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. The NHS Genomic Medicine Service (GMS) Alliances were not
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particular not fully established. However, members of the NHS GMS
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organisations
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original stakeholder circulation list.

How have
stakeholders
been involved?
What
engagement
methods have
been used?

Three Clinical Genomics Specification workshops took place
during July and August 2020 with stakeholders from Clinical
Genetics, NHS Genomics Laboratory Hubs (GLHSs), primary care,
the voluntary sector and devolved nations. Three workshops were
undertaken where attendees took part in discussions in relation to
four key areas of the service specification, including:

e Equity of access

e Workforce planning

¢ New models of working

e Gaps in the current provision.
A Clinical Genomics Service Specification Working Group was
formed in July 2020, made up of a sub-section of the Genomics
Clinical Reference Group members. The aim of the group was to
review the outcomes of the initial workshops and produce the draft
revised service specification.

An update was provided to the Patient and Communities Forum in
March 2021, giving the group an update of the work undertaken to




revise the service specification to date and to highlight the informal
stakeholder testing of the revised specification and associated
Equalities and Health Inequalities Impact Assessment (EHIA) due
to commence.

Informal stakeholder testing took place from the 12t to the 26t
March, 2021. An email explaining the stakeholder feedback
process was issued to all identified stakeholders from the NHS
England Communications and Engagement Team, on behalf of the
Genomics Clinical Reference Group, detailing the background and
purpose of the stakeholder testing process. Stakeholders were
asked to provide feedback on both the revised service
specification and the EHIA.

All stakeholders were asked to provide their feedback using a
standard template, which asked for comments, where applicable,
for the following areas:

e The service specification
e The quality indicators
¢ The Equality and Health Inequalities Assessment

What has
happened or
changed as a
result of their
input?

Feedback was received in relation to the content of the service
specification, specifically in relation to improving the clarity of
network and commissioning governance and consistency of
terminology. Changes to the specification in response to feedback
were made before sign-off by the Genomics Clinical Reference
Group and consideration by the Patient and Public Voice
Assurance Group.

Feedback also indicated that further consideration was required in
relation to:

e The affordability of additional roles and changes to patient
pathways
e Service capacity to manage additional responsibilities e.qg.
advice and guidance, Multi-disciplinary team meetings and
education
¢ The management of increased demand due to increased
patient complexity, indirect patient care and virtual
consultations for example, particularly as demand is
anecdotally already outstripping current capacity
e The complexity of data management and reporting for the
proposed Quality Framework, which may require
investment into Information Technology Systems and
benefit from national reporting systems
o Clarification of operating procedures, including those in
relation to intra-speciality collaboration to achieve
mainstreaming, referral criteria and eligibility for the service.
This feedback has been considered and informed the Integrated
Impact Assessment and will also inform the development of the
Commissioning Implementation Plan.

How are
stakeholders

Regular updates have been provided to the Clinical Reference
Group, Specification Writing Group and Genomics Programme




being kept
informed of
progress with
specification
development as
a result of their
input?

Board. In addition, all previous stakeholders will be further
updated through the Public Consultation process, which will
include a Stakeholder Consultation Workshop within the first week
of the 30-day consultation period.

What level of
wider public
consultation is
recommended
by the CRG for
the NPOC
Board to agree
as a result of
stakeholder
involvement?

A 30-day Public Consultation will be undertaken in June 2022.
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Feedback Received

SWG response

Resulting Action

1.1.1 — clarity on the governance of this network needs explanation.

1.1.10 - a number ofadditional roles above current workforce availability mentioned throughoutthe
document.

List below of new/newer roles notcurrently included in job planning. All require long-termfinancial
commitmentrather than short-term project-based goals:

1.2.3 — GMSA networks

1.5.2 — mainstreaming and pathway developmentwhere notalready in place
1.5.3 — newtesting

1.6.3 — NHSE&I involvement

1.6.6 — patientand public engagement

1.6.7 — marginalised community champions

Funding —thereis (rightly) heavy emphasis on non-face to face clinical activity of various kinds —see
below. Demand for this already outstripping supply and majority unfunded in currentarrangements. This
will need to be recognisedin commissioning fromthe start.

1.4 — MDT input; limited availability in national job plan and probably insufficient for whatis
projected in the document

1.5.2 - increasing complexity requires increased time and expertiseinputper patient; needs to be
reflected in funding streams

1.5.6 — advice and guidanceto non-geneticspecialties

1.3.3 — will MDT activity be counted in the clinical interactionsunder the referral to treatment guidance?
Not clear if thisis covered by point1.2.7.

1.4.4 — MDT tools to facilitate MDTs — whose responsibility to develop giventhat national data sharing
important? Some was under development (GEMS) but seems to havedisappeared. Seealso 1.2.1 re IT
facilities.
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1.7.1 & .2 - workforce—whoseresponsibility will itbeto provide the additional staffto ensure the
relevant equity of provision/access

2.1.2 — this suggests thatthere are going to be national referral and triage g uidelines —is this the case?

3.3.1 — acknowledges predictable increasing demand. If NHSE&I are the sole commissioner for the
NCGS (cf1.9.1) there is no mention of how they will interact with local commissioners —or are they
commissioning regional CGStoo? Thisis notclear.

3.2.6 — differentgeographical needs. In particular those from consanguineous populations (Annexe F) —
the additional need hereis likely to disproportionately affect some CGS more than others — how will
NCGS make sure that the supportand funding required for equitable access across regionsis
available?

101-105: data managementwill cross Clinicaland laboratory Genetics; needs investmentin IT systems
and would benefitfrom a national systemofreporting.

201-204 and 308: even for units where thisis already in place (limited) this is ahuge amount of activity
and the measurement events are too frequent.

There would be a need to have an SOP on howrelevantclinicians (who are caring for patients with rare
diseases) will take part in the CGS activities (MDT attendance, training etc.).

The pathway for patientreferral from centres with clinical expertisein rare diseases to CGSshould be
standardized nationally. Similarly, the pathway to refer from CGS to relevant specialties should be
standardized and well known.

A listof centres with clinical expertise in rare diseases (listed per specialty) should be made available to
CGS to help develop appropriate referral pathways.

We would recommend thatadultrespiratory medicine be included inthelistofrelevantclinical
specialties due to sufficientevidence oftherole oftelomere related gene mutations in the pathogenesis
of rare lung diseases, therapeutic response and prognosis (such as in interstitial lung diseases e.g.
idiopathic pulmonaryfibrosis).

Representatives from CGS should also be encouraged to attend clinical MDTs to improve
understanding oftherare diseases fromthe clinical care perspective.

It would be helpful to add an indicator referring to the need to have a delegate/representative clinician
from specialties involved in theclinical care of rare diseases —i.e. adultrespiratory medicine (other than
cystic fibrosis, such as interstitial lung disease), transplant, rheumatology, radiologist etc. present during
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the CGS MDT.

