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BE R BOREREAFHAN RS T AKREAFKEE L kb3 Mb By | ET

T RTINS KR, SRR EAERAR MR BB BN, | BHER

Yk, BEREMAEEHR WHLNMRAESHARTH DB RE. KNG | BHBEF

B E R A SRR, BEETYH O LBREE R AR E | 2ES

BB K AMTIA, T POR M3 BH BBH AHA DKM T RO TRAT |
BER, BARREBEAS. TURAM T AT ENRSBIRE TENBWERY | g wm

TEELENPEE. REHRTREERATARLRB LM, KR, R NER K

BRSO,

N 2345748 S 4 Science 2% & VT 4 2007 4EH FL -1
KB G 2 —. Ak (W 50 3% B N 2R 36 DN 4 A7
ERER R, RREE RN AY THERTFEZHE
AR FIAS PR PR IR 8 A% 2= LA, o T AN Ak
EOEZS

RS A AR B R B H a8t A% A8 S m) 4y Ok B
A5 % 1% (single nucleotide polymorphisms, SNPs)
45 ¥4 4% 53 (structural variations, SVs). HZ R E A&
PR IRAE I ALK b iy AR R 1 A S BT
S DNAT Y Z 351, M4 M4E 1 kbl E
FIDNABRIE 5 A, HE—28 70 KT 3 MbHEAK
V-4 R AR S AR /INTE 1 kb~3 MbZ [ (91 S K 1 45
a8 S I N R IE R 4150 A7 38 718 H SNP 2 G
WAL IR T L e 0 3 B SR PR, e NIl
ZAEAE, BBk 1000~1500 AL Ak #2007 4E,
TN S R D A st A% B I % HapMap R BT

310 J7ANSNPAL M. 55 2 AH I 4 5 D 41 0 OBk
WU R R, i B JLVER, ca@ kR THZ
R A T S I RAE WP 4B ARAE B IR P i R P
DR 993 AR L5 05 4 S 1V 22 SNP A i 2L,

SNP J ik &2 2% ¥ o Bk & & /3 41 (tandem  re-
peats)(— /N T+ 1 kb), wWif A A% 7 (microsatellites)
FI/N TLELAR 5 (minisatellites) — B4 00  N 2884548
e FEMEA, HIX &7 2004 FZERAET
R4z, lafrate™MiSebatss A 235 HIBAC 5y
S ROMABEAAE S T A ECT Bl 5 250 7 i e
(1) 55 R 45 DUAROAR S iz A A TR AN . )™ X
FH 35 DN 5 P A S 0 S B A A LR A i R 5 AR L 4
FEDNATFIFE N Bk, IS, R, #HE LI
¥74% 5 (copy number variation, CNV)2% iy 4k 41
P L N B SO 5 AR, G54 AR 538 1] 43 O P
(balanced rearrangements) 1 A~ ~F- ffif # #F (unbalanced
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rearrangements)2. i, JE26AR R A N JEHE N
21 H ) R P 4 A i, i CNVSEEURT INDELS
(insertion and deletion)™, AHf57 % E X} 1 kb~3 Mb
{140 3. Sl A K T 8 R A S (S 7 vk B FE ) N SRR Y
ZANE B ) IERYE L 250 RN B R AR g AR
T P4 S WA JEA T 250
1 WERAKF- 578 S i Asl J5 v
11 s %205 1%

BRHOKE A K EAE 3 MbRL L, JE2E R
P R OW SR B, A il A DNAM P AR H I L
T, BT 6 R AL 45 1% 40 M st AL 4 7 v H 2
g YO R NG RN N ol S ES I S S
L GE X, Pk R HE L Bk, &
S FE R A A F).

1969 4, JEU A4 AT HA 1 ki e, B2 %
JE S O 1) ¢ 6 SR 2 A8 B A (Fluorescent i situ hy-
bridization, FISH)™™ & DNAZT 4 ¢ 5 J5 A7 22 28 H R
(stretched-fiber FISH)MELLE — VA o2 7 51 28 S 1
DU B B R 0T, AEEBEAR TR S e, ANiE
TARKNAA R, H AP s PR s
B G AR K- (<5 Mb) sl ) 357 40 Jfa % 7K 1
(50 kb~2 Mb) 4 i £ £F 4B IR e ¢4 )5 7K - (5~500 kb)HL,
Raap 25 A PO T8 K FISHHE A N - filf 082 e 1) #1575
DNAZF4E, 73 HFR 1T 1k 1~400 kb, X Ee#{i3E B 437 /K
ST (1 440 6 35 2 B R ) R R 3 R v T AR AR e Ay
Mrits o .

