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(PRI BB Sy PR, ORI BEMRIBT U7, 5 7B 7 (5 TR A5 5, L3¢ 100021)

WE I $5 VLT R (copy number variations, CNVs)&fg 53EE A S HFFIM L, FE4F =1kb () DNA F Bidfi A .
BORFN By, RHTEABAARTAE MR LR . BTG AR WA AR S R R e SRR, H
NK, CNVs & AT LLVE ks B lbn B L N 40 DNA 2480, HAR RS ER RN FE SR v LU SR A . &

UL, —FhEET CNVs [T I 2 kL DR 4 SRS ——CNV AR A OCIRr A PR B, X — SR U GE I e T A% 1 IR
ZATERIRIR AT BA T AME, i DA VR PR A1 5 A3 5 mT AR B A PR (4701 WL 88 A S

KR P ULECR S, AN, PR AN, SRR, RN

FRSES  Q39, Q75

AT, DUE AR G —— R T IR 2 1
(single nucleotide polymorphism, SNP) 4 & fitti ] 4=
F PR 41 5¢ K 43 #T (genome-wide association studies,
GWAS) T8 Jil A BIF 70 L 52 A 9500 358 A% By Sk 1)
FEFR. sk, FHX—IEAC &)
b EEAMERR I 55 WPy 2 SRRk, %
SE T 200 A BAE TR S Ik e DR Bl % € AR AH OC X
Be. AR, NATTRE S r o I, G e el X B
AL BE WS AR TR K ZT 2%~ 15% 119590 5 SR B PE )i
DRI, N TG A% 22 I 5 T I P 53— A Bk il 2 e
BIHRMEAER R, H2RERMERERN ST
FER

FLAE 20 THHAC 80 4R, AAITC 2 A BLEE A4
TELEZ R G (AR5 B A5 A8 5. 2004 47,
lafrate F1 Sebat % H JT /£ I FE /N 1 I N R0k
A iR T 5 DS 5 (copy number variations,
CNVs)IAE{ER Y. et 5 S % FAIML, B4
F=1kb ] DNA Bl A SRR/ sy 38, 2
HCHAHA A AT I A G (AR S5 4 AL . bl
Jii, 2006 - Redon “5¥7E HapMap %117 270 44 1
AL R % e B 1 447 AN ONV X I (CNV
region, CNVR), ‘Ef1& 5 T 12%(300 Mb) [t A2
FEDRIAH, iy HL S 2 DR 2 AR S R B0 / B i A
fr AR, XL e R, CNVs 1] BEfR SNPs —
FEZm A SE R RIE . RS RGN, PRl
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ST PR AR e, R DR O B I
AT P AR -4, PR, FERE S PR AE, £
T DL 24500 (1) A 36 R 2 CNVs 3 A 45 SR AR 2k H
B, “CNV 43k P41 G143 #r (CNV association
analysis)” L& HBERBEAR. A0 CNVs A
R RE AL, CNV A DR OGR4 BT IR E 5 3K
W TR 1 B LA 90975 oy SR DR 65 v 1 I ) 45 ) i

1 CNVs ABIREFSS

T CNVs [N BEEAE 220 mUZEAT CNV 42
HE PRI SCIBC 73 By 1) Al
1.1 CNVs ZERBARB DTS

AR A 5 R 21 A% S 2540 72 2 (database of genomic
variants, DGV, http://projects.tcag.ca/variation/) [*] 4t
T, BRE 2008 4£ 11 J] 10 [, FET- NCBI build 36
22 KL ALT 5 R B CNVs @4k 19 792 4,
M BRI B CNVR 36 6 225 4N, 7 18.8%[1 A
JERAL GO, W R 7265 A, Mo, A4
Pettfh B CNVs 250 H R o6 B AR 1.
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Table 1 The numbers of CNVs and their involved genes in each chromosome in human
F1 ALEREAZEEEERLH ONVs BB RS RERH
PRI CNV #H T CNV (R [R 3 Yt R g R R 4 Pt /A4 (Mb)
1 1518 724 2107 247
2 1402 447 1340 243
3 1139 344 1096 200
4 1411 263 777 191
5 1 000 314 893 181
6 1073 295 1087 171
7 1251 399 988 159
8 1177 288 732 146
9 985 307 848 140
10 893 257 812 135
11 921 466 1363 134
12 898 312 1056 132
13 509 106 353 114
14 544 170 639 106
15 774 231 655 100
16 731 396 900 89
17 668 477 1230 79
18 426 97 286 76
19 700 615 1453 64
20 454 193 578 62
21 255 81 253 47
22 470 224 504 50
X 524 224 868 155
Y 69 35 89 58
Hit 19792 7265 20907 3079

