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B, XWBIRSURIEL T E A RN, HMPFRBURMEAR T HBA R,
Kbt SES TG 5 BB, IR ITHE R AIE R Oy Be i) 64 T BB T 3R E 3 3
&8 R EIS FIBT 53 07 IE S B AP FEFN 5238 A THAL

(rTEeWiSshaFEr) —BREBLERSYS FERT KNS TLHH
ARITEFBIFLRRE, HPEHEZPEEN ITAERBMRL, FHEdP%E 8
FEBNANY5r T B OUIRHT R BT R, XREILPRBE B ATR
WS EE L TR T B SR B FE MBS

RN H BRI A H S Y A A TSR TR R R BT AR, &
IS TAE R BRI T 2R DT ST T IR IS SR, Xt SE SN S5 16
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MEE YRR AT RIMERAITR, ERGEMEERZEHRIT, ANZE
WM FKF BT REBEMREREER . NRBREHE, iR LEsiYstsEm
FRIEEHEIE— S et MBS MREERE T N EED %R,
Y R AT USRS A WAL B2 F R AR—73 Y0 T B Rk bl
ZHEA o BRI S Y B R OO FE R R M K QTL X4 E
fir, REBEMT. PRICHEIT . BEARBRMTEEARE S 2 F LB A%
YR, M TRREARITERIL R U R BB KRB 5 T8 MBI R
SR BRANIR FEAA X —ATH U AA R

BXBPHREFHR—EERVEYBARBREALRZNEFRILE, BE
HERESROUFIRBE “FEFRRNAESS FHREBREE” NETHRA,
R ERRH AT FZEA N “ ShRl AR Tl g 2 R F1ER
BEFHN” WEBRS . 2000 FELORME D E BRI 2R BMEEERE TS M
“973” WH “RlHYBET RS REKS TEYFEMBIE” (2000 ~2005
) R . MEEZFMRBEARSTHURT (2006 ~2011 4F) MBFTAE,
ST H B9 A SEREAN S8 A T BB B H A PRI ST

KBTS TR B T E B EEN I T ERH S TR B
HEE, BRIRT (A T2WS53YTERN) —BHRHKR. ZHAES
L4 BB LY TSR ERAMBRR AR, HHFEHNEBRIEEE
TWESERT LENZRBE, HEXHHHRESEESHRTEER S,
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REE ShY R AT NRATR, st i AR EARR, K
BT SR IEERENSIYEHEAR AN YREALHES THART 12
FHIG B—— o TEMB B, BRI T EMERA T ENEFRE A SR E
ERABYE MY EREEMGT . S0 FEMEEIE KT FRES
&5, BRI L EERB TR RBER K TR AR, 4ok EEd
SFEYFERBARTTE:, M DNA | RNA FIZE A BRI, 407 L E 15574
FHRBRE, WX RERIE NS E S, BRTEER E3i# 4 75
B HARIR 5> FOW R BT R SUAL FRE2h R BT, (HERWE M EE
R I FRAL F ORISR B, B A BEERFS I iR A SE B AR 224 sh R i
EE T AREZGBMRNER, FNER T F2MER MR AITEsE, 0T
BREMAE S, SR E MRS, TEREIYEERFR
B FRWT R MBTSURE . SERMEMIEH, RR “HFA—HR” WEEX
RETHTHEMRTEMEE, AH%5HERR “FE” R, HigEun
S SWTRBh Y53 T 8 R B A BB SN B ST IR R SR . 85— RSN 4
TIPSR SEAR I, METLREAR T LM R ER, B 50
NPT UWERESIYSTEMPMLHE, BRERE. N, 4. 2SETk
W EEZ GRS FERRAR A FERBIR BRI BEMRE, &S
RIS . BB S TR TR TR TS, TREAKLE
REEX 24 E R Sh P57 B Fh SR R BUR B A

FHHEERE TABEEEE R — BRI K F YRR B AR
WAYTAERE R EREHTRPAHR TAENRR, BRI RENIA A
FAERENEMOBIRSE; B RZRSEERMREER LMETR L SERN
BOBMB, BB BRI A R 3h S R AR