12 &Pk

2 104EH, 2 ARG E DNA JIL R
FR) T A Je A N 2 5 DR 2 45 ) 2 S TR U 4 % 36 1
FURORHR . X 28Tk 3 B I8 5 40 AT R )
P HT P RE. A AT AR T A R DNA
FriiR, BEIR PRI H 2 3T PCR K.

(1) P . B A 2% A8 H R (CGH,
comparative genomic hybridization) 5 F£ it B AR
G55 AT AATTAT LSE PR o 5 AR bt A 00 R BT PR 4 1 i
Fo AEIRA T ETRERDNAFAIE b, Hbs
AN [F) 5 516 2R R ot RO FEURE (it [ IS AT 24 4
AT BRSO e G 00 9 A it 22 T PR DL BRI 22 e

238

B 530 I AR e S 6 105 (10 B A Ik IR A A A8 R
(array-based CGH, array-CGH).

FEDRLE B R AT LA B D e B (W BAC)
cDNAs. PCR/™# M Sitz IR, L, BACHIZERL
B O A A AR A N e 2. |
T BACHAR I N v BUK B — M 150 kb, Ho oy #A
HEEILE] 50 kb, 76K BtDNAZR a5 B
L AE 2004 4F 330 E BRI e AR )
th, BACH i BEAR HIR A 1 28 58 269 /M FEA IR AL A
P UUEAS S, R BT 1447 N5 DLEUR 7 X 8K
(copy-number variant regions, CNRs), 5 AZSDNAJF
FI) 12%M3 Ak, SNPY RS H ] T3 D15
SEAHT. BN, Affymetrix AL RI4ISNP 6.0 5
AT 180 JyANisL A b A, WSk 90 )y
ANSNPFIEE IS 94 JiAN Tl #5 AR &
1221 llumina Human1M:ts - F A7 107 J34 0 T4
1.4 J7/95 DUHCR S DI 45 DU A 0 (0 b s
L,

LA 2 7Y () 5 RS v A mT T 23 9 2 40 i st
R85 17 S, N AE S A0 87 AR I CNV ) Ak 2
T LB N 4 4 A5 H A (exon array CGH)R24RTK:
FE/E 60~100 bpfSEi% 1R 45 i BAREEL o, v
Pk S8 7 R 0 A 20 BT+ K (representational  oligonu-
cleotide microarray analysis, ROMA)7E 4> 3L K 41 1)
SHERTTIA 30 kb2, ROMAR: A, JEH4IDNAZ
B S0 P P9 D) (oS i 1y 51 U Bl ) VIS,
T bR OR S 5 R I Sk R A A BE, AR S s
FIYBEATPCRY 1Y, R MAE il 55 65 UL S IPCR ™ )
AR ZOCEIRILT S TR O 22 (S B
PREF A2 AR T 45 380 11 PR 1k Al ©) 1y Beisevt). Rhts
AR B BEAT 43 B IS A5 2 1) $5 DU S 1 % Al
FE AT LA kG 5 b s ) N 28 4 i DR 4 v () B DR A
R g,

T RS & b g v ] A 4 R R A K
P AL AR 5, X AL IR, AR AR AR AR G Gk
AN AT I #% DUEOR e A2 AR A i A8 e B X, B P ik
D] 5 4 5] ' RSP 4% 1 (balanced translocation); A
A VA A 4 3 R A1 1 A A 1 W 224 55 (breakpoints) A1k

XS G AR DI R 15 B 1 Bedt Ay, AR
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Joi b5 A L e B (RS AT, RT A0 B A AR R
Je 4 UUKAR Ak g A5 S 52

(2) ZHEPCR. A T K% uk 4 5 X3k, BT
TPCRIVHT T EAR BN R, IR L7 VEAE — RS s ]
[ I A 50~100 A DX 458 1 4 57k L 1 B iy S8 AR 1290,
Z WY IR ER 2228 R (multiplex amplifiable probe
hybridization, MAPH)FIK #t T~ 37% £ 1) 2 4§14
B AR (multiplex ligation-dependent probe amplification,
MLPA) IF A& X AL EA.

