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200

# 0 FE 5 4
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200

= REEOERNEERR

KATBHMERKANTBEA, GERRABAEF, ATEERNF O, T
HATIF 2 B BB, B E 50 75 b o sk &0 20 =, 5] FF R 35
18, 21. X. Y &K & AR m b 7~ 8l
WU W, B RN, BFEEE AR R E AN, K E SRR
B, FRMEWE R EFLN, NCS HKkERE, 3 XFHFHRE Sanger
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K]

LR ESRAREFRER"RELERRERER, #%RGHE o5,

2. F EH A TR I
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W, HIEE

KM 7= S B . ANETE AR STk kR S 5 T A B 1 3
(1) DEEUH (BEKRE. TEESS

RAEER IR EMETER BRI A OB HEEE ST 8 S BOR M,
AR E SR I R 5 BRI R S5 R A, HESRm P12 MEWISIT REWIEZ
PR . —AIF (Sanger WIF) VEAZER ST &inuE, BIGKRKESH.
R IHE . PR RS E ST R B HAR TR, FEEREEZE (ETHMIER
SRy R I S0 FE SR SR AR TEER .,

HEEAE BB E (NEX AR FESRED | IBRESHES (BEE
ARFLLTFIATE: WEEmGT; AT, BRI, BEamail;
PERIPHE . NIPT Al 901 s JLORAD, O 8 B X 25 R L0 5 A 44
WHZT8 S HGm EEM MR RN, MR HLA, BEEEHESE, &0
FA 5 ) 5 B PCR F1 AR AP PR I 25 SR 0AIE ) B 35 P AT B Cand B3 )
Sy U AN 128 e B S RS 7 P AW i 5 27 NS B S iy, SN
Ri T, REER ARG SRR, RIS TS L& T A, ok AR
FF (NGS) BaBM. EEISITEY A EERBEELHEHRMITIE, AR
I IR BB RS, VAT BUR, BERRIE IR, B REAN RN E
A, AR KR EE RS .
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OB ZER . [ = A BRI Z ABOAE, B A AT A A I () SR E
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LR RATATI L 2 AU TR DR 43 210 | A Y 093 S A TN 551 A 7 PR R 2 T 90 7
H o
(3) ZBrEMMaa P Y] (MR T A AN UK B ELE)
WRIEILEER T IZ RGO, £ R BB T 3 DR DRI Mg 2
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3.BETERNBMEARS N, I—FERNLEEN, RATHA
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AT 2 AT B Fr B A AL R, BR AT 60 B 40 5 20 0 FT ok o 5 B0 . FT T R 3B
GRAER, FAEFMFTRER, 13, 18, 21, X, Y £ BHK L EEHRE~ W
WEYWT, AR, R R AR R 2 E A, R T KR
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BT LER 1 AERFHE, FTHRETFIIALE:
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W, HEEY

KIEHE O =M LB RRTERME. SUrtE. ke TS 7 T (¥ 3 i 1A -
(1) DEMEPH (BHFRYE. TEESSE

MIEE R (“TINL” EWARTTREARID 1 CREAELRST R ) FBER U
WA SR SR EE I P BRI R 5 R, HESERm B 1 MEWISIT R AEYIEY
PR . —AIF (Sanger W) VEAZERE ST &AndE, RIGKRESH. #
ERTRE . IR B SV R B RART R, fraEx DEZE (BT R
B AP A L0 LI = B HIME) SHE I & MR AR MTEE R,

R ABERORTHE NEXE AR ZESRED | IBRESHES (B5E
ABRTEATIATE: MEEENAT: HARS: MERRES, BEmai;
FRRTIRE . NIPT ARSI UE; BrAE JLIRE, X I8 s WU 22 B8 T 5 >k
WHRIZHE T AYYRR R AE AR RIS E, MR HLA, BEREHES, Tn]
FT 520t & PCR AN Z AR5 FAil 45 R0 E D Ko v 3£ PAETH CAnfs vz
Ly AN 8 B S B e AWV 5 57 NS BN S iy SN
Rim, REEE TR FREAE. BT ES A TR, TEg A
J7 (NGS) TR, EESITGE ANEEREE L MBI E, Bk
BT EOR RS, IWIVRITRBUR, BERRIE ISR, T RE A R 1 4
G, BT KREBERS .
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OMLEE R AT H : 2 H 7 RARA 788 RFF . TR AR S
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B TR, SEE RS RIOTTM . 646 R &5 43 4 s
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Z, RM#En RN EEAR

