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L. —FERAFICT DNAREA I P 2 (5 B R T i, e

8 IS — e B S PE DT AR A DD 28— B DNAREAS P £ 1 0

TR 55— XUBEDNAREAS 5 — P 22 R 10 A IR 58 & Bl AT R FR R P i, DA P i
PRAC I RZ RS N 28 iR 26— SUBEDNARE AR o, £ FITad U] 1 A% 1R 3 DD 7 26 1 P9 A BCE
EZVIIREDA-V

XA AP QR R IC A BRI BT 58— XUBEDNAREAS (1 B 0 AT 2R PE AL s AT

B 52 55— OUBEDNARE AR 14 Jir 3k 370 A ) o 18 22 2D RS 45 B R 30 bp 22 1000bp Y PR
ANBCE 2 AP C I IR AR B

2 B ESR I Tk, o Frid WA BOE 2 s ic M2 1R 1 2 D — DS &b
HIR.

3 BRI EER T Trid , Foad 25 i 52 P 5 — RUBEDNARE AN AE S XUBEDNARE AR A (14 A 6
DL E, FIIR 55— XUEEDNARE A RYR T ik £ XUBEDNARE A

A BURVE R 31 732 o BITId 88— XUBEDNARE A 38 328 Y 4k M BT 32 XUBE DNARE A%
RIGH -

5. AN EOR T B ME— T T35, 05 - 3 FH P 515 7 P U0 1 A% R A DD fi 5 —
BEDNAREA TG 5 1 — DB AR AL H RIS A 2 JInd 55 — XUBEDNAREA  , £E H Jir
TR A% R N DI 7 A (R P A BCE 22 U0 1 A s A s 3 35 2 D PRSI A% H BRI i
55 T ONUBEDNARE A — B 2 BEAT 2 AL s LA TE 58— OUBEDNARE AR (4 Fiv ik 5 70 9 O TH3 A B
2RI H BRI XA B o

6. AU ZER LB AE — TR 7, Hoe 5 8 FInd P A BUSE 22 P o B A% 5 R X AL
B, SR A R D) R A DIBE I 2 OUEEDNAREAR B AR AR IC % R R A7 B
BEATEEEL

T RN ZR TS AT — TR J7i , 2 i P A BCSE 22 A 19 2% 1R ) AR G o2 B4
5+ 1 52 5T 58— UBEDNA R ZREAL B 70 A B 22 A ie A IR - TR (O RS

8. AN EOR T BME— TR J7 i, R PR e M AZ H RS N AT DAL i Ab B g% - D 1
i j1 5 =B 2 MU SOUAR G AZ IR A , Pk i IR 1% B #5 R AR IL AR
B HIR IS R OCHRICIBI 55 IR 5T OGRS ICH B8 = A IR LA S AT e
JEHR LD D R o

9. BURIEER 8K T3 12 , HLAFE R ik 5 — XUBEDNAREACHAT MG DL E — D a2 I
R AR LR BR (M A7 AE B X7 B

10 AU EERO Trik , Hodds A A5 I LD R AE REST T T W 206 A U 5 — A A Py
I P R0 A% H R IEK ZRE K » LB RE I IR 58— XUBEDNARE AR 22 /b — 382 (1 PP 31

UL ORI EER A AT U5 3, 38 B 5 A8 28 — P 51U e PR UT) U RZ IR N D06 08
G XUEEDNAREA AT, AT SIS A7 T 55— P ZS S PR R BR N DTl 7™ A2 10
PIANEE 22 T A R AR R B AH SR 1 U1 A7 s

12 BURFEER 1B A — TR 7 v, JE B EE T Brf e 10 b it I H IR A X7 &
RAFDNMEA P HIE B

13 B ER 1 A — TR 532, Fe b g bR it i T R4S N AL D) VA7 5 5 T Ak
502 R bR D A A F R FE A, i A% R 1 45 P D AR 26— I IR L 5 AR G VB I 55

2
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TR AR ICAICI S AT IR DA S A AR iC DI B DY A R

14 BUCRIEER 13RI 7735, F R AR ICIA PR ICIB ARt ¥ CRAR IE D H 1) 2 DT il . =
B VY Pl AR

15 BUFIER 130 77k, HerR 4T A7 55 55 = Rl B sE 22 Blbr 10 A2 BR e, 3 H AL o
FRICAA AR ICYIB AR ICYICRIFR ICHIDH B 22D =Rl AN F 1

16 BRI ELR 1310 7732, Ho A4 11 47 4 5 DY B 2 Rt (9 4% B ek, JF H v
FRICAA AR LB AR IC VI CRIFR ICAIDH 1) 2 2D PY Rl AS[F Y

17 AR ER 1A AVL AT AT — TR J5 15, H R R IE A% R A2 YRR L A R
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% 1% E R 1 A0

[0001]  AER I A E Br HiE H 2009411 H18H & bx H i 5 PCT/US2009/064996 201 157
H13H B BB 115 5200980154567 . 1 & B 0K “ 2 4% 5 B AR B AT 7 1) 43
ZEHE.

[0002]  FHZCHIE

[0003]  AHIEZER20084F11 H18H A K E HiENo.61/115, T04F9 L6, 1Bt 5%
B HATNBENNARSCU TR AE R B .

BR G
[0004] AN H IR 5 W0 Bi IR U SO 73— AR RIS o AR 28 S (R A IR 0 B R BR
Ao

EEEAR

[00058]  BHE S AEMH AR BE R, 00T DAAS W 38 0 43 # 22 F0RS i B2 SR 2 A B ke /N 1
FEARA T T2 () 0% o 1% I P IR — 040 52 B R0 e o M P 48 5 8 25 PR AR 1Y) B AR AR IX — A
WIBRE) o A R (I REAARRAR A& — L8 B 5 B IR 2R

[0006]  EARINA T AR L FREW N B 6 /NEA (physically small sample) HHHREL
HEGEE R AR A B2 IR T EANEZ B NEAR o 5 R E I BE 77
I, FEARH ARG P T BE 08 5 T 11 oy F B & B i /INEARSRAT ZE R A5 B 5 VA IR 9%
B EA TR WX T VAR R B B RTE AR BTE 2% 1000bp (1kb) FEIRE B 11115 ,
LR ETIERIMEE RS .

b SES

[0007] 2y Rixf B b Bk, ZER R B AR B Jede it T HT 2 — B AN EF 1
FFAEBURX A B 718, I Tk A8 43 Al S — A —Arie ¥ kAnic E MR A B
FFE A B EETAE M hrie iy TEREE D —NE SN T (constant
exon) [ FITR ARG WD) S5 — DX BTN 5 DL BOK BT AR ) 3R G kAT 4 Ak, FEH3 ik
A AR e M EE B 5 AR R AW BTk 58— X 4o n] B 4h . (alternative
exon) AFLE ANAFAE BT B BE R AR,

