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ml EnsemblZ#iirE (2009 %)

Ensembl Chttp://www.ensembl.org) ZEuropean Bioinformatics Institute (EBI) 5Wellcome Trust
Sanger Institute (WTSD JL[a SAEFF R I EHE EH . Ensemblilz 520k A g s, 19 3l 457 H A= 1168
GenBank.

Ensembl2y AATTEEHE T — AR LG B, QHEEREIE G RS Bdi oL AEYE
TR AL HE A T e o

BB, A T ER AT M, EnsemblEH T VF 2 S, LS ERT B vk LA A I Enredo-
Pecan-Ortheus & 4 MUB K 1F % 26 L E T K L FFEnsembl 3t R 41 1F X 1) 8 - http://www.
ensemblgenomes.org/) R — AL HILKNA X £24 (multiple genome alignment) F14H 5% 7 41

(ancestral sequence) .

1 EnsemblifiM

1K 2 $50F 7 0 ik I i 4 FHEnsembl [RS8 AT 5O it S A5 0 g T2 S ) sy 7 R 44 e =
B R 2 Ml T B AT R I (discoverability) o BEAEMubf A JE, B ARG Eok B, BekEE Y,
o 3t o, gl 2 AR AR B R, DR B o AR, A R L R B K B Il () T D e, ORI AN Al
Moo TR PRIX L, EnsemblB AN T KEA Y )1 5%, EnsemblT-20084 11 ] 4 T 48T U 1
Ensembl 51.

FE20B R I Ensembl 51, 4T TF— AN 9 0T 7 223 A8 45 W 2% IRk 55 4 I BE e B i K B3 2, T
KR8 T BB R 45 e i 7 o O 1 BSGIEEnsembl 9 A 4% 4 00 18 33 82 6) 190 325 (1) 52 0, 2008 4F-4)
Ensemblid 75t Fi 25 3 (1) -1 LA 7 BB T H 2 RFSE I FR K 1 Ensembl 9 il (13

16 50 W9 50 G i LA HRE o IO 3 0 1) TR) B, Ensembl It S W9 sl 3R AT T TR B0, DAKE 9 I 3 1) 5 B 1 P
(navigability) F1r] & HitE (discoverability) (K1) .

BT W43l oy Sy PUAS B 2r—— € £ (Location) . JE[R (Gene) . #sfk (Transcript) FIZL 51k
(Variation) o F /0] LLUA% 5 M At F A — N 199 DL T8 PR AR B 03X J LA B 20 2 A HEAT D) 46k

“OEAL” HB AL AN F] 43 AR A L A A1 R L AUE 2L (comparative view) AL RIAT A1 (&
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TA: EAER, SRR A PR E) o “FED” B AR R SOAAE B iR AR A 4L
SEQLAR B Ensembl¥dl 7 b iz A ) 1 2R [l 5 DR A 55 2% TR RERE A DA R ik R R AR S i DL 44 6L (I&T1B:
FE R, SoRIERMD o CReR” M E IR BRI, AN RS (K B Sk AR G S A AR
(ENC: HspfR R, WRBFsACER o “BRE” # R aMHSNPERE .

B
] TR T E TR LA ]
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Sormrany ST PO L B LB 5 Precunis CaThE 24 ramiber
L o HBL s W58 L T2 4 eachuags proossn 5) (Sohas Fasrily 5] Sowron Unirosill Teras fron
[t Lt anben Owomoscens | 5 4620096146220, 85] forward sirmsd.
Transeripta Thers s sr traracriot i Shis pene: SUCHGAS 001 (ENSTO00CTEA1 2531, with preten prockest ENSPOO000%41 550,
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Transcript-bassd Transcript: E.L"ZME-GGI (ENSTOOD0D0341459)
lm" Sodum/potassum/calcum eschanger § Precursor [Ma(+)7%(+/'Ca(2 «}-exchange protein 3) (Solube carrier family 24 membar 5)

|F!m5“""¥m [ Senrealinron E Guis-Prog, Ace QT 1R56]
Chiomosoms | 5: 46.200.481-46.22 1681
& Sepporting wvidencs (1 Lecatian forward strand.
= Mariosd-ap SeqUENDE Gana This transcript i 3 product of gene DNGROOON01 ARSAT
|| I_m Frestmin ENSPDOOO0341550 i the proten prosuct of this transerist
Extemal recoeds i — | Supporting evidence e
|- sty manches (26) - : Sh o |
Cliga matche (6]
ft geromcs bl e ol— - 8- - - -
~_-|n~ Pogriation companison | Tmasoys sisece
Protain s NN s e e s —
" Susmrmary B
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Wariation fastures (1) | Eumeddencr
GO sems (13) gy &= == @S D= = = == = EEm—
» Bookmark this page m: o R I R e -———— g -—— S - )
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Absr Ersemind | Comtact Us | el

El1 Ensembl 51k MBI EIE, IRI%HARA BIFHE -
A. B. CZREIfER AXERESLC24A5%f], KRTHRARTAFTITKEPHIKE.
REMTIARRI3 MR GEBF) ATLUREME=DPRREIN TR BIREETEINEREERE, ZREHE
ASNPHSHI. S§—1MNREFHHSEHUTIROMRLE H T R AH TER .
HATEEEERBARAREMLRERAREKXNE. EBF, SEERMNXAHERNER, ZEEAEALERAHH

