Joint Committee on Medical Genetics

The Royal College of Physicians The British Society for Human Genetics The Royal College of Pathologists

RCP 11 St Andrews Place RegentsPark London NW14LE

The sxth meeting of the Joint Committee on Medica Genetics was held a the Roya College
of Physicians on Tuesday 27" September 2000 at 2.00 pm

Present

Professor Peter A Farndon Chairman RCP

Dr Julie Crow RCPeth Regigtrar
Professor Neva Haites BSHG Chairman
Dr Stephen Abbs RCPath

Dr Naomi Brecker NHSE Observer
Dr John Tolmie RCP JCHMT SAC
Dr Jll Clayton-Smith RCPCH

Professor Dian Donnai CMO Adviser

Dr Rob Elles BSHG

Mrs Margaret Fitchett RCPath

Dr Alan Fryer RCP

Dr Helen Hughes BSHG

Professor Noor Kalsheker RCPath

Professor Sue Macolm RCPath

Professor Robert Mueller (RCP)

Professor Peter Soothill RCOG

Dr VirginiaWarren FPHM

Mr Peter Plume RCP Committee Administrator
In Attendance:

Dr Cyril Chgpman and Dr Ron Zimmern

1 Apologiesfor absence/Wea come/l ntroduction

Professor lan Gilmore (RCP Regigtrar).

Apologies for absence were received from Mr John Barber (BSHG), Dr Paul Brennan (RCP
tranee), Ms Caoline Browne (RCPath trainee), Professor Michag Connor (Scottish
Colleges), Dr Dennis Cox (RCGP), Dr Lorrane Gaunt (BSHG), Mrs Penny Guilbert
(BSHG), Mr Alagtair Kent (GIG), and Mr Anthony Taylor (DH Observer).

2 Minutes

The minutes of the meeting held on 24 May 2000 were confirmed and signed.
3 Matters Arising from the Minutes
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3.2

Patents and genetic testing

a) Report on BRCA tedting discussions

Dr Brecker reported that a “memorandum of undersganding” was being drawn up with
Rosgen, and was in its fina stages of preparation. This would be circulated widdy, induding
to the Joint Committee and comments sought.

It was noted that press reports of an agreement having been signed with Rosgen Ltd were
untrue.

Action: the Chairman would distribute the memorandum to members for comment
(who may consult widely within their professions) after which he would reply to the
Department of Health

b) Rosgen (Document)

The Chairman had received a letter from Rosgen Sating their interest to work closdy with
organistion such as the Joint Committee to ensure that their services were offered “in a
proper and responsible fashion”. They asked whether a representative could attend the next
meeting to address the concerns of members. They dso asked whether it would be
appropriate to grant Rosgen observer status at the Joint Committee meetings.

It was agreed that the chairman would invite representatives from Rosgen to the next meeting
to give a presentation of their proposals for providing a service, and to explain parts of ther
lesflet  (such as the term “genetic counsdlor”.) Professor Donnai had concerns about the
provison of counsdling as it gppeared that women will not be able to underteke the test
commercialy unless counsdling has teken place. Rosgen would be asked to prepare a
summary to be distributed before the meeting, in kegping the committee sway of working.

It was agreed that the time was not right to grant a commercial organisation observer status to
Joint Committee meetings, but that in future, an industry representative may be appropriate.

Professor Mudler pointed out that it was important that the committee would be willing to
receive presentations from other companies in the future when appropriate.

Clinical governance

a) Clinical Genetics Society Implementation Group

Dr Hughes confirmed that the Clinicd Genetics Society had set up a working group of 16
(including trainee representatives) to undertake an implementation and devel opment plan.

Four main topics would be considered:
Guidelinesre follow-up and recal
Lettersto families
The dinica genetic management of cardiomyopathy (as amodel)
Presymptomatic testing
Dr Hughes was contacting NICE to inform them of thisinitiative.
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3.5

b) Nationa confidentid enquiry into genetic counsdling by non-geneticists (CEGEN)

The charman confirmed that he written to the President of the Royd College of Physicians in
response to information about CEGEN received by the President, who had forwarded it the
Joint Committee.

One of CEGEN's recommendations had been the need for a nationd policy for improving
undergraduate and postgraduate medica, nursng and midwifery education in genetics, and
the requirements for dinicad governance. The chairman had outlined the initiatives which the
joint committee were indituting, which had been forwarded to Professor Harris. Details of
these are in other section minutes of this meeting.