REAEET 1991 ~ 1997 4EFE YT EIFI BT R KBt (AR RKEKE) BK
BERSEEABMT BB, TR RO BSEE B B SISk YA
B, EUHE. KEUEER, ZARBIMEREESFRMNEITE, EREEEL
FARBIFE RIS BEA

EEHWOMRARTERBEENR TN LS, X BRI ESEREEE
EW LR TR AN, R, RHRRERS R TEERE L ERHR
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1978 4F, RFEEFEPERMUIB (Yuet Wai Kan) BFUFH DNA 43 T3
BARBRTIHPAT T HOE A A MR R 5 T2 0T, TPRE T 20 T2 Wil 5 5 LA s it
A, 1999 4E 11 A, HEWRKHEEF%S (The American Society for Investigative
Pathology) F14rTRF2 14 (The Association for Molecular Pathology) £ Hi kit
T The Journal of Molecular Diagnostics, PriEEIFT2HEARE KB I—T TR
BI2ER—4r F2 W% (molecular diagnostics) .,

—. STFCE S S HBARNE

S FUERAREARESLIBRER SRR EBLUNMA. BESTEBR
ARBIRETBOHER BB RR, FRA1E 20 4D 80 AU IR G MBS AL (polymer-
ase chain reaction, PCR) AR LAK 90 FFARH A N 20 11300 5 LA Sk
3hf DNA WIF, BESR . ERETESREBERAEY R FRAUEARK BB, 6
S FLE AR SR BTIE, 7E3h. YRS BTN A A2
THEEMNER, FBE TIPSR SNARR. 31922008 R 8o A OUs
FEEFELINTE, —BREESREMPEROEERXRR, AR, SN HER
STERIIRERE Y B, SFEREAERKS T2, BT ICER RN
FLWAREERER NS TN, “RRERARND T LW, AR (&
R/MEE) URARMERRSZXRANEE, FERASFRCRIrEfTages
o ZRANEEE (BEY. FEm) FIRMAMBRRAMEFEBFENTTE
Wio #RASMNEYR SR ERBRE RO TSR, WRIER G R
AR R KEE . WREAIEY “ ROURE KT 2R

ST LERER AL FEYRENBEAR T, Bl DNA | RNA MIEHEF4
YR FRIZMAERMF RS, SO TRIESTEHSEESEWNFTE, Hb
M DNA 7K AR 53T B iS5 AR 5 R R BT ¥R DNA 2T, I Tf%
T KB B A TS BT R 2T

STLBHARREUSFAYFE BB ER, SaHE%E. B15F. £YL
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. ¥, EYERFFNEARTE, BETAEKRNFBRRE, B
BT PR REMREE, ACTHEARAEERTEZ . WEERTEMER
A, MBEELHRENZL2E. AVCEBUERKHER, FE8RNERAHH
B, PR, RERRES.

S FEBT AR AT LR I AT LA F T

(1) BREL., £ K4F (DNA, RNA, EHR) HERW, HER
T EBTH

(2) REUEF . PCR BARBM RN REE XD 107°, BEK A HRIE
B 2EED T 5xnER’ PCR #X4M/KE,

(3) ¥r444E. DNA BEA (& Bh PCR i RBEEHERT (pg) KTEHERE
%, RNA BEARZEMT (pg) KF, BOFRHEAEZR (mg) K¥.

(4) ERHK, S THRITRESMIMBNESE, XEEEDH, #4%
TEEBFRKEB, FIFTERERNEE.

(5) LR, ST A{LEEX ZREL B EE RN, EEH
FEREFEBBRHEORSE, W RNA, BARKEXGR,

(6) BAETNME, HTELEHEARARNTLLE D LRI RO ERER,
YV BEXT R FBLG B BT UERR TIIL, 40 H A AT 5% A SR B L S T

AT FIL Wi AR B X SR AT T E AR K R A BT R A B R R R
HTFTEHE,

Z. AFEHBRARNERGESEARER

STFEEHEARPMUBRTFEALEENMNE, BN EaPESEEsE +2
IRERIRLRAZ . B EAER SRR AR RARIRA TS K EFNABTFREA, 57
FLWiH AR O R A AR S IR 5T B S 16 BR AN AR 12 SRR

STFLEBEROERRBEH T =AEEE.

