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Types of data integrated in genome browsers

Same starting material for all genome browsers: genomic sequence

Annotations calculated independently by each genome browser
* Genes
* RefSeq mRNAs (non-redundant)
» GenBank mRNAs (redundant)
» Gene predictions
* SNPs
» Homologous sequences from other organisms
+ STSs

Overview of genome sequencing strategies

Clone-by-clone shotgun sequencing Whole-genome shotgun sequencing

Generate tens of milions
of sequence reads

Construct
clone map
and select
mapped
clones

sequence
reads per
clone

Assemble

Assemble

Y

Nature Reviews | Genetics

Green ED. Strategies for the systematic
sequencing of complex genomes.
Nat Rev Genet. 2001. 2:573-83.
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Genome Sequence Assemblies

* Complex algorithms needed to incorporate all sequence data

* Assemblies updated periodically as new sequence becomes available
* Mouse and human genomes assembled by NCBI
» Other genomes assembled by sequencing centers or consortia

* Assemblies not updated concurrently by the three Genome Browsers
* “Pre-release” assemblies and annotations available at
» UCSC: http://genome-test.cse.ucsc.edu/

» prelEnsembl: http://pre.ensembl.org/

+ UCSC and Ensembl provide archive of all genome assemblies and
annotations; NCBI provides only limited archive

* |IF YOU ARE COMPARING DATA FROM DIFFERENT GENOME
BROWSERS, MAKE SURE YOU ARE LOOKING AT THE SAME
VERSION OF THE ASSEMBLY

Genome Assembly Versions

Same assembly? | UCSC NCBI Ensembl
Human | Yes Mar 2006/hg18/Build | Build 36.2 | Build 36
36.1
Mouse YES July 2007/mm9/Build | Build 37.1 | Build 37
37
Dog May 2005 /canFam | Build CanFam 2.0
2.0 2.1/CanFa
m 2.1
Zebrafish | NO July Zv6/build | Zv7
2007/danRer5/2v7 21
Rhesus | YES Jan 2006/rheMac2/ | Build 1.1/ | Mmul_1
v.1.0, Mmul_051212 |y 1.0,
Mmul_051
212
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NCBI Reference Sequences (RefSeqs)

Non-redundant collection of richly annotated DNA, RNA,

and protein sequences from diverse taxa.

Each RefSeq represents a single, naturally occurring

molecule from one organism.

derived from
GenBank
submissions

model reference
sequences produced
by NCBI's Genome
Annotation project

mRNA NM_123456

XM_123456

protein NP_123456

XP_123456

non-coding

. NR_123456
transcripts -

XR_123456

http://www.ncbi.nlm.nih.gov/RefSeq/key. html

VER!
KEYWORDS
SOURCE

1793 bp  mRNA  linear PRI 14-JAN-2008
in, beta (ACTB), mRNA.

GI:5016088

(human)

ORGANISM
REFERENCE
AUTHOR
TITLE
aci GroEL and tail-less complex polypepti
complex (TRiC)
[ JOURNAL Biochemistry 46 (44), 12639-12647 (2007)
PUBMED 17939680
COMMENT REV: record has been curated by NCBI staff.
as derived from .1 and
equence version replaced g
encodes one of
ludes a subset of the
13t e the
ati
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Beta actin mRNA RefSeq
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UCSC

View a region in the genome by querying with a gene symbol

e 66 UCSC Genome Browser Home [=)

Back v Forward v Reload Stop Home (@ http://genome.ucsc.edu/ v Go ([G]* Google Search

UCSC Genome Bioinformatics
Genomes - Blat - Tables - Gene Sorter - PCR - VisiGene - Proteome - Session - FAQ - Help

About the UCSC Genome Bioinformatics Site

Welcome to the UCSC Genome Browser website. This site contains the reference sequence and working draft assemblies for a large
collection of genomes. It also provides a portal to the ENCODE project.

‘We encourage you to explore these sequences with our tools. The Genome Browser zooms and scrolls over chromosomes, showing the
work of annotators worldwide. The Gene Sorter shows expression, homology and other information on groups of genes that can be related
in many ways. Blat quickly maps your sequence to the genome. The Table Browser provides convenient access to the underlying database.
VisiGene lets you browse through a large collection of in situ mouse and frog images to examine expression patterns. Genome Graphs
allows you to upload and display genome-wide data sets.

The UCSC Genome Browser is developed and maintained by the Genome Bioinformatics Group, a cross-departmental team within the
Center for Biomolecular Science and Engineering (CBSE) at the University of California Santa Cruz (UCSC). If you have feedback or
questions concerning the tools or data on this website, feel free to contact us on our public mailing list. To view the results of the Genome
Browser users' survey we conducted in May 2007, click here.

News News Archives >

To receive announcements of new genome assembly releases, new software features, updates and training seminars by email, subscribe to
the genome-announce mailing list.

8 Jan. 2008 - Additional Job Opening with UCSC Genome Browser Project

In addition to the openings listed in the 12 Dec. 2007 announcement (see below), the UCSC Genome Browser project is accepting

lications for R h Softy Architect, a position in the UC Project Scientist academic series. For the job description, qualifications
and application information, please see the Center for Biomolecular Science and Engineering website. To ensure full consideration,
applications must be received by 22 Jan. 2008.

12 Dec. 2007 - Job Openings with UCSC Genome Browser Project
The UCSC Genome Browser project is currently it for two positions on our development team: Software Development
Engineer (Programmer/Analyst 3) and Biological Database Testing/User Support Technician (Programmer/Analyst 1). We are looking for
talented self-motivated individuals who would like to use their skills in computer science, biology, and bioinformatics on a fast-paced
project featuring the work of top genomics scientists worldwide.

For a summary of the position details and qualifications, see the entries for Software Developer and Biological Database Testing/User
Support Technician on the Center for Biomolecular Science and Engineering (CBSE) website. For detailed job descriptions and application
information, go to the UCSC Staff Employment website, click the "Search Postings" link on the sidebar, and type in job #0701419
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866 Human (Homo sapiens) Genome Browser Gateway (=)

Back v Forward v Reload Stop Home @@ hup://genome.ucsc.edu/cgi-bin/hgGateway v Go ([G]* Google Search
Home Genomes Blat bles Gene Sorter PCR Session FAQ Help

Human (Homo sapiens) G Browser G y

The UCSC Genome Browser was created by the Genome Bioinformatics Group of UC Santa Cruz.
Software Copyright (c) The Regents of the University of California. All rights reserved.

clade genome assembly position or search term image width
[Vertebrate  ~] Human [Mar. 2006 - [ADAM2 820 submit
EL‘::ES feset the browser user interface settings to their defaults.
z‘:use tracks | configure tracks and display | clear position |
t
Cat
Dog
Horse
About the Human Mar. 2006 (hg18) <% uences
Opossum
The March 2006 human reference sequenc :';m’:: B36.1) was produced by the International Human Genome Sequencing Consortium.
™ . Lizard
Sample position queries X. tropicalis L
Zebrafish
A genome position can be specified by ﬂ'Te"a"d"" mber of a sequenced genomic clone, an mRNA or EST or STS marker, or a cytological band, a
chromosomal coordinate range, or keywon S Bank description of an mRNA. The following list shows examples of valid position queries for the
tlckleback
human genome. See the User's Guide for ny;o 4212 n.
Request: Genome Browser Response:
chr7 Displays all of chromosome 7
20p13 Displays region for band p13 on chr 20

P
chr3:1-1000000 Displays first million bases of chr 3, counting from p arm telomere
chr3:1000000+2000 Displays a region of chr3 that spans 2000 bases, starting with position 1000000

D1653046 Displays region around STS marker D16S3046 from the Genethon/Marshfield maps. Includes 100,000 bases on each side as well.
RH18061;RH80175 Displays region between STS markers RH18061;RH80175. This syntax may also be used for other range queries, such as between
cytobands and uniquely-determined ESTs, mRNAs, refSeqgs, etc.

AA205474 Displays region of EST with GenBank accession AA205474 in BRCA1 cancer gene on chr 17
AC008101 Displays region of clone with GenBank accession AC008101
AF083811 Displays region of mRNA with GenBank accession number AF083811

Displays region of genome with HUGO Gene Nomenclature Committee identifier PRNP
NM_017414 Displays the region of genome with RefSeq identifier NM_017414
NP_059110 Displays the region of genome with protein accession number NP_059110

pseudogene mRNA  Lists transcribed pseudogenes, but not cDNAs
homeobox caudal Lists mRNAs for caudal homeobox genes

® 00 Human ADAM2 - UCSC Genome Browser v174 =)
Back v  Forward Reload Stop Home (@ hutp://genome.u gi hg 7} =103237419&«l 1v Go ([G|* Google Search
UCSC Genes 8
ADAM2 (uc003xnl.1) at chr8:3 -3 - ADAM metallopeptidase domain 2 proprotein

ADAM2 (uc003xnk.l) at chr8:3 =3 - ADAM metallopeptidase domain 2 proprotein

ADAM2 (uc003xnj.1) at chrB:3 =g - ADAM metallopeptidase domain 2 proprotein

ADAM2 u xdy.1l) at chr8: = 1 - ADAM metallopeptidase domain 28 isoform 1

ADAM28 (u xdx.1) at chr8: - 7 - ADAM metallopeptidase domain 28 isoform 3

ADAM22 (uc003ujp.l) at chr7: —| 5 - ADAM metallopeptidase domain 22 isoform 4

ADAM22 (uc003ujo.l) at chr7:87 — 85 - ADAM metallopeptidase domain 22 isoform 3

ADAM22 (uc003uin.l) at chr7:87 | 85 - ADAM metallopeptidase domain 22 isoform 1

ADAM22 (uc003uijm.l) at chr7:87 = - ADAM metallopeptidase domain 22 isoform 2

ADAM22 (uc003ujl.l) at chr7:87 — - ADAM metallopeptidase domain 22 isoform 5

ADAM22 (uc003ujk.l) at chr7:87 | - ADAM metallopeptidase domain 22 isoform 4

ADAM22 (uc003ujj.l) at chr7:87 = - ADAM metallopeptidase domain 22 isoform 5

ADAM2 uc: uji.l) at chr7:87 - ADAM metallopeptidase domain 22 isoform 5

ADAM29 (u ive.l) at chrd:17 - 5906 - ADAM metallopeptidase domain 29 preproprotein

ADAM2 e iud.l) at chr4:17 - 5906 - ADAM metallopeptidase domain 29 preproprotein

ADAM2 u iuc.l) at chr4:17 -17 5906 - ADAM metallopeptidase domain 29 preproprotein

ADAM2 uc vbg.1l) at chr2:20 -20 0924 - ADAM metallopeptidase domain 23 prepzopxoteln

ADAM2 ue xme.l) at chrléd:7 =70 485 - ADAM metallopeptidase domain 20 preproprotein

ADAM2 ue xmd.1l) at chrl4:6 -69996375 - ADAM metallopeptidase domain 21 preproprotein

RefSeq Genes

ADAM2 at ch: 14-39 NM_001464) ADAM metallopeptidase domain 2 proprotein

ADAM20 at cl 8832 85 - (NM_003814) ADAM metallopeptidase domain 20 preproprotein

ADAM2]1 at c 3970 74 - (NM_003813) ADAM metallopeptidase domain 21 preproprotein

ADAM22 at ¢l = 4 - (NM_004194) ADAM metallopeptidase domain 22 isoform 4

ADAM22 at 2 64 - (NM_021721) ADAM metallopeptidase domain 22 isoform 5

ADAM22 at ¢l 5 83 - (NM_021722) ADAM metallopeptidase domain 22 isoform 2

ADAM22 at cl | - (NM_021723) ADAM metallopeptidase domain 22 isoform 1 L
ADAM22 at 5 - (NM_016351) ADAM metallopeptidase domain 22 isoform 3

ADAM23 at 35 22 - (NM_003812) ADAM metallopeptidase domain 23 preproprotein

ADAM28 at cl - (NM_021777) ADAM metallopeptidase domain 28 isoform 3

ADAM28 at c 7 - (NM_014265) ADAM metallopeptidase domain 28 isoform 1

ADAM29 at i 76134- 05 - (NM_014269) ADAM metallopeptidase domain 29 preproprotein

Non-Human RefSeq Genes

ADAM2 at chr8: - 873 - (NM_001082677) ADAM metallopeptidase domain 2 (fertilin beta)

ADAM2 at chr8: - 902 - (NM_213957) ADAM metallopeptidase domain 2

ADAM2 at chr8: - 888 - (NM_174228) ADAM metallopeptidase domain 2

Adam2 at chr8: - 569 - (NM_009618) a disintegrin and metalloprotease domain 2

Adam2 at chrB8: = 77 - (NM_020077) a disintegrin and metalloprotease domain 2

Adam21 at chrld: S 4 - (NM_020330) a disintegrin and metallopeptidase domain 21

Adam21 at chr = 7 - (NM_020330) a disintegrin and metallopeptidase domain 21

Adam: at chr7: -8 - (NM_001007220) a disintegrin and metalloprotease domain 22

Adam22_at chr g - (NM_001007221) a disintegrin and metalloprotease domain 22

Adam22 at chr 8 - (NM_( 001099225) a disintegrin and metalloprotease domain 22

Adam23 at chr. = 50 - (NM_011780) a disintegrin and metallopeptidase domain 23

Adam23 at chr. o 24 - (NM_001029899) a disintegrin and metalloprotease domain 23

Adam24 at chr. 188906353 - (NM_010086) a disintegrin and metalloproteinase domain 24

L(amz at chr. 248 - (NM _011781) a dlsxnteq_ln and metalloprotease domain 25 v
2 > =¥




NHGRI Current Topics in Genome Analysis 2008
Mining Genomic Sequence Data

Tyra Wolfsberg, Ph.D.

