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PRGN AT G iR AR B A R il R & G

1 EE

AFRERLE T REREREN AT e AR AR AR R & i) ORTERE L. a4 A2, Bk
ZOR WA ARIRL PRI, . s A A

KRG F T R RGN AT 58 o PR AR A (AR U 100 G ) ot e o R AL T S €0 PR A R B A AR
@SR DN ARSI AY . SCEMEFIA Y, TS EE RN, AR T R G AR
kRS Rl e B S S b ik w1l )5 il 22 s A e e Y S AV & = el L Ve b ik o/l S gl o
HATENE B3R Ao

ARG FH T 30 T AR i 36 R AT U 32 i e D AEL N 1T R i 2 75 G Cu AR R B A A LUR R A B
BURE R R, AIMIE R ARG REAT RN, S i PRUE AR A AR AR AN A AU 0

AFRAESCE F T B0 IR AR BT G o fA AR B A A RO A Bk R B R 3 W R &, AN IE T TR IR 12
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2 AEMsImxH
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FEIT, AT VR IG B G (A 5 9 AR B 0



YY/T XXXXX—XXXX

3.2

MFFFEEKE average read length of sequencing

— R AR B R B KR, DU R R
3.3

MFFIEK read length of sequencing

T RIS 751 Fr B BE i DA R R
3.4

BWBIBE Effective reads

e I B TR A B I R . b RS O SRR A B, B H T T
M (reads) .

T AhRAER A ROEEE BN AL M %R, 1M {83 1,000,000 4 reads.
3.5

EF4AZE £ Genome coverage

o R I 5 SRA P A0CHSH 7 s s R AL P B B 2 R TR A K B [ L s
3.6

IR Copy number variation

FER BRI E

e AR R v BOC/MH AL Mb 7, 1Mb A3 1,000,000 bp K BEf L.
3.7

HRER Mosaic

W15 5 b AR AN [ 38 A 4 iR B SR AR R I M, R iR R R —.

VE: AHRAE R 5 A2 i G A T 240 0 5 et e s 240 0 9 5 T3 YD 240 M i 5 £

4. apBFTTH

41855
PR R AT e G AR B AR AR R AT & (RS,
4. 2573

WA TVEFHEAT 7326 RN FVE. TR 2 b % DS IRET B e R a7 55
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5.4 S ERFAR

K E X 25 5 B 2% dh sl 226 dh o B 22 dh AT Rl 3 BOR/NR T 4M TR
P22 IS [ e A S SR AG HE SRIA B 100%, 7 BER/INVINT25T AM IR BE 1 25 ) 7 )
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PN, BRI L 5.4~5.6 Ko E K
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BEM
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TR, #f 5.4-5.6 FRRER.
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[2]YY/T 0316 PRy7a¢mR XS BT BRI ds bl LA (IS0 14971, IDT)

[3]YY 0466-2003 PEy7#sl T ERI7 Eebibnss . prid A3 tE SRS (IS0 15223:2000, IDT)

[4]1SO/FDIS 18113-1 Clinical laboratory testing and in vitro diagnostic test systems —
In vitro diagnostic medical devices — Information supplied by the manufacturer (labelling)
— Part 1: General requirements and definitions
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(6] WG RE N Ay G (0 A4 E R A5 A Aar a0 1 o1 B 45 B R VPAN i B (el Bl i)
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B A

( BRMERIR )

JVR RN T % €0 Ak B A A D7) 6 T A R AR PPN R (R & i)

ALTTE
BEH N REBI AR P R, A T4 (Artificial Insemination, Al . & 4% 4% -fE i6 # 44 (In Vitro
Fertilizationand Embryo Transfer, IVF-ET) LL & il 3% 4 %45 F /£ 4F # A (Intra-Cytoplasmic Sperm Injection,
ICSI) BE& N T HAEMNIGIRNH . ARSI, 29 50%fAfEJe ok i, W RS E
JE R AR RS BRI RIBE™, R R 4 By A 78 3 A D 2 AN RHE T M B B R N 2 — . IRIRREA
A AL 2407 2 (Pre-implantation Genetic Screening, PGS) & 17E 34 #li A= 7 1 A JE At b 6HAE N Bl 19 R G
YU HEAT e AR AR BE AR DL R e 2 R 7% DL %% % % (Copy Number Variants, CNV) i, DLk & 4
TEH IR G HEAT RN T B 5 4 Bh A ZE RO RLED 3, 0l JLAF BB R IR\ A IR R RO R
AT B R E AAE ISR BT Gy (A E B A AR R & CRnid@ & 792 1= vk R 1
REVEAN S Wil RFE SR FIZESR, HONBOAR § PR T DO R R R BOR H Pt =%, ARE
T ER R TR HE £ A RS R m ALY
AT B E RNV A SRS AN i R R AF DG 5T B A2 R 2 A B4R M SO, LA AT AF DGR R H
S T AR .
KIRFEIUEAFARTE SO, TR R MR IS bR 7R BT & U I B, ATR AR A A
SR .
A2.iE T
A FE B I PR VR RN T G € = R A A G W X791 2 i R FH VS I A4 o A T (ORI A ik DRI 2L ) v e
DU P35 38 3 ok SR E 1) B B R P4 VR i &40 L P 4 DR 2L 7 84 7 g 47 4 356 TR 4 v B ot KORARE A T 2 (R
I TR, JEAE A 2R R 2 e & SR BEAT it 245 1B 20 B » AT S I JVR i 1 % 8 A 75 Dy AR R A
RS A IEAE R (CNV, Copy Number Variants) A BL. FEAE41E T =iw B B9 H br A Bl
iy SNP SRAZNN P20 STR AL st Fp i 86 Hopth ey i@ & vk o FHASHE P AN A L P At e 38 200
%, ATUASIEARIE I OVEREVEAT . BUEAEHIREKR, JRE A S 5, IR AACHS B I 2R B AT S
LR
B E TV FEREL NI G oA B35 ARG I 1) 779 32 AR %8 )6 Ji A6 2% 2 (Fluorescence In Situ Hybridization,
FISH)E AR . HL# LRI 2H 44 42 (Comparative Genomic Hybridization, CGH)Fi AR . BT IR 2 2SI 71
(Single Nucleotide Polymorphism-Based Array, SNP array)+i A1 — Xl 5 (Next Generation Sequencing,
NGS)% # A . AFarIAEH T NGS LAAMUIERGREN BRI 7755, H 222 5 RO R b 1 14 B 0o 3
BT —E AT S 058 = AR I0 B AR I 77 v, AE SO IR K, B el I
AR ERTH, =R TP INEE NS M E . YR S W a S M 7T, AT PAZ I
A7 IR SE SE BT A R 1
T FHRIET . et AERE (44 (Chromosome Aneuploidies), 035 Je oA FITE Gt fhk =4k, Btk
ZAREE, VARG REE DO . AFR R IEH T 2 R A S G AR R IR, 1 48 XN,+9,+11,
46,X0,+7,+13,+19,-20,-22 %,
ERNEE: RSN SZAE — G R AR R RE 40 M AT BB RELN T 24 SR v fi R R Ak, Ao il
IG5 AT AR R A AR B 7 G A P8 DUBAR e, FLASE AN LI R 22, AME VIR IG 2 SN 1 ME—Ar it
M B2 e AR EAEER 2 H AR TG B Rl 25 R4h & A Re Bon IR Aa PR, BRAEE PRt R
)RR S B A 190 B 0] 2k AL B
A3 WA T R EE SR