XRAEBHEERERINBEA, GERAANTEAER, ATEERLNS M. 7T
FEAT M F 247 B A B AT LR, BV 1 B o 2 A R ok 40 7 2 e . FT B E
GxREE, FARAFRFLRER, 13, 18, 21. X, Y ek LA HRE~
WO W, mERAN, MEEAREKEEMORAEELN, fkE L XA
WM, FIEM YA R E AN, NS £ IEBE, I X FHAHF %W Sanger
MW7 7 B .
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M, WiEEH

KM O = G LB . AT GBriE . s v T A R A
(1) DLEMEYH] (BRI . TEEES)

RIEE K (AW EWMATTRRIRD 1 CREHEEE ST S SEEUE S,
IR ZER IR EE I 5 SR R S5 R, HEBBOm B #% . MEWISTT RAEWIEZ
Pl . —AIUFF (Sanger W7D VE ARSI &R, RIGHRESH . #t
FIRTHE . R e IR R B AR TR, FEERIERE (ETHMIRE
B DR A B0 SR 00 2 A B ) IR B R AR TSR

BB ABERBIIE NEZK BARFEESRED | EKEHETS (B4E
ARFUATIUATTE: MRELENaT; AAES; MERETS; BEmRAaN,
FRHTTRE . NIPT ACIUJE90IE; HrAe JLIRE, Lol 8 e s IR 366 IR T30 5 A4
WHZHE S RARmRBEY AR B e, M) HLA, EFEEHES, Em
FI7% )t %€ £ PCR A AN PP HOAS I 45 SRIAIE ) e A FE BA TR B Canfs 4ums v
BRI RS . R A SRR 7 EEE . —RINFEARE KK B
B, RERRAGN . FEHERIE. FISA TS AL mn& TR, ok =
FF (NGS) sE&BM. FERE TR N BB RMETE 2 MmN 7L, 8K
I AT BRI, MR T ROR, BERRB TR, b REARIA R4
prania, BT KREERS .

(2) AAEARMEUE G R R TIEM e R ML)

OQFEARSEHHH: HOF=RERRK (=1000 bp) .« HEMZE (=99.99%) F
B —BE T ERENTE RS, NHRESRFEAR (05 CHFEXER., =X
FEA) BB R IAS T, W R I RS Wit 4 SR T SR K PR R

@ Fram AR BT T #F F 7= & CO@id FDA. CE 25 BRiAiE, HEE i
WEFRIAT] (dn (Natured (NEJM) D JZIAW], REGREIETHSZ O
ARV BER o [ = e g BRI R Z AL BOAIE,  BOEA AT A A B[R] B8 IE

O ER R AT H: #0777 R TR RFIFEM . ST RBAR S
M 2%, Ao sE e EIAAMAE (4 PCR =14t 240 , B % & ER
FRE B AR SHe 1 T P AR AR

@I & EHTHARZEE=7RNEAE, BilEZ e LRBEST




FEMHE BT 40 A, 2 EFEE AR T3 A0 3 AR I . B 24 4 2%
TN RARAGI LA R 4 Y | 44 Yo o5 SR A A M0 48 1 A 2 FE ARl B3 5 o7
H o
(3) 2PV (MR T AHEET AT %)
WRIFILER T RGN, EMEFAREEBRT. #OER SRR N 2
W T BFaY, SEE R R T 0 G5 A TR & S 4 b 41
ALRE VAL, O RS M,
WA : BUHEIHE: 2000 4
BB 3000 o
WHEURN: 600 J5 7
A AR IR <14
(4 ENFZEMEEO R0 EEEREYE 8 1 FERBRKN, B3
OB E. FORaNEE 8 &/24 EAE, E/~/ R 418, #&T
VERREEAN Jdt O 7= o
QKM FELRA . AW FELL K >1000bp, FHF=7 #=800bp;
A F R R WEREEE, B RaMFskE. REER, BRE
0 FVET R H AILAE AN R HEAE S 1) 0 AR
Q@R Bt LT a8 (RE EWRERR MY 4-5 ) , $iE
TR, HIRE EAXREREAT SRR AT, RREE R S55 F HI B X
@R ERF & #E O 7= W E R B3R E ST 2800 MHERF & R M4 40 4,
TG R 8] A e PEAN e A P40 34 B I PR FH IR ; [ =7 IR E 10 B3k
HLERST ST MHIE R T & R AL, i PR Y6 B R Bk 172 32

