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, 201203; , 100176)
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GC 42%, 2.14 cM/Mb. 122 20

, 42607 . ()
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6.14 cM/Mb; () GC 1.1 Mb
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3
(Beijing Genomics Institute, BGI)
(Chinese National Human
Genome Center at Shanghai, CHGC)
(Chinese National Human Ge-
nome Center, Beijing, CHGB).
1999 3
3p) (3pter) D3S3610 ,
31 cM, CHGSC
IHGSC , D3S3397
> ) 39 cM.
, 3pter  3p24.3
1999 9 | (bacterial ar-
tificial chromosomes, BAC)
;2000 5, IHGSC
63.2 Mb
GenBank,
, 2001 8
, CHGSC
2004 7, IHGSC
, CHGSC 38.1 Mb.
IHGSC
ma
3
3 s )
CHGSC ,
1
11
PCR BAC RPCI-11 (http://bacpac.
chori.org/home.htm) , DNA
BACs (Contigs)
BAC Contigs ““BAC 77

(www.tigr.org) “* 77 (Www. ge-

nome.wustl.edu) (Fluorescence in situ
Hybridization, FISH)
1.0~3.0 kb pUI18

BACs .

MegaBACE 1000 (Amersham) ,

ABI 377 (Applied Biosystems)
Phred-Phrap-Consed (http://www.phrap. org)

=4 BAC

B

1.2

(consensus sequence) GC

DNA_GC_Calculator (http://www.genome.iastate.edu/
ftp/share/DNAgcCal/); CpG CpGPlot (http://
www.hgmp.mrc.ac.uk/Software/EMBOSS/Apps/cpgplot.

html) , 200 bp, GC
50%, CpG 0.6.
Repeat-Masker
(http://repeatmasker.genome.washington.edu)  Tandem

Repeat Finder (http://tandem.bu.edu/trf/trf.html)=!

Ensembl s

Ensembl S

RefSeq®  H-
BLAT!!
cDNA

InvDB”! ESTs cDNA
, . mRNA
FgeneSHY! ,  FgeneSH
ESTs BLASTX ,
=90%, FgeneSH
, BLASTX

v

97%

113 EE)

SwissProt'”,  TrEMBLM"