6
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JVR FEREL N T % 2 Ak 5 A I 7R 8 CRpi il ) AR RH R B 5 G H ) — AN B LA A kAT
A RN AU (PRSI, ) DA 5 T2 R A 1575 A G e A S B A AR 11 738 S B 2 e A DL )8 S ik
P A e TR G 55 AR IR R A MR R 40 B 21 DNA SCEERIRIEE,  SEAZ AR R 571 & LA
J AR R I8 AR RREAM B A A, 5 BRIA BRI A H 1R B 707~ & s s i 2 BAAE,
T 2 F R AR5 T I AR G T H AR I (58 FH B R A, A S — N B AN R G ke S LI B4 IR (1)
THK . BRI AT e R IR AR AT & (ERd sl k) it A & /B [ 3 DR JLA
J7 1 «

A3.1 T H &

IR R R AR B S AR SRR A AR R I PO g, AR VEBOE SR FEASSR AL AN I 46

AR T S0 TR FH & — M2 X 1CSI 3K 45 I R RE 40 M 11 B A7 G g AT A, DA W R i A2 15 A A e

AR AT EAFE T 5 o 208 (RSN WHGRI I Fdn 5 15 IR ) 04T, S I PR IE BEE 2 5

U AR S I I PRESL 56 212 W 755 o IR SR 45 SR A IR IR A2 75 3 AT RN IR i —fic i, A {3t

I RAHBIZ W, X THE R IG 758 i e Uk i s = a2 W bt (B i THIE .

A3.2 MR 7%

A FE B IR R VR A RE N I G €0 A < E R A ARG 7R 2 6 TR a5 A B DR 2B 7 1 vk 2, R BB

& BRI e NN AR DNA, &840 6.6pg, TERHT 455K 491 (whole genome

amplification, WGA) 5 3RS 5 =it 4 DNA Bt =, 2851317 DNA FBrfb. SCEME. PCR §718 J2 AL

W, SRAFFEA I P E A o 12 FHAEGTT 223475 B b, AR 25 2k G A b AN ] 5 1160 B (1) 48 D3R

(AR SAAB AR ) A5 4 FE R ZH 3G BN AR S0 S8 HE, 5 1E % FEARFAF M B 1 B REA A HLi

HAR S X3, PR AR S X S AR A B A AN R A e R Ak . BRI R KRBT HiR R L WG

YU AT L R0 IR e 200 DNA; 2) BRAFERAY 1510 DNA, £ A Btk G sl t)

) W A BOK/ME DNA 201 (1 150-250bp); 3) Sl S ERAE, 7E LA DNA 4377 55 il

EFEREEL: 4) ENNFEIRE € KERFES) (reads); 5) 3Btk M (K #E X 15 30 i Bt 34T

Gt o, PAFRZRGOARN SR, SRIE I ORI AR,  ZERIG DNA B d8dt17 0 #r,

FHN et S oA — e LU T = BRI, S5 6 2EME B2 i, s B s 44 B J& 1) DNA

BHEIMATS, 52 BRI S B E S MR SE B GREARN BOR R E S5, IRIEEEES T

(IR BRI A DNA P AR 45 1 Qe BUm fAE X AR, I8 Geit 22 508 X 401X — 2 R S

JE R AR AR R AR RN R . (FAS T i BT R0 1) v 3 ) 92 A Reox Gt A i g o D 5 67

RIAT SR TAE I, HASBEAR B AL G & IR IR T A 2 VP 5%

A3.3 EZJ5 Ak

JR BEAELN T 4% Ak A 0 AR U770 1) 32 B R i B 5 U S AR DG SR ARl . B 5A R — i -

SR R 1 BT TR 0 RUE L BT RS EE R R JE T G S SR SCIE R A T e A R D) RE I (R

i B E . DNA EEEE . SIS EE DNA RAEE) . BHERFS] (s, BkTol. br2EFa1E).,

2P ANTP 21 ik

A3.4 4l BRI 4H R ) SR

BRI 7 o N R LA 53

(1) SRFERS s ZEARFIBR,  RE R 0 T FIFER

(2) FRFEAT R P AL BRI W57 2 AR ORAF A, I8 S0 RH it A7 2% BRI Bk el

(3) F DNA 4fifkAH S 2ids Kk

(4) FIVRR E ) e 18 52 05 (ORE G 4038 FH 0 ) S FE A

(5) 7 S5 It F& s FH (%) 3 e FEAA A d FH )

3 A7) 0 ZBCE 150 P 15 P a3 B T L AN S0 IR AR P 45 3 78 20 B0 E 100 o i B mT DA A 7
7
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()0 53t m] DA FF B R, (AR R RN T G o A = R A A U 1 AR A B B A AR VPA
A3.5 ki = H 275

