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W FE . UL R (copy number variation, CNV) & N it Z L — R EZR . EAT T i,
MA@ FERZ IR A3 Y . PUBCRE R 2 58 DL RN 7 S5 R T By, FE NSRRI e th 7 R &5 DR
A7 5o X RS ] RS T2 (R 4 A R e R e ) = I AR . ONV ZE B 7 56 R = T S
TR 2 A1 (single nucleotide polymorphism, SNP), ‘B ATH] DAL 2 Fb AL i) 2fg 28 3 ER] i 3Rk /K7, B RT3
AN BEDRIWT R - @A R, DL R PR RS AR, d3ET 51 AT 2 P N A . DT R PR A HR i LR
AR T RATE A N IR B R S B ) 06 R 8% - MR AR BAE R, DL R DR 278 e 5 W Fh g AL 1
KEBFETNE L.
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Copy number variation and human diseases

HU Li-Wen, YANG Kang*
(Nanjing General Hosptial, Nanjing 210002, China)

Abstract: Copy number variation (CNV) is an important form of human genetic polymorphisms. In previous
studies, researchers have identified amounts of copy number variation by technologies such as single nucleotide
genotyping, comparative genomic hybridization, and genome sequencing. Copy number variation may be derived
from errors during genome recombination or replication, which covers much more genome range than single
nucleotide polymorphisms (SNP). CNV may affect gene expression level by multiple ways such as gene dosage,
gene fusion or disruption, and long-range regulation effects. Research on gene copy number variation may facilitate
the understanding about the heredity-environment interaction on human pathogenesis, and be valuable to uncover
the association between genomic variation and species evolution.
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AL #E DU S A AT e 9 — L8R5 &
SE FE ) L PR

P VUGRS3 2 8 AR T L) — A5 Rk ik DR 4 ok
Yio RAERVEORHURE (>1 kb) 3 P 21 45 44 22 5+
AR VM ESR . ER B LS, AT
BT S AR SCI 8 DLEOR S 4 2 SRR DLEE 1Y)
75 Bl 2006 4F, Redon %5 ' il T A DUKLAR
SIS, KILCNV 2 AT NRERA S, H
WRSEHE 2 T ATHT R BUE, Bk
CNV B AR IEaER, BEE T E AR TR
AR, WS KI CNV figlckiiz, BfF
I E A CNV AL S IE S 7R 2 22 (Database of
Genomic Variation), iX%t CNV fT 78 75 19 4 B4k
FE 249 o5 N R4 R ZH 1K 20% DA E.

1 FEEELE

CNV 72 A AL i) o de A N RN o 5 o7
I E L, Ch AR AR s T K, JE%
Ar LR B 402 CNV = AR i EE LS. 1zl
HIIAN, FEANR I 2L0E, P SR ARADMELAL T BE PR 2H A
[F A7 B 51 22 ) m] e AR O B A8 e SRR AR
AZH )P A A ) B TR — sk el TR AN
4= DNA # D4 38 e 2 2k o JERIE AR b 42 A
N, 24 DNA 52 31 H B8 It K S A SO, K
KA DNA #5145 R e A, JE A8 R o i 52 R K
ATzt Bz d P kA R AR K b % 32 1) DNA
FAl, HAFEHTEANIER / RIFEZ)F5,
HAER Ui 142 58 T, T REAE R AR T 4 A R AR
RN, X PR AR AN [F]) T Al LA

2007 4F, Lee %5 "V A% CNV [f77 45 JR B4 H
T ASHT R S S SRS (fork stalling
and template switching, FoSTeS). ZAEAII\ N, DNA
EFHE T, HEH AT LUK s . Sl X E
(¥ e e v DA G| T4 B ES, JRdE s — 2 T
[F5 P 51) 00) e A 2 e 381 HG At 1 52 o) b 58 B s 82 1)
Sl TR EE S R B X b BB BEAS —
f BEARACL, e IR A B A e S, AR A R 1
ZERAT LR BB B . XA R R 5] R
BIIELERTI 5] e Rak s B g R T DLESE 2 Ik
HE, RAFTEME IR A EHFA.