Professor Harris has confirmed that a presentation on CEGEN is being given to NICE a ther
meeting on 29™" November.

Genetics proformafor antenatal care  (Document)

The charman confirmed that he had written to the Presdents of the Roya College of
Obgtetricians and Gynaecologists, the Royd College of Generd Practitioners, and the Royd
College of Midwives with the proposd from this committee that in the long term there should
be an attempt to devise a genetics proforma for use in antenatal clinics. In the interim, he
asked for their opinions on reviewing the lists of diseases in the Nationa Pregnancy Record
about which specific enquiries were made at the antenatal booking clinic. Responses are
awaited.

Professor Soothill commented that the existing Nationa Pregnancy Record was likely to form
the template for the eectronic record, and therefore work on improving the checklis may be
beneficid. He fdt that, dthough more difficult, it may be worthwhile compiling a document
from this committee on the standard of “genetic care’ which should be offered in the
antenatd clinic.  The committee agreed tha there was a need to define what condtituted a
“genetic disease”, that the standard of care proposed should be deliverable, and that such a
proforma would need be accompanied by training opportunities (provided by the genetic
community) for antenata clinic and primary care Saff.

Action: Professor Soothill would convene a small group to consider thisfurther
Medical Devices Agency

a) In vitro diagnostic device directive

The charman has written to the MDA following advice from Dr R Elles The Joint
Committee has welcomed the directive as a protection for patients from sub-standard test kits.

b) CV S trangport medium

The Committee noted an MDA dert over the use of CVS transport to flush out CV'S cannulae
and supported the recommendation that norma saine should be used.

United Kingdom Haemophilia Certre Directors Genetics Working Party
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Dr A Fryer reported that he had attended three meetings. The Working Party had discussed
provison of service, gene thergpy, and testing of minors for carier status. They were dso
concerned with issues of consent and confidentidity, and will be interested in the report of
the Joint Committee's Consent and Confidentidity Working Party. Dr Fryer commented on
the amilarity of issues concerning both the Haemophilia Directors and this Committee.

Member ship of Consent and Confidentiality Working Party

The remit is “to identify issues of consent and confidentidity specificaly related to genetics
and produce guiddines for practice’.

The members of thisworking party are:
Dr FionaDouglas (chair)

Professor Alexander McCal- Smith (Vice-chairman, Human Genetics Commission)
Professor Neva Haites

Ms Penny Guilbert

Dr Elaine Gadd

Dr Carol Chu

Mr John Barber

Dr Stewart Payne

Mr Aligar Kent

Dr Judith Goodship

Mr Marek Sergot

The chairman of the Joint Committee will be an ex officio member.

The first meeting is being held in Newcastle on November 27". Questionnaires will be
distributed to genetics units about current practice.

Nuffield Trust Genetics Scenario Project  (Document)

This report was warmly welcomed by the committee, and Dr R Zimmern led a discusson on
the main recommendations. The am had been to assess the likely impact of genetics and s0
lead to recommendations about services The two main drivers had been identified as the
ddivery of the science and public acceptance. Recommendations were in seven man aress
regulatory framework, educationd drategies information and confidentidity, financid
framework for hedth, commercia congderations, invesment in the basc science base and
hedth and hedth service provison. It was noted that there was a need to foster partnerships
between academia, the NHS and industry particularly for the last three.

The Chairman was concerned to know if a mechanism exised for implementation of the
report’'s recommendations. Dr Zimmern advised that the Nuffield Trus was organisng a
Scoping Meeting on October 25™ to inform a further meeting in the Spring.



Public Health Genetics Unit

Dr Zimmern reported that the first part of the Summer School for Commissoners had been
oversubscribed and much appreciated by participants.

He expressed his concern that no forma links existed between genetics committees and the
Nationa Screening Committee.  The Joint Committee noted that one of our members,
Professor Neva Haites, was a member of the Nationd Screening Committee.

Dr Zimmern advised members that he was currently a member of the Hedth Technology
Assessment Screening Committee, and that from 2001, he would take over as Chairman.

He presented two new initiatives of the Public Health Genetics Unit:

a) Seting up a network of hedth economigts to consider issues in the provison of genetic
services

The Committee welcomed this initiative to inform the debate about outcomes of genetic
sarvices, but Professor Donnal expressed the hope that the group would address and study
issues such as hedth gain rather than usng smple measures (for ingance, counting numbers

of patients seen/samples processed).

b) Applying the“cancer modd” to other groups of diseases

Dr Zimmern suggested that the modd which has been gpplied to determine which families
are a highest risk of inherited forms of cancer might be gpplied to cardiac disorders, such as
cardiomyopathies. He had been in discussons with Professor Steve Humphries, and a one
day meeting was being proposed in the Spring to explore this.