52, ZEEEEnsemblFEEFTHERRRERNMERRRER, RXLRRERDHERIFRE. ECHMBH
RAMERERS, FTIEMBETRIAEREMNEMATEFRE . RTXEMITSM EMIIRITZIINEETZER
AJAXFS M TUREBHEITRY R . BB AERER, RIFETREX T AT RSUKD, XMEFTHREX T AXMERRIK
KiEELH. ECHMAF B RIIFL LIFNKA YT RE FEW.
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2 HGRIFEEAR SR TN R FER

IAEEnsembl tf LIS SR AT 484 W b 1) £ 4
Hoh a1 M 2B MBI . Ensembldis 2 1) 32 B AT
%2 e R R T REMERG . TR ES
(gene set) , LB HEB) 4 Jk DA 20 Hcfls I
1] DL 2 250X SO A7 IR S DR A Bt . il R
X T A& BEnsembl i [ 3Rk A5 1R 8 9 5k DA 41 2K
Wi, L FENSME 2 (Ornithorhynchus anatinus) <
K SE AR (Monodelphis domestica) L |
T (Macaca mulatta) W34 ¥R . WF5T A
G A FH 8 150 51 A cDNAJE 41 LE K T 3173 110 5
AN i T B X LR i AT D AL B, A S
HEff . R

Ensembl 445 (1) TAF 5 ri2 I [A)J8 Lh 4 &
4: (compara homology pipeline) 1k —E&R%
PER) G HE D S5 LA BT R 48 (systematic post
gene build comparative analysis process) ,
DL T fiff ik Ak b 36 AN — S50 K5 DR B W 1) 45 44
SRJG, R I B B A8 245 S AR T S LI L A8
WHURZSH R N i b PR AR 48 (localized
gene build pipeline) AT PAbEE, Hrf
B ) e IR RIE R (split gene)
ERMHERFJPEIK (missing orthologous
gene) . BEAT T HE WM I H K (partially
predicted gene) FE4LE 1 (false exon)

T A520,322 58 DA B 0 DR A 6 % 5
AR FEAT I B, XA S A EE RS (post-
processing pipeline) &I T 236/ Wi LA,
RILT BB R R R 2 AR E10134 LR R K
PRI RE DR, 4350 2 FO0 ke PR 4 H 9 31 11330
A, BGIERT 840MNMEANE T . BLE, EMEARD
LW RGN T e A o A )W FL B ) AR R A
M T o XTI R PR A S Hd K /EEnsembl
R — R AT

3 HRERRAASFZHIN

20084E LIk, Ensemblil x4 3k K 4 {5
Fl LA FE 40 248 (genome-wide Ensembl
comparative genomics pipeline) #4717 & A
%, MEMIEEPOZS (Enredo-Pecan-Ortheus
pipeline) . EPORS i /M HAH A AERIFE 74l
H. Enredofi STt AL N 4 B, AR B
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Ensemblff) 7 — I 12 TAE, s Il eHa
AAEX NREL KA H A B AT — BB e, XLEE1E
HZ W FESangerift 51 Bt FTHAVANA/N L. NCBIH)
2% 7] (RefSeq) IiH/h41%. CCDS (http://
www.ncbi.nlm.nih.gov/CCDS/) J& A A I & it i
B g i X I SRR B s . I7E, CCDS
Wk gt 5] (CDS) 4k H A2 4 18,2904 I
TEEIT720,159%, a2 ik X 2 16,003 45 14 0
£ T717,052% . CCDSH LM A /MR, /R
(JICDS 4 H At 13,374 488 N %) 717,7074, %=
KA 13,0144 3% 716,889 . GENCODELL
CCDSHIENCODE &I A AL 5, #esk T FFUTR
A N e sk B s, BN T E AL
BN KR . MoE )ik T-GENCODE,
11 22 ity 3L 30 4 ks DA 4 18] E 47 7 410 LGS 1 ok S AL
D30T LU A T A 8 G A X 85 {3 HIEnsembl
FEK 2K 248 (gene build pipeline) Fiill Hi (1) &f
JUHA AN e s AR A Bl 7 VR 04T 43 A e R IAR
I ARAG, 5 8k Uk 52 O i S DRI Ty A s R b S B
T % . Ensembl/HAVANA & VET H A ihdk—25
P& e AN [ B0H PR ) 1 JE DUAH £ 2, 490 an 5 UniProt
WATHRZWKR, S5ENASF# < (Genome
Reference Consortium, http://www.sanger.ac.uk/
sequencing/gre/) £ /E kYN IS IE R 417 51 % 5%
A 2 TRIASAH A (1) b 7 5555

Ensembl A fii i Ensembl/HAVANA A 3t
DRI o b i 0ot H 3L R85 0 i R, b
TCCDSH %k, HAVANAK 4 KB sk AR E RS

oy — U J A O BT AT IR LRI Bl e ST bRt
1% 55k 4k (canonical transcript) o X FrUE )55
RN e B K IFICDS (S 3 PRI AT mT 43 Bl 3 110
AR, WAl K ¥ cDNA.

