
Introduction
The .ped file is the shorthand, commonly used name for the LINKAGE ‘Pre-makeped’ file format. In ImmPort, .ped and .info files are
used with the Haploview genetic analysis suite and are inputs to other genetic analysis tools. The Haploview suite enforces certain data
simplification strategies to enable the analysis to proceed. This requires that a .ped/.info file generation tool validate input requests to
ensure all criteria are met. The current changes in ImmPort is to enhance the .ped file generation utility by leveraging lists use (subjects,
genetic markers) to make the process more intuitive and scalable to large data sets.

.ped and .info File Generation

Click on the ‘Tools’
menu and select ‘Run
.PED Generation’



When the user clicks on Ped Generation link from the Analysis module shown in Slide 2, the Ped Generation main page
is as shown below:
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Click to select or
change project

Subject Lists available to the user
from the private workspace. If there
are no subjects available, the subject
lists can be created under Advanced
Research search – See Slide 3



Choose subjects for .ped file
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Choose subjects
for .ped file

Assign subjects to
affection status groups

Validate subjects
for linkage file generation

Choose SNPs to
include

Review generated file
results

Save selected items

Select any or all the boxes
for detailed or saving
to a list

Select a project to save
a list and give it a
name and description

Select the arrow to the attribute tree for
editing your search criteria



Assigning subjects to affection status groups

The .ped file column ‘Affection Status’ provides a means to stratify subjects (SUBs) into one of three
groups: Affected, Unaffected, and Unknown for genetic association tests.

The user must have the means to decide which criteria they wish to use for assigning SUBs to the
Affection Status values. The ImmPort subject metadata includes provisions for describing affection
status, but this only partially satisfies the need to allow the user to choose the criteria by which to
group SUBs.

A more robust strategy is to allow the user to assign SUB lists to the Affection Status values. As noted
above, the Advanced Search and Grouping functions allow the users to define SUB lists. The
system will need to allow the user to choose from their SUB lists and assign to each of the Affection
Status values. This is intended to allow the user to apply the affection status value stored in the
SUB metadata or apply any other metadata criteria to define affected, vs. unaffected SUBs.

No database metadata content needs to be changed. The Affection Status assignments are only applied
to the .ped file content. This feature may lead to deprecation of the Affection Status attribute in the
metadata schema as the user can dynamically assign affection status to a SUB upon .ped file
creation.
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Validation of records for .ped file generation criteria
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If the list does not exist, click
Advanced Research Data
Search to create a list – Slide 3

Click ‘validate’ to validate
subjects for .ped generation

Click ‘clear’ to
start the validation
process over



Display of validation results

The user will have an option view the SUB records that meet all .ped generation criteria and those that do not.
This would involve creating a summary result table with columns that are unique to .ped file generation. The
SUB summary result currently shows attributes intrinsic to SUBs. For consistency, the user should be able to
see details of the SUBs that met all criteria.
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Click to show details of the
validated results. Click ‘Next’ to
go to the SNP selection page



Detailed view of validation results for the case and control
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User can ‘view
details’, ‘save
items’, or ‘save all’
items selected



Validation results do not meet the all .ped generation criteria

Note the GenoTyping and
Subject Related Errors and
click on the Tutorial for a
description on these errors
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Selected subjects that meet .ped generation criteria are linked to ESs
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Confirmation of
genotype platform,
subjects, and scope
of SNPs

Indicate dataset
Name and Description
and click ‘Generate
.ped and .info files’



Review generated linkage file results
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Once the user has obtained linkage file results, the next step is to
download the associated files from the IGAT Analysis results page.

OR
The user can also Submit Task under Genetic Analysis module

Click the ped
converter results
to obtain the .ped
and .info results



Use the linkage files generated in the Genetic Analysis module
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Click on the Task Id to view
results of completed tasks. This
link takes user to the ImmPort
Genetic Analysis Tool (IGAT)