TR P A 25 DR ZEL ARG B W g 2 P IR B A N T % Ee R R A A U 5R . (@ 39200, B A2
FhrtE B IR A 255 S R, S5 R E R SR E K S T R A AR 2 )
WERAAEN BT e Rk AR 5 ARG IR 6, MU TRt S 0, I HE B H s iR i
A3.6 R4 S I A RE

ST I TR SRR () TE AR, HLAR 5 ROZAE R B R R J5 e 1 A H N S8 ORI #35 AL DL
TMMEE: FHAERGE B WGBS, Filt, PR T RAARTEORPERE; RGBT 8]
D3 8 D5. KA H AR & F A A 5 A 7%, SRS & Rl RN ot Rl gh
B ERMREN R . LB ERPATRIAC R AUE B, X T IRIE R B IR
G VA Gy B e A% R R o AR 75 SO BB TR I R R 00 45 SR LR AE 1K) Mk 07 U IR
JVR R REL N T 4% € S R A A A I DA 75 R % 0 A = B 5 A 1) SO S R TN o 0 T R A1 e 0 285 SR A DA G
PR B B s R o B R WA T A A 78 G R B G e AR E R B A R Y s Al R R B
5 KB 5, 40 10M bp Bl DL R 2 Ge o ph$8 DA 3 ) O B B0 M, B AR

(1) KA =k

I STAT DA B PR FE AR . WK A B BRI % i 10 07 2Rk AT R BTA I, DARTS BRPE B S 4 2R
S BAS I R 2c o tn S B A A A B, 20 AR B SR A S S BN 21 A, I RO AR
RETRA

(2) g5 F R

Nigh H H ARGk BORTIE . S0 0 R et h B ) i 25

(3) R FREHEIWN

G WU 25 SR I o) R0 81 P e e A S G SRR, (R A I 25 AN IR IR R A2 55, AE IR G2 TR [P
ME—FRifE . HRAEAW 7835 FAT bR, BB PESE RRIE AREAT RN, Bt &5 S IR G 845 & HoAthlm
PRES 25 45 ARG PERAT 70 NG OLER &5 B AT e AN, [RIINE AT LR AR YR B Dy Ja o6 7 T2 Wik AT i
Lz,
A3.7 M T7 2 =) BR 14
LA B 7 VEA7AE B JR PR A o R DRS00 Ji B A B (1 J= PR A« 52438 R A= 25 KR 5 7 TRTHEA T 3 BT e
JaA R IS R R R

(L 75 1% R PR
JRREHE NI G € A S ERE A AR TR — R F G vk 2% 07 s T I A R — e E S SRR N
FCA TR AT 85 RHE s Givt 07 AR AR — € MR BRI v . (B . IR N T Gy iR R HE A%
PR RN Ge v NS5 B DR A A R a] B 7 41 X33, S A7 AR e BE PR A 45 4 5 1 41 X3S e
oA

(2) ZRE MM ZE R

ST TR A A A KT ) PR AN B A B R I AR 22 7, R BIE T B4R Bh AR B R I R IR G A T A
S, AT RERm S5 B M BOZ A I T IEANIE . BFE: 1) RE—TTN TS Geto Rt 7w
BRI R EE M AR S s 2) IRk G s 3) HSE A5k 4 Wik; 5 —RIVF; 6) ZHEZAET.
o35S e AR R R 5] R R e AR R B IR s 7D 2B AR SRS RIS, W
69, XXX [EITIA A B 552 ma 45 St v i LA B I
(LR RS IN 7 25 P J B TR At 4 B 10 7 B At A 208 T B 0 A A 00 P e A e Sk i e JHC A 2 1) S R
PEo R FE— 5 P 5y 6 1) 538 G AT DLRBCH G IR AL A E 8R4 (FISHD SRR i Yy R 2540 748 S ik AT
JE [A) Rl o
A4S WA T AR 15 % ) oK
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A4 I A TR B )

(1) FRAWCEE A AL 3

FEAR B R AR AN 38 B2 I B0 . 75 Uk BRI AG 40 MO SR ORI R AF 23K, & FFEATI R &, ZRNH AR
R G A0 M R A ZEFIFERM o TEIAREARI RS, (RAFAIS B iiRE .

N B E 5K IVF A SR RG BORERRHE Clnilm PRA AR AE R0 - 4 B AR B BOR NS 7 20 55D SR 4
XF G RE B, REXTEBRE R @EWOIRNSE: $iM Bh A FE AR P (e HEON J5 B8 %
IR, ATHOSE N ks FrES, IRRRES IR, BT IRIGVERS, — MO IRINEE = REE oK.

e G A RE AR R EE 78, ARBRSRAE (I R E 2 K (] PR 40 B B T IR A ) B TRAE
W RN I ORAF A, R (RRRL IR, WHED, s, AHAHE (W EHT
PIFAREE ) s A URFEART AT & 75 F R E B, WREEI R i L al i F PCR & iE4T IRJR 41 i A
AARAT GFE: BEEH RIS, FEAERRRWERH 7, 8 ARG 40 M RAF B, BT
FRAFIIGAE, AMUAGRXTAEAE, T H N ZAREEH R ORI E] . 252k AF DA A EE 7 505
FEAR N VEAIC T2 B A MR IR T RUEREARRAY, . RE—TINFE DAL IR G SR 5k
o

(2) brAJ R

BN AR AT RIS ) AR v, FFIL RS A UL FE: D FEARE HIRRIEN; 2) FEAFRZEAR
TEWT RGN 3D FEAG B SIRARE BTN 4 FEAS MRS JFa5. ISR AN A5
FARUELERFFT . R F2 o 7540 BRI 2K

A4.2 I 3 A v o A

T2 0T Ao WU A AU 45 SR XA I s T U B, AR IR 4 P 2R 5918 . DNA FrBefb. SCEM .
T Hl o pr AR o5 R .