K% (segmentation graph) , ki A8%E [E ifn. 48 11
[i]J5 A Bt (colinear homologous segment) . Al
Ensembl UL 48 (AR, Enredodh 31 S k5
SR HIE R (lineage specific duplications) , 4
W R A R AT 4 R KRR R
PN DL XA [R) R 1) v B AL 4 Pecan b 3,
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Pecanf& /N2 EmIAT T H, GEl P a0 b $& H B R I X 3. (A5G B2 1 Be (ancestral repeats)
AL, Enredo+Pecanyh it Lt & i FLah# Loxt T H It kM 80 4f . fe)n, Ortheus——igt L /741 4%
¥ REAS BIUERA MR /G P %)) (ancestral sequences) . Ortheus i ] 111 & 2 S0 e  (branch transducer
model, ZAAJE THMMEI—F, Be R IT G R RN KA 271

K12 JiE 7R 1) & AE Ensembl b BRG] & AN 7] 56 2 i 2847 55 BRI k4 3# 2 170l (Genomic Evolutionary Rate
Profiling, GERP) 73 #if3EIMf145 R . &5 R I is 1 7 FIAH 26 B 52 1y BRI A7 A W R i) 22 500, 49 Xk
P IX B 2 0] 20084F3 H A A I Ensembl 4955 — K JE7R T TR FLA Y A TEPOLE X 1) 45 K . 20084F7 H
AAiIEnsembl 507 BEAT IX b L AR v [ K B3R FLah Y, AR B R LA R, B E
AN B SRIE BRI 4R R KB EE X 45 5 . Ensemblit-RIK ke 1 125 (teleost) B thik
17 —IXEPOLLX} .

Density

-0.5 0.0 0.5 1.0 1.5 20

GERP conservation score

&2 W F Y EFEEFAZCE AR M E 1T E HAGERPIRFIES (GREP conservation scores)
AERRFEINET (coding exon) , HMABNKREZIEHBIBINETF (non-coding exon) , HEEKFZIFFHXE (Reg.
feature) , BEERRELEEE KB (ancestral repeat) . GERP 09 R REEIXIEE S, MEGERPIESRFHIE

BENGE. EREIETFEFEARFEHBERDPAAHNIERBE. FPHRXEEEME R REEnsemblif T XE L
REFHER. HEESERRABEHRepeatMaskerE X HIMER I12U45EEF . £ FHEPO LR AT A& TSN B F 71
TRESEERFREEERAENER.

h TAF 2350 AL B D FIEPOLL X 25 5, w2 R XA 75 28 (1 2 D A0 BHis dEAT 0 T o IR 7 7 A B TR ALK
TR B A B, S EEnredor M R & BN HF L “Wisi (breakpoint) 7, Enredo M fgH T4t
T 7 T R L R A K o T R N R JE R A B LE X (pairwise alignment) [ 7 1 R SRR o L K 41
3L PEIX 38 (colinear region) o X - RF—AMILHT a5 F SR 20, i {eoxd B 7 v R IR Bl o5 ik b —
HOANT L, XEM TR Z EFAIT. TR G, KNGS P b

B T HRHLIE AL T4 L 2 Ak, Ensembl b5 356 PR 21 27 T HL id BEAL) g 55 DRI DL S JEAT T 2R [RDVG 5% R RO
T . Ensembl 50 i B 5 1) 503 2 A6 FH SLRAR 7 v S B DRy dNZA SR I 7250 IS8 AF SR8 ATl 3o o)
(1977 2 H S L8 7K 52 kA R ) AN ) (R A7 A

A N HE R RS R0TE 7 hi R

LU, RE AL 20T Ut K e 2 DD REFE R 122 0P 5. T2 5 TENCODETHRINIEU FP6
B HEROICA: [ B LW 5T 71 Kl , Ensembltd JTJi& 7 — S8R T4 R 4k 21 D Bk I 41 2 B o o dh,
Ensembligili X 25 T ZE I ZH DNA AL B U B TAF, IXSE IR R th S Wk fEEnsembIcdi 7 b . i
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THTH—ARMTE A, AT ChIP-chipfiA,
Difie e AP R ARG AEH A S o S R B L
et K EChIP-seq 2 T 248, 45 hChIP-seq
Hedl oy B il L

Ensembl il &Il —ANRF Rt A2 A3 AR 2 [
Kot Je FCTE 6T B %5, 3 BE AR 8 1% L8 £ 4 5 B 11 3
3N R G T A A T IR 45 . s
Ensembl 5 X 45 #4 5 48 At e 700 2 1 2 i DX Jk,
EnsemblILb#40HT RGefE it~ FEIA, 43T
H R FYRFE R 57 RIFYREE R . Ensembliff 15 &4t
BT RINRSE, &R H 30 NSRRI 4L ) 1)
FEV T DA R . R NS 5 2 TIDNA
Tt | B s A BRVEAS B T T80 4 5t FH ChiP
R ) i LB B R B . A ZAEA T T8 AN
R2ZJG, Ensembl &0 %7k % T3k, H—
RTEFAIMN THHIE R, AT IR i R 4
PRI G RGBS o B0 PR AR T ok AL EE
CD44H Hu AT P (1 i JLFh 48 i 3R 1K K £49175,000/ 55 4]
YUk, IR T K LA0F AN A B 4LER B T B0
R 2700F X L PR 22 (A A B0, IR Se 4] A A5
523,000 85 15T g 5 J5E R B ATT 1R 307 R L
AT 5%, AT LU bty 35 DR AH G 1 4 A% X B 30 7 4
KA HEAT 432K