MAPH 73 #7255 2/ B 1K) JG 75 AL 248 sl g™ 3 (1)
FEPIZIDNA(0.5~1 g ). ¥5A5 4 BT (1) 3L K 41 DNAE 52
TENRE b, SR G AR & ) — R AR
BFRAT, SURHVEG R RS GRE, REH SR B
g5 G IR SRR AT A Ay B R ok, 2 g1 d
W 519 B PCR™ M EAT FUK, H T e AT B % 57,
ARG 1) 43 B FF k. 0 I B A 4% 5 L O3 B PR B R
IS 2 51 (1 9% D0 K08 Ak A i BOL RV MAPH 4 # i i
H AL HE, (HPCRZ /K- Rt Jis Ha vk 73 7% 26 1) R
FIEMAPH— X HLAE AT 40 ASFEHIBY, BT DU &
R KRNAH. HERERNL SRR T X
AR, BT B BRI MAPH i 7 (microarray
MAPH)H 5 F 53 85N R s it &5 G IR 5 A =
M SEARZ R ARAT, AT RO & T, a [A] I 43 A
B2 DB R4 L8210 B4, Philippos®i AV i T 4
ST NRX G AR IMAPH array, Bt i AL 4%
558 MR%L.

MLPA & —Fh R BUE . EE ML, N 20 ng
DNAFE it B A] 75 B A A1 Sl 7K S A 00 5 DR 4 38 s e
VN HES % NI WS S O i o e S P e o M U
MBI ERER, HLPTASERE S AR IO AE K % 45 7B Py
A BEREE R PO #OE A @A 514, 588 51 BC XY
FRATTG, PIASBEAR R BT Gl i e S N AHE, JEE )
1) b o B L DAL 1R 5 DL EORGE L, 4 PCRY I A R
P vk g R B SRR 9 18 Sk, Wik s
MAPHZE L. MLPATE [ Y52 W A PTG 571 43 A
R iz gt AL PR R L A VK i 9 (HNPCC) A
KIHEFINMLHL F1 hMSH2; 31 A2 B b i A0 5C 1Y)
JE N SHOXERL %3 AR P 344 R MU o« e S s
ARG Sk

2007 4, Isakssont8ld 37 T — R g 2 F 4 1)
LA Ba 4 AR (multiplex ligation dependent genome
amplification, MLGA). &3 A FH B FERER, 1% i
IR B s S R AR T B9 ) B BR A IR 4R L
K5 A 2H DNAZE BRI R g ) ) 34k, SR =i & S
BUE IR (R P% DLBOSE LE. PCRY B3R 1L DNA G FLIK 73
W4 DUHOR AL BRI R RUOE T4 4 1 1) 2 4k A
AIDNA, TMAERER, A —E R EFRRAG 71 5
R FIMLGATRET 5 15 B RIS TA] 3 B AT 58 A

(3) JFHILLX.  DNAJT IR KL 24 FF A B 4
T S0 R DAk DAy 5 DR 40 485 0 A e 1 e i 4t T 50—
AR, Tuzuns A BBLKE I i % 1% fosmid 328 45 51 1
110 J7ANEC A 5 7 41 (paired-end  sequences) 5 A&
%% 3L N4 (human genome reference assembly)it47
LT, PR B B T7 1) b AN — 35000 DX S e A o A i N
BB E . b TE A fosmid JFORL IR F BK: BE BR 7
76 40 KbLAR, %77 58 58 H IR WY A ik IR 4 TR &5 4 A
I 5 P R IRAE 8 kb. R 11 5 i ar T fosmid 3L
JE, Bt LAA] RSO A ) ok 1) A% S 3t — 2 e DAEE
Kb i, dbAh, HARSBGE G v LA A 45 DLECAS
ARTRHE R ECHE, R, S8 I 5N R 40T 5T
(NHGRI) T 2006 AF4& N8I DA 41 &5 44 4% S ot
%1]”(Human Genome Structural Variation Project), %t
R R fosmid e 0T A S 1 75 66 % A 2R A 1
AR AT Y E T I e & S BLHE K] 2 (genotyping)
I3 HT.

