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lllumina® Connected Analytics (ICA)
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Secondary Analysis | Tertiary Analysis

lllumina Connected Analytics

( DRAGEN Pipeline = )

> Notebooks and E_:‘w > @'
— Interactive Analysis (-
(Custom Pipeline o ) insights
nsig
(DRAGEN Pipeline f‘s ) Sample QC lllumina Connected %
’ ) = Insights-Germline
— and Review ~© (Emedgene)
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ICA Data Store

Key Pipelines & Capabilities

IEFEME

cermine SNP. INDEL, CNVAEZE S VR E L R i TR TTAE
Enrichment
Joint Calling AFERY
RNA-Seq T/ L SURD)Th—L IRV DT IIEILT—A,
Single-cell RNA AF AL T =1 EELDDT Ty T+ — L TR AI§E
Methylation
Map & Align -
CNV, SV calling fj]ﬁoﬂl‘] . .
CYP2D6, HLA AE—K:30x&45 / LH1=Y175 THEHTRIRE
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For Research Use Only. Not for use in diagnostic procedures. 18



illumina

DRAGENE Y / LfRATIXERY / LTI 5 iE

> HE)\AA)\>2 (UKBB)
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LTWFET, cOTOT S AIERIE. DRAGEN /{I—=3 > 3.7.8 =i&il
L. HBLGEEEROAETEEPITY,

All of Us UH—F 71705 A OB

> PRECISE (=2>H7R—)L)
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https://developer.illumina.com/dragen/dragen-popgen

All of Us Research Program

Input
Download the input files

Sample 1 Sample 2 Coverage Region 1 BED file
Coverage Region 2 BED file Cross Contamination VCF file Hash Table

Final Command for DRAGEN v3.7.8 Production

dragen ¥

-r <he38-ref-dir/ ¥

--fasta-list <path-to*/fasta_list.cev ¥

--tasta-list-sample-id <id> ¥

--output -directory <out-dir> ¥

—coutput T ile-prefix <prefix» ¥

-—erable-variant-cal ler trus ¥

--ve-emit-ref -conf idence GVCF ¥

--vc-enable-vef —output true ¥

-—erable-duplicate-marking true ¥

-—erable-map-al izn true ¥

-—erable-map-al izn-output true ¥

-—output -format CRAM ¥

~~ve-hard-filter ‘DRAGENHardQUAL:al|:QUAL<S.0;LowDepthial [:DP<=1" ¥
--vo-f rd-max-ef fect ive-depth=40 ¥

--ve-erable-joint-detect ion trus ¥

--gc-cross-cont -vef <path-to»/SNP_NCBI_GRCh38.wof ¥
--go-coveraza-rezion-1 <path-to/wgs_coveraze_rezions.he38_minus_N. interval _list . bed

--ac-coverase-reports-1 cov_report ¥

--ac-coveraze-rezion~2 <path-tor/acmzh¥_allofus_19dec?019. GRCIS. whenes. NEW. bad ¥
--gc-coverase-reporis-2 cov_report ¥

--ac-coverage- ignore-overlaps true

--qc-coverage-count -soft-cl ipped-bases true

--read-trinmers polve

--soft-read-trimmers none

Copy to clipboard

Output
Compare your VCF files to HG002 sample output data here

For Research Use Only. Not for use in diagnostic procedures.
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illumina Connected Analytics

Production < Back
Informatics
> GENERAL

DRAGEN Enrichment 3.8.5
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% docker
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illumina Connected Analytics

Production Informatics > Base

Production @ NEW QUERY
Infarmatics

3
4 CHROMSTART,
5 CHROMEND,
&
8

5 EMON,
7 GENESYMBOL,
COMCATCHAOM, » CAST{CHROMSTART os STRINGY, + CAST{CHROMEND os STRING)} os REGICM,

+  NGS.7LA.7OFHI/A, RWERWD*5EDTILF
E—FILT—3%EETA[EE (EX. csv, tsv, VCF, etc) PRSI | e

= SCHEMA DEFINITION @ PREVIEW
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DY TR AIZHR—F

« GWASHPheWASD YU IZEA 2 TI R TEITAIHE
SQLY I ZEREFELTHEHAL., FHERICFIATHEMNAEE

*Real World Evidence, Real World Data
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GWAS analysis

Builder for Pythonand R - 2.0.0

Demo of GWAS analysis on subset of 1000 genomes
data using HAIL
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|CA Cohorts

EWSn=7

COHORTS

EinFE

‘Breast Cancer Pati.. X Untitled Cohort X Lung Cancer Patie... X

i \ X \ Lung Cancer Patients 4,212 Subjects
BerDYLTLEIVAR—rEEDTYTO—R
Uls CLls if:ld:jjx’jl?*fx"éhf:/\°*f7°5*f‘/0)—%|3’é$llﬁﬁ Subjects Marker Frequency Survival Comparison Ethnicity

Gene Variants Expression
| om—(

Q, scN2A
EEEL L<FZyFO—KRLf-afk—rTF—4%0359204
HE. )7, BRMEGREEFERLTY U TILOY Ty
haER

Bz FoEDN)TURRR
KREHCMOBRELDBENCTREEEEXERTS
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