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1 Search by Phenotype

General Instruction
You can search Colorado Biobank Portal (CBP) using your favorite phenotype

The easiest way to try this out is to click on search By phenotype
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2 Insert Phenotype

General Instruction
Alternatively, you can type the Phenotype in the Search Box blank space

While you type, an auto-complete feature will take over to match your phenotype name. Please select one of the
entry from the anto-complete list
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3 Results Layout

General Instruction
The search result will be displayed in this general layout that consists of three segments:

1. General Annotation: information on the search results and relevant external links
2. Visualization: graphical representation of the search results
3. Tabular Result: table layout of search results summary statistics.
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4 General Annotation

General Instruction
The top segment of the result page lists general info for the phenotype and some summary statistics:

1. Phenotype
2. Case count on the biobank population
3. Control count on the biobank population
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5 Visualization

General Instruction
This segment reveal the graphical representation of PheWAS analysis of all SNP pertaining to this phenotype for
all chromosomes.
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6 Visualization

General Instruction
Mouse over the dot to reveal SNP summary statistics

Scroll for more
Scroll down to reveal more result

Search_by_Phenotype Page 6



  Search_by_Phenotype

7 Tabular Summary Statistics

General Instruction
The table shows summary statisticss for the top 1000 most significant SNPs associated with the phenotype of
interest:

1. Variant: Single Nucleotide Polymorphism (SNP), labeled with these genetic info:
a. Chromosome location (here: Chromosome 4, position 72,618)
b. Genetic alteration (here: altered from nucleotide T to C)
c. rsID (here: rs11734652)

2. Position: SNP genomic coordinate position for hg38
3. Gene Symbol: official Gene Symbol
4. Consequence: the repercussion of the genetic alteration (mutation) which could be either benign or

damaging
5. Annotation: additional information about the SNP as it relates to gene(s)
6. Minor AF: Minor Allele Frequency: the frequency at which the second most common allele occurs in a

given population (here it is based on CCPM Biobank samples)
7. Odds Ratio: the ratio of the odds of phenotype (disease) among the exposed to the odds of phenotype

among the unexposed.
8. P-value: Genome Wide Association Study (GWAS) analysis based on the phenotype which tells us how

likely a putative phenotype (disease) associated variant is due to random chance
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8 Tabular Summary Statistics: Consequence Example

General Instruction
An example of consequence output

Search_by_Phenotype Page 8