B, BTiosan s, B 505 % B SNP
B J7 (Affymetrix SNP 6.0)%} HapMap 270 4 fi ¢ 4>
PRI E B AT 45 KW, CNVs 76 AL 4] 7
o 1 A R SR b 38 38 /N T Redon %5 4G | 7E
HapMap FEAHRIHR, K BL) CNVs(>50 kb)
USRS B 5% [ 3 R 4 5 4119,

JE I, EARH AT B N 28 AL P 4
CNVs 1]/ 438 28 ik T~ 1 200 J7 ¥ SNPs(H 1),
R, e AT 5 0 e (AR B 2 /D 3k 31 150 Mb,
XALJE HETAEAT — Mgt AL bR R EANRE EE AL )
Ab, CNVs fER AR B A A AERENLE, &5
oA g LI ALRFAE, WANE 7. W sh ok (i
Alu EE )P OC, 11X £6 L PR 21 FRE ik i
WS B R ARG A i e — . A, el
()0 A3 FAT B B 1) & SR X R AT X, il A2 e
Ak A7 250 Mb ¥ X 380HE 1 50% 11 )7 41 Kk AR
CNVs, 1 60 Mb [#[X 1 90% LL L (1) 5 51 £7 T
CNV Hf. I8 42 X 3 A i fE I A 22 00 F1 I ity
or X 8 FLAT v 5 22 A FEA AN B (1) DX 3,

1.2 CNV AR
H A 98 & B, CNVs B Al LA &) 5 (1)

DNA Z5 iR (B —  BU a3 . g, HiN),
WA DU AR RO AR 1 L Bl R N R 25 Fih 4
HIE (B 2). AR 55 DA 7] 9058 20 R ) 05 A v
RN REAE CNVs B R EZAER], o2
A% . Redon ZEWAR Hi5 CNVs ¥ 5 4% R4 il B
% CNVs 730 5 2% a. SRK, b, §718, c. [6]—
LIRS, d. 25673 R AL A

e. HIMMELIIRIIN AL JEE, P hE s
WL, R EORMVEE, X EER A R AR
B REE S R E N ENERNE R, £2s
18 A AR IR LB, LR R B R
K. A5 CNVs AHG IS S v B
(segmental duplication, SDs), ‘& &85 % Ik K 41
JRAIH H I DNA F BEK B > 1 kb I PAN AN B
EE UL, AN DL R A R > 90% 7. 4
FSLNGLrp SDs [ BELI T 4%~ 5%, 1fiif CNVs &4
IX 1) SDs V-3 5 FE 4] 25%, CNVs Fifd X [1)°7- 35 %
JEUT 2%~ 3%. K, CNVs fl SDs [k 4 HA
FEAROGHE, R BPIEE n Re B A AL A= 27 L.

HHATA K SDs & CNVs [1]—Fp 4] il 7.
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Fig. 1 The distribution of CNVs in human genome
El1 CNVsEAXERAHHSH
PSR G AR A I 1 BE R AR — AN AL Y CNVs(dhs >k B DGV Hdis ).

el

 HEBE
T B — AU CNV(O),

BE] c|cl<]]
%4 ONV(O),.,

Als[c]p]o]p[p]c[p]c]p]c]p]
527 CNV(D),(CD),

ELN(OT

Fig. 2 Categories of CNVs®
B2 CNVs HyJLFRE A RS

1.3 CNvs EFFZEEMN. BNRENENsES
B

CNVs [ 1 HAT L4 208 s e ) 41k
TEAXZ RN LIS, b BAT HAE g 95005 ) Sk b i
(1) AN EEERE i —— R EAR e L AN AR PR i R
S, I3 McCarroll 45 9%} HapMap 11 %1 270
LA =53 HE CNVs (9T 25 R o, IR AN
(P48 RK 2 50 CNVs 38 M e PR AR R, i HE AT

