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Golden Helix —= Who We Are

Golden Helix is a global bioinformatics o
company founded in 1998. GlaxoSmithKline
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Genomic Prediction Clinical Reports
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Over 300 customers globally
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Golden Helix —= Who We Are

A Genetic Testing for -
= REPUTATION - i INDUSTRY FOCUS
' ( \ = THOUGHT
TRUST ™ LEADERSHIP
= EXPERIENCE & . COMMUNITY

= TRAINING
= SUPPORT
= RESPONSIVENESS

= TRANSPARENCY

= INNOVATION and
SPEED
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Precision Medicine unfolding
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= |nfectious Diseases ® |diopathic Diseases = ncology
= Frenatal Testing = HLA Testing

Grand View Market Research
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Requirements for Variant Warehousing

= Archive full VCFs of every sequenced
sample

= Archive Reports

= Query and retrieve subsets of data at

any time
Update Annotation

@) WAREHCUSE # Workspace Q Query 85 Results @ Logout support@goldenhelix.co
Search by name, description, or data 10 variants
ClinVar 2016-01-07, NCBI = % Clinical Significance v Clinical Significance is Benign
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Affects
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Gene IDs Benign
1000Genomes Allele frequencies Drug Response
5 Likely Benign
Common? Likely Pathogenic
HGVS g. Name Not Provided
Variant Names g:;er i
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Clinical Channels T
Allele Origin
Clinical Significance Update Fiter
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Alert
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Requirements for Variant Warehousing

= Annotation Source Add Sample Calls [FL
- Have | ever seen this variant in my L ) VCF
previous test samples? 4 A e
- Atwhat frequency?

Does this gene contain other rare
variants in my cohort?

Have | classified this variant?

Have | used this variant in a report for
any previous samples?

( N

Add Sample Calls [E
. ) VCF
4 N

New Evidence
Alert

GOLDEN HEL:X Time




Requirements for Variant Warehousing

4 I
. . =
Clinical Alerts Add Sample Calls
- ClinVar's monthly release has new and L ) VCF
updated variant classifications. (~ A e
- Hasthe classification of a variant changed? Add Report
\_ J
~
&) WAREHOUSE % Manage © Logout
Update Annotation :| U :|
Clinvar Changes \ Y
4 p
New Variants SELECT * FROM
e X:585257 - C/A  RCV000190324.1 Pathogenic  Short stature, idiopathic, X-linked VARIANTS >_
o . WHERE ..
Projects: VSWarehouse Trios \ y
* X:585262-G/C RCV000190323.1 Pathogenic  Short stature, idiopathic, X-linked e ~N
Projects: VSWarehouse Trios
Variants that Changed Add Sample Calls VCE
* 1:169519048 - T/C RCV000000675.3 Pathogenic,Association,Risk Factor — Other Ischemit_ J
Projects: VSWarehouse Trios
* 1:169519048 - T/C RCV000000676.2 Pathogenic,Association,Risk Factor — Other Budd-C g
Projects: VSWarehouse Trios
* 1:169519048 - T/C RCV000023935.2 Pathogenic,Association,Risk Factor — Other Recurr

Projects: VSWarehouse Trios
e 2:234668879 - -/AT RCV000013064 Pathogenic — Affects ?

Projects: Matched Tumor Normal, VSWarehouse Trios < 7
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Requirements for Variant Warehousing

= Conducting Research

- Capturing samples and reports

Extract affected and unaffected study
participants to conduct further research on a

genomic level.
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Requirements for Variant Warehousing

= Connecting with other legacy systems
- Integration point between lab and other hospital systems.
- How many tests did | conduct in the past day/week/month/year?
- How many samples did we add to the warehouse in the past day/week/month/year?

Baldur:Desktop ghi$ cat warehousequery.py t requests
#!/usr/bin/python json
import psycopg2
from prettytable import PrettyTable fields [{'category':'Variant Sites', 'field':'Chromosome'},
{'category':'Variant Sites', 'field':'Pos Start'},
# connect to database {'category':'variant Sites', 'field':'Ref/Alt'},
connection = psycopg2.connect('"dbname="'ghivarseq’ {'category':'Variant Sites', 'field':'Identifier'},
user="ghi’ {'category':'Summary of COSMIC Mutations Left Aligned 71 v2, GHI','field':'Mutation ID
host="'warehouse.goldenhelix.

password="'ghipassword'") filters = [
cursor = connection.cursor()

query = ("“SELECT count(x) "

""FROM Cancerpanel_l " 'operato H 'Dverlaps"

"WHERE report_generated=True;") 'value': ['BRCA1', 'SAMD11', 'OR4F5', 'NOCL2']
}
cursor.execute(query) {;
results = cursor.fetchall() },
{=
output table }
table = PrettyTable(["Number_of_Reports"]) {;
for result in results: ¥
table.add_row(result) 1

query = {'fields':fields, 'filters':filters}

Baldur:Desktop ghi$ python warehousequery.py |

| Number_of_Reports |

response = requests.post('http://warehouse.goldenhelix.com/api/project_variant/CEU Trio/3/query/’
5 data={'query':json.dumps(query)},
! ! auth=("'user@goldenhelix.com', 'password'))
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VarSeq Workflow

R&D Genetic Cataloging of
Test Workflow Tested Samples
() () () ()
Test Ongoing Data Science, Re-
Launched Annotation, Medical Archiving
Annotate, Filter, Interpret Workflow
VCF Variants| - | Clinvar | .+ | Genes | Pop
Freq
Variant Call File

Annotated Variants: Marked for Reporting

Neme | |

D.08. | |
O | Pathogenic v/
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| Incidental V7|
- Phenotype
- Lab Info Ut enim ad minim veniam, guis_

- Referring Info

Structured Rendered
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[Demonstration]

WAREHOUSE Q vorseq
CEU Trio YRI Trio
Query Annotate
View Report Create Report
Clinical Alerts Update Report
Export Samples Update Project
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VSWarehouse Use Cases

Annotation Source

Clinical Alerts

¥ Research

API
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Questions or More Info

=  Email e
info@goldenhelix.com . o —

High-End
Genetic
Analytics

= Request an evaluation of -
\vl G
the software at | B Osq oot

www.qgoldenhelix.com
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