[0008]  7E 55 AT, AR B ERAL T 3R1F IS T DNAREAS [ 45 415 B T ik, A& i i
PR Y Z R AN VTG (nicking endonuclease) fff 55— XUEEDNARE A ™ A A7) [ 5 ffi—
A B2 A YRR L AZ T BRS N @ I Bk U7 1% 8. P U0 B 7 AR 0 AN B8R 2 AN B Ak
AL s KL ZR DR AN G B E AR TR I BT IR S — AN XUREDNARE A (1) — 3B 4 B AT Ze 1L 5
DA AR AN B 2 A b e PR AR 0 R % R P A A B

[0009] R4 T IRIF R TR AEME AN T INUE BRI G, RaSH R E 4467
T B — R Hehrin 7 A e PR IRE 5 B R IR E MR SIS A TR BRI R MR A
M5 — RO AR IC I 5 — 4B R (terminator nucleotide) \ ST 5 %t
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PRICYIRI S 2 B IR 53 58 =0 A 38 = 4 bR IR L LA e T SR DY ¢
AR 55 VY £ 1B AT R 45 s DL B0 B AR IR A M) 5 G gk AT 2o ML AN R S DA e 5
FTIR 58 —h1e 7 U SRR A AR TR 38 — K IR 58 &L IR W 3E =& I
TR 85 VU 2% IEAZ AT R B ILATAT 4 & RIAFAE B XA

[0010] AR BHILRAE T IRAG R TR AV R A M S5 BRI 7775, A AT
FEW5 U0 N DR b DL = AR S — U DA A Bk 85— B0 A 5 5 3 9 hnic
VAR B — 2B IR L ST 2R IR MBI 5 2 B IR 55 2 Ar1cICH 85 =
LALAZTH IR LA K S 9O AR e DI S5 VU 28 I AR IR H fik s LA KK BT SR XUBE A M 3R &)
AT 2R VAL R BEG DA 58 BT IR 35 — 2 IEAZ IR L 38 LI IR L 3R = & LI IR L BB DY &
IR R B AR AT A R A A7

[0011]  gE—B Mt 7 T84T 2 H %5 (multiplex hybridization) Wilil&, A&
BB ) 2 A REY s DL TR 24N R A8 e (1 2 D A B EZ IR R AR I
TR ARG 22 D> — AN IR AT IR I B 1

Bff 15 BA

[0012] =4 55 ] &5 & S ke 159 B2, mI A & MR L DA KT T 1) VR4l ol A 1 — 2 IO 3
N TR A AT R U B, A2 B B R T AR R s 0 PR SR T 5 s SR T, AR AN IR
THT A BARTE HEY DA B E o0, BTl b B A — 58 4 L A ok 2 il 7E B 1]
i,

[0013]  E1TAEIZR U6 8] 7 %F TNt. BstNBIY] 1A% B ) 71l 1) /E B 4t v 248 (mapping
statistics) , B R100bp G HEEe W 5 4 a1 IS RORS i R A 25 )

[0014] B IBEIZRULHH T % TNt . BspQI B 0 AZ B2 A UG 6 b e 1 B9 g v B8, 2 R
100bp ) 2743 #2800 T B T (140 6 1 B R0 78 5 55 2 M LRl

[0015] K& 1CH 7~ i B 1 5 A A RELS 1 P& (L6kb) AHEL , AHXSFE AR B 1 (1. 5kb) X T4
F A8 S BLAT SR A I 7

[0016] [ 2AHi%: T MAPT) L R 45 44 5

[0017]  E[2BF HH T 4FAE TMAPTEE R o () A4 A0 B I B AN Sh i+ (R AR A0 i+ o o Y]
#2) [T

[0018] PR 2CHE 7R i B 1 52 -T-RNAZ M i BT 42N 1R 68 40 1% 22 AR 1) S TR AL BV E L T 48 5
[0019]  EI2DEI7RULEH T 2 B K TEAE 7 &

[0020]  EI3EI 7R UL 1 T 003 B AR a6

[0021] P[44z 7 07 I S B — MG 5

[0022]  []5diee 7 HFUE T B 400 5 AN P E R

[0023] [E6E R T ZEMF T REEWMT =&

[0024]  [E|7AHE%: T B TAEEHSHRIMP A #4211 741bp PCRP=MIEEAL 24

[0025] P 7BEIZRULH] T FRICDNAZS FESIHR 00 Ak 2 Ak 5 BB 45 3L R =4~ (3)
Cy3 4Lkl 91 M BE 30nmA60nm, X 5 =4 (3) Cy 34Kt 2 [7]94bp A1 17 2bp ) #E 5§ B K I —
.

[0026]  E[8AHE%Z: 7 HITHIE B SHRIMPFISHRECH #E 22 [1) T41bp PCRy™ WA R4 s

5
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[0027] (8B 7~ Ui BH T A% ICDNA S F7E BRI R T 14 42 1Ak o () AR 45 SR —Cy 3—-Cy 554
2 (A B BE S 37 &= 5nm (FA A 32nm) F191 == 5nm (FiHH AN87nm) , LA K Cy3—Cy3%f 22 7] 1 BE 55
4956 == 3nm (FUHA58nm) (B4) , 7R T AF R — 20k

[0028]  [E|OHEL: T R ORY I AR 77 122 2 B 00 THagt AL 4 o 1) 46 A6 15 S5 B0 S 461 2k S PR o

[0029] K107t % 1 ZORRY AT IR AW T BALY) TR Z5 /045 B A8 e Tk AF
IR A PESK T 5 5

[0030] Pl 1L T BRI ATT AR BIPES T 5
[0031] [l 12415 T BRI ATT I AR BIPESE 7 %

BRI AER

[0032] i 5 TR RAS A S —F 43 BB B AR SE i I AH 4G A 228 R BRI IA , ] SR 5
IR AR A B o EEERARIX — R AR T 7E AR SR B ft R A/ B R 1 B B 5 R
MBS I BSOS IR E 2 Oy TG SE AR A AR SR T T 200 B 1, A
B 2 PR i B ZR AR I AR BH o A, 24 7 AL FE R B BRI EE R A5 ) A8 i B A5 e 5 R, BREE
78 BN 30 A RN, 1 WA & BAR S &1 A S B BuR L, m B T4 Ui
1951 2 FE 2 B A (A EAR SO I, R “2 AN B f R T — {4 Rk TERTE
N, 73— A7 RAAFEE N — MR E A/ B S — AR A, 3 i 5 A AT 1]
“O) RN AL T ADMELIS B ZE o Bk e e BT T 3 — AN S 7 8 - T A 1) Y[Rl 0
e E IR L A1

[0033]  ZEIRME, 9 1 TG M AD WL AE A STAS [ St 5 22 100 N 25 Hh B 0 (49 4R BH 1 it S 2
fiE, 3 AT LAAE BN S 7 R A 4 A AR o AH b, D 1 fRTVR RS L AE A SE Tl T ZR I A 2R
Fr ol 5 A 5 B I 45 PRRAIE , 38 AT 4 3 i M BCAEA AT 40 & A it o 1 EL, 51 BRI 96 B 1
{HAFZIEE W DA rE .