(1) DNA 3RS

I 158 IR A SR A i P AR, SR 2 P S A kR 2 at W P 08 v, A5 A 800 N k7

5B AT BE 2 R AT MO R . SRR OSCR IR R, LLAnZAR G, TIRYIRSE: XA il A4 il =
For A 22 0 R bR fE ot 22 T RV EADLARE A (10 B ORI | £ i Rt LA T U B

NEEESTAHOCERE RS, Gk 41 Hu B DNA IR H SR &R, By bR I 45

LT 4 M SRR G R BN G S (BT 1Y) RS AT PRl

YRR FE DRI TBOR IS I FEAR A i) 2% DXCHEAT & IR B A A5 S AR AR VR IR AU B 2R

(2) Ay 14 M DNA &

Xof R R AH M RN ) R AT — AT A M A AN A S RT3 (WGA), — e oy 387 = ) 347 DNA
FTWr I, RSB . Bk d:. PCR #7384, 52 DNA M SCPE R 2.

LS B AE, R GG B SR A R E , SREOE 4 Iy AT B A T B R P R PR
My sar=yi . B, Bidi®. GC Bias. ¥ —MEIRIRAITEAS.

UL DNA R BT, G vk el B Uiss, LBk mishR. Wa. 280, BEUEMERS 7
AL, BRI EAR N E], 2 SAETIYRSE; N DNA fFBfLi) DNA i, W nl R
2520 DNA FrBAGECR, o Bear A, WREE. AiBESE M RIEE, PRl e A4 ) BRI 4 2% s U A o v
fi s 275 i FRSCDURE A 1 1) 2% 0t A8 A S AT U0 RN

RN T R DNA T2l briE, WlE @R DNA IR ORI IG RS, JFRIGIER
T RBAT R EIGUE o S TC A AR SR HCER A F ™ 5 5 1 DNA MR ARFR, idsillisl DNA WREER 7%
Canw6i%. 9t PCRIESE).

(3) CPER#%

SC ) B2 PR S B AR B VR TR AT o B FE e SRS & B 51 s SCPE ) 2% 1 A% AR i 4l Akt
A MR B IE K G B0 s 48 H T REsS I SCE MR 2 . 7RI 7 ST, ARIE 7 & 1)

9
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AN, HIFHEHAE, 75 EER AN A 7 SO A .

{81 barcode 2 MEAIEATIX 43, FEANFEA N G S — AN —ZHME— 1) barcode; SXIA¥4%[A] barcode
PHAT AL IR IESR: 2 FEAN pooling HIAHRREFL, AT LR SRR =Y, MNEmFEIFRIE; %
BT AT T SCPE B 4, T AR DOCPE AT 9, LA FEAH 24 T — SRR o428 oot o 00 7 Jog 5 R S JE )
R DUE R AT Mg, R PSR 2 T — e R &, (R SO0 TS DA 52

YL AFEAR—[FIR S AT 3 188 7= 250 AT LS BV o AN m] 5 2 (0 45 31, ANk 9 An 25 8K barcode W g
T —AhA, (HUFEARSE KT %58 barcode £ui, WEARTER—A B s#E [ —4 pool, Fr%s
8y barcode #f5/& A LAHE 28 FH I

(4) TP o s il

7 3 N7 S SO B o AR o R ST S PEAS A FE B SC R B A A G BB AR AR R SR . AN LB, SRR
2 MR B A B0 5~ S AL R AL S A, NS S 0 7R BN Y SO E . DNA 3L
JEFA _EAVI R SCPE WA X0, REPEAR 38 R s i A O« s F AR 2% barcode X% /> pooling ST/
BHATIX 4, MNP 0 SELE pooling SCJ%E (Al F54% barcode £ 4.

I ST SO R AR I 7. WER A PEE /. 2100 3 AT ERES AR DT B4 7 VR TR o
RIEA RN T & Z 2SR, Rids\ DNA SCZE] & BINEGE A R 1 A BED BRAAE B 1) i 45 2
, MFTEZ /D DNA SCE, FHEZDNFSCRE, A7 200 SCERMEN PSR, SCER R EZ
L PEAL 55 55

(5) PR FE o2

ANEIFFACE AN F %72, AR AN R I A SR A 735, N A i) 32 B2 5 1 S 4

)i 7 PA B B 3 3 531

LTI Fr BOEAT B R0 FME B2 S 37 BB AT 053 s DARRRC I et ol R0 (L PO 8 1 4 B 1)
T3 KBRS B AL B AT ISR R R . RV T DUR SRR E A 5 5K, 40 Q score (U
Q30). EEHHTAI cluster ILPELLZ . reads 1. ME— LU A E b (EXRBREENFYIZ G &
2 reads M0 EL CRERS SO U E A — A2 B ITAA 1K) reads #iE, FINBAER REME M) &, NET
A B VR R AR I IIE .

2) b Bl 2H 2%

WF SHUS R s aEEdE, Bk, ZETEE, BRE—SREAENFS CRTE Q (AiHHD, ARG
FEARIBR AT IR 20 J5 BB A Re b AT I B EE X

KRB /35 R AE SR SR A I A 135 6 T 0 VR B 240 B 1) 4 50 G E AR P00 23 B AL B 1) 1 971 il
FIf) DNA FBCETRERIRIEAT, (HR AR Fax seokds: MRRRgIM LA 20 DNA, BRI ER A
DNA, Mia4nu bk DNA, B55Hi5 JF¥ DNA, K E RS DNA.

FEFPHILERTIT, A8 BT A (U BWAL SOAP &8 ) Rl 7 3R 45 1 Hictis bxt 31 N 28225 BRI 41 (41 NCBI
build37), 81 FH 22 50IE I A D S8 AR A0 A 25 PR 0T A R vr s it Al (gap) i yEAnitE ),
K FH e — LN ) 7 53R4T S5 B B L IX St

