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1. QZIRHH Z2H EQ|

AAY

IE
A F39] ABE HF3 DNAY o|FuA T
Z7F %A old AME HAE H ABPAE
9 EE FAYRE FHE AL AWHe

Seolth ABAT AAD Qe $AE =
g EE DNAE § "olA %i 7} (gene)ot
A A} (chromosome)2] FAo}¢l “F7 A (genome)”
B FEr AT fFAAE EF fHsiAg
T Wgs AlFo] uiz ULHAA ZzAE
(Human Genome Project; HGP)” o] c}.

ARFAA ZAEE 19859 0T oiRE
(Department of Energy, DOE)7} A|Z&§ W “¢17t9]
#24 Eddols Aaehe
for Detecting Heritable Mutations in Human Beings)”
e RIMERE fdadt o HuMe o
TE diAdes 2= Adsn, 284, §
71380 AF gle] 71EY] WyTozE 3]
4 AV dokn AAFOZN ALHAA
zZzAeests A4e WA e A7 "o
1986'd oL 2| %= Santa Feol M ZA|3)9)E Fol
N AZgAA ZAEY Ad F5Ae s
Aok 2 AT 20 AA7bsse 4B 7
ol dZe] @ ZHolgte HlE ofdo] Uk
¥y 1 Z2AEE A#sle Ad uid 39
BT ALtk ARAA 3x100bp F LPHE
FAAE o 2% @Ei 011”5121“131 a8A &

1953 A2 Skay T@A|A FE o] o3ty
£ 7+
17}

71%E (Technologies

p_s};ﬂ 047]1— Jrz}aE Al%u,
ZE #AAE ZUHE 449 7%
7} 493 olEed $4 1 RE 4749

FH pEstEe ded AES dA7E 298t
7 @9 AR 4] U THAE BT
2 HE #RAER AT e E%é AR o
UARE 19870 “QIZMFAA AY Fxo] &
3+ B34 (Report on the Human Genome Initiative)”
g ot ad A" A A BEE D)
AAGAA o] Huwgr EHX X (physical map) 2zt
4, 2) AHRAA AFE A A e 2 A
v 70, 3) AR AR do[EMo]a FE%e
Aol

1988wdo] W= #}8}r|&EAMa) (US Office of
Technology Assessment)9} = &9 93] (National
Research Council)9] R a7l Ugkx, nZgr Ay
NHE 29 gg 78Es §34 a78
FxAst7l 9t AZHFAA AT (Office of
Human Genome Research; 1}3:o}] National Human
Genome Research Institute?’} EHE NA359ch 2
3 v F3E 19909 102 19 AFse & Q4
HE 309 287t 2e8E 159 AY £4%)
z2AES $d8Q0h o TeAEe F2 B
B ) QA 2 &4 29ARAe §84 97)
ME 77, 2) A7dge 3, A%, Bu 2 B
A 58 A, 3) A5 24 Had Awy)
<7 At

o] Z2AHEZ} AZE A 9dA He A o
vl E. coli, Helicobacter pyloriS H]E3t 20£9] 0
AEH Ax, a8z AE AESQ Caenorha-
bditis elegans T 29 AEA S AN G7IMYG
o] HAXM 1 AFrt FF dolehMolxd F
Aotk Wk okt 999 99 99 Ade &
H AL (Celera Genomics Corp)= %3}z AA &
AAel sFshe 189 A7 AE 2AHe @
S0 HFYY. do2 B 2 Yo 1 HY
=& Eobx AgsA dAA" HAA zve] /A
A A7MER K 2HF Aol Z_‘h"rxﬁﬂ
TE e ARvles v'os F&IA F
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HojA A1} (1991 ~1995), 23} (1993 ~1998) 574
9 AN ANE 2RSS B 94, B
234848710 o=tk o] AAGAA 247)
of g G4A B BAAE F4o] SRHe
W, AW EEE BF 2FoA @A) o] A
EE 44 tere Aol 98 SR 199
YRR @rlddTtE ANBEE 2 OE 48
So) f24 sHTbpRont, 2 ol] AR
A @NG 18U bpE HIEse] e 2 3
wle] gshs @r1qgel deleuolad S35
Atk 1998~2003Q@7A) A3k 5703 AL W
kel Q17 DNAGZIHGY Aol7t 53 2
2 wo] MAE G A BAIA
A AsATE 9B We 2 A A
A% 9EH A% fAse 97,
9 Aded %4 Fam o @

