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All users R users

Interface

Variant query https://progenetix.org/beacon/
biosamples/pgxbs-kftvh94d/g_variants variants <- pgxLoader(type=“variant”,biosample_id=“pgxbs-kftvh94d”)

Output

an interface API for analyzing Progenetix CNV data in R using the Beacon+ API
pgxRpi

Github: https://github.com/progenetix/pgxRpi

Bioconductor: https://bioconductor.org/packages/pgxRpi

https://github.com/progenetix/pgxRpi
https://bioconductor.org/packages/pgxRpi
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in computational (file/schema) formats
CNV Term Use Comparison

http://www.ebi.ac.uk/efo/EFO_0030072
http://www.sequenceontology.org/browser/current_release/term/SO:0001742


https://cnvar.org/resources/CNV-annotation-standards/#cnv-term-use-comparison-in-computational-fileschema-formats

in computational (file/schema) formats
CNV Term Use Comparison



Segmentation

a step to split the 
chromosomes into regions of 
equal copy number that 
accounts for the noise in the 
data.

Genomic location

Signal from probes in microarray or from reads in NGS

6

Low-level dup

Low-level del High-level del

High-level dup

0

2

Lo
g 

R

GSM454017

1 3 5 7 9 11 13 15 17 19 21 23

2 4 6 8 10 12 14 16 18 20 22

segment annotation for tumor copy number variation profiles
labelSeg
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segment annotation for tumor copy number variation profiles
labelSeg

Smaple 
ID Chr Start End #Mar

ker logR

S1 1 9965785 10911995 450 0.306

… … … … … …

S1 X 3236359  155677414 63741 0.005

baselinelow-del 
target

low-dup 
target

C4

C5

C6

VC5 VC6VC4

Feature value of each cluster
(logR value closest to 0)VC1 VC2VC3

Tlow-level deletion
(VC3+2×σC3)

baselinelow-del 
target

Tlow-level duplication
(VC2-2×

low-dup 
target

C1 C2C3

VC1 VC2VC3

Feature value of each cluster
(segment-length weighted mean of logR)

Step1: cluster long segments based on logR

VC1 VC2VC3

C2C3 baseline

Step2: determine baseline

Step3: determine target low-level clusters Step4: cluster short segments based on logR

Thigh-level deletion
(VC4)

baselinelow-del 
target

low-dup 
target

high-del target

C5
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high-dup target

Thigh-level duplication
(VC6)

Step5: determine target high-level clusters 
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Step6: SCNA calling using estimated thresholds

INPUT: individual .seg files OUTPUT: individual .seg files with SCNA labels

Uniform clustering (HDBSCAN)

Smaple 
ID Chr Start End #Mar

ker logR Label

S1 1 9965785 10911995 450 0.306 +1

… … … … … …

S1 X 3236359  155677414 63741 0.005 0
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data: NCIT:C4536 (13 samples)
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data: NCIT:C4536 (13 samples)
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data: NCIT:C4536 (13 samples)
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data: NCIT:C4536 (13 samples)
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Segment data Labeled segment data QC report Problematic samples Adjusted

labelSeg Extract features Identification by features Calibration

Merged segment data

Merge segments

Probe data
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improve CNV calling in large numbers of heterogeneous cancer samples
Pipeline Development



improve CNV calling in large numbers of heterogeneous cancer samples
Pipeline Development

Performance


• exclude false positive calls


• integrate/replace methods


 


Availability


• expansion


• workflow sharing