Itis helpful to promote the creation of networks between clinicians who are treating rare diseases and
the CGS by integrating clinical care and genetic MDTSs.

205 Self-referral to the serviceis facilitated

It would be helpfulto have a processin place for self-referral of asymptomatic cases ofrrelatives of
patients with confirmed mutations or high clinical suspicion of rare disease with a gen etic component.
(In our case —the example of interstitial lung diseases with afamilial componentor high suspicion of
shorttelomere syndrome).

The specification does notgo very far towards mainstreaming.

Genetic counsellors should be based in specialties with links to CGSfor education and support —hub
and spoke. Will encourage mainstreaming.

Inherited cancer services should be embedded in cancer services. At presentcancer services only see
patients with variants who have cancer. The specification notes the need for interaction butideally all
patients with a cancer pathogenic variantshould be seen in the cancer service and cascade testing
should be delivered thoughthrough GPs with patients seen as required. — 1.4.3 acknowledges the close
working needed. Better for patients ifbased in one service and this needs to be the service that is best
placed to giveinformed advice on managementand prognosis. Further, embedding cancer genetic
services in cancer services has been shown to encourage to patients to attend appointments and
engage with testing, and gives them access to better information and management.

Agree that CGS have a significantrolein education butthere needs to be dedicated funding for
consultant PAs and counsellors to deliver education 1.5

1.1.8 Also agree that geneticists have an importantrole to play in research butagain there needs to be
dedicated and funded PAs for this. With advances in genomic therapies this willbecome increasingly
importantand will generate income fromthe commercial sector but we need to be research -ready and
so advocate funding up front

1.5.5 — cardiac services are an example where genetics could be embedded with clinical genetics only

needed for complex syndromiccases maybe. This already works well in some places. Neurology is the
other big example here

2.1.5 — mostcounsellors should be specialty based and experts in these areas working closely with
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relevantclinicians who are best placed to discuss prognosis and options. This appliesto 2.1.6 and 7. A
good exampleis embedding genetic counsellorsin FMUs — at least the tertiary ones — will facilitate
delivery of new services such as fetal exome sequencingand NIPD. Good for patients.

2.1.8 — jointappointments are an option for now butthe aim should be to mainstream and notneed a
clinical geneticistat specialty appointments exceptfor complex multisystem cases. Jointappointments
waste a lotoftime for clinicians and patients

2.1.9 —thereis alotofwork ongoingre care coordination for complex genetic disease and ifthis rests
with clinical genetics the burden will be huge. Disagree with this being a rolethis needs addressing
elsewhere with dedicated care coordinators

3.2.5 — ifcancer genetic services are embedded in cancer services this will be streamlined
A: Please confirmthe structure — assume there will be 7 CGS services alighed with the GSAand GLHs

so there will be some shiftin boundaries served to align CGSwith the GLH/GMSA. So some services
merged.

Our organisation welcomes this draft Service Specification for the Clinical Genomics Service, in Acknowledged Operational issues raised to

particular theinclusion ofresponsibilities related to supporting the whole genome sequencing service, be clarified via Standard

rare disease and cancer genomic implementation, pharmacogenomics, research and polygenic risk Operation Procedures

score development. developed in Commissioning
Implementation Phase

Our organisation looks forward to continuing to work with the Clinical Genomics Service on the 100,000

Genomes Projectlegacy, Genomics England Clinical Interpretation Partnership liaison, the National

Genomic Research Library and the National Genomic Research Collaborative.

The service specification states thatregional genetics services will provide amixed model of service Acknowledged Governance and operational

delivery with faceto face appointments, virtual telephone and video consultationsand app based
platforms as deemed appropriate by the service. We would requestthat “assessmentand advice” letters
are added to this mixed model. A number of patients at increased risk of familial cancer are offered
advice by letter only, which includes documentation and recommendation ofrisk reducing and early
detection interventions which we would consider a“clinical interaction”.

We notethat in point314 of section 4 a specificindicator is that “there are agreed clinical guidelines as
part ofthe service specification” and in section 1.15, it is stated that the NCGS is committed to rapid
adoptionofrobustnew clinical evidence to improve patientcare and outcomes.

We welcome this commitment, however we would like to take the opportunity to highlightthat whilst
advances in genetic testing technologies and decreasing testing costs have resulted in the significant
advancein the National Genomic Medicine service, for the vast majority of genetic tests currently listed

issues raised to be clarified
via Standard Operation
Procedures developed in
Commissioning
Implementation Phase
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in the National test Directory, robust evidence-based clinicalguidelines thatlink accurately predicted
genetic risks to the proportionate clinical action are currently lacking.

In the absence of systematic, evidenced risk-stratified use ofintervention, atthe patient-level thereis
risk ofharm and at the populationlevel thereis diminution and dilution ofthe clinical and health-
economic benefits thatthese technologies can offer. Whilstthere are recognised bodies in the UK such
as the National Institute for Health and Care Excellence (NICE), who are committed to the development
of high quality, evidence based clinicalmanagement guidelines, their standard approachto evidence
testing and guideline developmentis notalways directly transferable or suited to the typically
uncommon or rare genetic syndromes affecting modest numbers ofindividualsin arapidly evolving
field.

The developmentofthese guidelines within Clinical Genetics needs to be supported, both in recognition
of the time taken to develop such guidance and the final sign-off of guidance by NHSE.

In order to address this lack of guidance we would welcome

e Recognition by the Genomics Board and NHSE thatdevelopmentand ratification of expert-led
evidence-based clinicalmanagementguidelines are an essential element ofthe Genomic Medicine
Service

e Establishmentofexpert clinical-academicgroups for guideline development

e The expertgroups should engage the appropriate GLH/GMSA leads, relevantacademic experts
and broader clinical community to identifyand prioritise areas mosturgently requiring clinical
guidance.

In partnership with NHSE, reflecting the principles enshroudedin NICE guideline development, a

framework for ‘mini-NICE’ guideline development should be established resulting inaprocess offormal

endorsementoffinalised guidance from NHSE

C- We welcome the fact thatthe service specification excludes “individuals with results from commercial
directto consumer genomic tests which do not meet referral criterianor referrals from private providers
(Annexec). However, it is hard to relate this to the informationin Annexe C and clearer definitionand
guidance ofthis would be appreciated.

This documentis predominantly aboutgermline genetesting and not cancer molecular analyses.
However, when cancer genetesting we sometimes identify germline variants. This likelihood is
increased with use of ctDNA NGS analyses. | therefore have a few comments in addition.