B — AR B A B 45 Ensembl b 1) B4 25 1k,
Wk TR K. R0, Ensembl{/i4k J& MdbSNP
Kol 2R K, dbSNPEHE A 2 i i 5 By

S RINARED

B ARKE AL 7 B A 1R 5 0 ) B4 T 4
I, Ensemblth ki AH R ) oA ok I8 VI FfopT e
ffile 24, BB SR XK 2 G R B
5 K P T U P B R B o X T AR S O R R
W, 5 0 PRk ik DUt Qo] o IR IE AR AT I N3
DLV RIBI A A A 45 8 . Ensembl CL& FF 4R I &
HRORE 7 — AR I 7 4 AR AT 21 0 e S B EAT 0 T 1
RE. WLMES, XA LRGN ERKIE . ANFE K
B BORE I B i S B ik, LA AT R 2
DER T IXEER, AT AR R L
AT (¥ I 2 52 A7 5545 Bt & 1 — AN AT T A
I

Hiir, JERAL0F M E S e RIS, A
PR B AR R HH AR S, AT LAk
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EH T S A B I A% S K s 20 BT s P . i B a
A, DT Ay 37— AR 5 AR ) R A i A A
. 44, Ensembl4k N =/ NIESdbSNP L
HiPE (dbSNPHE 127, 128H1129) #FHA K .
BEAL, B DTS B NS A 8T I ) SNP A 4fs 14
(resequencing-based SNP) # A%#in, LA
Watson fl1Venter ) A\ &35 DX 21 55 00 F 45 SR b 3
Bl . MIWE S ISNPEHlE C &2 4 T dbSNP L
PR, ek H AT O AnSNP AR 5 K Rl . JERE M)
SNPE K AR (1) I PR 21 25— A o

FEAR SRS e, EnsemblXd #5 DUAAR
Aok 2 7, W m TSNP RERE B,
B, 5 0 AT 0% (H SNP I JA H & R IR A7 4
(expression QTL) %. Ensembl”s 5 A5 7 &
LR FE R A% 2= (European Genotype Archive,
EGA, http://www.ebi.ac.uk/ega/) FIRH WM
B 22WF9¢ B (European Bioinformatics Institute,
EBI FEMT AZEKE4 - (1000 Genomes
Project, http://www.1000genomes.org/) & 1F
1. EGAJTUG 1200844, H A #LH b JLA I
FVCAR SR I Hcs, X Lo Tl H 445 g 15 FE 26 4 &
I Bl xF B2 (Wellcome Trust Case Control
Consortium) I H F1H & LA b T 5 dls A A iy 47
I H o XL 2R (K P E A ) B Ensembl4Z
FERER PRI AR R, (RN ) T BIRE T 1R ) e
BT

FEUAIE RIE DA T 00 3 RS T o 3K BN 7 6T Dy
FLED LA BAT IS E R 2 . A, A
Ensembl Ak Ak BHIX 4 £ 1) 5 D240 $ 8 42 AT
ZH, Ensemblh it &% T —4AEnsemblJt [
HIH C(http://www.ensemblgenomes.org/) , %
1 H ¥ FHEnsembl4 AR 37— AN R AN R A 4 i [
AN o 0f it H R A 2 SO N R P4 1
(AP R ZEHIRI, A48 Qo] 75 — N4 L B0 e
AR LA IS RSB IEAE TR Z

B Ja s ACATTGT 194 3 A5 R A 200 1 M il b e A
IR AR, R Ensembl it 4s T M 1L 4w i,
P T WS R, HE P4 ZEIR ALY, (network
latency effects) 4 Je& 2% B Il 45 #3500 1 H 7 i
G . DA, Ensemblas B -FAT BB AL Ok
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S0 D il (DTS o El T e R ] 2 T R Y 4 R 18, Ensemblig il 5 A AR R SE R 90 A0
(BGI-SZ) S AEAE H W7 T 5t sl 1%l A IR 25 0 2 v B b [ 3 . BJ5 . Ensemblti 2375
52 [ V9 R AR R B AG A R ] “ AT 4% (cloud compute facilities) ” B2k 45 4% .

JR K Z . Nucleic Acids Research, 2009, Vol. 37, Database issue D690-D697

/

T&3R/9mi%

ml UCSC Genome BrowserZ(#E (20094 %)

UCSC (University of California Santa Cruz, 3&[E i/ K25 3538 v € 245085 8 7 18 3 DR 4 50808 22
(Genome Browser Database, GBD, http:// genome.ucsc.edu) J&— MNP W H A2 YR 40 5
G BB, RS T KR ERE BRI R A R, eI Z L e YR DNAIT
I RS Ak, ZEERE S AR 55 2 BE D 2 L6 43 I BE DR RS

P e 8o i B L T 2 (Genome Browser. Table Browser. Gene Sorter. Proteome Browser.
VisiGene. Genome Graphs. BLATZ:) I ] LI LL R b ik K& iidE s 35 8, 0 45http://genome.ucsc.
edu/goldenPath/help. http://genome.ucsc.edu/FAQ. http://openhelix.com%s. it n] LLE HE#:2]genome@
soe.ucsc.edudf5 B .

