
PRI GCE 1) 78 5 B 1 ~F 3B B P o7 20 78 — e st 77 X, T IR 7 A bR 25 1 4 JR e B
ZHE IER 8 35 FE W 2 JRIlE B S 50 11 78 75 R 2= T -

[0042] 7 — e skt 7 N, 0T RN YIZRFE i, W 2 R E S HE I B 5 2 I 4
A AR M R B G ok B 2B Qe R B i, Hoh R A e A o
EAR S6CH EE ARG, 2 T X TRANbinf) 2 55 I TUIE , Frid 5 v e bind
257 AR 2 4 R B S EUE IE B 5 S, HE T EbinfGCH & T HE A &
A

[0043]  fE—2siyti 77 b, AT IR P AR 1 2 RBL B S 3B B B & AE 2R
HC B 250008 1E 1 78 75 R ok 25 U - 72 oAt et 77 =Q b, 78 75 P DA TR -

[0044]  fE—2siyiti 77 SCH , WA o o] DA BRAARAE A, 308 B IR I 2R I35 PR VR R e Y
Wit o EATAR] — St 5 A S DUACAE i o DL ISR AE o o BEAARHE S A R 73 - =2 i LA B
PR TCYH FIDNA Y TV &4 AT LR — AR 7 (NGS) SRt AT AZ TR ) i 7 o 76 — Se i it g =
772 R A B+ (sequencing—by—synthesis) F{E BT o] ¥ ek} 28 b1 1) KA P
AT M o A AR ST 7 20U, 7 R IEBGE T (sequencing—by—ligation) o fEH AR SLT# 7
A T A2 B3I T o ml e b, 7E DU P 2 B/, JBEAT Y 1D IR

[0045] 5y —Fhsiti 77 XS 1 B A8 MR it o B IO BRI AR 41 (9 i PR AH
KIFH) 11#8 VAR 57 (CNV) 1512 o BT 7 VA PR IR I 7 F1 ) 8 DL 57, 1 AN A2 58
) G R B G AR T B o

[0046]  7F I HEAL F Gt S i ) F 2o S it 7 20, S0 A — AN a2 N OSBRI G 244 Bl
PR G AR BUE 1 P AR 25 O K H D 2 /02910, 000, B2 /%3100, 000

[0047] P e 1) St 77 IR SR AL 1 v EALARR 7 P, % RS AR I I M SR AT Y
57, Ho BIRALER AR A, T AT ZI 28 48 A AR IR (1) HoAt - R A

[0048]  — LSy 7 sCHR A 1 H T VP2 MIRAT an rh BRI BR (1) A% R 7 91 10 75 DLEO) &
o bR RS AHE TP, TR B MHRAE ah R » AT FR AR B R 5 A R 17 31

13
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G RS s LA e — AN AT LR S A A A o, 7R 3L b A7 6 FH T FH P Ak 3 23 b
PATBIFE 2 s LAR A SN A1 5 33 R PR 70 AR o 4 DL

[0049]  fE—2bsiyiti J7 S, J7 V% AN ELHE I B ik WA o 1) 22 20— 5840 1 BT IR AL
F-CASRAF ¢ T B WA it 1 i i ) LR BEAARAZ R -1 BT I S A5 U8 o 3R I vl g
JRF R BRI S 0 BEAR ARG ) LA R () RS- I 3 LA = A 7 511

[0050]  ERAAFE LI LL ST p) o NI HAlk 5 £ BT NS n) @, 5 2 AR B I 3t 1
F TR B AT AR AE A 5 30 0 ) J DR 2 o KA ST I 0 BT B AR BRI 23K, AR A FF N 223X
SEFN AR B A AR K A4S 5 70 20 S 11 2y L ER) , BT D@ I R ST () 8 A ) S
BRI 6

[0051] @i 5| HIHEAN

[0052]  Firfy LRI L R HR AT RN LAt HS R4, B TR I 8 2 2 SR R R R ) AE AR SR AR
KA 75, B 51 77 = i b I N A SC o AR SGER 2, 51 B9 T SO 43 N 25 LA
gl 77 GG T AL R0 ARATT ST 51 FIAS B 24 35 i B AN B R R T AR TN AT
MAFAR .

4 &35 BA

[0053] 172 H T7E 8L S A% IR VR & W 0 NRE & A A 22 38 DLEAR = A7 AR BN AR
F71E1008 I FE A o

[0054] K243k 1 FHRHf 2 T35 VLB DA 0SB R ) A% B2 7 271 1140 78 o B i A FE I T
L

[0055] P& 3A7R H FH -8k B AR 5 0 77 51 B8 A sk 2 g s 1) ok R 11— A S e 491 7 9
FEH

[0056]  [&]3B-3K 2 IL7E I SAH F IR H I FE A [ B SR 15 1 s 19 7 A

[0057]  E4A/R SRR R AR ], BRI R T AR e A A, FL T D A B s

RN 75

[0058]  [&|4BZRHH ,MapQfF 7 50— 1078 75 FE R CV R A B U 58 AH S 1

[0059] K572 FHT- AR BRIAAE i FF I ZAE M 2T ) i B R A I HE ]

[0060] &1 67 & M Hb it B, 78 Ak 2 IR AE: it A () AS [ B8 3 A Gne] o] DA 43 2H DA R S8 1

AR TR AL B

[0061] | TAFRITBI N HE MR 408 AE SISt 451] L b R 1) 77 A T A 7 7% (B TA) A S AR STt 451 1 b Hh

FIR (1) 771577 % (B TB) Fir il % (1) ¢ E DNAM 7> S 22 1) FE Uk P

[0062] &8 ok H 118X G A Uk () BEAAR I SRR it () VA — AL Qe AR 4B (NCV) 4341 o (A)

Petr k21 FII8IINCV 3 A1t , = AME A 73 N T21 32 50 () (BLFEXS T T21 1) ik & 44 (mosaic)
BJL) BA S —AME g 3 N TI8SZ 52 I o (B) YU AR [INCY 23 A o K5 FE2H 23 il PR b4 4>

N MEE /EVE RO AE T B A 2D AN EYE G ) LA i CREE: /B ek R e / R 1) 5 01 P A

XTY G AR FINCV R i 8 Y B4 AR [ A7 7

[0063] P97 tH AENTPTHIFT Hh J3 A7 (1) RS AGHE it o 76 & PRI 7 458 FH 00 XU G ot 1 4
H , DL T ENTIPTI T PERE

[0064] R HEHVER
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[0065] 4 & (1) S it 77 =0 b A T VR 70 B & iR ) LA BRAR TG 40 B A% B2 1 IR A iy FR YL 2
PRI ¥ DU 71 B B R G0 AF — L5ty SN, BB P 7 B s R R 4 A BoF 41,
HIER A, B, o8 (kb) ZJRAHIE (Mb) 2 BEAN Yeth i, L O RN B IDUAH O 5 18 4% B0
R o AE— LS 77 S rh, YOU AR 1 % DUE SR A € g LAl o £ — e S 77 Xrh , AR FE AR
J7 20T DL E (R ONVALFE P Y Y 4 (1) B AAc 1 A =AM (91 and 7, XXYAHAT, XYY) , PR Ge e AA )
HAh 22 4P 4 DU A PR D FLARYE (B GnXXXXY FIXYYYY) 5 PA S AR A — AN 8 2 S AR 1 A B
1) S5t R R/ B 1] o SN R ) P 1) ) L At S 48] A, 455 A 5 5 A B T 2R ) = s A 1) 4 € A, 451
, = ARPEXXX S =AM 21 DL S AR 95 995 s i Hh s 385 1 G Ea AR 1) i B, 91, 76 S 1 BE 41
FE 5 H 13840 — A48

[0066]  FRdAE SA Ui BH , AN SCHE R 10 7 VE AT RSP Sk 0 2 INE R FITE 70 7 A2
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B RAFAEEBAAELE) A0, 2505 N G AR 1310 2 L F FI I 645 3F , 1802 AR E T
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) R EATEEEM K S8 E ZEL 240, O ANV R A A 2 HI R M A i, &1
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F1) 55 5 AT O 1A BRI 7 F1 ) R A5 AR B A ot 0 1) 7 910 5R B B i S Y R, T
DA 528 J7 AT A BT R AR it B4 23 A SR AT IX Bl A o e mT LA, i, FIIHE B T 3 &
FEAE i BV — A P P B I B R HEAT o TR 20 SR B TAEAN R R0, B, JEBEASAR 1 2R Y,
(IR 2850 A < [A] ) 22 7 o AE — S St 451, B0 AR BEASAAR I) AN SR 2, 9l , =21,
ML A3 AT o N =AML AR MRS =R P21 R AR M X B A5 A4 (4D 7 St 451 B
FEIR ) B S 0] Be 09 BRAE , IR FH T8 R R E E B A R LRI R B KT A )
1) BEAA A i 1T ¢ EDNASR A 58 G 0 A R BE A5 A4 ) 7 V5 (R0 A5 FH o 48 1 DA SR X 29 52 52 e R B
v PTG B AR ) A B A5 A 1 R mT LA AH TR T B0RT LR AN A 1 F AN R A B A 1 R4 -
TESL AT BT 7R , B0 IO 0 ) A S E AR ) BRI 0 1B 4R i A 738 4T 1R SO R 11
G PRI 71 B AR M o O RO R P AT ART 4% € AR 1 % 0 Ak T B AR A DS TS BEAN B
AR B2 SZ R R o PR JBOM BRI G 2 1) 71 5 ) 9 L AR AR, R R e FH T 0 AN TR R A 4
1) 5 1L

[02191  [A] B kH o 540 2 B MIARARE S B0 T 200 A, 760 B 160, 3@ 1o bb Bt 5o TR M R )
J7 FI R P 20 7 B AN S SR A R ) A D — A BRAE R A s A IR il O R
(R 0 48 DL e o T DL Jd Ik B RN & 7 AR 25 78 o B AN/ st B8 B &1 R A ) o
FANARRIEAT XA o

[0220]  7EZDUR160H , {4 X iE 0 iy Mk e 21 i v S5 0 77 & AR LG T 150 8 N BB Y 7 &
HE AR P A 8 SR EE R B ML R, LR 23 2R TR 17 L “S2 s )7 | Bl
TR o “To 18 BT B2 IR RE S, o AN RE o] S8 HuAE H B B2 Wi . R R 2RI ) 52
SRR A (40, = AR PE21 58 = k21 s X) B e E A BRE, —MHT IR LE
i RS2 82 M 1) A i DA S o — AN 2 sl AR i (BRORAE — BB 0L T EIR AN BIME
HE) WHEASH AL RIR K, £ — S5 TE T, a0 A MAFE i AR B G ) Lo 202 2 58
15 DU R DK TG 18 FH 1 2 46 D iR FH (B2 52 0 R B8 IE 5 1) o ] D 3ok 7 st A2 90 A2 1 A 4
PR R T EABS SRR 5 AR P 51 1) 73 28 I — S4B DL T, 49 2802 DA P =i AR
F£ H AT CLRT DL B 7 & L IR AR R FAS S 4n ORI N o

[0221]  #E—&L st 77 XA , ONVI Hff 2 B T SENCVERNSV, oA Je AR Bl Fr B A A G
TE—2H A A o AH S 1 G Bk B8 B =2 ) P 34 (o BT R 1) o SR i, P e dd it bt
EINCV/NSV 5 il € 1) $5 DUELVEA 0 4B K A 52 CNV
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[0222] W LA 4% UL A 10 {8 LA D AHAR PH 1 540 B A 1) L %6 o 2 DUKDP A B (e
V87N R e AR AR BH A o R b, 0 ECBRALS , DB /N ] R AR AR S A2 o ATt , 76 28— PHAR A
(35, A CEC B M VA1) RS — B AR BRI (G 3, A BB M VA2 2 IR0 A7 A AU A
[0223] % 5 BRIE , HAR KL B b Bk T o SR 0 (1 R 7 e €0 4K (10 e 0 4 751 R 1) A2 S
M, WnAE — AN SZ B 1) B RE R B e 10 AR SR T 2 IR R S FERE S R AR LRI R
JLCDNAFF) 53550 o 388 3 oF - 5 A 52 500 P 56 i 100 B AR 1) 0 FE0 R 750 B2 1) S 350 (1 58 o7 50R e
YD 22K B 2 A8 S (CV) o [RIIE, FHF0 ZRlE A 1F) B4k FEINCY , I AR -

xij — Bj

g

[0225]  (H:rfr A F1Gs 43 )2 Sk o) 7 — 2EL 6 W R 05 T 1D 385 5 € AR 70 B 1O A 10 S 35 4 A
FRAER ZE » LA Rex 2 B MR Ot 1. Bl 2810 1) 28 5 9% A7) )
[0226] & BhTAHRAIAR L5, 1
NCV;; X 8
By
[0228]  [Kl ik, F& Tt X BEAS R 52 SR (T4 it V1) B AR 1) SR ) G E AR 11 G B AR L 2R 11 ~F
P8 b AE Al 22 , X T IO R ) e e AR I B /NNCV , A< 5 25 e NCVAE IS T R J L4 0] A
THHEHECV.
[0229]  FLJ5, 2T AERG )L BORINCVAE 2 [ 5¢ &, o] LLIE 3 R A 5, & T 3, 1 b 4 1
TN ZRmi) G T IESO A ME) - E R, 13 € WA, T3R5 E B
AT ASE U T B P &5 SR 1) B 3R 22 ) 1) e A BT o R b, 25B 45 15 7 140 R0 DA D A Ak B 1 AR B
P,
[0230]  Hsesij oy K EEft 7 H T RS S IR LAIBHMARZ IR 70 7 W AR YR S RS2 LG ) L4
AR AR BRI P= R W B v HEAT BRI, HFE T MORIE T AR RE &, 4,
PRI AE 5 PG LR RHAR AL R 43 TPV & 10 22 /20— 00 45 17 515 2 s A4 I 7 4 s
T8 H T BOSEBA— AN B2 AN G AR A — b et AR5 & A0 /B T IS i) — Nl 2 >
BRI VA— 40 B BT s DA SR DNARE & A 8 78 0 9l T BOSER 1 Ge eAR 1 G AR 57 =
/B TSR B BRI A 2 AN Ak (IR B A @ S i BB 2 1A 1 Be T2
W ZE T UL R TG 22 R P PP T2 W o 40 e 7 v D BR 160 R 1, 34T 1R 1
52 R 2 W o LEANBE B 15 /O U 1E 5 10 Bz s it AT 2 W s 0, 343t “Te iR
1
[0231]  FE—uesiji 7 X, vl DA B AN R - 1R 2 58 — BE DL B /MU B FE R, & T
o, FER BB 0 SN S22 197, DL S e B 58— BB A s /MR B A 25 A T3, 1 ol F
RN K2 « A T 58— RUE AR T 58— BB BINCVIPI R & ] DA 43250 “BEfLl
(PR B A AR BY “To TR R B, 63, AT DLd e i ST ) 77 SORAIE SE JE B A5 AR 1) A7 AE BAS
AFAE o AR 55— RN S8 — RE 2 18] 1 X T g A A “To i FI” X
[0262) s X1 BEAOAR AT R PR O BUEL % 22 e B U0 NCVE BBt
ANTR] ) B AR T AR A, o £E — S S 7 b, 3T BL B B R A o, BREAR FE PR T AR 4L
FE— RSt 7 XA, 7EIX BN A 0 BB B R A B T o8 1) R B30 A Bk

[0224] N C‘V,—J- =

=2XNCV XCV

[0227] FF,}- =2X ‘
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[0233] 322 C045 1 AT Vi [l 4 5 BAFR) AR 52 320 FRINCV IR L

[0234]
SBELAY 2 R
Chr 13 3.5 4.0
Chr 18 3.5 4.5
Chr 21 3.5 4.0
ChT X (X0, XXX) 4.0 4.0
Chr Y(XX vs XY) 6.0 6.0

[0235]  fiff 5 Fr A1 o5 S

[0236]  FHFHffE i 51 ot ) — MBI R

[0237] 3k (1 — st 5 sUHE AL 1 PR B A IR 75 A 5 5 LR o 7 97 78 o P R )
V2 DT B L B0 SRl 5 05 J 38045 DTBCRNCONVIR) 5 Fh I8 A5 0 , AR T et 6 0 77 723145 1)
Fr 55 w5 5 B, R TR BB e B A/ R AR R S it Uy 3, X SR R
R B 0L AR PR DLSRAS P 91 78 o5 5

[0238]  EiRid REAIH] 1 Al 3k B HARKIR A L5 B o AE 2 si Jy  , BeA (X R0 5
SR E QORISR SZFEMA ] (G140, A& ARREAE 1) A i iR I R4 A AR St 7 S, — 28k
FITAT )45 23Rk B FHeAd UG & » S48 R — IR rh oA 22 SRR i, R DU "R 5243
(02391 FERLEESLt 5 2N, e S FE RS FOR AR A e 75 o A — SRSt 7 20 SO BB I e
FIAE R — AP S o £E — L8 St 52U, 2425 RO R I AN [F] G AR Bl BUT
FTRLR AN R AR o 4, 24135 e (iR f2 IO R A G ki, m] DUR S — AN A5 (24
) BL K 215 Bt A 8 IO R I G C AR IR AT LR HIAS [F] B A (B 4) o 7R st
Jt77 20, PAbinfR) 73 HF 3R GE SRR o R, 72— A SEBH , 8RS 73 #3602 100kb o 7 — 2851
Tt 2, ANTE] A5 T B Y e A ol BARL LY P T A RO B ) e € AR RS 4 )
Hr (1kb) KLU FY RO FER B HERR X, a0 7EF20134E6 H17H 5222 1) S F I &
FIH15'561/836,057 [4RHE A\ 45 5 ARTEPOOSP] H it fifi ik 1) « LA 5 HE B 1) J2= PR 25 IX (1 S A
I 2R ST AL .

[0240] RISt Ty 3, bR R M A A — A 7 i P A TR A DA AR IO R I e SR
A R BR Ebin-Fl-binZZ 4, ERARA A AT A e DR i U ONVI 5 2 . R A%,
IRAEEE X A A BN A B bin BUAE 2L R PR AL A i) 2 /D & B e AR i bin ) H— 4L
B BEW IR, R — B e R (T RU R I HRAE317) TR W] AR E H R 3252
M PRI il ) N R 5 o AR D017, S ER A T DA BN I ZREEAT: it P A2 A0 o 96 il ) 01 78 i
JEAR AT CLER € 9 EE 3 b in B AMRR I AE TUAR PR 1C IR H B BLEL XS T8 2 B DI AL I 8 4
Gett A (1 BT bin B AURF B A T AR AR 1L A S 2

[0241] P 23t3d 1 F T g IO BR A Py 51 1Y) 78 5 P2 A IS AR 200 1 A 1A, 2L FH R AE T AR
21 AR PEA A DA ity OSBRI 2 51 F) $5 DUA o e T R B 2538 Y AN 32 5200 B U R
() RGN, LR AR 2 B ANAE F T ONVRRAT I 20 A mH I 5 o B T B DR i R AT 1
GCAm 22 » AT SEINAE R 73 AT P RS IR B

[0242]  FI& I FEIF 46 TR AL MRE R P 5130, G D5 HE202 0 From o £ — 8 S it 5 X
o, 3 R B 2 G LB DNA B, AR A FTAR J LI c£DNA, SRR e S 5. ik
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IR AT LUK 7 1 B L 6 T3 RO R T 7 21 1 2 b R PR 2, AT 4 (I 7 B AR 25
J7HE204 o MIAAE S L 781 BRI binh 17 FIFRAETHEUE T binff) 8 55 FE . 7 HE206 . 7F
— S 7 U, BT — AN PL AL SRS B HERR o A — e st 7 U, LR T [F] — A s
(1 22 AN HERR B0 21 B S BT 2 A8 — 2 st 77 b, B T HERR B9 A7 5 1 e
BEHERR o PR I, 72— LSt 77 S0, AT b T AR HERR B AL s I — X 55 1 VIR TU R AR IR
PASE A FH T 08 51 b in ) 78 55 BE B R FEBR B A7 s v 20 (NESTHED) o AE — 285t 77 rh , 45
Mbinf) 78 75 B CAAE R — A R H— AP A 78 5 B, et 0 — b B s &

[0243]  SRJEEFE2008R AL BTN 2 R E S5 2 R E SR EREAERA K2
WA PR VI ZRAE il B U 2R B 1 B b in o (1) TR 78 76 2 . 77 HE208 o a3k 1 55 AP 21 A 25 1)
A — A0 78 75 P B AR T A7 75 i, I FE 20008 250 W T IZRFE f 284k, LAIR1S 2 Rt B
SHAZ IEHE T JTHE210 7E— 28 st 7 U, 3K 3 7E 77 HE208 Fh S 1 I 2R 4R (1) T 78
5 B A2 B VIR it () r o AE — e STt 77 20 o J8 ek A — 478 2 FE R 25 IO 52 1
ERAE20 10T 77 0 — 078 55 BE & o 7E HoAh st 77 U, #R/E201048 0 — (0 78 5 1 B ok DA A
binf WA &5, AR it 2 Rlc B S HE IER B 5 2

[0244] b, J8 3k it — 20 YR O B A 1T 10 78 5 R i, T FE 20065 2 A S A 1 GC A
7, LR £ /B E 80 e T HE2 129 B, 25 T AR GC 3 & 7K P AR R it e A7 7E 1
ZREESIBIENEEE KRR, FREE AT 2RI ESHE ENE &R,
SRAFFE M -GCB IR 8 52 FE o 76 TR 155 WL TR 32 52 R ISRt i ) RB MR A2 H N
GOl ZE 2 Ja » Fad i R R (17 o ok HoA DG 1 3R R AR S P DA A i BRI OV
[0245]  FH T € J3° 518 o JE 1) s 451 1k el R ) 48 7