1. Theclarificationaround Cancer geneticsservices is welcome. However, itis unclear What is the
process for Clinical Genetics service review for patients with cancer thatundergo somatic cancer
NGS and are identified to have “offtarget” germlinerisk variants eg germline pathogenic BRCAL
variantin a lung cancer proband without a breast cancer family history, where confirmatory
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germlinetesting is notcurrently funded withinthe NHS test directory?

2. Whatis the process for Clinical Genetics service review for patients with cancer thatundergo
somatic cancer NGS and are identified to have “on target” germline risk variants eg germline
pathogenic BAP1 variants in mesothelioma, where confirmatory germlinetesting is notcurrently
funded within the NHS test directory?

3. Itis paradoxical thatthe documenttalks on p8 about “mainstreaming” genetic testing, butthen the
funding for tests occurs either viathe NHS England Genetics contractif requested by a clinical
geneticistorrequesting clinician/the organisation, ifanother clinician. Unless thereis dedicated
clear commissioning for genetic tests outside the clinical genetics service this will resultin an
inequity of care and lack of mainstreaming implementation due to lack of clarity oftesting
reimbursement and a postcode lottery where some Trusts may pay for testing and some will not.

By extension this specification creates significantwork for GMS Alliances, which may not be explicitin
the agreed establishment, priorities and annual business plans of GMS Alliances.

Section 1.1.1 States
The network will comprise the Clinical Genomics Services, NHS GMS Alliances and GLHs across each
of the seven geographies to optimise access to and provision of Clinical Genomics Services.

But the GMS Alliance is the network (or Alliance) in which the GLH and clinical genetic services will
work. The GMS Alliance has no identify outside ofthese organisations. The GMS Alliance also includes
other partnersin their geography, such as acute providers, primary care and ICSs

This confusion is repeated in1.1.6, 1.6.5 and 1.8.1. and 4.2 indicator 303.
Therefore 1.8.2 should start
The regional GMS Alliances will underpin the national network.

This confusion is generally repeated throughout by stating “with their GLH and GMS Alliance” — which
forthese purposesthe GLHis a subset of GMS Alliances ifnotsynonymous in the context of many of
the statements within the specification.

Annexe D states that the following are notin scope
e Services commissionedas partofanother specialised service
e Whereprovisionisin mainstreamservices.

I do notthink these are defined well, certainly notin the service specifications ofthe other specialised or
mainstream services. Such specifications may not even exist, especially for CCG commissioned
services. This leaves considerableroomforlocal disagreement aboutthe amount of clinical work thatis
expected by this specifications of other service and hence local arguments about funding
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ambitious document. In order to deliver this fully, additional development, resources and funding will be
required, including significant workforce expansion.

It would be helpful to have consistency ofthe terminologyused, e.g.’Clinical Genetics’and ‘Clinical
Genomics’are used interchangeably - this may be confusing ifis notclear whether itrefers to existing
Clinical Genetics services. Will the name ofthe medical specialty be changingto Clinical Genomics? In
addition, ‘Genetic diagnosis/Genetic condition’and ‘Genomic diagnosis/Genomic condition’ are also
used variably —there is a difference between these terms. Many patients seen in Clinical
Genetics/Genomicsservices have genetic conditions, and these diagnoses may be made after a
genomic test

1.1.6 and 1.5.3 - Polygenic risk scores —not currently withinthe scope or practice of Clinical Genetics
services so additional training and developmentofthis service would be required to deliver it.

1.3.2 — MDT Clinics —services are keen to participate in these, but currentfunding modelslimittheir
number and frequency.

1.6 - Can therelationship between the Clinical Genetics Services and GMSAs be further defined for
clarity? How does the network of CGS clinical leads fitin with the existing GLH and GMSA structures,
and with NHSE/I?

1.6.8 - ConsultantClinical Geneticists and Genomic Counsellors working within mainstream specialties
should be appropriately trained and registered (e.g. with GCRB/HST for Genomic Counsellors)

1.7.2 — howwill the discrepancy of workforce staffing and differences in consultants/GCs per head of
population between CGSs be addressed?

1.4. and 2.1.11 — MDTs — will patients require referral to MDT, will this form part ofthe RTT pathway,
and how will this clinical activity be recorded, monitored and funded? Itwould be helpful to distinguish
between differenttypes of MDT and ensure consistency ofterminology used.

2.1.1 More detailed guidance on guidelines and referral criteriawould be welcomed.

2.2.1 — Referral and triage guidance —further clarity regarding how this will be developed and the
degree of flexibility to take in to accountlocal and regionalvariations due to differing populations,
workforce and other infrastructure

We are broadly supportive oftheindicators, but significant developmentwork is likely to be required to
ensure they can all be achieved. This may vary across differentservices, reflecting differences in
existing tools, resources and structures.

102 — does this refer to cases fromthe CGS only, ordoesitalso include thoserequested by other

Consistencyofterminology
included in updated specification
draft

considered as partofthe
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specialties?

205 — further guidanceregarding self-referrals would be helpful, current practice varies across the
country.

306 — further guidance (regarding ‘the provider’) and the funding modelsfor MDT Clinics would be
welcomed

The Clinical Genetics Society broadly supports the proposalsoutlined in these documents which will
provide greater uniformity to the Regional Clinical Genetics Services across England.

We would welcome greater clarity on the governance arrangements for the service. For example, the
relationship between the NCGS and theregional services as outlined, is confusing: 1.1.1 states that
‘The NCGS is delivered by the RCGS’; 1.7.3 The NCGS will work with the RCGS'.

1.6.3 The clinical leads will representtheir service atmeetings of NHSE/I as part of their organisational
structure. It would be helpful to have an outline of the existing NHSE/I organisational structures for the
GLH and GMSA and howthe clinical leads for the Regional CGSfit in with those.

1.2.4 ‘The majority ofthe NCGS.. is delivered.. as part ofa managed network of services’. Existing
arrangements are largely informal and variable between differentservices; itwould be helpful for
arrangements to be formalised and supported by the Genomics Unitin auniformmanner across
England to ensure equity ofaccess and provision.

1.7.2 It iswell known that there isinequity of provision across differentgenetics services with huge
disparities in the workforce between centres. It is unlikely in the shorttermthat it will be possibleto
significantlyincreasethe clinical workforce in those services that are relatively understaffed. How might
NHSE/I supportservices to addressthis disparity?

1.4 and 2.1.11 The terminology used for MDTs is inconsistentand confusing, for example, thereis
reference to Clinical GenomicsMDTs, Genomics MDTs, Genomic Medicine MDTs and Clinical and
Specialty MDTs. There are two main subtypes of MDT — those in which clinical managementonlyis
discussed, and thosethatinclude scientists in which genomicdatais incorporated intothe discussion.
Please could aconsistentapproach to nomenclature be developed?

1.4.4 ‘MDT tools...will berequired’. Theroll outofa national MDT system (GEMS) is awaited. Inthe
shortterm, are individual clinical services expectedto find asolution?

