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Sequencing project

2012 2013 2014 2015 2016 2017 2018 2019 2020 Total

Exomes 500 1300 1860 2325 2029 1945 2567 2405 1000 15932

Genomes 35 100(30) 225 124 228 405 1147

Target 556 1036 1519 2542 5764 7808 7257 6707 2354 33189

RnaSeq - - - - 151 370 573 913 200 2207
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….

Sequences Genomic Alignment Variation Calling Variation Annotation Interpretation(Query)



Polyweb
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Project Type Exomes and Full Genomes Panels of genes Variants Data Base 

Objective:  Identification of new genes 

of interest related to a 

pathology

 Approach by gene

Identification of causal 

mutations

 Approach by patient

Query on all variants

encounter ed in PolyWeb

projects

Purpose Research Diagnostic Minning

Déjà VU :  1500-16 000 – 35 000- 51 170 595  



PolyDiag
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Quality Control 
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Coverage 

Plateforme BioInformatique Paris Descartes
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Variation filtering 

1- Frequency base on gnomad “homozygous allele count”

2-Impact

3-Allelique Ratio

4- Transmission Mode 

5- Gene List
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Gene Informations panel
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Score

Variation

• Transmission

• Frequency public + dejavu

• Clinvar + local DB + (HGMD)

• Impact

• Prediction Score

Gene

• Phenotypes

• Panels (DI: Imagine+PanelApp+SysID+Decipher)

• Pli 
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Variations Panels
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Variations Panels : External Viewer
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Variations Panel : Transmission Mode 

Recessive

Compound

Denovo

Strict-Denovo

Mosaic Parental

Unisomy Uniparental
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Heterozygous Compound 
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Heterozygous Coumpound



Funded by the 
European Union
GA n°825575

Variation Panel



Structural Variations CNV 

Part 1 : Capture
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CNV (capture, exome and Panel) 
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Structural Variants
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Structural Variations CNV 

Part 2 : Genome
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CNV WGS
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Validations :
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Report

01/04/202031



PolyQuery
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PolyQuery: the home page
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Plateforme BioInformatique Paris Descartes
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Variations Filtering : Frequency

Variations Filtering :Annotation Impact
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Variant Annotation
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More variations Filter 

Predictions
Score

Sift

Polyphen

CADD

NCBoost

Variant 
Quality

Homozygous
Region
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Samples Queries
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Query By Sample : Variation Level

heterozygous variation in 2 patient

homozygoous Variation in 1 dans 1

All Variations present in at least «N» 

patients

Ìdentical variation in 2 patients and never

present in 1

Same Variation 2 patients 
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Query By Patients : Gene Level

Same “mutated“ genes in 3 patients

Excluded all gene from one patient

Genes in at least “N“ patient
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Familial Studies
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Famillial Studies : Intra-familial queries
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“inter-familial“ queries
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Recessive 
Ho in affected child

Not present in no affected 

He in mother and in father

Compound
2 He in same gene in affected. 

1 from mother the other one from father

Dominant 
Same variation in affected patient

De novo 
Vairation only present in affected children

Strict-
denovo

Denovo +correct covergae on parent alignment.

Transimission Model
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Nom de 
gène

Description
Gene 

Ontology

Textual search
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Variation Visualisation and tools 
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Save Filters
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Export data
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Example : 2 sporadic cases WES 
Auriculocondylar syndrome (ACS) is a rare craniofacial disorder with mandibular hypoplasia and question-

mark ears (QMEs) as major features.
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Poly -BackToTheFuture

How to re-analyze data ? (DejaVu) 



PolyBackToTheFuture
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PolyBackToTheFuture : Perspectives

Push the 
information

Update  
Gene 

phenotype



Thank You 
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