DNA Services

a) Working Group on L aboratory Services in Genetics (Document)

A copy of the summary of the report of this Working Group (Chaired by Professor Martin
Bobrow) had been circulated to Joint Committee Members. Dr Brecker introduced the
report.  Although the main focus was on laboratory services, the report emphasised that these
were interconnected with the provison of clinical services. The report recommended the
need for a nationd drategy and co-ordination, with the setting up of a nationd group to
oversee this. Dr Brecker confirmed that the Working Group report was to be on severd
agendas, including that of the NHS Executive Board. Any feedback would be welcomed
from the Joint Committee.

The Charman undertook to didribute the report’s appendices by emal to the Joint
Committee. A printed verson of the complete report would be distributed to Joint
Committee members immediately on publication which was expected within afew weeks.

Action: Chairman
Professor Kalshaker noted disappointment that the report did not address how the genetic

laboratory sarvices would link up with the edtablished network and infragtructure of
pathology laboratories in other disciplines. Mrs Fitchett agreed that it was important that



there was co-ordination of services provided by genetic laboratories and those genetic
laboratory tests provided by other pathology |aboratories.

The Chairman was asked to write to welcome the report as its proposas will strengthen the
svice to patients, but there was concern that a mechanism be agreed for the
recommendations to be indituted. The Charman thanked the British Society for Human
Genetics for agreeing to defer its own proposds and plans for laboratory genetic services
until Professor Bobrow’s report had been published, but in so doing the British Society had
been very mindful of the problems encountered now by the genetic laboratories and how
urgent solutions were needed. The Chairman would emphasise to the Department of Hedlth
there were problems now which needed to be addressed in the light of Professor Bobrow's
report for the future.

Dr Brecker asked that if a nationad advisory group to implement the report were agreed, the
Joint Committee would work with the Department of Hedth in setting up such a group. The
Committee welcomed this.

b) L etter from British Society for Human Genetics ~ (Document)

The Presdent of the Clinicd Genetics Society and Chair person of the Association of Genetic
Nurses and Counsdlors had written to the Presdent of the British Society for Human
Genetics with concerns about adequate pre and post test counsdling and information with
regards to the potentia growth of molecular genetic testing in non NHS laboratories. There
was concern over potential misinterpretation of molecular tests by untrained professonds. It
was important that counsdling to the standards found in the NHS genetic services were
explicitly funded in service agreements where private laboratories may be asked to provide
molecular testing for the Nationa Hedth Service, and that genetic tests provided privately
had aleve of counsdling and support to an agreed standard.

In discussion, education and training of non genetic professonds were again highlighted and
the workforce planning implications these would have on the exising genetic services. Dr
Brecker confirmed that the Depatment of Hedth was very aware of many of the issues
contained in the letter, and that the clinicd and laboratory service requirements of genetic
testing for predigpogtion to familid forms of cancer were recognised in the nationd cancer

Strategy.

The Chairman undertook to ensure that the letter had been passed on to the Department of
Hedth.

Human Genetics Commission (Document)

a) The work programme of the Human Genetics Commission was noted. The HGC has
decided that its first priority should be to set up a working group relating to storage protection
and use of genetic information. The HGC will continue to review (either through its own sub
groups or through links with outsde organisations) proposds in reaion to NHS genetic
savices (through the genetics drategy project), developments in genetic testing, socid and
ethica issuesin relaion to patents, and reproductive choice issues.




b) Patients panel. The Charman had written to Minister Yvette Cooper welcoming the
edablishment by the Human Genetics Commisson of a paients paned. The Joint Committee
had agreed with the Genetic Interest Group that the absence of anyone representing patients
with genetic disorders was a mgor omisson on the HGC, athough there were representatives
from the British Association of Disabled People and the Consumers Association.

Department of Health/NHS Executive

a) References to gendtics in “the NHS plan”. (Document) It was noted (paragraph
11.15) that the Government intends to commisson NHS research and development in
“medica knowledge paks’ to “evauate al aspects of the emerging developments in
genetics, from the laboratory testing to the requirement of counsdling of paients’. As far as
could be ascertained, no further information about these is available yet.

b) Revised quidance on laboratory containment meesures  for  work  with dinicd
cytogenetics and tissue samples.  (Document)

The Joint Committee supported this guidance.