TENBEZ B AL B AHO RS E , #4745 Hardy-Weinberg
SPHEER. I A RASR ZTE ) CNVs 2240 A 2
0.5%, T AE] 1%[F CNVs Joiid i [7]— %47
BEPRI i B g A% 7 ORMARE . G, AHXS T SNPs
MRS, B NBE S A L IR > 1% 1) CNVs &
SOHHEP A $E V141 % &5 (copy number polymorphisms,
CNPs), 90%LA L) CNVs J& T —2RA, 1 < 1%
1) CNVs #8 FWL CNVs. N H—@ 8%, vl e
¥ CNPs Rl 73 b XU 7 58 22 56 A7 A7 R (~ 10% 1)
CNVs)©.  H A XUEAL G R AT S BT 0, 1, 2 =
Fipl DR, AR =R, AHNY, XA 5
FERATBAAT 24 30 4 MR AL, 1 2 4 A ]
DAAT LL B S 2 1) 75 DL B A Y0 B mT DLE o e 4
(Le s =4 1) #5 VLS IF 0 1 AMED S5 D7 R AL
. R CNVs BB YPIRAL AL AR T &
it CNVs #1545 7).

Tk, R AEE - F 2 = N R0 (Trios)FE A
AT REL, AP 4 K2 B CNVs gl AL
BE, 33X ST 55 % K 845 PE CNVs(inherited CNVs),
TR A SRR (AR RIS H1 B A %2 < 50% )
CNV, FRAHF CNV 081 #5 V58 & (De novo
CNVs, or De novo CN mutations). it f& 1 CNVs
A 2 HE AP BT IR ARV s 2kt
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WIRHE DUE AR 1] fig 3 B LU HUR M 50 1) R A,

A, HETRIAEFTAA . CNVs B A5 SNPs
AR AR 225, B Z W n] g3k K
53 AH IR CNVs, #8438 CNPs 75 AN [F] R LA
AN o) B A 2 2 . CNVs B |
RNFEIBAE 2R i, LA A — Mo IR s AL b
i, AT U508 5 2y R R R R R 20 AT
1.4 CNVs 5 SNPs {E A& EF B KBS HTIRR IR
HHVEF M PEER

i 7 b B 2 DO LAAE X T 5 AR ok
WF BT B AR vl e A RN R I g fk |
DAL DL SNPs Ay BEAith (1) G 16 73 B 0 5905 2 S A7 i 1)
K RE I AR, RIS — 7 2 1) SNPs 5540 3 PR TG V2
AR 57 BRI N X 3Tk, SR, X%
TEOPE CNVs SKiit, WIALEARIZFE ) 8. A
CNVs 5| [ JE DA ) 508 2 DA AR e 2. i DA
DA S 1) 4 5 DRV A S IE AT B 45 2 5 5 B BUR R
/}E[IO]'

HATA 22 # A 4, SNPs. CNVs 40 il 5% I
A S IREE IR 1 #8 2 50 R KAL) A2, PRIl

TEHEAT R FE N QR A I, W 2 S AT 4
SNPs Fl CNVs KL 73 R 25 500 5], Stranger 55
A 2 18% n Al ¥ 362 4% 4% 55 v L CNVs Sk fi
R b, Il QRS M LA SNPs A1 CNVs R
VIR AR AR N R, HA AR 20%
1) CNVs #1255 SNPs #HCHE G, KPR LR
A HAMES.