1.3.3 Does discussionatan MDT constitute apatientinteraction and affectthe referral to treatment
pathway?

1.4.5 The availability ofaccess to National expertiseis welcomed. Will there be a formal process for
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setting up National MDTs supported by the Genomics Unit, or will these be developed by thelocal
services in which the expertise exists?

2.1.1 refers to detailed guidelines and referral criteria. These are briefly outlined in AnnexeC&D. It
would be extremely helpful ifthe guidelines could be developed in more detail to ensure a national
approach.

Indicator 306: ‘The provider will offer multidisciplinary clinics to ensure that patients with complex needs
are referred to clinical genetics...’ Please clarify whatthis means. Does the providerreferto the host
Trust or to the clinical genetics service? Does thisimply thatclinicalgeneticists/GCs join other
specialists in consultations eg neurology, cardiology, or that MDCs should be established for a suite of
specific conditions? I'm uncertain how the provision ofaclinic can ensure that patients are referred to it.

Indicator 314: ‘There is adherence to agreed clinicalguidelines’. Would these include guidelines
produced by expertgroups, forexample, the Tuberous Sclerosis Complex UK guidelines?

Indicator 317: The CGS has an operational policyfor the storage and usage ofgenomic data’. As these
indicatorsrefer to the clinical service, genomic datawould usually only be held as a genomic testresult.
Is the CGS required to have a policy forthe storage ofraw data independent ofthe laboratory?

The Clinical Leads group broadly welcomes this very comprehensive service specification which defines
an ideal and aspirational National Genomic Service. We have concerns that many oftheroles that we
currently undertake and additional new or expanded roles inthe service specification require significant
additional funding and workforce expansion to achieve. Thisincludes the greatly increased MDT input,
teaching advice and guidancein support of mainstreaming of genetic testing, increased complexity of
genetic results , increasing demand, expanded patientand public engagementand work around
consanguinity. Proper counselling/consentand organisation of samples for WGSis very time
consuming and cannot be absorbed withoutworkforce expansion.

There isinconsistentuse of genetic/genomic terminology throughoutthe document. The currently
recognised professional title is Genetic Counsellor not Genomic Counsellor.

1.1.6 and 1.5.3 Polygenic risk scores and pharmacogenomics have notbeen partof the Clinical
genetics training curriculum and the workforce will require further developmentto ensure that they can
inputinto the mainstreaming ofthese.

1.3.2 jointclinics are often beneficial but previouslyfunding arrangements for these have discouraged
their development

1.3.3 Does discussionatan MDT constitute a (funded) patientinteraction and affectthe referral to
treatment pathway?
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2.1.2 and 2.1.12 How are these being drawn up? Retaining local flexibility in delivery is important

3.2.6 Concernsthatthere are differing geographicneeds eg supporting consanguineous populations is
likely to disproportionately affect some CGSs- how will the NCGS make sure supportand funding
required for equitable access across regions is available?

General comment: many centres have concerns aboutdevelopmentwork needed to be able to collect
some ofthe outcome data and the MDT tools and admin supportrequired.

102-104: will we be expected to reportas a trust or only on thosetests ordered throughthe CGS?
105 services notcurrently setup to be able to retrieve this information without notes review

201: some centres concernedthatthisis too frequentand need to differentiate between
satisfaction/experience/outcomes. Currently centres use different measures, does this need to be

standardised?

202: information in braille notreadily available to services- in practice mostvisually impaired patients
prefer electronic format.

301: accessto psychology services currently limited and mostly not embedded within CGSs though we
would welcome the funding to enable this.

The service specification summarises the range of provision currently offered by Clinical Genetics
services. Thereis nothing missing fromthe service specification that we currently provide. However we
do notcurrently provide the full range of activities outlined. There are also some plans for future
developments although no time scales are offered for these.

Terminology in the documentchanges between Genetics and Genomics-especially with reference to
counsellors. Itwould be helpful to know ifour serviceis being renamed and should professionals have
new titles.

The geographical areawe are responsibleforis only defined by alarge scale map; itwould be helpful to
have a confirmation ofthe boundaries, do these align with the GLH or our historical services? Thetwo
are different.

We are unable to deliver this service specificationin full without additional resources.

Our service has very limited access to clinical psychology (mainly through Oncology services). We
have no Nurses or Allied Health Professionals and very limited numbers of Genetic/Genomic
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counsellors.

We currently participatein MDTs and work closely with our GLH but have no newresources to do this- it
isincluded in the new service specificationand clearly is appropriate. Delivering thisalongside our
directpatientcare in clinic (referrals arerising) is aconflicting demand.

To deliver the future suggestionsofpolygenic risk interpretation and prescribing additional training of
staff is needed.

Currently our servicedoes notprovide any adult cardiac services 1.5.5 - we are close geographically to
the Heart Hospital at Barts- they have in house genetic counsellors thatare notpartof our service. We
do nothaveresources to deliver adultcardiac services. We do have relationships with these staff and
with counsellors employed in other local services (ophthalmology, oncology and paediatric cardiology).
The documentsuggests (1.5.8) we should help these staff with CPD and career progression- we aimto
do this but withoutresponsibility for line managementand financial resources this is challenging.
Funding is stipulated butnotby whom. We have recently experienced significantchallenges with this
model with a genomic counsellor employed by another organisation whose performance was poor and
the employingorganisation did nothave experience oftheroleto manage appropriately.

Historically we had asignificant network of peripheral clinicsin DGHs and Child Development Centres.
Prior to the pandemic we were asked forincreasing financial sums to access these facilities, or losing
them entirely. Postpandemic we have struggled to reopen asignificantproportion as local hospitals are
retaining space for theirin house services with social distancing. Althoughwe have adopted virtual
appointments there are still some families who would benefitfrom face to face assessmentthat we are
unable to provide accessible services for. The service specification while suggesting an outreach model
does nothelp us gain access to these facilities 1.2.4 . Thislinksin to the need for equity ofaccess to
service.

The quality indicatorsthat are suggested for reporting are significantly more onerous than those we
currently submit. We do notcurrently haveresources to identify thisdataand reportit. We do havean
EPR that is well embedded (2 years postimplementation) and will be in a better position to reportthe
data requested than many services.

We have specific fundamental concerns about 201. We have trialled this PROMS previously and
abandoned itafter sendingto anumber offamilies. We had multiple complaints and reports of distress
at someof the questions. Specificallyabout potential “‘good” comingfrom genetic problems in the family
and similar. We have used a modified version of Berkenstadt's 1999 questionnaireinstead.

We have reservations about 204. Organising and maintainingagroup ofinvolved patients for aservice
such as genetics could be challenging, many individuals have only shortterm contact with our service.
To collate, supportand manage a group on annual basis would require resources we do not currently
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have. We have previously trialled avisitfromthe RCP patientgroup as an alternative.
301 we do nothave the staff make up suggested and withoutfinancial resource could notdevelop this.