[0246]  [EI3A$RML T T/ 7>k B MRE b 19 77 20 B8t H i e A ) i FE 30 1 — A S it
1] o 1 3B-3J 7 1 A5 I FR I AN [F] B B B 0808 2 A7 o a7 B 3A TR P, R R D7 VA 1 S I —
ML AR ELCEDNA . WL T HE303 o FE AR SCH il AL Fiid 1 i B () $2 B AR A s o 7 — 28
Senti 77 A, 7E20134E3 15 H HE 22 i) L [ L A5 561/801, 126 (LL 5] 7 20k H A A
BEGTASO HREA I AR AL FDNA L 7E — 2o st 77 X, IR — i Bk | 24
FE it ) c EDNALA$R A 53 I S 0 Fe 51 040 o 0L A &I SAHR ) 7 HE 305 F1307 o 7 — L8 S 7 2
H, EIRACERPAT A BEOR B\ AN B 22 IR i B ¢ EDNA o W 7E AR ST ) b fadk 1), T 7 2
2 0] DAAL FR B EX A ¢ FDNALL 72 A Gt i) (5140, 77 25 TE S ) ¢ FDNA - B 1) ST o D A3l
cEDNAM SCHE VL= AL R R & (1) 5 F R o BF A i b S0 VT 22 B 40 i A8 22 B o vp IR 132
o )\ Z RS — AT DURAA L e B E e AR B AT S AR iR AR
A, IRk R AT DA s o AE — e st 7 20, e DB A BE % 8 78 I AN SIS Tt R K
PR I DA 4 1) Joig ek e R DL e e i % 1 ARV o B ) e A7) a3 El O B
I 77 A T iR 0 RS B e 4 S FE A 43 IR AR T (base call) (iR AS 20 LU XS F0 5 40 )
¥, 11 Tumina ] 742 #8044 (Sequencing Control Software,SCS) 7 %1 FIAR AL ) —
PP AR i B R ) RO EC 0T B 152, AR A FH T R i I AR M A B S
(02471 FE WU P A B HARAY 28 P2 A S0 1 B 2 5 RAE R oot 5 X5 T
Z R R W7 HES09 o 7E A SCH AL B X 5% « B IR X 55 = A b i, Ho & a5 T 41,
BAMERMMERR, RIs e S A _E R REAL B A s 7 A, iR KRR
AT B — 06 55, AT RS E S A (B MR Z R AN BOE 252500 , UL f R 25
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S O B S SO B AN A, DR R B R AIAR S AR AR Sy A, B
RAHA W BE A A — s 5 N, Bl B e 3¢ T R A B i 2 AN
B, DA AR ME— X SE I bR IE o 7E — Se St 7 T, 2 RSB B AR HERR I A7 55 (NES) 19
ME—XF S AETCR T FIFR S , LA = A: RHEBR AL s T2 (NES T  FLFR A i ke A 78 5
&,

[0248]  UneE HIAL AR RER , FEBR IO AL 55 2 78 g HERR 1 2 Ll R IR 21 A X R BRI AT s,
P07 HIRR2E o AE — 25l 7 b, HERR IO AL a5 AF R T ik X, H & R P51,
un, 35 22 R A R, DL R G AR X, FOR — AN BL B e e R S 1, il FEY S e fk B AE
TEM X, R AFAEAEX YLtk b o AR HEBR I A7 A (NES) A2 7E S L0 2 R 4 Hp R HERR 467 25, i DA
THEUT FIhR 2

[0249]  FLIR, BIR KRG X FRIC - NES LA Ebin, WWTHE3 L. 6 S L 2
HIKE, BT bin. £ — 2L STyt )7 20, BN S L0 B R A0 4 40 i Bibin, HoRT BLEA & X
(11 1R 2K/ (5140, 100kb) o AT 4, bin v LA Sha& e K 5 (AT REZE TR S
D8 P 5 ) B A b i n RS IR 6 B8 e /NI bin ] LLEA H1 SCRER/INif s I e AT oK
AN AN, bin RSFA] LA 5 N2 A A 1000/4Nbric i i A FAIKE CRHME) .

[0250]  fNbinB A KA B EE TARd bric R E  HR B 7 L7 51
R ARk S, T I B DA R DA At R B A i K, DL T S A AR R P
IS 5 B SAZRS HE 7E T HE3 13 & 321 (1) B B A o

[0251]  FEREI3AH iR i st 77 X rh , Bl i AR i RS T S e B 1 bin. LT HES L3
% BB — LB BT A DL R B RAE , B RG] DAHERR FE b in R B G E AEVF 2B,
FE B 3ARR BT AR R F BRAE AN 5 Rk E FE kb in ) 78 25 FEE

[0252] 75 &-Fhai A, XS e BFE i BRI H = A e e R R A X, —
B AN HERD AR TG BR bino S B FE R FEAT , F T BRI G fhk (140, chr13.18.F121) Al
FLA G i A o UNTE 91 A AR PR T 5 JBR N B 114) e (0 A 2 755 B8 11 1T A R B % DL 4507 S el LA
Mg AR 1) G AR

[0253]  7E—uesjia 77 =QH, A8 FH LA R 77, JERD 3 A 8 E A A AR L 0 IR - e ] AR B
EFE AR 3 E3 152319, AL HE AT S BN VIR EEFE S o AR JE T X B4 bin, F8 H I —10 I
AUEIER 7 5 &, UL S AN bin, TH S G0 T EE aobsvB A 22 « P Ao 20026 5 O 22« F1 /8%
A5 R T DU RO B AN e A, PR & R G o I AR T A S AR — Nt
T2, T BB A R b in, LA E L 6 RR 7, T T E A Je R [ bin.

[0254]  #E— kst 7y SN, PESRAFHEND ({5 2, 308 3ok e 3 0] QI T 75508 14 JB M i ) e £
WELE) 2 5, BT R IH— e ik (B R ) B FE . 70N FI Y 2 )5, 7T LA
AT IR A — G R I AR (e A SO BIALFE IR 1) o 1, G AR ) BB ol e A A
VPN A — 0 e AR AR B e AT X 53152 52 00 (1) FH 2 52 5 M R & (1) 8 20 m BAHE « bk
FEA e (BANTTRE) R BUAS IR B fe 3 U0 — A e e R sl e € R 2, 78 LA sz it 7 =00, 9 — 4k
Pt e R Juta fh , T BUEET XA BT G R A i R B BRIV 32 B P 13 471 741) 2 ) e /)
A S AN BAN[A B VA — A G AR B G AR L 5, U B3R e R AT S M PR AT bin B e FE
JPI R % o T REHL, B — e e ik S BOR R Ak .

[0255]  FERELes it 77 A, AN R HERD B TY e Efd o 3 B AR Y 4% A HE RS 1 S 45 i i
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201346 H 17 H 32 & H Il I L R H 5 561/836, 057 [{RFE A4 2 5 ARTEPOOSP] , H: L
SR RGE G TA L.

[0256]  7F B3R RG5iHE EiRkbin J5, et BT L fE R I HER i binth (5 35
FEAH o WITHES 15 78 b5z it 77 b, B3k R G5, MIxH T 76 S Hb L R 21 b i K 2 el il 1)
B e e R (i, fES L R A MG kb B R ) 3 —7ER A bin
o ) R O 7 75 FE AR (9, NESTHH30/bin) o fE— L8150 N, @i 45 % e b i binf) it
H B LA LS T 75 2 bl B DR 20 A (1) B A 6 G B A I BT AR HE R 1 A A e, iR R85
— A MR 5 7B T P (BEbin) o 7E— s 7y s rp @ BT et e, BIR R H—1b
WA i 78 55 B (BEbin) B0, Bk RS S AP Fbin M E %
P B N ya=#FE+ R R xgwpa , HHya 25 Xbinalf) 8 55 % , LA K gwpase &% [F FEbinfr 4
AL E SR G LR KRG E A — LB 55 B 2b/E N . zb=yb/ (@I +&} F*gwpb) -1,

[0257] {1 b SCHR BRI, B e G B A — AN T B8 R A R 1 e R AR o 7 e ST i
7, RGO AR R R [E TG AR 13 18 T2 LK) BT A o et fds o 78— e it 77 =0, B
Pt R R AN R T4 B S S [ TE 3 A A I DR 2L 1 e AR T BT A S et f

[0258]  binfP) i Ab it $0 A 578 o E M RN Tt — DA 0 — b s R
ANFEME IS BT IR — 468 H A8 AR B IZRERIE B H— 1 o v 75 P 55 1) B: it
AR B B AN E B SRS (R TAS R E S 2ORbR D) B b 1 78 56 5 . — LE i
Je P A B AR A FHRUR T N SR i I 78 5 B o, LT DU 7 B K T El/ T FAE %
(0 DA & ) ST PE I S o AE — e st 7 S0, WA B T TR SRR A (i E &
B R) MR B E 13— 46, SR IE T ISR 10 S 047 10 A B T BEAS & AT S8 1 5k
— A .

[0259]  [&I3B/ H 6 T 2 K BEAN YL i 4421 13 18 11 78 25 15 o 1 I AN [7) Ak P — st
FE o VB EE B, AT LR BIAEATA] 45 58 1 3 DR ZEL A2 18 A 1 5 1RO ot B RE B K 28 Ak o A — fL B
F—BERE T BIRE S AR AL B SCI A2 B i B AN AN B DR 2 1 5 — A 7 G

[0260]  7EEISARYSEt 77 A, iR R G0 TH R BRI K B AR ERE3 L5 P AR i H— {78 55
EER “EREESE W ITHESLT X FERAERR 50— 5 2 RA M wZE , K7 4E
[ J R AL 5 4 ST P2 AR R R NN B b Ab , IX R AR B AR A8 IEAEAT A0 45 58 FE i R
ST A B AT AT RS AR 2

[0261]  #E—2esjti 77 X, & /L B 2 8k 229 LA binf A — 4078 55 JE &k DL A
b i n ) FH S TR o 78 Ffh s it 7 =0, 4 R B S8R 20 KA binf I H— L B 55
2B AN b in ) FUYIE . FUYE AT L3R B IIZREE I R 32 S AR B (B Xy tatk, K22
SR P ME PR A ) o oA B2 T AR i R L RS LA T St TR M R ) % A P AR B A5 A )
AMREIRE S o 7E— 28 STt 7 SN, 4 R E B S 50 2208 A bin i 13— 4078 76 B ek 2
BAbInfIWHE GR A WL AE—Lestjiy X, BRI REEH A T8 binfH—1k
T i ) A L BUE (s F I ZREE BT /2 1) o B A0 3d Bt , s B0 2 TOIE

[0262] 75— g XA, R A TR i 7 5 B0 4 e I B S A O ) 2R PR IE L K
St 4 R E SR X WA R, AR E S EEX T BAbin M BURE , an#fe B Ig5E
(5l TR binff HR AL A o IX 85t 7 2 nT AR @ i A T8 XA b in R 15 42
JRy S B0 A B SR AU, B A i (40 VA — A 78 5 P B DU SR 1S i 2 MR L 7 — S ST Ty =X
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Hh 8 I AT 4 SR R A A (SR R AE) 2 AR LS TR R R 0 1 3 — 0 7 G
KRG LEPERLTY

[0263] LM T UL N MM ESEERFSERIESHENLEXR, b
LA IC ZRLIE FH TS G i/ X RGBT 7 41 o LI 3D FEIX FHE L T, B 8 — 1L
8 i JE N A R C B S ) PO 7 5 B 1 1 (R VA 7= A LA R 3 R PR 11 £ 7 i A ST i
J7 2, IR 2R A AR AR I SR AR TS X T binf 4 RGBS B e T TR 78 75
B sy 20, & R E S 3UE W RGBT bin i TN 78 55 B R AR AR
binffy 9 — 078 55 & o 7F — e sty 20, P AR SRR S 7 B R, R E : () 7
— A AR K Y O AR B X I (1) 2 A bint, SRR T AIbR S0 B w5 S SN E %
FEZ AR R R, U (1) 3 Bl B0 9% R H TG 7 51 () bin 7E — L8 5T it
J7 20, ) A B e o A i 3 DR 2 1 JHL A A fe X A 78 SR 1 A 52 2 ) DI A 1) T 78
a5 P A AN I ot P 78 5 L TR P 2 M 0% 3R KB A AE DA ot 7 25 FE I R AL o Eok 1
TEHEREESHEIENEGE A BT, Ll RS & AR E g o kel X 3k
35T AT bin B2 1 WU it R 78 25, B D R

[0264]  y.=#EE+RF R *gwpa

[0265]  JHrfya & fE— Ao 2 A5 KU (AR i X 38 R AR S (1 bina ) 78 55 7%, UL K gwpa
FE T A B2 S B I 2R KE S i bina ) 22 R C B 280 SR 5 IR i AR T B4 6 SR ) 7 471
X 12 Rl B 2 8B B8 5 Bz, AN

[0266]  zp=yn/ (BFE+R}Fkgwpn) —1

[0267]  Horbryy & 7R SR 7 51 (L AT DAL T8 #e e AR sl X 2 A0) HE ek R R 1)
bin bW 5%, LA K gwpnse 15 RS2 52 ma ) YI SR AE S bin bif 4 JRECE S50 0 B
(R +FE R xgwpn) A&bin b 5, 2 T 0571 H JE R A58 K X 1 2% &, L 078 & 52
S P AR ot A A R 81 o SRR R 1) 7 27 e S 4 DL S B L 1 5 LI 7 5 5 TR T
bin b4 RINC B S HUE IE 1) 7 o FE (EKs 50l 25 i 25 2K 52 5 T (1) B ot 1) 78 5 25 9 A, FEAE 52
SN ) Gtk E b in) = ARRE R IEOL T B IR R 85 FE 2ol IR L T B L2 2 8 &
Bt AR TSR AR PR AN RL R, I FEAERE 5 8 VA — 4k, R S5 DR I 1) 32 LR 4 X e i 25
3T TTER] —FF 5 IR S e R 11 58 28 (W H R 2 AR T iR 1)

[0268] AR} ZFNELFEIR B WirE B 3DH B 28 . 42 R e B 2 0 21—/ Sl ik T
BI3C A2 R BEANVF 2 K8 S 1R U — A0 78 26 B I = b in- 2 -bin B4k . 45 s 7R a0 =
TR I 4 R B S 8 2 2 JE R 3 — 4 78 5 B ) &

[0269]  7F ik RGAE T HESLTAL IR BN 4 SR AL B S HUR L 2 J5 , BB IEFE & HGC (5%
WLV — e ) & B AR AL o W HES 19 BRI bin B A H B 1K E GCRI /3 B otk . L ik $
I fEbin T G AICEE EF B 1% H B LAFEDin s AZ HF R 1) S8 (6140, 100, 000) KA E . — 14
bind 2 A b HoAlbin 5 K IGCHr £ o an7E I SEMISE Hh iz , AN [E) A i 2 B0 AN (R GO 22
TR DRI e = R R IFME IE . I 3E-EI36R & Rfd B S 5UE IE I — 1L 7B
i (Bbin) , H2VEAGCH 4 (A bin) (W ERE. N E ORI , AR AR S 3R I AN 1)
GO B o — LA iy S 7% R R 38 D P A (Can 7R R 3E ) T LAt A o5 ) 2 B35 TR IR 1140 44K At
(U 7E B 3F AT 3GH) o T 1% 6 45 A7 XS T8N A b ] LA M — 14T, i DA TR AN B
M — AT RSP R R A B IE
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[0270]  #F—dusijifi 77 30k, T W7 B SE- I 3G IR I GCAr 4, Frid KRG 7EiH 5 L 24
bin. 2R J5, M AR A BB R PRICCHE EM HMbinf{E &, B2 Ebinf 4 HL & S HE I
(A — A7 o5 T B o X B I B TR R b in

[0271]  fE—2e77k , UL F 7 20 B IERANDbinIGCE 2. Bk KRG H Lk RA
FAAFAEZ FEHF FIbinIGCH I bin, S8 Ja K IHE AT IE B binH 115 B R 2 18 1E S50 18
— it 7 FCH, R AR O AT R SR A BRI B AR L B A SR GC o £ bin. 7R
— A IEBEFTEDInAI2% X Eebingd Fid2% , HEH BT EH R HFIbinfIGC
FrEbin. I, E 81 %K) B A FEHCE KGCH EMbin 1 % [ B A RS HCE /NGCE & /bin,
[0272]  FIHFTEMbin, Bk RGETH LB IESHE—NLhd, EiRMEIESH
FRAEATEMbinth 5 (b BB EE EL R E SR L2 5 MARRMEE . XA AARRME
B ) SE B AL FELE BT IE R bin A 0 — 40 78 55 B 1 AL BEIE . Bk RG0K H TS &+
IbinftH B IESHN H T H T B M binf H— B & EE (2 R E S %R
F2JE) ALy o, WAEE R A binf 9 — A0 78 55 B Rk AR M (B, o
LB o AE— 28577 20, SOF B R & G tadk ONE T e k13 18 FI2 LI B
Y ER) 17 o5 R IR R — A 5 ) R A A S A AR ) .

[0273] 4% I 4n100kbbinf—ANSEfiH, BAbinks BAGCHr FmME—{E, LA T &
TIGCH & R bindy N N, ¥bingr A502H , Horp H i 5% BT %6 6C o3 A (0,2,
4,6,..., F100) 737 H5 o A 4 i 5 30 A0 [ GCAH. (FERE ) 1 & 3 e A, X b in i B4
H, AL HOE— 0 55 R AR5 A — 478 o5 B R ek 2 R A BUE (R T 7E AR R GCAL
H AN BL R A [ BT A bin) o IR A8 A8 TF H AEAT A 25 8 A Y I B i e R 1 GOB TR I
MR —FRP B EZZm etk plo, —&rdresk ek bl EA
0.338660%20.344720/1GCE E K FrA bin, X T I ZH vHE Hh A7 2 AR ILGCIE Bl N T binf)
H— 4078 75 FE R 25, AT LAFESE DA A (HERR L (k13,1821 FIX) BRI E = Ab KL Eifbin. 7E
eyt 7 Ao, IR FRGCIE I FEHERR YL (hu Ak .

[0274] 3G~ HGCAE TE 1) R, Hedr R A R AL 30H — 078 55 55 B 1R A IS4 Cln NIl
IR o A B s HARAB IE R 78 535 2 B 56CAEUr A . i fr s , iR oA B B A JE ki
TR A B s A8 TE 1) 78 55 5% & . B SH/R 6T 2 FE i 7EGC o BB 1E 2 17 (F2 ) BA & AE
GO EEIEZ Ja CHED MV — 4078 55 2 . I 3 1w o T3 22 MR RE i AEGC oy BB IE 2 1
(4Lt8) FITEGCH BB IE 2 Ja (SF ) VA — 1078 55 B A8 57 R (CV) , HAGOEIE F3H—
& A E RN

[0275]  FiT ik J5 1G5 T A AE X a7 B S i o FH SR AS 1E GOl 22 ) B3 A 7 12 % R 2% B oA
LR PERLAHOR, HonT LR B T 2RO [a) H HAW B GCHF Rk F B S & EH
(1005 A T S 49 B0, i 2 3 B IE RN JE M FE 2B IE X TAE FE A (W FE i, & R T Lk
JETbin-binlH—4b 78 55 & 56CH & @i Ko T2 B i binf GO & it i T & iR
FORAHFXTF A D in B IE 5 i, T LUE Ik 25 75 5 FE R b in I GC & & F AR I 55
(1) T A 78 5 AR R T U — A 78 6 B i mT B e kb, T DA 40 A 35 R 5 0L R i R
T 78 75 REAE R S5 .

[0276]  FEHEAE319H B IEGCIK I 2 J5 , 1R RGLTETHE L BR 2 7575 FE p I RE i H 1) S 3
bin, WLJ7HE321 o X Fe A T i Ak A AN i I SR S B 3 R, BB TEGCIEIEZ )5 , B
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i JEAIIR BATLE /N XS A B RE R A AR A WA nAE 125 Je ik EAERL B L. 1e8ALIV 78
i 2, b R AR T ORI S RO A e O 2 o P RE R AT, XX P 22 7 A T2 BRI R 21 o
I/ DLROAR St o W] ity , X AT A8 2 i 1 A2 T P o ANAR O 9% DL 3 i) SR L A 3
H XA OOE T & At il

(02771  fEJy—Asefl, Bk RGAETHE B AR bin, K AA BB O Gl /£
P HH T IE R bin) B FTE bInE GOIB IR A I — 0 B a5 [ R i Th AL EOR T34 h Ar
B MZ NI CCIBIE MV — 7 f5 B & A A SEBI R, B (B E SO 3 A7 52 X i
72 HA T LA — B G bR 22 , B LS b Ak 2 2 2 2501 . 4826% Hh o B 26 %6 i 72 » £
FELE St 77 I, XA R A N AR A R B AT Gt A, AR B MR e R AT ) S B AR
BAGRI Getih

[0278]  #E RSty 2R, FEAT S AR ERAT , AT LR AR i B % ] o L5 HE323 o £ —
Sy 2 R D KA R T A T TR AE A 2 BEG AR, RIS — A Gt A7 B
EREAOART R ARREAGAA, BRL AR 5 AN E T E A 1 DR i B AR IO BR
P ) P8 DLECAR St o 24 Pk 5 9200 8 S M Qe (i e AN S & IS, Fidk U7 25 mT A AL A
it ARSI U D o ] 8 8, SR QC 2 B ) SR R0CRT A it ¢ 5 AR (8 JE — A et 1 1
P o FE— AN S, o B 42 1) 5 92 L 8 e e AR R S B [ VA — A7 i JEE A 5 b et
PR RS S AR o W] DASE I s 22 o I RS TR 400 45 T R 52 520 R IR A s (40 JE— AR ) 0 AT L AR
A 1 DR R 5 DL S 4 O A 328 39 e d RO A R 5 g (90 a1, M) A TCHAE DU i ] i 3 DLt S 45
S HENIR G FEARETY) L LA K[ € F QO S A A, RERAT A B AR . mT LSS, 2, A1 2R
FRBOAR, FLAR A 368 £ 1L 5 it o [ G 0 MR i JRE LA T BB AT oA £l 22 P E 3 R 50, oK
RAG S G AR 1 IR o 2%, W] A A ) AR R 5 S 1 [ e I AR R S 4, i
T3P AR AT HE N R TR it o I ) 9 — A 7 i FE R ALLER o R DL A B AR KAl
I BEASHEN IR U GURE St R AR IX — s DASRAFALER I AT R AR T L Al B R B R
DGR A R ALLER 5 VI s R0 ALLER 18 O 22 W] BE AR 7S 5 £E U — A Gt AR B i Ak B / 7 B Ak
BB A e, HATRE 3 BOR IR FE b 20 98 IXRPQCE & n] A HIRAE AR SR S AR — A
XA i D 1R IR 73 S i/ 22 i o IS A T 7 A s b i) B AR S H DA Ky il tH A —
MGt AT i S5, AR B T 15 G i 4 3 1) R A5 ) QOAS TR ) L o PRI Sl Bt e 275 et A
HAT I P78 i LR — R DL R BEX 20 5 e (R 1L A i R 7 i P 10 Lt s o K A I R
FHR B QC 52 K VH R X B A i, B T B AR B A — A e 0 o I BK Y 22 B 7t BT R e
PRIINCY 5 LUSR .