[0034]  AESE—ANSEHE T b, AR HRAE T — DB A B B A7 AEECEL 2 AR A7
BTV X T v IE B AR B B S — M AR e kb i E MR SRR I —
A 7 B, 45 Pk 55— F1 88 —hric A T 845 2 D —ANE N B ik YR S Yk
A DX AN o S8 5 15 FH 2 B iR 58— A8 AR e IR R 5 AR M R S i P
A — X g Al AR Ah B (BEAS B AE B mRNAH 8 70 58 ) A7 A BUASAFAE (B X7
BH) BLRER . (Frid MR A Y072 S5 mRNATLRME A& I DNA 5 XA DNA ] B AH: AR 45k
()38 18 Tl N 2 By M )

[0035] LSty S, Bk 55— RN bR e A R G 2 6 T YE Tz [0 5Ok A
& AT AR, HA ARG I Cy — 5 o o8 6 B 0T AR B ARG b A Tk Ui
SOV s ROCH AR ] W Bl http: //info.med.yale.edu/genetics/ward/tavi/
FISHdyes2.html . Bk bR ic4) ] LA B A FHIF 1) 5 6 (B 7] LA BA AN 1) 26

[0036] A FH2548 Bl ik 25— A K bR e W< M PR B 5 — DB A TR S B FIAFE/E VA
AEAE B 3 (B2 Frid A0 2 B AR A7 B 18 9B Rk, B S B T EMEEY
FEAR BRI —FNE e MRS 5 T A S B FREME A E—IX
A R AR A < T ) R 3 AT bl 35 o 008 B X AE MR S W AL S AR eI X 4

6
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AT 2R TEAL R 52 il AR IR B W B PEALAE S5 [ R FRIENo . 10/484,293 (T-20094F11 H9
HAB0 AT 7 e, il 228 AN BRI HTIrg B IR,

[0037] Pk g 7IK A& B ARG A AR AR PR s SR — Mg A B
[ B = Al AR AN B AR A ERSE— AIEE A B 1A PR B AT LU R

[0038] st ] G ] 2C S I BEAT UL , Bk B AE “F7 b i s 7 AR AR RSN R A
REV AZEI R SLi 7 2“2 fiss T HA R ARANE 7 2" AWM RS, rik ] 22 4h &
A I S BNZ AT A S B Cy 3MICy 5 4Lk} TR] 1) 1] b 2R B 3 0 (34:2bp) Skedsr M, FrikCy 3
HICy5YL R Fr ik [ Tl v BT 7~ B AT AR 40 B A MR A W A 43 HF 1 255bp

[0039]  [&]2BJ2 &/~ A7 7E T-MAPTRE [Rl vh (¥ B A1 i+ (R AR 40 B il it [l s ek ) R
SRR B 2ARERE HE I 7R 0B T AEMAPT RS PR A ] B8 HH B & FhBT 21 iz B v B, 41
2.3 A L0 A “RI AR SR+, FE AT BA-B AT LAS—AFAE TMAPT mRNAH

[0040] {3 FHI35 3 AT LAAT H 55 AR FRic 4y (S A8 b i i A% 5 IR) SR id 4 Hubm it AE M 5K
A E R = B R T 2 A B X R S bR ie ] R S Pl S — A kRl
YIAHIE ) e 6, Bn] A HE 5 8 — RS —hric ) BRI RS AN R 5 6 A - 28 Ja 1 A 3
B =FRC AR — R0 5 = ARl NS o R B A 5 AL TS = AR
YIRS —Fric < 18] 8 = hric PR EE —bric W) < (8] VB 35 1 A AR 40 . I AR B AT
FEIR R o Pk SR L Al H it — B 2 PRl P A 7

[0041] B2t XF BEHEAT T WoR AEARIE T “2+107 WISERE T R, AV R S AR B4 B
F2H10, Frik 4 767 T Frid VR &9 B ESE— M58 = DL A S =kt ONE &
A EH) 18] o A8 e AT 2 AT IR “2+107 S2t )7 58 B AR e < 18] 1 8RS 5 A8 1% B T v B
TN R SEE T R AR IR 2 1) B AT BB, SR B E IX L A B IR AR AE (B 7
H) o

[0042] BRIk FRic ¥ 18] )RR B R ISAR 0 T Fr it 72 1) A B S 0 &5 145 B 40 i
B LA BT PR ECE 2 MR B A R ZRAFEE M AE B, X A I 5 7 AN [ B £6. 28 't ]
(AR T AR 15 58 A ) o 5, SR T = ANREE (A A RS, IS A BT IR R T DA 4L -
TSR By R 45 A 1) e A 5 B R DL SR - 20 -2 B9 I R 456 1 PP FIAE 45 1 Foae A [F]
(1) o BRI, 58 FH 20 ] DA JE G W SR ETH FERE AR 255/ HE B B A ML DA B AR & 2 8] (1) AH A R
BIX 3 R T A AR (S B o

[0043]  [m] 3] F- 3R 4EFR il P St 181] , %o VR PR AR 3R AT Bl B 48 FH 2 e 08 - Je o B AR AT (1)
FHXT MR A R R4 2 1) (10 0 - SR 58 PR PR AR AE 0 R 0 T 22 5+ (1) RS8R 1 1R 17 91 3
I (appeal) BIGT CGEIEAEA FIFEA EHREF AR T RAESR) F(2) 7E25 7 FEA ol s
7% 5 (copy variation) F%E Gl HEEHRE/E—MEEAR L S — A LA R 45 B SRR
%)

[0044]  Fir ik b e 43 B A BERE FF 2930bp A2 £91000bp , {H B3 24 £930bp o G07E A S H e
W5 IR, VE 2 HAR (BISHRIMP \FTONA \ SHREC B A 43 AR AT 2238 L Mk A B2 2L S
BHIA) 88 7 L 43 A B 2 TR A A BN EE B AR 1E A

[0045]  FE 55— 7 1, AN K B AE T 3RS ¢ T DNAREA K &5 045 B 512 . 1X S 5 v id B A
FEATFH 7 51 e e U0 1R IR oA 058 585 — N XCREDNARE AR 7= A2 ) 101 XA “DT Ol & AR
FeAR A b 2 e, HoAT 3R 5 1 @iNew England Biolabs (www.neb.com) o

7
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[0046] P Ty il L LB A L ALY 1 LB A T3 1) 18 4 1
£ 0BS54 A AR P G D B 3 B 10 £
(ni ckage) FTIE A HTARE A K B FIA R EA U101 B A0 B R T
AT HOE 15 N AR YR G SRS S BT R AR A
P ELASRHEBEHE— 2 HE K0 26 LR I AR 45 0 T 75 2 P 00 959 P 0
SCHBFH AR T

10047] i 77 VSIS B LA 407 250 T BB T RO B8 55— BN AR
ARH— T4 HEAT B o — ELBRIZDNARE 2 P AL W B P BT TE BB I e 2R 9
A AR T SRR TR BRI R L W21 53 17