% e M
£o 2 ok
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L oaZ to fo Jy

AZFHA Z2AEd F4F W= 19983
59l W= FRAATL(TIGR) &% Ao
HlE] (J. Craig Venter) 2tAMS} #7] AP A} (Perkin-
Elmer Corporation)7} A#2} FAMALE HYst
(Celera Genomics Corporation, Web://www.celera.com)
AHRA GAIAGTEE 3d o) SRS
E oguE Age RPN AU o
o g=9] A} (Wellcome Trus)E AAATL
(Sanger Center)o]] o3 A PAL T2 AF F
w2 53A AHAA F 139 FUIHEe T
galAvka Sy 28 v SH AT
A ATA NHGRNE Z2AHE ABA 75 oF
Hoh 2d @27 2003302 £ LFIFHTL
HZole gA] o2& 187d el 33l 20001
3R 90%S 45d Aozt LTI A
2% A¥S 989 Ade F3A drIHES

WRE 1084 sequencingdld AL o]AE 5HY
gk ale] 90% ¢t $AslaAt drkh SR

[+

' AT7AE AJAT FAFHA HhE GRS
2 '99\d Cold Spring Harbor 3] 2]l A Q17+
A2 A7NEAE HE Yred ddsided
I JWge g3 2tk Baylor tid (3, 12, X),
MIT (17, YA "ag 7)), AAIFL(, 6,
9, 10, 13, 20, 22, X), U= oYX FE (5, 16, 19),
AAEYSEH (2, 3, 7, 11, 15, 18, Y), ZgA (14),

o &2
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=9 (8, 21), YE (8, 18, 21, 22). 99 10€ 3¢
A AZFAAE 148 %7} SEHATH
AXFAA @7IMETHE SEEEY A
20039 AYE Sted} TPAL THo| DNAY
ojFUATEE TAF 5070 He o=
ghch ShE2 1989HE 19929714 fgRAd
o JLFAA ZIAE 3 AAAZ ZFII|E
At vlmH G dfZ 2o g A
o fAA grEE-S TR 1 g
HlA Qg Fadtn dAtH R @ g& ao

Ha AF23 JE Aol
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2. QZISNMMEZEME 0| MY

