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IMPORTANCE OF A GENETIC DIAGNOSIS IN
CHILDREN

‘Genomic medicine has the potential
to save costs and improve quality of
care by targeting treatment,
manximising benefit and reducing side.
effects. For patients with rare

The scale of rare diseases

i
diseases, it can shorten their
‘diagnostic odyssey’ helping to
identify therapeutic options faster and
improve outcomes.”

— Sally Davies CMO 2016
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EVOLUTION OF GENOMIC ANALYSIS } :
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NATIONAL TEST DIRECTORY

TESTS PAEDIATRICIANS CAN REQUEST:
TESTS THAT CAN BE REQUESTED WITH GLINGEN APPROVAL:

R22 NF1®®

R28 Congenital malformation/dysmorphism - microar@y R14- Rapid Exome Sequencing (Exeter) .

R29 Intellectual disability . R27 - Congenital malformation and dysmorphism super panel

R377  Intellectual disabilty - microarray @

R47/R48  Angelman/Prader Willi syndrome @

R49 Beckwith-Weidemann syndrome @

R53 FragleX ®

R69 Hypotonic infant ® @ ®

R70 SMA type |

R147  Growth failure in early childhood ®

R149  Severe early-onset obesity ° ° - a

Re7 Monogenichooring ss® MLPA (sngelartl geno doloionidup) @ Small panel or WES
\chondroplasia

R73 Duchenne Muscular Dystrophy : STR {shorttandem repeats) wes

Jivs Severe microcephaly ® Other (methylation  inkage | DUX)

R222  NF1

R137  Congenital heart disease - microarray @

R135  Paediatric/syndromic cardiomyopathy

https://www.england.nhs.uk/publication/national-genomic-test-directories j oo

https://nhsgms-panelapp.genomicsengland.co.uk/

PAEDIATRIC GENOMIC MAINSTREAMING

EVOLVING ROLE OF THE PAEDIATRICIAN

PAEDIATRICIAN - Facilitating genomic testing
+ Seeking informed consent
+ Understanding key aspects of genomic
Y

reports
Managing a genomic diagnosis
Working with genomic specialists
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CELL FREE DNA ANALYSIS

NON-INVASIVE PRENATAL PRECISION MEDICINE IN
DIAGNOSIS (NIPD) ONCOLOGY
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GENE

THERAPY
LEBER CONGENITAL SPINAL MUSCULAR METACHROMATIC
AMAUROSIS (RPE6S) ATROPHY (SMN1) LEUKODYSTROPHY
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PAEDIATRIC CANCER

Whole g ! ing for child
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GENERATION STUDY

MNewborn Wity
Genomes
Programme

The test inchades

The test doss not inchude.
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Visit: ge-newborns@genomicsengland.co.uk
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Genomic Resources

USEFUL RESOURCES:
» Your local Genomic Laboratory Hub:
https://www.norththamesglh.nhs.uk/healthcare- q . @
professionals/ordering-whole-genome-sequencing/ 2 Conetic tosting Conotes Further seiources
» NHSE Genomics Education Programme (GEP):
https://www.genomicseducation.hee.nhs.uk/educati e
on/ = B ==
» RCPCH Genomics landing page
https://www.rcpch.ac.uk/key-topics/genomics 9 o .
inrouctionta Canommics for Gurambiions
Gonormicr o
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Genomic Resources
B e T ——
> Your local Genomic Laboratory Hub:

https://www.norththamesglh.nhs.uk/healthcare- 0 pale
professionals/ordering-whole-genome-sequencing/

» NHSE Genomics Education Programme (GEP):

https://www.genomicseducation.hee.nhs.uk/educati

on/

» RCPCH Genomics landing page

https://www.rcpch.ac.uk/key-topics/genomics

»> Gene panels information: ol e e ]

https://panelapp.genomicsengland.co.uk/ L T ——"
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Genomic Resources

USEFUL RESOURCES: OMIM®
> Your local Genomic Laboratory Hub: Online Mendelian Inheritance in Man®
https://www.nor nhs.| Human Genes i

professionals/ordering-whole-genome-sequencing/
» NHSE Genomics Education Programme (GEP):
https://www.genomicseducation.hee.nhs.uk/educati

» RCPCH Genomics landing page
https://www.rcpch.ac.uk/key-topics/genomics
» Gene panels information:
https://panelapp.genomicsengland.co.uk/

» Phenotype information:
https://www.omim.org/

https://hpo.jax.org/app/
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Genomic Resources

USEFUL RESOURCES:

» Your local Genomic Laboratory Hub:
https://www.norththamesglh.nhs.uk/healthcare-
professionals/ordering-whole-genome-sequencing/
» NHSE Genomics Education Programme (GEP):
https://www.genomicseducation.hee.nhs.uk/educati
on/

» RCPCH Genomics landing page
https://www.rcpch.ac.uk/key-topics/genomics

» Gene panels information:
https://panelapp.genomicsengland.co.uk/

» Phenotype information:

https://www.omim.org/
https://pubmed.ncbi.nlm.nih.gov/
https://hpo.jax.org/app/

> Paediatric GeNotes:

When should you conider genomic
ing|

What do you need to do?

i th Climic

What test and what samples are needed?

@genomicsedu  #GenomicsConversation
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22q11.2 deletion syndrome  Micraarray (array CGH) 1.1

Whale genome sequencing

e

Fanconi anaemia

How to camplete a test
order farm for WGS

Conditions

Core COHCEP(S Autosomal dominant  Gencenic
Technologies inheritance

mprinting
Genomics in action

@genomicsedu  #GenomicsConversation

THANK YOU &
QUESTIONS

Eleanor.hay@nhs.net
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