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Solutions for the Health continuum
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Characterization
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EXOME pipeline

@SRR001666.1071112_SLXA-EAS1_s_7:5:1:817:345 length=36
GGGTGATGGCCGCTGCCGATGGCGTCAAATCCCACC
+SRR001666.1071112_SLXA-EAS1_s_7:5:1:817:345 length=36
nnnminieleslie

~10GB
LD I D LD

~25,000SNPs & indels




Unaligned file

MS6_S13_L001_R1_00
1_fp.fastq

¢ Protocol

truseq_amplicon_cancer
_panel_afpl
e Sequencing
performed
2015-11-11,11:22:00

Aligned file

MS6_S13_L001.nb.refi
ned.bam

e Tools:

trimmomatic (0.33);
fastQC (0.11.3);
bwa (0.7.12-r1039);
Samtools (1.2);
GenomeAnalysisTK

Variant file

MS6_
d.vcf

S13_L001_filtere

e Tools:

GenomeAnalysisTK.jar
-T UnifiedGenotyper-L
truseq_amplicon_can
cer_panel_afpl.bed




Asynchronous processing API

POST /genomics-processing/SIep .............coooaaoeaeemeeeeeeeeeeeeeeeeeeeeeeee e ee e e
GET /genomics-processing/Step/{step-id} .............ccccccoovieevieioeiieiieeciiieeeiiaeeennn.
GET /2enomics-processing/Step.................oooeeieceeiieieeieeiiesaeeeeaeieseeesaaeeeans
POST /genomics-processing/Pipeline ..................ccooeeeeieieeiiciieiiciieeciiieeeiiaeeennn.
GET /genomics-processing/Pipeline/{pipeline-id} .............c...cocoveeveenaeninnnnnn.
PUT /genomics-processing/Pipeline/{pipeline-id} .................ccc..ceeveevaeninnnnn.
GET /genomics-processing/Pipeline ...................cc.ccooeoemeeeeacecceeeeeennen.n.

POST /genomics-processing/MiSSion.............ccooveeeeeeeeeiieeeeieeeieiieeeeaeeeeaaaeeens

GET /genomics-processing/Mission/{mission-id}..............c..ccocoveeeeeeeenennnnnn,
PUT /genomics-processing/Mission/{mission-id} ....................cccccceevveveevnn...

GET /genomics-processing/Mission

POST /genomics-processing/MissionExecution .................ccc.cooeveeeeeeeaeennn.n..
GET /genomics-processing/MissionExecution/{missionExecution-idj ........

DELETE /genomics-processing/MissionExecution/{missionExecution-id}
POST /genomics-processing/Executable......................cccooeeeevvvireencieeeeaaeeennne,

GET /genomics-processing/Executable/{executable-id}

GET /genomics-processing/Executable

.............................................................. pH"_I ps

GET /genomics-processing/Runtime



Gateway API

GET /genomics/Mission/{misSion-id} ......................cccccccocciiiinien,
POST /genomics/MisSionEXecution ....................ccccccoccooeeeeeieeeeecnnnaenn.
GET /genomics/MissionExecution/{mission-execution-idj} ....................
POST /genomics/MisSIONEX@CUIIONS ................cccccoeeicninnuenneriiniiniieniinene
POST /genomics/MissionExecution/$qc-metrics ....................cccccc........
POST /genomics/MissionExecution/$mist .........................ccccceeieenne.
POST /genomics/MissionExecution/§phylo-tree....................ccccouenn.....
GET /genomics/MissionExecution/{mission-execution-id}/Sphylo-tree

POST /genomics/MissionPackage ....................c.cccccooovieviiniiiieniinenee

GET /genomics/MissionPackage/{package-id} .......................cccc........... :
GET /genomics/MissionPackage/{package-id}/Sexport ......................... :
POST /genomics/Missionlackage/Simport.................................... :
GET /genomics/BioSequence ......................c.coccooooiiiiiiiiiiiieeeee, :
POST /genomics/Pathogen/{pathogen-id}/{limits-filename;j.................. :
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Pipeline Definition

Admin

Configuration Missions in Execution

Description Reference Files w Upload References Set New pipeline
Truseq pipeline References:ref.zip Detalls.
Pipelines
ruwW
Missions
samtools_flagstat Get_flagstat_values
sam_flagstat parse_flagstat
B2
Upload
Run_fastge bwa_mem samtools_view sam_sortAbam samiools_mpileup varscan_mpileup
fastgc bwa_shell sam_view sam_sort sam_mpileup varscan_snp
£l g2 . .
Refine_bam variant_filtering
refine_bam variant_filter
= sam_bed_coverage amplicon_coverage_ =

sam_bedcoverags
amp_coverage

B2
Id A Description References Version Create Date
efaecium_mist E_faecwum,efaemum_mlst.fa, E_faecium.efaecium_mlstAlleles.txt, E_fascium;efaecium.txt, 0 May 1, 2016 at 07:21
E_faecium:mlst_limits txt
efaecium_pipeline E_faecium;E_faecium_E39.fa

0 May 1, 2016 at 07:21



Mission Execution

PHILIPS >enomics Admin

Configuration Missions in Execution

Execution ID Submit Date
@ TruSeq (v.0) - Succeeded 10h3.ea570bfc-878c-4fc9-94fc-clecl5f60ede  May 19, 2016 at 11:03 Stop B e e e

Get_flagstat_values

bwa_mem samtools_view sam_sortAbam varscan_mpileup

bwa_shell sam_view sam_sort

B2

variant_filtering

ID Mission Name Status Submit Date v
idh2.3dfedibe-abOe-4a6a-al29-ee965423474 TruSeq (v.0) Succeeded May 19, 2016 at 11:02
idh1.d682cff2-9421-440b-acce-ca583f8985e9 TruSeq (v.0) Succeeded May 19, 2016 at 11:02
IDH2.57ea03b4-6318-4912-bf41-b1401b91b5el TruSeq (v.0) Succeeded May 19, 2016 at 10:18
IDH1.8ca8f82d-c703-4815-8562-f8bdabc6d479 TruSeq (v.0) Succeeded May 19, 2016 at 10:17
IDH1.744a4664-0bac-48f5-ab84-bd9862e6f91c TruSeq (v.0) Succeeded May 19, 2016 at 09-:30
IDH2.89ea70cf-8fd5-4588-8526-92b524eb6cal TruSeq (v.0) Succeeded May 19, 2016 at 00:37

IDH1.9c5bd2a8-2eb4-455e-8ad8-bb717633ae01 TruSeq (v.0) Succeeded May 19, 2016 at 00:36




Genome Analytics
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Color Key

150

RCC Clustering based Genes Selected by Largest Subtype Classification Significance

Count
0 50

Value

Gonfusion matrix:

KICH KIRC KIRP class.error
KICH 30.00 0.00 0.00 0.00
KIRC 0.00 29.00 1.00 0.03

KIRP 1.60 0.00 29.00 0.03
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Ultrasound & Modelization

2D slice 3D rendered - TrueView



Ultrasound & Modelization

nuchal translucency



Guided Therapy




Anatomical Awareness




Anatomical Awareness
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Organ Segmentation
and Modelization
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Thank you for listening!
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