(02791 7E K| 3ATF ik 1) Fr 51 mT LA T 5L DR AL A 1) BT B St AR R T A b i n o 48 0 £ 5L i
JraH AR RN T YR A O 1 TGt AR Bl BT E NCV R/ BNS Y, 8 AR H
FEF B JNCV L A/ BINS VIR 2R3k A F A et A Bl B b in BB IR U — A0 B o B B (e
PISA B RE 1)) o W7 HES25 o AE R LS 75 3Crp , P44 )7 — A0 78 e L BT 5 B AR O R ) e
AT T A bin, TGtk OSBRI Fr B A/ B0R 46 Fr BE AR TSP S5 &
NCV. 1/ BUNSV (Ui AEA SC R AIAL IR 1))

[0280]  fEILLL St )5 U, AR AL BRY e (A o B mT DR Y e (i A (1 — b infn LA
ILE o AE Sy U, ARYE AR SE R I i & M HR S 5:61/836, 067 (SE AT LA 51 T N4 &
A30) W7 IR AR E Y G AR 8 o AE — 2 S Uy S, BRI IEREROX AR A bin, H/N TR
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e At e B AR 1) I JE R P bino B0, YR AR FE RS BT LAE Lkb 7K P 1 i i, 1 A % i 4k
FEAG AT LLAE100kb7K P I It Y€ o SR T, AT LA [ FED in RS Y B i 0 — 4 oy HoAh Gy o f
(541, 100kb) -

[0281] 7Rt 7y XA, an b i 78 B SART R AE 3 16 F IR 1 5k 3 — ik JE I Y L 44k
SR, LA 7 30, AR EE— B IEY Y i IR I, Y Ak bin I E AN 4 52 45 Rl B 2 8%
Fe AR, YOt AR bin A4 2 H 5 #HAT I GCAE 1E B LAt i i 25 B8 L IR IR Oy, 4 b P A
o B BT D 92 I N S0 T R 2 BB e o M T R S R LA B 6T Y S B e AR )
[0282]  F=A: 754G

[0283] AR STk R ) — e it 77 =R R FH P 2 HE b ke i i (BRAE ) 721 OSBRI 7 71
B EE A AR SR, 72 T ONVIEAN 4 78 55 B AE 7 T, AEN T8 o o 7 VA T
1B, 5 350 S 05 5 AR AR A e A o mT DU I 8% A A SR B e X R (P A 7 — P s i
2, F B 4A- 4B 7~ I B AR Aff rE FE65 (an R T — 22 VR AR o

[0284]  fE—sbsizfiti 7 A rh , BRI ZR 8 10 O 20 B A RO BRI 7 5 1) 1E 3 42 DL AR 2R 1
FE i SR i FEAS o T DURI A — Fh R, o e H— IR AR SR SR8 TR — R A1 T 1
(g, 3 A0 ) 1 RG24, 3235 45 TEGCAR St (Wl R Frad (1)), SR s FEBS o X R H I 25
EEPIRE b T A IUARE & BEAT V3 — A AV I  FE RS 1 i e — K, 98 J5 B 110 22 AR
HH o

[0285]  PE4A7RH T 7= AR X FE R 7 AU RS 1 I 2400 AR I, T DA F— AN a2
AN i DABR 25 7288 DI VR b 285 18 2 (1) BB 7 41 E I bine BRI R 46 T4
HENZREE , HAHER B 2 A AR Z 520 B SRR o 1 7 5118 T HE402 ., BRI R AR 5 #4 )l
ZRAER 7 H BN T 605 B B 1 7 41 1) 2 L B R A, AT 6 FH T IR i R IR )7
HIBRAS o J7HEA04 o 7E— L8 St 7 A, AN i S5 21 R HERR 1) A7 A3 10 E— 5% S5 I AR T AR AR
Tt — D001 LRI RV ot S b B R A1 4y B2 A b in FFR BT RN AR 52 52 0 (1 YRR b
B 28 FE R T B VIR i B B b in ISR P B AR 25 1) 78 76 2 o J7 HE406 o F i R 3 ot Py
B INGREE S FEE X B binf € IZRF 51 AR5 1 1 B 78 75 FE . 77 HE408 . 7 — 285t 77 U
FNbin ) T 78 55 R A2 BN VISR 0 b 7 SR el AR . TR 78 o P A AR A R B S 4 AR
JE R TR NGAE S BRI R G bind Y5 FI bR 20 8 25 B Ol b 4R
e & ZH0h 192240, AT BN YNGR SR A AE b in ISR P B AR 25 1) 4 5 I B 2 801
BRI 5 7 . IR ARG P A L5 AN S LL SE DR 4 ) R A AN HE i b i n ) e 21 A o B
FEIb in B A Il R L) 2 AR AE o R A AR RRAE SR A T AR B BN YIZRAE S B bin e |
S5 7 IR B R T (1) 78 25 B o A — Se St 7 AUrh, FE B AE AT RE VD S B AR B AN U ZR AT
[F1bin N V3 — 4k 78 o5 B 1) W% 21 19 AR 4k o o] DL T A0 B B 5 (1) 2 56 20 A SR e A AN
i PR A — A0 78 75 P A i AR AL R Bl A B4 5 e 25 O bin o 7E — S8 B AR Sy =, HEWR
B 4B AT Be 9 B BILE B BEAS YN ZRAE S I bin P I8 — A0 78 5 5 19 W0 8% 20 1 A8 4k o v DA T 4 B
J5 B 1) 48 56 0 AT R I EL A B AN RE S 1) U — A0 78 55 B 1) v AR Ak AR Bl v A7 B 4 X 22 11
bin,

[0286]  7F—sbsijifi 7y 20, T 0 2 FE kb in ) 2 FF RO AL, BT, 98 0 0 (L, A2 A o B
F10) % E A2 RN S5 i A H At B A Pl 8 Lo 3 A1 5 40 T 448 i 180 4 T A 23 S b e o JE M R )
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FEANGe AR  CL g S, LS B i 1 B mT DL XS BT A B 52 52 (1) e AR IR 2R A DA g S
YE R, F T — 8 T i R B A0 FE A 2 1 X6 135 YL BB Ad Bl e SR B S — N i 1104 oKk 8
SCHT HA G AR I HERY  JE 52 520 ) e AR b v DL B AT AK RS e i DL e S 4
iz [ 4

[0287] AT DA XTI OB IR B AN G AR SR VT AN & AP il B (B 2 & - FE R B 2 & 3R I T
JEOGER I G AR () bin ] — PR RS A T A Foft 4 AR B b il A [R5 o

[0288]  7E—Fho7 X, X T 48 57 R AL (CV) 1 — R FIE B 5 20 A b 1Y B 4 e SR
binCVAH [ 2856 43 A1 1 B 43 0% (9140, 95.96.97.98.99) LA K IX L6 118 B2 FH T BT e
AR CHERR BRI Ge A o A, FT-CVE— R AU B AL 5 1B = 5 X 250 CV o A
Bt e X HIX L g BB B TSGR 1) G R (B U, chr2l) o fE— 28 s 7 w0, 8%
) e AR e XYt AR DL R e AR 1318 F121 o 244R , 0 DA% R HA 7 =0, 4, mf LA S AN
Jet R AT BRI . — 2 , e PAT LA VS R (1, — AN B T 75 28 i v ) S

() e ik DL R 5 — VG T oAt e ) 8 SCOVARIE 2 & 1 A% o WLIEI4B . B A~ Fidk
PRANEE (— AN AT H— e ik (BAS [R] T IO R (1) G AR 1R 5 e k) A — AN 0%
R Gt AA) SRIPA E IR RGN ZREE 1) 1 e LA Sk B R I et I A A T B AL & 4
TR BOGI) Je A, LA A 0] LR AN R IR o 78 3 e st 77 XA, X Bk 4 i AN & I 2R R
RV RS, B, A8 IS UE R PR PERE -

[0289]  fE—es i)y =UHh , B A A DA e b 3o L ) 1 e A G B AR 7 2 1) A8 e R B (O
TIH— G AR PR ER IR FE) o BRI FEEUE A S R B AT g3 — g
& Hof MBI OGER ) G (R ) e pR 5 2 (9 an s B 28) BCV L AE —Fh 7 =, B iR a2 il
PAE R A B B RN A TR, BRI - (D) BN H#UE A A BLE SN TRra et
A (R HE R i S B FH IR e FE b e ik B I ZR B B bR s (2) a4 B SAR I A5 B FH T3 i A
0, SRTH BN RS2 52 )RR S VISR AR VA — A B 25 R s (3) 3@ i, 454 , SRAFNET X 7E 2% 1E
W B AR I b in Y A — A0 78 75 BEOR A E AR M V0 — A 78 55 FE / S o d s (4) R H T A
— gLt AR TR B AR TR s DA (B) B E B ViR E OVl i e AT T 70 & 3 il
SREEI B UG 0 20 10— ZH AARE o, R IR o] DA PR B sk ik Y A e < BRI, RO I A28 D 4
NZREE 53 N ZR AN T4 o EaR IIZRT-48 F R e SCRERS AL (n BT #aR ) -

[0290]  fEm] & ARH St 7 A, AR B I 178 25 BE R OV 8 SCHE RS, HERD AT LA R H 15 %
A VNGRAE A AED A R BE R 25 SRR B SR 5T B4 2 1) 2 A1 SR e S o il 5 o 27490 e B 17 i
TR A e B 381 2 L 2 DR 2 P e 2 o 48 ) 0 0 S B S 5 S 1S 0 B A 1S IO A B G P R B
IR SR BT B 45 70 A AH OC B HURR 14 CRE LU O AR vy T REME) o JURe 2 5| A AE 12 85UF 31 R i — A
B AR ZE (WA= A1) o WU B2 A5 B 4R R IR $E T L1 H,Ruan J,Durbin
R. (2008) Mapping short DNA sequencing reads and calling variants using mapping
quality scores.Genome Research 18:1851-8, RN B LI T RGEE T AL AE—
Se S 77 U, B BT AT 23 AR A S PR AMapQfS 43 o 4B H  MapQfS 73 A 5 40 B (1)
78 i BE R CV R B i s AH e M o il , R CViE 10 48 bin J LT 58 = REEAE 4B R 22 |
[y A ], H B A KT 294 MapQf3 75 « AL, 8 il B AR /SMapQifbinA] L= A2 AH 24 20T HH 4
W B A B CVIFbin T /8 SRS

[0291] A i FUAE b A 28
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[0292]  F¢/h

[0293]  FH-T-Hf e NV, 4, G AR SRR A AR 300 AR B A AR 55, (PO o mT DLELFE B 5 AT AT
A ZH 2R BAS B RE i, FLrR B — AN Bl AN O ER 1) 7 F1 K 45 D1 S A5 B 1 O -
M, FIRFE S A AR AR T A AR AN/ BOR “To A A% R (140, ¢ £DNA) .

[0294]  fE—2bsiyti 77 A 0rh , AR 2 , SR1S TR B AX IR , 91 4, TG40 HEDNA (c£DNA) « JL A A
W%, CLFEJC AN HIDNA , v DL ik A S0 b 2 R0 2 Ao v, 38 B AR B S (HOANER T i
F Mg R (B0, 610, Fan% A, Proc Natl Acad Sci 105:16266-16271[2008] ;Koide
2 N\ ,Prenatal Diagnosis 25:604-607[2005] ;ChenZs A\ ,Nature Med.2:1033-1035
[1996] ;Lo% N ,Lancet 350:485-487[1997] ;Botezatu®$ A\ ,Clin Chem.46:1078-1084,
2000; FISu%% A, J Mol.Diagn.6:101-107[2004]) « T HAE ff o O 41 AR 4 5 FC 41 IDNA, 7]
DA FH 2 07 2%, AR EANBR T 20 200 85 B0 (151 20, 3 P00 B 5 400) S DNATR) AR S 12 TV
Y,y S oy 3 A/ B Al 4 B v B T e CDNAT T3 A E 240 B 10 i B 7 e vl gk
5 (Roche Diagnostics,Indianapolis,IN,Qiagen,Valencia,CA,Macherey-Nagel,
Duren,DE) o 383 M /543 A7, o AT DU WU G (oA 1 B A5 A F / Bl 8% P 22 5 1, 0 7% ¢ EDNAR A2
VIR it T I005E SR A E B i e i, il , =4k PE21, MAEAE AR LE

[0295]  FEAN[A A St 77 =, W CAAE A FH 2 Ji (451, 76 81 8 0 3 SC 2R 2 /1) 5 4 S ek b
AR S 3 R AEFE A AE I c £ DNA o A i DNA R JE KR S P & 4 2 T A o 1 25 K ZH DNA
By AL R AH Y4, Hon] DL R SRAE 1] 8% ¢ EDNAN 5 S 28 2 117 38 I S DNAR 7K F .« AE 4 =2 4
B AR DL AR — Fh LA b i 2 DR H B ot o A7 A B P P R DR AH 2 — IR 1 AR 15
s AR 1 X AR R S A 1 G L2 R 2H ] DL B MR, ] DUIs ik 2 0 vk 3R
15 LA BE INAERE S o G ) LS BEAARDNAR AT LG 51 BT B e Hb , A4 e Ve ' 46 o] DA FE AR i A7
TE ) P A0 2 DR 2H B AR B 1 3 3G o 45 an , AR e e 3G AT LR AR LSk B iR ) LA B4R JE [A]
ZH FIDNARIVR A PR AR & R G LA BEARDNAR) 4 38 o T R R A 3 G 1 7 iR AR AR I 2
CL RN o 57 7 3 4% H R 51 &K PCR (DOP) 5| M AEAHPCREZ A (PEP) 122 B B #4185 (MDA) =& 4> 5
DRI ZH 47 38 07 32 1 e 48] o 72— e STt 77 20, 4025 R AN [ 1) 22 (5 45 1) ¢ E DNA B VB & 0 ) R i
XTI ) R A AE B 2 R 4H () e EDNASK Bt JE B AR 1 o A8 HAh S it 77 X rh , B 3ok | AN IR
(%) 225 (R 2H 1 ¢ EDNAR TR A 0 B A b 0 T FE A it P A7 A8 1 26 DR A () A AT — b >R i AR e
K&

[0296]  Stof o 87 FH AR ST 1) 7773 B0 A 25 A R DA oo 368 04 AR R i CM A ™) 467
s, 0 b IR I o A — e st 7 S Sl A T AT R R 7 VR AR AT — Rl R Al A B 2 2
FEEF AT — AN ZANCNV I AT I A% TR -

[0297] PRI, 7B LSt 77 S0 Hh , 9 i A0 7 B i B Al AL I B 0 3 1) 2 A% 5 IR, BB AT BA
FLFERE b G0 2H ZRFE 5 S AR VR R o A BRLE o 5 o 3 B AR VAR RE B B FE (AN PR T If
T IR I3 R IR VE IR IR R S B A (ear £1ow) bR VR MEE R - I A0 L E 0
(ravages) B B8RV BB A7) 48 B SURE VT I I /K L WP i 3 R AR T
WA PRAE PR 73 WA 2 7K S LB AR A s R il o B — S8 St 7 b, AR il g 4R R N
PR 7 25 25 13 BN FE A 040, R I 2R« I3 v W HR VB 28 PR 9~ BT S M Vi B3
FEHELE St 77 2, 5 A A0 JA A it Bl Jo A ot 4D IS0/ B33 48 43 o A8 o Ath ST
T AR R T R IR R i BT B R TR o AE S — Fh S U, B S AR
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FhEs B 2 Fh A= W0 & VR A B AR R Rl DAL AE AR 2 SURE L AN
BE TR W PRI ERCE 2 B o AR AR SO BT f B AR IR I RR I B A I
FA Y BAR PR ()35 5 o [ R Rb, 24 i B S5 A B TR SIS, R B A IR 5 R R T
TERL BT R SRR A 3 4

[0298]  FEEe sy sCHb, 6 b T BASR B RVR , IR E AR Tk B AN F /MR 5 R E
FHIF BN [EAMAR A R & & B BB RE b oK B AN R ZR 0 A (9] 4, B8 R B DAL A 38t
FEZRELIGMA) TRAE S R B IR 5 AR RE S TEAN R R AEBR A R B BRSO AR fh 3R
H X TR & 2 A RA T MR RS R B £ AN F R SR = AR AR R B B
AN B 2T AN AR S R B R R TR G AR (84, HIV) B /MR RE i 55
(02991 7 —Fofr it BH M A0 (0 S PR A 1k 1y s iy =Xrr, 5 R 3R B R R MENE , B N A2 0, 1) B
PRAE S FEIXFPIE LR 5 BT AR A SCHEIR 1 5 455K 20 A i i DA SR AR AR iy ) L AR 8 7 e 2 A
SH I PERTZ W BEARRE S AT DL AL ZURE S AR RE L SR S AR RS A
BB 1 S A 5 TV I XS VTR BT B 28 L VA AR L R e YA i 8 VAR
Vel B BV T L ) 48 SR e P K LR P T i T R A B A R
TE 53 14 UL S A 3 B AR R

[0300] 7 55— Fiide BH 1 X0 (L A B )k 1) S ity A, BEAACHE it 2 P P B FE 22 Rl 2R 00 b
(RIVEE 4, 45 a5 A DA & m DAL HE AR DA it 2L R I FD AT B 355 7 ot 1 7 P i B
Z Mo 7 — e st 7 20, B A B JE R N EERE A S A5 BRI AR 5 4, T i . o
TPV BRVE S R FLTE S8 IR A Ve RN A L E — s ity 20, E W RE O 2 Ak
JE A i A0/ B o 24 R I 375 0 49 o A8 At Sty =, AR AR R B B TR R A
i~ BN R R FE AR o b SCRT R R 1, AR I I 2R R LI B A R i L
43 BALER R 4Y o [ RE L, 2 RE B A BT VU R SR, CRE S B A b R 55 R YR T
LR s R S AR A DU LT 1

[0301]  FE Bt st 77 U, #F S AL v LUK F AR SR IR 23 4 B HAR 5 2 IR )
SRR 55 FRRE 0T CLHCE SRR, B8R AN R T 4 RF 7 AN () 855 77 38 R0 35 6 ik 75 44 (491, pH
JE 7 BRLED) R RIRE IR (0, 2 2R BN M) 4R AN [E) IR A 0 B R 3 IR (B dn , 2021
SCANAR) AR R s R 7 (5, i 38 2690 < BT 5 7)) AL EE R RS IR (B dn , 2H 2 s 4
Hf) BN [ AR ) 4 4URD / B AN B A 15 R

[0302] M AEWIR S B AL BRI J7 52 AR BT B A0 9F BB & B AS ) FLEC T SRR 1) 5
PE AR HE AR SCHEIR 1) 5 R 10 75 B2, ARSI B AR N 5107 LS 5 W SRR 73 B AR « 7E — 2615
LR, AT R A R, BACTEAZIRAE i AR TR 7 1 0SB, Fr B A T L2 TR
B R DU AR R, 48 40, R0 FH PR o 1 P9 DR R i AL » T B WL B 5 VR AE AR 53
Ho AR BT LN, I ELALES , 511, 46 R DNARE 40 B Ak BE AN B BT 1) o 72— sk it 77 =0
SRAGRE S ALTR , /E N CEDNA, Ho AR 452 Fr Bedb.o

[0303] 7 HAth 13 B M St 7 U, RIS AR AL IR , /E 9 2R R HDNA 4 3 Be Ak ok 2300
B 2 L KZ4008 5 £ L 5K 295008k 58 22 Bl X 14 7 B, IF HLX AT DLZE ) Hh S HNGS 75
s

[0304] 03 SCE I il 2%

[0305]  FE—Fhsii /7 s, A SCHEIR ) 5k m] LRI R — AR P A (NGS) , H e vr 78 5

46



CN 105830077 B ﬁﬁ HH :F; 40/66 11

W73z A7 H B0 7 22 AN RE L PR BRI A 2 7 (RIS E1 00 9) BVE L 2 R 51 B R 4y
T AERE S (B an, 2 BT X 28535 mT DL P= A2 vy i BUAL B R DNA T 51 o TEAN [ 1 5
it 77 A, T CARI A 40 AR SCRER I S — AR FELAR (NGS) , SRy e 2 R A% IR  Fl/ B &
5| F R H LRI 7 51 o FEAS TR () St 77 2, BT BUR) A A A ST il 1 — AN Bl 2 AN b 3 2%
SR B I FNGS SRS 1 R 5 (1) 77 H1 50048