2007 4, Korbel % AR T Flog i KA
I8 5 W 4 B 7 i —— 6 K i ] 3 2 (paired end
mapping, PEM). 75 56K 5k K 2 DNABY ) K B2 24 4
3 kbt B, F B 5 AR hnid B Sk IE B A R
1, XPERAG P IRERL D), G SR R R R
RINBIY Y By, 27 BUAAE TRk 3 kb v Bk g oK
Bt ARG K 2 GGS FLX 454 45 21 et A< (1
FPHME R, SRR 5 N2 25 5k 40 e 41 B oof B AP
HR A 7 1) B FE B A — B AR I S5 40 A2 57,
FERT 3 KoM 2k (815 Fnt B Al e i A FK
7E 2~3 Kb faj ddi . A4 E] 1000 2 445849748 5+,
X RSBy b g5 R A8 e (1) £ H B % Tk B T,
I HAT 28728 52 22 SE M BE IR D . 2008 4, %K 454 /&
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arkbeE A AP R UE T R SRR . KK
GS FLXZ Gt il Pigi R A5 iy o & 1) A it B 40
R 1 D) 2L 0 R DA 2 5 A S g,

b, WAL S e A R, A EERH
UEE RPN S e L TR UV, T HANSZ 4y
KL, FRE R WA T H TN R, Khajass A
¥ NFCelera’s R27cHdfE 4+ 1))7 %1 5 Build 35 ref-
erence/ FHIHATLLXE, $6HI T 13534 /MIESNPH AR
FFGHR . 554, EPCR, FISH S HAbLEHE
(L gt — 000 UF 7 H b 2 1. [ RE, AN 2SR R
e DR 20 LX) 5 SR 48 71 110 5 6 b ) 5 ) AR S A A
[l (g A\ 2 1) A7 742, 2007 4F, Krzywinski 25 A\ FS4
T 4R 20K R (fingerprint profiling, FPP): JT FR
T Y DI AE T 493 AN LM 41 il RMCF7 ik
K41 BACHLFE, 13 21D v Bty NS % HL D
2 (reference assembly) Lt X} J5 #87 H AL 35 1~5 KbI¥I7
/N SR TSP A e R DT R P ) 5 i 5 A A S

HORTI B ) A e HoBr A 5, AR BEA
Wi hnas, B H R, AR KRB, XA A
DR AL ) 5 B T B B AR v I R
5% G 454 L din Bl 3w 1) 454 £ IHuminaZy w)
ff1Solexa + A FABIZA A ¥ Solid 4z A, 55 =A%
FAR AL i Helicos BioSciences 2 il [ 44 K L ¥4y 1l
FPHAR. 5GP iE AR LG, X e R A
[=rB.i =N & PIE A aY 1K (595, N 71067 T | VDS /NG ¥ 1=
b 2 oo I DSV 2H P 210 1 T R R, 4 TE VD 1) TR )
[RIAR S A AL HEAL KA AR R ] 454 R FISolexa £
ARSI A BE R AL i ol 48 R AL IR AT — 2
w4 23andMedfE T AN ADNAINR AR %5, B iX 4
HEAD TCHEHES)) T A0 45 25 1 A8 S 7 P ) % ol s [R]
)R IR

2 SRR SRR

Je e FERN RN/ ey, DR AR S 48 T e
TR B AR IAL . R TE] | A0 ] (0 2 200 2 S A O,
IR [ AR

5 DRI 1R 285 46 7% S ml e ek 22 ML o 55 o 5 TR 11 3
K. AR R R E AR SRR EE S S
FOENF R A, T 5 2 Al JEgmiy
DX (1) 45 F4 A S ] A ok 467 2% (position effects) g 4%
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i D] 2 58 B A U 48 A 10 6 B o G 45 4
M 505 S IR FR 0k, s A s b v g 22 P47
A T ok A S S G 5T 5 R R i 3 DA 1 3R s L
Al 2R R AR W I I A — PR L T B A R W
AT HE DR T R R DR R AR R S, BROB R K
2 W PRI %N (dominant negative effect), 58548
FRIEEL A Ay e SRR BAR AT i R L I R,
ELRE R T AN PR 05 5 S vk AN 2 4 s v i JRE B0, q|
I T AR R PR, X &5 4 A S 1R G IR 9 o Ak
TR E.