45— A BRAE 20 142 40 ~80 AEAR, EEFF DNA S THRBAREGM
HIVEK B ZSH (RFLP) ATREATRIAFIOWT, R SLRER S 1 4 2 B 4
PR I3 B 43 T2 T EAR Bt X — B B 0 R B R s X — IS R 22 3
BRI REYE ZATIMEMNBEEZEERN/NDESESTER, GBkE
DNA $#8UMTHAR, BRSTRIHEM R TEEERNE, AHEEHEAR
[BEAS DNA, SCHrsRfE A TR Z AR RFC, BERIBRED, X8
BEATUEEANEST B, FTRMKNEEAN DNA, Fit, X—HHMNTT
LW AR DNA 247,

5 ANBYBRTE 1985 4E S ERME R Mullis %% B] PCR R BUOR KR K L
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PCR 2K #1 B 3k DNA MR AR A 40 Fi2 8t AR . PCR $oR HR & i
BRYERE AT 7R B ] N SE R EE DNA PRI KB ¥, WMEE T LIEMR TR S
KBRS B DNA RS, PCR £oR DIHBRIERIME ., . 4. REE
H R S IS N F A F AW R PR R S IR, DL PCR R g 2L
frde i T2 R ETEREN WS B, iS55 B4 a8 R
R 245 PCR-RFLP, R4 PCR =¥y ay43 JC & B B iy S5 A 2 P %7 7 & PCR
(allele specific PCR, AS-PCR), FKH#EHEN Ik P47 T HI R AR M Al 2 R AE 1Y)
PCR-SSCP., PCR-DSCP. PCR-HA. PCR-ddf. PCR-DGGE. PCR-TGGE %4, BT
Kt L2 L4 PCR-STR (simple tandem repeat, STR), %~ PCR X456
£ PCR, #%F mRNA ¥3%5- 47 RT-PCR, & PCR, LI PCR £ ARFME &
BB ARG SRR PCR %,

BE=ARBHESR 20 {40 90 FEACEFE RIS LIS (B
A, BARSHAALURR) B SRRNRERSEER, GFEENARE
MR RAFEEE. AL SNP Ml AR . RNA EBAOHHEAR. BHMK
AT AR T EAEMTEARS, FEARTRE A TR LS8 A I ThRE A
HLBFFTRH AR, ShIFERA N FErERSEER, SIsiie R B sEm Al
BHEMZE, BREYEBEIRNTRABIIREEE AP NEMURHE, £WE8%
ST R PERER A . BRd 2. BHRAY. RBHESPTIRARTNIEME,
SRR, BN TREHARERME T RSN EMEE A I HERRE, %
BIREX, HHEARER. BER. HIMLEYHASFEeHiBRE B FH L,

BTFLEHHERNKRBFBRERT 2 F LW AR KB 5T K g A &P1 1 DNA &
Mok BB DNA, RNA, BHRESSEY KR FEIE. EBWEREKSE; 4F
LW R AR TS AR 4y F232 . PCREB—-FHE L AFIHRERAEER.
EEARERGEELRTE; S TLEHNLENRAARE DK A R FHEA .
ERE . ARG R, ZRARSTANSE; TS8R RLRITERE MR
HLREAS . TIREEMEE ML (MAKBLRMIL RN . R 4
RIS HORFIS B /MER) BRBAIE A (ME. BE. Z2R40) . REE
BEE (WERETE. BHEER, BHEFERMEN=BHERE) W2
Wi, B 1-1 845 T s FRRIMBIR T s 5 EEMN A IR

2008 4F 10 A 30 HEE () ZEiFskHA “50 MEREENENA” +,
%K 23andMe A FH “/~ A DNA SR %" (personal genome service) L JEFE
¥, Mk 2008 AAEEFBERH, 23andMe AT “/MA DNA WHIRE” ML
PARLE DS K XE 55 74~ SNP JE174r Tiglr, @i/ 4rxd 100 20
BORBLHEAR AT VEAY , AD3E 30 TEM AR (clinical report) F1 86 T ¥ 75 e e