[0306]  FEAN[H] A St A7 A, b3 I 4 A TR 2 FH AN I Bl S P8 1D i %

[0307]  4Rif , 7E F- 2l s 5 3 rb , AR S AR B RR A I e g 9 R il e S 2 ) 4% o ZE — bl
BT SR, WP ST ) 28 8 S 5 S ML e B 5 B2 T2 ARDNA v B (1140, 2 -1 1R) 1Y
WA ATLBCER 1) A8 7 o 22 1% R 1 I ST 2 T LA i) 46 1 DNABRRNA , 9,35 DNA B c DNAF) &5 [F] 4 L 2
LA, 45114, DNABS.cDNA , G A2 38 sk 30 97 S i 1) 4 FH ™ A= B RNARSEAR 1) B ) 2545 DIDNA . 2 4%
PR AT RERIR T XUEE 28 (591 1, dsDNA G 3 [RI 41 DNA F Bt  cDNAPCRY™ 34 P24 2%) , Bl {F -4k
St 7 2, 2 AL TR AT RERYR T BE K 20 (61140, ssDNARNAZE) I L % A dsDNATE . il it
Ui B 1 5 2, 7 R e s ity 2U b, B BEmRNA > T AT B R B5E T A 0 S PR ) B
CDNA & X T~ 3T il 28 B 7 V2R, W) 2 A% R 70 1 BIRG T 8 51— MRS A2 SE Pk 1Y, FF Ho nT
DA O RN I o 75— st 77 sUHp , 2 A% R 70T & DNAZY T o BEARE 3l b, 75 it 6 ST i 77
o, ZREEBR T T R EVAR T A BB wMA B A b AR Wik 1) A 0 8L w M, DL J 72
FERIZHDNAZY T~ (440 , ZHJIDNA . TC4H fIDNA (c£DNA) 28) , HOl A 4% N & T S A4 G 7 %
F (Gt 7 51) UL L AR Gm S 15 5 F0 40 JA 3 FEG 5 1 7 20 o AR R Be s SN, IR 2 i
HIR S+ AFE L YR Z G (1) A0 i A A7 A2 1 N SR EE I AHDNA Sy 1, 5140, ¢ EDNASY o
[0308] i i it FH 4y s YO L ) v BOROST ) 2 i IR R A gk FH T~ — SeNGS il 7~ F- & 1 )
7L ER )28 o E3d ST IR ) 2% 18 8 10 SOBOR 2% IR (191, 40 B ERTZH DNA) 1) v BE AL LA
SRAFAE T HEE I RSV B N ) 2 % TR

[0309] A DAH ik AR EE AR N 53 O A1) 5 T 7 VR AR AT — FhR SEIW Fr Bk, o 45 4m , mp LA
AU 3 AR AR T 540 i 75 AL ERFIK B U1, Sk SEEL R Btk o SR T, MUBR A B AL
HAEC-0P-OFIC-CH b V) EIDNA L 8 , 1T T 350~ F i DA f2 37 —FN5 — 58 i oy (LA HE T W i C-
0.P-OFIC-CEE) () 7 TR &Y (B W, 640, Alnemri fMlLiwack,J Biol.Chem 265:17323-
17333[1990] ;RichardsfiBoyer,] Mol Biol 11:327-240[1965]) , H:r] e BEwiieE , N
NEATA Re G = BT BE JE BB N ) B ST —BEER , 49, W R A T E R RN
il % FH 100 3 I DNAFIT 75 L1

[0310]  FHELZ N, cfDNA, 3 5 4776 /N T Z13004N Bl 3 %:F 1) Fr B, R, A 17 R c FDNARE:
K AT SCEE , B B AR I AN 2 b )

[0311] i, AN 2 AL R M 5 1) B AL (o, AR A v B A BRORSRAEAE N B, BEAT
WA N B ~BERR NS —F2 L 11~ il DNA o A5 7 7%, 9 an , BRI, 49 4, e A e
AR T Tumina - & R 7177, 18 5 H P K a2 2 £ M DNA, LLEdA-JB 2’ ik
AR E I 7240, UL S AE SR il £ I fer 1 I D IR 2 R 2l dA- B =)

[0312] IR STHEIR ) 7 51 S P i) 2% 8 T3 6 1R 45 P S it T A 7 B30 AT HH A 4 J7 5 o 22
SR —ANELZ NP SRR IRTF AT LB IENGS i LA I 7 A ADNA = 4) o Tl 51 (ABB %) v —
Ak RN DR F T 28 U P ST R R 7 v S 4, LRI DL LT 201 24F7 H20 H $2 58 1 & A
H1%13/555,037, HAHB N A UL 5| T R8s & T A3
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[0313]  FH-TEREZANER AL i SE BN A WAL IR (marker nucleic acid)
[0314]  FEAS[R] (1) SE it 7 2Crb, mT DLIE ek Wl P 5 o i DR 2H A% R, 49 2, ¢ £DNA, (1R 54 5 LA
JAbTE, B, FEACEE 2 7, S ST AKE S AR EVIAZIR , >R 58 BORE i 58 B 14 1 B DL RIS
HRER
[0315] AR EWIAZIR AT LA SRR S (B0, A2 W0k IR RE§h) 45 & IR i an F AL, B 45, 1
3 VAR RUEAE i ) — AN B AN R BRI An , AN LA R AR B A B T 4 i SRR
NG VIR, AN, L, B 2 TR A PR R & 51 G, 2L ZRFE I, ZEARAZ IR , UL SO o A —
S s iy =, WU L ) A W S PR R FR A S B YR EE S bR 1e 2 TR ST S 4H
H o DL YRR S A 1 o A8 — 2o st 77 b, 7R i R SRR 9 Bl 7 1 3 B AHE 7 41
78 HAh St 77 U, FERE S B BRRE R FRAL 7 a2 2N 1, 1, P = DO e
AV N - INYANS NG/ T N N e L o & N 1 P N 2 T R Gt LS
Hh, W] DA R B A F] 7 81 ) 22 Fbs S RL IR 53— SR UE ST it 1 e 48 4 o W] 8 ety , mT LA
R ISR NS e LN T USRI SR A NSRS wv & UNE SR DA IR
7 LINES N o NE VO BNV P S SR RV T UNE SRS B eSS Y NS N oY N SR N W N )
18T E 1980 B /b20Fh D255 = /b30FN, = /AD35FN . 405 E/ADS0FR BE £
FRASE] 7 211 22 Fhbr EVIAL IR 70 1 SRR SEAE () [R] — Vo 2 M A Y ng Fe i, B, PR APl B 22
FhAEVIRE A S 1) S8 B B BN 75 22, PR IR (LA bR i) 2 PPl R i i) B —
M )7 51) SR bRz P pp el 55 22 Pope il (0 4 — o 9, o] DA B A 7 ZIAR Br S 0% R R
bR~ 8 —FE i, LT DL R 7 5B bR E AL TR R b s 55 4 i o v B 4ttty , v] DL A
BA T HIAR bR EWILIR 53 1 RAs = BB — i, UL AT UL 2 3B RICI VR A W K br 7 25—
Fom o, Ho 7 HIABRICR B A AR F AR bRIL 5T
[0316] W] DAFEAE it il 2% B AT ART B BORS b B DA% BR DDA iy FL R A 78 ST il 2% (SR 22
il 2% SCEE) FII P 22 BT o 7 —Fh st 7 =0H , FRic 07 1T LLES & 5 R & A B R IR & o 491
A] AR SRS B8 I o USSR 8 Fh R AR EMAZIR - v] B 4 bth, T DAAEdh IfL 2 J5 ¥ As &
VAL R NN MLVBRE it o 72— Fh it 77 b, B A5 SR A% R NN FH R AL 86 A= W AR 9 ot 1) 2%
N, AR EVDAZIR I F RS 4R I VRRE b ) S R o 7E o — Pl it 7 =0 5 K b
EPIZIR NN AR S B — 5870 o 0, Wb AR R R NN I YRR ot ) I 2 A/ 3 i 37
#5440 , BEAAR M IRAFE i o 72 3 — AP SERt 7 20, bRl o I A4, N, 2 44k
H AEVIRE S AL R o o 5140 AR EVAZIR I 28 264k 1) BEAAR FUIG ) Le EDNAI R i o [F)
Hhy, AT DAFE AL ER R 5 2 A AR AL IR NG R i o 76— e St 7 =0, b B A% R T LA
ShE 5 AR o T2k HE N AR R S 0 A0 BRI AR o A B 328 A R B R pHABURR 1Y AN BH 5 1
JIg S
[0317]  FEASRI ) SETt 77 :rh , FRid 70 T HAA IR A 721, o B ae B AR i 1 2
DRI AHL 1 P 8 o £E — s 48 1 St 77 2 B R3S E N AE VD05 1 s B O b id o>+ B
Bk B NFEEE R A 781 o A — Ml B 4 i it 77 20, bl 0 BAA XA R 741, FLih ok
YRR i A ] — ok 22 P oAt 2 60 A 356 DR 4L o 4800, R SR 6 300 N A 05 ot P 5 3 1 )
FRIC o T BA XN A, Foahk B NSRRI AR/ R R A EIR SR RS
T Bl B 22 ol 3 DR] 2HL 1) A ot P 5 At o g, T AR B 2k N SIS R 2H R 52 e 4
R PR L DR ZHL 1S 2 B R AR 10 7 SR IR SIS 3R [ 52 9 JE A 4] Tar 200 1 s Vi) 1) 32 B4 N TG 48 HEDNA
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FE b 0 5 B M V200 SRR, B4, 0 B8 8 7 R RE L B R AE B I SR IR R B 2
TETi4EM - 7Encbi.nlm.nih.gov/genomes b ] A FFIRAF 1 o 75 7 — PP it 77 b, b id o
TAREXFEAZIR , H B A S 3R 2 L R 41 7 51 v] AR Bk EBENLF= bRl 4 T
(151

[0318]  FEAS[A S fte 77 sH , ARic 201 ] LA R ARAFTE (1) I SEAZ B AL R (DNA) R A A% 12
BN TR RALY) Z BRI » B F6 IR AL R (PNA) s R AR AX R  BIA% IR« — I A% TR
(glycol nucleic acid) FITFHEAZIR , Fo X TR SAAF FE Y DNABKRNA Ga i 7 £ 81 A2
k) BRDNABLFNY) (FLIFAS B BEIR I 32 55) o I SEUZHEAZ IR W] LA SR E R AR A7 1E 1 3[R 4 B
AT DAAE S50 5 Hp i ook FH i s aot ] A Ak 27 B R P2 AR o A 5 VIR T DL R P AE R TE H
SR T IR BT DNAREFUA) - DNAFI A7 A2 40 A2 v SRAS I AT AE 4 , L AR e — g B O B 4 (2 L
HH B SRR B O B S ELRE AR PR T B A e o A R 40 1 5 P T fr e T R 1) = 4 1) DN A AL
W, H OB 3R W R AT 1R 45 MU DNARSE S o L A DN A FBL 479 60+ R bk AR 457 A= 9 0 ik A% TR
(PNA) , HEH R TN- Q-FH L H) HERM ML ESE (Ann Rev Biophys Biomol Struct
24:167-183[1995]) . PNASEDNA (BRAZHE#ZFR [RNAT) f A5 R 4 45 /B 40470, DL S PNASE S
PRBERE 5 IR AR50 BL o0 H ANDNAFIRNA (8 PNA) {5 R T 1 E 5 A2 5 1 OURR e 45 440 , 5 HLid ik
BRBER N, BT W LA S, & T2 XU EDNAH [ 5 (Mol Biotechnol 26:233-248[2004] . 1]
DL FAERRIC 43 T IRIDNASS AN I o — B R 4 1 5 MRS 0L 47 / ALl 47 s B AR BB R DNA , FLp 3
MFIER 2 — H b B o IX BB AR AR 7 W DDA DI BR B2 00 1 T, (455 &3 13 &5
DNA POL 14MIIRZBRME A% BREES LFIPL XM AZ TR TG | LI A% BRI DA % e 25 3R IR — TR
[0319]  Amicsr T IO B SRR A R 1 K B2 vl DA S [R) B BSOBORA T, BRI, FRid 70 T I K
AT AT R A ZE R 2 4 PRI K, 8e v DR F /N FAE R R 5 T B - A5 B T
PR BRIC 23 T (A% R 5% BRI AN 32 (K 50 B R B 1 411K K o 1) FH A 48
CL RN 73 B8 7%, K BEAS [R) T it B DR 2H 40 - A 23 mT DA DXl T-I5A% R o 451, T DA
EEL KA B A, BN K, R E bR LR AR IR o TR T 22 57 R 2
0] LA R T E AR PR bR e 0 AR S AX R 1 o At , AR B R R T R R A
I B A R B L EATTAS BE A i B R 10 SR DR 4 51 5 75 B304 B3 N 7 51 DA R
bR B i B ) N SR R 2 o BRI U, 7 SR st A, R N it 1R 2 4 s A A I A
05 TR R 2 22 /0 30bp.

[0320] == L3 ik FH SR A DA YRR i 114 5 B 1 140 U B AR SR i 43 T I K BE R i % . I8
AT LA A WU PR o 22 R A R 1) B o 9, — S0 P B AR FH 2 A BRI S 9 3
HTRe TR 2, A e B 3G 0 JE DR 20 2 A% B R LA i /NS 49, B AT 1 Tumina GALI/F %)
3T AT P AL FE I i 2 A% IR I MR R PCRET JEAT AR AP e BE S 3 GEWE AR BEEE Y 1D)
Hrp Z AR B A 110bp fe /& BE , o HZE B2k 2 1 DL AL 22 /D 200bp 3 H. /N F-600bp
AT DA v A 1 A P AR R - A — 2o sty U, RIS IR T K L
200bpZE £1600bp . £1250bp £ 550bp . Z1300bp ZE500bp 5L £1350 28450 . 78 HeAth sz it 5 R, 47
S BbRe o T K R Z9200bp o 491 1, 2400 7 7R BEAARE AR AE LRI R ) Le FDNARY
FRACA T I K B AT e 45 9 5L T8 J L EDNAZY TR K 3 L Rt , 78— Fh st 75 b, 76
FE RIS AT I E BEARAE B P 7R ¢ EDNA LB 52 i ) L% €00 AR 3 2 A5 A ) 4718 BAS A AE 1 DU
SE TP A AR 0 TR K AT LA Z41150bp . £1160bp . Z£1170bp . £1180bp . Z£1190bpEL 4
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200bp, flLikHh , Fric 7> /2 29170pp o HAR I 777 2, 51140, SOLi DI JF - Polony I 7 FH454 0
JF A58 FH L PCR R v [ 97 384 FH -3 F (R DNA Y, DL S AR R AR H8 58 R 9 39 10 40 1 1) e /N AT
B KK B AT N v FE Y AR AR 10 20 AR B AT LA =118 29600bp o £ — £8 52 77 X
e A R I AR T 20 1 B FE T LK T-600bp

[0321] B FIFEOAR , IR AR TR EY 1, IF Hag @ B ER AR T2
)36 Bl N I P AR R » 75K 2 B0 DL T FEASEEK, Fr il P 10 43 1 B AR R 8 KR AR, 17
Fre a3 A R B T3 v B HE R B A 00 AR R AR AR R b B A K
R B N R o a0 SR 46 T T 1000n t U AZ IR , )38 3 ml B 2 L A% R B DI E1100 2
200nt (93K AE, DLECE 2 197 21045 50T DL~ A2 3 [RAE ot & A IR - Rtk , B 70 R K
FE 0T DL A J LB 22 T2 o« AT B2 20 - 0 7 B A e 23 1 IR B 0T DAy ik 2925bp =i
Z150bp. E ik £ 75bp . EIAZ1100bp . E A £1200bp « & ik £1300bp A £1400bp .« 5 ik 2]
500bp . E1iA Z£1600bp . 5% £ 700bp « 1A £1800bp . 157 i% £1900bp « ik £11000bp - B 5 A K
o

[0322] o je sk A5 U 1) 2 DR AH A R 1) K B2 SR A 2 SN 23 1 e R B R B o 9 2, A R 4
Ji 35 DR ZH DNA ) 2 R 4H v B, e EDNAFE N I HRAIE B4 o 78 22 33 1) e o & I G ) Le £DNA Sy ¥
% 40 T BHACEDNASY - (ChanZ% A ,Clin Chem 50:8892[2004]) . ¥ G JLDNAFK) R~ 43 2%
Sy BRSSPI G JLDNA Jv BL ) P 2K 2 72 <<300bp, 117 BRARDNA T # 4t 11 9 290 . 5 2 1KD
(Li%& \,Clin Chem,50:1002-1011[2004]) o iX 46K Bl & —F SFan%E A\ 1 FRLE R I, FL A
FHNGSH#i5E T I8 )L fDNAZR 2 >340bp (Fan A\ ,Clin Chem56:1279-1286[2010]) - f&BI T-4%
TR 1 25 - S AR 1) J7 940 B8 E PRIPIDNA FH PR AN 35870 2H B = 751 70 - 5 DNA, SR Y T B v& 1)
AN 5 DL SR T & (150-250 M8 28 X)) #0422 ' DNA (Tr—-DNA) (BotezatuZ$ A ,Clin
Chem.46:1078-1084,2000; F1Su%% A\ ,J Mol.Diagn.6:101-107,2004) . Fi T MW 4> B TE
A A% R (P8 F K T BOR B T2 B IR 1) 73 & © 387 1 FE R - DNAFIRNA |y By (G i 1
150MBIE N HIAFEAE (35 [E LR E A J1520080139801) o 7E St 7 2, Horb e FDNAZ 4%
1 S DR AL R , I BRI ARAC T 7] LA mi8 2 EDNAR K B o 451 4 , 75 BEAARDNARE b o 4
(R A5 PP R BRAZ IR 43 BN S B 8 LR I A1 70 T I K B2 AT DL £5100bp 22600 . 7E Ho Al
S 7T TH S A i S DR A A R A AR o - 1) B o A8, A N R A o R DR A A PR 2 B A
I IDNA o 75 S 77 20, 24 005 F B Ak 20 I DNARS , A5 30 43 7 (9 K 8 AT LA s iR DNA F B 1 K
J& o A — STt 7 U AR i g I A B 2R DR R R S A B B Y 1 2L 2
PRI 40 Bt e 21 B /N B o 7 LAt St 7 3R Bl TR0 BE R N HERR b o i E
i 2 Ll R DR 2H T 7 A e /MK R

[0323] b4k, Ric 3 T LA SR AL B AT i, o3 i e B W e i LA g 5 DA Je H
AT DAE I A [R] 0 0 8 DL A R, 840, SR PCR , i BARIESE

[0324] o0 HE (B840, 76 B 300 R0/ 5500 A 1 s 2 B P 6] i )

[0325]  FEAN[RI () SETt 77 b, SINFE S BOARIC 7 21, 0, 40 b TR 1, w1 RAAR S BH
o B SRAIE S0 5 DA K 8 i F A R0 £ A A ek AN A 1k o

[0326] Rl $Rt 17 e gy AT V2%, FE SRR B A FH 10 3 A A it o (XD DNAFR) A B v BH 1 o) R
(IPC) o 7EHE e St 5 A, AR 1 BE P X B, L R T 00 70 5 22 TR 2 R VR 5 T R i R
[*)c£DNA . TPCH] LA F SR SGIRAE SR H AR LA i () 7 5145 S B 3R S A2 7%, 4511 4, 75 AS [R] B[]
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FEAS 8] B 0 38 AT v 0 e RO RE i o BRI, 451 60 TPCRT LA e o B A4 S R i R A5 16 2 1043 B
FISE 53K B — A A% A S IR ZEAS TR B TR0 P 16 3 274 R

[0327]  [R)FEHh, 72 F BO AT S0 R , TPCHT A 3R B 5238 3 1 FE4H x4 2 B B R8s
BABR SR E GUTFFIR) — A WA & H AN 5] B 8] W02 1 5 41 o 70 R e s it 7 X
TPCH] LA 3k H 524 1 51 X 5 o R AH OG 2E R A 1 72 B1AE B A K 53R B — 4L &4 £ i
(fltn, R 3 SR 1G /G A5 P AIE S

[0328]  pk4h, IPCH] LA FIAEAR i) 2K 18 B3 A i GEask il /7 i #2) « TPCIE v BAS A 5 14 BH 1
FF B, 5140, NCV, F T B R Y AR 1) — Fhak 2 P B 544, Bl G, = fR 21, =4k
PEL3 =R YELS, DUBR IS G (1 B RE , LA J A DR B 00 m A5 1 A EE i e o 7E e st 7y K
AT AP A2 TPCUA LU 350k 1 T e AR 1 2 DR 2H AR » 00 T 2 (b At 5o 7 B AR o 1) e £ Ak X
YR, AR e IR ) LR 2 e (1) 1

[0329]  Job % A x) R ) R 2R AN G T P 5 WX ) 2 R Rk o 43, 5% sk, G 75 2
T3k 2 F5 DR ZHL D VR A W R B KO DNA DL A 5 S E AR A B8 15 44 R T A7 AE , 1 R vp o) TR
AT CUEL B3R AR (O 00 2 R MR 1 () R 1) S AR E B A5 1) [IDNA G 7 — S st 7 =0
TPCELFEIXFEIDNA,, Fook B O R & BRI J (R 1 R R R AR IR RE i o 90 40, BT e 7
BEGRFE S A B )L = AR P i n, =21, AR SR AE AR MR TPCRL & 3K B B — 4k
PE21IIANMARBIDNA 7 —S6 52t 5 S, TPCAL S 3k FH B A ) AR B3 R i AN B 2 A
PRHIDNARRIR &40 . 0 4n , b PR A E = AR 13 = AR 18 =44tk 21 L AN B qAc ok X P 7 4 B
AAEAERTINE, TPCRL S 3R B 2280 (B35 B Al i =48 1% 2 — B8 L) BIDNARE i i 26
& e A Y ARG AR 2 A1, W AT LA AR TPCUA SR AL AR 1 B P o) R, F T ko 2
5 AR AR A AE SO AELE BT

[0330]  mJDARIAHER H A2 E (— AR AR RS AR L DR 28 1 DTk ) (14 41 B 225 DR ZH DNA 1)
TR AWK A A RGN B A5 A S BB ) TPC o 451 4, W] LLIE R 45 5 R B #5717 — Ak e
o R P Tl P BB 1 52 X 2 ) 2 TR ZEL DN A 8 S AN 485 7 = R e 0 A Fy M 1 52 4 R JE R
DNA, SR P2 AR X BRI TPC, Hoaly 72 A2 A T FHR B o i J L = A4, 9, = A4 PR 21, i
HEL . TR ZHDNA T DA EL H AN 32038 1R 40, 498 85 D) A SR 41££9100-400bp  £)150-350bp
B £)200-300bpl) 7 B, I T SEADLAE BEARRE & o B PR CDNA Y B o 6 K H #5ir AR B A5 1
Bilan, =21, 1523838 1 F BYALDNATR EL 1], DLBERTE BEARRE & A R BB A AR ) Le FDNA
(I EE A5, AN T AL RE (K TPC, Hof & Fr BOARDNARTIR &4, Forb 8k | 515 R 3 4k 1) 52
RFMILI5% L110% Z115% Z120% Z125% Z130% IKIDNA . FIR TPCH] AL 2ok [ 4% 14
AN JEHE A AR 1 A 5] 52458 2 fR DNA L 461 6, TPCTHT DAL 2 2980 %6 (1) A< 52 54 11 (1) E 12 DNA , LA &2
P 4220 % 1] LA SR H & 5 = AR ge ikl . ARG AR 13 Rl =R e iR 181 = AN AR [F %2
TR [FIDNA . il 4 FH -0 7 16 BEALDNATI VR A4 o B B ALDNAII VR & W0 1) A B AT DL A H5 1) 2%
W 3 P, FLw] DL AT AR] R P47 7 vk DA B B % d 7 KO DA 5 o m DAAT i 222 (A
HIPCHIfH &I T 2 M2 W

[0331]  mf B et , nf LAFI F 3R B C a0 #E B O s R B AR 0 i LI BEAA 1
cFDNASK = A TPC. 45l 4, cEDNART LASR H #5417 HA = AR 215 ) LI 4210 . c CDNASZ B H BEAA
FE G S T8 70 B N0 B 2k BLZE AN B8 b AR K, DL AE TPCI FR 8235 - R FFR 1l , DNA W] DL 2
HY 0 8 A . AT s 4 kb, w] DL, 46040, PCR, K4 38 FE & ¢ £DNA, 7] LA FEIPC DNA, FH T
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FE AR B MR i 8 ¢ EDNAAR R )32 47 HRO LI 7, AR 23 A I RE i Hh e € Rk | E %
R AEAE AL

[0332]  EAR BOCZ MR =AM HEIA T IPCHY F= A, (H 2 B 4 BRI A2 , W] DL AR TPCR S Bk
HABEB o AR RS, CFE , 140, &Pl B G AN/ B 2k o DRtk , 45 40, 76 & Bl 2 R 2 A
KEREEY 3 (B an, FLas A0 520Q13) BIIEHL R, oT A=A TPC, Hoah & e A 44
[0333] ¥y

[0334]  4n b SCHrda Y, VE 0 F T 7% DU S A2 3 16— 3840, U o) % B o (451
n, M SCEE) o T LA R D03 BOR R AR AR — Fob

[0335]  —d&J PR AL T ER, >k EHAffymetrix Inc. (Sunnyvale,CA) B 248 M f7~F
S MK H454 Life Sciences (Bradford,CT) .I1lumina/Solexa (Hayward,CA) FflHelicos
Biosciences (Cambridge,MA) & 7T & LA &K HApplied Biosystems (Foster
City,CA) FIEENTFF& (T ATid) BRFHHelicos Biosciences & a7 #E47 1 5
T2 A0, Fofh 50 I P B L5 E AR TPacific BiosciencesfISMRT ™A . TON
TORRENTTM$S A . #1451 41, HHOxford Nanopore Technologies & 48K FLIM .