2.1. S8 715 ¥ Me|8A AF (Functional
Genomics)

AZHAA ZBAE &7, & JAWFAA A
AGNAE 24 ¢48 F9 vopd 2& aA F
A2 Yrol B 4 9tk Fu=  functional
genomics (7)FHAAHE FAAY LF R 7]
¢ Foln ® thE I} comparative genomics
(MagAAsHE AZre] REFFVIMEZAE vt
gog A, AW, ook tig ALY
2}o]& W3 Zoltk. Functional genomicse
FRARY FAANEY JFIETE FAA E
FHojolsled Yooz HA cDNAE £
71N AAAY S8 FAAY FA2E
At 7150 AEE FERTE #FARIAAES
298 4 ATk RS AREe) ADEAA
o FAENHEE 5L
= 979 BE FIAE 2 7 U o=
dshed Ao ¥ ¥t dRRAAe
o2 zagEd e fFAagRd N B3 &
AAZ FAHE BES AAY 2% = Avt
A ednist Ao BE §2AA7} exond} intron
o2 o]Foj#3lo] genomic DNAS @714 2%
eny SEAE BToHE 20 e Do) ol
t}. Exon trapping® direct cDNA selection® 2
AA4E 3E + U T AFH 2TEYOE
olg3td FHAY HrIMEHE FHHAL EA
= A= sbssht ol AoldA @
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A g1 AA fAAE "9&‘45}‘33}5 a
il MW o8 7ol HAEo] wEojAE
Zo] ol wetA olFg °7Z_w°r%iiﬂ
Vﬂ% ZINgE 7HA L gltka st = IEEH
AAE e DNA ZZAE TF ¢lo|
FAA BEFe oe AeE gFET
2 v, 4R 5 AFE AA Y full-
length ¢cDNA T2 2 <718 g AR Fesn
ook £2A BAYES J% PR 275
I cDNA Z2AE9 BAFYL A58 2 Wy
o 25 EAgth S QA 2HdAM THEE
AAFES 92 ¥ HHAREA (reverse  transcrip
tase)E ©]-83lo] cDNAE §A4sty] ol Fs}
7] AR 2oy B2 EA A T
ol A wdEE AR HFE ofHh A
T}7} cDNA 44L& RNA £, 249 ¥¢ %
g HAG FAxEL T oo DA o9&
stpz Zoj7t 71 HAFEY full-length ¢DNA
A B0l ¥tk webx] ARFoAe 4 ¢4
A717F L QA DNA B2 2 ErIHE 23
o FHst Utk AW ofd} FHA Fx2It
ERe 59 F34 EEF2 FHA HAA €7
Mgt &g 4 g1, FERHA TEE B
®2 8= DNA Z2HES} Hys) vholt o
2 o480 ¥4 DNA ArINEAE
A 4 PHe 4A4EEE et 2
o1} A5 oleigol mEdh YRdrE
ERF 4EYY 29 4UAE 2F FHP
HOW 7, Z3tg], zebrafishel]l 3}3HHE A0
(chemical mutagenesxs)93r gene trapping 71&S 9]
£33 FAA AA Y =AW 0] E (genome-wide
saturation mutagenesis) YO 7)1 o]5 Edo] &
BE A #HEE HHAAE QXFE=2Y
(positional cloning)d}7]|% Fith HA)7pA] o] whgo
2 WY 7HF & o zebrafishe] ENUE o] &
& EAWO] FAUFOE zebrafish AFAEANA
¢ A5 E AFsAtE 2ot FHAxE o] %
HoE EdWelE ditshe Yo AEHI QUth
EE fFARE @4 #5912 Ugd A7 7
g @7 & Aoty fHAe VEdTte
AES AAE g2 =¥H AE 878,
FRAA 2 715F HF (functional genomics)g &+
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FARY 715dTE AAste Aol okt AVl
&3 Agg o]&3 difrEe FAA JT AT
g w3t o] WhHe HIZe] shedd 2
U oy A8eA {2 dE ¢S DNA
chipg 01%’3}04 ez va BAAY BE
ARYETGZ ARG ded EAPPAE o)
st FAA %?‘; Hol Bo 44" AHAE ¢
o 1 BEYHS ZAFo2A AEA WA
44 75e A7 Aot AAE A2
4] 8 (physiological genomics) 2.2 Z 2o} 7]
o] A dee v d7E A AW
FEAA Y FARY e ZAIE A2 9
Z vlw AFH9 CGAP(Cancer Genome Anatomy
Project)?} BMAP (Brain Molecular Anatomy Project)
F 3l olg zedee £ 1A 2AF
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A T 99e FRAALETH FAA4 TE ¥y
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Atolth. AL (gene discovery)S AT
& =3 (CGAP), AU gl o oY
YA (BMAP) HHst= Re ALY 5F
S Yt=E Ao] EFoltl ¢DNA library 73, 3
3} 5" EST sequencmg»} EST cloneE& FEHE A
%} E20 2 clusteringsled FojA %3
5]" Unigene®] £&& 95 4 38
7/4\0]‘3]'- I oS fFAAEd s AR
A, o] & e WE AdeldAMe fAx E
# &7 (profile)] W3t F#3h= Zolt). Laser-
Capture Microscopy, ¢DNA microarray, thet$] <
7INEEA Ve o] ZRAES APS F
b 25 F83% TFo|n 7|go|th olF AFE
T8t 109 d Zete AHRA Z Zhe) V)
T A8 & F glolx 3Eke] F)ER 2o
AL FHAY ER77F 75T A= ogEth
A2 ¢DNA microarray 7)& LHom Fn B
oflzl A7k & ko] o] WS AL A
T=7F oln] A @A o] V=] FAAH| A
HEUR ol BEFe AWY 43 E 9FsAY
A5 e ddsiey Fd8 FRE AZE
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2.2. HI{FEAE (Comparative Genomics)

AFRAA AA @71 Eel ZRHE & e
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293 A= vlm-FA A8 (comparative genomics)
02 ATHINAEEFAE v AF, AWy
W, 9%F) F ANAY Zolg R
ojt}y. frAgty Huo HXE HPYo BE A
& DNANQ] zolo} dFste Aolth & Algnf
o 2o g2 A2 ofd fHA WEIP
4 FAYELS %A LAt FAHY,
ZAesle oty gste J]t Alole] ZolF