LTEGH T B il S B BRI 2, G0l PE SRR, MR, W, R, 4R RAR . 7ESTE
R NCBI N EBI AR A SLEAR &, 4l e B S 805 0 B0 R AT T T A . UEEH R BT A2
Bt NS FE R A B30 2 50 H AR 41 o W R A 2= s 70 A 301, ok NSS4 5 DR 2H 240 e 4 FH | SO &
105 A S TR ZSR . EER T, U BB AR BB PR B T A 1 e i T e
75 T 82 R 5 B A5t P A 5000 2 A o

o7 2 N7 B o B2 28 ) o A A AR, XA I BT B AR AR ST A E A TR SR I BRI AT e

A LR TEFR A reads XTEE S H LA R T /0H, reads XF b H AR XA 70 b, FEAS20F0 reads IE
FRELIR, HEsE SRS, X EARTS reads w22, AR AN ERER A n 2%, HEim
REE, SEHEARIRbR T —NEE A AT A A HO B2 2% 1) i S A AR o B R ARRE R 0 R,
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W T4 SRR IE B R LL X D ) reads B35 clipped reads, 27 3 41)id& i 10 B2 55

3) EME RS

IS VR B E A B B T B, AR (WA EFR. BE0R) RTEBEaLR. fiid
FHACSR T B A B A TR, AR TN SRS AR . FRANU R C R R R AR AR B AT
HRTFRIZAT (T =HED,

AW JE M N UG BRI P 1 S s B s A B RS, ISR R AR ME—ULEC R SIS GC AR IESR R
GEHERE Y — A R AR BRI o B 3 AT (AU RE P DA 2 A5 PR S S D, AFL0 2 P S ) S B 5 SRt
HAHTRIE . fn: S5 SREEI AT WK 200bp KA B BE BN, AT LAS 2] 150M f%dE &, (H
FE W 7 6 R SIS S5 AR SIE, 4 ] AN BAE T S8 & . WA SR B0 PEFIRS IR 2 4L,
A AE SR M N U I R AT S B, A R AR AT T B A 11

RLEAT R OX R IE, FEEAT VAl R AN R XS A [F 28 B ek 77 41, ot GC &&= X
s, i o AT R A A v DA, N i [X 3o X 2 e 2 3 B LR R A DX Box R 22 AR K
DN Y 3 A DR ZH A B 6o LU R R, LI AR R ST R X ARSI o AR IR A EE S A
R, BANSHREARRINZ R P B2 0T RAFESFBERMEGES, (ERNREARR IR, o)
P A BRSSPI JERE — & ENCODE 1%+ %1 Hi(The ENCODE Project Consortium 2012)4%
RZH b R X, S bR AN 220 XIS E A S e AR, 98t L b2 5 BRI A B 0P Eox
FARKE B 1 B IEAL, 0] S B FEA R KA A BEAT 8 IR R PR AICEE DRI 2 E SR e ok X 3 s«
4) e S A R

AR 2 55— RO AR 7E — AN DU 7 A6 DU A 2 H 1 S B A R A8 B i B e 0 A P BV 8O 1 40 A
AEL 5 A AE A ST G v R T IV ) % € AR PR A RCHC R B e S O AR B PR 28O R 40 AT PR LR

RHAE
F1 T AU 4 A M ORI 2 B S0 €5 R 507 5%, EL A A0SR B 4307 R 052 A
Wi o

LA RE 2 A IS T S S, VRN R B SRR E AR 1 SR R Can BBk AT 3RS,
TELH AR THE 2 SN S BURR I B SO SR A>T 500 191 B BRI ARE A0 22548 (11 56 50 0E
Bkl

filn: CopyRatio (XISARAEI G IRFEMED) V22 — MR B SRR I 45 & AW 7. IREE(E = PR
(X 350 72 ) A o 5 0 DR 2L R A8 S 195 0 A L o 7 A 56 2 — o) P T R ) B D BOR  RE AR B L
PGk e T

I EERT 8 Can BWAL SOAP %5 Kl e 3R 15 I ELet BN S LR 20 (i NCBI build37). 22
BREEA_ERIES . e B2 AL B RFES . BE RS E, M L R I T 5 425 1
HRAE 2 i 2 28 L R 20 K o0 G R T 2 11 X T), vk BN T VN IR RO 508 o T b iz ] &0
b2 Ja i 17 FI BRI Z & IR FE AR L

i A 1, NN, A A PN R AR X TR, R AR S AT S, W E
T W PR AR I P AR, SR P E/NT2&E P GEE X CAIE AR BT mish e ) A
Wrik i o S 6 1 SRR S B R s R X R A T ST R 88, SIFR P B AR s . X7l
AR PRTBBIT s A A TR A T R (R] TR L B B A BB e P BN T 48E P AES

R OGRS (e R KL, E(CRUEDNIRE (13 246

2n4n,

E(R) = +1
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o NFREAN B T3 ZEAH s

_ 2nyn,(2nyn, —ny —ny)
o (ny+n,)2(ny +ny—1)

R

R—E(R
,_R-E®)
Og

HRIE Z fE A RN S P AELAE A i i e A s

W 22 1A 56 5 K 4 1) X S 6 B2 ) CopyRatio B (X bR iEAb JE VR BEAED HEAT I E 15 B e AR S 45 5
5) ¥ A7 B K

K B B 24 34T 22 4 4y, 5 IR E R B . R0 e P I R0 7 A A% o Bt (R A SRR, VR
WL B AR A AR, W AR HAE i, NAZ DA HO A 6 L EL 8 TR RE 1, FIAE £ 00 AN TR) R AN
N7t BB P 5 o v A, AR SR (M A R AR

A4.3 I A Ja o B

1) s (% H AN R G4z

i 45 B 2% 0T DA IR 3 R AR BH , a0 SRR A R T DUIE S X g B R Y, B S LA AR (A
2) SE R AR R

LR STAREA I EE ARG RN, HATRRE WA, 2ZERIIE K0 H W BAE, FEAGRS, A
FEAAZE, KRN Al L, R (b 2, SR A PGS B0 AN R R IR S AR
BRI R S B

5 mk H E AR e, BRI ZRAE AN, AM LR CNV EE 100%f5 H (E: 4M BLEF CNV
K AR | 10M #HATIRAE A XA, — iAo 10M CNV LI ESSU R RA, B B0 kB % &Ik AR
B, DAL AM EESRAS H S e AR L BE 1), 1-4M [ CNV 0] LLANFE R BB s s R4 B %
SIS X A], Rl g R ARRE  CELHE o 542 i) it ROAS DN 225 SR AN R (1) 8 73D, RIS &5 SR 1)
JR PR

T B AR U 45 A O ME— e PRIz W, (B0 B ATEAS [FB 0 T RAZ AN B A2 EAT 17 i@ A
W, LARATRE B B a2 7 .