21 4R E5ERA

S XYL B 4k b Bar S ¥ 5T 3 B IR R Y,
XL VOB K AL AR S 5 R R AR I R B, B H Ay
gk, BRI 2 1 N 0 B AR S 2 ARG R
B 7, 25 R 78 S ARSI 2 R Ay O O 9 g ik 12 S TR
o 1 i A,

K B A R 2R 1 36 TR 1) OC RAR AT ke,
QA AR TR e AE G DL DL A T 3 st
Pk B3, R f BLARE (K AL PR, o
AR A7 (R A ) B3 SRl A 52 15 0 D) o 52 i ke
MG XY O 4k b 2 k8 i 2% (neuroligin) 2 [A]
NLGN3 F1 NLGN4 (X152 5 [ FHAE MBS, 70911
S 7 18- Jg R A {% 5 (Prader-Willi syndrome, PWS)J
NKEAALTT 11 15 5 Y ff 4k 15911~q13 X Bk ARG K,
FIRT E A 5 ol 2 30 2R 4 BT, N SR 5 PR 4 R A8 8
Wi R, 5 R R AL AR DG I AR R 5%
J& T AT A N B B kB8 RIS, VP2 A
TE T RS R b 0 56 DR 4 D3O S 2 e 3 1, ALk
DX 73 B0 1 R AR S 5 e 1) AR S A OC

55 H A SS9 25 7 A8 S AN ), A5 R b B A
R BBk, HE DNAJF B ZE J7 [ 8fy & bR AR
TR, P R EHE, Sz il A A A
W73, Pk H Fry 2848 = R AR A R (B
LR O R T EMSHIEMOCR. Filin, 40%(1)
AR NI R 1V FEPIAEAE 400 Kbk
RESL 5 PN N 10 5 S (0 44 100221.3 X B ) pA 51
BN T EEITRIPS F1 REEP3, X AR # 2 A
PEIE (16 7 326 A1 5 B TR OL, - bk #p BESefl il R, e th
& I DNA & AR FEBCGRA R R B A, (HE
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BT R AR A N i Ok B B SR AR I L T
SR, WS B TCRE R . RS BRERBE . Sotos
PG ATWolf-Hirschhorn B £ £ AiE R, D] b ot 323 {5
8] B AR (R AS L AT B

22 LEiHAR R 5 P B Rk

SERYAR ST S ECR T AR 2 A, B A A
AR50 1) 5 Bk B 3ot 24 0 1) S e R e AL i
FERUGT2BL7 AR 22 251, AN 44000 i 41 i 1)
Ty TR JEE R NN S8 R 35 119 s IV A P T R A
PRI 22 53 5 2 W A OGN, JEHCCL3LY % DL
W G ENMATE B Y HIV HLE 5 FAIDSIf & i
1821 o Jjo {4, %5 PAS0 JE K CYP2D6 2 52,
5 VLB 50 23 5% ma WL AR, — IR BUFIAR 25 2 5 24
A L 0 i AR A+ 10284 25 e H ik S-# %
M FEAIGSTTL FIGSTML (4l & 2k ] 36 Ak i %
Pl i fr) J L 2R 5L,

2.3 RS EARE G S

GERR AR R BN, T RS 50T
V¥ R B 355 ) A AR FH I R R o B S AL X SRR T
B2 55 LR A0 TR G Ao b T ) B 4 S N 5k 2
L2y, SR A0 M 25 A RN AP i, BRAR T
BRIBE, #E o ah A S X BBEEL e m, SRR 45
AR RO RES 5 T NSRBI BT A 0iE v, A7 B
T AT AN BN DV Ge vt 2% 7 52 A0 802 b v e
A5 A 1 R Y. JakobssonZg AT I 2 5 ik 43 A i
R b 29 N ANFEFEARTIFE Y, H 5447 (haplotype)
¥ UK Sl oy N R PR S5 0, X AR A Sy
TEREPR AL 2% B X — N . b4k, 38 i Ay R,
(position effect) A 4 11 HI 1) 5k PRI SR AR ABLF- 71 K 5 AH 5%
MR s 4R, X — IS IE R AT B R AR, JR A
Al BEJE R B A OCIER th T B K AR AE RN T
IXRILRFHE LR, ] g 2 oAt 38 P T 2L A
G P A R 7 8 AN R 2L,