1 #i(ER

HAT, GBD#H 7 I3NFF AT UG, BFEERE. 9. KR, BElss, \Hig, 50
= PPk 1 5 M——brenneri. remanei. japonicatt W 194~ LLRT A WK IR E B, PR BEE A,
MR, FHukargedt (C.elegans) X4/ CGRYIRIERE R . GBD A EE—ANFi{E B4t TR,
XeefE B RIGenBank T (I E MR R AT T HXF . bAh, flATEXS LiRoME RS B 7 R AT T
ZF O ERE, IR 6T HLU IR 7 51 RN S5 8T (1 55 N BeiT 2k HU S HEAT 1 LExS

2 UCSCRRAASHIBIENTERFGER

B TSI R RS 2 Ah, GBDIEAE AR B 12004 4415 Bf5 K. 1 LL fidiGenome Browser L[ #f]
VK7 I E WAEA [Ra (= SO

YPNREERASES (HHRE) hgl 8FIER KL T2 (Genes and Gene Prediction Track Group)
i Pos SelZEABEAT Hr IV ER Jo I T /K2 IE M EFE L5 J) (positive selection) FUFER . Wl I o 7
IO NS R BRE AN OK RURI A 5 DR A AT 22 5 DR A LU RE i 07 HH 1 4 256 DR 201 90 Bl N 7K 52 1 ) 3
PR A RIER . [FIN, &R T 9R L T YangAiiNielsen & W f{ibranch-site framework#: %4 () B14% LA 56 1k
(likelihood ratio test, LRT) 281 & [ 5L IOEAT TR MR K FIR S5 1 IE#E .

TR e E R H  (Open Regulatory Annotation, OregAnno) KNS E 4 S T — & R,
PAFT NI AN R SR R e RE I DY RS =X AR D R oo B R A L B — 45 OregAnno i B {5 B 4
FRA IR I 5 A T SRR P8 (WE 87 W) RS T4 A A DU X 2 A
(regulatory polymorphism) 4545 5., [F]I 4 —24-OregAnno i B A5 Bt #8445 4% 31| Oreg Anno B J4:

B, NEH S NIRRT Kidd & A i AN SEFE 4 AR K 1F &) (HapMap Project) 1.8
AR [R 2 2% 75 LE A R 3R B {5 L (HGSV Discordant Track) o X638 A5 K R T B8 A%
JPHI T 5 S H R HIMARE 2 4b, RUZAE P ReAE A KB B R BAR AN P41, 3R 4R 3 R 4 1 A%
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HAEEHE KW E L.

AINERmmMOLES (s A B4t T/ WS H B 30MeE HESh I I LE X (5 B . XL L B2l 2
tkx) FflphastConsit 451 (phastCons computation) 2 5t EAIE BT THAFRD R 2 MI7EEL 11
RN . GBDIRAE/N R mmOtE S CHudli D g i T — A1 Hdhi i HI R L M A 7K e G B <5 2 AR W5 DY
(Wellcome Trust Sanger Institute) miRBase%{#iz 7 H sk B FJmicroRNATE & .

ERRmatES EdiZ) hGBDIb it T MRGD 3R UM A MR FL R (QTL) fF R . XEEQTL(E
RE R REERZ 10002 A S0 Hs < 0Bl 45 A0 T R 2 5 A sl 2 T i) 38 LR AEAH DG BE DAL e A7 5K

7 dm 3 DA 4 5040 P2 vh oo si A R8I SR i ik DR 4 T 75004 2 DRI N SR AR IR B o I Mt b4
PRI R BEAE BN b5 A7 T 58 AT B A5 B AE PO 2 TR IR R o] DR I SR DR A b el PSR
Minos ot FEUrHdA -

3 uCSCRRASIBIEHBGRMNER

200849 H, HoBT R UCSCHEH Fidli——hg18 N R IE DA H gl 4 A . UCSCHEPIERAG B ES % %
i (RefSeq. UniProt. GenBank) Ji5 i L5 % DRI 41 2% 7 v A H 1 20 260 s R 58 DRI AN A G ) R TR 11 22
T A A5 E o

fECCDST5 B MRefSeqfi BA— W, mFMUCSCIHKTRMAEEMSMHEHCCDSEA
Fifs BoRIEFEAGER X4 R . GBD i H X A 1k £ 2 B Al AT AH A B Br 21 & E (s
S BEAE LB — F AP BB E E 7 M S ARNA 57 i B 3815 10 22 5 5 A3 & X . ) 78 %)
NEIEHIFIZS (7T hgl8 chr17:38,418,889-38,419,044 =, http://genome.ucsc.edu/cgibin/
hgTracks?db=hg18&position=chr17:38418889-38419044&knownGene=pack&refGene=pack) ;{5 #} i
TR 5 A0 B (R B LA TR, AT TR ) 2 CCDSAE K.

B IUCSCHE N FE 45 66,803 A CHLIE M) (FE, Hrb 13,767 M ERDE (Egntd IE e, XLkt
BRI 526,570 M ERE (K1) S

F1 UCSCH Rk A 1 400 i 22— Wik

UCSCERMZE | HEFHK EEEE BT EEEE | STHE
RATERA 53,036 20,409 20,433 24
ERIBER 13,767 6161 5871 +290
ERRH 66,803 26,570 26,304 +266

KRB HIEEGenome Browser 5§38 T 55 4858 B4 A v JU A X AR ) P9 L AR [R5 2 DR 2 T) 1)
Beo XM AR FE AR RERYALEPEE (MGD) « KRER4IEEEFE (RGD) B4 (5 & 7
(ZFIN) . Zdf5EE (WormBase) . Rigf5 8% (FlyBase) FIFEREIL K4 %4 % (Saccharomyces
Genome Database) . ARATTIETH R4k S AT T,  DLORTIE N A DR 41 530 /0 Bl ek DR] 2 5040 948 0 d o e 4 1
M.