866 Human chr8:39,720,414-39,814,936 - UCSC Genome Browser v174 o
Back v  Forward Reload Stop  Home (@ hup://genome.ut gi 'hg hr8:39720414-39814936&hgsid=103237419&r v Go @} v Google Search
Home Genomes Blat Tables Gene Sorter PCR DNA  Convert Ensembl NCBI  PDF/PS Session  Help

UCSC Genome Browser on Human Mar. 2006 Assembly
move <<<| <<| <|>|>> | >>>|zoomin 1.5x | 3x | 10x | base |zoomout 1.5x | 3x | 10x |
jump | clear |size 94,523 bp. configure
==

Ee)

position/search chr8:39,720,414-39,814,936

[enre co1.2> (=TS
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SaTseesel  ssvievedl ssveessdl  sseseesl  ssmrenedl ssvesesdl

UCSE Gene Fredictions Based on RefSeq, UniFrot, GenBank,

graveel ssseesedl
ind Conparat jve Genon |

Py
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Hunan ESTs That Have Been spliced

seiced

Vertenrate MUItiz A1lignnent & PhastCons Conservation (28 Species)

Mammal Cons
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C
in around cursor. Click gray/blue bars on left for track
<o > options and descriptions.
default tracks | hide all | add custom tracks | configure | refresh |
Use drop down controls below and press refresh to alter tracks displayed.
Tracks with lots of items will automatically be displayed in more compact modes.

a Mapping and Sequencing Tracks

<o >

Basc Position SP9MOOME TS Markers  FISH Clones Recomb Rate
dense ~| [hide = hide ~| hide ~| hide -

Map Contigs Assembly Gap Coverage e BAC End Pairs
hide | hide ~| hide ~| hide hide |
Fosmid End G percens Short Match ~ Restr Enzymes

,Phide—j hide ~| hide | hide ~|

] Phenotype and Disease Associations
GAD Case Control ~ NIMH Bipolar Ri;gfl"“"“" RGD Rat QTL
hide  ~| hide ~| hide ~| — hide  ~|
®606 Human Gene ADAM2 (uc003xnj.1) Description and Page |
Back v  Forward Reload Stop  Home (@ hup://genome.ut gi hy hgg_.

>l&hgg_pro(=ll9§9i

UCSC Known Gene details

PCR Session FAQ Help

Home Genomes Genome Browser Blat Tables Gene Sorter
Human Gene ADAM2 (uc003xnj.1) Dascription and Page Index

Description: ADAM 1 idase domain 2 p
ReiSeq Summary (NM 001464) This gene encodes a member of the ADAM (a disintegrin and metalloprotease domain) family. Members of this family

d proteins str lly related to snake venom disintegrins, and have been implicated in a variety of biological processes involving
cell—oell and cell-matrix including fertilization, muscle development, and neurogenesis. This member is a subunit of an integral sperm membrane
glycoprotein called fertilin, which plays an important role in sperm-egg interactions.
Strand: - Genomic Size: 94525 Exon Count: 21 Coding Exon Count: 20

) ¢T3 10 9l Sequence and Links| UniProt Comments
Other Species GO Annotations mRNA Descriptions.

= Sequence and Links to Tools and Databases

RNA Structure
Model Information

Microarray
Other Names

Protein Structure!
Methods

Genomic Sequence (chr8:39,720,412-39,814,936) mRNA (may differ from genome) Protein (735 aa)
Gene Sorter Genome Browser| Proteome Browser| VisiGene Table Schema  |Allen Brain Atlas
CGAP Ensembl Entrez Gene ExonPrimer GeneCards Gepis Tissue
H-INV HGNC HPRD Jackson Labs | OMIM PubMed
Stanford SOURCE | Treefam |UniProt |

= Comments and Description Text from UniProt (Swiss-Prot/TrEMBL)

ID: ADAM2 HUMAN
DESCRIPTION: ADAM 2 precursor (A disintegrin and metalloproteinase domain 2) (Fertilin subunit beta) (PH-30) (PH30).
FUNCTION: Sperm surface membrane protein that may be involved in sperm-egg plasma membrane adhesion and fusion during fertilization. Could have a

direct role in sperm-zona binding or migration of sperm from the uterus into the oviduct. I with eg, could be mediated via binding
between its disintegrin-like domain to one or more integrins receptors on the egg. This is a non catalytic metalloprotease-like protein.

SUBCELLULAR LOCATION: Membrane; smgle pass type I membrane protein.

TISSUE SPECIFICITY: Expressed specifi in sper cells in the seminife cells. Not detected in fetal tissues.

DOMAIN: A tripeptide motif (FEE) within dlsmtegnn -like domain could be involved in the binding to egg integrin receptor and thus could mediate
sperm/egg binding.

PT] d the 11 domam are cleaved dunng the epididymal maturation of the spermatozoa.

e p
MISCELLANEOUS: In s, exists as a h
SIMILARITY: Contains 1 disintegrin domain.
SIMILARITY: Contains 1 EGF-like domain.
SIMILARITY: Contains 1 peptidase M12B domain.

d of an alpha and beta subunits. In human, fertilin alpha is a pseudogene.

= Microarray Expression Data
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CXeXe) Human Gene ADAM2 (uc003xnj. 1) Description and Pagel .
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CXeXe) Human Gene ADAM2 (uc003xnj. 1) Description and Pagel .
ok s o o tene G o s cicp-bncenens ses-woon s oo UCSC Known Gene details

= Orthologous Genes in Other Species

Orthologies between human, mouse, and rat are computed by taking the best BLASTP hit, and filtering out non-syntenic hits. For more distant species
reciprocal-best BLASTP hits are used. Note that the absence of an ortholog in the table below may reflect incomplete annotations in the other species rather
than a true absence of the orthologous gene.

Mouse Rat Zebrafish |D. melanogaster C. elegans S.
Genome Browser| Genome Browser No ortholog | No ortholog No ortholog No ortholog
Gene Details Gene Details
Gene Sorter Gene Sorter
Jackson Lab RGD

Protein Sequence |Protein Sequence
Alignment Alignment

= Gene Ontology (GO) Annotations with Structured Vocabulary

Molecular Function:

G0:0004222 metalloendopeptidase activity
005178 integrin binding

005515 protein binding
008237 metallopeptidase activity

Biological Process:
G0:0006508 proteolysis
G0:0007155 cell adhesion

G0:0007342 fusion of sperm to egg plasma membrane

Cellular Component:

G0:0005615 extracellular space
G0:0005887 integral to plasma membrane
G0:0016020 membrane

G0:0016021 integral to b

= Descriptions from all associated GenBank mRNAs

U52370 - Human fertilin beta mRNA, complete cds.

BC034957 - Homo sapiens ADAM metallopeptidase domain 2 (fertilin beta), nRNA (cDNA clone MGC:26432 IMAGE:4826530), complete cds.
BC064547 - Homo sapiens ADAM metallopeptidase domain 2 (fertilin beta), nRNA (cDNA clone MGC:74935 IMAGE:5744846), complete cds.
U38805 - Homo sapiens fertilin beta mRNA, complete cds.

X99374 - H.sapiens mRNA for fertilin beta.

AJ133005 - Homo sapiens mRNA for fertilin beta sperm protein.

DQ891615 - Synthetic construct clone IMAGE:100004245; FLH178654.01X; RZPDo839F07128D ADAM metallopeptidase domain 2 (fertilin beta)
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® 00 Human protein Q99965 - UCSC Proteome Browser
Back v  Forward Reload Stop Home (@ hutp://genome.u g pbTra D=Q99965
Home 'UCSC Proteome Browser

(Fertilin subunit beta) (PH-30) (PH30).

Move <<<| <<| <|>[>> | >>>]

Current scale: FULL Rescaleto 1/6 | 1/2 | FULL | DNA

' UCSC Proteome Browser

Human protein: Q99965 (aka ADAM2_HUMAN or AD02_HUMAN) ADAM 2 precursor (A disintegrin and metalloproteinase domain 2)

UCSC Genome Browser on Human Mar. 2006 Assembly
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Mining Genomic Sequence Data

® 00 RefSeq Gene .
Back v  Forw Reload Stop  Home '@ hup: //genomeAu(sc,edu/(gw—bwn/hgc7hgswﬂ=103238072&0=39720413&!:3951| UCSC Refseq Gene detalls

RefSeq: NM _001464.3 Status: Reviewed 2
CCDS: CCDS34884.1

CDS: 3' complete

OMIM: 601533

Entrez Gene: 2515

PubMed on Gene: ADAM2

PubMed on Product: ADAM metall idase domain 2
GeneLynx ADAM?2

GeneCards: ADAM2

AceView: ADAM2

Stanford SOURCE: NM 001464

Summary of ADAM2

This gene encodes a member of the ADAM (a disintegrin and metalloprotease domain) family. Members of this family are membrane-anchored proteins
structurally related to snake venom disintegrins, and have been implicated in a variety of biological processes involving cell-cell and cell-matrix interactions,
including fertilization, muscle development, and neurogenesis. This member is a subunit of an integral sperm membrane glycoprotein called fertilin, which
plays an important role in sperm-egg interactions.

mRNA/Genomic Alignments
SIZE IDENTITY CHROMOSOME STRAND START END QUERY START END TOTAL
2640 100.0% 8 - 39720414 39814936 NM_001464 1 2640 2657

View details of parts of alignment within browser window.

Position: chr8:39720414-39814936
Band: 8p11.22

Genomic Size: 94523

Strand: -

Alternate Name: ADAM2

CDS Start: complete

CDS End: complete

Links to sequence:

o Predicted Protein
« mRNA Sequence different from the genomic sequence.

« Genomic

8606 Genomic Sequence Near Gene

Back v forward - Reload Stop Home @ hup //genomeAu(sc.edu/(gw—bwn/hgc7hgswﬂ=103238072&g=hltGenelnGenome&w| UCSC Refseq Gene details

bles Gene Sorter PCR Session FAQ Help

Home Genomes Genome Browser Blat

Genomic Sequence Near Gene

Get Genomic Sequence Near Gene

Note: if you would prefer to get DNA for more than one feature of this track at a time, try the Table Browser using the output format sequence.
Sequence Retrieval Region Options:

~ Promoter/Upstream by |1000  bases

[~5'UTR Exons

[~ CDS Exons

[-13' UTR Exons

[~ Introns

[~ Downstream by |1000 bases
“ One FASTA record per gene.

¢ One FASTA record per region (exon, intron, etc.) with |0 extra bases upstream (5') and |0 extra downstream (3')

[~ Split UTR and CDS parts of an exon into separate FASTA records
Note: if a feature is close to the beginning or end of a chrc and d bases are added, they may be truncated in order to avoid
extending past the edge of the chromosome.

Sequence Formatting Opti 1000 nt upstream of ADAM2

« Exons in upper case, everything else in lower case.

@ A 2
CDSlinuppercase VTR inllowericase: >hg18_refGene NM_001464 range=chr8:39814937-39815936
¢ All upper case.
¢ All lower case. agaaga
[~ Mask repeats: ¢ to lower case ¢ to N 4 t
submit tg
g g
gtattttt g
tgttg
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Mining Genomic Sequence Data

UCSC

Add tracks to the Genome Browser

8606 Human chr8:39,720,414-39,814,936 - UCSC Genome Browser v174

]
Back v Forward v Reload Stop Home @ hup://genome.u: gi-bin/hg hr8:39720414-39814936&hgsid=103238331&r v Go (G 1 Zoom Out 3X

Home Genomes Blat Tables Gene Sorter PCR DNA  Convert Ensembl NCBI  PDF/PS Session  Help -

UCSC Genome Browser on Human Mar. 2006 Assem i
10x

move <<< | << | < | > | >> | >>> Iznomin 1.Sx| 3x| 10x| base |zoomout 1.5x

position/search[chrs:39.720.414»39,814.936 jump | clear |size 94,523 bp. configure

[enre co1.2> (TS

chre:|  sa7seeee]  asviesal  G97see9e]  357eeesel  3977eses]  Saveoses]  savaeeeel 5350008

o sssieseel
UCSE Gene Fredictions Based on RefSeq, UniFrot, GenBank, and Comparative Genomics

Rerseq enes

a1 14 Gene £o1 1<k jon FuT1 GRF WRNAS

Hunan nRNAS from GenBank
Human

Hunan ESTs That Have Been spliced

Sticea
veliatrare Witeiz A1 ianment &Pnastoons Gonservat fon (@b smeciess
Wonna cons
e il BT P PO e PRE EENARDY NTRT
s
o —
0o HEE HEEEE - SHEERHEH S 1'%
e m e = — Rl = TE
Armad i 110 —EH—EE—— [T S ) L HIN| L] &
Grostin M EER
R - i
Lizard [ i
nize
Ctropiiatie
S ienack
[
SNPS (126) IR AR 1) LT

unorpn iSns (CSNE puild 128y
AT
Repeath.
I E—

Repeatmasker

tart ¢ re for details. on base position to zoom d
j’% in around cursor. Click gray/blue bars on left for track j%n
<o > | options and descriptions. <o >|
default tracks | hide all | add custom tracks | configure | refresh |

Use drop down controls below and press refresh to alter tracks displayed.
Tracks with lots of items will automatically be displayed in more compact modes.