‘4 FFLHEIWHTER

4 RO
sEl . (
99 | [ gaga | | B ﬁ?i%ﬁﬁ?&> [ sremm |
5
[ s f
L [ )
e

E1-1 Yo FelnsRTkSNA

B (research report) (ITEAEIRE (www. 23andme. com ) , R 7 3538 A Jol 2% YL
FABFLEAREA, BRI 2 ALK 399 £56. BRi4Ek DNA Wi AR 55 692 5l
REHER, WRIERTEREEm, RAGERKEE, MABRRE NS T 28
EER—R BB %, Bt — PP H AR (next- generation sequencing,
NGS) #yHiBL, A& AW 7 AL 2 E AR EMF A (deep sequen-
cing technology) & BB IF—ICBIMFH AR, 2006 4ELIE LA Roche (454) GSFLX
Sequencer., Ilumina genome analyzer (Solexa). Applied Biosystems SOLiD Sequen-
cer. HeliScope Sequencer {tEHIF — R F AR LU, FERE. BWHERE.
WA EEE SR RGE T E AN FRIRY, WP AREHRFE 1000 XTh H
FRHe AR K HUAR P IE S 4 T8 e PN IR R AU RL A SR B RO K R P AT
W, SFIoWrE AR BB FI R AR R 2 K R,

BN SYERRARFKAER

—. HPEFRAUFHER

1990 4E, A3 M43+ % (human genome project, HGP) 4T J33; 2000
, AEXERATABEEATFRE, ARREARKEAN 0 ZMBEMN. A
26 0008 11 R4S ILIE . SNP HE 2y 300 7745 2003 48, AKERA TR
FAL S ENEsT . EAREEAWRIKHEHT, REMKESRXEXMBX S
YyE13T AR SR B 4838 . 2002 4F CSTBL/6] /MRS RERAWFER, H
¥E 25 2N, 945 25 000 ANEE RSN, SNP HEE /34 4 2004
ERRERAN TR, B 28 ZAWES, A4 25 000 MEHR&SMEN,
SNP $rihik 30 F4~; 2004 AFBUREREAMF 2R, HERAKELN 24 210
BN}, A7 28 000 NRARFGEE, SNP BBRZED 170 HA, FFRSMWHERAT
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RBELEREIF, #HA2l #HefE, XE, KB, AIFSERNAREREREYME
RATTRIZ50, WMTRERNERATE. B, £, B, 5. A%YKeER
HMWFHR, ARTERSEFRAH, PR T REBER. BRiC 2N,
4. B, . . . REERZGRHIYKERAFIINE, R¥E. KEHF]
M EAE#ST . NERAEEERBRIDRIREER, HIENEM @7
BREARER NS Y E MR EMERE., MREREGLF (R) HFH
EHBEERBMERESE. £ 1-1 T3 T FRZEGIYERANTF 55 RIERL
®1-1 FERFIVERANFETHRHER