AA7E? A7 gl FHdEe 50000
o olzAgt, 1 FAA #/A FHAI} £
A AL 15% AuA geo UH A 7
B fRAdEe JAHAT FA FAA7 A
AolAY ob7 ¥R @& FZEo|th o
A Awaste] FRAA FE3I = 8FAE
ob %A BEF FEo| @ol dol UL
aRL Aty Fa¢ 78 AEY FHEAH
gFAS nEstd 4A o g 4 Atk

19973 990 4.6Mbol] ol2= AT HA
FRAA @7IMQe) AT HnF IEF v
AEQ AT BF 428879 FHAE Za
Atk 2% 38%e 2 7lwe] A LA A%
. §A4AxE e AEG 1 7)5S Bt
o o3& Aot oPE HAE 40004 7Y
FRAARE AHAE AT 5 ded, Fo o
Eo| QzteA 10 MMy He FAATT LT
AL BEE GAZAEQ] e ol ulEA
A ZEEQ] QI AE AXE Ato]le BAE
A A B FAAEC] Boa¥ A
olth. o] ol nFAEdE /M 7lE

Pk

ofN rlo

& S fAA A A BASE A9t
gol gith(F2A). EF & FA47 3 75
& SRR Bk (PR, T2 F F2A

~
2
Aol AAE 1 715E tE FAAESC] HE
"ot AgAE Ade HolA ¥ £o=2
B9y g Aotk 2R UREy A4
o #AH FAAEC] A8 AYgE AE =
de] opur, A I FAAES EF 2
Z3te Zo] 4A e RAolnk
HAAA RS FHAE e Y F
7tA2 71%7 Z=2Y (functional cloning)?} $J%]
ZZ 2y (positional cloning)o] U=dl Az A
gAY 71se dFstn fAAE wIEshe
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Zola FAe AFFAAN #I FEIL HY
glo] A QA Atz WdfHAs}E U
78] 7t AxE IS 7H AR (poly-
morphic marken)E ©]&5t BH{AAY] ]
AAE . o R EAdte oY FAAE
zt 74 Belsta Edwol ARE 4 EAHY
AYHAAE Fe Aotk HAZ @A7A ¥
d fAA8 A4 Ul JAAERE By