C) DH/NHSE Review of Genetic Services

Dr Brecker commented on the need to bresk down adminigtrative boundaries between the
Depatment of Hedth and the NHS Executive and that a new unit was being established with
Sir John Pattison as Sponsor/Director.  This would bring together currently disparate groups
in Government involved with human genetics. Further details were awaited.

d) Commissioning Workshop, June 2000

A Workshop for Commissoners had taken place in June to encourage sharing of good
practice over current commissoning arrangements.  In addition, work on future arrangements
for commissoning genetic services (as with other regiond specidties) was being undertaken
with the London Regiona Speciaised Commissioning Group taking the leed.

Severa members of the Joint Committee had attended a meseting earlier in the day where the
London Regiona Specidised Commissoning Group were conddering what should be
included in the definition of genetic sarvices as a Specidty. A draft definition had been
produced and further work on this by members of the Joint Committee would be welcomed.

It had aso been identified that different genetics units used different contract currencies. The
London Regiona Specidised Commissoning Group had requested that the Joint Committee
condder work towards the obtaining of consensus of clinicdl and laboratory contract
currencies.  Dr Elles commented that the Clinical Molecular Genetics Society dready collects
dandardised data and the format of these may be useful in further discussons. It was noted
thet severd different systems for measuring clinical activity werein use.

It was agreed tha the Chairman would consult members outsde the meeting and consder
forming aworking party, involving regiond genetics centres.



€) Genetics Strategy project

Dr Brecker reported that the Planning Divison of the Depatment of Heath was undertaking
a gendtics drategy project to identify service models which might be appropriate for 2010.
This project should be reporting towards the end of the year.

Genetics Education
It was noted that severd other organisations including the Human Genetics Commission, the
Wdlcome Trug, the Public Hedth Genetics Unit and nurses and midwives were adso

congdering this subject.

a) Genetics knowledge/education for non genetics professonds

Dr Clayton-Smith noted from the results of her survey that there are very differing thoughts
on what sort of genetics education is needed, and that the content and form need to be tailored
to different groups with the support of a more formalised structure,

b) Discusson on genetics education for Physcians, the Royd College of Physcians
Medica Speciaties Board.

The Chairman reported on the response from other medical specidties to a document he had
prepared asking for views on genetics education for physicians. Responses have been
receved from generd intend medicing, genito-urinary medicine, gastroenterology and
hepatology, rheumatology, clinicd pharmacology and thergpeutics and geriatric medicine.
They were remarkably smilar asking geneticists to suggest the advances in genetics which
would be important for the practice of their specidties. They dso suggest that objectives and
core competencies for specidis regigrars in ther subjects with regad to genetics be
identified. This teaching should be provided by geneticisd The Presdent of the London
Roya College has asked the other specidtiesto reply.

¢) Undergraduate medical training in genetics

Professor Haites reported some results from a questionnaire organised by the Wellcome Trust
on undergraduate (medicd and nursng) traning in genetics. Professor Haites felt that there
was a willingness to condder a naiond curriculum for medical schools to ensure that the
basc core subjects are covered. The am would be to develop a consensus view of the
curriculum, rather than a specification asto how it should be taught.

The Chairman and Professor Haites would be discussng with the Wellcome Trust a possible
source of funding to organise a meeting of medica schools to discuss this further.

d) Nationd training course for genetics

The Charman commented that setting up a nationd training course in genetics appeared to be
one way forward which would meet many identified needs. In the firs insance it would be
envisaged as a nationad modular course for specidist regigtrars in clinicd genetics, but it
could be expanded with other modules for registrars in other specidties. The core genetics of
such a course would aso be appropriate for other professonadsin the genetic services.

The Charman was seeking funding to st up a meeting to condder this further including
identifying curriculum content and objectives.



10

11

12

13

Role of the Clinical Geneticist (Document)

Dr Hughes presented a report on the role and respongbilities of the clinica geneticis. The
Joint Committee fdt that this definition would be extremdy hepful, especidly in manpower
srategy discussons.

Genetics Databases: House of Lords Committee on Science and Technology(Document)

It was noted that many issues rased were within the remit of the Human Genetics
Commisson, but the House of Lords Committee is investigating current and planned genetic
databases. Comments had been received before the meeting (in enclosures) from Dr Fiona
Douglas and Dr Mike Creasey and it became apparent that several members of the Joint
Committee and its congtituent organisations had plans to respond.