305 we are notclear if this specifically refers to an in house clinical genetics MDT (which we have
weekly) or other MDTs we take partin. Our in house MDT would notinclude AHPs or Nurses.

Several of the reporting requirements are likely to be managed centrally by our host Trustand our
knowledge aboutreporting ability are limited. Some of the quality indicators are unclear - 309 it is not
clear exactly what we are asked to report-isitonly ourlocal workforcein the CGS or the workforce we
interactwith?

To reiterate our commentthere is an increasein reportable data. We are committed to providingthe
best service we can and acknowledge and wantto reportback to Commissionersand NHSE, but the
volume of data required is significantand collating atthe presenttime would be a considerable
challenge.

On the whole we think thisis agood document, but there are a few points thatwould benefitfrom
clarification or amendment:

Clinical Genomics Service and Clinical Genetics Service are used interchangeably. We presume they
refer to the same thing, but this isn’tclear. Patients and other clinicians are more likely to know whatis
meant by genetics and as Clinical Geneticistswe would prefer to keep the name Clinical Genetics
Service. Genetic Counsellors are registered as Genetic Counsellors by the Genetic Counsellor
Registration Board.

More involvementin research and education &trainingis agood thingand should beincluded.
However, itis worth noting thatthey are currently notsupported in job plans by many Trusts. There
would be resourceimplications for these additional roles.

1.1.1,1.1.6, 1.6.5, 1.8.1 and 4.4.3. The GMSAs are the network and our understandingis thatthe CGSs
are part ofthe Alliance (together with the GLH and other providers and stakeholders in their geography).
This documentsuggests the GMSA is a separate entity.

1.8.1 Inequity in access — We agree there should be equity of access. Differentwaiting times are
sometimes dueto differentstaffing levels within the CGSs ofthe GMSA. Is this suggesting clinicians
mightbe expected to work outside their regional CGS geographical areato even up waiting lists across
the GMSA? We would notsupportthis withoutdiscussion and agreement between services and
commissioners

3.3.3 Polygenicrisk scores arenotcurrently partofthe Clinical Genetics training curriculum (to our
knowledge) and notpartofwhat Clinical Geneticists currently do. This would be a big shiftin current
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practice.
There is a very large number ofindicators —will all be expected?

101-105 — maybe difficultto getaccurate data from current patient management systems and patient
records —will need data collection systems and admin support

201 - services should be free to use alternative questionnaires. This one has some questions many
clinicians and patients are unhappy aboute.g.q6 — ‘I can see that good things have come from having
this condition in my family’. Thereis a SWOB patientsatisfaction survey thatthe national Lead
Cliniciansgroup agreed to adoptas the national survey, and many services have.

203 and 204 would be new and a considerable amount ofwork. Are both and 201 required? Whilst good
to do they would have significantresource implications.

301 many CGS don’thave access to psychology and this is a separately commissioned service. It
would be great to have access, but isthis service spec the correctplace to state it?

Annexe D —good to specify exclusionse.g. mostdirectto consumer testing, hypermobility, recurrent
miscarriage and male infertility. Bullet point 3 could be better defined to avoid conflict between CGS and
other providers aboutwhose responsibility itis. Whilst CGSdoesn’'tmanage CF patients many do
(appropriately) see family members and discuss testing and prenatal options

Thisis a very comprehensive documentoutlining an ideal service. Itincludes anumber of roles or
expansionofroles above currentworkforce availability and will require more funding and expansion of
the workforce to deliver. Increased MDT input, advice and guidance to non-genetic specialties,
increasing complexity and increasing demand need to be reflected in funding streams, as does the
increased need for administration supportaround the quality indicators.

There isinconsistent use of genetic/genomic terminology throughout the document. ‘Genomic
counselloris notarecognised professional title and itis unclear what this is (training, skills, scope of
practice, regulation). Theinternationally recognised professional title is ‘Genetic Counsellor’, which is a
regulated professional group with professional standards training and registration.

You can however refer to the practice ofgenomic counselling and genomic testing.

1.9.1. Unclear whether all services will receive the same proratafunding.

1.1.6 and 1.5.3 Polygenic risk scores and pharmacogenomics have notbeen partof the Clinical
genetics training curriculum and the workforce will require further developmentto ensure that they can
inputinto the mainstreaming ofthese.
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1.5.8 For clarification this should only apply to supporting departments withinthe NHS, notprivate
sector.

3.2.6. There are differing geographic needs eg supporting consanguineous populations is likely to
disproportionately affect some CGSs- how will the NCGS make sure supportand fundingrequired for
equitable access across regions is available?

102 Is the objective of this to look atthe number of positive outcomes fromWGS or simply the number
where outcomeis recorded in the notes?

103-104 As above, isthistherecording or the number of positive diagnoses?

201 Thisoutcomeis unclear. The GCOS score does not measure patientexperience, itis a measure of
genetic counselling outcomes. Thereis good research using the GCOSscale and it would be a good
measure of patientoutcome. However the indicators need to be more clear about whether other
measures of patientexperience are expected (satisfaction survey, outpatient standards etc).

301- regarding access to clinical psychology services-we would welcome further supportbut this will
depend on commissioning of psychology services providing capacity

307 Itis notclear howthedelivery ofclinicsin these areas reflects the indicator of training’.
316 Thisdatais already collected in detail by NIHR, is this required as an indicator separate to that?

319 We would need systems in place to be able to link to deprivation scores

We are extremely pleased to see this draftproposal and supportthe direction of travel.

We request clarification abouthowtherole ofthe GMSA GC Lead inter-links with the individual GC
Leads within each Regional CGS.

We are keen to emphasise our supportforthe following:

1.2.3 The requirementfora Lead GC for each regional service. Lead GCs notonly managethe GC
team in each local area, but also contribute to management ofthe whole CGS, including new
service/policy development, teaching, training, and research priorities.

1.5.7 GCs being key to mainstreaming agenda. GCs already work across many clinical specialities,
and are increasingly employed in embedded roles in non-Genomics departments, providing GC service
in situ.
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1.5.8 The need forfunded CPD/career developmentfor GCsin mainstreamroles. The AGNC is already
offering specificsupportto GCs working outside of Clinical Genetics centres, and itis clear thatongoing
training /developmentis increasingly importantfor GCs workingin isolation fromtheir professional
colleagues.

1.7.1 Increase in specialistworkforce of GCs to support mainstreaming of genomics services. As more
genomic testing is offered in mainstream settings, the need for GCs will grow, and we wholeheartedly
supports the developmentofthe GC workforce. In particular we would like to highlightthe importance of
supporting of GCtrainees through the professional registration process.