[0336]  EARHABIUEMETTIEWEAE 56— BR HFAE T (BHE A SN F) &
Al LA T AR SRR B 775 AN EIE T 77 A AR EA R TR G AR, 0, 5577
SWAE (ARM) B3 5 HE 1 SR AOR (TEM) o SCBE I b i BE P P F R .

[0337] - —Ffr it BH P (R AE R PR il PR S it 7 3Xrh AR ST () 77 325 B0 45 SR A A A
HRAZ R I HIE B 10, 78 BRAAE 5 A A c FDNA , 75 88 077 2 S iE 1 52 338 34 P 1 ¢ £DNAEY 41 g
DNAZE, b F|FHelicos True®.73 F T (tSMS) AR M B 20 W /7 HOR (il o, an e
Harris T.D.% A\ ,Science320:106-109[2008] 1 ik 1) o 7E t SMSHE A , K DNAFE i 1)
SR ZI100 2 200 MZ EH BRI BE , L SOK: 2 R E TR 7 21 In N SDNARERY 3 By o 183 75
PECHR LR T 1% T R R AR ek X595 oA 75 B o S8 5 K DNABE 58 T shithy, R i ahith 34 2L
3 SETARIRAL A, oAk ] e T sh it 2% 1 o 78 e st 77 X, SR AT DL A 78 2942
B/ em2B) B N o SR JE K sl s N ACES , B, He 11 Scope ™43 » LA e 38 I vt st
(P21, AT B 1 B AR 1 457 B - CCDREAH L AT LA Bl S AR 7 It shith R i b i A2 B - 98
Ja UIEI RN E BAR D8 e bR id o I8 I 5] ADNAZRE & Mg A1 0¢ AR 10 A% B R R 46 I /77 s B o SE T
ERAVE N 514 AR 51 5 7 20, B B MR AR IC R T BRI N 514 . b LR AR AR I N
HIR - I AR BN R R HE 0 O 48 T RO AR 1A% B BRI AR - FE R 2 J5 , VI
W IRER L ebrid, S8 JEfE B T H AR EAMC A HEROR EE _Fd i 72 , B 218 2 Fr
LK R o 8 B T M % RS I A2 BRR W B 7 BUME B o AE I SCEE ) il 45 v, a5 0y 1
W7 HE AR ) 2 225 DR 2 00 P R o e o 3 4 25 T-PCRIV 38, A S BT IR 77 ¥ oV B 2l = 4+
i s A2 & ER A 5 DL,

[0338] £ 55— i B () (E AR i P 1) St 07 =0, AR SO IR 1 7 v B0 4 3R A5 78 Tl A
i FAZ IR B 7 5AE B, 451 a0, 78 BRI i 1 ¢ EDNA, 7535 07 25 9 e 1Y 52 3038 H 1 ¢ £DNA
B IDNAZSE , Horh B 4540 FF (Roche) (l4nfEMargulies, M. 5§ ANature 437:376-380
[2005] 1 B iR (1)) o 454900 388 %5 10 S AN A2 38 A 28— AP R v, B4 DNABT 1) K 21300-800
AT ) B, UL R~ B o SR e SEAZ P RR AT i 4 T v B oK o T B 1 8 4
TR By A e i 51 R lan , A8 1B, B BS A EAsD, o LUK A B A
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TDNAMFSRER , 9 U, % 55 515 RN 2R I8 )2 Bk o 78 T /K LR AR 0035 PN PCR™ BB 35 T Bk A 1 B o 45
RRIAEFANER L2488 D SO RS SEDNA T B 78 58 — 2B R, e 4L (9, B2 T+ RS AL) H
{FIRER - RHEEANDNA ST BOPAT AT BB R T 5 o — N B 22 AMAZ IR 1 0 RS2 A= e 0 43
CCDMRAMLFT LRI NAE 5 A5 5 IELL T IR AMAZ IR B BRI 7 R T £
% (PPi) , R TEE RN 2 JE B R TERR RS BERR R R I A7 75 T I8 ik ATPHR R 1k B
PPiFEAL ATP . 5 6 R B FHATP R F G TR AL R B3R, DA S s 7 7= A 4 N
IIHTIIE.

(03391 7£ 55— bt B P AE A PR i 1) St g 2Qrb S A S IR 14 77 v 35 R SOL i DM B A
(Applied Biosystems) SR3RAFTEMBAFE S AL TR T 545 B, 140, 76 BEAR IR 5 A 1
CTDNA , ZE 4 575 2 J A 1 52 183 o 1) ¢ EDNAB 41 I DNAZS o 76 SOL 1 D™ 42 5 v, o 35 PR ZH DNA
IR B, B I A T BRI S F3 i, LLRE AR B SO o 1T B4ttt , BT L BN
BT Gl A TR T KBS RIS U, Ik B T AL R B B L R AR PN
BT AR M B 10 35 T8 200 B s NS s, DA AR PR AR E N ST R « FLIR, 78 80 A B
5140 SR  FIPCRAK 73 A 52 o 2% H 1] % o 2 BR A AR - TEPCR 25 » A AR 45 14 1 & SR 2R LA
I B ER 5 A AR I BAR o T LUK TR BT Bk B AR AT 3 A8, HL VT g A T8 . rTLLE
ik 80 T AL S A T IR 5 30 0 AR % e AT e e ) R R R (BRI X)) 13 R i
BRI E T A AR 2 5, VIEIH R KN BT R, NG EE R idE.
[0340] 7 55— Fh Ul B 14 AE AR B i 4 110 St 7 =X, AR SO IR (1) 77 VB HE R i Pacific
Biosciences[¥ B2 TSI (SMRT™) 3 375 A K SRS 7E AR FE S AZ R (1 )7 F145 2., 9
E BRI BURE S H B c £DNA, 7548 7 25 R ¥ 52 3038 H (%) o £ DNA B 41 g DNASE: . 75 SMRTI /5
Hr, FEDNAG It A2 P G A B R IO R I IE B2 E N K HDNAR A T o T I & TR
FIME B B Z A QAR I35 (ZMWAS 2% ) (1) JiS 2 1T (7 B B R TR A EF R S N AN 38
K 51  IMWAS I 25 6045 29 SR S5 0, Z 45 M (A3 BE 8 A0 T2 A% e (LAEZMWZ AhiR
Y H @, R ) ) 1 FOR SR AL AT IR 1) 6N GBI DNAR &) o 75 2L
TP A AZ AT IR H NN B (4 o 751X B () 1), 2 e hmic o 3+ P2 AR DB 5, 4R
J& VBB FERRL o Gk 1 A0 B 5% 6 1 I B Fe /s AN B S 4 o N - B iR i FE LR AL
3,

[0341] 7 55— Fhist 0 P (1 AE A BR i 0 s it 77 =2, AR ST 19 77 72 B HE 1 A 4l oK FL
B (0, fESoni GVAMMeller A.Clin Chem 53:1996-2001[2007] By ik i) S35 4576 )
PR S AR I 7 5SS, 040, 75 BER DR B c £DNA , 75 5 077 25 R 1 52 303 1)
c FDNABL 4 fEDNAZE o 4 K AL 7> DNA 3 1 4 AR B 5 A ®I BT T &, A4 , 491 i, OxFord
Nanopore Technologies (Oxford,United Kingdom) .Sequenom.NABsysZ . 44K FL M 7> & B
S FIFHEAR, I, 2T Ent geRFLE , B EM FFDNAR) 5.5 PR FL 2 /L, BRI
KLINTGK K FLAE S AR T R 05 R AS B 34 (H ) 1 8 FH S5 B0 Ay | VA 3
T B FIEE YKL AL S o U B B I B R X K FL A R ST AR BBUER )« 24DNASY T
23 ARSI , TEDNAS T (B A % R 7E AN [R] IR FE 5L P ZE G K AL, AT FEAN [ (1) P2 2
I 7S B K AL ER R I RN o TR S 24 DNASY T 225 40 K FLIST 5 B 7 1 33k 2 £, 2 it
DNAJF B (1) S5

[0342]  7F 55— B st B MEAE AR FR s 1k 1) St it 77 2 Hp s AR SO 1 77 v B3 1) FH Ak 2 SRR 1)
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Y B AR (chemFET) B 1) (1 0, an 7 28 [ % F1 B 15 A HF52009/0026082 H B i 14 1)
SRIRAGAE DGRE S P AZ BRI P2 5145 5, 1 4n , 78 RER USSR A R c £DNA , 76 4l 07 20 38 i 110
Z AR H I c FDNABLAH M DNASE o 763X Fh A A — AN St 49, v LOREDNAS: F IO RO B2
H H o] UK 2 T 2458 T 45 & T R AT I 7 514 o @3S chemFET , 76 W 7 51410 3° B ik
—ANEL 2 A =R BB A% IR B 1 I N AT DU R 0 R H U B AR AR BE A AT DL B 2 A
chemFETARIEKAS  7F 55— A S, vl LK BRAX R I A6 T2k, HE o AFEBR B3 HRXIR , SR 5 m
DA BN BR S A2 B LE chemFETRE 21 (1) BN S B 2, o B 2 B chemPFETAE R 3%, 365
CINDN)5 2378

[0343] 7 5 — Pt 5 0, A7 HHalcyon Moleculardi A, HoAd HiE i H -+
B (TEM) , RSFAZAEMRAE S A BR 7 5U4E B, 0, 78 BEAR DURE & B o £DNA L 3
PR A B4y T B R AN K L B8 (IMPRNT) 0 5 125 G046 ) F 32 R A 1 e 38 1k b bR e )
53T (150kbBEFE K) DNAF BRL Ji 7~ 70 % 26375 S FL 7 2 OB R A LA B DA B A — S50 Bk 22—
L [ PP R 2 R 1Y) (3nmBE B EE) ¥~ AT B H1) 76 R I b 22 HEIX L 4y 1 o W S AR SR R
G AE I B 1% 7 DAR 2 B R AR (1 62 B DA S DADNAMT BB 2 7 41045 2 o ik 7 vdk —
R TPCTHFIAFFWO 2009/046445 o BTk 77325 50 V5 75 AN 2|73 il 7 56 42 N 2R 24 A
H.

[0344] 7 53 —Fhsi 5 s, DNAJI B AR /& Ton Torrent 843 T 7 , HAf 2 SRR AR
AT B PP Ak 2 B DA BLBEAE 2 SRS A B RS ME B (ALCLGLT) B3 i 75 B
(0.1) fE A RF il il 5 & WK A% 1 R 9 NDNARIBERT , B & T 1E A R4 - Ton
Torrentf§ FAAUI NN T FLI = 2 FERE 51, AT LA ERAR P AT 5 2R IEEAT AR A 7R . %4
FLAE AN FE HIDNAG o FEFL T 77 2 B8 T BUSR 2 DA AR R 7 2 3 AR s U A% IR
BI4nC, i ANDNAEAR 2R J5 FH NDNAR FERT , K B TR B 1o R I B8 - H A K AR VS TR
ff)pH, HAT LI Ton Torrent B 1% A% 0 DARE I o W P4, FE A b Rt 5 - /DN i 2
pHIT, Y RIS , M BB AL 2415 B B A5 2 o AR Ton AN N ZRFE DR 4 ML (POM™)
=M RIKIR TR R TR T — R ZILE, WP 5%
ANF AR A I H A AS 8 FEBRS o a0 S AEDNABE b 47 76 9N FH ] B RS , T0 EE 42 RUA%
e ELUES AR08 B P AN AR R AR B A I Fe VR D SR IR N (FEJLADERY)
[0345] 75 55— Mt 77 sUH , AR 7 2 B0 46 R FH 258 I 3 Sk SR 1570 MCRE i AR AR R (14 5 471
SR, B, 7EREAA IR S H R c FDNA . 2438 I P A 45 48 22 Fh 2 A% P IR P 9 4k 22 b 2 4%
HRRRET , oAb 2 P 2 % T BRARET (10 B — Ffrm] DAY ] e th o 28 T B AR . JEdi nT DL B A B
CL AL IR 7 BB F1) 1 P BE R T o 2258 T [ 47 ) B X mT L FH R CE A o R AR AR I 2 4%
TR T 4 o AEH A S it 7 P B NIRRT 2k, 491, A BR S5 o T BRI 248 7T DA Al
I H AR R AILERE 5 N I 2 0 2 2 BRT 1

[0346]  7F 55— Fpsiiifi 77 b, A5 v ARG I E0E T BIDNA B B KRR S AT I 3 R
FAT1 Tumina# B 3 AT AT 38 4% 1k 7 I 346 2% (1, anfEBentley% A ,Nature 6:
53-59[2009] 7 AT R 1) Sk 3R1F 76 MRE & AR R BRI 77 2045 J2. , B4 , 76 BRI SR i
) c £DNA . A A DNATT LA 42 55 K ZHDNA , 451 21, c £DNA o, 7F — L8 52 i 75 2, S 49 155 248 i 4 5t PR
ZDNA FHAERRAR , I FL e F B s 85 v B 2 xof 10 4 8 o 8 HoAth 52t 7 30, c FDNA FH A5
B, FF BLAS T 2 R BeAbs , IR 9 ¢ EDNASEFE N 5 B o B an i ) Le £ DNATE I3 FR A6 38 , /B K
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KR LILTONGRIEXT (bp) (9 H Bt (FanZs A ,Clin Chem 56:1279-1286[20101) , LA K ZE 5
ZHITANTE EEDNARY F BEAt o T1 Tumi na il 5 B T 1 B A BRI ZHDNAR 5 T H E 2456 %
H R B TE A4 () ~F- THI R 0' 2207 B 3R 1 o R w42 EBEARDNA L 7= 4257 — B R AL ~F- 3 , LA St K 1enow
Fr B S A M P SRR B ABRRIE in N T ) B R AL DNA B B 37 B o 3 B o AT 1) 2% DNA
FB T &R T B R T, HAEEAINS smib B A B THRIE 9 98 H oty , DA 3 N i 4%
ROR A T A% TR EAN T IR shih B T4 o TEBR R BB R T R B A B B ) A
HERAR DNA I Y Bhth I 38 it 4258 T84 T DA 52 o G fHORIAfr B2 34 55 TRIDNA F B LA~
A B HCIAC T AR R % W PRI B, & B AL AR RIAREAR 1) ~1, 000145 DL o 76— Fi 5i2
i 77 b FEA SRR Y G T, B FHPCRR Y B BE ML v Be Ak ZE R ZHDNA, 51, ¢ £DNA . 7] &5
kb, A5 TC 9 16 3L DR 20 ST il 4%, R S AR AR 1 ok = AR RE ML B AL 2R R ZHDNA,
41, c£DNA (KozarewaZs A ,Nature Methods 6:291-295[2009]) o F| FH &4 IY (4, DNAS 5 il
FPHA  HR AT 4 17 A Bh T AT R 22 10 e el , Skl B AR o 1) IO ok A4 iy
SR 2 e A SR S I i R ABURE S ARG M o B £920-40bp , 5140, 36bp , 1) 55 5 F1 S H bL 6T
SR 1R 23 L 5 (R A0 3 01 T B0 500 2 i A 7K 2 3004 >k ik o 0 5 2 B B 31 2 L
R] £ ) e R ol Bt o 348 R DA Al 28 B i 1) 2 LU JE DR 21 ANV A FH B R e 1) sl F B R
Wiz IR) 2 L SE DR 2, AN 5O AR e S5 380 2 L 25 DR A P 1 78 26— 1B SE 2 & » T DA R AL
P AR AR LA 15 RE 0 M BRI A S i 126 4T 56 S o Rk, T DA FHDNA Fr B3 ) B i B RfC
X S M 5 o HEAT FEAE i A A7 AE O DNA B B8 40 W 5 5 DA B R 6, 8 il K, 46, 36bp , 1Y
FEE P B bR 2SS 21 2 A 2 L SRR A0, TR AT 78— Fh st 75 30, S L ZE R 4 7 5
F&NCBI36/hgl18fF %), Fon] PAFE T 4E M FJffEgenome . ucsc.edu/cgi-bin/hgGateway?org=
Human&db=hg18&hgsid=166260105) kb 3K 15 . A] & #uth , Zx Lt J: K 4H )7 %1 &£ GRCh37/hg19,
HATPLAE i 4EM _FF - fEgenome . ucsc.edu/cgi—bin/hgGateway b 315 . I F 51{E BB H
fh R Y8 L F5GenBank - dbEST .dbSTS EMBL (R 1 43T A= 42 S 56 %)  AIDDBJ (H A 1 DNAZSH
) o 5 T EALE IR AT AT R 81, R H AR T-BLAST (Altschul 6 A, 1990) \BLITZ
(MPsrch) (Sturrock&Collins,1993) \FASTA (Person&Lipman,1988) .BOWTIE (Langmead%&
N ,Genome Biology 10:R25.1-R25.10[2009]) .EYELAND (I11lumina,Inc.,San Diego,CA,
USA) o 7E—F S it 5 A, I3 1 2% ¢ DNA -1 S R 9 3845 DL — i 7@ i 41 XS 11 Tumina
SR 3 AT A, A A% T BR AT 22 16 A 25 ) SRR L X (ELAND) 3k A4 , 1) AE 15 J2 22 L k)
S3HT S INCAALHE

[0347]  FEASCHEIR B 7 5 1) — Lo St 7 xH , WSR3 B0 AR 25 A 8 £4920bp . £125bp . £
30bp. Z135bp. Zj40bp. Z145bp . Z]150bp . Z]55bp . Z]60bp . £165bp . Z)70bp . Z]75bp Z]80bp . Z]
85bp. £]90bp . £95bp £1100bp. £1110bp. £1120bp. 21130, £]140bp . £J150bp. £1200bp . 4
250bp £J300bp+ £1350bp £1400bp £1450bp « B, Z1500bp ] 7 FIELEL . T , 2 A K {15
RENE 7= 45 K F-500bp Y 50ty B2 450, AT 24 77 A2 e %o oA ity 152 B (5 45 BE 8 3R 45 K F-£91000bp
P 8 o 7E — s it 7 2, SR ) PP B bR 2560 5 S 36 bp ) 7 51 1 0 3B i EE B AR i 2 471
S 7 BRI T FUAR ST G, DL ISR R (9] i £DNA) 431 1) By pf e I
DL AN T B 2 DR P B R AT LA SRV /INFE BE (R AR BC (0245 L/ P B1IRR %) LA 7E S
bb FE R 4H AN VR B 4 a1 35 R 4H 2 18] AT RE AP (E IR B 2 35 1

[0348] S T-H/MFE S, I H RS 2 AT AR  AE— L st 5 U, X TR, 2
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213 X 109 T FIRRZE B /D 295 X 10N P BlAR 4% 2 A 298 X 1004 P bR % . 2 /0 #4510 X 10°
A HIRRES S ZE D ZI15 X 10N FFIRRZE  E /D 2920 X 104 B AR L = /02530 X 10°4 7 5
FREZE B /D240 X 109N F FIFRZS V8% 2 /0 2950 X 105N JF FI AR 2 (FA 4720 40bpis 3, 1
U1, 36bp) K F K LA 5 ) 2 bl B R A L A — P ity =0 K B T S S B S
FERHBI A X AE—Fh sz 7 b, TR E W 32 L L LR B X, 0, BT et
M, IARIC , FETE VR & DNAKE (i B e OV, B, BN R 1 17 471, 91l , e AR B L 38 4y, 1l &
BOS AR IR BT 7 VAN 75 BEAE AN R R 4H 2 TRl X 4