M Ah, K8 BE oG #F L1 (long interspersed
element-1, L1) /542 BB 8T 7 91 2 48 DUECE = kA=
) — 2R ALal. L1 2 H §TC A iR g H
R M K L oS A e B T

EERIRAE

JU5]E2HE (open reading frame, ORF) : ORF1 Zifiy RNA
SiGHEH, T ORF2 Jwtd [0 B A& %R W V)G L 13
FERREE YRR . ORF1 R A AGE 4 L1 Bt
Y, FEHEAT EATTIR (B 40 M A% EOET RN TS 3 R DR A
O A2 EZAE ORF2 #E B T 5E i, ORF2 HA Y]
Wi AR SR RS . TG AR ORF2 D) F 2R R 40
DNA, FFFI I 9 8 3'- 32 3 Ik 4] e 4 108 % e 1
SO e L1 B R I B RNA 54 B 115 5%
M RNA AR TE R, 1X M RNA H[AA AT DL
W SR G ANBIERN A AL E, FEAMER M
s A — %o A A

2 CNVE&RRXESTHR RS

TR, BEAE WP AR DL S EE R AH 28 S HOR ()
WIE K&, CNV R EA 18 R,
AT R BR T BEAE 0 AR AT OG T4 DU
59595 ST 3 AT R U7 92 3 A 4 Ak R A 1) S B 23 i
DLRBE T e ZE R R SR s, HARTB - T4
B R KF B EL e N 4 4432 M, 43 (K 41 SNP 43
RO A, DU — AR AR U S ik
A R S E R, AUFESCR & PCR, 2 Hi%H:
HOIRERY 18 (multiplex ligation-dependent probe ampli-
fication, MLPA). £ B ¥ IR 242 FiAR (multiple
amplifiable probe hybridization, MAPH)"" }% 5% %
[F] 5 2 [R] EL A5 4G (paralogue ratio test) 25 U1, 4eJit
DRI 25 5% W 3 FH 1 R RIS 5 7 5 3 AH 5% CNV AL A
R B, T T A7 U SRS IS T KA &
Bk .

3 CNVEHRFXR

5 UK o T 0 3 R PRI 1) RO LA R A P £
BRI HIRIB AT, BORE or BR T a Ak A
RIE, DL L PR 1 B bR 2 R0 BELAG 3 PR ) R
i, Bk, NSRRI R AR R EEE L. £
RIBARPCE R EIIES T, MITCL Rk T i#EZ
SRS/ & AL PSS (G S L IPN (o)
P8 VAR 5 500 R A VR E B TR E A
G 5 GBI . M RGN DAL AR
31 SAXRERARMERNESR

RELART, AME SR B G iR 2k 7
5K B ORI ZRFI S, W IR A2 H T
21 SRtk R = ARG RN . XA
Qe PR ma A2 w] AR B ol T LSRR 5 TS 2 et
RIS R S /DN, TEIRAE B T ORI, (HIZ L/
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FUAE 048 DUERR e [R5 NSRBI K B LA — 53 %
PRI IR A BT O ¥ VUSRS 5 5 R 1Y)
K R TS FAECIERG (GATA4, NKX2-5 JfH )",
FIALI% (OCA2 FE R )P I A (F8 3[R )Y 254
KRG
32 S5RERBRMERRZERNXR

ZRPIR R A 5 T R T REAH Q) B
DR K IR B 9 3G B 25 R AR OG, FL B0 LI L 4
Ak K AL (C-C motif chemokine ligand, CCL) &
W\ B- Biffl & (B-defensine, DEFB) K J. 4% BR
A Fe By R Kk (Fe fragment of IgG receptor,
FCGR). #Mi C4 BRI KR ANRIEFRKE. Toll
FESZAARFE D K55