= Mapping and Sequencing Tracks
Basc Position SP-9MOSOME  STS Markers  FISH Clones  Recomb Rate

dense ~| [hide = hide ~| hide ~| hide -

Map Contigs Assembly Gap Coverage BAC End Pairs
hide | hide ~| hide ~| hide ~| hide |
Fosmid End

Pairs GC Percent Short Match ~ Restr Enzymes
m hide ~ hide | hide ~|
Phenotype and Disease Associations

AD Case Control  NIMH Bipolar Ri;glf"“"“" RGD Rat QTL
hide  ~| hide  ~| hide ~| — hide  ~|

Q
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®66 Human chr8:39,720,414-39,814,936 - UCSC Genome Browser v174 o
Back v  Forward Reload Stop  Home @ htp://genome.ucsc.edu/cgi-bin/hgTracks?hgsid=10323833 1&hgt.out2 =+ 3x+&position=chr8%3A397: ¥ Go |G|+ Google Search
et sesenel Eul ) X el ESTOT 4
ucse Dane Predictions Based on ReFSed, UniProt, GenBank, and Comparat e benomics
DANLS bbb e 1000 F-HHH
e ekt breceseceeeeeied 1h00 wow e

I st om F ]

Refsea cenes
L e

BC121048| - sm oo Sk fon FuTT GRF mRNAS

Hunan BRNAS from GenBank
Human

e
Himan &47= That rave Been spiitea
Sericed EsTs — B
Vertaprate MiiEiz A1iokbent & Fhastoons Consaniation (28 Speciesy
Wanma1 cons
T P T S WL Y OOyt PO RO O W WO | Y i i
necu: o — ——
o e Wk 4 =
- -1
oy mamHvl:IIIEI.' [ Tl |'u=ﬁ=n=n"-'-|-uu-| T ||||r=co=oﬂ-ﬂm [0 -| i ||k
?vatypus === n = L
e o wi [l ﬂ
X tropical s ki
Stikienate

S inn1e Nucleot ide PO lunorphisns (JBSNE build 128)

sups (126) Il m Ll I 0 il I
Repeatmasker (NN - ) —
Click on a feature for details. Click on base position to zoom
j‘,’%ﬁm in around cursor. Click gray/blue bars on left for track j%ril
<po >| options and descriptions. =< J2 2

default tracks | hide all | add custom tracks | configure | refresh |

Expression and Regulation
Affy All Exon Affy HuEx 10 GNF Atlas2  Allen Brain ~ GNF Ratio
hide ~| hide ~| hide | hide ~| hide ~|
BemoneYale affy U133 AfiyGNFIH £ fy U95

e A
FEe -] hiden -| ,W—j“s BiEaN -|

hide ~|

CpGlslands ~ Firs SwitchGear  ppopine s LSt

5 TSS = Enhancers
hide ~| hlde hiden = hide | m
TEBS LI/UCSD

Cinteniad GIS PET... PET... TAFL ORegAnno  Affy Txn...

hide m hide ~| hide ~|

hide  [A 7XRg

dense Potential Uppsala ChIP .
squ:(sh l—h(:den El hide ~/
?:IT Comparative Genomics

8606 Human chr8:39,625,891-39,909,459 - UCSC Genome Browser v174

Back v  Forward Reload Stop  Home @ hutp://genome.ucsc.edu/cgi-bin/hgTracks

l uCscC TFBS Track

Home Genomes Blat Tables Gene Sorter PCR DNA  Convert Ensembl NCBI  PDF/PS Session  Help
UCSC Genome Browser on Human Mar. 2006 Assembly

move <<<| <<| <|>|>> | >>>|zoomin 1.5x | 3x | 10x | base |zoomout 1.5x | 3x | 10x |

position/search [chr8:39,625.891—39,909.459 jump | clear |size 283,569 bp. configure

[enre cort ze-prr.an>

chre: sseseeeel 33700000] Sa750008] )

a0! =
UGSE Gene Fredictions Based on Refsed, UniFrot, GenBank,
e

[T Y EU vt A

s

MO0 hHH-)

Gene.

Human nRNAS from GenBank

Human

Hunan ESTs That Have Been Spiiced

HiR Conserved Transcription Factor Binding Sites

52 |

VTGIF o1

Mamma1 cons

x_tropicalis
Sticklenack

s 128> RN 1NN 00

Repeatasker IMEIMININE
Click on a feature for details. Click on base position to zoom
_mi%mil in around cursor. Click gray/blue bars on left for track _m%[il
< Je 2 options and descriptions. < e

default tracks | hide all | add custom tracks | configure | refresh |
Use drop down controls below and press refresh to alter tracks displayed.
Tracks with lots of items will automatically be displayed in more compact modes.

(-] Mapping and Sequencing Tracks
Base Position GIOMOSOME  g7g Markers  FISH Clones ~ Recomb Rate
dense ~| Thide =] hide ~| hide ~| hide |

Map Contigs Assembly Gap Coverage BAC End Pairs
— = E— ——— — —
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866 Human chr8:39,884,779-39,895,280 - UCSC Genome Browser v174 =)
Back v  Forward Reload Stop  Home '@ hup://genome.u gi-bin/hg hr8:39884779-3989 103238331 v Go

Search '

Home Genomes Blat Tables Gene Sorter PCR DNA  Convert Ensembl NCBI  PDF/PS Session  Help -
UCSC Genome Browser on Human Mar. 2006 Assembly

move <<<| <<| <|>|>> | >>>|zoomin 1.5x | 3x | 10x | base |zoomout 1.5x | 3x | 10x |

posit.ion/search[chrs:39.884.779—39,895.280 jump | clear |size 10,502 bp. configure
[errs i1z (T 5 (N WS - N W eS|

et Saseceqe 39557000 59sss000] 35s300e] 39590000 395
s

552000] Sssssene] 3usssees] 59s9s00e]
ICSC Gene Fredictions Based on Refsed, UniFr Vs
piss

s5s1000] 3a:
ot GenBank, and Comparat ve Genon
0

Rerseq cenes . A

|
. UTR CDS

—_—
Hunan ESTs That Have Been Spiiced
spiced

HIR Conserfied Transcript ion Factor Binding Sites
vs1SRE 01 i
UsIRF2 01 |
VsIRF1 01 I
v lent & FhastCons Conservation (28 Species)

Rhesus

I

‘Sthckiepack
Simple Mucleotide Folunorphisis (dbSNP build 126)
| swes ciesy | e " (RN (] | [ 1
Repeating Elenents by Repeatasker

— - — - [
STt Click on a feature for details. Click on base position to zoom 1 ve end

in around cursor. Click gray/blue bars on left for track
ﬁ > options and descriptions. ﬁ (51
default tracks | hide all | add custom tracks | configure | refresh |

Use drop down controls below and press refresh to alter tracks displayed.
Tracks with lots of items will automatically be displayed in more compact modes.

Mapping and Sequencing Tracks

Basc Position SIOMOSOME  STS Markers  FISH Clones  Recomb Rate
dense ~| Thide 1=] hide ~| hide ~| hide |

igs Assembly Gap Coverage BAC End Pairs
hide ! hide - hide ~| hide | hide -
GC Percent Short Match Restr Enzymes
hide ~| hide ~| hide ~|

Phenotype and Disease Associations

Repeatiasker

w=die3l
L ELg
B

GAD Case Control  NIMH Bipolar RGRHUman g po o1,
866 HMR Conserved Ti iption Factor Binding Sites (VSIRF2_{

Back v Forward - Reload Stop Home Qh((p‘//genomem(sc,edu/(g:-bm/hg(7hgswﬂ=103238331&o=39859440&!:39589451 UCSC TFBS Track detalls

Home Genomes Genome Browser Blat Tables Gene Sorter PCR Session FAQ Help
HMR Conserved Transcription Factor Binding Sites (V$IRF2_01)

Transcription Factor Binding Site information:

Item: VSIRF2_01

Transfac matrix link: M00063
Score: 891

zSco! 04
Strand
Position: chr8:39889441-39889453
Band: 8p11.22

Genomic Size: 13

View DNA for this feature

Transcription Factors known to bind to this site:

Factor: IRF-2
Species: mouse
SwissProt ID: P23906

View table schema

Data last updated: 2007-07-17

Description

This track contains the location and score of transcription factor binding sites conserved in the human/mouse/rat alignment. A binding site is considered to be
conserved across the alignment if its score meets the threshold score for its binding matrix in all 3 species. The score and threshold are computed with the
Transfac Matrix Database (v7.0) created by Biobase. The data are purely computational, and as such not all binding sites listed here are biologically functional
binding sites.

In the graphical display, each box represents one conserved putative tfbs. Clicking on a box brings up detailed information on the binding site, namely its
Transfac I.D., alink to its Transfac Matrix (free registration with Transfac required), its location in the human genome (chromosome, start, end, and strand),
its length in bases, its raw score, and its Z score.

All binding factors that are known to bind to the particular binding matrix of the binding site are listed along with their species, SwissProt ID, and a link to
that factor's page on the UCSC Protein Browser if such an entry exists.
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UCSC

Change the color of items in a track

UCSC Genome Browser on Human Mar. 2006 Assembly

866 Human chr8:39,720,414-39,814,936 - UCSC Genome Browser vi74 =
Back v  Forward Reload Stop  Home @ hutp://genome.ucsc.edu/cgi-bin/h hr8:397204 14-39814936&Ngsid=103238331&r v Go (G| Google Search '
Home Genomes Blat Tables Gene Sorter PCR DNA Convert Ensembl NCBI PDF/PS Session  Help

move <<<| <<| <|>|>> | >>>|zoomin 1.5x | 3x | 10x | base |zoomout 1.5x | 3x | 10x |

jump | clear |size 94,523 bp. configure

position/search [chr8:39,720,414-39,814,936
= 1w

hre:  sa7seees]  so7nesal  397s0990]  3a7eseesl  Sa77eses]  Gavsoses]  savaseesl Gosesesel | Gasieseel
U *

ICSC Gene Fredictions Based on RefSeq, UniFrot, GenBank, and Copparative Genomics

Rerseq senes

a1 13 Gene C0) 18k jon FuT1 ORF MRNAS

I o e |

Human RNAS from GenBank

Hunan ESTs That Have Been Spliced
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[

Vertebrate Multiz Alignment & PhastCons Conservation (28 Species)
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mOvegar: in around cursor. Click gray/blue bars on left for track

ﬁ | options and descriptions.

default tracks | hide all | add custom tracks | contigure | refresh |

move end

L AJ.L...L Ll
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= Variation and

HapMap LD
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8606

SNPs (126) Track Settings
Back v  Forwa

Tyra Wolfsberg, Ph.D.

Home Genomes Genome Browser Blat

d Reload  Stop  Home ) hup://genome.ucsc.edu/cgi-bin/hgTrackUihgsid=103238331&g=snp126&c=1 chrs&snpi UCSC SNP Track detallS

ables Gene Sorter PCR Session FAQ Help
SNPs (126) Track Settings

Simple Nucleotide Polymorphisms (dbSNP build 126)
Display mode:m Submit

hide
Include Chimpdense [ observed human alleles in name: [~
(If enabled, chirsquish s displayed first, then *>', then human alleles).
pack
Minimum A: _ﬂhf-,“—!'.'zm rozygosity: [0

Maximum Weight: SNPs with higher weights are less reliable

Any type of data can be excluded from view by

the checkbox below. Not all assemblies include values in all categories.
Location Type:

~ Unknown Ranger Exactr Between~ Rangels

R b
Class:

ion ~ RangeDeletion

~ Unknown [~ Single Nucleotide Polymorphism v In/Del v Heterozygous ~ Microsatellite v Named & No Variation ~ Mixed ~ Mnp ~ Insertion
Deletion
Validation:

~ Unknown |~ By Cluster~ By Frequency ~ By Submitter~ By 2 Hit/2 Allele~ By HapMap
Function:

[~ Unknown [ Locus~ Coding - Synonymous + Coding - Non-Synonymous~ Untranslated & Intron & Splice Site ~ Reference (coding)
Molecule Type:
v Unknown [~ Genomic [~ ¢cDNA

SNP Feature for Color Specification: | Function |

The selected feature above has the following values below. For each value, a selection of colors is available.

