SY

nnovis

A SYNLABY pathology partnership

Red Cell Gene Panel (RCGP) Overview

Sample received and booked into
WinPath — add RCGP test library
code

LP-HAE-PNDOO1 Processing samples
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DNA extracted if sample received
as blood

LP-HAE-PND105 QlAsymphony
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Seguencing libraries prepared using
Biomek-i7 &manual library prep

LP-HAE-PNDI55 Nonocus Cell3
Target Library Preparation
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Libraries sequenced on Illumina
MiSeq

LP-HAE-PND134 MiSeq
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filtered

Common (>10% ExAc /
freq) sequence variants

Sequence data analysed using
Snappy pipeline

LP-HAE-PND135 Snoppy NGS
analysis

LP-HAE-PND135
Snoppy NGS analysis

Quality control
data checked
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Whole exon deletions
and duplication report
ExomeDepth

Rare (<10% ExAc freq)
sequence variants input
to SNPpy database

LP-HAE-PND136 SNPpy
NGS variant datobase

Instrumentation

Name Company

I7 Robot Beckman Coulter
MiSeq lllumina
Tapestation Agilent

Qubit Qubit

Analysis Kits

Name Company
Nonacus Cell3 Nonacus

Data Analysis Pipeline

LP-HAE-PNDI17 MLPA:
Detection of copy number
voriction

duplications confirmed
by MLPA

\1' Sequence variants (P-HAE-PND137 Sequence
Deletions and classified veriont interpretation

Diagnostic report written and
authorised

!

Class 4 a'nd 5 sequence
variants confirmed by
Sanger sequencing (and
class 3ifno class4 or 5)

LP-HAE-PND131
Songer seq
confirmation
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LP-HAE-PNDOOS Reporting

Name Company
Snappy Synovis
SNPpy Synovis
Zippy Synovis
Software
Name Company
Alamut Visual Interactive
Biosoftware
Mutation Surveyor Softgenetics
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