Ak R B AR SO R i« CCL3LT 28 [A] X dg i
NEFERIH A (= BE AT AR X, M o AR DUEA o
CCL3LI g =¥v] Satb N 12k &, ENE
YL 5 e i R A EE/EA, W CCL3LI
Stk R 1524k CCRS 45 & T FHLIE HIV Jk BE2E A 40
fg, JFBH IR HIV 5 8 0 & i) . CCL3L1 # N %
FIAMA, RS HIV e RetEsE i, HURGeH 1)
WIERRE L, %W A ORI 2 A RS IE s
CCL3LI1 [ VA5 R I RE S A ARLAT 28 P9\ iligh i )
(R IR G LR A OG5 78 H B S % i, CCL3LI
HIEHE DUER R 5 2 B OG T 28« Ui 14 R
HISE BN, gbAh, Lee % PV 4R1E, CCL3LI ff1#5 I
K 2R 5w I N Iy 5 LR AL O

B- B4 2 : DEFB K& PR 52 I 4 A 47t B S04 i 7
PERK, %2 D5 D e R B AT e 3 S04 o R R 1 Bz 1)
FhB s nm, R RG RAE R R R 2R, R
TERERIE. AR, SRR IR 5K
Gtk J g REPESR A O, 41 DEFB2 # NI %k &
BONTERE 5w b R mT A s

FCGR &[N 5 « g S BB 1 G Fe Jr Bt
SeAR. o, FCGR3B A2 e W I S eI AH O Bk
K, FERIETLZIZAERT. ZEREEE
BE5IEA BB EMRERA G, HIjeE K
B NEGEESR . FCGR3B 45 NI E L5 R4
PELLPERIE B H 1 G BV EE DA O, &k R E 53|
22 AN - SRR FE (IR S P, Sk B T 22 e 451 -
XTHRAFFLR B, A U I R R IE S BN
FEMGBIE I RAOE B eAh, P ek gn i i 2
PUARA R % (ANCA-associated vasculitis). 4
B L TR AR P AL gEAAE BYL SETR
SR Ii35 FCGR3B [1#5 T SRkl ok B,

MR CA: AME RGN 5 RERE VS S, %
RENBOE VLB E &4, FEstanm, fER
R IR BTk AT DL R AR E T
MR EEEEEH. C4RMMEE MBS —
ANEZH Sy, EALT AL 6921.3 X, KRN
N ER FEEVERFEEAPIRIE LK RGN
BRI O 58 1A R A AU 38 B9 Bk ah, €4 BRI
(1) CAL WP 5= #% DU%R 5 2R DL Je C4S 19+ DL nl
S B U R R I BT, 5 AR L KR
A YIRS Y, v UL AT BRAR P U AR R
FH 4R A E R0 U P70 A, Liu 25 B (b s 6 0,
C4 FE K B 01 1975 DL Ed b v B B A Grave’s i
A, fH Y C4A FEPRIC T P48 DI, wr3m
Grave’s R 38 11 UK T3 RS o

B 1 DA b — S R 4 D3R 7 DLA, JE AR,
— B R 5 PE 1 CNV AL A A W 8 %5 5 B,
0 gH B G BR B A RE 52 4K (leukocyte immuno-
globulin-like receptor A6, LILRAG) ] B £ N1 5 iod f
PR 4 R AR e Y, R BRI 5 R RS
RE KR RIEFEVIMR, WEoR T EER - 8RR
(L [F 1 A K A IR
3.3 SMERGHEHZEXFR