InterProScan"! s

tRNA tRNAscan-SE v1.23M12 s

s 20 bits.
BLAST

miRNA Registry (5.1

ncRNA microRNA
Rfam 6.1 HH
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)lﬂ,ﬁl , 5
95%, EST, cDNA
95%. 158 , 122
SNP ( , 20 , 16 (1.
>200 bp) , 9.1 /Mb,
() SNP 5 . 3p263 41 /Mb  3p25.3
Q20( 99%); ()  15.1 /Mb
SNP 2 : 0~8 Mb
. dbSNP(http://www.ncbi. 8~17 Mb ( 2).CpG
nlm.nih.gov/projects/SNP/, Build 123) SNP 2 kb 1 kb
. , 70.4%
CpG ,
RepeatMasker , BLASTZ CpG .
, axtBest/subsetAxt [16], 8223518 bp, 47.3%,
2000, 3000 ( 6 7 14 22
), SUN 10K (SUN Microsystems Inc.), ( 42.2%, 46.5%, 43.6%,
SGI 3800 (Silicon Graphics, Inc.) IBM P690 (IBM 42.4%  51%) [18-22]
Corp.) 57912 bp; 244 bp,
3.23%.
2 SRGAP3, 5339 bp;
2.1 ITPR1, 62 }
GRM7, 12 s 842 kb,
’ , 7(mGIuR?7).
401 ’
BAC , 23 )
/Mb. CHGSC 3 394  BAC ’ . ; o 35%
: 652646 (reads). IHGSC ' ; o
HGP 7 99.99% ’ 1.5 :
0OGG1(8- ) ,
(tiling path) 135 BAC EST 8 :
, 174Mb (1), EST : 1301
. GenBank / s 1280 (98.39%) GT-AG, 6
(http://www.ncbi.nlm.nih.gov/), UCSC (http://genome. (0.46%)  GC-AG, (1 TG-AG TT-AG,
ucsc.edu) BGI ftp (http://btn.genomics.org.cn/ GA-GG) 15 (1.15%).
hep/). : RNA(ncRNA)
RNA
2.2
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/bp CDS  /bp
(% ) (% ) /bp /bp
122 7882429 (45.22) 524740 (3.01) 64610 240 1.57 10.97
20 341089 (1.96) 26903 (0.15) 17054 359 1.05 3.55
142 8223518 (47.18) 551643 (3.16) 57912 244 1.5 9.92
16 12046 (0.07) 11958 (0.07) 753 239 1 3.125
158 8235564 (47.25) 563601 (3.23) 52124 244 1.45 9.23
27 RNA , 1 tRNA G GC , CpG Bl 3).
, 0 RNA(SRP_euk arch) , 7 S SINE
RNA , 9 RNA , ,
Y RNA TPP/ BI12
(cobalamin riboswitch families). ) ,
RNA(miRNA) ,
InterProScan 16%
R 70.3% R LINE2 DNA Alu
( 64.0% . 11%, Alu
(IPR001472) 7%; LINE1
(IPRO07110). InterProScan , , 4% ;
(Gene Ontology, GO)4 LINE/L2 MIR
. 59.2% , Alu LINE1 ( 4),
GO , 40.1% ,
, 38.3% , 21.6%
¢ 3. )
2.3 ’ ac
( 5).
1 > DNA(microsatellite)
GC 42%, GC DNA ,
, GC , 8.4 Mb [26] 2090 DNA,
GC 38.5%, 9 Mb 29%,
GC 45%. SINEs, LINEs, LTR- 18.2% 18.8%. AC
DNA AT : 59%  31%.
13.97%, 19.38%, 8.67%  3.55%,
13.33%, 18.17%, 8.71%  3.53%. 24
SINEs, LINEs DNA
( 2). (SNP) 2l
G ) 3p26.3  3p243( ) 7 SNP, : ()
( 3). , GC CpG (
, G ()
GC , CpG s ;
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2
/bp 1% (><100) /Mb 1%
11578 2434983 13.97 1718 383.4 12.5
SINE ALUs 6120 1639469 9.41 1152 3023 9.85
MIRs 5458 795514 4.56 567 81.1 2.64
5938 3378593 19.38 1345 588.5 19.18
LINE LINE1 3020 2611124 14.98 889 488.2 15.91
LINE2 2527 676312 3.83 410 91.5 2.98
L3/CR1 391 91157 0.52 46 8.8 0.29
LTR 3069 1511528 8.67 637 242 7.9
DNA 2588 618149 3.55 382 84.5 2.75
Total 23173 7943253 45.57 4083 1299 4233
GC
G ( /Mb) GC /% ( /Mb)
3P26 3p26.3 (G") 1~2.7 36.93 11 4.1
3p26.2 (G) 2.7~3.9 39.39 6 5
3p26.1 (GY) 3.9~8.1 39.23 19 4.5
3P25 3p25.3 (G)) 8.1~11.6 45.51 53 15.1
3p25.2 (G") 11.6~13.2 45.6 18 113
3p25.1 (G) 13.2~16.3 45.65 46 14.8
3pP24 3p24.3 (GY) 16.3~17.4 37.83 5 4.5
Total 17.4 41.9 158 9.1
7).
dbSNP 38475 , 3
42607 ,
3.1
4123 SNP.
SNP 410 R (clone-by-
SNP clone) ,
1
(1/1300 bp)t, (draft assembly) 6X reads
(HapMap) 1/300 bp™. 6 , ’
SNP SNP 8X , 10000
(UTR) ,
99.99%.
2.5 BACs
[22] (clone contig) BAC
) b
BAC
1201 , BAC 11
BLASTZP, » BAC
( BAC ,
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( 9 cDNA . Gerton 33! Saccharo- my-
EST ces cerevisiae
3.2 GC
B GC >
il
(centiMorgan, cM) , 1
) 3.3
1%. ( 1 Mb (1) : 3
) ab initio
Bl gy, Marshfield 22,
1.36 cM/Mb, 17
75~76 Mb 7.60 cM/Mb. Genethon '
[34) 1.30 cM/Mb X L
’ ¢ ’ 24 Ap initio ,
22~23 Mb  7.53 cM/Mb. (
Marshfield Geneth ’ ) ( )
arshtie enethon 136]
2.48  2.14 cM/Mb. ’
GenScanPZ( ) FgeneSHEY( ),
GeneWise”
’ GeneWise ab initio
t 0~1 Mb ’ ’
, Marshfield 5.5 cM/Mb, ’
Genethon 0 cM/Mb, cDNA / EST : ’
Marshfield s
Genethon (cDNA EST) 97% , 90%
Marshfield 3 ) >
( 10, 3
b 3 b ’
3q 3 5" 3'UTR
6.1 cM/Mb, 3~4 Mb B2 50
) , 2~3 Mb, 3~4 cDNA ,
Mb 8~9 Mb 4~6 cM/ Mb, )
5~8 Mb 10~17 Mb . EST
Genethon Marshfield S , CpG GC
4 cM/Mb, (2)
( 1. ,
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8
BAC  (RP11-19415 RPI11-53E12) (@),
(b)