[0349]  BLT7E M P2 4T P WSS B AERE S R I 2L R R 2 1 7 B bR 2SI 0 H ) A8 4L (G
AR ] AR T 1) S FILEAN [F) I A8 AT Hh B S 21 23 L 2 (R AH 1) 7 20 25 1) 250 B AR 4 G [a]
[0 ST ) SR TSI Ay T A By 7 A2 75 CNV, 1 2, JE B A5 4, 7045 i o A7 7 B AN A7 78 BT 75 2 1)
TERFE o 49 2, ok 55 31 & & GCERGC L Z I S Lb R 1 B b, A8 4k T A& 5 il BH 2 1 - L
AR A ] BE K XS T ALER B FE ORI AhiAk W 3 5 e 1) i 4 RS [R) P 5 A B A T
AN T3 o BT H— 407 51 08— g ek 17 A1 508 — 40 BT 51 10 /R, A7 A48 T
HIF (G AR & B B ) 5 DAAR 5T b Ui B R T e AR Ta] 1 G247 ) A 6] 1)
GZATIA]) 1 SR8 e M A R A6 T 7 & 178 S Gt R R 2R 2 T 3 — L B i 7 511
B, FoRT DL A R R, B AN B AN L B G A, Lk B e k122 X R . T
Bt , 15—t G 7 51 n] DUZH R PR G R R B, B — N P AR B AN B AN DA
PO ARI A SR 2 F B B BB 2T U0 — 40 B BOF ZI G ki, FLm] L AH g AT —
ALt AR ) B R B, B 04 1-22 X FIY IR AT ] AN B BE 22 1) AN B0 22 1 B

[0350]  CNVAHIF=HiIZ W

[0351]  7F BRAA 3% A0 7G E 04 TC 40 o iR ) LDNAFIRNA BT DL FH T~ Sk Bk 22 (14 358 4% k9 o 1Y -
WHAER AME =R B (NTPD) , B T 4R 0R8 BE RD A= B v 3 o £ 8 S0 T8 7F I 38 P 415 1 7 e 41 A
DNAF A7 LE R I 50X o f5 3T, 5 IR LE S 4 3 18] A BEAA I8 A7 72 D> 26 iR JLDNA (Lo%§ N,
Lancet 350:485-487[1997]) . IAJNRIs T HESLH fa AL AHML , Jo4m L fis JLDNA (c£DNA) & 3%
B, K B /N T-200bp 46 Fr BR 4 A% (ChanZ% A ,Clin Chem 50:88-92[2004]) , H ] LLEL#:4
JEIF R INCA#E 5] (T11anesZE N\ ,Early Human Dev83:563-566[2007]) , 3 H. O\ A07E %155
ANIT TSRS E RHMATERS (Lo ,Am J Hum Genet 64:218-224[1999]) .[&cfDNAZ 4}, 1E
B L7 Hh 38 W] DL 590 T 40 M A J LRNA (cFRNA) [ Fr B, ook B 76 iR ) LB G 4 o 4l i s iy
o K H BRI i (1) 1% 2 i ) Lagt A% oo 2R () S RN BE Ji5 () 0 A 32 448 1 BT NTPDIHT ML

£,

[0352] ATy A 2 S E R T FL A TNTPDIF HH AN 2R JL e FDNAD ) - B4
cEDNASKRE WS 1/ 52 i) LAR BE A5 P o A2 — 2B Sl g 2, ARBE AR 402 58 s et iR = A Ik el A4
N0 N W N N s P | <3 R Y P e i S R NI E PN &t I D W S ke O i
PRRA , Lok B AP S AL AP A (0B A A N o B H AT Lk, R T 2R A i B
SRR AR =R k21, B, B IR EREAE (DS) , Hoe A T AR 70 Bl A AR I 215 Yt ffs
FRIAEAE o AR /i, DS S PR T 382 A% 1k BGSOA PR BRI 5 i 1P 4 A B 70 R 215 G AR (R A A1
P VAR M 6 T o — etk (B 145 Gt fh) DU R 53 8 G AR . DS 5K 15 2 g B
71 (10 5 ST R HE AR T SR 0 vy, e DR SO i R il s o U9 o AT R P T S
ARG A O Z R ER AL (AR TE18) AEFE 2R S 1E (ZAR1ELS) A ar i AT LA
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W, A R B AT I o A I Gt R A B 1 S R O A B LTS SRR X, 1, R
IREEEAE (XO) FITE 2o B 1) =X AR SR A AE (XXX) DA R AE 55 B2 P IR o 22 9 IR AR 2R B A1
(XXY) FIXYYZEAAE , FAAH I 55 FpR B, WA E MR 1 BRI BEIC . s AR X [45, X]
F U GRS AL 0 LR IR, L 297 %6 1 E AR . 2T 1-2/10, 0001945, X GEFRAREGN
CRAAE) BIE =28 AT, /N T 1% 1945, X2 2R A A 2 2 H . 2930 % IR IR B AE B k&
H45, XA ZAN46 , XXA AL REL & A EHEXGL AR —Fh 4 & (Hook FflWarburton 1983) .
ZRERNE MG LBOLR, 736 77 B ) L b i R A& ARCHR A, IF H E B, AR NS A 1E
BT 35 77 e SR AT RE 35 & AN e G AR 1 0 P R o BAAR M XZE M I v T i R 2B 45, Xk
45, X/46 XX, UL K2 75 bt Fh o] 6 2 A 45, X/46XY o 30 H DA TR N 1 3 e 0 R BRI S
T SR, A AH Y 2 A BB A, HoR IR T AEiE PR ) LE R — 215 ek ) 4
HARM: (Vosranova 125 A ,Molecular Cytogen.1:13[2008];Joosten%s N\ ,Prenatal
Diagn.17:271-5[1997] o A STHREAR I 778 0T LA R 7 B2 I £ F A et fR S5
[0353] AR — s 53X, A SCHE FE 16 7 vk T LU 5 e ik 1-22 XY Hp R AT — ) e
R = ARPE AP AR BN AEAE o T AAR R A 7 725 0 DAAS I % €0 A — 4 P 11 Sz 45160 FE AE AN TR
T =R PE21 (T215 JEIR LA E) « =18 (T18; B i 4 A1) « =416 (T16) « =441 20
(T20) - =A&1422 (122 FIR 225 4F)  =ARPELS (T15; M4 4l — g 45 S 4F) = A& PE13 (T13;
MR £ B AE) « =R PES (T8 Warkany 2 A1) « =419 PA K XXY (58 2% %% R HF 47 & 1IE) XYY
BOXXX AR o LR R AR S A AE I FoAth 3 G AT 58 4 =M 2 3eam iy, (H S DU A IRES
FFELERT , ] AABZS T A2 i o B S SRR 2 , AR AR 2 gt 20T, nT BAAENG ) Le CDNAA i 2
T4 =AM, AR DU A BRI SOIRS AR, LA B2 — Ak

[0354]  m DA A 5 v SR A e 10 38 43 — AR PR 1) A PR il P S B FEAELAS R T3 20 — A
1932-44 =R ME9p = ARMEAHR A1 =R P17 5 =AM 4q26-qter 343 2p = AR 35
I3 AR g A/ B — AR 6p/ B AR 6 .

[0355] AR ST 5 1) 7 v ] LA FH K A 5 s PR B AR P XL e € R B PR PR 21 L RIS B R
U, SRR LS BRI 15, R 16 B AR P21 L AT B 22, H E A M I IR S o I8 W] L&
Tk 2R ST IR 1 7 9 R i e 8 U B 56 A B R A AR T G B R D 3 4 B o T AR B AR v
KA R R 2 255 AE 14D =1 PR ) 1 S A9 60, 6 e E AR 1) 35 o R 2R B R ) 25 B i o T DURR B AR
SCH IR ) 77 32 R A R 138 40 O () SE A A FE AR ANBR T G A4 1.4.5.7.11.18,15.13,17.22
FLOMI A B, FAE N SO iR .

[0356]  1q21.18RREEAMEE 1921 . 1 (R M) Tk 26 2 15 G A i 27 DL AR o S5 AT R 2%
CREAE, BAFE1q21 1 G 25 A IE . BARTE B UK ZE A IERIE LT, TERF 8 i AP AE— 51
I3 IDNAZE K ABTE BB A SR GAEME DL T, TEAR R m_E A7 EDNAR) ZRALLHE 43 1 P A Bl =
ANEE DL SCHRIE BIBR R AN EE S AE 1921 . 185 LR 57 (ONV) o 1q21 . 1R 2K AT BEAH OG5 TARLZR
HAE (B A Absent A2 [ ML /N kD) o

[0357]  JR—-754E&fE (WHS) (OMIN#194190) /& AH AR 3 K Gk 26 5 & 4, FLAH 56 5 4L 0 44k
4p16. 3HIFAlG T B K IR L B AR 2 e RYEWG TR 25 G A , FURRAE 2 77 /i A 5 A2 A
JEANFFE BERT R B TR SRR PR T R A (B 71 A S SR & AN i R ) JE
) BE B 58 iR HE R JE L S ARG L PRI B VRN B IR AR AR AN [ L AN
N RS IE o
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[0358] 5T GLtt A& i) 4 B 2K, I AR Jy5p—-Bibpdik , IF Ham & N £5 51E (Cris du
Chat syndrome) (OMIN#123450) , 2K F55 G tiufk (5p15.3-pl15.2) [AEE (o) Ik, &
I MPTRE 1) 22 ) LA B s e iy R 0 B RGO Y S o IR I REAE A R R
PEAVEIR K E /N RSF Ukl Te) AR AR E A gg sk 77 (5K J1id %) (FE2L L) |
SR PR THD EBARFAE LA A2 AT BE O JIE R P o

[0359]  Bi~AF&iAAE (Williams—Beuren Syndrome) , HAHFR AYLtafA7qll. 235K LEAE
(OMIN 194050) , & AHSBIER G R SR G AL, e S BURF TAER R Tq11. 23, HEH K L4284
FH, ERU1.558 1. 8Mb 4G T H R 1 2 KRG TR -

[0360]  FHEAAH %% A1E (Jacobsen Syndrome) , WA FR N1 1qB KRB , & WH SR TE
P, HR A 115 Jefafk (FLAFEHRT 11924 . 1) B A 0 X 626 B a] DL 51 RS R 155 s
[0 TR0 A7 R AR08 T B8 R 110 B Ak 1] 830, /60, o A R B AR HS I 1A 2

[0361] 185 Ju A 5 70 B AR , W AR 0 AR P 18p, 2 F LA Ytk e, o 185 4L
TR A EBEG 7 R (p) MR (BRI o IR 500 2 18 R E A2 M 3% /N AN R FR B
(R AR ST B AR | Sk B AT (R T ) (X 33 P g R A/ 85 2 A G B A SR o R O 14D P
SR 7E Y R AN ™ E AR FE AT e PR A [ 1 AH 22 AR K

[0362] A PA - 155 Gu 0 4 1 % DU &5 #4 5 B 1 28 40 1) 93 0 0 35 22 4% K 2 28 B Ak
(Angelman Syndrome) A1 7 f8— g K] 25 & 1F (Prader-Willi Syndrome) , H:¥f N #E155 4
AR FHIF S 20, 15q11-q 131X, IR PRIE PR R % o B Y BRI 2, FEE SR A 8 T 2
Ak 2 v DLAR TORER 1, A2 AT BEAE fa AR 2t 1l B KB AR 5 5 o 491 G, 485717 15 1 1-q 134
SRS B RERESE RE AR H BB M R B IR AR, — P E B AR AR R BT R, AR
SCHER I 71 AR AN Z 40 0] DL SR %5 8 FE IR ) LA R XA 1R 0 43 R 2 A At s 2k

[0363]  Fi7r HLfA 132 Y B R 13T Lkl — P m KE (@) CRAARR) B SR F
DR e o A S i o R AR B 0 B A1 13 1 22 ) L AT e 3R 3L HA AR HE A Ak 2 | Sk 30 R i 6 (i
i X)) B W T B i e i G A T AR ) B 6 e ) RH A Bk 33 8 IR 2 X P
i PR AR o FE 2 ) LSO SR 1) 7 DR AR BB TP B AR Hh A0 T 202 1 1Y) o 350 2 B AR M 130 L
P B 3 191 o B ATL R A T 9 A A S B B R (RIOR YD) o

[0364] s dl— I 3% R4 &4 (Smith-Magenis syndrome) (SMS—-OMIM#182290) #2[XT-7F
175 e AR — A48 DL BB AEY) B 6K B 25 2% o X R AR BT FE FI I SR A AE AR 5 K B 4
BB IRTR Ve R S Gn O IR AR A SR S AN AT Sl S G ™ B 1 B IR B 1 A ) 494 T
NAERZEIFI T (90%) , 0% Wr—1h 75 JE M 25 G E (SMS) A T-7E 175 Je ufhpl 1. 2R 11
3. T-MbH A} BR 2K

[0365]  22q11.26RRLRGAE, LA AR IS B R I% 285 1E (DiGeorge syndrome) , #2 i [Hl
T22°5 JL AR /NS A0 I B R I 2R A AIE « LIRSS (22q11 . 2) KA AE SR Il G Ak ) v ] 3
G AR KB b IX PR AR RRIE A IR RIS, T 2= AE R — S5 R A, 7 g
Wi S A2 ) VT 22 3840 o REAE P4 AR AU RHRE DR AT DA 4 B A 5 6 40 6 R 8k o IR 90 i SR B i
PRI T P A R LA ) 3 (R O PR AN 4) 2% ) I | T S e A1k ) i AN 22 e RN
PRy AR R R IX 22q 11 . 2HP [kt 2 AH G 585 1k 43 L0 11 20 22 3045 15 My XU

[0366]  fE10-5 YL iR 4B E SR AH ¢ Stk BURME 25 5 1E (DiGeorge Syndrome) #%
R 105 Gt AR p ) 0 0 B AR PR 72 5 LI, (H O A S 7 A% B R RS S5 B AR I RFAE (1 — 30 9
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b b UM ECIR

[0367]  FE—Fhaeiti 77 s, A SCHER I 5 v V3R B RN R Gt SR v 8 40 B Ak, (04 R
PR T Y iRk1.4.5.7. 11181513 17 22 F01 0135 43 B AR 14k , 49, ) FH BT 3k J7 93 7] LA
T S8 B A B 1q21 . 11 3B 4y B A e Ap 16 . 3L 3 43 B4 4 5p 15 . 3-p15. 2. 3B 43 B Ak
Tql1.23 8850 it 11924 1885 ik 18p . 155 Je ek (i 35 4 Bk 1 (15q11-q13) i
Iy BARPEL3q RN BARYEL Tp11 . 2. 225 Ye L AR IR 70 BAARE (22911 . 2) DA B 73 BRAA
10po

[0368]  HR# A STl IR 1 77 95 AT LA 58 1) HeAth 358 7 SR AR R B 4SS P S At (8 11)
(p23.2;p15.5) s 11q23%fHR K s 17pl1. 28R 5K : 22q13. 3BRK : Xp22 . 3R 2% s 10p148k 2K ; 20p
kR, [del (22) (q11.2q11.23)],7q11.23MI7q368k 2K ; 1p361R K ; 2pfl ik 2K s 1 PP 27 4
I (L7q11. 25008 %) , YRR s 4p16. 3Tl 2% s 1p36. 25 iR 2K s 11q 14885 : 1913 . 26l 2K ;
B-REEAIE (16p13. 3FABRR) 5 Tp2 IR % s K-it 28 54 (17p13.3) 5 FI2q3THRk 2% - 7>
TR AT DL Gy AR (1) /N R 2R, BREATT AT DA e iR (1) sl i 2k, L rbmT DL R AR B BE AT )
BRI o

[0369] 2 ff 7 &2 IR T+ 70 () B (AR B 1 B I — S8 L B 285 AiE (2 WLOMIN [Online
Mendelian Inheritance in Man viewed online at ncbi.nlm.nih.gov/omim]) . fE—F}
St 7 20, A AT DL SR 8 G A 1-22 XRIY i AR — b ) B B 2 ) R0/ i 48 1)
FEAEBANAFAE o AT DARRE A8 7792 0 LA A 5 1 22 5 2% G AR 1) A BIR ] e S 491 A 355 e 448, 15
12 FILT () ER - AR, AR T S ik

[0370]  8p23.1EE LGk 5 WAL 2L, B TR A A8 T LRk X () HE . 1X
P 5 25 G AE B A 7E64, 0004 Hh A= oAy — B ) Al TR AT Z29F HLEAH SRR 58p23 . 1k 2R 45
HAE.8p23. I MK SR RM , AFFE & LR K B B VR Em Y B A R H AR
A FSE RO AP (CHD) F)— Rl Fir o

[0371] 155 4t fRqE E 4 & 1F (Chromosome 15q Duplication Syndrome) (Dupl5q) #&
PR £ R B SRS AE, H A T 15 5 Be i fkql1-13. 11 B . BT Dup15q ) Bl % B AT
5K 1A O R ISR J7) AEAIR 2 5 ARATT AT B R AR B 245 0/ Bl B0 JUE B U = HC At
A E T s AT s B AR RN ENIR 8 / Bk (B 1IRTT) B 1B AIHE 5§ iR | DL UK
oAb PR AG .

[0372] M HE M p B M 2 4R G AiE (Pallister Killian syndrome) ;2 #i4M1 5512°5 Jeth ik
MR 25 3l A AR S G E ) , S B AHAMY 125k, DL — 22 ik
w1 (A6 3R RE G (AR T BB BUAMY S 125 M kD) « B XML AR 2 LAEE 2
R B R R VAN R LK A7 SRR TSR AE RS H R A Sk o AAT I ) T B
R ) _EJE VEUR BT S AN B o A A B i) @ HE N A R IR R HE L O T AR L £E R
SRS A B T A SR RO IR SRR o SR A B R B R 2 SR SRR N A AR R A
[0373] B B AL I , 48 € ydup (17) (p11.2p11.2) Bidup 17p, W/MEEIELT S
AR RE BRI EMEE S BN ER) 175 Je i kpl 1. 200 B M R R -
LupskiZi&1E (Potocki-Lupski syndrome) (PTLS) ) 3&, H 2 2 7F = 2 kN IR G A
JUFJ3 51 B8 W E R a8 M5 o B X P S5 1 B8 5 2 LA (IRILK 77 R 5 PR HE R
ZOURMIR AR A KK E LA EF I FE T RN ERKE . 8APTLSHVF 21
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PRTE R 5 FIIE 5 AL B 7 TH B A TR M - BE Ak, BB v DL R X FE AT N RAE , R TR
H PARE B E PHRE - 1% 3500 N R B B JR AT S REAE o A PTLSI AN AT DL B A O Ik Bk
s R IR I I B 5 o 7E B4 R R PMP22 W 175 Je fafhkp L 27 R IX I B 2 L 2= S 8- -
9

[0374]  CNVCL & 55077 M OISR » T KT B8t 4% 2 10 i JR PR 14 , CNVX BE =1 o
BRI AR L) (Harris® N\ ,Prenatal Diagn31:932-944[2011]) . i St 5]
HH BT S AR 2R SCH AL R 9 5 A 5 325 B 6 ik e 30 20 AR B AR I A7 A, i dn, G A B BRI
B RN 48, 1 5 AT DA R ok 4 e R 2 AH 2R 58P R ONVI A7 AR B AN A7 7E

[0375]  FH T NV AL Al R ¢

[0376] 3 I FH 4% Fh T BEAL AT 10 S RN AE e SR 3R AT I B3040 1 20 i A AT A f 12
W7 o BRI 1, FE e s it 7 SR FHIX AR R I AR , o KA AR — DN EE AT ENL R G s A b 2
ARG AR BOE I — AN B AT RN R G0 B AR A B FR G0 i %) E i o A S R I St
J5 IEW B T PAT IX L ER AR A 2% o X P AR AT LR T B BT & [ TR, 5lcermT LA
SE Il AL (B A5 R TR 3R/ AT i 7 T ST B 4 R BT i
P R B T L E st a0, — AL EE SR PR (G, 28 B R R B i B
F/BCPAT AT — BT A 19 5128 0 43 BT A o T T 30T AR SCHEIR 1) 77 V25 10 A 38 25 B Ak
PHAS2H AT DL & PSS A, A0 45 a4 | 28 A G AL 2R 25 anm] S A2 28 4F (151140, CPLDANFPGA) LA &
ANAT R FE 2R G0 T TR £ ASTCElm PR AL FE 2%

[0377]  pbAb, Fesbsi 5 s KA T A/ SR T I PR T S S A s SRR
i s FLELHE T AT B R EALPAT ERAE I FE T 6 2 F1/ 503 (B EER S5 H) TS LT
TRAEAAR ) SE AL 8 RN R T2 S ARAE i s 4 , A TN 3 IR B 2% Ry » Y622 A1 I wiCD,
e CA 5, FORE AR 282, FA AR 0 B DUAF A A PATRE 7 48 4, i R S A g 228 (ROM) ATkl
MLAF it 2 (RAM) o TFSEHL AT S22 A mT DAl i 2% FH P oK B e 4 ) sl T DA F fe % F P o ) 245
il o FEL 2% 1) 1) S0 1) S0 48 A T P P W8 it Ak 1A AR R/ B AN 5 At SR R S g
)2 32 A1 P TR A P S A9 B 55 S e 38 X 4% A/ B e $ R R IR S5 n “ =, )
] ] B AR A A 1 S BLFEATL A8 A, W1 Eh g B AR 1, AL A B v O AR
[ SO, HomT AR AR REAR T F T H B LR IAT

[0378]  FEA[R] it 77 = H , 75 B4 5 1) 5 v ASCEs H R R Bl 8545 82 DA T 4% 5K
SRALHE X FE 1) B 35 2 AT LB HE SRURE T AL R AR b IS BRI bR , LU X 5 2 L A I Ry
SE X (IFRIE (4, oL 0T Je R s e ek b BY) T EEE B, S )7 8 (B FErE— Bl 3=
TSR Z B ST ), Y AR T BORIE, A W E B A5 R, 3 — e etk A
Fr BUE , Gtk sl B BORIAH B (19 V3 — AL e i i R BRI X, R, 2 W 45 . ndE AR e
FITAE T BLEE A QR Ak 1) B s sl S (5 U2 mT T 7EMLES B I A7 i LA S TEAL 88 2 TR 1 4%
AR gt b, e 3 A A% S 0 B o] DA DL S Bl a5 44« 9136  BIUH PR S A A7 i
AL/ B n] LA 07 2 BL R 2 07 USSR AR AR

[0379]  — st /7 BRI T — Rl SALRE T 7= i, BT P2 2B S 4R 7 78 M 0RE & AR
R, 1, i) LR RS PE BURIE AP AEBRAAEAE o TH ML S ] UL S H8 2 TR
AT FH SR A G B A S i (AT AR] — e B 22 P BT IR 925 o O BT A RE 1T, B IR TH B e DL
FEAR RIS A/ BCE T B v SRR BT, HE A IR AR B LT AT ) BT g
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R IEHE (B0, $6%) » FH T AL B A% BE 08 1 5 Y Cf TR B DL I, 78— S8 15 00 1, BiE & 5 iR
JLARBE AN AFAE B AFAE R o AE— A SEB R, BB S & T SEHU RT3 o, R
AICRAE R BTSN RT ST B BT g B 2 R (B, 154) , T AL B SR RE RS 2 W IR
JUARBEAENE B - BRE Y T TRUOR B B LR il 1) 25 20— B 00 I AR IR 201 (X0 0 e
Kot Fo b Bk i i Bl B S TH R S AR AN/ B BORR s TSR BIE AR, TR
R HE R AT ) LAR S48 1 s DA K A 1 7 2 e ), g ik i LR A
PRI AL AL B

(03801 WIRLKESK B £ 58 HH IR R il ) e 91 45 JE A 21 B (AR 2L P A7 AR B X6 SN
BB AE AT — A B A I G AR B 108 T 17 SRR EE LA R R B X JE X (1) i I8 A A
A EE AR GO R AR B SR T 7 SRR o FEAN R B S it 5 20
K6 25 b Fr A7 fil A5 550808 126w Q51 n 5% 28 B0 S A0

[0381] N ERff ) /&, ANSEBR KA  BAE R 2 HUB DL R H AR A, JOL I A PAT A
SO (T AR T SR AR B0, AE B THRAER I A B R KR B R i 0 -30bp 1 152 Kk
S BN G OARIAEAT 2 — AT RERR 2L NS5 770 208, Bl inl 2 R 2%, O TSR AR 38
A FHE 75 B AT (0, 3 /02910,000) BEE 2 50E 5 1S40 i 31— AN s 2 AN g
k.