CNV 5 55 WL 2085 P05 98 1 OC 2R 2 4 i 1) &
ST FCATIE, BT A L ATEOR TS T 2 R .
Horf, BRI T H FERIE . B AEEE
MR RR R R R S, WiRGE, &1 ANF D ES,
AR 15~60 MIUHAE 38 . £ 5%~10% HIAHUE
B, #ReAT 2B B ek g R . Hd,
FERZ) 3% HIPMAE LB h A B 1 Ytk 15q11-q13
X () ¥ DLy 3G . 75 B S i AIOMORE 56 DR 4 v &) A
(autism genome project), R EMNTIE LI, BT
15q11-q13, 2pl6. 1q21 LUK 17q12. 16p1l.2, 22q11.2
(¥ DU R 3 5 B FEAE OC . 16p11.2 X I3 AT
[F]IF I DU 3 B R 2R, A DX e R
T RZ 1% WAAE B L. EAh, WA TIE R B,
PIBRE AH G R #5 DLE 5 2Rk 8 BT — S8 5 0 22 R fie
TE R J 5% il 2 A RCAH OC Y B R AL AL, B EE
SHANK3. #5855 [ neurexin 1, DL f#£00E 2 5K
9 (neuroligin, NLGN4) & ¥4 3 b fi7 y5 () A I Ay
NATARAIMUE (1) 38 AR ML B AL 1 8 (U4 -

58 FREARZEL, RS pR o REE R AR 5 2
AL R DB A O TS B AR IE L R
T3 FIE A 5K ) $5 UL #0227 UL T ERBB4. SLC1A3,
RAPGEF4, CIT. CHRNA7 &3 [H [y DU 2% 14,
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XUEFL R ) e S WA RA N R B s F s
LIREZ YA ¢, 0 ERBB4 [ 4% 55 7= 4 v] 5 ph 242
WEAMG S, JFIHEOE « CHRNAT ZEH 4h5 8
o T CEEARGRSZ A, BT A 0 R ik [A]  PRs
. CIT PS54 n3, FEE5ME
RAMIKE MK,

Brib 2 4h, BEFLIE R, CNV 500 6 2%
B JR R BRI R DA B R B S5 4 R G TR K
A <. R EMA a (a-synuclein, SNCA) &£ ik
TR RS, ] DAE 0 40 0 o 1 % ik i A% 2
K iE . EMEARRE M4 24, SNCA 1)
FISHE E T RARE, Hgm =] % soe f i
AP, RN EEMARNERSEZ —, B
HEW, MEREZMAL T SNCA mERIEfES
HE Ny a%, £ EfEE LT maekn
RARALER U, te4k, PTEN % 598 1 (PTEN induced
putative kinase, PINK1). 72 2 & H & % [ (parkin
RBR E3 ubiquitin protein ligase, PARK?2) &5 3L K] $% NI
KR S A 50 4 AR A 1) B AR O BT, FERRT R
M B B T, JE Ry B AT 44 22 1 (amyloid beta
precursor protein, APP) ¥4 U1 531 5 AD ) &I
M W SRR R, FIRERIL T SRR
EHA [F] /) CHRNAT #% VI3 E K B, RS se SN
B B E P RS R E A A A AT EGER Y A
. SEESCRRIRIE, R IS 0 AH O (1) etk R
FHEAEDT 15q13.3.15q11.2.16p13.11 2547 55 . LAk,
BN T-IEIE o WAL (sodium voltage-gated channel alpha
subunit, SCN) SCN2A. SCN3A % [K #% Il ¥ 48 5 1F
SR AR A F R s B E R PR R R R,
Moey % BRI Xp11.22 Ytk [X (145 DUE 1 2
BONE WA S, Horb g KO 2 R 4 SMCIA,
RIBC1. HSD17B10. HUWEI %, AA1i& K Bl gL ta
4 5q14.3 _FJVI4HHHE 551 Z% 08 (myocyte enhancer
factor, MEF2C)™" K] }2 9933.1 IR RALE & A
(astrotactin, ASTN2)™" ) #% NI % 4 58 J1 K & b
T3 ERBRAEZ B R JAT NG
34 CNVEAEMBZERXR

P DB S 5 N8 5y Bt () SR R R 1T 4R

FIAPRTFRAETAE4E T o &SR K A AH S
P ULH0% S T K E ORI IE . ARE CNV 7E N
R LA, T CNV 20 A% W, CNV (common
CNV, MAF > 5%) fI#i4 CNV (rare CNV), X4 CNV
RAEAE FIRE 5 & 57