2 CNV 2EFEABXRHEL/THERGEZRIE
Y =853

2.1 CNVs =ERBPAMNAZE

TR R )4 2 DR A 5 DU 467 & 4 CNVs
MR KRB B AT RE. W FHIEORT &
AT RAEA R B b L DR 41 2% A2 (comparative
genomic hybridization, CGH). R A% F IR T M
51 43 M1 (respectively oligonucleotide microarray
analysis, ROMA). & T 1 550 S5 % T R PR B 1)
Eb %5 3 [A] 41 7% A2 (long isothermic oligonucleotide-
based CGH arrays) 1 SNP .ts 253 2).

Table 2 Comparisons of common genome-wild scanning platforms of CNVs

2 B CNVs £ERFEFHEA L

L G HER kb I+ GWAS [fitkfg
R T RN B CGH = > 50 fi%
ROMA 4] 30 g
B TR R S R IR ST 1) CGH rhs 6~10 &
SNP .t e 3 B

2.1.1 TR BUWILBIE R A 4. a1t
FME M 7 v 2 Al R N T G 5 4K (bacterial artificial
chromosome, BAC)CGH i3 )7, 2% —Aakk
CGH 3R, el 1) BAC SCE AT F1TH
7 A g b, AR SO G ER s it IR+
FUBhEE 4128 DNA, HH5 .50 1 BAC SCESRRAL,
TH AN 7] 9 2% ()5 LU AR, ARSI 6 DT 20 v s s
RS DR A, UOAIE R AR R 7
o VRN, AT FERTRED), i HLEC K
B BACs YoE T X R 5070 HER IR (50 kb)M.
2.1.2 ROMA. 2003 %, Lucito % # . 7 ROMA
FoR. EROTIEMEEAR RIS BAC-CGH 2548L, H
ST AR AR R T — RS “RE
PE” BISERZTTIR i B T 2R 41 DNA, MK

KEAR T REARSG L, BN T 85 28 I e L.
Z: 25 MUK DNA FF 5 28 BREIE N DTG Bk, It
e IE BBk, 40l PCR ¥ )5 =424 1.2 kb
KN R B, AR TR HA L 2.5%1 )7 51.
DNA #"# fr Bt &2t brid Ja 5 sUhl e &5 B
70-mer FAZFFRYREN 2438, ROMA A] DUK; JE R 4]
(P340 70 R 3w 31 30 kb, 1 T- DNA FE S 7E 4%
CHTZERE PCR §714, Kt ROMA 75 B AEAS 2 1
WD, FEARS R RE AR RN, S8 a2
DRI 41X Sk ¥ DNA ARERPEARGE, 151 CNVs %
PR, 5346, AR T ReE A [\ 1 il U)K
W, AT AR A [ AR TR S8 LU AL ) %
S0 tbAh, PCR YT BEAF(E M Ar P, A7 I M LA
SR UL e 1 S B A 4K
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2.1.3 TR ARE SR T R I LU IR BE DR 4
. IXKHEARLL Nimblegen 28 7] Fll Agilent 23 &] [
AHEN CGH B AR, & i B LAE)
7127 M ZR 1) 45~ 85mer TEA% Y FRIRET =y 2% B2 i thl T
. IR SEPREF DL TL Ty A 5 R AL A, A
FEGFY). KR SRR, SRS, HER
MWEE “ARRIE” ). FEATTZSE /RS, P9
HeAiLF] 6 kb.
2.1.4 SNP {57

SNP &5 72 H i e A Vel 14
FERZH CNVs o8&, il sl & s: 3 AL
SNPs #REF A A i R oy oK e L CNVs# 2,y J
HTI SNP O IREHESE AL o3 A A, IR Z
SDs 1A 2% CNV's X (i T SNPs £R4H 550 ] AE M.
Kk, i Affymetrix A1 Hlumina 28 &) AHGEHEH T
Genome-wide SNP 6.0 Fl Illumina 1M 5, FRE$E
SNPs #RE141, A7 JL T4 B 0 # DUECREE, Jb
T HREE S0 An AN T, AR A3 40
FIE 3 kb, HIINT CNVR 4G E M ks i, &
EH T RIERA OGS, 2L RS, KRS
ARG FE DR AR B[R] I B (464 DL BORN L R R
B T RLR IR %A 1 i 2 RTXCE — A% A (3 DL