1 Genome Browseri| %iUCSCH 5 i i — M IEFE MERG B, R EAEGenome Browser M 71 [
B ME A N A EE R IR A BRSO B i il LA T o [AIESE,  m DA A B R AR AT R AT R, BIWIHGNC 4
PR+ UniProt ID. B j2 GenBankziUniProt X ik [ ) — LE i i 1 SC B ] #8547 . i R IE v LIRS H
(1) 5 DR =) IR A AH T A R RS R, X S8 5 DR ) 7 B LA RefSeq B U 4h H o

UCSC Gene track i [fiik f 4% 55 19 3l Py 98 5 2 W] 1) 5 4%, 5101 5 GeneSorter. Proteome Browser.
VisiGene. in situ hybridization image archive® T \#EH: . A4ER B 7 5 AR R =050 (Allen
Brain Institute) [fJHuman Cortex Gene Expression data%i#z/4. Human Genome Epidemiology (HUGE)
data%#i/%:. Comparative Toxicogenomics Database (CTD) 2& Al ¥ 1 2 a) i BE4% .
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alRATRER

hg18 NI A PRI T K i N RFE DAL S5 B, by — 285 B2 2 A B 0 . JUHAEAS— 4211 2 At
TN AbSNP 1297 %78 T — 26 DL HTdbSNP 128 F1dbSNP 126+ %45 [ISNPAE B .

Genome Browser 1 1] DL 2r i) 21X LSNP B I TEANE L, AFESNPIZER (Flandmidx . JEgmidlx .
i) MRARGESE) . GBDILAEIE BEKF (0 P X LESNPAT S KT 41 5 2 2%y HI AT LU o kg, S8 T H P EER I 7
i, AR T UM R KK CRRER . PR B FERFEEERMERKMAH . Bk 2R TSNP
129 T HISNP rs 112845611357 45 5 .

Home Genomes Genome Browser Blat Tables Gene Sorter PCR Session FAQ Help

~ Simple Nucleotide Polymeorphisms (dbSNP build 129)
dbSNP build 129 rs1128456

dbSNP: rs1128456

Position: chrl:226356466-226356466
Band: 1g42.13

Genomic Size: |

View DMNA for thiz feature

Summany: G>A/G (chimp allele displayed first, then ">, then human alleles)

Strand: -

Observed: AMG

Reference allele: G

Chimp allele: G Chimp strand: - Chimp position:  chr] 208717233-208717232
Orangutan allele: G Orangntan stvand: + Orangutan position: chrl 21505%25-21505525
Macaque allele: G Macaque srand: + Dacaque position: chrl 142251435-142281439

Class: single

Validation: by-frequency

Function: coding-synon,cds-reference
Molecule Type: cDNA

Average Heterozygosity: 0,498 +- 0,030
Weight: 1

Re-alignment of the SINF's flanking sequences to the genomic sequence:
Wote: this alignment was computed by TCSC and may not be identical to NCET's alignment used to map the SNP.

Genomic sequence around rsll28456 (chrl:226356416-226356516, reverse complemented for - strand):
CCTCCGCAGAGCTCGCTTCTCCCGCAGCATCACCGCGTAGAGAGCGGCGG

G

COCGOGACCTCGGCAGCCTCGGCCAGGAGGARGCCGCOGECGRAGGATCA

dbSHP flanking sequences and observed allele code for rsll2B456:
{Uses IUPAC ambiguity codes)
GCCAAACTGGGGCTGTCTGTGTTCACGCATCACCGCGTAGAGAGCGGCGS

R

CCCGGGACCTCGGCAGCCTCGGCCAGGAGGAAGCCGLGGGLGGAGGATCA

E1 #HERSNP 1298 ZE T H. #RERALISEER EAISNP rs 1128456,

BeAh, AhA1iE NdbSNP 1287 FREUf5 B F B T mm9 SNPE:F S E, MdbSNP 1279 3k B (5 S 8B T
bosTau3 2 # i # {5 B .

GBDf F LU R 21 2 6) AN hg 18 CHR P IR B AT 17 3087, LRBe 7 N /N BURA ) (10 6 DR 21 A, L £~
M4, R T NS BB ALT 51 (Ml N B B JLE0Ri 1hg 18748 7 {5 EUE B FE DGV &5 #4748

K. (DGV Structural variants) . Segmental Dups. Exapted Repeats. Interrupted Repeats®;.
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MAENIHE g, UCSCHE IR T R FL 2 & o hi il = #il ¥ 25 (Wellcome Trust Case Control
Consortium) [R5 BLE NIMH XS S5 SR 0 i B £ (0 B 9 504, DR Dk 3K S0 50040 4 mT B8 2 7 i S0 1 1y
DL R R RS, X S F A R AR o A TR Ak 2k 5 e [ bR LA A A, BT A fE
U BRI e 2 55 N K IL 4 AH T4 (genome-wide association studies, GWAS) K& E A R IBEFA
AR KA AE AR A N BEFAR AT 32 T 3RAETE 2 (I GWASHHE, 2441 53 (1 R AL T Bk b . D Hr il iR
TR