AL TG B R R DU, ml s B A
)R A8 T 4 e e G b PR D B Rk K, 3R T 4
75 IR kAR R, A R SRR A I H Ik——S
FERS W R B GSTT1, GSTMI, LA UDP %
T 1 5k % % g 56 IR R 17 UGT2B17. 4l fi 2 5
P450 JE R KRR 7 CYP2D6. it 5 4 £ il 22k ] 53 e
SULTIATL, IXEHEPAP5 D183 7 G SR 2 [ 1 57
WAL, XPANEEE )W) B R RE B, Ak
A, HHE DU 7 5 200 N R Me 1) R AR & )
R B0 ghAh, SUfrR. Ak, QiR g i,
165 555 S @ AR AH S IR 2k [R5 D003 S U v e 5 3
SR Mo o AR, (R ATRPE R, G o R
b 8 B0 B0 1 B IR -2 (mitogen-activated
protein kinase-activated protein kinase 2, MAPKAPK2)
I DL 0 5 B PR ) B e R o B,
R 5L W], MAPKAPK2 A] {00 40 1 J) 1] 2
[ Cdc25B/C Jf 2 5 DNA & & J& 41 Jig i 1 id 72,
DAt B A T e S R (1) Dl g, L4 DL n 5 it o
AEFE G, BRI EB i BE ELERIOE, RIS
D38 5 EB Jp B3 B AL A 1 H AT B 3 hn AR
R £ B TR XRS5 A1, 5 WW S AL IS SR I (WW
domain containing oxidoreductase, WWOX) & — />
FHZ AT i B R, AT SR e-Jun erbB4.
MDM?2, VISCEE ML p53 3Rk, 1%HE ¥
UK 2k 5 it R e S5 988 1) 5 SRk A 2 B,

AL T A5 X 48 DUEAR 5, 0 BTG 58 e B
PR BRI RE, AT RIS GR T 40 TR O
F, TR R R i R IE K = AR i, anfsr T
Jet ik 2935 JE RSB X ) — BOG R T o R R
AT I AR R B R AR K R T 45 A SR 5 (insulin
like growth factor binding protein, IGFBP5) )& 1A {¢
LI R .

4 EIAE SRR CNVALE R B IR =

4.1 FLBR¥E=

Long %5 “ i@ id 4 B R A ORBR A M 7 =0, A
R R A B T 5 LR B B DA R
# 5 H B mRNA % 5 [ (apolipoprotein B mRNA
editing enzyme, catalytic polypeptide 3, APOBEC3) %t
RFEER, ZHEF RSG5 RNA G I)fE
FAZR,  FE32HI A0 )5 A A RS AR
Xuan %5 " G — B 7E R T RS Tz R &
KA FLRIE SO AR 2 T8 58 & o BEAE, 2935 Y
¥ DUBCE e 5 FUIBR 10 08 R IR B T HBAESE Y,
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Frank 2 Y3, 2 kifA b (409 %2 ] (mitochondrial
tumor suppressor, MTUS1) #ME 1 4 {45 DUEE 2k n]
FRAR e FURIE R RS o 1EE NN, AR T I1)
Bh2R AT BE P2 AR S PE ) MTUST Skfk, £5 7%
CNV {EFHLHI AR . Krepischi 25 ) i F Lh g 5
R4 228/ T2, % BRCA AR 1 A B2 75 A\ Bk
17 7 2 /& CNV i fy, 458K 26 5 W CNV fir
RS R RO A O, AL M R B F2 I
ST6GALNACS. #ff 7t 3K, %7l a5 7L IR
PR A 5%, 9pl3 FERAHIX (1) KIA1797 Jz MIR491
(1R % 5k IR 4, 5 L e XU A G, BRAT IR it 5%
B 7 %A R AR 25 B O TR AR
42 PRz

