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Research Letter

Participation by Clinical Geneticists in Genetic
Advocacy Groups

To the Editor:

For health care professionals (HCPs), patients and
families alike, genetic advocacy groups play an impor-
tant role in dealing with genetic diseases and birth
defects. The Genetic Alliance currently lists over
300 member groups [Genetic Alliance, 2002]. These
organizations vary greatly in size and structure. Many
start out as a few concerned families leading an informal
‘‘kitchen table’’ operation. Over time, they may mature
into a large international association with bylaws, non-
profit status, fundraising, and well-organized executive
and medical advisory boards [Walker, 2002]. Although
the initial goal may be emotional support and assistance
in dealing with a challenging disease, many organiza-
tions undertake the roles of education, advocacy, and
research [Terry and Boyd, 2001]. As described by Terry
and Boyd [2001], groups such as PXE International have
promoted a new advocacy model. Beyond participation
in research and donors of their own genetic material,
advocacy groups may advance to become active and
critical collaborators.

The role of HCPs in a genetic advocacy group is
usually viewed as a mutually supportive relationship.
Weiss and Mackta [1996] describe it as a ‘‘partnership
between consumers and professionals’’ and offer ‘‘points
of reference’’ for the role of the HCP. Table I lists
guidelines describing the participation of HCPs in
advocacy groups as recommended by the Genetic
Alliance. Over time, the role of HCPs has evolved from
informal consultant to roles including pro bono exam-
iner at advocacy group meetings, integral board mem-
bers, and research liaison. The type of communication
has been extended from lectures and casual conversa-
tions at group meetings, to electronic mail (e-mail)
solicitation and chat room host [Walker, 2002].

Although the role of HCPs is fundamentally a
volunteer activity to help affected patients and families,
there is no doubt that HCPs also benefit. Geneticists

readily admit the unique opportunity to meet many
individuals with a rare disease, which may interest
them. Truly, HCPs learn as much from the group
members as the group members learn from the HCPs.
Beyond the education derived from social encounters,
the advocacy group meetings may be a forum for re-
search. This may be viewed as less altruistic [Walker,
2002] than pure pro bono membership, but it provides
practical access to research participant, and even fund-
ing for research [Terry and Boyd, 2001]. Other interests,
which play a role in advocacy group participation, in-
clude ego (reputation), intellectual curiosity, and duty
[Merz et al., 2002]. The consumer and HCPs in a advo-
cacy group may have diverging agendas, which is not
necessarily a deterrent to collaboration. However, there
is a need to acknowledge different goals and motivations
to ensure that the relationship is transparent and
mutually understood [Terry and Boyd, 2001].

The activities of HCPs in a genetic advocacy group
present a variety of practical issues not experienced
elsewhere. As in the setting of a traditional consulta-
tion, respect for patient confidentiality is a keystone of
genetics [Table I; Reilly, 2002]. The information shared
by a patient with a professional in a formal consultation
is recognized as private. However, there are no guide-
lines for the information gleaned at advocacy group
meetings, from reading e-mail lists or hosting chat-
rooms. In each situation, a consumer willingly discusses
their medical issues in an open forum. Frequently, there
is no advice given to the consumer or HCP participant
about the limits of confidentiality in these settings, e.g.,
‘‘nothing leaves this room,’’ or ‘‘it’s out in the open for all
to share.’’

Participation in genetic advocacy groups is generally
not part of the formal training curriculum for HCPs, in
general and physicians, in particular. The HCP who
cares for a patient(s) with a genetic condition may follow
the same path as the patient in seeking information. A
search of the literature and Internet websites may
acquaint the HCP with a local and/or national advocacy
group. Besides using the group’s educational materials
or attending a meeting, an HCP may increase their
involvement through active membership. Depending on
the level of interest and expertise, the HCP member may
take on a more prominent role as ‘‘expert.’’ Occasionally,
a trainee is invited to an event by a mentor who has been
active with the group. Though not part of a formal
genetics curriculum, the experience supplements the
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clinical training. Widespread participation in advocacy
groups is acknowledged anecdotally. Data are needed to
understand the extent to which HCPs participate in
genetic advocacy groups, and in what context or role.

To gauge the magnitude of participation and breadth
of activities of HCPs, a survey was distributed to one
specific group of physicians. These were the medical
geneticists/dysmorphologists who attended the David
W. Smith Workshop on Malformations and Morphogen-
esis August 7–11, 2002 at Furman University in
Greenville, South Carolina. A one-page 10-question
survey was included with the abstract book and other
meeting materials, which were distributed to the
attendees at the meeting registration. The survey had
been approved by the Human Rights Committee (HRC)
Institutional Review Board (IRB) at the Brigham-

TABLE I. The Genetic Alliance’s Guidelines for Health Care
Professionals who Participate in Genetic Support Groups

Provide background material and expertise to assist in policy
development

Advise staff and board in area of expertise
Offer technical assistance to selected projects where requested
Participate in drafting documents or informational pieces as

requested for distribution
Review and/or make recommendations on publications and

statements
Foster partnerships and collaborations within advisor’s commu-

nity of expertise
Promote lay advocacy group programs, activities, education
Respect the confidentiality and privacy of the individuals and

group
Promote informed decision making for individuals without

coercion

TABLE II. Results of a Survey of 67 Geneticists who Participate in Genetic Lay Advocacy Groups

