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6.  Example 2 shows connections from a locus specific database to the 
UCSC Genome Browser.  Starting at HbVar, we search for all variants 
with an alpha-globin/beta-globin ratio >= 2.5, which is characteristic of 
beta-thalassemia.

7.  Eight variants are found and can be viewed in the UCSC Genome 
Browser.  Zooming in on one deletion, we find that it contains several 
conserved transcription factor binding sites and segments with high 
regulatory potential.  This deletion removes the major distal enhancer 
for the gene encoding beta-globin.

2.  The details 
page for the 
Locus Variants 
track gives more 
details on the 
variant as well 
as a link to the 
source.

3.  Details at CFMDB for this variant.

4.  The details 
page at UCSC for 
the ORegAnno 
track.  For more 
detailed 
information 
follow the link to 
ORegAnno.

URLs:
genome.ucsc.edu
www.bx.psu.edu

Aims:
Connect genome data 
(evolutionary history, 
function) with phenotype 
and clinical data 
 

Facilitate better 
understanding of the 
associations between 
genotype and phenotype
 

Generate novel hypotheses 
for pathological mechanisms

5.  ORegAnno record details. 
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1.  Example 1 follows links from the UCSC Genome Browser back to the data 
sources.  In this region upstream of the CFTR gene, the Locus Variants track 
shows a substitution at the site of an ORegAnno regulatory element.
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