Unknown: |black ~| Locus: |black ~| Coding - Synonymous: |green ~| Coding - Non-Synonymous: red  ~| Untranslated: | black ~| Intron: |black ~|
Splice Site: | black ~| Reference (coding): | black ~|

View table schema

Data last updated: 2006-10-02

®e66 Human chr8:39,720,414-39,814,936 - UCSC Genome Browser v174
Back v  Forwa Reload Stop  Home @ hutp://genome.ucsc.edu/cgi-bin/hgTracks U CSC SN P Track
Home Genomes Blat Tables Gene Sorter

PCR DNA Convert Ensembl NCBI
UCSC Genome Browser on Human Mar. 2006 Assembly

move <<<| <<| <|>|>> | >>>|zoomin 1.5x | 3x | 10x | base |zoomout 1.5x | 3x | 10x |
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UCSC

View features by changing the color of the genome sequence
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Fe425345 | roi6165827| | rsagatid| rel0666670| res4sseds| reci74176| reis7ersr| | reeseress| | re7o456s| re10538122 |
roisesocs || PATISOEE| re7ESeisn| ra409S1i| rE1947013| reiSeides| resnesedds| riooresid| | ressiserka| rerasssds|
5201 | rs38ss3s| rs202013| rs11764467| rs10100159| rs2122996| rs7521582| rs7011534 | rs11780484 | rs13255763 |
rs34554986 | rs35935433| rs7835489| rs10091156| rsi13265483| rs6993989 | rs6474177| rs7824492| rs7463616|  rs7844519 |
Soaioes | | rasssecst| reasseid| | reansasd| reiosssis| nessesssad|  rerssard| reisssieds| | reess
roistaises | recoseai| riasisseds| rosseeca| reiirresve| reveSiss| reestered| raosseseis|  resseresin|
oisss | reasossed| | reissisr| reideicet| reisesids| rejsesss| | rtesseili| resssidses| izan|
699949 | rs35223238 | rs367414 | 71010 | rs1451744 | rs13274108| rs10165410| rs7529553| rs35892075 |
rs34478502 | rs12548821 | rs202011| rs13255131 | rs351873: rs 7557 | rs6415697 | 512335159 |
Pitiaraee | resssess| rsosesrsss Srososozs| | reitsiei| Lsssa| Saraseer|
Soeisrs | resssoss| reseterss|  rsasssisss|  reassasrss| essaisais) Vessessce|
reiseaieas | eiesan| resrarozs) | reisesiass Foseaisds | Peiaersits| Pessiaszee|
5201976 1 rs7017718| rs11777615| rs13253873 | rs13279856 | rE36099316 | rs35003426 |
roTorzace | FoToi7aes| resiceme| | rsdseasts o] reTaistrs| Pett7easa0 |
rireiseer | ireiaess| resssresse|  rsateceser| et Tiiisaaet| TeTeareee|
Poreisss | resbeieest| rereosesa| reibsseses eisieised| Poiissse| reassesse|
Freisns | Piiumsoeat| rideasos| reiorssassl Sisesans | Wsazaree) eisas5a7 |
rs7013399 [} rss89361 | rs202007 | 534331339 | rs34177620 | rs7843224 | rs11786521 |
Giars Viisaais| rasveese) Sicsssass|  reivicecii| Sarsseree| Sssasseis|
riTotseie | rstesssrsi| reiizoaass| ressesices| | resrieces| pever] Testeseser |
rs7014362 I rs10097¢ 1 591069 | 3779718 rs35912924 | rs16106768 |
01974 [} rs411710 rsaz9e301 | rs6957114 | rs13266493 | 516168857 | 534500519 |
oeiars | ol Seazsia|  reiseress| Fioazaras|
eiere | reiiien e istissee] Testsoizes|
2oior | reveveress| rE7sonecs | ressessiis]
rs35355678 1 603322 | rS28564326
1160383 1 rs603414 | rs5891067 |
Fszaisrs | Teaoases| reioseraae |
et | 90203 | esiasracs|
rssasersss | rssssrenal easaaneca|
rs10702566 I rss5891071 | rs34417912|
rs201969 | rs1972168 |
seaiost|  raieoissss |

Search

Session
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Get DNA in Window
Get DNA for Extended DNA Case/Color

Position [chr8:39,720,414-39,814,936 Extended DNA Case/Color Opti()l'ls

Note: if you would prefer to get DNA for features of a particular track orf | Use this page to highlight features in genomic DNA text. DNA covered by a particy
below for details about color, and for examples. Tracks in "hide" display mode are

Sequence Retrieval Region Options:

Position [chr8:39,720,414-39,814,936 Reverse complement [~
Add 0 extra bases upstream (5') and |0 extra downstream (3') Letters per line 60  Default case: < Upper ¢ Lower submit

Track Toggle Under-
and uj Name Case |line Bold [Italic Red |Green Blue

Note: if a feature is close to the beginning or end of a
extending past the edge of the chromosome.

Chromosome Band (Ideogram) |~ - - Ir ’0— ’0— ,0_
Seq For ing Opti Gencode Introns Oct05 r r R ol
'UCSC Genes r r r r ’0— ’0_ 0
@ All upper case. '7
< All lower case. I RefSeq Genes v = T s b 7 I
[~ Mask repeats: ¢ to lower case < to N enes T = T %
[~ Reverse (get ' strand ) Human mRNAs r - S
\%
Note: The "Mask repeats" option applies only to "get DNA", not to "exte: 'UVa DNA Rep TR50 r r - Ir ’0— ’0— 7
TFBS Conserved r - r Ir ’0— ’r ,r
LITAFI Signal - r (S G o ol
| SNPs (126) R
Onservaton ™ ™ ——T 5
RepeatMasker r r S o ol

TTTAATCATAGTACCACCTCATTACAT TTCCTTAT
BOCATAC0COTACTaACAGANTT K616 OTACT ANCOAACRG ARATAGCGTARGATANCE]

AAAAAAACAGAAATTTGTAATGTAAAACTCATTATCATGCATTTTTAAATAAGTAAAT

AATTATAC TTAAAATCACAATATGCA

GGTTTGAATCCCAGGAAACCAGGTAATGTACATTCTTTTCTTTCCATTTTTTTGTGTCCA
TCCATCACAGATAATTA

g

Red: RefSeq exon
Green: SNP
Yellow: exon + SNP

acaagttgaaatgatag tagcatgcaagtaacct

caaatgttaaagaagta
aatt

tcaaaatca

tttatttaatatatt t

UCSC

Find a chicken homolog of a human protein
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[@66

Entrez Protein

Back + Forward + Reload Stop Home

Al Dotabases

Limits | Preview/Index

Search | Protein | for |np_001455

[ History | Clipboard

22 http:/ jwww.ncbi.nim. nih.gov/entrez/query.fcg?CMD=Display&DB=protein

Uieed*0*® Shiotein

Nucleotido Protgin

‘Genomo
Go | Clear |Save Search

[ Details_|

i NCBI Entrez Protein

My NCBI
Sign In] [Registe

BLink, Conserved Domains, Links|

About Entrez Display | Summary | Show| 20 ~][Sort by Relevance ~[[Sendto |
i Brief i
Entrez Protein A |
e | Atz 1 SA;;'J‘T&N lated Structures: 1[5
Entrez Tools. [~ 1: NFASTA jports . .
XML 1 2 proprotein [Homo sapiens]
@ g GenPept 5743080]
revision history Gl List
Graphics
LinkOut TinySeq XML
INSDSeq XML
My NCBI LinkOut
Related Sequences
Related resources Conserved Domain Links
BLAST 3D Domain Links
o Gene Links
ST Genome Links
e Genome Project Links
HomoloGene Links
SeamiorGenes Nucleotide Links
Clusiers of NIH cDNA clone links v
orthologous groups
Protein reviews on the.
web
‘Search for full length A
CDNAS 00000 00
00 000 !

q

Search | Protein
Limits

Nocioaido Prtan ‘Gonoms
| for|np_001455 Go

X% Y
* SProtein

Clear

History

Preview/Index

Display | FASTA ~| Show| 20 ~I[Send to

Range: from |begin to lend Refresh

E|

[71: NP 001455. Repors ADAM metallopepti...[gi:55743080]
>gi|55743080 | ref|NP_001455.3| ADAM met. tidi domain 2 in [Homo sapiens)
RSIIKEGIESQASYKIVI! PENF
I 1 T
IEMEVT 16
LTNAIFVSFNITIILSSLELWIDENKI
EPRTISLESLAVILA IMNPEATHFSGVKI
ICIDGVCH
KL VGKFLLQIPRA
TIIYANISGHLC
IENI IPFFIIFC
VLIAI

8606 Chicken BLAT Search

Back v forward - Reload Stop Home '@ http://genome.ucsc.edu/cgi-bin/hgBlat

Home Genomes Tables PCR Session FAQ Help

| UCSC BLAT search

ol

Chicken BLAT Search

BLAT Search Genome

Genome:
| Chicken

Assembly:
|Feb. 2004 ~|

Query type: Sort output: Output type:
|BLAT's guess  ~| [query,score ~| |hyperlink K

metallopeptidase domain 2 proprotein [Homo

SGDKOCTDTFGKEVEFGPSECYSHLNSKTDVSGNCGISDSGYTQCEADNLOCGKLICKYVGKFLLQIPRA
TIIYANISGHLCIAVEFASDHADSQKMWIKDGTSCGSNKVCRNORCVSSSYLGYDCTTDKCNDRGVCNNK
HCHCSASYLPPDCSVQSDLWPGGSIDSGNFPPVAIPARL TENT FLEIPFFIIFC
TAIMVKVNFQRKKWRTEDYSSDEQPESESEPKG

submit | I'm feeling lucky | clear

Paste in a query sequence to find its location in the the genome. Multiple sequences may be
searched if separated by lines starting with '>' followed by the sequence name.

File Upload: Rather than pasting a sequence, you can choose to upload a text file containing the
Browse... | submit file
Only DNA sequences of 25,000 or fewer bases and protein or translated sequence of 10000 or

fewer letters will be p d. Up to 25 can be at the same time. The total
limit for multiple sequence submissions is 50,000 bases or 25,000 letters.

Upload sequence: |

For locating PCR primers, use In-Silico PCR for best results instead of BLAT.

About BLAT

sequence alignments. It will find perfect sequence matches of 33 bases, and sometimes find them
80% and greater similarity of length 20 amino acids or more. In practicc DNA BLAT works well o

BLAT on DNA is designed to quickly find sequences of 95% and greater similarity of length 25 bases or more. It may miss more divergent or shorter

down to 20 bases. BLAT on proteins finds sequences of
n primates, and protein blat on land vertebrates.

18



NHGRI Current Topics in Genome Analysis 2008 Tyra Wolfsberg, Ph.D.

Mining Genomic Sequence Data

8606 Chicken BLAT Results

]
Back v  Forward Reload Stop  Home (@ hutp://genome.ucsc.edu/cgi-bin/hgBlat | UCSC BLAT Seal‘ch

Chicken BLAT Results
BLAT Search Results
ACTIONS QUERY SCORE START END QSIZE IDENTITY CHRO STRAND START END SPAN
ils NP_001455.3 44 539 600 735 71.6% Un ++ 635370 635555 186
s NP_001455.3 12 301 304 735 100.0% 1 ++ 67659709 67659720 12
browser details NP_001455.3 12 437 440 735 100.0% 1 4+ 67660117 67660128 12
browser details NP_001455.3 12 385 390 735 83.4% 1 ++ 67659961 67659978 18

UCSC Genome Browser on Chicken Feb. 2004 Assembly

move <<<| <<| <|>|>> | >>>|zoomin 1.5x | 3x | 10x | base |zoomout 15x | 3x | 10x |

position/search [chrUn:635,370-635,555 jump | clear |size 186 bp. configure |

hron: Essaael el &sssaal wasssel
Gap Locat ions
Gan

8

n B1at Search
NP_001455.3

Rerseq Genes
Non-chicken RefSeq Genes
other Refsed

Chicken mRNAS from CenBank
Chicien ESTS That Have' Been Spiiced
Se1iced ESTS,
‘G cken /Huiar /HoUSe /0pOSSU /03 28baF 15N/ TELRA0HoN HUIE1Z A1ISFeNts & Cons.

Conservat ion,

Tetraodon
Fusu (Aug. 2882/fr1) Translated Blat Alignnents
Fugu Blat
Human (Mar. 2886/hg18) Alignnent Net
Human Net
SHPS from Beijing Genomics Institure
o1 sHPs
Repeat ing Elenents by Repeatiasker

Oy At Click on a feature for details. Click on base position to zoom e end
ﬁ S| in around cursor. Click gray/blue bars on left for track ﬁ LI
< Je options and descriptions. .

default tracks | hide all | add custom tracks | configure | refresh |

8606 Chicken BLAT Results

]
Back v  Forward Reload Stop  Home (@ hutp://genome.ucsc.edu/cgi-bin/hgBlat | UCSC BLAT Seal‘ch

Chicken BLAT Results
BLAT Search Results

ACTIONS QUERY SCORE START END QSIZE IDENTITY CHRO STRAND START END SPAN

[NP_001455.3 44 539 600 735 71.6% Un ++ 635370 635555 186
NP_001455.3 12 301 304 735 100.0% 1 4+ 67659709 67659720 12

b; NP_001455.3 12 437 440 735 100.0% 1 ++ 67660117 67660128 12
browser details NP_001455.3 12 385 390 735 83.4% 1 ++ 67659961 67659978 18
Ali of | Alignment of NP_001455.3 and chrUn:635370-635555
NP_001455.3
Click on links in the frame to the left to navigate through the alignment. Matching base|
NP _001455.3 mark the boundaries of gaps in either sequence.
Chicken.chrUn
block1
block2 NP_001455.3
block3

mwrvlfllsg lgglrmdsnf dslpvgitvp ekirsiikeg iesqasykiv iegkpytvnl 60
maknflphnf rvysysgtgi mkpldgdfqn fchyqgyieg ypksvvmvst ctglrgvlgf 120
envsygiepl essvgfehvi yqukhkkadv slynekdies rdlsfklgsv epggdfakyi 180
emhvivekql ynhmgsdttv vagkvfqlig ltnaifvsfn itiilsslel widenkiatt 240
geanellhtf lrwktsylvl rphdvafllv yreksnyvga tfggkmedan yaggvvlhpr 300
tisleslavi lagllslsmg ityddinkcg csgaveimnp eaihfsgvki fsncsfedfa 360
hfiskgksqe lhngprldpf fkggavegna kleageecdc gtegdcalig etcediatcr 420
pecenclfms ecdlpeycng ssascpenhy vgtghpegln 480
qwicidgvem sgdkgetdtf gkevefgpse cyshlnsktd vsgncgisds gytgeead L 540
GCGKLICk v gkfllgipra ~IIYAnisgH L iavefasd hadsgkmwi DGTsCGsnK 600
q ylgy ppdcsvasdl wpggsidsgn 660
fppvaiparl perryieniy hskpmrwpff lfipffiifc vliaimvkvn fqrkkwrted 720
yssdegpese sepkg

Chicken.chrUn :

ATCTGggcT GTGGARAACT CATCTGCaca TA ccaaaac gagttccctt caccaaatta 635429
aagggt CCA TCATCTATGC Tcaagtgcaa gaaCATCTGT G gtgtcttt tgatgtaatg 635489
gtt AGGATG GCACGaaaTG CGGTcccgga 635549

AAGGT

Side by Side Alignment*

001615 N L Q C G K L I C K Y 001647
55555 | [ 6 | [ | [ 1 1 1 | >
635370 635402
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UCSC

Add your own custom tracks

(Homo sapiens) G Browser G

y

The UCSC Genome Browser was created by the Genome Bioinformatics Group of UC Santa Cruz.
Software Copyright (c) The Regents of the University of California. Al rights reserved.

clade genome assembly

position or search term image width
[Vertebrate  ~[[Human ~|[Mar. 2006 ~|[chrX:151,073,054-151,383,976 620 submit
Click here to reset the browser user interface settings to their defaults.

add custom tracks | configure tracks and display | clear position |

Add Custom Tracks

clade |Vertebrate ~ ~|  genome [Human ~|  assembly |Mar. 2006 ~| [hgl8]

Display your own data as custom annotation tracks in the browser. Data must be formatted in BED, ¢
display, set track and browser line attributes as described in the User's Guide. Publicly available custom trz

Paste URLS or data: Or upload: Browse... | [Submit]
track name="Microsatellites' description='Microsatellites" color=0,128,0 4

chr22 38627059 38627060 D225276

chr22 39005417 39005418 D225307

track name="Genotyped SNPs' description="Genotyped SNBs" color=0,0,255

chr22 38518342 38518343 ss146131 P Cear |
chr22 38705963 38705964 552941443

chr22 38884157 38884158 ss141110
chr22 39171390 39171391 5522916

Or upload: Browse...

