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* Director David Haussler, HHMI investigator
* Around 200 research articles on
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UCSC Genome Browser

* http://genome.ucsc.
edu
* Major biomedical
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About the Human Feb. 2009 (GRCh37/hgl9) assembly (sequences)

The February 2009 human reference sequence (GRCh37) was produced by the Genome Reference
Consortium. For more information about this assembly. see GRCh37 in the NCBI Assembly database.

Sample position queries

A genome position can be specified by the accession mmber of a sequenced genomic clone, an mRNA
or EST or STS marker, a chromosomal coordinate range. or keywords from the GenBank description
of an mRNA. The following list shows examples of valid position queries for the human genome. See
the User's Guide for more information.

Request: Genome Browser Response:

chr7 Displays all of chromosome 7
chrUn_gl000212 Displays all of the unplaced contig gl000212
20p13 Displays region for band p13 on chr 20

chr3:1-1000000
chr3:1000000+2000

Displays first million bases of chr 3, counting from p-arm telomere

Displays a region of chr3 that spans 2000 bases, starting with position
1000000

RHI18061:RHE0175 Displays region between genome landmarks, such as the STS markers
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Page Hits per Dauy

Up to 1 M page hits per day
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Text Mining Project Aim
Getting literature closer to the genome
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* Geocoding the web: Resolving addresses to map
locations
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Maps as a search tool

- The closest coffee is easier to find on a map
- Maps have become a common search tools
- No maps for the scientific literature



* “Genocoding” the literature

De Langhe Stin et al, Plos ONE 2008:

cDNA, a 841 bp fragment of Pich, a 539 bp fragment from Fitx?
present in all 3 Pitx2 isoforms {cloned by RT-PCR using primers
Pitk2-F peagageactcatitcacta and Pitx2-R tataaacoacgragoaoic)
and a 201 fragment of c-Mm@/cloned by RT-PCR using primers
.-h_"_J'a'—ff';l:'l';L;lt';l;z_l.L;|;u'l;|1;;;lt':'l d c-Mye-R aaggacgtagegaccgeaac).
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Direct links to articles tfrom the
genome with sequences or
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Click on Sequence In article text
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= Direct link to article

Publications from PubmedCentral (OA) (Yamagishi2007b)

Position: chr21-33.040.725-33.040.945
Genomic Size: 221

Yamagishi. Satom; Kovama, Yoshihisa; Katayama, Taiichi: Tanigunchi, Manabu; Hitomi, Juni
Masava

ato, Masaald: Aold, Masashi; Itoyvama, Yasuto; Kato. Shinsuke; Tohyvama,

m

An In Viiro Model for Lewy Bodv-Like Hvaline Inclusion/Astrocvtic Hvaline Inclusion: Induction by ER Stress with an AL.S-Linked SOD1 Mutation

PLoS ONE 2007, Vol 2_ Issue 10

Neuronal Lewy body-like hyaline inchusions (LBHI) and astrocytic hyaline inclusions (Ast-HI) containing mutant Cu/Zn superoxide dismutase 1 (SOD1) are morphological
hallmarks of familial amyotrophic lateral sclerosis (FALS) associated with mutant SOD'1. Howewver, the mechanisms by which mutant SOD1 contributes to formation of
LBHI/Ast-HI in FALS remain poorly defined. Here, we report induction of LBHL/Ast-HI-like hyaline inclusions (LHIs) i1 vifro by ER. stress in neuroblastoma cells. These
LHI closely resemble LBHI/Ast-HI in patients with SOD1-linked FALS. LHI and LBHI/Ast-HI share the following features: 1) eosinophilic staining with a pale core, 2)
SOD1, ubiquitin and ER. resident protein (KDEL) positivity and 3)) the presence of approximately 15—25 nm granule-coated fibrils. which are morphological hallmark of
mutant SOD1-linked FALS. Moreover, in spinal cord neurons of LE4W S0OD1 transgenic mice at presymptomatic stage, we observed aberrant aggregation of ER. and
numerous free ribosomes associated with abnormal inclusion-like structures. presumably early stage neuronal LBHI. We conchide that the LBHI/Ast-HI seen in human
patients with mutant SOD1-linked FALS may arise from ER. dysfimction.

Sequences used to construct this feature (switch fasta format) ‘

Article file Omne table row per sequence, with flanking text, s .
. etect the mutant SODI transgene using the following primers: forward, TTGGGAGGAC Seq u e n Ce + S n I p pet fro m fu | Itext
main text (xml)
ATGA . The onset of symproms was at 5—0 mo
in text (xml] using the followmng primers: forward, TIGGGAGGAGGTAGITGATTA; reverse, GCTA GGATAACAGATGA . The onset of symproms w
& as at 3—0 months and the initial sign of the
. etect the mutant SOD] transgene using the following primers: forward, TTGGGAGGAGG. TGATTA; reverse, GCTAGCAGGATAACAG
main text (xml)
ATGA . The onset of symptoms was at 3—4 mo
. I using the following primers: forward, TTGGGAGGAGGTAGTGATTA; reverse, GCTAGCAGGATAACAGATGA . The onset of symptoms w
Ea as ar 3—0 months and the mitial sign of the
.
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Click on Sequence In article text