B DRI IR 285 46 7 S 6F N5 g A s IR T Bk
JURL, EATIZARAE, R, DR T A
(IR FE AN T SNPs HIF 57 ) 2 4

3 jRH

2004 EARA, SiRAR SRR SR, A
FARK I B RAZ A 80% & A H B, X
TN KR G AR S R A R OB MR N L N A
SEH4 P2 (the database of genomic variants, DGV) i #x
B, HETCA 31615 MR RREAR, Hbf
5 19792 4~CNVs, 487 /M5, 11336 “>InDels (100
bp~1 kb4 Ak 2K).

1 G5 K6 A8 S R A DU B B, AT )L 7 T I U 79 5%
. L, TG A AR e AR W AR R Ak v
S AAHIE], ASTRIBIE AL 3R A5 1) 58 A8 45 JEL 1K 240 ot
AR BAPE S AR 1 SR A A 2 5, DRI AT A0 A
SRR AE RN, DU 5 Tl &5 7 A S (1) R I R 42
e 3 S A VR 1 e 1 e s SR R R TR W P =
B R, ANEBESEE R I N 2K 2 2% L 4
(reference assembly) A AsIA], BER HIAS [A] 1 204 2,
HCR A AR ISR DNA, - #5253 308icis 1) A — 3
It LB 7 A [R) B 22 2 G A — B i e B2 i B
T H TN EE AL P AT R 2 3, gap IR A7 75
DL K AN [F] 2 2% R 41 1) 22 53 (WINCBIL reference as-
sembly FlCelera assembly)Jc &t #5543 5% Wi 30 15 £ s 1)
A]EEVEFOUEAR R, DR A b B N — AN bR H H
JPHNGERE S 2 LA 55 =, Rl B Be— AN Rk A
Y i) S50l 2 5t = [ B4 T 41 4 35 DR 40 v A 956 1 1l
TR R P AR ) DT AR () e 38 O3
FEAR, HHTCA W72 WaCGH. & fPCRATE
W R B R, A e DG B R A T 7 8K
BEBHAREG, JCH B — A7 AR P
bR, BLSE I [R] I 43 AT 2% A SEAR (£ 45 SNPs FIl 25 1)
A5 5 H el

SR e B AR A3 B LG 3 PR B Bl
2 B A WU B S5 A, 3 AL FE DU A0 DR 2R A 6 4y
B, R0 SRR S &, A K EAEA TP T 78 2
(1) 5k DR] 288 3 i LA SR A5 i DR 28 A0 5 RS AN P i A A
PORH L, EULR B, AN AT i G 1) o) 28U e g
THEA 4 11T AT A RN 284 B DR ZH 7K - P 285 4 A
HHaE. HET, O T — S SR AR S i s e
e F N AR 7 $ i 2 (DG V) (http://projects.tcag.ca/
variation/). A& 4514972 7 44 2 (http://humanparalogy.
gs.washington.edu/structuralvariation/) . % # >k ¥ T
Ensemble ) 44 4 44 A1 fi R % 71 % 9% /42 (DECIPHER)
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(www.sanger.ac.uk/postgenomics/decipher/). A\ Z&EE — o B I AN [ D75 AR UE, DA R AR AR BE
2H WAL 27 9 4% (HUGENet) (www.cdc.gov/igenomics/ %, RAFIXHE, BEMEREAHEX. Bo, —DA
hugenet/default.htm). Ak 2 Hodfs e 1) ds KSR A AE T AT 20D ) Ul i 45 by A S K 0 £ A Joe o 88 sz R T
AT AR AL S e A bR EE SR, A e B A R R M FOCEREIE T, i I AR e o KA
PR B HT I AP et — LW, AR X MR, I ) SRR R

HAT, SREMAST e mab TR B, B R R B, DS A 22 52 15 50 1 S IR 5 (R A

FOREA ARG . R ORI R A bk B

2% 3CHR
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