Log Ratio Tails
Author: Christophe Lambert and Bryce Christensen, Golden Helix, Inc.

Overview

This script calculates percentile values for the upper and lower tails of the log ratios
using two user-specified thresholds. Missing values are skipped. A log ratio call rate is
returned with the results. This script may also be used to identify percentiles for real-
value data other than log ratios.

Assumes:
e Samples are columns of the spreadsheet
e A marker map is applied or active data is from autosomes only
e There are columns of real-valued log ratios.

Recommended Directory Location

Save the script to the following directory:
*_\Application Data\Golden Helix SVS\UserScripts\Spreadsheet\Numeric\CNV_QA

Note: The Application Data folder is a hidden folder on Windows operating systems and
its location varies between XP and Vista. The easiest way to locate this directory on your
computer is to open SVS and go to Tools > Open Folder > UserScripts Folder. If saved to
the proper folder, this script will be accessible from the spreadsheet Numeric menu
using the CNV QA submenu.

Purpose of the Script

Identifying the user-specified percentile thresholds for the upper and lower tails of the
observed log ratios for each subject and comparing these values across samples can
help to identify samples with poor signal-to-noise ratios or samples with a systematic
upward or downward shift in LR values. More generally, this script may be used as a
means to calculate percentiles (quartiles, quintiles, etc) of any column or columns
containing real-valued numeric data.

Using the Script

1. Open the spreadsheet containing samples in columns and genetic markers in rows. A
marker map can be applied to the rows or not. If a marker map is not applied to the
genetic markers, then it is assumed that the active markers only come from
autosomes.

2. Inactivate any rows or columns not to be included in the calculation of the sample-
wise Log Ratio Tails.

3. Go to Numeric > CNV QA > Log Ratio Tails.



4. The spreadsheet is scanned and any inactive rows or columns are identified.

5. A prompt dialog will appear requesting thresholds; suggested values for filtering
samples are 0.01 for the first percentile, and 0.001 for the second percentile. See
Figure 1.
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Figure 1: Percentile-based threshold dialog

The script will process the active data and output a spreadsheet containing a row for
every active sample and columns for the log ratio tails values for the two specified

percentiles, as well as the sample-wise log ratio call rate.
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Figure 2: Log ratio tails results spreadsheet

Unsort IR 1 2 IR 3 IR 4

Map Columns | Lowtail:0.01 Hightail:0.01 | Lowtail:0.001 | Hightail0.001
1 |NAI2202 GW6 C.CN5 | -0.468367027282715! 0.428430885076523 -0.9478011131 28662 0.81254482269287
2 |NA12891_GW6_C.CN5 -0.448142349720001 0.418886482715607 -0.85504 7106742859 0.75174671411514
3 |NA12878_GW6_C.CN5 -0.520312428474426 0.513004183769226 -0.977621674537659 0.78101211786270
4 |NA12875_GW6_C.CN5 -0.467388898134232 0.42025426030159 -0 8566945791 24451 0.70969092845916
5 | NA12874_GWE_C.CN5 -0.491735100746155 0.465303808450699 -0 887806236743927 0.73869967460632
6 | NAL2873_GW6_C.CN5 -0.764824032783508 0.465484619140625 -1.18054694271088 0.76657629013061
7 |NA12872_GW6_C.CN5 -0.43666884303093 0.425377666950226 -0.830697953701019 0.70839327573776
8 |NA12865_GW6_C.CN5 -0.467938631772995 0.441870361566544 -0.890807628631592 0.77522319555282
9 |NA12864_GWE_C.CN5 -0.537324190139771 0.700674414634705 -1.07122421264648 1.5842264890670