B od - (=] E )= =
'@1 L 3 C' | @ hgwdev-max.cse.ucsc.edu/cgi-bin/hgc?hgsid=35381688&0=33040724&1=33040945&g=t2gPmc&i=Yamagishi2007b iy A RO N
I! P~ Gmail (D) citeulike &) 1dayldr (T) delicious (T) OCA Bookmarklet T rim (D) Ril [ Graphs (D) = MarkUp (D) log Serminar calendar (F... ** [ Other bookmarks

-

Home Genomes Genome Browser Blat Tables Gene Sorter

= Direct link to article

Publications from PubmedCentral (OA) (Yamagishi2007b)
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An In Viiro Model for Lewy Bodv-Like Hvaline Inclusion/Astrocvtic Hvaline Inclusion: Induction by ER Stress with an AL.S-Linked SOD1 Mutation

PLoS ONE 2007, Vol 2_ Issue 10

Neuronal Lewy body-like hyaline inchusions (LBHI) and astrocytic hyaline inclusions (Ast-HI) containing mutant Cu/Zn superoxide dismutase 1 (SOD1) are morphological
hallmarks of familial amyotrophic lateral sclerosis (FALS) associated with mutant SOD'1. Howewver, the mechanisms by which mutant SOD1 contributes to formation of
LBHI/Ast-HI in FALS remain poorly defined. Here, we report induction of LBHL/Ast-HI-like hyaline inclusions (LHIs) i1 vifro by ER. stress in neuroblastoma cells. These
LHI closely resemble LBHI/Ast-HI in patients with SOD1-linked FALS. LHI and LBHI/Ast-HI share the following features: 1) eosinophilic staining with a pale core, 2)
SOD1, ubiquitin and ER. resident protein (KDEL) positivity and 3)) the presence of approximately 15—25 nm granule-coated fibrils. which are morphological hallmark of
mutant SOD1-linked FALS. Moreover, in spinal cord neurons of LE4W S0OD1 transgenic mice at presymptomatic stage, we observed aberrant aggregation of ER. and
numerous free ribosomes associated with abnormal inclusion-like structures. presumably early stage neuronal LBHI. We conchide that the LBHI/Ast-HI seen in human
patients with mutant SOD1-linked FALS may arise from ER. dysfimction.
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Gene symbols mentioned in Publications (SOD1)

Direct link to article

Position: chr21:33.031.935-33.041.243
Genomic Size: 9309

Snippets from Publications:

This marker is mentioned in more than 4000 times
The results would take too long to load in your browser and are therefore limited to 4000

Dang. s Li Tuung region (here: gene symbol)

Generation of Transgenic and Gene-Targeted Mouse Models of Movement Disorders
Animal Models of Movement Disorders 2003, Page 33 ‘

trans-genic mice carrving a mutant human Cuw, Zn superoxide dismutase (SOD1) gene develops pathological changes that most closely resem-ble those

Caldwell, Guy A.; Cao, Songsong; [zevbaye, Ivare: Caldwell, Eim A.
Use of C. elegans to Model Human Movement Disorders

Amnimal Models of Movement Disorders 2003, Page 111
e Human gene C. elegans ORF# (P value) Amyotrophic lateral sclerosis SODI CI5F1.7 3.8e 45 Angelman syndrome UBE3A Y48G8AL.I 6.4e 150 Y65BR.4a (..)

Extension of Drosophila life span by overexpression of humean SOD1 in motorneurons. Nature Genetics 19:171 174. Pattison, D.I., R.T. De

Rainier, Shitley; Fink, John K.

Hereditary Spastic Paraplegia
Animal Models of Movement Disorders 2003, Page 687

ss-fully. These include mouse models af motor neuron disease, such as SODI1 transgenic mice, androgen receptor rransgenic mice, dynein kmockour m

Sinclair, David A ; Howitz, Konrad T
Dietary Restriction. Hormesis. and Small Molecule Mimetics
Handbook of the Biology of Aging 2005, Page 63

am DR mice show that mRNA for specific DNA defense enzymes, such as SOD1 and SOD2, are increased relative to ad lib-fed mice (Sreekumar et a (...) (1998).
Extension af Drosophila lifespan by overexpreassion af humarn SODI in mororneurons. Nature Genetics, 19(2), 171 174, Pearl, R. (1928).

Mackay, Trudy F.C.; Roshina, Natalia V.; Leips, Jeff W_.; Pasyukova, Elena G

Complex Genetic Architecture of Drosophila Longevity
Handbook of the Biology of Aging 2005, Page 181

1998). Extension of Drosophila life span by over-expression of human SOD1 in motornewrons. Nature Genetics, 19, 226 231. Parks, A. L., Cook,

accumulation of familial amyotrophic lateral sclerosis-related mutant SOD1 in trans-genic Caenorhabditis elegans. Hum Mol Gener 19:2013 2023. O (..) e. 1998,
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