Optional track documentation:

Clear

Manage Custom Tracks
Click here for an HTML document template that

genome: Human assembly: Mar. 2006 [hg18]

Upcoming SNPs [Upcoming SNPs bed I go to genome browser |
Genotyped SNPs|Gi ped SNPs bed
Nature Genetics: A user's guide to the human

Microsatellites ~ Microsatellites  |bed
genome, scale our peak bed
Question 7

go to table browser
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8606 Human chr22:38,496,887-39,496,866 - UCSC Genome Browser v174 |

UCSC Custom Tracks

Home Genomes Blat Tables Gene Sorter PCR DNA Convert Ensembl NCBI PDF/PS Session  Help
UCSC Genome Browser on Human Mar. 2006 Assembly

move <<<| <<| <|>|>> | >>>|zoomin 1.5x | 3x | 10x | base |zoomout 1.5x | 3x | 10x |

Back v  Forward Reload Stop Home (@ hutp://genome.ucsc.edu/cgi-bin/hgT 7t =10327662

position/search [chrZZ:38.496,887‘39.496.866 jump | clear |size 999,980 bp. configure
[erree cars.i-ais.2> 3 Crvverm s - e ]|

Seeeoeee] Gs700000]  Gosessss]  ssseeees|  ssssssss] Saieeees]  3szesses] 53000008l 5940000
our peak

UGSE Gene Fredictions Based on RefSeq; UniProt, GenBank, and Comparat ive Genomics
ENTHD1 ecseeeedecsfcsh TRRCS e % MeHR { SLcasht? |
GRAF2 k4] THRGED et
} ADSL il
P RDSLME
ros
FosL
RUTECS ol
Refseq cenes
avmos ettt
L]
H
ot i

[R— b+l
H

H
Human nRNAS ———f——f—H ——HH -HE

Se1ice E5Ts ———+—H-H ——HHH H
berthorare w

Hannal cons

e
T

R I T I R i Tl b pR T
-0 N BN IO 8 9 B H
m—l—-n-n-l—- L T s 5 i
tﬁg’—_ﬂc@m T
f [l

#}V W: . ﬁ—é L}
=4 )i III "‘m L] \I L]
a s Loml

eciectice oo Lasoelie: Chte
R T TN T
veating

T T T e ——E
Click on a feature for details. Chck on base position to zoom
jzveTmil in around cursor. Click gray/blue bars on left for track j%ri[
< Je = options and descriptions. < |2 2
default tracks | hide all | manage custom tracks | configure | refresh |
Use drop down controls below and press refresh to alter tracks displayed.
Tracks with lots of items will automatically be displayed in more compact modes.

(] Custom Tracks

UCSC Table Browser

* Download track in text format
* Retrieve DNA sequence covered by a track
* Calculate intersections between tracks and view in the
Genome Browser. For example:
» Show all RefSeq genes that contain only one exon

+ Show transcription factor binding sites that overlap (intersect) with a
SNP
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Table Browser

UCSC Table Browser:
Use this program to retrieve the data associated with a track in text format, to calculate intersections between track
track. For help in using this application see Using the Table Browser for a description of the controls in this form,) Refseq ge nes that
sample queries, and the OpenHelix Table Browser tutorial for a narrated presentation of the software features and| M
want to use Galaxy or our public MySQL server. Refer to the Credits page for the list of contributors and usage rq conta| n on Iy one exon
clade: | Vertebrate | genome: | Human ~| assembly: | Mar. 2006 ~|
group: | Genes and Gene Prediction Tracks  ~v| track: | RefSeq Genes ~|

table: | refGene | describe table schema

region: ¢ genome ¢ position |chr22.38495887-39496556 lookup | define regions

identifiers i paste list | upload list |
filter: Filter on Fields from hgl8.refGene
intersection: create o R ‘ - e |
in is |ignored ¥
correlation: _create
- name |does | match |' AND
output format: | all fields from selected table ~| ™ Send output to Gala;
| chrom |does  ~| match [+ AND
output file: (leave blank to keep output in browser)
) ) strand [does  ~ match [+ AND
file type returned: “ plain text ¢ gzip compressed -
xStart is[ignored ~[ | AND
get output | summary/statistics | txEnd is‘ignored =l I AND
BT ) cdsStart i |ignored | AND
To reset all user cart settings (including custom tracks), click here. ) [ I
cdsEnd  is[ignored ~| | AND
exonCount is| = I AND
CXONStarts | does  ~] match |-
exonEnds |does | match|*
id is|ignored ~| | AND
name2 [does [ match |« AND
cdsStartStat |does | match |~ =l AND
~deTindCtar | doac vl match | = vl AN
[#filter: refGene.exonCount = 1 J|
[#bin name chrom strand txStart txEnd cdsStart ‘cdsEnd exonCount exonStarts exonEnds id name2 cdsStartStat cdsEndStat exonFrames
lses KM_00100541chr1 + 58953 59871 58953 59871 1 8953, 59871, 0 ORaFs empl o,
lse7 KM_0010052:chr1 + 357521 358458 357521 358458 1 357521, 358458, 0 ORaF3 cmpl incmpi o,
587 NM_0010052'chrl + 357521 358458 357521 358458 1 357521, 358458, [ OR4F16 empl inempl 0,
lse7 NI 0010052 chr1 + 357521 358460 357521 358460 1 357521, 358460, 0 ORaF29  cmpl ] o,
589 NM_0010052:chrl = 610958 611897 610958 611897 1 610958, 611897, 0 OR4F29 cmpl cmpl 0,
589 NM_0010052:chrl - 610960 611897 610960 611897 1 610960, 611897, o OR4F3 incmpl cmpl o,
lses AM_0010052 chrl - 610960 611897 610960 611897 1 610960, 611897, 0 OR4F16 incmpl cmol o,
593 NM_0BO60S  chrl + 1157491 1160281 1157521 1158511 1 1157491, 1160281, [ B3GALTE empl empl 0,
lso7 KM 080431 chrl - 2927905 2929325 2928110 2929244 1 2927905, 2929325, 0 ACTRT2  cmpl empl o,
B8 NM_006511 chrl + 15858950 15860803 15858950 15860803 1 15858950, 15860803, O RSC1A1 cmpl incmpl 0,
707 NM_0010895!chr1 - 16006243 16006781 16006455 16006731 1 16006243, 16006781, © LOC440567 cmpl cmpl 0,

NCBI

View a genomic region between two STS markers
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CEXE) NCBI HomePage

|
ek v foward + Reoad S0pHome [ s/ mamncb g =~ ¢ NCBI Home Page
-

|

National Center for Biotechnology Information

National Library of Medicine National Insttutes of Health

PubMed All Databases BLAST OMIM Books TaxBrowser Structure

Search | All Databases ~|for Go

SITE MAP » What does NCBI do? Hot Spots
Alphabetical List
St B Established in 1988 as a national > Assembly
About NCBI resource for molecular biology Archive
NS information, NCBI creates public >l "
CBI databases, conducts research in onhgls;;fu‘;
computational biology, develops groups
GenBank software tools for analyzing genome
Sequence data, and disseminates biomedical > Coffee Break,
support and information - all for the better Genes &
software understanding of molecular Disease, NCBI
Literature processes affecting human health Handbook
- and disease. More... _
databases » Electronic PCR
Sz:mrgwm. GenBank® Celebrating 25 Years » Entrez Home
PubMed Central NCBI will hold a scientifc meeting to celebrate the
25th anniversary of GenBank. » Entrez Tools
Molecular April 7-8, 2008
databases Nateher Auditarium, NIH Campus, Bethesda MD RSN |
Sequences, expression
m’,::‘ and click here for more information orr?nibus (GEO)
0 » Human
Genomic genome
biolo Confused about the di s between GenBank,
gy Refseq, TPA and UniProt? Click here for a brief resources
description of the databases and their differences.
» Influenza Virus
Resource
== [z PubMed Centrai
T An archive of biomedical and e sciences journai, | » Map Viewer I

® Free fulltext
@ Over 1,100,000 articles from over 340 joumals
® Linked to PubMed and fully searchable

Use of PublMed Central reqires no registration or fee.

Data mining » dbMHC

Research at
» Mouse genome

NCBI Access it from any computer with an Internet connection.
People, gmjecm,
seminars
[ NCRI News My NCBI b
®606 Map Viewer [ .
Gek + o < Rdoas sor Home 2 . fwwnchnim i govimapvew] -| NCBI Map Viewer
= g
> NCBI NCBI Map Viewer
[ e ]
The Map Viewer provides a wide variety of genome mapping and sequencing data. More.. D)
Search v v Vertebrates (15)
. - v Mammals (13)
Search:| Homo sapiens | ———— @
for:|d8s1170 OR d8s94 Scientific name Common name Build Tools
Go Homo sapiens human Build 36.2 B O
Fooislleasnd = Build 35.1 Q B
gen Macaca mulatta rhesus macaque 9®©
@  Search or Browse the Genome Pan troglodytes chimpanzee e 0
® BLAST v Rodents @
@ Genome Resources page
Scientific name Common name Tools
News v Mus musculus laboratory mouse Q@@
3 Q®
:"m":""s “"‘“:u'?:;'" a1, 2007 Rattus norvegicus rat 9@
NCBI is planning to update its annotation » Monotremes 1)
of the human genom... more » Marsupials (1)
Show all » Other Mammals )
Related Resources v » Other Vertebrates (2
e NCBIHome » Invertebrates )
© NCBI Web Search » Protozoa B ()
« NCBI Site map » Plants Q (42)
e Genome Biology v Fungi Q ® (16)
o Taxonomy Scientific name Common name Build Tools
e Entrez (Global Query) § . i
o BLAST Aspergillus fumigatus Build 2.1 9 ® @
®  Map Viewer FTP Aspergillus niger Build 1.1 Q@B @
) COE D - Candida glabrata Build 1.1 Q®
Cryptococcus neoformans Build 2.1 QX ®
e Bacteria B Debaryomyces hansenii Build 1.1 Q9 ®
® Organelles B Encephalitozoon cuniculi Build 1. Q® |
® Viuses ® Eremothecium gossypii Build 3.1 ®
Gibberella zeae Build 1 Q®
Kluyveromyces lactis Build 1.1 9 ®
Magnaporthe grisea rice blast fungus Build 3.1 9 ®
Neurospora crassa Build 1.1 9®
Pichia stipitis Build 1.1 X ®
Saccharomyces cerevisiae baker's yeast Build 2. @@
Schizosaccharomyces pombe fission yeast i Q®
Ustilago maydis Build 1.1 9@
Yarrowia lipolytica Build 1.1 Q® “
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Homo sapiens (human) genome view

Build 36.2 statistics Switch to previous build

1

o ——
I e——
o e——
[ e——
I ——
[

—
o em—

.
[ ) II
N

L[ T | .
4 15 18 17 18 13 20 2 2 ¥ ¥ M

. Search results for query "d8s1170 OR d8s94": 4 hits

Chr Assembly Match
8  reference all matches
D8S94
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LinkOut
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TEXT

MacKinney et al. (1962) and Morton et al. (1962) studied 26 families. They concluded that after the initial case in a family has been identified,
4 tests suffice for the diagnosis in other family members: smear, reticulocyte count, hemoglobin, and bilirubin. The fragility test (increased
osmotic fragility charactenzes the disease) is unnecessary after the dlagnosls has been made in the proband. Typical of other rare dominant

murs in man, hereditary sp tosis shows p and i lete ascertainment and may be genetically
It was esti that preval is22 per 10,000, r.ha: mutation rate is 0.000022 and that about one-fourth of cases are
sporadic. No evidence of d orofi d prenatal and infant mortality was found. No enzyme defect was identified

(Miwa et al.. 1962) and indeed none would be expected in view of the dominant inheritance. Jacob and Jandl (1964) were of the view that the
primary defect is in the red cell membrane, which is abnormally permeable to sodium. Several observations suggest that more than one type of
hereditary spherocytosis exxst in man (:evww by Zail et al.. 1967). Barry et al. (1968) pointed out that hemochromatosis is a serious

of osis. Fargion et al. (1986) described 2 brothers who were thought to be heterozygous for the

hemochromatosis gene and who also were affected with hereditary spherocytosis. Both had severe iron overload whereas all relatives without
hereditary spherocytosis, including those with HLA haplotypes identical to those of the 2 brothers, had normal iron stores. Montes-Cano et al.
(2003) reported a similar situation in a Spanish family: 3 members of different generations were diagnosed with hereditary sphemcytos:s and 1
of them, 44 years of age, presented iron overload with hepatic deposit and required with periodic phleb ther of
the famjl showed normal values in iron metabolism. The patient with iron overload was a compound heterozygote for the H63D

235200 000 ) and C282Y (235200.0001) mutations in the HFE gene. @

In a family with 6 persons affected in 3 generations, Wiley and Firkin (1970 found aform of hereditary spherocytosis w1th unusual features;

other renorts of atvnical disease were d Tacohetal (19711 altered nrotein in
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Summary This gene encodes a member of the ADAM (a disintegrin and metalloprotease domain) family. EST
Members of this family are membrane-anchored proteins structurally related to snake venom Nucleotide
disintegrins, and have been implicated in a variety of biological processes involving cell-cell and OMIM
cell-matrix interactions, including fertilization, muscle development, and neurogenesis. This Full text in PMC
member is a subunit of an integral sperm membrane glycoprotein called fertilin, which plays an Prob%
important role in sperm-egg interactions. sf%t;md
ul e

updated 17-Jan-2008 ¥ Taple Of Contents
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These reference sequences exist independently of genome builds. Explain
‘mRNA and Protein(s)
1. NM_001464.3-NP_001455.3 ADAM domain 2
Source | BG719616,BI460477,U38805
sequence(s)  ccps34884.1
Consensus CDS | qo9065
UniProtKB/Swiss-Prot
Conserved Domains (5) summary
s of snake disints ; Snake d inhibit the binding of

ligands to integrin receptors. They contain a 'RGD' sequence, identical to the
recognition site of many adhesion proteins.