A, ERXWRUERN (FEXFIHEE)

St b BF A  ERAGET
WhHF ABATH | TR TP, C12 %

DR 24 10T !ﬁf 0
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E: L EREF L RS AR LR Hmpi, LF, RO 1 LiEEE
K, BRAERR I ARRZ S 2O EF R,
2. E R G # T Rl B, RTERE, 250, &R
F, TR, B dbiE 3R AR IEE R,
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M 1
BURF R O 7= B E R BIER N

W IR

BRAR: B AW

TRER THEEMA: THTL+FER

*iE: DEAMER VErms

kp). Onety WHAER

—. EXFL
B iF B AL JEEARER
_ HEEHMN (—R | TEXWIE E
2 e I (A
TR RTE £ H ) AB (B A7) 200
B0 54 W OESTEALR (B A7)
FEEH M (—RNF) 200

Z. RO RN EERAR

FREAE RIS NBEA, GERAANRER, ATEERWNLF. T
FATIF 2T B B AR, B e 7 A R a0 JF SN R . R T R R
GxrFEE, FAFhELRER, 13, 18, 21, X, ¥V $64K % F R0 RE = ar
B W, WA R, AR A E AR AR R E RN, e 28 KA
A, R AN EERN, NGS HKAERIE, FHXFHHHRE Sanger
730 B AT

= ERAEK (BEEF 130

I PESAAEFR L RELEHRERER, #AFXGL D&,

K]

2. *F E 5 A Tk BN

3. A o E FAME R T HAT R G Y5

4. TR FHAT I AT R M 2t 0 AT LR A Y

Oy |g|o

b. B 4L M TLE % & XG#t 17 AHE B & B

BT LER 1 TAEFHE, TRETIIALE:

=] = [/ 2% 7= b 4 AF W (B4 7770

HEE A (—RMWF) 100-150
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W, HIEEH

R HE = S L ZEE . AT AR B 0k T S T T A AR
(1) B (BORKHE. TEESS)

RIEE K IR AT ERD F1 CREUELETT B0 ) SBUE I,
IR ER MR EEE F SRR SR A, HEShBmbifE . MEWSTT R AEYIES
P e, — AU (Sanger M) 1EREE ST HIGIRE, RIEKISE . &
FERIRE . IR RS B SO R B A TR, fFaERERZE (BT HMIGER
HRY RS =B HINEG) SHEM R SR HEARMIEER.

BB AEWEABIE CGER AR FESTE) | RRIZETS (B5E
ARTLLTFIVNTHE: FBsEEyaT: FARES: PR TRS, SEmim;
PERTIR A NIPT RIS 3040, Az JLOMAD s O M LB s JX G 268 R T 5 A4 4
WHZTE S BYRREREYAR RS E: R HLA, EREHSS%. &0
FI T35 52 & PCR AN AR AR 45 SRI0AIE ) Je A FE TAE TR CUnE 4L 1)
BYRIGERERE = TSR IR PR . — R TR R KK R
R, REEETRAAN . JRRIE. BT EE L& TR, Tk RN
7 (NGS) SEa&#M. HESITEE N BERMEE L BRRMITE, AR
B HIREAT R OIS, BEIYVEYT BUR, BRI RIER, Wb R ERMH RIZ
PraAE, SN REERS .