= Murshfield
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8
2.
-
&
2
-
o 1 22 52 65 189 217 301
34 MbO~1 Mb §~0 Mb 2-3 Mb 11-12 Mb
]
=0
s,
&
% 2
0
B 50 o4 214 293
34 Mb -9 Mb 2-3 Mb 11~12 Mb 10-11 Mb
1 R Genethon ( ) Marshfield ( ).
Marshfield  Genethon 4 3 4 cM/Mb.
0.8
0.7 4 » =500 K
o =250K
« =1 K
0.6 - <ho K
g0
04 -
0.3 - IR =
02 T T T T !
1 10 100 10040 1000 HEVET (VT
WEFVbp
12 GC
34 m 2004) )
2~2.5 140, uCsc 58 kb. ,
21869 (http://www.ncbi.nlm.nih.gov, hgl7, May 51% (58 kb x 25000 = 1450 Mb)
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[41]
X 2.3 Mb dystrophin
[m
100 kb, 250 kb 500 kb
14.9%, 43% 1.2%,
62.4%, 35.1% 16.8%.
, 21869 )
) AT )
AT ( 12), ,
cc 3 41.42 ’
2 ( GenScan
FgeneSH) ,
36.41
GeneScan
100 kb L ,
, , cDNA EST
/741
122 45.2%
CNTNG6

CNTN4 1.1 Mb .CNTN4 CNTNG6
487 kb 311 kb ,
( 1.8, 1.1 1.2
Mb). , 3 EST
(AW858653, AW938304 AU122382);
FgeneSH EST
111 kb (Open Read-
ing Frame, ORF). CNTNG6
CNTN4 ,
3 109 kb
. GC 1.1 Mb
AT  (37%), ,
3.4
(1 : 142
( 122 20 ), 100
(70.3%)
) , RAF1
MAPK
(Gene Ontology, GO)24
,  CHL1,

IL5RA, ITPRL, ARL10C, GRM7, OXTR, CAMKI,
IRAK2, Q86YP8, HRH1, PPARG, RAF1, WNT7A,

SH3BP5, PLCL2 OXTR,
: DNA : BHLHB2,

BRPF1, TADA3L, VHL, VGLL4, PPARG, HDAC11

NR2C2 : . TRNT1, ITPRL,

SEC13L1, ATP2B2, SLC6A11, SLC6A1, SYN2, SLC6AG6
ZFYVE20.

[44]

, GRM7 L- ,
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(842 kb)*3. mGIuR7 8 ATP2B2, RAF1  XPC. (FA)
, , , 8 )
[647l - FANCD2 . 8 FANCD2
mGIuR7 , [6L63] 1 imb-girdle
ELS muscular dystrophy (LGMD)
SLC6AL, )
SLC6A6, SLC6A11, CHL1, CNTN4 CNTNS, LGMD
/ . LGMD ,
/ 21 . CAV3 1C
, . SLC6A1 LGMD , CAV3
SLC6A11 GABA , , el
55 kb, OMIM
54%, (http://www.ncbi.nlm.nih..gov/Omin/),
19301 5.CBA6 ( ) 3p25.1 17 ,
(G~ ), SLC6A1l 3.4 Mb"8. CHL1, CNTN6
CNTN4 , : TIMP4  TIMP ,
200 kb, , 3p26.3(G" )
) 4). ) )
) : 3 (3p) TIMP4
. TIMP4
3p s fed],
(tumor suppressor gene, 5
TSG). 3p253 VHL  5),
Blaa Von Hippel-Lindau 131 3p25
Von Hippel-Lindau (Atrioventricular septal defect 2, AVSD2)
s Pancreatic endocrine . 3p
B3 vHL , 3 (3p25-3pter)
, : [ee], , 3p
,  p27 , fibronectin ,
B « . )
VHL 9 € i ,
: FANCD2, CAV3, COLQ, BTD, ITPR1, OGG1, ,
4
/bp /bp /bp
CHLI + 212449 213650 426098
Neural cell adhesion CNTN6 + 310650 1109629 1420278
CNTN4 + 486557 2588089 3074645
SLC6A11 + 122230 10832917 10955146
Sodium- a‘ifafl};g;rit‘ier'depe“dent SLC6ALI + 46490 11009440 11055929
SLC6A6 + 84,453 14419150 14503602

www.scichina.com



35

5
OMIM L
MYMY 252350 3p26-24.2 Moyamoya disease 2
STI11 602011 3p25 Pancreatic endocrine tumors
AVSD2 606217 3p25.3 Atrioventricular septal defect, susceptibility to, 2
CMDIE 601154 3p25-p22 Cardiomyopathy, dilated, 1E
MFS2 154705 3p25-24.2 Marfan-like connective tissue disorder
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