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(BE¥IHFr : Genomics England HP(https://www.genomicsengland.co.uk/about-genomics-england/the-100000-genomes-project))

&

2012 |FvAOEHE (8E) OES(CKD [10R5 /L7020 ] HMEH

2013 | Genomics Englands%iz

2014 | Genomic Medicine Centre (GMC) ZZ£EH11HFr (RTE(F13HPIICILK) (CEREUE
EZUD)L— bxRa

2015 | “GeCIP reseach platform”Zz&%&

2016 | “Participant Panel"Z:%i&E

2017 | EEREOEEDIZHD"Discovery Forum”HMaE)

2018 | REMREEHEN. S5ETI00HES /L (U LAERELUTES500R) ZHIEI & Z2AK
10Bh=5 J LD T e nzk

(¥ HFF : Genomics England HP(https://www.genomicsengland.co.uk/about-genomics-england/the-100000-genomes-project))
(BHHBFr . EEBAF HP(https://www.gov.uk/government/news/matt-hancock-announces-ambition-to-map-5-million-genomes))



https://www.genomicsengland.co.uk/about-genomics-england/the-100000-genomes-project)
https://www.gov.uk/government/news/matt-hancock-announces-ambition-to-map-5-million-genomes

Four main aims Genomics

Y A

2. To create an
1. To bring ethical and
benefit to NHS transparent
patients program based on
consent
Initial focus

* Rare diseases
* Certain cancers

N A Y
a N g

3. To enable new 4. To kickstart the

scientific development of a
discovery and UK genomics
medical insights industry

\_ A .

(BHHAT : John Mattick, CEO,The UK strategy for the development of genomically-informed healthcare,March 2019)



100,000 Genomes Current status P

Samples collected
from NHS GMCs
and sent to

biorepository

36,859 cancer

? 83,641
rare disease

120,500
i

DA
109,072

Genomes sequenced

24,782 cancer

? 84,290
rare disease

Rare Disease 20-25% potential actionability in the NHS
Cancer up to 50% could access a trial or receive a

therapy on the NHS

Figures as at 01/04/2019

Genomics

england *

e

76,527

Analysis and Results
@ Genome analyses
sent to NHS GMCs

\ Data release of 7 1 860
’

> genomes in RE

GeCIP members
with access to RE

1,80
Discovery Forum
100 members (9 full members)

Over

(BEH AT : Tim Hubbard, Genomic Medicine in the UK, TMF Workshop, 27th May 2019)



How the 100,000 Genomes Project works Genomics =2,

england *S3=:

13 NHS Genomic Medicine Centres covering England

Responsible for identifying and recruiting participants and for clinical care following results
* Northern Ireland, Scotland and Wales have joined

Patient consent

Greater Manchester
NHS GMC Yorkshire and
P ——— Samples + Clinical Data +  Longitudinal Data
East of England
North West Coast HS GMC
NHS GMC

West Midlands
NHS GMC

A,

Oxford NHS GMC
ik \ Genor.mcs Eng.land ....... GeCIP
NHS GMC ————————————@) Informatics Architecture Scientific and Clinical Users
....... GENE Consortium
North Thames
S B Industry Users
i - (-
wh m “.'s Gm wg@cm llll =

—

GEP HEI x10 :

(BFHFr : John Mattick, CEO,The UK strategy for the development of genomically-informed healthcare,March 2019)



England

Genomics England k)
Flrewall= Genomics
Registry 0 >| Biobank sample S England
) I Clinical
(PHE) i .
N 1 | Interpretation
HES Phenotype S _ : Partnership
NHS D e ' (GeCIP)
( ) 1 [
DNA (Nlumina) |~ gan/ver :
Other NHS O / I
Clinical Data % : |
o Research : -
L . 1
Environment
2 S B
NHS Genome |o© et R T
Medicine 7 Genomics =-. !
® :==%. | Contract I
Centres ~ S==Z3e Data Centre i
a ] Discovery
O O |
=) )] o Forum
z S 3 Clinical :
a G 8 Interpretation || |
. Servi I
m Clinical Genome Interpretation ervices :
inica : .
Report Service Companies :
1
[

(BEHHFr - Tim Hubbard, Genomic Medicine in the UK, TMF Workshop, 27th May 2019:[ 2455 @A ERBE R XI SRERIC T—EHZE)
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Modeling sporadic ALS in iPSC-derived motor 201848H Epub
neurons identifies a potential therapeutic agent 24(10):1579-1589.
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