Guidancefor Ethical Committees on Genetics (Document)

Dr Cyril Chgpman had been invited to discuss the practicd problems of submisson of
genetic projects to ethicd committees. Many genetics projects (especidly where rare
disorders were concerned) involved reatively few patients geogrephicdly widdy separated.
The exiging mechanism for multi-centre trials was often inappropriate for genetic projects.
Dr Chgpman commented that guidance and recommendations for handling projects involving
“genetics’ would be extremely helpful for medica research ethics committees.

The Chairman believed that nationa guidance for loca research ethics committees and multi-
centre research ethics committees was being consdered and therefore time was opportune for
the genetics community to offer advice and guidance, which he understood would be
welcome. It was agreed that Dr Chapman would form asmal group to congder this further.

Action: Chairman
Mattersfrom the Royal College of Physicians

a) Physicians in the pharmaceutica industry. (Document)

This RCP publication was discussed to consgder whether it required any amendments
soecificdly reating to genetics. It was felt that the document dedt largely and successfully
with the issues of prescribing and drug trids, but not with tests performed in a commercia
stting. Do NHS dinicians have responghility to explan to patients the sgnificance of a
genetic test performed through a pharmaceutica company? It was not considered that gene
thergpy and gene thergpy trids posed any maters different from those dready in the
document.

Pharmaco-genetics was seen as one area where there may be ethical issues related to whom
will be peforming genotyping so that drug trestment can be tallored.  Will the
biotechnology/pharmaceutical  companies themsdves want to supply the tests with ther
drugs? It is obvioudy good practice tha a physician should be aware of any tet that is
avalable tha would dter a person’s drug response and inditute such tests. The same
principles apply to consultancy fees asin the existing document.
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A Clinicdan's redionship with a phamaceuticd company who wishes to determine
susceptibility to multi-factorial  diseeses by teding large numbers of patients was dso
discussed.

These comments will be passed on to the College.

b) Consultant Physicians working for patients, Manpower assessment

Members of the Committee had previoudy been involved in identifying the components of a
conaultant clinical geneticist’s work, and suggesting the time commitment associated with
these components. It had been possble, assuming a full-time consultant providing a dinica
savice (without clinical director responghilities, teaching or research) to cdculate that a
minimum of three whole-time equivdent consultant clinicd geneticits were required per
million populetion. This figure was remarkably smilar to tha edimaed, usng different
methodology, by the Clinica Genetics Society recently.

c) GMC Proposasfor revaidation

The Chairman had consulted severad members of the Committee to formulate a response to
the Royd College of Physcians about the gpplicability of the Generd Medicd Council’s
proposals for revdidation to clinical genetics It had been fdt that the GMC proposas for
revaidation would apply to the specidty of dlinica genetics without amendment.

d) Continued professiona development committee

It was noted that the London Roya College had st up a continuing professond development
committee.

Manpower and Training

a) RCPath, SAC Professor S Macolm

It was noted that there were two unfulfilled NTNsin genetic pathology.

The “gendtics curriculum” is avalable in the “tranees’ section of the Royd College of
Peathologists website.

b) SWAG specidty review clinica genetics Professor R Mudller.

The Joint Committee was delighted to hear that, after a great ded of pressure over a
condgderable period of time from the genetics community, it gppeared that there would be no
further reduction in traning numbers for specidis regidrars in clinicd genetics and that
there was the possibility of 30 new posts being made available over the next 3 years to fill the
projected number of consultants. The Joint Committee recommended that consderation be
given to placing trainees in centres where al the educetionad objectives can be met, rather
than digtributing the trainees on an even geographica basis.
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¢) JCHMT SACindlinicd genetics Dr JTamie

Dr Tolmie commented that JCHMT wishes the curriculum to be re-written in a standard
form, and tha the firgt draft should be avalable by the end of the year. The new form makes
competencies clear, but Dr Tolmie warned that increased consultant time would be required
to administer and meet the new system.

Publicationsreceived

a) RCOG/RCPath Joint Working Party Report on Feta and Perinatd Pathology (awaiting
publication on RCOG and RCPath websites)

b) Genetics Law Monitor (http://mww.geneticdavmonitor.com)

¢) Genetic Research and Y ou (legflet from Consumers for Ethics in Research)

(Document)
d) Genetic screening: technicd and ethical issues. Recommendations and  background
document from the European Society of Human Genetics Professond and Public Policy
Committee.

Dates of Future Meetings

Tuesday 16 January 2001 at 2.00 pm at the RCP
Wednesday 23 May 2001 at 2.00 pm at the RCP
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