ACR; ADAM Cysteine-Rich Domain;

Locatio
Blast Score:281

smart00608

Location:472-609
Blast Score:375

cd04269
Location:178-373
Blast Score:522

ZnMc_adamalysin_11_like; Zi p 11_like
subfamily. Adamalysin I1 is a snake venom zinc endopeptidase. This subfamily
contains other snake venom i as well as

metalloproteases belonging to the ADAM family.

Disintegrin; Disintegrin.

pfam00200
Location:393-471
Blast Score:276
pfam01562
Location:2-141
Blast Score:443

Pep_M12B_propep; Reprolysin family propeptide. This region is the propeptide for
members of peptidase family M12B. The propeptide contains a sequence motif
similar to the "cysteine switch" of the matrixins.

RefSeqs of Annotated Genomes: Build 36.2

The follow! tions contain reference sequences that belong to a Explain

fic genome build
Reference assembly
Genomic
1. NC?OUOGDS.: Reference assembly
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Alternate assembly (based on Celera assembly)

Genomic
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ADAM metallopeptidase domain 2 (fertilin beta)

ADAM2, Canis lupus familiaris

ADAM metallopeptidase domain 2 (fertilin beta)
Adam2, Mus musculus

a disintegrin and metallopeptidase domain 2

Adam?, Rattus norvegicus
a disintegrin and metalloprotease domain 2

Alignment Scores
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alignments have been saved.

Show Table of Pairwise Scores
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39 a:

Conserved Domains
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sequences by rpsblast searching.

2
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Regenerate Alignments

snake venom zinc endopeptidase. This subfamily
contains other snake venom metalloproteinases,

|NP,0014SS.3 (Homo sapiens. ADAM2)

as well as membrane-anchored metalloproteases

| belonging to the ADAM family.
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| Pep_M12B_propep (pfam01562)
Reprolysin family propeptide. This region is the

ropeptide for members of peptidase family M12B.
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to the "cysteine switch" of the matrixins.

ACR (smart00608)

2

NCBI

Zoom in to view finer detail
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Find a chicken homolog of a human protein

866 BLAST Chicken Sequences.

e T T T | NCBI BLAST search

- NCBI Home» Genomic Biology» Chicken Genome Resources » BLAST
#9 Search|Map Viewer -
Go Clear
BLAST -
-ver ~BLAST Chicken Sequences.

FAQs . . .
News & _Enter an accession, gi, or a sequence in FASTA format:

NP_001455
Manual —

References
Retrieve
results

Genome
Project

se a file to upload
Browse... |
Set subsequence: (optional)
From: To:

Database:

genome (reference only) ¥| 17507 sequences

Program:
JTBLASTN: Compare a protein sequence against a nucieotide database |

Optional parameters

Expect  Filter Descriptions Alignments

Advanced options:

Begin Search Clear Input

Get the URL with preset values ? Get URL
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|| Show positions of the BLAST hits in the chicken genome using the Entrez Genomes MapViewer | NCBI B LAST search

Query= gi|55743080|ref|NP_001455.3| ADAM metallopeptidase domain 2 proprotein
[Homo sapiens] >gi|28202251|sp|Q99965 |ADAM2 HUMAN ADAM 2 precursor (A
disintegrin and metalloproteinase domain 2) (Fertilin subunit beta) (PH-30)
(PH30) >gi|4585655|emb|CAB40813.1| fertilin beta protein [Homo sapiens]
>gi|119583677|gb|EAW63273.1| ADAM metallopeptidase domain 2 (fertilin

beta), isoform CRA_a [Homo sapiens]

Length=735
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Ensembl

Identify genes that overlap with an oligo tag

o

Website
= Data Downloads
= About Ensembl
= Using Ensembl

Ensembl Archive

! View previous release
of page in Archive!

! Stable Archive! link for
this page

Ochotona
princeps
& S

| Start a sequence search —
Search Ensembl for nucleotide
BLAST and SSAHA.

Mine Ensembl with BioMart —

Extract information from the Ensembl database and export
sequences or tables in text, html, or Excel format with
BioMart

nces with

£ @ Customise Your Ensembl —
& Register with Ensembl to bookmark your favourite pages,
customise your home page and much more!

Fetch data with the Ensembl APl —>
Learn how to extract data from the public Ensembl
database with this tutorial.

TN
|

About Ensembl

Ensembl is a joint project between EMBL - EBI and the Sanger
Institute to develop a software system which produces and maintains
automatic annotation on selected eukaryotic genomes. Ensembl is
primarily funded by the Wellcome Trust.

This site provides free access to all the data and software from the
Ensembl project. Click on a species name to browse the data.

Access to all the data produced by the project, and to the software
used to analyse and present it, is provided free and without
constraints. Some data and software may be subject to third-party
constraints.

For all enquiries, please contact the Ensembl HelpDesk
(helpdesk@ensembl.org).

®©00 Ensembl Genome Browser
Back ~ Reload Stop  Home &) htp: / www.ensembl.org/index.html B v co ([Cl* Google
e,Ensembl

.

Dec 2007 - - -

Your Ensembl Search Ensembl
= Login or Register Search: | All species =l forl m
© About User Accounts e.g. mouse chromosome 2 or rat X:10000..20000 or human gene BRCA2
Help & mentation Ensembl 48 Pre! species
= Setting up an Ensembl Ensembl tools Popular genomes - Log in to customize

= && Human
@1 NeBi 361 Vega

Mouse
NCBI m37 | Vega

Zebrafish

V7 | Vega

All genomes
Select a species

g

Other pre-build species are available in Ensembl Pre! —

Ensembl headlines: Release 48 (December 2007)
a‘ MySQL upgrades on external databases (a// species)
m Human variation updates (Homo sapiens)

i‘ Updated Mouse variation data (Mus musculus)

E Updated Rat variation data (Rattus norvegicus)

New species - American Pika (Ochotona princeps)

Search

=

e o
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Dec 2007
Your Ensembl e Crtrosh
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© About User Accounts
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SMPSS_1
TGTCCGCCTGAAGAG
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Browse...

Or Enter a sequence ID or accession (EMBL, UniProt, RefSeq)
Retrieve

Or Enter an existing ticket ID:
Retrieve
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€ peptide queries
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Select the databases to search against
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@ dna database [ =
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BlastView provides an integrated Distant homologies ainst Ensembl databases,
offering access to both BLAST a No optimisation

About BlastView

866 BlastView
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IAJISIIGI[C] 1 20 + Chr:15 54998168 54998187 +  Chr:15 54998168 54998187 + 20  0.0063 100.00 20 o
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Add features to the ContigView
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= Export from region...
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= Login or Register

© About User Accounts .
Overview

Chromosome 15 X i
B Detailed view

54,996,168 - 55,000,187

View of Chromosome 15
Graphical view
Graphical overview
Resequencing alignment
View alignment with ...
View alongside ...

View Syntenic regions ...
View region at UCSC
View region at NCBI

Export data

= Export from region.

xport Gene info in region

xport SNP info in region
Export Vega info in region

Ensembl Archive

€! View previous release of
page in Archive!

€! Stable Archive! link for this
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Graphical overview

© 00 Ensembl release 48: Homo sapiens Gene report for ENSG00000140262 | N
Back v  Forward Reload Stop  Home @hup://www.ensemb\.nrg/HDmo_saplens/genev\ew7gene=ENSGUOUOOHUZ62 | Ensembl GeneVIew
- Search>> |
Ensembl H . @] ‘
6! uman Geneview e.g. ENSG00000139618, ENSG00000138411 ||
|
Dec 2007 . . - |
Your Ensembl = Ensembl Gene Report for ENSGO0000140262
T s TCF12 (HGNC Symbol) Synonyms: HEB, HsT17266, HTF4 o i all Ensembl genes linked to he name click here.
© About User Accounts This gene is a member of the Human CCDS set: CCDS10159, CCDS10160
ENSG00000140262 Ensembl Gene ID ENSG00000140262
= Gene information Genomic Location This gene can be found on Cl 15 at location 54,998,125-55,368,004.
= Gene regulation info. The start of this gene is located in Contig AC010999.6.1.221986.
= Genomic sequence
= Genomic sequence ipti T factor 12 (i i factor HTF-4) (E-box-binding protein) (DNA-binding protein HTF4).
alignment.
= Resequencing alignment Prediction Method Gene containing both Ensembl predicted transcripts and Havana manual annotation
= Gene splice site image . -
= Gone troe Info! = ICF12 ENST00000267811 ENSP00000267811 [Transcript m'o] [Peptide mvo]
= Cone variation i — NP_996920.1 ENST00000333725 ENSPO0000331057 [Transcript info] Exon info [Peptide info]
w"ef"a"a on e NP_996923.1 ENST00000343827 ENSP00000342459 [Transcript info] [Exon info] [Peptide info]
-
'7‘ ° Features v
= 1D history
= Compare SNPs in transcript Chr. 15 55.00 Mb 55.10 Mb. 5520 Mb 55.30 Mb.
= Transcript information Length Ll 28 Kb R
= Exon information NP_996923.1 >
N Ersembl Known Prote|
= Protein information —_—
= Export gene data Ersembl trars. CF1. Aol ,
Chromosome 15 T TT T T T T T T Ty T Ty v
54,998,125 - 55,368,004
DNA(cortigs)
= View of Chromosome 15
N N Length 2088 Kb Reverse strand ——
= Graphical view
500 1o 5510 b 520 b 50 b
-
-

‘This gene can be viewed in genomic alignment with other species
view genomic alignment with 7 eutherian mammals Pecan
Export SNP info in region view genomic alignment with 10 amniota vertebrates Pecan

Export Vega info in region view genomic alignment with Rattus norvegicus
view genomic alignment with Macaca mulatta
Ensembl Archive view genomic alignment with Loxodonta africana

view genomic alignment with Echinops telfairi
view genomic alignment with Oryctolagus cunic|
view genomic alignment with Dasypus novemci
view genomic alignment with Canis familiaris

! View previous release of
page in Archive!
! Stable Archive! link for this

w genomic aligni Pan troglodytes
view genomic alignment with Gallus gallus

page
view genomic alignment with O anatinus
view genomic alignment with Bos taurus y
® 606 Ensembl release 48: Homo sapiens Features on Chromosome 15 5499819 N N .
Back v Forward - Reload Stop Home @hup://www.ensemb\.nrg/Homo_sap.ens/ahgnsllcewewﬂ=15.s499uzs-sszssoo4;w;| Ensembl AI IgnSl IceVIeW
&N Ensembl release 48: Pan trogl... @ | &} Ensembl release 48: Homo sa... @ | &) Ensembl release 48: Homo sa... & v
- Search>> |
Ensembl H . P @-] [
el uman AtignSliceView
Dec 2007 o 5 5
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= Login or Register chr. 15 [ZER | T TN B3N EIEN 0 s 0 BN | L]

© About User Accounts

Overview
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54,998,125 - 55,368,004 El Detailed view
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View alignment with ...
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View Syntenic regions ...
View region at UCSC

View region at NCBI
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© 66 Ensembl release 48: Homo sapiens Gene report for ENSGO0000140262

ok +forars + fomd S Hame v mmarerrsmo.sprs eneeere ENSGO0000 140252 d—crs s, e q Ensembl GeneView

EXPOrC e INTO I TegHon -

Export SNP info in region ] orthologue The following gene(s) have been identified as putative orthologues: e
Export Vega info in region Prediction (N.B. If you don't find a homologue here, it may be a 'between-species paralogue'. Please view the gene tree info or export between-species
paralogues with BioMart to see more.)
Ensembl Archive Species Type Gene identifier

Aedes aegypti  1-to-many AAEL010226 (Novel Ensembl prediction) (ruttiContiaview] [Alion]

€l View previous release of Pm——

|
page in Archive! (Target %id: 23; Query id: 22) |
e! Stable Archive! link for this Anopheles 1-to-many AGAP008814 (Novel Ensembl prediction) [uiticontiview] [Alian] :
page gambize o desoription
[arget id: 31 Ouery %id: 23]
Bostaurus  1-to-1  ENSBTAGO0000002586 (AOJN84_BOVIN) [tiutietiaviex] (Alss]