PEM A PEG 20)A5,  JEH AR T 3 R0 o) kAR
DA FRIRIE T

SRR, AT & Fl CNV 4 5E R4 4
FHA SR AT —E W R R, Eeansr1 5/
i) CNVs far 2400 (< 20 kb), f7 T4 37 = 4R IX
GBI 7 A2 7 978 1) AR i) BN 2R B DR 4 rp
“CH” DRI 1 CNVs #E ARSI 214
2.2 CNV S EmE %

AHEA]L CNVs $714 J 1l ) — A 322 0] gl
giit . HiOE KR T 2R E R 41K
HEE CNVs AR EAEIA . For L F 1)
Bk & B 5 AT R B Y (Hidden Markov Model,
HMM). ¥R =76 43#(Circular binary segmentation,
CBS). %524y #(Segmentation algorithm). 1%~
H7% (Kernel Smoothing algorithm) %% (£ 3). {HJ&,
TCVR IR 595 B AT — 2 (R AR B ek A B 4t e,
FE, HTAFRBFEA, ANFEPEE, AR
IS FEARL, 1 H CNVs J 3 AR UE AL A] ]
18 AN BT Z T E A K] CNVs AU T 25%~ 45%
Z A BT [ERE R SERE A, FAS A B4 3
] CNVs &R M 1A 72%0. XN
A ] e R g HAME.

Table 3 The basic principles and applications of common CNVs inferring softwares/algorithms

X3 FEHBCNVs o /EEERRIEFNERH LR

WA | FVEA R B R A Pax T =il R 77K
Chromosome copy F 52 R FE W45 HapMap 255 A Bk F 2 LS H AL, Affymetrix SNP 5} Affymetrix
number analysis TR — 07 5 VIR, R T SV EHE S CNVs AH], G
tool 3.0, CNAT
Copy Number Analyzer Wit /e I B 2 2% 0F W AL6 2306 4L — LR &, JF Affymetrix SNP .03 7 ki
for GeneChip® arrays, 1 PCR =W BE AN GC & BEXE 5 B8 LU A IE, FBR Sk
CNAG FOFAIHRRHE IS CNVs
dChip FE— AL O B AT 0 — AR BRI &, SRS B XK Affymetrix SNP G835 2l

SERAUA LR, HRS A AR CNVs
Gain and Loss Analysis JCEVETGIERE A 8 MEAT H— A0, (FOZRTHFRER4IRE &5 CGH & v 2l
of DNA, GLAD AT IN AT CNVs [rIHEST
Circular binary T P AR S B A FRE 2O B Lo, Btk SFh CGH 2l

segmentation, CBS

Partek Genomics Suite

CNV Finder
PennCNV

RO R AR O R iR R HIERAR T B SR R (AR )
B SO A DR X B, FFHEST CNVs

MR B SERRET 7 RS S0, [WIN 25 A4l
FF A SR i JH — AL BIAR ] 23 A K b, FF B 98 DU
FLLLAE, W05 IS ST RAR Y S 4ESE CNVs

A LUK TUTT AR s S R ALK KA 0 B B LA BRI 211 2% 50~

MBS RBA A, K SNP 5T K B A% fir Ak PR A< A
Log R LU S #REHG T 3B . 2 Fl SNP A7 s ABFAFIEFI R R A5 B
gk, AR CNVs

Affymetrix SNP it5 7

KAHAFLFEN CGH B F
SNP i3 F

Partek A A,
179k

P
P

%
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A | SRR LY NELH Pax T =~y f#EH 7 =

Quanti-SNP F SR DU TR Sy ] JARE Y ]I Hs SNP S (M B AR SNP Sy e
AEEA Log R LAl WL ZRERE 95 5 W 95 LU AE 1Y) log {ED 4%
EEAHEST CNVs

Birdsuite JE T Birdseed (SNPs [1) 3 [Al 4 7). Canary(CNPs 3% K 43 F4)f1 - Affymetrix SNP 5.0 ki
Birdseye (14 1E 1B D ] oAV HE S 2 LR () CNVs) = Fh80vL,  R6.0 By
PR — 7 JTE A (R BE D A B

cnvPartition FH B r] RALAY[RINRE SNP Gt (19 B A5 A7 JERIAZE A0 Log R lifH Illumina SNP &5 )7 Ilumina % 7 ,
LG RHESR CNVs 152k