(2) Al HRMVH CEIF R AR SE R RS

OHEARSHFE: HOF=RHIERE (=1000 bp)  #EFHZER (=99.99%)
R —SE T HEERTERE, RHEERRNEAR (I cC FREXE. &8
30D B HT RIS, W I RS Wont 45 SR AT S 1 A R

@ EFrirAEA AT BT - #E 7= 5 B85t FDA. CE 5 EFRGE, HEHE R
W E BRI (an (Nature) (NEJM) O J73ZAFAT, REGFE/EIESZH O R
PRETESESR . =R & B SR ZAUBAE, A AT A 5 B (] 36 0E

OMER R RAETTH: # H7= RE TR AFEM . SRR A
R4, FIRgEN L = IAMAE (41 PCR =itk 240D , 1 E= % & 72
FRUIEMC AN R e A b AR TE R

@FF & EHTHaRZHEE=7RNENE, BAEiZ e LIRBEST
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REAHIE R &R 40 A4S, 2 EFEERR T 3L L A . R 24 4 26
F DR RARATI L 25 AL (R 43 200 | o o s T AR I 58 s R 7 ) DR 2 50
i o
(3) FrEMA IR (THMIER T AL LB
R EER T RGO, FEAH R BB T 3 ORI ik 2
R T RS, SHE R MOS0 55 AR K5 S 43 415
AR AV, #E D7 W AR T Mg &
WURR . PRI E: 2000 )
BHFE PR 3000 G
TN : 600 F3 7T
A AR IR <1 4
(4) ENFRZR MO0 EZEREN G811 MERBRK, B
O ER . % 0= mNEE 8 /24 Ak, Ef7/ RN 43, #&T
VEREE AR ik 7=
@ KMFFELREA . BRI FFESEK >1000bp, [E777 5 =800bp; i
PR, IR, ErEgallFekE. REER, BkE
G TV ot s S AN PR AR S O I Ak ) R
@AM EF= et LR T (R L E =7 1 4-5 48) , R
TR, HIRE EAREBET B AER AT, AR RS R I BIE LA .
O E R & 2 1  REE N SR EST 3 MHE R & WA 40 4,
T E R AR SE PEAN e B PR 2 B+ (0 I PR A R B6TE s 7272 R D 10 B3k
ST SRR MHIE R & S AL, I PRI Y B RS B Bk P2 32
%, %%%ﬁ%m(mﬁﬁ%l

02k B gk, RIS 4 13
Eses MEHILAE - RN W%%"l% (4 3 B
i, Wb by R BRASLL o
1SR S 1S 5T RB B TS %@é@ @%

K PRRVED TR KB VETB b BRKAE B
%W\@Kw%ﬁﬁ ) %ﬁ,@ge&z@ LN
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HBRMNRIR . \
A il DL A kA PARE
RO AR mi@%? -
@RS A BRI TR . CEF R TRAYE o
B &fr%: g PR E iy R 1A
25 W) RWE |, BRI ESZ G PR & a3

BAEE R4 F- :%a{ufﬁf

yob#e YA AH

E: L EREE LR S AR LR MR, LP, RO LiEEE
R, BRERD S ARLZZSZHER.
2. F R E#D FRe b2t RTHRRE, 2FE, XER
F, HTEN., BRI E AR BEARSIEE L,
3.BTERMBME 4ARSH, AI—FEANCEENW, LATHA
BERBIE, BEMBRFRBIEE L,



M 1

BURR M2t O 7= i R IER I,

WL RERE

R )

TRER THRBAL: | RiEBRETESH
KIE: OHEANWER WafFTkE
KAl Dt x ORAEX
—. EXER
B iF B AL IHREANRER
il T i HOFRMELSH (B4 F1)

AR (—RAFD

200

Z. RMB o RN EER®

KRBHEEREKANBA, SERRANLAEA, ATFEERNMH. 7
AT 247 B B AT R, BRI B0 5 5 4 5T ok 5 BV o YT HF B 35

BRFER, FAERFTRER, 13,

18, 21, X. Y R E&K % E A ik Foal

WEBNOWT, MATHARN, FRE 2R RO AR 2 E AR, o BOR 50T B
i, R EEXEERN, NGS HKiERIE, H X HAH A LM Sanger

M A0 7 B A

=, BEREY (GEELF 130

[

LHERAREFRAF RELEBEEZRER, HERXYHE D> &H,

2. ERE A TR R B

3. A [E BE S R T #EAT R Y 5

4.\, FAIR TR M O B AR

(g |o|od

b. A M IE % & Rt 0 M OB R &M

BT LEF 1 TEF G, FTHETFIIAE:

[E] 7= [l 25 7= s 4 A

WM (R4 7T

EH AT (—RIF)

100-150
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M. HiFE g

IR B . RRTEARME, ST, 2R M T T B i R
(1) BEMYH (BHEKRE. TIEES%)

