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Issue No: 009
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Issue date: 22 September 2026
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MEDICAL

8040 Hub

Accredited to
ISO 15189:2022
London

Neurogenetics Unit
Rare & Inherited Disease Laboratory
NHS North Thames Genomic Laboratory

Level 4-6 Barclay House
37 Queen Square

WC1N 3BH

Contact: Vaneesha Gibbons

Tel: +44 (0)207 829 8870

E-Mail: vaneeshagibbons@nhs.net

Website: www.uclh.nhs.uk/neurogeneticslab

Testing performed at the above address only

DETAIL OF ACCREDITATION

Materials/Products tested

Type of test/Properties
measured/Range of measurement

Standard specifications/
Equipment/Techniques used

HUMAN TISSUES AND BODY
FLUIDS

Sanger sequencing primer design

Sanger sequencing data received
from an external source

Multiplex Ligation-Dependant Probe
Amplification (MLPA) data received
from an external source

Fragment analysis data received
from an external source

Genomic data analysis for the
purpose of clinical diagnosis of rare
neurological disease

Detection and interpretation of DNA
sequence variants including single
nucleotide variants (SNVs) and
small insertions/deletions (indels)

Definitive List: NGENF QUA0003

Data analysis for detection and
interpretation of whole or partial
gene deletions/ duplications and
probe-specific SNVs

Definitive List: NGENF QUA0003

Data analysis for detection and
interpretation of DNA short tandem
repeat (STR) expansions.

Definitive list: NGENF QUA0003

Documented in house procedures
incorporating manufacturer’s
instructions (where relevant)

Flexible scope limited to primer
design using RGS MOT0408 and
subsequent analysis and reporting
of Sanger sequencing data using
Mutation Surveyor software

SOP NGENS ANA0020
SOP RGS MOT0408

Flexible scope limited to Analysis
and calculation of DNA dosage
using GeneMarker software and
kits provided by MRC Holland.
SOP NGENS ANA0019

Flexible scope limited to Fragment
sizing using GeneMarker software

SOP RGS ANA0212
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Materials/Products tested

Type of test/Properties
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Standard specifications/
Equipment/Techniques used

HUMAN TISSUES AND BODY
FLUIDS

Fragment analysis data received
from an external source following
agarose gel electrophoresis

Data received from an external
source following Next Generation
Sequencing of nuclear-encoded
genes

Data received from an external
source following Next Generation
Sequencing of the whole mtDNA
genome

Data received from an external
source following Whole Genome
Sequencing of nuclear and
mitochondrial - encoded genes

Data received from external source
following digital droplet PCR
(ddPCR).

Genomic data analysis for the
purpose of clinical diagnosis of rare
neurological disease

Data analysis for detection and
interpretation of large-scale
rearrangements of the
mitochondrial genome by fragment
sizing.

Data analysis for detection,
heteroplasmy quantification and
interpretation of quantitative
flurorescent PCR for targeted
mitochondrial DNA variants
m.3243A>G; m.8344A>G and
m.8993T>G/C.

Data analysis for detection and
variant interpretation of SNVs and
small indels in defined nuclear gene
panels

Data analysis for detection and
variant interpretation of SNVs, small
indels and large rearrangements in
the mitochondrial genome

Definitive List: NGENF QUA0003

Data analysis for detection and
variant interpretation of SNVs,
CNVs, STRs and small indels in
gene panels as defined by
Genomics England and signed off
on Genomics England GMS
Panelapp.

DNA dosage analysis of mtDNA

Documented in house procedures
incorporating manufacturer’s
instructions (where relevant)

Fragment sizing
SOP RGS DGE1209

Fragment sizing using
GeneMapper software
SOP NGENS ANA0004
RGS MIT0004

Flexible scope limited to data
analysed on the GOSH G2P
platform

SOP NGENS ANA0010

Analysis of whole mtDNA data
using GOSH bioinformatic pipeline
and excel based data analysis
template. SOP NGENS DNG0028

Analysis of WGS data on the
GOSH G2P platform

SOP RGS WGS0007

Analysis of ddPCR data to
determine mtDNA copy number
SOP RGS MOT1103

END
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