Nexus Copy Number i F &R 55 20 oy BV (1B IE W CBS 59%), w7 CBS Hik ST CGH BioDiscovery

BT
Helix Tree Copy Number
Analysis Module,
CNAM

CNVs

5 M Log R L& & 526 1 i ALK 32 3a0RE i {5 5 5 0 — 1k,
FFMAER L 2= W HER Log R AR (K42 1k I ALAH G 2 #, A H 231
S AR BN G (0 B9 1 R A B A O R L A

HSNP 5
Affymetrix SNP T3 /¢

AT, AR
Golden Helix
AT, AR
AT A 5

2.3 CNV £ERH KBS HTHIRTE

R 45 SCHR,  H AT ER R TE ISHT ] - %) R AR (1
CNV 2= PRZ G/ M fE 5 SNPs (1455 R 41 ¢
AT BT AR AR AL 3), FUR T B AN RE A AT R IX
4395 491 A KE B2 1 CNVR (5 9 0% W] S A 9% 1
CNVR)HT, 4% B Th e A5 1) £ 5 £ B AH M. 1R 55 B
AT AS v i A 3 5 DXL DI 20 H 1) 7 2 30 i
O3, DT VP i 3 5 DR 6T 505 JXURG: 1 BT R0, b
BURFIRIN A CNVS REAI B DR %
SE (] 3), XA AL AT T 211 Trios 8L5C
Bf - o peA, Eid b1« 5 BEHK CNVR
SRR, T 4T CNVs 70T & R T 5

BRI, T3 2 A IR RAL 16 J L ™A% (A I L i
S M bRBREEPEGR. RERORIALROE
SEIG I UECR I PG SR A4S« S I 52 & PCR. Ji
WEAERENITE), A RERE R IEE IECRAS”, fx
JE I T B 25 VPO ISR i 5 R AR S A
S R IR F DT R M. T X 2R A AR R,
A7 1B 20T DAAE RICR PRI 10 R0 TR A 4 T B4
M. Bk, R CNV 4RI i, AT
A F 3 HALETE M S LI 3L CNVs, 38
AR T N B #5 DR A, JF PP R
PRI IR 2 A BTS2, MO SN
CNV 43t [N A SR 3 A S0 52 /D BTG 6 A0

WERTIL Y,
(BAF AR N BRI s IE AR - 3 EREAS)

R UREA

!

kwv%gme%ﬁm&*¥@

!

| ONvESIRIE SR |

v

| IIRERER CNV B R/ LA | \ R0 P LKA [ R A 5 \
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KIKHr
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Fig. 3 The workflow of CNV genome-wide association analysis
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XFEARIE . CNV AR 73 B O 1% SE36 AR J
RED CNVs 40 RIHE . CNVs 5500 K& A
RAERIVEAT LKA SR SR 7 B4

3 CNV 2ERFAEXBKLTERRSRER
K EFHIR A

3.1 &3 CNV 2ERFEA XK HIFM FravsE N
REER RS RFPHER

H T CNV 43 R 21 ORI 23 Bt 3= A TR AE 1K
KA ] (5 DR AL T T (R 4). G008,
T AT A 9 T R AR AT PR R B A

R, T BAS FATAT L 524, AR T
CNVsML B2 R M 55993 1) o3 7 SE Rl & AT 408 2
H ATIA A 08 2 — AN G A S i BB e R B
BTG R, AT B 55 DR 4 i A7 A
FERRATRAT 100 8] 104 2 [0], F/bH A RAR
2~ 4 ANECEGE. R TR 4 BRSO
9115k i (22 T B AL HE B AL P ), BT DL
AR — A BB AR TEN L. A AT AR L
R I DR T A T A TR AN [F) A7 551 1R P AN AN TR
(BRI CNVs 414, s sp 2 — 1A
PEANE R R0, PRI, MAT CNV A3k R 41 5Bk