FERARKAE

~ RIBEREYE  WFEHE
Yk WIFFshy /bp (P SNP ¥ WYL
1) (rtE))  (E®mE)
- whole- genome
¥EF HYERIY (He- 2.91x10° 20 648
h BA :
(Bos taurus)  reford) (Braud.0)  (2009) ?7otg|1 lxn/) C 2200000 BCM-HGSC
6 4 & Fh ( Rom- AgR ”
ney ., Texel | Scottish o whole- genome
2 E S Blacl Maing, 2 78 %10 — hoteun/ 504 681 BCM- HGSC
(Ovis aries) Hl‘fm‘ m‘*ﬁ (OARLO)  (2008) '3 f‘; / CSIRO/ Univ-
0 . er-sity of Otago
Awassi ) FUIAE
minimal tile-
1% HEMAL B 2.26x10° 12678  path BAC by )
115 572 s In
(8us scrofa)  (Duroc) (Sserofa®)  (2009)  BAC anger [nstitute
(6x)
5 A5 & (Er-
iﬁjﬂn\ D;mf: 2.1x10° - “g“:le_gemme Sino-Danish Pig
N - L1 x shotgun .
shirer;(:]e Haxz;s- (2005) (0. g; %) Genome Project
hire) f4 MR
= BE MR BE M D 2.47x10° 17254 whole-genome
(Equus cab- o = bred) FoaCab2)  (2009)  Shoeun/BAC 1 500 000 BI/MIT
allas) (Thoroughbred)  (EquCab 2) (6.8 %)
2N T )
Z&F i ( Cinnamon) #J 2.64 x10° 13 271 W}:l l:le fenome . Agencourt Bio-
( )w BRI EE (CAT)  (2007) 5(105171 0 science/BI
tus .
I ( Abyssinian)
hole-
(ﬁb ol M Thorbeckexi 2.67 x10° 14 346 i;;femme . BL/MIT
ryciolagus I
cuniculus) FHiXH% (OryCun2.0)  (2009) (7,48 %)
fa 4,2 Tasha Ky HE s whole- genome
2.38 x10 15 900
is fa- y - hotgun/BAC 2 544 508 BL/MIT
( Canis fa- #RIWR (Box- 0 w2 0) (2005) O
miliaris) er) (7.6 x)
4 & Shadow HYJ 2.3 x10° ~ 18 473 ~  whole-genome
EHWFR 2 47 %10° 24 567 shotgun NHGRL/BI
. X

(Poodle) (2003) (1.5x)




6 HTFEHSFHMWETFEM
sk
HREAKE
st Wsy  op (p PORREC WEE gewm mmem
(b)) ()
A
p whole- genome
1. 05 x 10° 16 450
l( uf;zllus gal-  WEMELT JE (WASHUG2) (2004) ?l;otgu:/) BAC 2 800 000 WUGSC
- Virginia Bioin-
KB formatics Insti-
, 1. 08 x 10° 11145  BAC/other large
( Oryctolagus  BE 45 W K (UMD2) (2009) clone shotgun 11 287 tute./ USDA. Be-
gallopavo) Itsville/ Univer-

sity of Maryland

WUGSC, Washington University Genome Sequencing Center, http: //genome. wustl. edu

Sanger Institute, http: //www. sanger. ac. uk/Projects/S_ scrofa/

BCM- HGSC: Baylor College of Medicine
www. hgsc. bem. tme. edu/project- species- x- organisms. hgsc

BL/MIT: http: //www. broadinstitute. org/mammals/

X B R A B

http: //genome. wustl. edu/genomes/ view/

http; //www. ensembl. org/Gallus_ gallus/Info/Index/

iy B R £ R

http; //www. broadinstitute. org/mammals/dog

The

Human Genome

http: //www. ncbi. nlm. nih. gov/nuccore/367967397 report = genbank

http: //www. ensembl. org/Canis_ familiaris/Info/Index/

AR B
http: //genomes. arc. georgetown. edu/bovine/

Sequencing Center, http; //

http: //www. hgsc. bem. tme. edu/project-species- m- AnalysisBovine. hgsc? pageLocation = Bovine

hitp; //www. ensembl. org/Bos_ taurus/Info/Index/
DR

http: //www. broadinstitute. org/mammals/horse

http: //www. ensembl. org/Equus_ caballus/Info/Index

HEEARARE.

hup; //www. piggenome. org/

hitp: //www. sanger. ac. uk/Projects/S_ scrofa/
http: //www. ensembl. org/Sus_ scrofa/Info/In
HEREABIEE .

http: //www. sheephapmap. org/

hitp: //www. livestockgenomics. csiro. au/sheep/
https; //isgedata. agresearch. co. nz/

B R A AR

hitp: //www. ensembl. org/Felis_ catus/Info/Index/
REEFERIRE .

http; //www. ensembl. org/Oryctolagus_ cuniculus/Info/Index
http: //www. broadinstitute. org/science/projects/mammals- - models/rabbit/ rabbit- genome- sequencing- project

P 2espiit &)

hitp: //www. ensembl. org/Meleagris_ gallopavo/Info/Index/