MGC142525 protein. [Source Uniprot/SPTREMBL Aco:ADIN4]
[Target Bid: 97, Query %id: 98]
Caenorhabetts 1t many MOSES.5 (nh-2) Lot i)
Ih-2 encodes a Class | basic helix-loop-helix (bHLH) transer iption factor vm is the C. elegans ortholog of the mammalian E anﬂ Drnsnpmh
elegans Daer ot e e et ators AN ety = vequied for sl
e Suh processs s goraiogenes’s, e Ll ormaton, st ceh deoth KRS ot b S v ot e o1 o et b
elogans Acheate-soute homalogs, LIN-32, 3 neural-3peoifi protein with whih it funotions in male taildevelopment and HLH-3, with which i is
comaressed n e nucll o sy aronal preseursor’ and it which  veaultes he transorpio of th EGL-1 cel deat actvator n fh NS
- sister cells. HLH-2 s requ ing pt the cells that undergo the AC/VL (anchor cell/ventral uterine
p’ l’lceps precurser) cell fate decision, for specification, differentiation, and function of the distal tip cell (DTC) and AC, including transoriptional regulation of
the LAG-: 2 Dsma like ligand in the latter, and for formation of the uterine seam cell (utse). genetic analysis also suggests that HLH-

functions with

&

HLH-14, 3n additional Acsete-scuts homolog, to specify the PVQ/HSN/PHE neurablast cel lsage. HLH-2 is expressed in all nucli of early smbryos
Uil e ~200-cel| Sager when expression becames iersasingly restricted o nerona el o their. immedise pecursors. e expression &
detected in, but not imited t, pharyngeal clls, anterior neurons, vulval nd uterne musoles, he DTCS, the presumptive snd mature AC, the 0
neurablast and enteric muscles. comparative ana\ys-s el vt reportars indicates it s ooreszed o wn the
Snchar el and the ventral bt in the latter is subjec
acoumulation n the presumptive AC is the Tetween the AC 10 pr 3 the lteral H™
distinguizhes these two cll fates. [Source: Worrase]

Now in Ensembl [Target %id: 24; Query %id: 13]

Canis familiaris  1-to-1 ENSCAFG00000016200 (TCF12) [iultiContiaiew] [Alian]
Transcription factor 12 (Transeription factor HTF-4) (E-box-binding protein) (DNA-binding protein HTF4). [Source Uniprot/SWISSPROT ;Ace 099081]
[Target %id: 96; Query %id: 82]
Cavia porcellus 1-to-1  ENSCPOG00000009153 (TCF12) [rutticontiavisw] [Alian]
Transoription factor 12 (Transcrmtwn factor HTF-4) (E-box-binding protein) (DNA-binding protein HTF4). [Source Uniprot/SWISSPROT ;Ace 099081]
[Target SBid: 82; Query %id: 751
Ciona intestinalis 1-to-many ENSCING00000009523 (Q4H3N7_CIOIN) 1 [Atin)
Transeription factor protein. [Source Uniprot/SPTREMBL ;Ace Q4HINT]
[Target %id: 24; Query %id: 211
Ciona savignyi  1-to-many ENSCSAVGO00000011705 (Novel Ensembl prediction) [vuticontiavieu] [atan]
o dascription
[Target %id: 22; Query %id: 201
Danio rerio 1-to-1 ENSDARG00000004714 (29¢:85956) [Mutticontiaview] [Alian]
transaription faotor 12 [Source. RefSeq_peptide (WP_399581))
[Target %id: 64; Query %id: 631

Dasypus 1-to-1  ENSDNOGO0000013864 (TCF12) [iulticontiaview] [Alian]
nnovemcinctus Transcription factor |2(Transcmp\wn Factor HTF~4) (E-box-binding protein) (DNA-binding protein HTF4). [Source Uniprot/SWISSPROT Acc 999081 ]
[Target %id: 59; Query &l
Drosophila 1-to-many CG5102 (da) [Mulh:nrmg”\e ] [Align)
sheo P11420]

[Target %id: 24; Query %id: 24]
Echinaps telfairi 1-to-1  ENSETEGO0000007295 (TCF12) [Muticentiaviex] (Alian]
Transaription factor 12 (Transor ption faotor HTF~4) (E-boxbinding protein) (ONA-binding protein HTF4). [Source -Uniprot /SWISSPROT  Aco 0990811
[Target id: 72; Query %id: 711

Erinaceus 1ol ENSEEUG00000002182 (TCF12) it wiew] [atian]
europaeus Transeription factor 12 (Transer ption factor HTF-4) (E-box-binding protein) (ONA-binding protein HTF4). [Source Uniprat /SWISSPROT Ace 099081]
[Target id: 78; Query id: 751
Felis catus 1-to-1  ENSFCAG00000001867 (TCF12) Ivuticontiaview] [Alan]
Transeripton fastor 12 (Transor ption fator HTF~4) E-box-bindingprotei) (SHtA-bindingprotei HTF). [Source Uniprot/SWISSPROT oo 2590811
[Target il
® 606 Ensembl release 48: Homo sapiens Gene report for ENSG00000140262

] .
Back v  Forward Reload Stop  Home & htp: / jwww.ensembl.org/Homo_sapiens/geneview?gene=ENSG00000140262 q Ensembl GeneVIew

T
Search>> |
Ensembl H . @ ‘
6! uman Geneview e.g. ENSG00000139618, ENSG00000138411 ||
|
Dec 2007 . . - \
Your Ensembl = Ensembl Gene Report for ENSGO0000140262
N P TCF12 (HGNC Symbol) Synonyms: HEB, HsT17266, HTF4 T i all Ensembl genes linked to he name click here,
© About User Accounts This gene is a member of the Human CCDS set: CCDS10159, CCDS10160
ENSG00000140262 Ensembl Gene ID ENSG00000140262
= Gene information Genomic Location This gene can be found on Cl 15 at location 54,998,125-55,368,004.
= Gene regulation info. The start of this gene is located in Contiq ACO10999.6.1.221986.
= Genomic sequence
= Genomic sequence ipti T i factor 12 ( i factor HTF-4) (E-box-binding protein) (DNA-binding protein HTF4). source
alignment.
= Resequencing alignment Prediction Method Gene containing both Ensembl predicted transcripts and Havana manual annotation
= Gene splice site image
= Gone troe Info! ICF12 ENST00000267811 ENSP00000267811 [Transcript info] [Peptide info]
Ger ation inf NP_996920.1 ENST00000333725 ENSP00000331057 [Transcript info] [Exon info] [Peptide info]
- LD";"E"""‘ o NP_996923 ENST00000343827 ENSP00000342459 [Transcript info] [Exon info] [Peptide info]
= LDinfo
- 1D hi Features v
= Compare SNPs in transcript Chr. 15 55.00 Mb 55.10 Mb. 5520 Mb 55.30 Mb.
= Transcript information Length Ll 2088 Kb [,
= Exon information NP_996923.1 >
N Ereembl Known Prote|
= Protein information — —~ — T
= Export gene data Ersembl trars. C dobrie ,
Chromosome 15 T T EnsuriEEEuERLEERAL S 001
54,998,125 - 55,368,004

DNA(cortigs)
= View of Chromosome 15 Lot sabalel e
e
= Graphical view 1) Rewerse stran
500 Mo 55,10 Mo 5520 Mo 5.0 o

= Graphical overview
= Export from region... Ewm This gene can be viewed in genomic alignment with other species

Export Gene info in region view genomic alignment with 7 eutherian mammals Pecan

Export SNP info in region view genomic alignment with 10 amniota vertebrates Pecan

Export Vega info in region view genomic alignment with Rattus norvegicus

view genomic alignment with Macaca mulatta

Ensembl Archive view genomic alignment with Loxodonta africana

view genomic alignment with Echinops telfairi
view genomic alignment with Oryctolagus cuniculus

view genomic alignment with Dasypus novemcinctus

'
jpesn i Losins view genomic alignment with Canis familiaris
et Stable Archive! link for this view genomic alignment with Pan
page view genomic alignment with Gallus gallus

view genomic alignment with O anatinus
view genomic alignment with Bos taurus
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Ensembl release 48: Homo sapiens Transcript Report for ENST00000267811

e!Ensem“ Human rransview

T -
B+ Forward v Relon) Sir Hor! [ Bt/ o ensemblorg/Home.sap wovozerei | Ensembl TransView

@ | search>> |

e.g. ENST00000342929, ENST00000365607

Dec 2007

= Login or Register Transcript
© About User Accounts

Your Ensembl Ensembl Transcript Report

TCF12 (HGNC Symbol) Synonyms: HEB, HsT17266, HTF4
This transcript is a member of the Human CCDS set: CCDS10159
Havana transcript having same CDS: OTTHUMT00000255069

To view all Ensembl genes linked to the name click here.

Chromosome 15
54,998,125 - 55,368,004 =] Similarity Matches

= View of Chromosome 15
= Graphical view

= Graphical overview

= Export from region...
Export Gene info in region
Export SNP info in region
Export Vega info in region

Ensembl Archive

«€! View previous release of
page in Archive!

! Stable Archive! link for this
page

ENST00000267811
Ensembl Transcript ID  ENST00000267811
= Gene information
= Gene splice site image Transcript information  Exons: 20 Transcript length: 4,712 bps Translation length: 682 residues
= Gene regulation info. This transcript is a product of gene: ENSG00000140262
= Genomic sequence
= Gene variation info. Genomic Location This transcript can be found on C 15 at location 54,998,125-55.368,004
= D history The start of this transcript is located in Contig AC010999.6.1.221986.
= Compare transcript SNPs
- alignment T factor 12 (Tr factor HTF-4) (E-box-binding protein)
= Transcript information
@ Exon information Prediction Method Transcript where the Ensembl predicted transcript and Havana manually annotated transcript have at least the same CDS
= Protein information N . the follow ot
e o E] Atterate transcripts  This Ensembl_havana_transcript entry corresponds to ing database identifiers:

Havana transcript having same CDS:  OTTHUMT00000255069

This Ensembl_havana_transcript entry corresponds to the following database identifiers:

HGNC Symbol: TCF12

ption factor 12 (HTF4, helix-loop-hel factors 4)
UCSC Stable ID: uc002aed.1
ceps: CCDS10159.1

UniProtKB/Swiss-Prot:  HTF4_HUMAN [Target %id: 100; query %id: 100] [alian]
Transcription factor 12 (Transcription factor HTF-4) (E-box-binding protein) (DNA-binding protein HTF4).
RefSeq peptide: NP_003196.1 [Target %id: 100; Query id: 100} [alian]
transcription factor 12 isoform b
NP_996921.1 [Target %id: 100; Query %id: 100] [align]
transcription factor 12 isoform b
RefSeq DNA: NM_003205 [align] NM_207038 [align]
UniProtkB/TrEMBL:  QB6TC1_HUMAN [Target 5id: 99; Query 5id: 93] [alian]
Hypothetical protein DKFZp451F163.
QINQY1_HUMAN [Target %id: S; Query %id: 100] [alian]
Transcription factor 12 (Fragment).
QINQY2_HUMAN [Target %id: 10; Query %id: 100] [align]
Transcription factor 12 (Fragment).
Q9NQY4_HUMAN (Target %id: 3; Query SBid: 100] [align]
Transcription factor 12 (Fragment).
QINQYS_HUMAN [Target %id: 3; Query %id: 100] [align]
Transcription factor 12 (Fragment).
QINQYE_HUMAN [Target Bid: 7; Query %id: 100] [align]
Transcription factor 12 (Fragment). -
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Ensembl release 48: Homo sapiens Transcript Report for ENST00000267811

GO

InterPro

Protein Family

Transcript structure

Transcript neigbourhood

Transcript sequence

T -
B+ Forward v Relon) Sir Hor! [ Bt/ o ensemblorg/Home.sap wooozererr | Ensembl TransView

‘The following GO terms have been mapped to this entry via UniProt and/or RefSeq: 2

ENSFO0000001037 : TRANSCRIPTION FACTOR TRANSCRIPTION FACTOR
This cluster contains 3 Ensembl gene member(s) in this species.