[0048] RS REf) 45 47 (D FEHE I/ SR SE 25 kbR A2 1O B HFIR A AHR (0 B 5 PR 26—
ATUBEDNARE A f— /B2 /25 5 I T2 T B 7 - 9 B 2 B o T
Fl R D TR U0 2 D FBECE T3 L DX 1 — B Ao ELI A AT
SIS DUHCIE 5000 DXk SR 4 T3 AR 0 060 B S5 00 R A L O b B
(B 55—/ SR AMAAL (ind v iduals) 9 55— /MEAR 0 b5 T IR 2E ) 3T L B
I RTTAE RS A T2 W TR L R L) B I

10049 5B 5 5 R T 1248 T AR & WA BT s B LR 4%
B9 B0 T 3% T XUREDNARE A% Y 0 55— SLBEDNA RE A ARAS (015 5., IS 35—
SEDNARE AR T i S TBEDNARE Ao R V8 AT RY A £ 2 RE AR SRR 10— 405 5
DK E1 B R FFI0 SRR 153) (AT bR 2 [ RO BE B T WA S5 e 2
P e DR A DU T AEIBE K B A AR S FIT S RS R 22T
B REAR TR 1 BT REA AR IZ IO 5 L0 T R AR G A7 IR R A 5
BB EI 3 AR X 51T«

[0050] g, P T B “BEA REAR 85— BEAR R — B AR S L A
FEAH S REA RO T R, DR T “REA” REAC L0 3 A3 —REAFTIEAT (0
B8 RIS RE) “BA REACHE £ 11 LA 5L/ SR LT R RIS A 0 B
1 8 T A S BT G 67 VAT ST 98 A B/ 0 35 2 1B M 2R
B A B A P S FFRAE B B O RIS .

10051 3 G R T 130, U (FE I S0R) T A0r T 258 WSADNAR A R 50 0
UL R 9 P 00 LA BORE BT AE AR S0 P8 2 B3 B 57
EHEAT | TR A L B T AR AR TR o DA77, 95 8 P
LA L AR TR 15 02 W 02 SR LB SRR K 2 T 0 AT PR R AL
R T 58 G A DUHUEE 5 81 B SR SR B R LD SRR T L T BLEAT
AL S AT SR S AT A6 T B ARE B RO PT bR Z B
BT EAIGEE BT B BRI A 10 0 0 BBl L TR 2 1 6 2
HERT HL ORI

10052] g BRI M1 4 P8¢ PS5 A 3o S 07 b A T
“ERAREA 0 1 1L 85 8 PR A8 T I 1 5 LR T 7 SR = LA L3
B LA 5 A “BEA (0 4 5 38 AR AR A7 L B 5 3 A —
B R E ) S0P DB 5 A1 F O FR AN 2 LR 5 G 6 P A A0

8
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R BT WAL T AT EA T SR RS TECEAE S AL “BEAT A V3 24 1l A 20 &R Th R EAT “BEA”
FEAS I 8 PRV

(00531 Jifr 3 U7 vis ml dek A4 « 3 FH P B S P 070 10 R 0 P DR 58— S XUBEDNARE A 7
YN R A A GRBRC R R RS N Hh i U1 VR A DD P AL R A BOE %2
ATIEAL Ak, XA F DA GO R0 B B RN i 55 A XUBEDNARE A — B 23t
ATEMEAL, IF B0 (BIIiE R BERD) PIANBCE 2 ie MER R C 2 B IR A XS L
[0054]  FRicWRiX LAt 07 B -RISE A5, m] (IR PIrd) FH T8 52 £ L XUBEDNARE AR h 55
— FIEE AUBEDNARE AR 2 8] () 5% 2% 5 i 8 — A2 A XUBEDNARE A HOR IR T i i = XU
DNAFEA o

(00551 fE— sy S v , (i FHAE R PN B 22 A GURb b 10 A A% IR X A o7 B 5 4
AL A R 570 10 A% 1R A DD £ 58— D XUBEDNARE AR 1 (9 AH [R] G bbb i) 2% 1 R 10 o B #EAT EE
B LA 7 ¥, 3 A3 AT LU B A AN RIS A R REAS B “S0B 7 X AE A i 10 iy
AN DA IR BENE e TELL B AEIZ I P, BEACOR B 320 E A B BLRC, HARE ZER R 970
ARTTERAT T A PR, 526 CIIREAR S Z 5 5 0 F AMIBI FEA AT 45 5 I An e, X
PR CIRIDNABR Z 125 5 [X 45k o 8 5 i A 38 R I — Bk X85 32 53 O AR B RFAIE
BRARE R, BURDRE S8 CHU 25 2R 5 S A H e 52 1 45 SR BEAT B AL LSS 3] 38 5% T 1% DNA
DX S A P A RS S RFAIE

[0056]  RRAL TR R TZIREV R EWIN PP A5 BRI A X BT kd B O B A
BB PR PRI IR AR B BREERIR AR A WA & X AR K 1
RS o R AR T SRR IR A WD IR S 0 5 5 SO AR DAR B — L RZ IR (B
4% Cy b I BRIENS) 5 T 2R IC B 5% 2 LI IR (Bl i A lexa 405 Hur
WE) S5 SOCARICICH) 5 =2 BT IR L L S 455 DO AR L DI 55 DU 25 I IR 1%
fi o SR J 5 3 6 P SRR R A D R A WD AT R LB 2 55 iR 5 — A e B e PER A
SBHI PR 5B — AR IR 55 2B IR B8 = 2 bR IR L 5 VU 2 B IR L BROHAT AT
A HIAFAE S E) -

[0057]  Prik 85— REF I 45 & /7 P& B AEA RO MR T IR H) o fE— B SK i Ty By, I H IR
K2R IC R A A R B AE LR ILT , A BUOE 2 M pRic M3t = — MO
Ko MR IR IIZE IR AU A S PR IR K P PR 5 PER BT AR B AT LA AT -BAS A 19
[0058] Pk 75 il il A4 4 I B 5 V= BB I B R LA A R B B D YA
POCHR LR 5 PNk PR IR B R SVl ik 58 — 45 G ey Rl bR L AL T 58— 45
EFBIS SR R 5 — B A AN I 58— 45 5 BRI 3T S R > A RS

(00591 AU, Frid 55 =255 Fr P L bR LA T 58— Z5 5 FP 215" Smi it JF A 55 — 8
AL A IS —Z5 5 PP FII S S KAl B PR S VU &5 5 e B I B B A T3 — 45
Fr 35" S A A I 58 =B AL AN I 30— 25 5 PP BN S I ol Al Jl iy, EL 365 .45
PP R BT GG TP A5 Bl 3 5 DU AU 7R I 22 58— &5 45 7 1
K137 S o A J 1) o 3K BE R AT & B 5 AR LA R 56T, LT BAT 588 — B A 5O
i

[0060] RSN ARRR Bl VRS, Brik 5 — KRB TR P 515" -CTAGC-3" o fE 55 M RITEFR
o AL T IR ERETS S I CHE R 25, SR IR TN IR BT U5 3, LR AT 3™ S T« 5 ~TAGCA-

9
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3 ;5 ~TAGCT-3 ;5 —TAGCG-3" ;5 ~TAGCC-3" 4R G X bR IRET 5 AR AWl , H.
T I AN @ > B U T R B AT REST {3 35 AT i AR 10 o7 B BRI ER 1356 T
AR ARSI PGB  BIREIX — SR IR 256 P KA 5bp AR 25 5
J7 538 B 1 42 100bp # K, H B3 B 4bp 22 6bp [

[0061]  Frik 75 50 & B AR WL R AR VDR A AT B LA T 5 5 R0 PR e
PREFAHAT I 88— 2 b AR AT IR L 3 B0 R 38 =2 bR 1R L SR Y 6 1B R  BOHAT
TG IAF AL U ED .