Yang %5 P 15 o [ s [X 4 ANASFENEE( 2 942
A g DA K 3 074 M FEXT R, AL T4
FF WWOX 5 H. N & T4 Ak 1) CNV-67048 #% 1
Bt AT TR, S5 RRPL, CNV-67048 3 J1% 7 2k
(A, I RR il s 1) FT RE M B R 38, B CNV-
67048 1) E R AT EAMNE T HIE L. 5IEF BRI
I, # DU R B FE AR WWOX RiE
IKFBEAS, WWOX & — Ml L e, 1% 3 R AR
FIA T ALk 2 Fh ORI K A2 Gruber 25 1 X} 398
AN J 697 /Xt FR B HF FU R BH, UGT2BI17 4%
D E R ] B B s T et sg 0, 5 551
(e 2 A R R e M ERL K2 B R
FLHIBANAE XS = AN 1 - X REZH, 3ot 2 332 il &
2 45T g R RR I OCIEAB TR ORI, 2 3R
T B RO (1) 2R B 2 (MAPKAPKY) JH 31
X 1] CNV-30450 ()45 DU 38 o] S SONBE S e 1)
JUERBE N, JtH 2 24 MAPKAPK? 4% DL ¥k 5 4
AN, AR LR RIG N, B TS B %
TR R I, AT FR 48 DS H A 1 #5
DB AE I B TE 5B, 3R B 4L 4 (13 DL K0AR S5 mp
RERIE T AETH R IAS R, MR 2 L R 20 AR
SR T EEEYE. A, SR AR
FEAAALL, 4 3 TURE A H MAPKAPK? (15534 & 5 &,
FUATE F 45 DUE 1S 0T e i R 4 2R e i
DR 2 R H A (R FRIE K, Rk e () A
Li % 7 i@ % EAGLE A1 PLCO %4#s 1% 43 it & 3L
AT 8q23.3. 13q21.1. 18q22.1 K% N ¥ ¥4, LA
e 5q35.2 (135 DU 2R 5 il (1) B S PR AR DG, FHop
{14 S 7 7 il i 2H 29 bt L 0 B S T 4 DL R
W, U0 8q23.3 Xk, XBIE—EFEE LR T AN
RELMMALAE T 2Z KR Hu 2™ R, fir

T 6q13 b —B AR TEE X 1) CNVR2966.1 [11#4 11 2%
SRR N ep OB A, EARERE, ZA
B AR5 R 1) 2 AR AR OC, SR AR
RAFHUG b e 2L ] PR 3%

it A& — 2838 A% - PR 5% R 2R 4L A4 A e
DR B I 7230 — AR 1 %0 0 . Lee 25 R I,
17p13.1 X KCTD11 PR % 2k (1) W 00 N T e A6 il e
(6 RV B S 386, KCTD11 & — K L, a7
4% Hedgehog i #% . fE— ik T 7 880 X R 1)
KRBT TTH, Yang %5 " R I, ABBREE 3214 (cholinergic
receptor nicotinic a7, CHRNA7) 1) CNV-3956 1]
B E RN RS, HEERR TG AN R . A0 £ I
Ky v 58 CHRNAT (R IEAKFHm, HiZ¥
DL 38 55 08 BB A A FE T S S0 e XU ) R
M4 in. CHRNA7 W #% Jé o T ¥id, 18 Akt K
NF-kB i (145 5 @425 SR T3P, 321w (i gk
REK
4.3 BIFIRRER

Liu 2 VY @ 42 K41 Va Fl SNP 45 077 28,
RI Gk 2p24.3 | —BK 29 6 kb (BT 32 =
A0 g ) B LR, % X Sk oy T R I R, Bt
100 kb 75 [l 9 RAELE AY928977 Fl1 FAMS4A ANk
Rl BEA: R0 9 % B, FAMS4AA 1E i 41 Jljye 41 23 v
R, AR AL RS, B FE D CNV
[X 35, 7] (8 6T FAMBS4A [1) 3% 1A it 2] 378 ¥ 471 [ 1 42 1
R R RS EHES, FAMB4A [fRIA
U, AR R 2 B 10 R 2 o Jin 25 U2 7R iR |
17 0 g 4 5 DR ORI 43 BT 6 CNV A R 5 T 41 i
S A2 2B RS AT T 0 b, S5 SRRBL, 20p13 X (1)
—BK 32.3 kb [ Fr BE CNP2454 1] G 5 1l 41 i ge 1)
RRVEM O, ZBALT SIRPBI BN, HE
Jer] e A SIRPBL B A[ AZBYY), 7= A AN [A] ) S/ 4
A, Brueau %5 VB, E AN L H X AR AR,
GSTT! F1 GSTM1 145 DLEY 38 5 55 1 11 51 e 1)
KA. Laitinen 25 U & B UL 5 14 A =2 14
EPHA3 %t [X 4 — Bt P & F 19 & R 25 == N
T 71 e £ AU
44 BT