5 Transmap

H— B EEEGBDRR . A Transmap, it Transmapliltft 7 A HES WL N H S R . Transmap &4
AN [ o ) 4of P ) 2 kol i o) 3 IRV AL LE X ) 515 (synteny-filtered pairwise genome alignment) >k & BLiX
LEA P 0] S A7 P BE A L AR RIS S R R CAH Y (17 B A R . TransMap i &5 — 4515 B FEmRNA. RefSeq.
UCSC Genes5 & J5 [ FHFHE . 6140, st AZEmRNATESE KU, TransMap i il 723 %045 HE 5 4 1) 8 i
400,000« mRNA L FE it AZEmRNABEAT T i PR (R BLAT EL XS o AR5 AL BlastziX R e X 43 A [ 4 i
(RI6E ) b EE BLAT 5 i () J5 32 k4T T bt Htranslated BLAT#: (Non-Human RefSeq Gene, [512) #Htt
5, TransMap kL1 55 R FEPEIEE D, mRMUTRIEE EZ (K2) .

MWW TT U NIE] chrl(g42.13)

Human Mar. 2008 chr:226 355 051-226 357 545 (2,595 bp) Window Position
I 11 kb Scale
Ucsc on .u . GenBank, CCDS and Com i —
H—h_ruh»ﬁﬂ?ﬁ?ﬁb-u s n-b-rnnnn-n-rrnnnW“ Clords

Clenf35

 Mon-Human RefSeq Genes —

g >+ 35 e e e prw e EE e e I
S > >+ 5>+ >+ [ >
- -+

i?nsh!ar:lﬁﬁﬂ Gene Mappings
- e e -l e Mouse NM_024210.2

ertebrate Multiz Alignment & PhasiCons Conservation (28 Spegies)

I [ |

i = HHETA T [l
m l—=|l R T T T |
4|8 T T I’ IEIII I 0 =0 (I JLAT]
10 W il e BN mi
I i B
AN = I OO R N e =
Simple Nucleotide Polymorphisms (dbSNP bulld 129)
| rs3831021 | s1138458 | rs22ragis [ rs34366735
| rs2295995 | re35143288
| rs51825155 | ta11557184

Click on a feature for details. Click on base position
move start move end

on | to zoom i around curser. Chick gray/blue bars on e
[afeo 2] left for track options and descriptions. [<Jeo J(>)]

| defaulttracks | [ hide all | [ add custom tracks | [ configure || :avmsadl refresh |

B2 #ZEhgIS ALK ERBIREE 1S LGRS
ErR—mipE. NMRMEBEESBS 32 FIRREE (Scale bar) . UCSCERIIEx. Non-human

RefSeq Genes. TransMap RefSeq Genes (ElH4I & & A2/ \FRRefSeq 3’ if5Non-human RefSeqAE%F

BIFEE) . Conservation track#ISNP 129 track. g E#R 215 MUK ERET K Fiig R iF R R iEE R, X#

FEELLS'-3” A EN S TransmapZER T -

g T WG R DA R IR 5 R L R AL s, S B X 7R T A B SR &R, AR v 2 P 700 11
HERTE . SR GBDH A M RAE B, Eodl e 1) 45015 DAL 58 AT Y. I Genome Browser UL [ H1 T fif 31
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6 IR DL (Gene Sorter )

FH P al LUf# Fl Gene Sorterfi B A [ (4 b
HE, 9l 3 DR 3 0k il B 1 R IR DA R S e
— B H P AT OE B A A BRI AT A K. i
b BT b R W] DUAR J7 i D) 4 ] Genome
Browser T [ Al & (IUCSC Ml T il , T it 5 %
2RIk 845 B &R A TR A B F AR SR A
K5 K. %4, GBDik{EGene Sorterhifsin T
JUHTIINZE, BL{EGene Sortern] DLXFAZE. /)
By KR FSINRRAF g, 2R G0 i B 25N

PR AR R R AT 0 2

W& K/MEH Cintron Size column) gL
IR AR N B KB NN T i SNP
¥:H (Coding SNP column) AEHLdiHh T i# 4k 5+
Z AT LAE E; CDS{i (CDS Score) #/ni%
B DR 2 G i L DR IR T R KN BRI 9r 26 (Gene
Category) feXf LNt AEgifd. K LKl
AT AT (Exon Count) ids4h i 1
BH (WE3 .

UCSC Human Gene Sorter

genome | Human | assembly | Mar 2006 % | search uc002gij 2 |[(Go]
sart by | Proten Homology - BUSSTP v _conbgure ) ([ (nowof) ) display (50 ] owput [sequence ) (e ]|

T

Count Imtrem Size Coding SHPS

i[es3p 177522006 |11 (10754 17881470 rs35993958 117882252 11575996 15
2[TPT3|3e-72  |chrl 3,580,653 14 29651 rsb 174711 rs 1801174 rs6 1747512 rs61736981 rsk
3TPE3 3e-T2  |ched 190,564,236 |14 106162 reb1TIZTEZ rs 3307049 rs 34841665 reb 1752082 1o

&3 Gene SorterM i BRERDIETPSIEE (RPEF—ITUFREBETHES) , MEECHEFSRENER.
[& F1 {55 F B = Protein Homology-BLASTLEX755%, T"HMEZEH S A ZBLASTP E{E (BLASTP E-value) . &

E4AIE (Genome Position) . JMEFAE (Exon Count) . WEFX/ (Intron Size, ZARNEFK/) #n

#AISNP{S2 (Coding SNPs) .