[0062] &I 112 Firik 77 V2 — AN BR il PESEHE 7 2 o Az B B o 3 35 Al A AN )
A PR — M IR S AR AR L & IR G FE Al AR <R P 4 S R
RABAZH RS B REDNALS & 1S F T AR AR SRS B IR A X 74 T RoR i
AFRICIN 2 B R AR RS, BTk s i M m] LA — 40 B o Bl Zs— A3 AN R] o 98 Ji5 5 38 ] 4
5 HE SRR AR DA T AAG B DA & 77 RO AL iR R BT -2 B B RS Sz 1 R v] LAl I 5%
PR AT — LS R R AR 5 IR Z R T LA TR (gap) (1+bps) , FTid A B
AT LA R A B AR L BRI 78, Ik 2 5 R B B n AR 10 o 16 n] i FHIE B Ok S5 R
Btz , Joh R BB ARG AR B R N o P RLAT RSO IR ET

[0063]  ff FHI3% P LAAE 58 BRIR BT 456 10 38— DMRFR LA AR R bRic iz B IR ES & L Ja » T
GRS AR BT AT 58 —ANMEER, 38 ANMEIR R E I A T E S — ME R B T E B .
il , 85— NMREF AT A AAGG T B, HARAT IR 45 & BIAR L M AZ B2 T 75 F — MEFE
th, 48 2 AT R DX — 13 B8 B A FIAGGT I 3R 4T , LU HRA5 b SC b BT ad (0 58 2 1
FEHE B

[0064]  7E 53— J7 I, AR WIHRAL 1 3RGR T IR EM R SV S0 E BTk X 57
IR HALSE (a) AR A S VIR R N IRl L A 2 DT DAL R (b) #%
BTk 2 /b FRASY) 0 A7 s 5 #8575 5 6 kR id A (B Cy 3) B SR — AT IR i s (o) B 21t & 11
B s (d) WU FTIR AR A WU 2 55— TR I AZ AL SO XA B s (o) 5 A
2D PATIAL A S ROEARIC B (B ANCy5) 15 i B B EAlAD () i 1 &1 58
TR TR o AT T M RO XURE A M IR S A E B AL R I AR AE B AL B

[0065] A A3 i 45 22 /D TN DT AL 5 5 4857 5 6 AR iC P C (B 1A T exa405) 1) 55 =% H
Pz B 250 B B8 =A% IR s (5) BRSROURE AR W SR S W DA 1 3 — A% B B A7 AE SR AT
B8 o Bk I AHE (k) K BTk 2 D AN DAL 5 5 357 58 AR 10 DI 5 DY A% 1 B 4
filr, (1) B 203 SRS VYRR s LA () HESXUREA ) IS W LA 58 58— 1% H R I A7 AE B
iR E DA

[0066]  DAIXFh7i%, ik U LV “ST 1 ik SUBERE A , 155 1 11 W 45 5 1 Az BAH 4B
Rz R m] H o SR FH & SN PR S8 — AR 10 I R R (W s wg) , FE0) Frik 2 3R
VAT 7 AT LU E fe 2R H IR A Be O 45 & LA AEMR 45 5 SR R T B H IR (IR
W IR AIR BRIEPS AR SR E R XA £ 5N T Ik e i b g — s, 8 H
& G B R H IR H RIS 5

[0067] 4R J&w] A R IHI (K 5 5% (B o (b) 2 (m) ) 3 49455 i 3 B 6% T b AN g A AH 2k 1)
PRICHIZ IR AKIRGE Z P HIE R

[0068]  Fir ik HEL G I 3 B 4 S — AN B2 A PR IC AZ BRI A XA B B AN ECE 2 A5

10
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ICRIREAR T 22 /D — 8 3 B 2R PR LA T 3% — 43 W o R i A0 FH 38 i e o7 T- WU AR R A
VI AL TR 2 P PR BUE 2 A bR I0 O AZ AT R 2 18] A BE 2 o 8% J5 P o FH 3 B B B ok 3R 15
RN IR e NI SIZ TN

[0069]  fE—2LAfh g Xrp i 3 ] P AR AT T 5 — ANV DT s b 1) 28 I A% B AH AT 1Y
IO S AT G BB IO A7 8 SR AR I AR 5 — TR 5T 5Ok
PRICHIBI B8 —AZ IR « S48 H R AR IR IO 38 =% AT IR LA B 5457 28 S An e D 5 7Y
% BR 2, I HRS AUBE A MR S VA i 5 N8 DAL i B N BIARIC AL TR
[0070] X W s T Bl 12v o amizEl s, PRSI B 955 -5 SUEEDNARE AR 45 6 1 72 e AT
AUty AR T T A e T 12 B R AN R SR O o AR S A IR SN AR IR A TR -
ZE TR, BRI A A 4 1 50 51N S A7 T A2 MFR AL X6f 1 RO DNABE (9 T45 4 o IR A A5 )
PREF (10 55 T A BRVEMAZ Y, BT ARRIC BRI A A S5 A AL v, B X RoRFE TN —
AMFRITRE 5B A RS A SN e YIRS OB L £ F R A% it A4k
Ik IC B RGBT AR IR R REAS , X A WD R A S AT U5 o S8 5 A BIT IR T3 VR WSR3
TG B T 55EE 7 7045 A IR EL , SR 5 T8 FH BT BRAE T H S AR AR SR TS
DA T3 — D RAE, I andG 56— FE AR EPANBUE 2 AN FR I0RER 2 8] B9 AR R 5 A [R] SOt
R LA A LA PR TE AR R B B B AT EE

[0071] AR EBHILRAL T I T-3#H7 2 B 228 R & X Bl & e e G B A HE 2 48
TREL BRI B B A AN R B SO AN R 808 3 A OB o B 30 B0 & B 4G
X THG 1K e e AE R AT TR ) DTN B T R AR B A bRt AR A DL S fd %2 /b
— AN FA LR AB T Ui B S o A — LSl 7y S, AT AR R AN B 24 Z- A BRE B A
i e PR AR 2 1) 1) FE B B R 2 1) R A X7