AALA I T A A R Joi 48

TR R FH 0 R R TE A IR RE DN B i, e B A0 P 4 ) S G IR R I B A I R, AR
RS A S . A5

IOF F ek o 42 i« 2 1A L ok e 1 B P I s i, ZBRE 8 4% AAFE AR DNA B B 21 fe 2800 i &5 SR A i 2
BH  BH 5 2 i B9 BEAR R AN R IR DU P~ 6 10 75 SR o B WUREAMASIN run S0 3 #2230 4 99 o 44 Jof 42
st FRI ST o

MR FF AR TR 2L, P DA B E s F A s i, T i AR A gz, ldn: (1D B gn f 1 1)
A B IR AR B R AR R, RO E I TCAMIEYE DNA V5 5 ClnHAth N 5L Rl 241 DNA
RO () KT BSERM RS @ERRmEEmeisks, EY EErmA AR F s ERIAY
WHIFR, (3) FEARIBRGRTHIFRES: INAIREA barcode BARZEFH LAIX 43 A R4 A BV & A AN [5] FR) S0 28 5
(&) “PHESCE:  {EMFPRTEL pooling FI & IHN ARSI 57 SC 22 SR~ 180000 P SC R v (A2 70 A, ] LA
T I ST 2 7 385 Fr A A e PR PR

A5 Z WA R B 2k

12
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PR AMZ IR R A0 25 R B AERRPE . AR SR 287 ks 36 245 SR ) — SO 7 i o B B G . 7 )
JREVEN — R RS 7 R DA i B . R, R MEERAR.

A5 17 & i 1

H A b A S AR P S AR R 7 5B R 4 e HOR (Ilumina A 5] SERFE R A R ARER)
A SR AR (Thermo ARINARIE) . AP EH#AG % B R R IESE, AFEAE /N, EE, 3
Ko IBATI ) Bl P AR, Al B 25 A BRI R R 75 SR 36038 B 7 & HaE AT VA

ADb.2 ST KL AT S

AN T (R0 P~ 6 2 SR PRI A0 54 R SR A 78 73t BT A TR, 5 00 A 4 A 0t o2 P S A 3 7
HNAZE TR IR, Rl RATARILE . RS T i@ &N T kAl 225 5 — g 1%
FEAELTE LLS , AR5 Bt 0] Rl T F A ) e o A B A5 AR RN G (k4 DU RN T 2, (R IX B
T B AN F 2 AT PR P JVR I 40 A G e 3o 4 35 IR 4L 7 1 ok S BRI 7 5 P8 ) 4 2k DR 4 el e 0
ik .

SC PR A FEE PR 1 2 I o A I ) A e R P SR TR 4 s e PSSR A s oKl P SE- BOBUA Uiy
W PED; MFFHIF ARG, KA, KEEFIT W WP IIFEARSS, G P2 A A FH B3R A2
FEAR DS IR A T71E (Pooling)s SCRERIY BAIZlql; CREHEL & B INARE; FEAR DNA 25 F T
TR BEAE . W T RE, T e HIF e A R MR IR R IR, AR HA D B U T e
A

ST HEBENFHEARNE R, Ry G, SOEME., 5 SEEARE R R A N R REE
HMETE LA RESE A RE S, RN SO BRI AT IR e, B 5228 il A I SO AL S R O B A i T
3%.

AB.3 I ) Al By il

et AR B AR e MG BOHE 7 25 PR — e R, IR ORUE, 7 AR OBk, ARG FE R E R . TGS
PREG R G o5 FE IR IO N B (i 21 Sk 8 55 FER B — AP (AMIE T 1%), e AR
PR B Do I SR G R R 2R, WIsEIR R Bl N RIRE R E 7%, WoE & B s,
EIATIE R 2% b, %5 8 S FEAREEE &2 0T e S EUR P FER I R A, SANREAR I 78 55 X AMIK T
4%, FEAFEASEE R ERZEAMET M. HTFSWNFFEEREA—FE, FrLlAT® R reads W RE&H 2
S, (BRI R IR 5 R BB AR R

AL.A Far I () 9 BH A 75 2

SR FH A 2 DR 28 3 ) 2 A A R i 4 P 3 7= 470 DN (B ik ] ARSI 30 () DNA F BE A VR 2 Rk,
. JRAGHT DNAL 3 54 DNAL 70 His M e DNA. >k B 551 DNA 4.

LI AR AT I A AT IR BEFEAS DNA 15 Fr BOR/NEIALREE:, MRIEEARE SR B 5% 5 1
BRI BH R AT G 26 o AU L SR AR IR 2256 ] LR FH 7K AR AN B AN I TIG T4 i 55 22 PR B 4 i, 22k
LiIRRG AN DNA A1 F B v REFR A Al -

B 222 5 mT DICR F Y (050 B IE SRR 1E 5 B Lot ik 2B A0 RAEARSE, PHM 2%
it A IR FH G e 7 7K AR AR 4T 2R RE AR IR G T2 PR AR 25 22 Fh 28 700 4T fif o B 138 B — B BUR M
F i, PRS2 i R Qe ik R R AR ROZ R R 24 SR gLtk

EITERSH ST, AMSHRNARREH 22 408 PO 2 & Je ks B e 2w, s
W BOK/ANK T AM IRIBATE 228 o B 1) G ik S SRS HH 23R A 31 100%, 79 BEK/ANVINT45T 4M
{140 BH 1 2328 it o IO P e B A o LSRR H ek 21 30% LA F

AB5 AR H R

Il PR SEBR TAE Hr BERLTE R B W B 3-10 NMNIEFRZAM, M TANGR EAER M, RIS, 1
e FBI R ik & S AN VOHAT A, DRI A L 2 Ak PR S DV e 1 5 B2 080 258 AT B R A
B

13
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N T RCR A H AR e e AR SRR AR AR R 45 SR sg e, BT EIRX S H SR E T IRESH S, ol E
70%F1 30%#k & L BIREAS . 7T0% 5 kA AR A H 28R T-56 T 60%, 0% 57 5 fik A Ao Hi 28 oK 5%
T 30%.