ol g3l x welx] A dEFHAUTHE
o 7)Fel B3 FArR7 g Aol BRI
YA HZF2 Yo ALEH AE (maker)Z FHHA
¥ (genetic marken)8} 3t ©0]E2 YAE HAF
= ARE FAHFRAE (genetic map)dt=d], EA
744 Hao wE" AEDib et al, 1996)E
526470 9] microsatellite X|¥E ©]83 o7 H
T FL 16cMoz 433 MG Aot
a2t} microsatellite R Fx= EARZ RS EA =
AG71Y w4 gz S HEs)
RAYd 1 Nx B A e AR 7
g ® ohjgl A]g DNAZ Z+ A EE PCR3}1L
AE9 718 vl B4ste TS FEE
. 3o DNA chip 7)ol NLHA o5 o]&
o] Eao] genotyping® THYY wEo] 7k
b, 44z 23S ZASHE ¢DNA microarray 2}
= &3] genotyping chipo]g}l 3l @)= cDNA
microarray 9} S-A18HA #14Fe) hybridizationsl] 2]&
shed YA g o] &5 genotyping chip2
128 cm? ©$) WA 25-mer2 74 oligonucleotide
£ 1YE (400,0007/))E T EANE FAA
DNARZ hybridizationsle] @7|AgwolE wzE%
. 25FE FAA9 A W DNAgE
hybridization %j3te] @2} f34 DNAS o=
ol &3l 7l&9 ol Q7 HU (Lander, E,
1999). ©iLo] wHEHE F dr|9 F7t ©E
microsatellite markerS chipd]] glo] B4 & ¢}
t}. wgbA DNA chipe] dE o]F ©dgritt
Ao BAo] oAz k. F7INE Hol=
FAA EAs=E JAFAAAAN HF
HAE = o84 (polymorphism)2 TUH 7]
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Ao =2 single nulceotide polymorphisms (SNPs)
3 Bggrh SNPE 1,000 brjt} sy @A
H 2 et g3, kst KHA AA
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AT Z FEHO o] AFSE ey T
7Fs3ith SNPL W= KR oz 3
A7} obd Felox EAsted, #3Ake] SNPE
cSNP (coding SNP)o|&} 3o}t §-#AAe SNPES
7153 #EAE F UAdd 24 9 588 A
Avt Al w2k SNPY 7p HollA] 2 7)
7HA EASZI i, ®olo] wel Tl v
ol 9Fe v A ohd Ao] Ued 2
TEo] o], JATFAAL oF 2007] cSNP iz
=7 93 cSNP o] &8l= Yo] Wtz kg
Ao Z B8R 3 v} (Cargill et al,, 1999; Halushka
et al,, 1999). X3l FAHAE XNF3FOE selection
pressureE ZH 9HE oSNP LEFHT= AR HA
Aol A Z Exhe SNPS wEeto] &
% AxE AAQEE ole AzEFAAANA A
A9 o] (variation)S Wzisty] g F43 @
dE71AH9e] FHZAF 2 genome-wide association
studyol] o] &=o] B3 FHd ¢, T, FANES
T A #-E F3A @2 AMEE B ool
FANATE Tt FHHWo} oFFo]
3 JHRY zlolE A ASeHE AHEE Ao
d gt o] Eope] AEFAE mF MITY
Whitehead 749] Eric Landerd}Al ®lo 2 oy
AZFFAA AAo) 3,000 7§ SNPE wE3s)x
2,000¢4 759 SNP A EE o]Fojz FAFHATE
Z+A SR &t (Wang et al,, 1998). Y& o] DNA
H71ME #olo] #E AHHIL AW B, g,
A8 R o T g Eopol ojgE £ Ys
AAEs A vy RdYge 98dRE 39
7+ 100,00074¢] SNPE=ZS EXF 3,0009F @
& FAEAN 93 4dd= FAA F5 AY
3|A} 107§7} SNP Consortium (TSC)E A1 5he]
3,0009F @3 E BExsle] o2 2137F 300,0007) 2]
SNP dlojEHlo]x F&& Alxsta gtk '99d
T80l dEARE ©-S 297k 150,00070¢] SNP
wEE $8kd 50008 28 A AcE Ad
< ¢E34

UFAA FNMEERY ¢48E dF 2

A7t 7HAE AFEAAE B JHAE vro] A
SRz gk AA, FAA ] o)Fe] HAA
A AEdA FHHe Aol FAZEES
A FAAAAE B8k ol A Bf
o5E mlE goiy AEdA vEe & e F
Ao TR E £ F AL Aoln. 3
Bjotel AAote) FHAHNE Tt uy
AR o] ARE ZANEA b @ <
distn Feol doid el wE] twdg
Aok ek ol FH Aol e Aoz B
ol A¥EX 1 RAR E

£ 24 F A% FAR
o #3128 F A4 7t
A 1007HAE 9A gA, ARA
7h 4EHE A Jhed A% 2Ae
THoR Fojd ZoZ Judth 2L 7
FHYs= FAAEC] O B (R

A7 FF Aded, 28 dele #d f3A
e 2RY A7 33E dSse
E7bssth old W BE fHAe) AgE Ay
He AARAA 840 7458 Zeoldh A=
ZRAE7 SEHE At EFEVIME Axn
€ Mo R A, AW, Aok i A
A8 AolE wHEE Aol sAEs A Aol
dA7EA Sl ME dgte Alge o 2re A>Al
gt 54 3 thated YRz Hsige
Y do2= SNP Ed uRez A B
7} 7bssh A Aeln ol ARel Jare WAL
oF2)f- 2 A 8} (pharmacogenomics)7} WHaslH A 7)
AF AAHrE dE Relth AAE 2147
FAA MLAAT o]o] EAHoR 44 7%
Q77 LA g 2 APEoF & )
A% Aotk AAHA ZRAES ArHWA
AZ1ed A2 JRE HED Uy FaA4
A& 7FestA Hol wAgel AlgERt 27
FA2 AEFE 2R, 23S nEog W
gold ofol7t fxwe dTE
LA GEE AT F A @ Aok
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