[0072]  ARYEIELL A, {8 F 3 ] A8 AR IC I A2 5 B KB 78 (populate) AHAT I I 47 s 2 7]
(K BEAN LR TR A DX 5 o 30 B AE BT IR U A7 a5 4 Db bl B i e e il o 7E R AT R, B & /0
—UERICIAZ B BRI A MR A W X S 5 5 R 2 bt R AZ A BRI X Sk 0 » SR, 3
AR T DL RIS X iU AL B,

[0073]  FriBseX $RAL M5 8, IR A A8 3 AT A 547 T Fid X3 A 1) 45 Pl 1t (1) 7%
T I AH L IBUR I ok BB S 2% DX 3 o 7 L e St 7 8 b, A0 FH 3 AT DA JE et o o7 T [X 7
M 5 X (B R AL R < 1) (1) 0 0 VP At = 15 I i s X - e LRS- 5 98 DL
AME B H RS RRRE o IR 0L, S5 R0 15 BT RS R X 2 kU4

[0074]  fE—LLsij Ty & rp i A Al B4 I VI OB G S AR SRR FHA
T DR IR XS AN 255 7 B o RAIX RV AT FH 3 P A RO R4S DU X O A B ek
D4R ER PRI X @2 AN X380 1P FE S

(00751 fgff Fi 3 340 W] JE 4 AE HE ST AT LI SO BRI BUT 5 — AN B AN TR RO R 5 2
FEXT LI A% BR IR RSk , LIS Y M i 2 AR MR A e AR 20— 85 17 31

[0076]  HBEMAHF

[0077] Rl HAR

[0078]  JLFMHE ARG DB DG SR T 20— AN ER X R EAR LR
43 FDNARIRNA S #r 1 SR KR #E T B30 Firish iR (9 92

[0079]  — Pl 5 B B AR BN EAT R KRS 7 6 A8 (FTONA) , A0, 14 4 A iR 2

11
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5 )7 5t S 1 6 AR G R 33N L2 6 B AT 8 A o 31X — 4 A A% O A2 Be 5 DA
1. SnmP)4E 8 K s AL FIONAT, FH T 98 o0 F R BRI RS A7 BN 2 /MR S

[0080]  IX—Hi AW K HIJGEE B 1 54 & 5 HEEE R (SHRIMP) , H BB DL &Y
10nmff] 53 #2253 F B A A R B 1) AH AR 6] FLONATU A fe B AN, FF R T 4
YRR 7 = e 3L 2 47 (SHREC) 1 77325 o FH 3 AT LA, 8, % — 2 4323 21 1 Onm g Cy 3 A1
Cyb e Bl AT S5 7 , Bk Yk} i) 3 432 75 40 DNASK) AR ot o 108 A {5 FH 22 B AL o6 2 T 4 S oA
(STORM) 75 1%, e e 4 35 o 7 530S o F 1 A A Tt o 6 1% Be R B 19 7 85 F4E (sparse
subset) BT [ 5 BREA S 5 P 0TS T Ao VP B A 4R KRS B P ) B A6 o

[o081]  JE:PRZH AR 7772

[0082] 25 #4748 S A6 NS A8 RE AN DL s 77 TS & R B 2L 00 /E o 1R B8 e o SR
T 1kbofH 2R E EAVR H B, K280 T8 J0#5 DA AR = (CNV's) | B R 4 J2 1 7 3%
(genome—wide approach) s A4 1] , LR HE AL A NS RE 2 [R5 5 558 B2 1) 22 S SR T A e [X
1, IR IR 5 VAR T A BRI 58 =05 5 AL B (5 8, ELIC A6 0P = - B 7 A 3 467
2, A A5 SNPRE 1] SEA%H IR LL B3k R 41 2% 5 (CGH) B 31 LA S BAC CGHISE: 371 #E Y ) 4 T4k
BEF -6 A2 T RIS/ ) T B R X e & R R DL AR & JEA —
AT FEAHM IR &5 A, BT X T 58 4 AH R A FE A2 itk o 31X — e PRI & 75 2Ed iR
TSRS I 7 V5 GIPCRATF T SHA i3 — 2P AIESE

[0083] S fEE]

[0084] [ BRI SR FHERAE T E A TR 45 WA 7 20 1m, T PR fEE 1 62
YETT, EANE 53 HELL 29 ~ Lkbp B8 52 1T (1) 8 7 1 e 77 b A PR 1Y) o Bl B8 v R VR L 2 2 ]
Tt HEAHRE /N T 100bp FIAFAE R SEI o 3E 11, 3% KK H R T FRATVE T R AR L A FE R 4 DNA 4y
S LA 1 B

[0085] A3 1) VIl 7 4 A& 2k T8 B U1 VA R N WD P 77 A6 ) A s BEAT B ic o LA T AN
SR AR U] R R N DTG R 1 380 77 A B R AN DRV A () L kb 3 I o 2 T S L (in
silico) AR, X A7) 1AL i 1K 43 #8V& 7240 L) 1000bp Y L 31X — BR B To ik Af
B4 1 27256 R A0 # o IR BRAIG T PR 4 % 5 {00 T P 2 B o A e

[0086]  — ANl P BN AT 7 M I 0 I AZ R A DR I IR 7 9 G ) LA B AN 2274
B PR BT o Bt Y Y I SRR N S 2 1 ok N 2622 3 N A1 1 T U7 17 A i TR
[0087]  FZEMENt.BstNBI (5HfIEIE FEGACTC) [ , BERE I AN AEFEN A A2, 1 X 10°4
Bz s, IX RN AEYTT 1 Z (AP35 91 . 5kb o 6 T BNt . BspQI (THfEE L P GCTCTTO) Sk vt , A1)
PA15KbpBEFFAI2. 2 X 10°AN T AL o S, {3 BT 38 SR8 3L 35 P (4 170 1 A7 ] DA P 4%
GG B (~1kbp) k3 FE H R EN AT BIREAZH — LU DAL sivk £ T 1%
Lkbp A P, 3 A 45 & AT 140 b Xk A [X 93 o 438 FH I T 2 7, AATTRT DA 23 0 5 o0 KA 1 o
R TS Y, X S 8T ZEDNA F B E—PEAE B P i Bk

[0088] R /RIDNATE B Hh ) 43 B

[0089]  THEALMER F T e T H wi A] ZRAF 1 U1 0 Bl AR AT IA 1) 06 27k I 3R 40 ] e
—EEIFIDNA T BRI E 47 L

[0090]  E1AE R T YRR A UIEEN . Bs tNBT (BHRIEIE FE) (1 45 5 4T 1000bp Y ) 24 43
UL, UE 2912% 18 R BE AT FISAN I 1 A7 s gtk — S5 51 o 55— J7 1D, 38 2100 bp #) 43 9%

12
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FJF,97% UL B Br R ME— 1 BRI sk T 2 R YE R, e oA
SEME— I Ak, FEACA 8T AL s BB 0 T 5 ATNFS ZE12kb I I BE CFI#ER) Bl %
S A BT A 27 FE DR 2 () R — PR E R

[0091]  EENt.BspQI (7HAEIE ) B9 U710 S (B 1B) Bom , 4 4 P 342 M 2 100bp, AAITER
an bl /s s RS AN Tkbp 2 PN EIN . BspQI U 147 3 B8 /0 o A8 FHIX Bty , 75 221348 1 4k
Nt.BstQI U] A7 s SR ME—HL 25 HIDNA v B, {H 2 A BE B9~ F 3 RST R 25120kb o FH T AE AT AfE H]
A T715 A BB U SR BIDNAK B P s = 3 4 1 U1 1 A7 s, BT DA AH 4 22 1 2 DR 2 X 3 (~
30%) ANREEI .