A5.6 B

NESERFNME L M, NETEEWEZIaIR. ROTHRPRIVPN AR AEf AR, n—3rE . brifk %
BB REVE S, ITERXSENERESHEREL.

A6.Z it BB 7

HEEmAMEDETT R A T ZEIE AV T ARE

PSR SRR MK

IR KA R R

RYNE KB P BRJ7

HRFERTFFLRE XM AR

I DURR ST 2 A PR A= SR

14
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CRERRTE AT At A AR AR I & CRED ) A7 M v v 2 1 1
T I'f’Eﬁlr;R

1. fESKIR

bt NIA B RS EOR ) RIE A e, IRRR R BTG (A AR BB AR ARG CRIFR PGS) £E IR A 14
82 P BRI ™12, R I o kDR P AR 1 bR e S AR AR B A ARG L e 7 (M,
PR30 Pk A R R RN T 8 o I R AR A ARSI ) S T oK 2, (HL H AT I JEAH 9% 14 [ S e ok
PR LA G PERESR AR, DRAKRAETT AR IR BRE 2F o (5 560 il 24 i M B8 TR B T s s #E A 28
bR THR o S0 Oox) AL BHS SN xxx, BUHAFRGEN: “REAGEA TR AR IEE
ARG CUFFED 7o ARk RS iy o [ £ i 24 S G E W T e A, TRYIE R IE BRI ek . 5 DL
R S A IR AT il K2R R R B A IR A F] L AERH EY T S g8 iy dbsth O By 3%
WATER A7) AU DU AR DS B ARG IR A R SF AL R 2 5E . REEFA.

2. FEEGHIERE
ArriET AT AR AT G LA AR B AR A I T & (i) ATk hriE R 5, fEdL

ATE T ARHERL ST 2, BEXTPR R AN UE T =T 1T, &5 HE X ARHEEAT
TIRAE, ALK A - 3 TC136 Z A IAER B LI, IR 20 WIS IR 45 2R 72 ik
PRI A o HAIThRHE R B2, SE AR i A R

. iRERSIRNFBEREETERNR
1. trfESE RN

T BB R PR PGS KRR35, B (O BLIIEAT T BN B e € o IR i 7
IR, (R R TEG— ORI A LM A I G AR, IR T _E P SR 5 ded,
L2 T AR AL AT AT S . AT BRI S B TAR R R4

AR 5 Hs A GBIT 1.1-2009 ChRAENL TAESIUY oRs ERHEATHS - )52 BOARIE R i
BT R IR AT e P A B R IR £ IR BORHT KT . bt T R B B
i PV (RAG: BEECEIE G, BRI AT B AR R R,
e Y RS2 BRAR L

bR B AR B SO A2 BRI, ARERE AT,

15
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Ef. WAE SHE R AbrdEgm il RbE S T GBIT 1.1 ChrdEfb TAE T RFUbRHERf 2 I . AR
HEAEAR R BRI AR (K1 8 27 17 AH RSO LA S H AT T 3 L= S Ui BRI RE PG BERE, R4 Gk 22
R, e AR

2. AhRETERETR bR RS, X T SRR AR A AL R A SRR L .

X IRAT R R AR N I G (oA 48 A5 Ao TR S il &5 RAG AR EAT A VTAS 25 & BRI -1 &
BHORAIBAFAEA R G R VAN Fabn, Pl i BRI L A 22 4R bk PR B A AR L8 R VR 48 FR, A4
AT LI A A AN [F)~F- 6 B0 Al 25 R AT FE MR PR, DA A ) 2 7 i . S — R . X T
IR N G 0 B AR AR IR BT 5, 75 (RN 31— s 1y ot = AR R D 22K, A g e SN
— AN I VR AN BT % R SRR A AR IR o H AT RS b A 9 28 AR 5P & AR AR I SR 2 mp
AR (lumina A7 HREER A F AR M PR (Thermo A AR FANIIFT
B S BRIV IES R, ARG/ W K AT ) SR AR, Al 25 S BAA I
RIS F 75 SR 3 5 3& M1 & FEEAT P

ANTR] R0 5 ~F- SR U RS0 77 32 R0 S A S D7 AT BT AN [R] 550 e e 0 77 92 R xS FR) S
PRETTE R Z S T 7050 I R85 A N T A 4 L G

SC PR 1 7 v 2 N ) B LA L PR A A SR R 2 s e PR A (AR T SE 8-
MR IIFE PED: JFF (PP SR, KBERITT 1]s W R A hRAS, G hns i HoAtom HI I HR A0 hr s
FEARBE SCEE IR G777 (Pooling)s SCPERIY G4l CERSLZE IR : 4 DNA 2 5A T
PIGRIALPESE . AR TG, TG RO AN th RN R BRI R IR YE, R HAth 2D RS B vl e
A

ST H R R BRI PR R, RN SO TP SRR R R A N
WREREAM I UANRE 78 4G, S AT SRR R A R IMC R AT PR E

Qe PR B AR A B 8 55 B — TR, B RE, TR, AR R R v R 45
R AERA o T 2 AR A T 0 P AR A B0 0 R (i 21 5 e i) 7 5 A B — s KPR AR T 1%,
TrREARER G R A I B RS R R, WREh . NRURERGERS, Ed
B Az bRt

SR A 2 DR A e 38 0 R AE AU R I A 47 4 7 ) DNA BB mT LRSI 21 ) DNA Jr BEAE W 2
3, tn: JEAART DNA. TR JEAR DNA, B0 s i DNA. Sk 5 A5 DNA 5.

POER AR 7> BT IRAGEE A DNA IR, 7 BORNERA R, RIS B R E 2%

16
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sty 25 A% R R I R P52 o 300 SERE A 192528 i T DR 7 A Al 40 L RIS I = 40 45 22 A S 20 4
i, FRSMEAGA0AE) DNA S0 BB ReFE bRz Lo

B2 2% 5l mT DGR e AR5 H B REARANR . 1% B PR Lo ik 2B A 40 i RAEA B 3L
B AT LASY B S R A A, PR 2 T LR R e i e AR A R ARG T AR A S 2
TSI N E — e BRI IIE S, BIYES 2 b Qe i R B RE A B2 R B 24 SR g k.