Areas for clarification/amendment:

1.1.3 Long term management and follow up of patients/families is briefly alluded to. We would like to
stress that thisis often a significant component of GC workload which should be recognised.

1.4.5 We notethe reference to the research initiative CanGene-CanVar. This may be inequitable to
otherresearch groups and charities which are not mentioned in the contextof aservice specification

We are keen to emphasise our supportforthe following:

2.1.2/2.1.7 Recognitionoftheimportance ofservingthewider family and notjustthe index patient.
Most non-genomics medical specialities are focussed on theimmediate patient, whereas GCs consider
the whole family and will guide themthrough the consequentissues.

2.1.5/2.1.7 Recognitionofimportance of psychosocial aspectsof Genomics services and the skills of
GCs in providing these services. The psychosocialimpactof Genomic testing is well documented and it
is vital that NHS services do notoverlook theimportance of supporting patients appropriately through
the complex choices and implications of new genomic tests.

Areas for clarification/amendment:

2.1.5 States that a clinic appointmentwith a GC will be offered where a clinical assessmentor
examination is notrequired. We would like to highlightthatmany GCs do conductsome physical
examination in clinic, so we suggestthatthisis changed to ‘where a detailed clinical assessment
/examination is notrequired’

201
We are in supportofthe use of the Genomic Counselling Outcome Scale in measuring patient
experience, on aregular basis.

301 /302
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We supporttheinclusionof GCs at senior levels in the teams described in the service specification.

307
GC led clinicsin sub-speciality areas are integral to offering aoptimum service in these areas.

309

We are aware that, as with the Clinical Genetics profession, the GC professionis also likely to
experience a large number ofretirements of GCs at the top of the professionin the next5-10 years. For
thisreason we supportasignificantinvestmentin developmentofthe GC workforce atall levels. As well
as taking in new GCs at the lower ranks ofthe profession, career developmentand progressionis
needed for the currentworkforce to move them into the senior positionsthat will be vacated through
retirements in the coming years.

Finally, we note that the documentrefers to both Genomic Counsellors and Genetic Counsellors. Whilst
we accepta changein ourtitle, we suggestaddingto Annexe E “Genomic Counsellors —includes both
Genetic Counsellorsand Genomic Counsellors”.

Please also notethatthe links in Annexe Edo notwork, including the link to the AGNC documents
page. They are typed correctly butthe hyperlinkshave been added incorrectly.
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The wordingofthefirstsentence: “Clinical genetics/genomics is aclinical specialty thatadvises on the
diagnosis and clinicalmanagement of patients and families with genomic conditions” should be revised.
Consider: “Clinicalgeneticsis aclinical specialty that undertakes diagnosticinvestigations on patients
and families with genetic conditions, including inherited cancer predisposition, advising on clinical
management and applying and interpreting genomic and other diagnostic testing for the screening and
management of at risk and affected family members.” “Clinical genomics” is not currentlyarecognised
clinical specialty; our trainees are Clinical Genetics trainees. “Genomic conditions”is notawell-defined
term. “Inherited cancer” should be “inherited cancer predisposition”.

1.1.3 - “Forboth rare diseases and cancer” shouldread “for both rare diseases and cancer
predisposition”, unless this means somatic cancer, in which case we would notusually be interpreting
thosetests.

1.1.6 — Therelationship between “Regional CGS” and “NHS GMS Alliance” should be defined.
“Ensuring that further elements of genomic medicine are mainstreamed (i.e. primarily delivered in other
clinical specialties)”. What elements does this referto? How should clinical genetics be expected to
contribute to pharmacogenomicswhen thisis notpartofour training or practice?

1.1.7 — See AnnexeB.

- Whatis “culturally competentrecruitment’? In a small specialty, itis notrealistic to expectto “ensure
the servicereflects the diversity ofthe populationitserves”.

- Whatdoes it mean to ensure “thatongoing genomicresearch is representative ofthe population of
England”? ltis the validity ofthe scientific question and method that should be judged.

1.1.10 — Notclear how clinical genetics is expected to contribute to the introduction of
pharmacogenomics. Tumour specific genomic testing and interpretation is also mentioned and | am
unaware of this being partofclinical genetics training or practice.

1.2.1 — Define “Genomic Associates”

1.5.3 and 3.3.3 Clinical genetics services do notinclude provision or training for giving risk advice based
on polygenicrisk scores. These will confer atmosta moderately increased risk —annexe D excludes
from the service women at moderately increased risk of breast cancer, so this is contradictory.

1.5.8 and 1.6.8 — These sections refer to clinical geneticists and counsellorsworking primarily outside of
the regional clinical genetics services butthe service spec is for Clinical Genetics; those working in
mainstreamed specialties are outside ofthe spec.

2.1.5 A clinical appointmentwith agenomic counsellorinvariably requires aclinical assessment. The
statement “notrequiring aclinical assessment” should be removed
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2.2.2 — Clarify whatis expected by “supporting collaboration with industry”.
There is no requirementto submit data to registries e.g. NCARDRS.

There are too many quality indicators and collecting the data will be unduly onerous. Some of the data
are notcollected systematically e.g. 105. Outcomes should be subject to review and revised ifthey are
notbe discriminatory. Clinicaloutcome

102 reads as though the proportion of cases undergoing WGSthat need to result in definitive diagnosis
orchangein clinical managementhas to be >90% - is this what is meant?

103 and 104 suggestthe same thing for foetal and rapid exomes respectively.

Point 204 about patientinvolvementgroups sounds difficultto setup in anything other than abiased
way, since mostpopulations will be much more diverse than can be adequately represented.

313 There are transition pathways in place. Does this mean thatall patients under 16 with a diagnosis
seen at any pointbefore 16 years, need to be offered a follow up appointment, even ifit is many years
sincetheir previous appointment? Will resource be put in place to facilitate this major changein
practice?

315 stipulates specific audits that should be carried out, including quality of letters and compliance with
recording consent/record ofdiscussion. Itis unclear whatthe quality standard is that this should be
measured against.

317 saysclinical genetics will have apolicy for storage and usage ofgenomic data. Does this mean we
will be able to store and access all our patients’genomic data?

Whatis the funding mechanismfor GMS? A tariffed service, based on patients seen in outpatient
clinics, will fail to deliver on the ambitious proposalson multidisciplinary working & mainstreaming, in the
shortto medium term.

102, 103, 104.

As an example 102; ‘proportion of cases undergoing WGS for a rare disease where outcome is
recorded resultingin adefinitive diagnosis or change in Clinical management’. Numerator; ‘No of
patients with outcomerecorded in patientrecord’. Denominator; ‘Number of cases undergoing WGS for
rare diseaseindication’. Threshold;‘>90% during firstyear ofclinical diagnosis'.