IO REEIA G AR AT Wit 17 R . % MDD BRUUR MBI 50 FHLRIR 0L T4
M, WARE SRR, 204 07%Mm i i
Table 4 Published significant studies of CNV genome-wide association analysis to date
F 4 BRIRBAEXLERM CNV £EREAXKSH
PIRISH WIREE CNV 47 CNV %7 BE OR i TRBIALIE (% —RNBEIIR /% 275 30k
H FTE ROMA I 2q24.2,2q37.7 BRI - - 10.2 1.0 [16]
CGH & i 2q37.2-937.3 AR (G 2R 5
2p16.1,3pl4,2  §iH)
6p23, 7p21.1
13q14.12-q14.13
10q11.23-q21.2
15q11-q13.33
16p13.3,20p13
20p13-p12.3
22q13.31-q13.33
H FTE Affymetrix ~ 16p11.2 BRI % - 100 1 0.01 [17]
SNP 5.0 AR (R
16p11.2 R - 16 0.56 0.04
RARYH)
Ry 845E  Affymetrix  1q21.1 B - 14.83 0.23 0.02 (14, 18]
SNP 5.0 AR (R
F16.0
15q11.2 R - 2.73 0.55 0.19
KAL)
15q13.3 BRI - 11.54 0.17 0.02
KAL)
K20 Affymetrix  14932.13-14q32.2 7 19 ¥ D1 4% - - 9.9 1.26 [9]
SNP5.0 1p34.2,22q11.21 578 (G 2k 5
3q22.2, 6p22.3 1Y)
16p13.2, 9p23
12q24.23, 5¢31.1
3p24.1,19q13.12
3p26.1, 4q34.1
10q21.1,7q11.23
2q11.1-2q11.2
Bl Bk 98 1k Wk Nllumina 14q24.3-q31 BV K SELIL - 21.8 10.7 [19]
I JIE R I - 300K SNP
IME [iViy
HIRFAME  Affymetrix ~ 4q13.2 BAEMESLR UGT2B17 1.73 97.9 98.9 [12]
500K SNP
[iViy
Ry 845E  Affymetrix  2pl16.3,9q33.1 7L CNVs NRXNI - 136 0.14 [20]
250K SNP 2p25.3, 5p15.2 (R 1) ASTN2
W MYTIL

CTNND2
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S 1 PAVE FRORS o 43 ZR0E 1) 4 25 DRI 21 DG I 23 gt
SEARIF IR . A P d T CNV AR A
IR M FE (0 2K 8. Sebat 25095 ] ROMA
454 Agilent CGH 05 v 404t 7 118 Bl E R 1 77
Bl et B ATEAN 196 Bl FEXT iR, 45 1AE 16 44
AMA(14 £ 53N 2 200 R R S B 17 AN BN
DS, X2 [ R SRR RO M B T R
RIAIR ST 10.2%(12/118), {E 5 E & 3 (A
H 2.6%(2/77), TAEXS B AR 1%(2/196),
WK B (1 4 DU SR A 2 5 RS B P 1) 2
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Genome-wide Association Analysis Based on Copy Number Variations

SUN Yu-Lin, LIU Fei, ZHAO Xiao-Hang™
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Peking Union Medical College, Beijing 100021, China)

Abstract Copy number variations (CNVs) refer as a DNA segment that is 1 kb or larger and is presented at a
variable copy number in comparison with a reference genome. Classes of CNVs include insertions, deletions,
duplications and their complex combinations. Because they widely distributed in the genome with some important
characteristics, such as heritable, relative stable and heterogeneity, CNVs are considered as novel genomic
polymorphism markers. And the alteration of gene dosage which resulted from CNVs could change phenotype, so
a novel CNV genome-wide association analysis (CNV-GWADS) strategy appeared recently and began to used for
identifying susceptible genes of complex diseases. It was approved that it could complement the tranditional
genome-wide association studies based on single nucleotide polymorphisms. Therefore, genomic structure

variances are favorable for revealing the molecular mechanisms and genetic foundation of complex diseases.
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