Clifford 2 ") F| B SNP & H 35 AR 5 2 3] 5 A
et R X IR 5 DUBUCR S 5 I (1 R AR A O, 3L
1p36.33 (1] CNV X3 AS S AT A L 6], H I 5 2R ki fA
FED A BA FIR A, ] e 2R A I DR 2 AR S 1 R
Fro FHAhFAXIHS A KNGl Cdorf29. LARP2,
LARP2. ALDH7A1. PHAX. C5orf48, LMNBI,
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SRPK2. PUS7. TMPO. HKZ ¥ H il
5 I B 0% ST IR (1 & HEAE G, i SRPK2
BEPR AT H0i) 2 0 25 AR N Z ], TMPO 2[R 4 i
PP Rb A% N E AL, TMPO R T e it
R A R S . 2 SR A R B T
T8 A O R 5 e 5 PR 2 TR O R 91l
KNGI FEQR s T s, Hi D E R T A
BEMRERH R, BRibz 4, T 4000 52 5 A
TRA 5 TRG [##% N R RAEAE BN R B BT 22,
Yt B I N B R 5 2R ek NBE A ORYER 14
RRE, KT NI, 5 DU =k 2 1 R 2
ANRBEm, WAl Re R RN R [, &t
FAMUESE T S 45 e o A2 I e AR E A
45 S9E

Park 2% Ui i % SNP 5 B4l 70 # K B, 8
ANHE T E e (4] 6q22.2 ] SLC35F1., 4q24 X
SLC39A8 (48 NI k4%, LUK G E A2k
GPR133) % 3 /M4 ULEd 48 (£04% 3pl11.2 L) EPHA3
PA K 17q12 #) ERBB2) 5 & 5y AR A5G, HLAL
v AN B o
4.6 HEEBE

Yang &5 U @5t GWAS K g BIIEHT, R
TEFRIE B I T 12p12.3 X N — Bt K2 94.4 kb
B, ZERTEME R I E R R, HAEEL
e b o N I S T8 I ol I G
RERGL (RAS like estrogen regulated growth inhibitor
like) PR @ 12 X Sl BT 60, 25 (R iE— S R o X 12 X 3
M5 53 A ik R IR R A i e ek, R PX—
BT 51 10 2 2 1T RE /& 78 DNA & 5238 2 v 58 i
Bi %5 U8 %} E3 2 2 Be g 5 1 AN B G AT 45 U
BRI 5 R B, R 5 MDM2 (1) 5 U154 44 14
TnEs B g 0 2B U, SKP2 F % DAL R BRI
ot H W KUK, SKP2 52k, K& H B
FLAE AT B A 45 e 1 S KU, REAT AR
T8 O S 7 3K 1 28 A vl ) A6 AT R A &5 B s 1 XU
T T — 2 uE B 1 84 - PR IAR HAE e 4G
L s P B R 5 Weren 25 ) 4038 4 e 32
[l FOCAD (focadhesin) # N1 F 2k 5 KR 1 45 &
W 2 SR I 45 B KRR AE G, % BRI E R
R TR E bR, 45 E e L R G
Bz, GBS b R B A e AR R IR
5 1% . Fernandez-Rozadilla 25 ™ 3 i 42 35 X 41 56 Bt
HTEI T KB 2p22.20 1lpll. 15q11.3 J% 16p11.2
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