T

60:0003677 [DNA binding] TEA

60:0003702 [RNA Il transcription factor activity] TAS
60:0005634 [nucleus] TEA

60:0006357 [requlation of transcription from RNA polymerase Il promoter] TAS
60:0006955 [immune response] TAS

60:0007275 organismal ] 1eA
60:0007517 [muscle development] TAS

60:0030528 [transcription regulator activity] IEA

60:0045443 [regulation of transcription] TEA

IPRO09057 Homeodomain-like - [View other genes with this domain]
IPRO01092 Basic helix-loop-hel region bHLH - [View other genes with this domain]

\|’\\’\1‘AI’Y\I‘[}

5500 Mb. 5510 Mb 5520 Wb, 5530 Mb
—

[ ansaail
NP_996923.1>
Erezmbl Known Prote|

SERREREELERAE RN ARANRR AR A AL
teincoding
= TT EREnEsdinaedEEEenERLiEER 8 0084
P_996920.1
mmon tcincoding
500 M5 55 10 Wb 520 M5 53016

Tyra Wolfsberg, Ph.D.
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Ensembl release 48: Homo sapiens Gene report for ENSG00000140262

e! Ensembl HUMaAN GeneView

Back v Forward - Reload Stop Home &l hup://www.ensembl.org/Homo_sapiens/geneview?gene=ENSGO0000140262

q' Ensembl GeneView

@ [ search>> |

e.g. ENSG00000139618, ENSG00000138411 [}
|

Export SNP info in region
Export Vega info in region

Ensembl Archive

«€! Stable Archive! link for this
page

Dec 2007 - - - |
Your Ensembl = Ensembl Gene Report for ENSGO0000140262
o c TCF12 (HGNC Symbol) Synonyms: HEB, HsT17266, HTF4 o i all Ensembl genes linked to he name click here.
© About User Accounts This gene is a member of the Human CCDS set: CCDS10159, CCDS10160
ENSG00000140262 Ensembl Gene ID ENSG00000140262
= Gene information Genomic Location This gene can be found on Cl 15 at location 54,998,125-55,368,004.
= Gene regulation info. The start of this gene is located in Contiq ACO10999.6.1.221986.
= Genomic sequence
= Genomic sequence T i factor 12 ( i factor HTF-4) (E-box-binding protein) (DNA-binding protein HTF4). source: uniprot/SwisseroT gasos1
alignment
= Resequencing alignment Prediction Method Gene containing both Ensembl predicted transcripts and Havana manual annotation
= Gene splice site image
= Gone troe Info! ICF12 ENST00000267811 ENSP00000267811 [Transcript info] [Peptide info]
Cone variation inf NP_996920.1 ENST00000333725 ENSPO0000331057 [Transcript info] Exon info [Peptide info]
- LD";"E"B oninfo- NP_996923 ENST00000343827 ENSP00000342459 [Transcript info] [Exon info] [Peptide info]
= LDinfo
- 1D hi Features v
= Compare SNPs in tr; Chr. 15 55.00 Mb 55.10 Mb. 5520 Mb 55.30 Mb.
= Transcript inform: Length Ll 2088 Kb D
= Exon information NP_996923.1 >
N Ersembl Known Prote|
= Protein information —_— T
= Export gene data Ersembl trars. ol "
Chr e 15 TT H T T YT TR Y Y Y
54,998,125 - 55,368,004 \Proteincoding
DNAGortiss)
= View of Chromosome 15 ot -
S e ng — = mmnﬁs ﬁ::rseslra\d
- m‘mal‘ © - w o 2 3
= Export from region. ) Alignments This gene can be viewed in genomic alignment with other species

view genomic alignment with 7 eutherian mammals Pecan
view genomic alignment with 10 amniota vertebrates Pecan
view genomic alignment with Rattus norvegicus

view genomic alignment with Macaca mulatta

view genomic alignment with Loxodonta africana

view genomic alignment with Echinops telfairi

view genomic alignment with Oryctolagus cuniculus

view genomic alignment with Dasypus novemcinctus

view genomic alignment with Canis familiaris

view genomic alignment with Pan troglodytes

view genomic alignment with Gallus gallus

view genomic alignment with O anatinus

view genomic alignment with Bos taurus
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Ensembl release 48: Homo sapiens Exon Report for ENST00000267811

18  ENSE00001126365

Intron 18-19
19  ENSE00001103528

Intron 19-20
20  ENSE00001405489

Back v  Forward Reload Stop Home ] hutp://www.ensembl.org/Homo_ 7811

I Ensembl ExonView

233 CAGTACTAATGANGATGAGGATTTGARCCCTGARCAGAAGATAGARAGGGAGARGGAGAG | 4]

15 1 55,352,520 55,352,752 2 1

15 1 55,352,753 55,361,934 9,182 gtaagt trottt ottt

15 1 55,361,935 55,362,088 1 - 154

CCAACCCTATGGGTCATATGTAAACATCAGCCAG
15 1 55,362,089 55,365,646 3,558 9taagtacgggtttgasaagaaaca. ... ...
15 1 55,365,647 55,368,004 - - 2,358

Tyra Wolfsberg, Ph.D.

ol
|
|
|

TCTTTTTTTTAACACAGT \
3' downstream sequence |
|

& Supporting Evidence :

The supporting evidence below consists of the sequence matches on which the exon predictions were based and are sorted by alignment score. |

There are a large number of supporting evidence hits for this transcript. Only the top ten 10 hits have been shown. Click to view all 23 supporting evidence hits. :

sore: Hllio El-c0 Bl El-<o El-s B0 <=0 NO EVIDENCE |
P S S S R S S EE R CH S S S |
eSO & S A 8 a8 & & o & 8 o & o o & o & & o | |
1_207036.1| 12 (HTF4, (TCF12). franscript varian 1, mRNA |
Ncomoss - U
qil46370078|ref|NM_003205.3] Homo sapie s 12 (HTF4, 4) (TCF12), franscript variant 3, mRNA
ecost7e02 A S & & 8 5 & & & & & & & & & & & & |
ecost7on2. ] 9
Bc0s0s56 1 L8 & & & 8 2 & &8 & o 2 s a8 o o o & |
B00505%.1 120, completecd L
axsareazs s & & & & 4 & & & & | /
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Ensembl release 48: Homo sapiens Gene report for ENSG00000140262

e! Ensembl HUMaAN GeneView

Back v Forward - Reload Stop Home &l hup://www.ensembl.org/Homo_sapiens/geneview?gene=ENSGO0000140262

q' Ensembl GeneView

"

[@-] | search>> |
e.g. ENSG00000139618, ENSG00000138411 [}

|

Dec 2007 . . - \
Your Ensembl = Ensembl Gene Report for ENSGO0000140262
T s TCF12 (HGNC Symbol) Synonyms: HEB, HsT17266, HTF4 o i all Ensembl genes linked to he name click here.
© About User Accounts This gene is a member of the Human CCDS set: CCDS10159, CCDS10160
ENSG00000140262 Ensembl Gene ID ENSG00000140262
= Gene information Genomic Location This gene can be found on Cl 15 at location 54,998,125-55,368,004.
= Gene regulation info. The start of this gene is located in Contiq ACO10999.6.1.221986.
= Genomic sequence
= Genomic sequence ipti T i factor 12 ( factor HTF-4) (E-box-binding protein) (DNA-binding protein HTF4). source: uniprot/SwisseroT gasos1
alignment.
= Resequencing alignment Prediction Method Gene containing both Ensembl predicted transcripts and Havana manual annotation
= Gene splice site image
= Gone troe Info! ICF12 ENST00000267811 ENSP00000267811 [Transcript info] [Exon. [Peptide info]
e——— NP_996920.1 ENST00000333725 ENSPO0000331057 [Transcript info] [Exoninfo]  [Peptide info]
- LD";"E"""‘ o NP_996923 ENST00000343827 ENSP00000342459 [Transcript info] [Exon info] [Peptide info]
= LDinfo
- 1D hi Features v
= Compare SNPs in transcript Chr. 15 55.00 Mb 55.10 Mb. 5520 Mb 55.30 Mb.
= Transcript informat Length Ll 2088 Kb [,
= Exon information NP_996923.1 >
N Ersembl Known Prote|
= Protein informati —_— T
= Export gene data Ersembl trars. dobrie "
Chr e 15 TT H T T YT TR Y Y Y
54,998,125 - 55,368,004 \Proteincoding
DNA(eortizs)
= View of Chromosome 15 ot obicl e
oot
= Graphical view o — = = ey
e w o 2 3
= Export from region. Ewm This gene can be viewed in genomic alignment with other species
Export Gene info view genomic alignment with 7 eutherian mammals Pecan
Export SNP info in region view genomic alignment with 10 amniota vertebrates Pecan
Export Vega info in region view genomic alignment with Rattus norvegicus
view genomic alignment with Macaca mulatta
Ensembl Archive view genomic alignment with Loxodonta africana
view genomic alignment with Echinops telfairi
4 . view genomic alignment with Oryctolagus cuniculus
R gt view genomic alignment with Dasypus novemcinctus
page i Archive: view genomic alignment with Canis familiaris
«€! Stable Archive! link for this view genomic alignment with Pan troglodytes
page view genomic alignment with Gallus gallus
view genomic alignment with O anatinus
view genomic alignment with Bos taurus y
© 00 Ensembl release 48: Homo sapiens Peptide Report for ENSP00000267811 [ .
ok < o el teme Gl e srenniag fomo s pevensr-crevener-svsonesren 5+ ENSeMbl ProtView
T
E search>> | (|
Ensembl H . @] ‘
e! uman Protview e.g. ENSP00000342827, ENSP00000328269
Dec 2007 . . -
Your Ensembl Ensembl Protein Report
= Login or Register Peptide TCE12 (HGNC Symbol) To view ailEnsera genes lnked to the name clck here
© About User Accounts This peptide is a member of the Human CCDS set: CCDS10159
ENSP00000267811 Ensembl Peptide ID ENSP00000267811
|
= Gene i i This protein is a translation of transcript ENSTO0000267811, which is a product of gene ENSGO0000140262.
= Gene regulation info.
= Genomic sequence Genomic Location This peptide can be found on C} 15 at location 54,999,404-55.362.077.
S The start of this peptide is located in Contig AC010999.6.1.221986.
= Gene splice site image
= Gene tree info ipti Transcription factor 12 ( factor HTF-4) (E-box-binding protein) (DNA-binding protein HTF4). Source  Uniprot/s
= Gene variation info.
= 1D history Prediction Method Gene containing both Ensembl predicted transcripts and Havana manual annotation
et
- . nome . nee InterPro 1PRO09057 Homeodomain-like - [View other genes with this domain] |
e e 1PROO1092 Basic helix-loop-heli isation region bHLH - [View other genes with this domain]
= Exon information
= Protein information Protein Family ENSFO0000001037 : TRANSCRIPTION FACTOR TRANSCRIPTION FACTOR
e otk tata This cluster contains 3 Ensembl gene member(s) in this species.
Chromosome 15 Protein Features s
54,999,404 - 55,362,077 Low complex seq - . . oo o o
View of Chromosome 15 SwRRT izt
Graphical view LN Fomaran |
Plam HH_besic
Graphical overview ——
Export from region... Prste pofiss - o
Export Gene info in region Scale (aa) @ 0 10 240 W0 %0 40 40 50 60 62
Export SNP info in region SNPEgerd Symrymows* Non-Symmymous
Export Vega info in region
Protein Sequence
Ensembl Archive
! View previous release of
page in Archive!
€l Stable Archive! link for this
page
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Show the following features: | None
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Additional resources

UCSC Human Genome Browser User Guide

NCBI Genomic Biology
http://www.ncbi.nih.gov/Genomes/

NCBI MapViewer Help

Ensembl Help & Tutorials
http://www.ensembl.org/info/using/website

http://genome.ucsc.edu/goldenPath/help/hg TracksHelp.html

http://www.ncbi.nlm.nih.gov/mapview/static/MapViewerHelp.htm|

enet ICS

vo!ume 32 September 2002

A user’s
guide to

the human
genome

www.nature.com/naturegel

] http://www.nature.com/ng/focsup_index.html
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Current Protocols in Bioinformatics

The UCSC Genome Browser UNIT 1.4

The rapid progress of public sequencing and mapping efforts on vertebrate genomes
has increased the demand for tools that offer quick and e] . .

levels and facilitate comparative data analysis. The Unive Usmg the NCBI Map Viewer to Browse UNIT 1.5
(U?SC) Genome Bioinfo.rmalics Web site at http:/igenon Genomic Sequence Data

variety of genome analysis tools, most notably the UCSC]

2002; Hinrichs et al., 2006), a graphical tool for viewing
and a collection of aligned annotation “tracks.” Another tq The NCBI Map Viewer is an interface to a large, integrated set of genomic data, in-
Table Browser—supplies convenient access to the MyS] cluding sequence, cytogenetic, genetic linkage, and radiation hybrid maps, as well as
et al., 2003) underlying the Genome Browser annotatid the assembled and annotated genomic sequence itself. Along with the UCSC Genome
custom annotation tracks feature that enables users to up] Browser (unir 1.4) and Ensembl (unrr 1.15), it is one of the primary Web sites from which
and comparison. genome sequence data can be accessed.

The main protocol of this unit (see Basic Protocol) desc| This unit includes an introduction to the Map Viewer (see Basic Protocol), which de-

igate through a specific section of a genome and its a scribes how to perform a simple text-based search of genome annotations to view the
, navigate along a chromosome, zoom in and out, and change

.
Using the Ensembl Genome Server to UNIT 115 [ie and show information. It also describes some of NCBI's
Browse Genomic Sequence Data Ffhich arc provided as links from the Map Viewer. The Alter-
ferent ways to query the genome sequence, and also illustrate

Map Viewer. Alternate Protocol 1 shows how to perform

The Ensembl project presents the latest sequence assembly of the human genome and of a BLAST search against the human genome. Alternate
provides automatic annotation of that sequence, including gene, transcript, and protein Jhow to retrieve a list of all genes between two STS mark-
ictil The ion is i with external data sources, making Ensembl a fotocol 3 shows how to find all annotated members of a

valuable starting and reference point for any work in human biology or medicine that

utilizes genetic information. X X .
NCBI provides Map Viewers for eleven vertebrates, six inver-

A central element of the Ensembl project is openness: all data are freely available and all ine plants, and fourteen fungi. Although the data themselves
the computer code used to analyze and present the data is freely available as well. More Inism, the basic navigation principles are the same. The Basic
information on the Ensembl gene prediction and annotation system, and on additional ptocols 1 and 2 are illustrated with examples from the human
ways of accessing the data, is provided in the Commentary. rotocol 3 uses the mouse genome.

This unit explains how to access and use the human sequence (although these instructions
would be applicable to any of the species available in the browser) and its annotation

via the Ensembl Web site. The Web site is an advanced interactive service, providing a

range of views that present different aspects of the data. The Ensembl human home page ACCeSS th rou g h

(http:/iwww.ensembl.orgiHomo_sapiens) provides access to the data in several different h ttp -//nihlibra ry.n ih. gov/Re searchTools/
ways, including text searches, clickable and seq! imilarity searching .

in BLASTView, as well as by using the BioMart data warchouse or by simply entering OnlineJournals.htm

Current Topics in Genome Analysis

Next Lecture:

Evolutionary Analysis

Fiona Brinkman, Ph.D.
Simon Fraser University
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