RIGEZR UL EMETFR KD FI OB BT 5 ) SBEE ST,
AR ZE R ISR EE R F BB R S RLA , HEBBR b5 AME ST R AEYIE S
PR . —HIMF (Sanger M) TENZER ST &7, RIGKZW . &
IR E . WA S B SR R BB AT B, FEER TEZ (EITHMIGER
BRI R I Se a0 = A H MK SRR & R AR TEE R

B AR E nE XK B AR EESRED | IFREWHETS (B4E
ARTF LT IUATTTE: BEEEEGTT: A4S MERE TS, SR,
FERTIRE . NIPT AU S I0UE; BrAE JLIRET; O 00 I 2 e 08 JRURG: 225 B8 T30 00 55 Ak
WHIZTET; LGP R AP R e, MR HLA, EEEHS%, &y
FF 2ot B PCR A1 A Fr A I 45 SRIVIE ) Ko~ 35 P AT B (A& Yo 318D
PIRCRRE B . T SEME RO 7 808 . —RIF AR R KK, mEm it
R, REERBRN. FTERIE. RIESITEEENBETE, Tk AN
Fr (NGS) se# M. ZERE TR A BE R £ MM 5 ik, B3k
I BT EOR R2, IINRIT RBOR, BERRIEER, WD R BRI kK&
PraaE, IR REBEIRS .

(2) DAV IR TAERSER MR

OHEARZSHITE: #HAFRIERK (=1000 bp) . HEFZE (=99.99%) Fl
BE—BUE T B ERTEM RS, NHRESRFA (N GCHEXE. EX
FEBD) (A R EAR R, TR I R 12 Wt 45 SR P S (0 P2 A K

@ EFRFRAEN T T H : #1775 S8 FDA. CE 25 [ FRAE, HHHE R
WEFR T (4 (Nature) (NEJMY ) JZIAAT, REBREETE 52 05
HIREVEER o [ i Bk Z AUBOAE, S5 A AT A i 1R 36 0LE

O EAR AR T B0 R BRI . TR AT
R4, A4 BRI E I IRFE (W0 PCR P=#)4itb R 40 , THHE =& & R
FEBC AN A M A I b MR R

@I G @HTHARZHEFE=EFE, BiEiZTE LHREE




SMENHERAI G 40 4, R AFFEARIR T8 AL R E AN . A ys 2540 5%
FETRI ZRAAG I . WA TR B 73 B | A% Gl o TR o 0 568 1 PR S FH R} 220 90
Hi e
(3) ZUFIEMA IR Y] (MR TG BEAET LR TS
RAEIEFE R ROHEOL, EAHRRERBI T 2 D E ST RIN 2
WIR TS, S5 E ™ RS W T 00 45608 SR IR SR 4 415
RALEE VAL, FER= AT Mmis &,
AR A : BUHEA A &E: 2000 41
TIPSR 3000 JG
TTHER: 600 J3 7T
AR EISAERR: <1 4F
(4) EAFZEmEH#O> MmN FEEREUHE G 1 FERBRN, FUED
OfMEE. #O7=RAaNEE 8 E/24 Bk, Ef-r-R 48, #&T
VERER AN Foadk 1 7= o
@R FFELSEFEK . &ARNFELEAC=1000bp, EF=/= 5% =800bp;
AP FREER . MHEER, EF-R&llreki. REER HRFE
o3 TV R A0 R SR A R R T R
@R Bk L s (B LT E RN 4-5 ), $0E
TRy, HIbRE BN REHHT R AR T, AR 2 S R I E Xt .
@EERG & 2 05 ML E R D IR T 3R HE R & R R4 40 4,
B SRR A RS S A SR A M 2 I BT R I I R F SR AE s P 7= EC B 23k
PO T B HIE R & AR ELD>, I RS A Y B A Bt D P= 2.
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2006 % £ A 220
E: L EREFLEH S AR ER MR, B, LI LikEE
K, BREZXR S A RLZZZZ2HER,
2. FRp LT T ey B, RTHRAME, 25, iR
F, HATEN., BmIEIIEFRE BARBIEE L,
3. B THERRME LRSS, A—FERNCELEN, LETHa
WERIIE, BEMBRERLIEENL,