Realistically the % of cases resulting in adefinitive diagnosis or changein Clinical managementis at
most 20-30%.

The % would be similar for 103 & 104.

| can see why they are linked to domain 4, the assumption being thathavingadiagnosis for instance is
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a positive experience, but don’tthink these are useful quality indicatorsas different GMC’s will be
using the same testing criteriafromthe test directory & therefore would expectbroadly similar results,
so | can’t see howthey could differentiate between a well & poorly performing service.

‘317. The CGS has an operational policy for storage &usage of genomic data.’

What is meant by genomic datain this case? Does this relate specifically to the data files which will be
held by the GLH or to the reports (paper or electronic) relayed to the GMS? If the former, the GMS
would notneed an SOP

Overall, thisis a good service specificationthat captures theroles and responsibilities of the current Acknowledged Workforce and fundingto be

clinical services and | would supportit. considered as partofthe
Integrated Impact Assessment

Clearer definitions aroundroles and responsibilities of regional CGS/GMSA/NCGS and howthey

interactwould be helpful. Governance and operational
issues raised to be clarified

Governance —it feels uncomfortable that a clinical serviceis notaccountable to aspecialised or higher via Standard Operation

specialised commissioning group rather than being directly accountable to NHSE/I. Is there a reason for Procedures developed in

this? Commissioning
Implementation Phase

Who will administer and fund the networks between regional CGS/GMSA/GLHs

Re 1.6.4 — as thisis a clinical service shoulditbe inspected by CQC rather than NHSE/I

1.7 Workforce development —there is a statement the workforceis likely to increase. This specification

also increases the CGS workload particularly WGS and rapid exomes which require asignificantly

greater amount of time and more appointments than standard care. Has this been accounted for?

The quality indicators are sensible. Collecting the datamay prove more of a challenge and help /

recommendations of IT systems to capture this would be useful

Re 102/103/104 — thereis a significantdifference between recording an outcome (e.g rapid exome did

notturn up a cause) and where oneexpect 100% and where a diagnosis and or managementwas

changed (<100%) either these need separated to provide useful dataor one chosen to be recorded (or

further definition on exact measure)

308 isthere a validated survey NHSE/I recommend to capture to d eterminethe value — if notthisis not

doable. In terms of equity, do other clinical services seek this feedback?

Clinical geneticists are trained in Diagnostic Medicine —please add to role description. Acknowledged Workforce and funding to be

considered as partofthe
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There need to be commissioned systems in place thatrecognise that some patients have a particularly
high level of need for genomic analysis and may be ill-served by standard clinical evaluationby non-
experts in genomics combined with data analysis by standard filtering pipelines. Systems need to be
funded to allow for expertclinical review by clinicians with genomics expertise to undertake clinically
driven review of such patients and their genomic datain order to deliver ahigh quality genomic
medicine serviceto patients with highlevels of need eg. patients with ultra-rare disorders or those with
hallmarks ofa genetic cause for their problems but no diagnosisfromroutine testing.

Whilstthefocus hereis on Rare Diseaseitisimportantto consider inputto patients with acancer
diagnosis. Clinical genetics need funded time to attend GTABs to advise on unexpected germline
mutations discovered on somatic cancer testing.

The amountand type of data return required will place a heavy long-term burden on the submitting
services thatwill require resourcing.

We also emphasise thatthe quality ofa result is dependenton sample quality and timelinessoftesting
and Pathology is key in delivering this butrequires resource to achieve this across the service

Integrated Impact Assessment

Governance and operational
issues raised to be clarified
via Standard Operation
Procedures developed in
Commissioning
Implementation Phase

Thisis atremendous achievementto take the Service Spec so far forward, thank you.

1.1.3 - the definition of rare thatis used in the UK is fewer than 1 in 2,000 people affected. There are a
handful of genetic conditions thathave prevalences very close to this line or over it. An example would
be 22q11 deletion whichis currently estimated to be rare, but often described as underdiagnosed. What
would be the arrangements for conditionsthat are the rarestof the common?

1.1.9 - the UK Rare Diseases Framework Priority 1 of 4 is for for rare disease patients across the UK to
get a final diagnosis faster and for research into previously unrecognised conditionsto identify new rare
diseases and provide new diagnoses. Priority 3of4 commits to a vision forrare disease patients to
experience better coordination of care throughoutthe patientjourney. This policy warrants mention here
too.

1.5.8 and annex 6 with respectto qualification and registration of genetic counsellors is strongly
supported by Genetic Alliance UK

While we supportall the positive changes in this section, we would like to raise two further issues:

- diagnoses of newly identified conditions through genome sequencing - thereis unlikely to be a care
pathway or non-genomicclinicians who are aware of these conditions in detail - whatis the process for
identifying appropriate new care pathways in this context

- care pathway for non-diagnosed individuals - whatis the process forthosewho do notachievea
diagnosis throughthe mostcomprehensive genome sequencing? Is there are pathway to appropriate
specialities to make diagnoses of non-genetic rare conditions?
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Theseare probably necessary to take accountofthe above two routes of referral out of CGS?

Use of Genomic Counsellorswith no description untilthe annexe reads odd. Mostofthe workforce still
practices under Genetic Counsellor - Why would thisnotbe the term with the annexe that Genomic and
Genetic counsellorsin thisgroup? Theservice spec should illustrate this clearly atthe start or use
genetic/genomic counsellors. Itis those who practice as genetic counsellors atthis stage who will
deliverthe service.

1.5.3 — Inequality ofascertainmentusing dataand polygenic interpretationis documented. You might
need to specify the benefitof ‘which’patients. Under what criteria can these tools be used? Most
patients? Representative ofthe patientpopulation? etc.

1.6.7 forthe other specifications we use language like co-ordinate, facilitate we talk about the approach
etc — suggesting engagementwithoutany directionon how engagementshould be approached or
delivered seems shortsighted and can read tokenistic.

1.7.1 The specialistworkforce will need to increase, |don’tthink this should be a footnote but a
specification withinitself. The specialistworkforce will need to expand, train and develop networks to
supportthe growing need for genomic testing vianon-specialist clinicians

1.72. 1 think you could specify that additional staff will/sh ould be recruited if the services required in a
particular region specificallyneed itin their respective populations

1.7.4. This could be more comprehensive - supporthow?

2.1 Care pathway referral into specialistserviceis akey pointto address equity to service -thereneeds
to be a pointin here aboutinvolvementwith referrers, collection/monitoring of datato ensure that
referral into the service is equitable - developmentfor particular populationsmay be needed when
referral into genetics is notrepresentative of the population itserves

2.1.5 Do we mean ‘when a clinical examinationis notinitially indicated or needed for the management
of a patientclinical appointments can usually be offered by the GC.’ In addition There are cases where
some aspects of clinical examination particularly in cardiac and cancer cases will be undertaken by a
genetic counsellor. The need for clinical examination may become apparentafter a GC apptor formpart
of a predictive /diagnostic genomic testing and to ensure patients have full informed consent.