[0092]  FEANSZATART BN BRI G 29 G G0 R , ] %8 1) SR AR 47 I A R B I — oL 55 . 2
—, FE4 H I RS B 2 1 U 1 A7 s i), A R4 249 2 1 9C T-DNA v BUR G B o 45 i B X 2 1A
HME—ERIBE I K KRR T .

[0093] 55—, B AE 4 IR &, AR 4395k B wiAT DG J5E Rl 88 0 H I /IME 2 1 45
TR o B I » Fe e o PR B T RAT 1 I R GO R 450078

[0094]  BHIE EfHEE R

[0095] (& 1CH B T B A 150kbpdia AWM v By SEA] o 1 Dyt 22 il B ik i B () 1 38 OF:
DRI 3 o) 28 DR 2L A 4 AN A2 B EAT S5 1), P AT -S4 AN AH AR I 870 11 Az sl i 32 2 24
(contiguous set) - \APRIIG T  #12 , IX T ERIK (300kbp) 5 K 4H A B o X e HE A AT
FHPRAE I DNASR BUHURE SR A2 1 o AH > BA100bp R 733 28 , AATTRT LA AN B KT BT id 4 A4
() B, M) R S 1 A7 i 93 AT SR E — Sl 22 il v ik v B ) P 1

[0096] XfFr] AL 4H (alternative transcriptome) BiE &I FAEKE (profiling) K
[0097]  WIARCKHLAZ 78 TVEIEIBE 73R S0 I3 — PR 23 B A RNAK) AT AR B 452 o FERNA R A4 1)
B R, NS T RERR 2 HANE PR — A AUSEARNA o Bl ] AR BT X — i A
AN BRI 5 S A T ASFI I CARNA X S 8L T B 2 H R 5t Dise & A i
7] TR 7= A o a9 B s KEE B LA 1 (proteomic) B A1 22 121 22 DAA IR 2L
S R R ST o FE NSRB[RI A, ~T75% B9 N RBE DR R T nl AR B2 . AR N B4
25,0004 FE R L AH 2 BRI T AR BT AR L S A R R AL B A .

[0098] V22 JL R (1) ] A% B A A o) T 40 B A 40 2% 14 Bl A7 3 2 7 T 0, 4 4 o ) A 4 L O
TSR B A YoE thRem . O R I 5 1 BT 32 5 A RR e 76 9 1 & P sm A OC, Hosm it 9t
2 7NmRNALE SR AR 2 23 rp L A TE 5 2H 23 rp B At g T AR B4 e ] AR R T S A,
 (inclusion and inclusion) 59 (40 B 5 Fr 8K K E5 AL S 3T (CFTR) A1) . 3%
PEAIG, X SR AE AR T s B PR AR 4k o 5 — D7 R EE AR S T MAPTEE[A]) JMAP T
T B 5 A ARR TR A R s o b 1 il 9 0 ke v 0 7R 1 o TN 1O R B 4 3
BT MR AT PEOR —RARFTDP-1 TR e o

[0099]  ELFFK T V2 HARKEARNABIRAR K 55—, SERZH IR TR 2 MDA 51 2 4 H
TR ARG WU e DR B 42 AR AR S SR T, DAL M AE B B AR BRIR W — AN BRNASL S /N B
FIT CABE IR AR A I — AN BUAE A (BRSSP ) o BRI, XE DL S A AR — N RR e BT AR 4
WAL S EHERR T 2SN R T H AR R R AR A ] PR AR VR 2 R R DR S AR R P
[0100] 2%, SEIPCRA] LAIEE SRR BN — DI B FIEHCR A IS B H e 2 20 ™ 4%

13
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) R4 AR IE 5 DL R i AR O PR 1l 58 =, BT B0 N — AR R R O T8 w2 %
ISERE R, Bon] AT 2 i ] AR BT AR AR R I AR, B AT R B T A R A A, At K
RNARE AR SRVt BATT AT -5 10 B AR [R] 1) BR i o

[0101] A KR T H AR ARG B H 2 B — 5608 5 T m] A2 882 4h B
FIIAA RAEINTRAE T RN AEIUAE TR, ML A1 8 10 HEBR AT E
S, X ] G U e A T AR BERR

[0102]  JRE ] AR B0 T LBl A M R Ui il oy 2 A 2 B AR BRI — I R f o
77 LG & Pk o 8, B T8 = 58 K 19 7772k 2 ARNABY 28 4, BT DA T 784 R B B
B rp QAT T AT B AT AR BTN 2 FL D

[0103] & #E DUk AR e D27 R Al

[0104]  fE N4 E A FR R A RE M ARH R — A6, AT B HTREMEXER
MAPT) RG22 S TS 512, Fiad 225 RGN T30 1) 2R A RS G T DA e ae o b 1) il R o
Bk U2 LTI TR F 10 5 B SR T P IR AT MR W R FTDP-1 T R JE
[0105]  — 7RI PERNASC RS J5 %2 B 7n T 290 JMAPTHE W) i) =AM+ (2.3 DA &
10) A1 48 [y a] AF 842, A G -2 R0 A0 65 3 S0 B4 A8 — 8 o R, 3 m] AR BT A 72 AR S A
AN (IMAP TS 54 o FITIRMAP T : ) 45 74y o T &I 2A

[0106]  WIR T FrA /SRR BER AT AR B 42 H T/ (%2.2.10.2+10%%) , HEAM M EFIIKE
BN T B 2B ARG 22 4 HR A GR % 1] 5 A [F) 70 B AHIE R bR 104 o SR A0 2 17
BRI HE I, IS4 BT IR R AR 1E A 2 TR) ) BE B9 A DA -5 13 B AR T A SABAIR) 77 V28 %
FEABYRARAR

[0107] S 1 T RIX AN S 1 P 1 26 T A5, WU DU AN 0 B4 3 P S A% P IR R LA 43 il
HAHMNEAF1 (Cy3-4%) HMEFT (Cyb—40) AR EF11 (Cy5-4L) HMEF13 (Cy3-428) #4745 Mk
FAE W 2CH DAZRFIZL & 2K BT 7 o b i 42 2 TR) 14 2 28 P P T 28 A7 AE A A8 4k HL B ea 7
T (RN R—21~21-%8) N AR IR S MAEAE T 5, RAFH IR T R 5 T 2 EidtT.
[0108] {3121, fn FAT FHAHTE B9 PIAN B ta (] an g A LL) 5 DU RpAS [R] 3R B R hm i — A A
(R B2 ER] , AT 35 T HH S MAPT 3 PR AN [R) (1) FH T 38— s 2 R () e 7 971 o AT b B 2 1 71 ]
T XOFr e FE A, HAZBUE P B B FR 104 2 T R B e T 1205 o 0 IR I AR BT A 4
FEIXAS o DUREN b, A 20 = 16N ASR O B 5 31 LA TE R ) B Rk AR 2 i 16 A
[7i) 32 DR A9 B 70 4 o 2 SRA PRSP A [ SR A (K0 4 B0 i €2, U) T ) A 3] 7 4° = 65536 AN [ 3
XIS T A NI S (E120) .