7 R

GBD7: %4 JyGenome Browseriii#i T
JUI G s g i, H AR 22 A0 2 e AT 7 I S it
5 S J7 T A PR e et o B 7 R I
(Base Position track) IL7E A DL fE— N1k
T, BPAEM U0 F A3 SR g A L E . M T
N & 44 (Reverse button) figik i/
TR B 7 A I ) B, X RE A R NS T-3
Tk R EHMERT (B2 o A,
BT EAHE (Position box) HIA “ A FRAH
(coordinate) 7 KA 2| — ML R 2 VT
BT, % A chrl:2263564665 (E i€ A7 £ SNP
rs 112845647 xi (L n] LLAEAE 1 15 44 ASNPKIrs
5

e P R I A N I = I R I
Track groupHin 1 F 45, SXFE it a] LARR
JEAS T B AN BRI E T T . Tracksth il LL4%
BN —AH (group) B2 5 —A4, WO

5 3| M T T () Custom Tracks group, XFEH]
FUREAE— AN M7 IR A B OGER I IE I T, IX I
e K 2 B il AN e g2 k1) o IRAE R —ANIE 0
(AR 1 HRAT — AN BB, KR P AN 75 240
BR B TME ORI T« Wb LIEH L “ B
(17 SeE 2 Ak o Ry T 9D W T T4 AR
“HAR Ctrack) 7, PR BT BRI RS, W
SR OCI) B AR HRALA BB R “ RS
(super-track) 7 kL2 il B % I

M Pt N2 B M ot r] LL3kffgenome
browser ¥ 5T 1 5 A G 15 28 4 Ff (1 3 T 41 DNA
Je4l. A FIUCSCHE LK iFPCR (UCSC In-silico
PCR) Ihfigikfigil H /' /£Genome Browser ™ 7T _I-
HMMERIPCRY 1Y i Be 5 H ey 41 (s H
AR FERNE ) IR, WRPCREIY LS S%
FEHIARMISF, W0 125 DLt 52 (10 7 SUbson e
12 A 2200 o
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UCSC Genome Browser$i fit [{) H /7 H 7€ LI RE Fui/F FH P 4% B CB0E I 25 A1 0 B B 1) 25
BT PRI B OB R AS A A%
H P B € B s 1 W AR R IR AR 72 56 T LA (B B, AN 1 2 DA P A I 2 - S0 R e
PAT A4

VT JL4E, Genome Browser 32 ) K Pl (f) T H gl j& “A4E\L R fE (session-saving) ” IffE,
H S D RERE A8 TR A7 T 3 E 2 AW B2 S SO DL S AR . 5 “AENRERAE” ThREAH DG H - ik
T Re A3 3] T 158 .

AR Z WIS, &AL L RE S BREma4iE, PrlGenome Browserfii ] T
cookies K IR A7 IX LEI '

9 FGRNRIED D)

UCSCHKt 8200 s 7 1 ME sh AW AR A sh s sCAE W I R AL 585 o Al A1 55 NCBIFIEnsembl i 5 2
DIGAE, 3R B A B BOE 1 8 HARHEAL I IRt B, DUCRUE BT A7 LA ) s #2 — 30

feATI 7S B AE 2 X B o R L N 4H 8] (2 X coverage species project) $2 405 444 b 5L K 40 1)
Z L, A EA N B N REE AR R R 2w . T AR 4Rl (1000 Genomes
project) kAL HE ORISR BEAR S A5 B, IR ISR AT IS 1K = 0 HE R K% Chigh-resolution maps of
recombination hotspot) .

UbAh, GBDIETIRIN sk HEAT3E— 2D T Bt i Wk T L (s PR R AT v, T isPCR Y
A&, AEILH A “RNAZEBR (RNA space) 7 SKELEXTH N & FRRIFIFH, B4k s 90 5 A e X RS
i L SRRV A s X

R FORIMJLEED, TATTHRIAELE T F £ Genome Browser [ E 4 A {8, st wikif i asRe, Xk
FRp CERE R ATTEREAE W R RVEIS . BRAILE S SR . B E, UCSC—H S A Ek
e Ve P 14140 (Global Solutions for Infectious Diseases) & 1E TT & M7 1) i B= 25 ¥4l 2245, 4
WITHIV FE PR 4 0 3 F1AR DG IR R it o FRATTIE 5 LA LR & V7 T e JE R 41 M 3% (cancer genomics
browser) o 5L 5k U7 )RR S ] AR e T, FRAT TR AR PR R

JR K E . Nucleic Acids Research, 2009, Vol. 37, Database issue D755-D761

KORKliﬁiﬁ
AN
2 AEX RS REGEBLAEL
ml N BEVE RN Re {55 i 2l EReactome
RN 41% (Reactome, http://www.reactome.org) J&— /M4 T HE RS, LFEATIFREIIHE RAAKN

B 0 N e A ) 2 AR B SO RE OB A, B R AT 2 T AN R B R DL . % E R R A
THAF2975 M NKE L 29070 AL W) 24 [ N LA S 44554 51 SCHR o 18500 22 o0 AATIHRAIE T — AN A B i A 1
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