I PR SR A B R RGN 8 W E 3-10 DMAMIRRE TR R AL, B TANIREE IR EAAAE R, RIS
LR, 1 e LU AR 5 0 AN R UGHEAT AR A, DRI i & B AR R A5 A ARG T AR 1 75 208 5 255 itk AT %
JEFIBEHE .

NHBARAIEENE, P E R HEAIRIR . NIRRT bR A IR, 5k
bt 22 B S R AT 4

FEACHE B A 5 2] SR E B TR 2016 AEAfE 1 PGS [ K ARE M I HE AR IR bR, 2 WIHLIKE) PGS
E XS i 45, BOE SRRV TR, A5 PR RN L R A R R B IR S5 T &
BTS2 a2, EEMEHNNAE, FBAadn & ki & a5 R E Ik LU 5 70 A kAT IAIE . 18
UEE RN BT G (AR AR R AR A I AR HE I RE A E A S B, FZACLT 3 AN BT PR : 1D
MRS — MRS 20 AN EA I & K R VAl s 3D AN A ARG I B2 ) - & 0 e &5 SR P
filic

FERARIRIA AL

1AM

) AR A RLAF A AP AL E (K ALK

b) WG RERE TR, WA S AaRONEE . BB RTINS SR, bR SIS, o

2.7 FE L

BTSRRI AN 3.0%.

AT R A ]

S B B ) 22 R e — L X RO A T M, R R AR T 4%.

4SBT G R

KA EZ S G S G225 GBS 5 ST, 5 BN KT 4aM 1
Btk 22 (0 87 P e o 5 SR L IA B 100%, 9 15 BOK/IVINT 25T AM RIBH IS5 ol J82 £
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Gt i i TR HE 264 5 30% LA L.

5. S H &R

KHEZZ% @S % S 2% 0 IS % S A, k) G I 45 84 B
P, AR H R EARE, FFE%EN 100%.

6. WA 1S A5

FHEFRSH ik GRS MR, R R 30%Hk A BE Ik A ARE AR H % Rk 5
30%LA L, HHXS L H 70%HK A AR AR HY 3 N A F) 60% LA L

7.EEME

5 P R — R B AT = R B AT S, TSR = YRS A AR AL A R RO B S

(7= SR R RV G S -5 N

=

&

9

FIEEHERES A TR BRI EESFROTREENSEY  BIETRZNRIELSR &

BILMFRBTRIE, “RNFEREBRH Y, SERIENENVE o BUHHANIILR :

=L RBEL IRIE) M. SRR . HRZFIOE. BUBMZTACR

I A 510 T AR\ T s A TR SO BT 262 RIS £ B R 10 5 Bt
KA. {1 T 6151 S0 88 7 S5 MR BT 5 A T A B A (R T AT (4 5%, T
R HEHEHA A e R IR O 5 BRI, % 5 RRR IR, ATTASR TR
e PRI A RO RE U BB B A L B0 . S PRI BRI KR R BIPES S S 03,
PHEBHREAE, BERSEREE%E, BIESRRRIEABA RN, KBRS HES
— A 553 R SRR BB AT PR 5 TR, o B kG s Bt A 6 LB T
PRI AR R TR B, APRERAR A BT e € A KIS (0 RRHE AT T .

AKFHEAEIE TS0 o0 S ST MR % 7 G0 AR b, SR RV R R SR . R
MRS, S ERGAE, PHSERGE%R. RAKSEREEE, BENSRIFEIE
B SRR 1) BEEANCE. W RUE KR, SERTES IR ORAKZ,
EIRAGNRIER. 2 BIESEREAE. PIESEREa%: LRGSR 2L R R
WX R R/ CNV BB IRE 77, RGN0 CNV BUEDRHER I, B 7RI, 10M L LR ONV
BYATER, TOHT AT AM B9 ONV BB BRI, 3) KIS AR Rebhl: PGS MSchtk it |
TIRRERIRIZ 5, SRR RSO R o, AR B ROH A — 2 078 3 U
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i CNV [t . 4) BEESHRTER: RIRURE FAERSHINER, FHAME S LR Rk &4
PRfR— A e, R & R s ha Il — € LB iR & k. 5) ERE: ABERAAIWERNE, M
ST A MBI

Xt T PO e b BAIRPMERI BOE, A HERAR IR R RIS R, B, Abr
A SEFR R SRR A R, SR8 B i e T 3R AR HE

WRRR R BT G A AR RS 2 = B LI R AR ST T, A2 50 = AR B LI SRR,
i R AR BRI e % 5 v U 2 LI T 3, AR IA™ 2%, NI RE RS 25 T 20t o A, BRI R
SRR, et s, B RIS MG .

VU SR B b e A S e AR HERIRR L, DA S BB AR FISRERAEACT (Xt LEF AL, 25500
BT ESME A FENLIAT B RS ELE DL -

A E B L BCA AR S B 7 b, fERRERDE LR T, 255 7GR Ak i i be i

i 5HRBUTIER . ERAMsRHITE E SRR R AR .

AEHESI T GBIT 29791.2 MRAMZITES T 4 FlERIRMMMERE () 58 2 55 LAk
SMZITRFIRT GBIT 191 B A# IS 7R R & P Fr it

N~ BRI BRI AR B 2 i AN A

p5

B AT AR HEAE Dy s AT AR o S AT AR HE R

AR HE R IR O HER RS AE, A, i TR R R BB A 7, D7k Rt D AT g
S RAERL S BORSR AR PR e, 38 R AE € 7 A AR HE A AL o N 225 2R e, RIS, Sl K S
AW dh, AR E PR RE . [ 2R i 2 i M B R DR M AR A T I o ¢ ),
A BT R SE i

I\ BAT AR AE R R AE A (BFRH LRI . FoRIE . I INESEA D

BWAEARITWARERAT G — AT ED, BN, EELRmE. A4 RS T,

Jus JRAEBUTAT AR E 21X

5

o AR P B

5
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