[0382] ] DA FY 342 T lRf it o SO IR PR 2 DX P B0 1R 75 DL DR (8 SR G oK Bt AT A
SO FR T ik o IR ARG () WP, F TSk B MCRE i AR AT 3R (iR B A
dn AR 7 B4 I 5 (b) ARER AR s A K (o) — AN M TSN AT SaAE i A ot FLBAT A7 il A
ER AT EPTR AL B ES EAT A FES , BLBEAT F W E AR ATCNY, 4, Ge AR el it 73 A1 38
iR,

[0383] 2Lty A, AL T SEHL AT A BORTE 7R Brid Uy ik, Herp B vE SRR
I IR Ak A5 e I T S PR A€ AR T CNV , 512, e AR i3 o A B 40, 1) D5 0
RITHSEL AT S48 o AL, — b st 7 PRt 7 iF SEAURE 7 i, LR — A B TS
A AR IR o, R AR BRI T LT AT IR S Sl ENL RS A
B2 AN A B ER AT IR L SR TSR A 48 St P RO AR5 IR J LA R4 I 28 i A 2 ) sk
Pt o RO R ) P B EAT 75 DB PN A D735 PR D7 iR 047 « (a) SR AL 1D PP 271
BEH (b) R IUCRE ot () e 21 B B b 3o 5 B 2 RO R ) PP 51 ) 25 L DR A, i B2 3t 0l P
FIbREE 5 (o) B E AL T RE b in i (I e AR R 1 B i S5, Foh 2 R A e i 2 A4
bin; (d) FEA AT BRI FP A1) 4 Rl B 240 Kb & R E S 80 S bin i il
37 i 15 DA R TR i JEE R ) IR 10 OR 2 R I 1) IR ity » EL AR i AR
FRTE] 5 2 BA I P AL 3, U178 o5 5 S b in 2 [8] A9 224k 5 () MR FEAEERE A bin 1 FiU
B i 5 PRI SRR R K 7 i B, T SRASAE MNP SRR 22 1 B bin P K 42 RIRC B 2
BB IEM 7 55 5 5 () BT ZAR 25 Kb in, 6 F7EGC & Bk P A4 JH AL B 2 5U8 1E 1)
B TR 5% 2, KA 2 R IC B 2 HUE IR0 7 15 5, AT SRASAE IO B A Fr 51 fg
BT FIRRZE R FE i -CCZ I B 2 5 5 LA (@) 2 T HR it —GC— 2 I K B 2 FEOR VPO £ Ik
P ity R RO R ) e A7 (1 78 DUK o AE — oSty srh, 1A AP 3R (o) e i B e ) . B
BRI AT BEP Lok 7 i Rk LR S 385 e e €0 AR 1) SR 501 2 B s i IR 2148 e e
PRI AR B HOR @A 15 2 O IR RO SRR VA —AL)

61



CN 105830077 B ﬁﬁ HH :F; 55/66 11

[0384]  #E—2bsji Jy AArh, Bk R4 T RAHE— PR H Snd A % 5 Bk Iy i 45 2
Gett P57 B ANAE S AL B R IINACRE il 19 N 20 1) B8 By id b i ) L e C AR AR B 45 1A
FAEBAAFAE B H B IL s T LU, B, SEge = (BR AR T o s SR B fi RR 4RI AL 2 IR IS
O F) BN NI SR T 4E Rl R R B o 3 A, ik AR B 45 SR 70 AT K 45 R S i D5 i RT
Lk — 2530 RE T a AN/ B2 LS BEAR IR it (RN 326038 (R - X Al e
LHE 3230 1 A ANIAE fR AT — A B A S A I T

[0385] 3] LAAI TS LA BE A4t , ool b B E B DA S it 3 B € AR TNV, il G, e
AR B 2 AR B AR, TR R AT R 1 5% — Mty SUER Bt 1 i EALAC B R 4
FEAE o B L DL St AR SCIT R R 1) 75 7% o A — Mgt 7 2, IR BRI E
FLAPR B B B T D0 P AR A o B 2B D A AR 70 LAARASAE AR SC P il Ak i 1Y
FrAME B IR o bR A A% 30 T DAL 5 F 3 AC B &t R BB A o SRR A A A AR S0 b il Ak
iiipuiD

(03861  WI LA 7 41 sl e A B 4 B e ) e b i N\ v SN LBAA A AR TSP AT S/ T b o 7
At A R TSR G B S B R L FLREURN/ Aok R AR 1Y
Fe a0 o il AR TN R GE AR DORIR R A iR TR e 5 sl AR S S . AT et , &%
GALERI) Py SIS 08 B 7 54 fil P U5 e A A 0 2 o A AR BRAN AR T 3RAS 2 A A7 fik 2
P BOR 5 B Ak % 22 /0 7 I L 2% 1o A A AR TR 91 o L b, A7 i o PF T DA i e 0 5 A e
AR I R A S A AR IC T 5800 SR A i 2% 3 P DA P 20 i 52338 e 27 i A £ 509 ) %
FGIRE AT/ BRE Py o IXRE RO R e/ R T A B3 F - AT G it o i S O R e

(03871 FE—/Nslrh, F P R i 3 (1 20 P 3 8% o 8 I 12 T SROH LR 0 e A 4 R
SN/ 803 BT Bt o AT SENL_E B eV B S SR AN/ B3 A o T DA B AT A7 6k L o
G M AL a% B A SR A R ) 5 A1/ BRACE 2 J)— AL E o o] DURE T SENLIE SR 21 EL I
e RPRAG R A& B eI R ™ (904, BRI Rk 2 X s o3 i) 4 P - Rp 3 B o w] DA ZE i
I, FERCIE T, W] AAF i A0/ B0 A el o A8 — st 7 2y, WOBR SR AR i O A 14 311
2 P BASCES 5 R 73 B A/ BAF Ak Kl o ) DI IR (Bt mT DL i 1R B b i 4
RABEAT KL o A A, AT RS A7 AR T SEALRT B A B, IF HL AT PR B3R A iz ik 2
2R (R, LR ) oIz FE FH AT LAAR A [ BN [R] A s B AL B, RARAE AR T 50
/N L NE P S N i

[0388]  #E—2bSji i AU, Frid s e SR R T 2 A B AR IR e AN Kt (Bl 52
e FRIC A/ BRZ L G Ak Fr 51) R e s BT BB AR T 5 SR 8 B, W] LR 5
WU L 2 S 96 =5 B, 10, BF A SCER AR AL R M A A% A% IR e A A3 B2 324X
v o IR R TS L AT AR H 5 56 = e B WSCER 1A RT3 PR 08l o vl DA A A 20 B mh o Bl A
fEAETH SN L, a0, S SR I, 2RI 22 AT » A2 16 W 8] B0 [R) A iE — il , BAE AR 2
Ja o AT PLRR SR A7 A AL TH LR R 5t b, T DABTE B TS T LRSS 377 Ak 1) K dfs
M SRR B RE AL &, 4, 3883 Ja) 358 000 2% B34 ) 2 R ) o A Sz R 67 A, mT AR
FIEIBAEBEAT S A RAE U F ) .

(03891 FEA LA Tk (1) AR ST AR A5 ¥ P m] LAAE A SR8 S A A0/ B AR (1 HL 74 5
HHEh AT

(03901 e iof 0 Py 4 A it o ) A% R FIT 3R AT 1) 55
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[0391] ek bb X3 T 2 bl B R 2H s A 2 L 7 31 BT 345 1 b il

[0392]  ZLb LK ZH Bk 751

[0393]  JF ZIHR 25 %5 FE— 41 2 L B DA 240 Bl HoAth 23 L e 510 B0 P A B3R 22 [XC Gl o G 4 B
getafk i B B — AR IC T e H

[0394] X EB I 4 8 e AR Bl e i dh iy BOR ) — A e e Rk s e e A BRI A 1R
(03951 3¢ [ JEk M 11 G €00 Ak B BRI ) U — Ao G i Ak B B ) s B A g Ak
B (BHARLX) 157 =

(03961 FH T+ FH L Ak ) A D 52 5 Ml (4] A 52 52 e 14 B0 1R FH ) ) 1L

[0397]  Gufh ik 771) 2 1 S b 1 FH

[0398] 2t (FH =< 5 1A R Il RAR L)

[0399]  SRYsT I8 FHAN/ B2 Wity BTt — 20 Wit i) 82 i

[0400] SRy T if FH AN/ B2 W i) va o7 A/ e s il Kl

[0401]  A[FIPXES , FE—DEE AL E AL, 7T ULSRAS A7 KIE 70 #, A/ BRI 2 %
Fh SR (1) AR o A 3L 3 0T 355 6 )32 PR S L o 9 L 1) — i, 7 A B o 1 o7 B A, 45
P A T 5 A B B A G PRIA SR, 476 A FH A BUR 21X FiE B o 7E 59—, 7E— M B ALK
FRAE i, FEAS A A7 B A A 2 e FF P i e, AE — N B2 AN AN ] 1 o7 B AL EE % e iR e
ATV, A RAE X — AN B AL AT DL SRS AR A7 B) 12 W i i3 A/ sl &l
[0402]  FEAS[R] (1) SE Tt 77 2CHb A BT D0 A R 7 AR S, AR S k3 e rp A B E AT
TR R, CAPP AR R R AR AR U AR T AR AL (R A A b 6 T S R A CL R AR
PR, At EORE € T ROGE I Qe Rk ul v Be o b Ak, FEIRE A7 B AL , R AR S IH — 14k
Pet AR B W TR A N R B R — 2 FE I AR o B AL , 7 AR AR AR AR AR I
[0403]  FEAN[E A7 B AL AT LLR I AL B A R A DL R LA

[0404]  FfUksE

[0405]  FE 7 2 A A oAb B

[0406] 7

(04071 ZpAfr 2 AL AN 3 H AR B A A TR

[0408] 2t

(04091 ) £6 3 Bl fidk R 47 B 4 i 3 i A 12 W F0 /B

[0410]  file Tk — a7 Ik A/ s e A oK)

[0411]  HAT Bk it&il

[0412]  HHARSS

[0413]1 W] LA H BhAATAR] — Pk 2 P X L 484 (U0 7E A ST il Ab R (1)) o385, K i
AT PR AR B AN 43T A A T AR A AR o BT DL sk E Shihdt AT AR ERAE
[0414] W DAEAT AL WS AL B I L B FE DRI R AR I A Z 2T B K (LR SR AL
B T B BRI &) IS BT DR A 42 o mT LAEAE i A B 2 A7 b4 00 e ) S 5 1 S 43
FEORAR LR AR AN % 2T B K (U SR (R i AR BRSOl R &) 2 B 9T R g 42 A
AEREAG R A PR AL 18 % o v CAEAT I e 1 Ao B X S L B DR R IR A T A 3B 2 B DR
BRAETPAZE 2T B K B LA AR & D PGS A/ B &) B sl IR 4 Rk
BALAR AT IR AL 1R % Horp I KA A AL E T DA T M 242, H T REHR 1%
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P BRI ED X FERE R IT DU A 2R BTE 4R 10 9 H. O & AmT DU G k0
K A2 B T DA AL FE AN/ B 7 A i ) A S 5 2 T SR SRR i A R DL E R 4 2 dn g
FEES A 4L (HMO) A B8 B e Ha 2% .

[0415] A DL ZEATAT] i i A3 B Ak ol AT 85 4t 7 39 AP R 0 i A, B8 PSR/ o
K% I8 17 F0 B I AR S SR HEAT 20 A R0/ 50 HE 4R A o I RE 1) o 388 /B8 490, 0 0 T i FH R 55
PR ARSI IR 55V 55 1 18 46 25 o E — st J S rb , AR sl RELAES P SR HEAT 20 A ) 3
BRLASCRS o VAR IR T DA A 25 1 IR DX T A7 AT B 14— 50 23 G 3 A b gl Bk Ry 2 11 A 3L %
PR AR — BB I8 I A M S B B T S B ) A 88 1 AT BRI AT AR B AT T T
DL FH A7 30 A B An A A 530 AR T S5 R 58 A B o PR R I S it 7 20, 1 B BRI
T4 B0 DX A 3 ) T BGEE 2% R T S, i LA R 2 A A A sl S, F— i AR
HEAT A SCHER (1 70 BT R0/ 80T HH o ax e R DL K B8 8 R EE S v S ATL AT DL SR A 22 5 271
W WA SCHTHREIR 1) o B — Bl — PP R FRAT U1 50, JLAR T Ab 22 25 Bl v S o 78 IR AR T
SERIE DL S I R 2% (B TR 2% L 08 36 0 % L ml EL B IO SHR 08 5 R 1) I 4% 751 DA A ) o
HERRIX LA R 2% OB AN AL 2 N B ENL R A B R AL
INCLE L VE 22 A FE 2%

[0416]  7EREuL s 77 20 , 72 Ao M # U AR IR AR 47 B Ak 7= A= e W (B, i ) LR A IR 4%
A AE B A R B R ) o 7 AR S it 72U, RS [ (1) A7 B A AT L 7R — ST
T A5, 7R B A B AL B AL R S5 12 W, BRSO Gk AT DL AR Bl 2 W A/ B e
KU AL B S ) B35 G B AR I A = 2 BT VB RE THE ML AT U 1n) ) BB 3 o R P B
WMFHL BB TS, HEE SR HE LT &iE . 3T B WS A &
S ) S R AR B AR T N == 2 BT BT TN AT U5 i (0 BRI i PR B

[0417]  FE— st 77 20, 70 55— B AL AT BE S CEE FE S A3 R P48 4 DA S 7R 5
AL E AT AT AT R AR AT, R B LR RN E (B, SR TAEE A E
BIZ FT) Ab AT RE S USCEE FEAEAS [F) () A6 B (L mTade Hhe A 0 A R 3 LR 1 (R ) A gk AT
FE i A0 FHE R o

[0418]  FEAN[RIf¥ St 77 =0, BT LA H JE B4 b SCEE B A FER RN/ B e 1) P P B sz Aok
fil & — R BV CL_E BT 53R  AE — DB AR B EC ST IR HT 2 5, HAh R AE 2 3 24
PR o 140, W PR AR AT RE 51T E SR AR Rk B B AL RS AR R, & H st B
AT RETE TR — 2B 0 FH P 90, AT SRR A AR AR 10 5 51 20 A R0 T o 7E — st 7y 30, i
oAb B A (1 45 AR 5 1 1 ZhAC A, vl e E TS A S T, 31 R AR el s ik, AL HEAE
B A R TN R/ B A BT AR R Y, SR AT DL Bh A BX FE 45 B DL AR TR
I VI A0/ B W R, R R R A R L BRI, R ST R AT DA i o S B R 5 8
Ho L N 5 B s AR AR D T G 12 W R S AR 55 A/ B AT TR AT B A
PRI AT 2 o R S8 2R G0 35800 Wl 0 B 4 15 5 L R A 328 15 47 A o ot AR B ASC 28 1) o
B IR L e R

[0419] P57 T ISR R 7 A2 1 F BR2 BT B 43 BUR G i — b S i 5 5 o B Ui
FEN B 01T 3RAF K 11 FE 3 W e G 1k B S 1) e i S () DU o o 8 A it A 2
AT NI 7 AL B 03 5 S Ak AT LA B AT A & (BRI A B 03B FE T Ab B
FE SRR DL K FH -0 28 A0 35 PR R R A8 o 0P () &5 1 /AR ST HR o A R 1 e 15
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W g , Hom 2 DL 4% 2O A SR AR IF SR 1k 380 I 2% 2 FL R , 7 ] 5 s H 2 % 40T
05K KR

[0420] 2 H5 40 o $ At Bz FE A B 07 5 b AR BEAT 23 B AR FH 7= 28 o B Ao B v] DA AL R —
B ZAN SR E R B W E LA B SS AR B 0T A THE VIR E SE R e AT A T e A
KB BRI P AME B TR 5, U A 4k a] 21 X 2% 05 . 7 — Le St 7 U, 7247 B 07
AR AN A T FLIE 77 AR AR IR B2 W o SR S5 K 18 TR/ B2 W 326 AN I 8% - [ 2104 i
WAL B 0L, andE B 5H Fras o« W T AR, 3XANAN R 72 20 T A 20 5 7= A 1A FH B2 W (1) &%
FRAE AT LLANR) 75 % Fh oz B 2 18] R 3 B 2 284 B — Fh o — AN DL AR s 450 R AR A B
AL FEHEARE S DA B AL ER R T o 5 — B AR AP0 S A8 A0 B R FH = AR AR TR 0 47 B A e 1t
AT A o

[0421] 6 TEAUE B T EAS R AL B AL BEAT 2 PP ER VR 18 T 75 B 6 508 1) B ks Al =
X b AESTFAL B AL 04T DL AN AE < B i USCER RE A AR B VI S B VTR L2
W7 AR A/ BRI E

[0422]  7RIRAIXLCHRAR I — SR AEM — Pt 77 b, 78— A7 B AR IEAT FF i AL 35 R
7 A R AE 43 TE A B A HEAT e B be T, 8 F L, A2 W I 525 7457 AR 2 I I 611 3R 40« 75
P 7y 20, Hoog tH 6 R () E AT BT E L AR A OB B AL BE RN 3 AE R AR AL
B AT A ISy TN, S AR B AR B AL B A AT B e S 12 W R R/ B
THRI € A28 = A B AL AT o 7 H B 6 1 7 FF Ol R 1 e it 77 srp , 72 58— A B AL IHEAT
RS AR5 A B AL — AT RE S AL TR N R B L 6 R RS, DA R AR B = A
B AT IR/ BRI E - e a  7E Bl 6 AR e DI St 7 S, AR5 — A B AR AT A
mn R 7628 AL B AL AT A S AR BE I SRR LN AR A, DL AR B = A B AL AT 12
AR 2 AN/ BRI R

[0423]  — izt 7 BRI T TR 60 & BB L RN B4 A% B 1 B 4 U X o v 0 s AT —
Fhel 2 AR ) 56 2 6 LG AR AE B AR AF R B AER RSt , FIR RgetudE H T4k
A AR LR A FE L B iG ) LA ERAZ IR 17 514G B P 5 AT 2% s DL LA AT 15247
it o, o & I TAE TR AL 28 EHATHI 384, LRI 45

[0424]  (a) FH T3RABAERE ML BT IR IR ) LA BEAARAZ R (1) 7 51145 B AR A 5

[0425]  (b) IX#FEIACHS , e FH T F F ik 72 3145 2R A X IO BRI AR AT — AN B 2 N 1 G
Ak Gk B Gy R 1-22 X HY) B8 — S B E R B LA RHA LR ) 7 51 b5 25 1 3L
H » UL S BRI P IR AT AT — N B AN G AR ) B — A E 20— DN H— L R )7
FEA— A etk v BT HI P SRRSO

[0426]  (c) IXAFEEIACHS , I FH T F) R B 6 BB I BT I A ArT — AN B 2 AN I G e AR ) 5 —
AP 5E 1 7 AR 25 1 il i H A e A A — A B A e 0 Bl — A B ik iy B 71
B g B 7 SAR 25 B BT B H SR H RO T BB AR AT — N a2 AN G iR 1) B — R R
VRSN SE=e1Y 4

[0427]  (d) IXFERIARAT , Fo FH T LU BON T BB Y G AR AR A — AN Bl 2 N B — N
REAS GRS B 500 T IO I — AN B2 AN G B AR IR A — AN B AH LIS BRI T A E
TERE A AR — A TR FERIG ) LGS R B AS AR A7 A BRANAFAE

[0428]  fE—2siyti J7 S, TR T RN BB P — A a2 N e R ) s e
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AT B ) A QRS A XA AR » e TSRO R ) St AR 1) i — o 0 G A7 B
X T8 I SN R ) e A R 1) P B bR 28 10 50 ) RVB X ol £ JR M R ) 4 € AR (1 A L )
F DA AR AR P A BUE A G C R Fr BOR 51 iR 22 1R PP SR 2 8 H B EE R

[0429]  fE— bty s, ik RGEE— DR R ACRY , o H - A T SO R 1Y
AT — A A G AR AR — A8 A P B BEAS B AR A F8 5% G A B G (74771

=]

EHo

[0430]  7E st 77 S H , i H e ik 1-22. X RV [ BOSR1 — Nl 2 AN e Rk L35 ik
H At 1-22 XAV ) 22 /0 Z PR s Qe g, DL i & 0 ds T i 240 — 4
AR 5 i LG AR IR B AR A AL AR 152

[0431]  fE— st 7 aUrp, Bk b —FH— L Qe ik Fe i it — A et dhk, ok 5 Jete
PR1=22 X AIY o £5 Ho At St 7 3 s i 28 /b — e — AR Qe i i A2 ik B e th i 1-22..X.
AV G fR

[0432] 5y —FpsiciitiJr AER A 1 F T AE B 5 iR ) LA BEAAAZ R 1) B AR TR i oo i A A
— P MR B iR LA AR IR AR I AF AR B AEAE I R G, EIR RGO HE - TP
ASC, He P TR USCRZ R A i IFSE AR B AE AL I LA BHARZ IR 7 145 2 5 A PR &8 DA K ML &8 7]
BAFAE A i, FoE & TAEATR AL BEAS EHATHITR S Lid4R 4.