3.3.3 Again with new ways of stratifying healthcare and medicine the bias embedded in that
ascertainment may need to be monitored so that measures can be imbedded to ensure equity
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We are broadly supportive ofthe service specification.
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In additionto the specific concerns, as written, the documentincludes provision for activity which will
likely significantlyincrease in coming years, such as genomic medicine MDT'’s, training and education of
primary, secondary and tertiary colleagues, working with colleagues in primary and secondary care to
establish pathways for end to end care, variantinterpretation, patientengagement activities etc. While
we recognisethis is appropriate and services need to evolve to provide this; currentlyto deliver this
service specification there needs to be significantinvestmentinto genetic services. Funding will need to
be agreed to meet the specification.

For example, activity specified which is not currently funded:
141,142

Activities currently performed where activity will significantlyincrease and will need funding:
143,116, 1,19, 1,1,10, 1.5.1, 1.5.2,

1.6.1 The NHSE/I genomic unitdoes notdirectly commission the clinical service buthas asserted
authority for accountability.

This accountability naturally lies with the hosttrustand specialist commissioning teams. Peer to peer
review by networked regional services and specialistcommissioners is appropriate for a clinical service.

1.1.4 We provide specialist MDT clinics offering on-going managementfor a number genetic disorders.
The service specification should be altered to allow for provision ofthese services within Genetics, eg
for clinics such as Marfan or VHL, where the primary diagnosticand managementskillsare traditionally
within clinical genetics or agenetics led MDC/MDT, ratherthan implyingthatthese willnow be
delivered by other services such as cardiology or endocrinology.

2.1.11, we agree that thisis appropriate, but given the significantincrease in genomic testing
anticipated; this has the potential to significantly impact on consultantworkload, and will need to be
funded.

Clinical Indicators 101,102,103,104,104 will have funding/resource implications. Genomic MDT working
will need to be properly resourced ifto function well.

201 and 203. If to be meaningful they will need to be appropriately funded.
204 - Establishing and maintaining a patientinvolvementgroup will take time and resources.
Establishing the group to accurately reflectthe regional population will require agreatdeal ofinputand

will need appropriate funding.

308 To be meaningful any user survey will need to be well thoughtthrough and if mandated every 2
years will require time to organise and will need to be appropriately funded.
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317 ‘genomic data’ needs to be more clearly specified- is this raw sequence data or clinical laboratory
reports. If we have clinical records integrated into the EPR systemthese will contain laboratoryreports.
This item needs greater clarity.

319 We do notcurrently have asystem in place to capture health inequalities - this would need to be
address and funded

Annex A isan inaccurate map and needs amending to reflectthat East Berkshireis served by the OUH
Clinical Genomics service (within the C+S GLH and GMSA geography, Section 1.1.1)

Annexe B- we do nothave systems in placeto monitor deprivation scores. Wedo nothavethetools or
resources to capture this data.

Most ofthe contentofthe documents relates to the breadth ofthe clinical genetics service and Acknowledged Governance and operational

consequentlythereis very little detail with regard to cancer services. issues raised to be clarified

It seems to exclude tumour genomics so notrelevantto our group unless dealing with rare germline via Standard Operation

syndromes thatinclude lung cancer. Procedures developed in
Commissioning

There are no KPI's relating cancer genomic testing. We have spenta greatdeal oftime discussingturn Implementation Phase

around times amongstotherissues and have heard fromnumerous colleagues about theirconcerns

about the impact of transition to the GLHs. Is a more detailed service specificationrelatingto canceris

being developed?

PPl comment: My only comments are that the patientinvolvementsections seemed a little lightweight -

patientexperience to be captured every 2 years and shared with the relevantgovernance group (P13

201) who would determine who this would be? is this governance group in the genomics service, a

Trust or some other body?

11 Acknowledged Workforce and fundingto be

The specification states: ‘The provision of these opportunities to all individuals on the
basis of clinical need, in an equitable manner is a key aim of Clinical Genomics’. Whilstwe
welcome this ambition, itis notyet being realised in practice. The GMS is currently only
available for cancer patients after they have exhausted all licensed treatmentoptions.
Moving forward, Roche would like to see genomic services available to all eligible cancer
patients upfront, to directtreatment options.

1.1.8

The specification states: ‘Continued delivery of research will ensure the adoption of new

advances in genomics where there is evidence of patient benefit.” We believe that this needs to be
beyond justWGS; a comprehensive genomic environmentwould helpto

improve identification of patients for clinical trials, which would in turn make the UK more
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attractive forinvestmentin research. Currently the Test Directory is limited in its capability
and does notcover all the genes required to facilitate adoptionin research.

1.1.9
A key part of ‘education and training in Genomic Medicine’ must be tailored training for
healthcare professionals in interpreting genomic reports.

1.1.10

In relation to the third bulletpoint—we must get to a place where genomic developmentis
ahead of treatment approvalsin apathway, rather than the other way around.

In relation to the seventh bullet point, the Test Directory is notcurrently fitfor purposein
facilitating participationin research and the WGS turnaround times are too slow.

1.2
Regarding the final sentence, we must ensure that IT infrastructureis future proofed and is
set up to harmonize with clinical datainfrastructurein hospitals.

15.2
Will the genomic pathways mentioned in the firstsentence be publicly released?

154

We would be interested to understand how this ambition will be carried outin primary
care, and howthe effectiveness/success will be measured. Moreover, we hopethat
education provision for patients will be considered as partofthis.

1.8

We welcome theinclusionofclinical researchin the specification, but question the
NCGS's ability to deliver on these commitments, given thatnew genomic alterations are
notincluded in the Test Directory, meaning itisn't possible to gain funding (or to establish
routine testing) for new alterations and therefore suitable studies cannot beidentified. We
are aware of the current negative impactthatthisis having on clinical research in the UK.

1.84
As above, the Test Directory would need to expand in order to fulfil this ambition,
particularly for cancer patients.

185
We would be interested in understanding more aboutthe mechanismfor engagementin
this.

2.1




NHS

England

Roche had no commenton this specificsection.

2.2.2
In relation to the second bullet point—the currentsystem is notfit for purpose for trial
recruitment, as per previous comments

Whilstwe welcome the inclusion of ‘The CGS will have an operational policy for storage
and usage of genomic data’, we must bear in mind the importance to utilisation ofgenomic
services, developmentof pathways, assessment of technologies and research. We would
welcome more detail on the place of data collection, plansfor standardisationand
consistency of platforms for data collection and storage in genomics. Thisdatashould be
harmonised across all GLHs and the data should be collected in amanner that can be
federated with future clinical data platforms.