[0109]  iX—77v%Y5 H AT A T & WRNABYHE ) RIBAEE B ARM A =N EZARH: () d@id
[ ) &2 1] BN e S A e B AT B, AATTRT DA SE (R — AN S s N 24 Rl AR BT 4 4F
BAZIPRFR (1) Fridf B T7 R BT R WA AMIA AT S0 ME BT A8 1k,
A AT B B AR I AE — ok AL AR SR R 3R Ak . (111) Ak 26 TR T7 280
P it i R 22 FEAG DN RE 77 o SEINAX RO AL 3 75 L2 iir B AT (1) 43 #3200t B o A% 40 0 22 T I AR
FA.

[0110] ST e A A oo Jo 2 1) 4 B DR 2L N 1 75 R

01111 AL A v %1 (HGP) 1 s THAR K2 & I3 oh TR A5 FAT AL B 30k Ak T
LTk 2 RS B 10 Sanger I v 7 22 2 1 B 9 N L R v I 32 77, Sanger I3

14
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/zajzl‘éETDNA{u}? I I = 4E, HE I800Q20 i 132 B K 5 H AT 8 B (1) 7= X,

[0112] 3 S 37 26 9 I 3 A ] 28 T I 75 4 7 A 2l i S AR K ) (ensemble
detection) B Ik 543 A U 1) U 13 o (R R AE S AR DU vh 75 22 2 S DNASE DL, BT AR it 72
HHIR) I8 A% 15 2 0 5 A TR R RNA BY B s X 8t 2K o B2 SRSl Ik 32— I 1) 0 P P B 0% [
W B AR AR TAE 2, {HE B BT F 0P8 (Bl iiHe Licos tSMS) B2 B & A& 50bpER A
T, IX I8 T PN SNP 2 (8] 1 Kbp Y~ 35185 5 o AL, 0 RIS A A 2E Sanger il vk — ¢, X8
PRI AL A5 5 0 5 A5 1A R FIRNA BY A5 1A S e AT X 28 “ R — A7 TP AR 3R 13 Ak
BF T L SEB  ER e 1Ok A DNAI FE K2 .

[0113]  Jdack 58 SR a3 A7 M 3 7 M) FH 28 T Rl B8 20 6 4 58 49 A SR B 8 AL B o I B 2
T8 o TR A AR B A B B ARSI (KLO0RAR) 158 S 4% BRI 4 3R (R 2%
A8 FE VAL TR BE A PR AR T AR T B DRI — IR R T R T A
JEFNRI B SR, TR R AN IR - A8 LT R T A AT B, iR T R AR AR AL AT IR
AIAEAE T4+ BRI E AR, AR B3R T IR K5 B

[0114]  E3E/R T HTIMFHEREM R —H7ES Jﬂﬁufﬂf‘ﬁém‘ﬁlimaﬂ% N
KRS M Z R AL IR s LA A B B A bR e 4% B 48 1k F 5 ZR PR AL SR BEDNA
a3 F BUE AT 43 s sDNATH) B 1 BUEEDNA 2[RI BE 51

[0115] B 4HAR 1 7 B PRI 1 S5 B2 KD 38 — MIE R o 7E 58— MG 3R 5, 33 STORMA B B AR
T R MEALDNA 10 S I AL A - B N A ARG BERARE AE N —NMESH, 7
AR BARIREFAGTCAAGTCT VAGTCG \ BA JZ AGTCTHE 51 N 3 2458 8 5 56 Wi 4w &t AH [F] (1) 7 B
F A A=A SRR AR R T8 ARG R A B N R 1L+ (E5) .

[0116]  WiX — i P2 N 2 H AT 1Y (F AR BRI bR 10 4) FE 77 A AL — AN B0 1)
BEHU R & P A (K6) o3 R T ia 575 U R A 58 5 T AR R BT 3 a2 M s I AR I 7R P o AR SC
w8 FH )68 2 A5 B R AL 5 SHRIMP , SHREC . STORM.

[0117] Lyt

[0118] T HK T B4+ /3 HE2 3k e Ar (SHREC) FAE A (1 1 B8 0 i 9 1 26 i
(SHRImP) 77 ¥2:k U & b B FIAK PR (Rayleigh Timit) Oof-T-A] WK Kt~ 250nm) S5 T
PR Z A PR S .

[0119] X FTR AN ARBATAH G fE B A k22 g8 71 B3 T 5—AJ7 1, Hasid 6
B 2 A B R0 JUASAS R BRSO G B R % G W 71593 9L TN EEES o 1R I S FHAEDNA
b ARE U DNA LE 11 55 TR A4 R AR 5% TR A3 e 04 () 3R D I, (S 45 BT IR DNAAE AT A% B o 2 7 il
T SHRIMP, A1 FH A P25 K il 32 DNAAS 22470, SR )5 7E 55 32nm  58nm . BA S 90nm/K) Cy 3 8] #F 5 AH
X R A7 B A75bp 172bp s BA A2 94bpAb s in =ANCy-3 (B 7B) .

[0120] 6 L 4T IR TAR . —ANPCRE|#H FICy 3765 dmbric , H 75— AN 51 4ES
I IR AL o FEPCRISL J 5 Cy 3115 SR 4 iZ BE A B MZ IR /1 VIR T AL , 31X 7= AR T SR DNA 4y
F o BT FrR BLEEDNA S, BT BEAT G i s B DA AEREAN R B A BLAL BINTE
TG KL AEIX—1E LT .5 I EL A Cy 30 AN S 4% 5 B2 73 I AE B — 3 94bp A1 256 bp Kb 4 44
L5 A AR — A AL T B A PR 1037 i JR A o R SR A AT e e
J& » HREAR AR A LA R OUBEDNA Y, LA Cy 342 kb F 4 S NFEREE AL s AL

[0121]  J43 EE 5 4 27nm . 6 Inm., LA £ 95nm, 55 B 7l 4R (140 BE S5 A AR A 16— 350vE R T [RJ s
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BUSHRIMPAISHREC, #4Cy5 & T2 A7 B 4b , HPRCy37E94bp i B A1 72bphr B 4k , Hor i I
MG R4 (dual-view imaging system) SRIE B NI E . Cy3-Cyokf Z [0 ¥ 2R £5 M 37
=+ 5nm (FHHEA A 32nm) F191 +5nm FRHA A87nm) , H Cy3—-Cy3Xt 2 [8) [ £E 25 A56 & 3nm (Fi A A
58nm) (8) o —FUPEM A .
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