[0433] () ARSI 3RAF R TAE IR AR it b BT i ) LA BHARZ IR K PP A5 )2

(04341 (b) SXAF AT, Ho AR BT id Fr 9145 SR A X6 O R AR AR AT — A Bl 22 AN ) e
R (i B QR 1-22 X ANY) (AR — AN B2 AN A BU B — N5 3ok B iR LA BE
RRLIR I PP HI bR 22 B S A KBRS BRI AR — B2 AN Bt AR 1 i AR ] — el 2
AR B E D DR BOF SIS IAR 2R K A H

[0435] () SXAF AT , FA BT XS OB AR AT — A B2 AN G R (& — A Pk AR ]
—ANEE AN B B E K7 SRR EE (4 P i i B RV i VA4 R B B B Al RE 1) P A7
PREZEI TR ECH RS T OSBRI AE T — DB DY AR AN B iR AT — A Bk
AP B et AR R BT E DAK

[0436]  (d) IXAFMIACHT , Ho AT LA TR AR AT — A B Z A Qe AR 1 B A ik
i — A e A B AR i L e (AR TR B 5 0 TG B AR ] — > B2 A Gt AR i) B
AP IR AEAT — A B A Y R Fr B AR N R BRAE S I AT £ P IR R i op — A el A
[5] [ 748 73 i J L e AR AR B A AR K A7 A BN AE

[0437]  fE— bt )y 2Urp, H - iF S SR e 44 Fr BRI B A ACRS A X AR R AR, T
TR Gt 1A Fr B Bl — b i) e A Jr BT B B X It (1 e (44 i Boif s [0 17 31 b 26
1% H 553 i i) et i R B R S IR A — A0 BU B € 19 3 SRR A8 1 80 H R LE <
[0438]  fE— bt U, bik RGEE— DR AR, R R T SO R 1Y
AT — A A G AR AR T — A B A A BUR AT R AR Gt i BRI et fi
FBUT R

[0439]  fE— L85t )y 30, bk Rt — DA (1) ZAEA A, H 40 R B ANF £
PRS2 AAE TR L (a) — (d) 5 BA K (1) SRAERIACHS , 2 F 3 A2 B I i A9 ot o A
] — A B 2 AN K 870 B ) L o A A B A AR (0 A7 AE BN AE

(04401 FEA LA 3R S AR T R e 1) HoAt st Uy 5, B ARt — 20 Wm0 AXAS
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HHT B shd sz M8 LG R E B A AR ) AE AR BUANAEAE , Q0FE S X (L BRI A i N 52
WA EEEITT IR e (@) , KA R AR 2R TIE 3%,

[0441]  FEA ST HE AR AT R G0 — Lo st 77 U, WP AR e L DA R AT T — AR
(NGS) o 7E —2e st 77 20 H , W7 AR I B DA AT RSP AT I , b R A6 sl e 5 1
BTl gk 2% b o AR HAR St 7 20 W AR 0 B DA AT SR 7 o AE H At STt 7 =X
W PP A R B B DA AT B3 DU

[0442] 525G

[0443]  SEjifs)1

[0444]  JF 45 A0 AN ST ZE I il 28 A0

[0445] a7 SCPE R il % & 14 75 % (ABB)

[0446] P il e S %, B, A6 AN e B2 30128 il 4% F K Z92ng 4k e £DNA, HAR B H B4 L
I K FINEBNext™ DNA Sample Prep DNA Reagent Set 1 (%45 E6000L;New England
Biolabs, Ipswich,MA) HIARFRIREAT SCE Hi % , % T 1llumina® 40~ o BT JC 41 1M 27 DNAYE
SRFEHR A  BuAk , BT DA A T8 0 55 A0 BIGER 75 AR BN I R DNAFE it 47 i3 — 20 i B Ak - AR His
NEBNext®End Repair Module, 7E20°C N, @it 7E1. Sml B0 v, JEAE B T-5u1 10X
MRAGZZ P 20 i S8R IR VA R 570 (BEAANTP 2y 10mM) 1l 1: 5755 BEFIDNASE ST L 1
LT DNAREABEAI 1] T4% %1 RR WA , P2 (L /ENEBNext™ DNA Sample Prep DNA
Reagent SetlH, I HcfDNA 15708, ¥ 00 5 FE 401 rh (1) K £y 2ng ZE AL c FDNA B B i) 5 i S
AR AL I o AR S I AE 75 °C TR B IR BIR G Y570 B R B E H AR IR -G Y%
HZ4C, UL LRI 1001 1) &K Lenow B (37 &5 41&) (NEBNext™ DNA Sample Prep DNA
Reagent Set 1) [fJdAHEE EEIREY, IFAE3TC NIRE 155 %1, >k 58 B -F um DNAI dAHE )2 o
HJG, B AET5C i 8 R MRS P57 Bk #OK iEK L enow Fr B . fEK Lenow v B KR 2
Ja, Inlf L 5/ E R T lumina Genomic Adaptor Oligo Mix (%5 100052111 1umina
Inc.,Hayward,CA) F>RKE T1 1uminaffide 1 GAER 91V 7) 38 T dAHE FEDNA, o i 4w
1fIT4 DNAZEFERE , HARPBL/ENEBNext™ DNA Sample Prep DNA Reagent Set 1H,3fiEid#E
25°C FIR B IR A WIL55 b B IR A A BN E4°C , DA B B T I B c FDNAZIAL B A i
PR R R AR R AR, Hod R fEAgencourt AMPure XP PCRAIAK £ 4t
(7% ‘5 A63881 ;Beckman Coulter Genomics,Danvers,MA) 2L A fEER . 3E4TPCRIF 1\
NG IR DA 158 3 1 & 45 fr 2 T3 2K ¢ £DNA (2511) , Ho A {# FH Phusion ®High-Fidelity
Master Mix (25ul;Finnzymes,Woburn,MA) F1T11uminafJPCR5|4 (& HO.5uM) , H H T4
7 (k51000537 411000537) o MR il i B A U . 48 T 1umina Genomic PCREI#) (7
5100537 F11000538) FI7ENEBNext™ DNA Sample Prep DNA Reagent Set 1H#ZEf]
Phusion HF PCR Master Mix,fH%74E 7% FIDNAZ ZPCR (98°C F30#),98°C F10F0.65°C
F30F ANT2°C R 30RP AT I8N, FET2°C T fieJm SEAHS 73 B, SR G IR FFAEAC ) ARYEAE
www . beckmangenomics . com/products/AMPureXPProtocol 000387v001.Ddf . &b w] 5k 15 ] i
& VB, {F fHAgencourt AMPure XP PCR4i{L 24t (Agencourt Bioscience
Corporation,Beverly,MA) R4y =4y . fE40n1 f{jQiagen EB Buffer i Bt aiib iy
e SR G A B 2100 Bioanalyzer (Agilent technologies Inc.,Santa Clara,CA)
[fJAgilent DNA 1000 KitR73 #4343 Fe I B2 AR 73 Afi
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[0447] b W7 SR dl -2 K72

[0448]  ix HLFHIR K7V A b2 T lumina$ g (A5 vEE 7732, 3 BAAES 1450 FEI
afith 77T ANE F 1 lumina 7% 11 lumina /7 V538 7~ » F) B B Sk R 4 A6 F 34 SC 22, 1 AR S
TR B 77 v MR G Bk F - R RE R A4k 5 3R o AR AR I8 1) 75 10 1 99, A1 A F F Tllumina®
INEBNext™ DNA Sample Prep DNA Reagent Set 1 (%} 5 E6000L;New England
Biolabs, Ipswich,MA) , KZ)2ng I HEHX H BRAA L5 1) 464k o CDNA SR il 2% iR 46 I 7 S P o Bk
T TR 0 PRI B 0 Atk (B2 1) A Agencour t i3k FR T AS 2 4l Ak b Sk 3k 4T) 2 4k
() B A5 5 BB S AR 4R F 3R 7 v 3F A BENEBNe x t ™ 75 (HG B T 35 A 4 DNA ST, 2 1)
Hlumina®GAT TN LI , AR il 46) SR EAT JNEBNext ™5 VA3 A B4 f 11 Tumi nad fit
B 7, Ho & fEgref . jhml .edu/hts/protocols/11257047 ChIP Sample Prep.pdf.&bwJ5k
131

[0449]  #RHENEBNext®End Repair Module, 7EHAEIA 120011 3 25 0% H , 7E20°C
o ddid R TOXBAERR A2 PR« 20 L I A% T R VAR & 4 (BEFRANTP A 10mM) L 1l f1:5
W BEMIDNASE SRS 1nl T4 DNABE SR AIIN] T4Z KX TR UNE , Fo R L ZENEBNext™ DNA
Sample Prep DNA Reagent Set 1H7,iR &40ulffJcfDNA 3044k, ¥ A& fE40u] Fr ) K2
2ng A4k c FDNA F B 19 98 H uity 35 Ak A B R A ~F- ity o 5 B i ¥4 B 224 °C, R J5 R FHTEQTAQui ck
PCRZEAL IR 7% (QTAGEN Inc.,Valencia,CA) FHEAEAIQIAQu ckFEANLAZEAL 41 R o 55011 2
VRSP RS B L ol O SRS A IN250u1ff)Qiagen Buffer PB.KHfS2)300ul #4555
FQTAquickf:, HAEMAL B .o 7E 13, 000RPM N 4% &5 00 123 8 . FH750R1 #)Qiagen Buffer
PEFEVE Bl A, FE R R ES O o 3B 7213, 000RPM T B A1 B 054 R 1 F2 5% 42 2.1 o 3@ 3t 58
Ly, fE39ulJQiagen Buffer EBHPEALDNA. A 1601 & A Klenow i B (3 &5 4N
(NEBNext™ DNA Sample Prep DNA Reagent Set 1) [FJdA¥E R = EIVR S, IR HEHIE B 1
NEBNext® dA-Tailing Modulef£37°C N & 30731, K 58 s 34u1 Vi DNAFK] dAFE [ o K5
iR E4°C, R R HAEMInElute PCRAIAL A& (QTAGEN Inc.,Valencia,CA) HHi2 LM
FEIMCASEAL AN K500l S MR &% 7 211 . 5ml fl 850, FF S IN250u1f¥Qiagen Buffer
PB. #4300u1 ¥ #2 FIMinElutedt , ZEGIUM B CoALH Hf£E 13, 000RPM T o4 2 02 143 8 o 75011
Qiagen Buffer PEPEU FIAE, SR 5 R E O 1@ 7E N 13, 000RPM 53 4155 02553 B oK B
EIRAR OEEAE150] Qiagen Buffer EBH @I B 0o oK P HEDNA o AR $i5 NEBNext®Quick
Ligation Module,fF25°C T, HIulH1:5%%E 11 lumina Genomic Adapter Oligo Mix
(P~ '51000521) L1501 f)2X Quick Ligation Reaction Buffer.fl4ul Quick T4 DNAi%E
el , KR B 10FTHDNAZR IR 1593 B B AR b A 1 224°C L 2R )5 R FMi nElut et in LA 44k
o —H A THIIQiagen Buffer PEIIA3Ou] R NIE &V, H K 8N B 3|
MinElute#t, 768 B 0oL FEAE 13, 000RPM N Hi i B 00 143 % . FH750u] Qiagen Buffer
PEPEV: Bk A, I BRSSO 3Bt 7E 13, 000RPM R 5 4P B 0543 Aol Be £k 4 2.5 . fE 2811
Qiagen Buffer EBH i 25 0r e e i DNA o AR 4 138 P Y 5 BH , A1) 11 lumina Genomic PCR
519 (7% 55100537 F11000538) FlPhusion HF PCR Master Mix, H4ZAt#ENEBNext™ DNA
Sample Prep DNA Reagent Set 1HT, X = =43l i #5132 422 ) DNABE i v 2k 4T 184>
PEIRIPCR (98°C F30#5;98°C N 1082.65°C F30F) . FI72°C F30FHI 1SRG FE72°C N
Ja S, IR FFEA4CT) AR PEEwww. beckmangenomics.com/products/
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AMPureXPProtocol 000387v001.pdfAb ] 3R 75 #13& s i i B9 , Al FHAgencourt AMPure XP
PCR4i{k 24t (Agencourt Bioscience Corporation,Beverly,MA) R4ifby Har=4 .
Agencourt AMPure XP PCRZffk ZGER AR I ANBIANTP. 519 519 — B4k L #h A1 FAth 5 4y
W, FF RISCOR T 100bp 37 38+ AT Al AL 38 = M) ¥ i 3 7 fE40u1 ) Qiagen EB Buffer 1)
Agencourt®k, R )5 A H FH T 2100Bioanalyzer (Agilent technologies Inc.,Santa
Clara,CA) [fJAgilent DNA 1000Ki t R 43Hr CFE ) R <F 40 A5 o

[0450]  c. ARHEHKE ] (@) A4 (b) Tkl & 15 ST 93 A

[0451] @it Bioanalyzer/ = A H yk R T RITAFITB . I TAZR Hi il 46 H ¢ £DNA,, H R FHTE
(a) FHERF) K7 vkaifh 3 I3 A M24228 , 1) SC PEDNART B 3k B, BL & & 7B~ H il 2% H
cfDNA, H A FAE (b) H ik 1 4K 7440 3 MR A M24228 , 11 SCZEDNAR L vk 1] - 75
AN, I FT453 2R 75 15bp N R EWAIL, 500 bR EW)  7E0E F 7 BB 748 B S0 A B
IEFEET ] 5 DL R /KT 2848 RS 1) 5 B R o 5 B TA R 1 HE 9K B s HH 18 Tbp I i B 1 e
DA Je 26 3bp ) i B FE 0, 1 76 B 7B H ) F 3k B SO HA PE 26 5bp &b 1 — /N 0 o W T AR ) 8
& P HOS TAEE TAR K 18 TbpUé (RIDNA TH HLIK BE N0 . 40ng /ul , ££ B TAR [¥) 26 3bplig [ DNA
R EEOAT . 34ng/ul, BL RO T AE B TB A ) 265bplig (IDNARJIK FE N 14 72ng /ul o JEHE T
cDNAM T Tuminafii 41 2 /2 92bp, 24 I 265bpik 221, Hfi i, c FDNA I K /N2 173bp.
AT BB A , 7E 18 TbpAb I il g 7w vy — i e 422 (1) PR > 51 A0 B0 B o 4 s FRS 11 7 VA I, I B ¢
SCPE RN R 26 A P 51 W0 B o K 11 7 VR 3R TH B /N T 18 Tbp I HA /N Fr B o 75 AR 52 it 451
W, A AT T BRI o £ DNARR IR B A2 R FH 4K 7 v 72 A I e 2 1 i 2 1)  EDNATT) IR B2 1 7
5. CRER B, M IEEM o CDNA T B FE 2 2 K TR A K7V 3815 1k B (B
AR

[0452] K|, 1) FH RS i 077 v R il 8 WU e SC PRI — M0 R AE T, 3R A9 1 SR IR 4 B 35 A
262-267bpyu [H| A AL — AN =06, TR 4K 7 V2R il £ 19 SC 7R 1Y) Joi & U =28 A, 2 EH A [
T2 7R c EDNAUE I U 1R 350 H AR B0 it S Bl 1) » A ¢ EDNA= P4 o s AE L Bl it _E ik 2 1l
T P26 AR 5 2 B BE R 47 388 N J5 B AZ I JoT B A ol 2 5 A R A ) R A 18 L ) R Al
K 11 77 15 3R B AS 820 ST R FT

[0453] | FR 11 77 v oK il 4 WU e SC PR IR) 5 — M0 RAE T, P d-AJE BB A 2 1 i %
1) = g (i A R e AN B — > /NI >R 58 B DA SRR RO R A 4412 Wit JI 55 1) 64 A S i 4 FH
K 18 77 15 SR 45 U 7 SCFE R 3 — AR s AE T, P i« d—-AE B L AT 42 1 32 1) — g2 20 O
i B AN B AN /NI R 58 B A SRR PR S B A5 A2 IR IR 55 1) 56 F AN S i

[0454] S5 — ML RAE T, ZE[FIRE ) S S8 H 2R AT ~F oy « d—AHE B T 2 i 2 1) = g2
A2 UR DRI 38 4 22 A AR i, FOREIE M S BO R 40 5%, DL e B B 221 2, S BT REY
IR A AR5 4.

[0455]  SEjsifs)2

[0456] 7 XM JIE Sk 4 H 7 1t P = 28 s k00

[o457] 5T

[0458] &2 HH , I FH 4= 3k PR 2H DRSSP 47 WU 7 1B AT (1) S JC ZH FADNA (¢ £DNA) B R4 A 14
PR (NIPT) 2t G JL 4% (o iA SR 2 45 M 3R e i AT 521 7778 . 22 L, Bianchi DV,
Platt LD,Goldberg JD,%% AGenome-Wide fetal aneuploidy detection by maternal
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plasma DNA sequencing.Obstet Gynecol 2012;119:890-901;Fan HC,Blumenfeld Y]J,
Chitkara U,Hudgins L,Quake SR.Noninvasive diagnosis of fetal aneuploidy by
shotgun sequencing DNA from maternal blood.Proc Natl Acad Sci U S A2008;105:
16266-71;Sehnert AJ,Rhecs B,Comstock D,% AOptimal detection of fetal
chromosomal abnormalities by massively parallel DNA sequencing of cell-free
fetal DNA from maternal blood.Clin Chem2011;57:1042-9. I i& B Ak 32846 >k B 5
R HLVBAE it ) = A 21 V18 ISR G A AR AR A A5 o R BV IS 0t 2 BT g s - 2 A 10
+JE I ARG )L AE B A5 1 1 U Y B IR A Ok 1 42 3 o B3, American College of
Obstetricians and Gynecologists (ACOG) .International Society for Prenatal
Diagnosis (ISPD) \American College of Medical Genetics and Genomics (ACMG) I
National Society of Genetic Counselors (NSGC) &\ @1 % Xt B A in ) LAE B ER =
DG B 41 2 A FINTPT .

[0459] 7R 3EH , WML G & R 29304 2 — B93E 7= I H UM G B A2 1) BE 28 2 76 3 m
(National Center for Health Statistics Data Brief,No.80,201241 H) B & &M
W R HG K, D AT EE A RE RS & PRI — AN P i B, BRLE 8 5 30 % 1 4 e o XU iR 4
YRAI I 291/ 3 o A B AEFHEOR , Herh FEAR A 32 K 31 1E) , 228 At — S P BB IR L, o5 XU
RIEURA R B R I

[0460]  HIBAEHEIR R, AHEL T SRR gR i , £ XU AR ST gk , £E BEAR R PR Fh A7 AE R 16 )L
DNAR) &R IR 2935 % , 5 _EIRBFE A BRI T 845 ) LB cEDNAf & . Canick JA,Kloza
EM,Lambert-Messerlian GM,%% ADNA sequencing of maternal plasma to
identifyDown sydrome and other trosomies in multiple gestations.Prenat Diagn
2012;32:730-4. B FE N REZUER , BARFE XU NG GE4R - A7 AEG 31 i ) LDNAF) & 1) S 74 1
B, ABX T4 Ba J L) cEDNAR) & IB% K . Srinivasann A,Bianchi D,Liao W,Sehnert A,
Rava R.b52:Maternal plasma DNA sequencing:effects of multiple gestation on
aneuploidy detection and the relative cell-fere fetal DNA (cffDNA) per
fetus.American journal of obstetrics and gynecology 2013;208:S31.Srinivasan
A,Bianchi DW,Huang H,Sehnert AJ,Rava RP.Noninvasive detection of fetal
subchromosome abnormalitocs via deep sequencing of maternal plasma.American
journal of human genetics 2013;92:167-76. K I, 75 BB J7 v DL AR AE XU iR Ut
PR AR R AR IR 52K

[0461] S RALNTPTHER 73 S FEHE Al A it 1R B8 S0 110 PR 3= 72 £ 7 v v 45t FH ¢ i e e )
HH BB I0, UG v S s M B H A B AR AE 5 LB AT 1A AR e M IR e 8 R
Ko BRI, G AN IR T — P 1« H shAURE L il & TARRAR , FeH 04> R & m] F 2
BHIEH DA Re— Mg 1 20 M 702, L s I AR B A A G LR B 5 TE A5 o 1K LB 1 ni R
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