Question Response Number (% of 67)

Based on whether one had ever been involved:
Worked with lay advocacy groups 1–2 groups 28 41.8

3 or more 39 58.2
Total 67 89.3

Participated at lay advocacy group meetings No 0 0.0
Yes 67 100.0

Gave a lecture, pro bono 60 89.6
Participated in a panel discussion 46 68.6
Conducted research at a meeting 24 35.8
Met with families informally 45 67.2
Met with families as official examiner 32 47.8
Helped organize meeting 29 43.3

Compensated financially for meetings No 36 53.7
Yes 31 46.3

Transportation 20 29.8
Honorarium 9 13.4
Lodging 17 25.4

Involved with activities using the internet No 32 47.8
Yes 35 52.2

Belonged to member email list 14 20.9
Hosted chat room dialogue 2 3.0
Assisted in design of web site 7 10.4
Responded to email questions 33 49.2

Served on a medical advisory board No 23 34.3
Yes 44 65.7

Involved with research None 24 35.8
Yes 43 64.2

Reviewed grants 1 1.5
Informed group of a project 27 39.4
Conducted research at meeting 21 31.3
Collected clinical data at meeting 28 41.8

Performed other activities Helped organize group 2 3.0
Trustee of group 1 1.5
Served as a camp physician 1 1.5
Assisted with fundraising 1 1.5
Wrote educational materials 33 49.2

Aware that group as guidelines for HCPs No 25 37.3
Yes 33 49.2

General 21 31.3
Specific 11 16.4
Not stated 1 1.5

Don’t know 9 13.4
Considered relevant issues Confidentiality, e.g., patient information provided freely at

meeting, but without formal consent
52 77.6

Potential conflicts of interest, e.g., being interested in
research while serving in a pro bono capacity

44 65.7

Medicolegal liability 48 71.6

HCP, health care professional.
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Women’s Hospital in Boston, Massachusetts (protocol
#2002-P-000587/1).

Of 108 attendees, completed surveys were received
from 75 (69%) clinical geneticists. Most (62, 83%) re-
spondents were from the United States, with additional
participation by attendees from Canada (5), Europe (7),
and South America (1). Eight attendees (11%), three of
whom were trainees, had not worked with any advocacy
groups and did not complete the survey questions about
participation. Table I presents the results of 67 re-
spondents. (All percentages in the text have been
rounded). This descriptive study provides the first
report of the frequency of participation and roles of
medicalgeneticists ingeneticadvocacygroups (TableII).

The high frequency of participation by these geneti-
cists in advocacy groups (89%) suggests that this group
of genetic physicians extend their clinical, educational,
and social activities with patients and families beyond
the traditional setting of an office or clinic. Also
impressive were the number who belonged to three or
more groups (58%) or served on an advisory board (66%)
and the number (63) of groups represented (Table III).
The respondents provided a large variety of services
including education, examination, and organization.
Slightly fewer than half (46%) had ever received finan-
cial compensation for participating at a support group
meeting. Not surprisingly, the Internet and email are
important parts of support group activities with 52% of
attendees being involved in an e-mail list, chat room,
web site, or e-mail correspondence. Some involvement
with research activities was reported by 64% of the
respondents.

The study asked respondents to indicate whether they
felt that three issues were ‘‘relevant’’ to their involve-
ment with advocacy groups. Most acknowledged that
patient confidentiality (78%), potential conflicts of
interest (66%), and medico-legal liability (72%) were
relevant. In addition to the official replies, comments
were offered by several respondents (some editing was
done for grammatical purposes). One cautioned that too
much attention to the above issues would cause HCPs to
be ‘‘out of the dialogue.’’ Another voiced reassurance
that the ‘‘association with families is a mutual give and
take with everyone benefiting.’’ This was echoed by a
comment to not ‘‘call it a conflict of interest, research
benefits both,’’ followed by an acknowledgement about
worrying ‘‘about the liability, but refuse to let it stop me.’’
A concern was offered that ‘‘groups expect/demand
participation, believe that grants cover expenses, which

TABLE III. Genetic Conditions Represented by Lay Advocacy
Group Participation*

Genetic condition
Participation
by geneticists

Chromosome abnormality
Down syndrome 8
Trisomy 13, trisomy 18 7
Turner syndrome 6
Fragile X syndrome 6
1p35 deletion 2
22q13 deletion 2
Klinefelter syndrome 1
11q deletion (Jacobsen syndrome) 1
Pallister–Killian syndrome (Tetrasomy 12p) 1
Other rare chromosome syndromes 1

Microdeletion syndrome
Prader–Willi syndrome 8
Deletion 22q11 spectrum, Velo-cardio-facial

syndrome, DiGeorge syndrome 7
Angelman syndrome 2
Smith–Magenis syndrome 1
Miller Dieker syndrome/lissencephaly 1

Mendelian syndrome (proven or suspected)
Neurofibromatosis 16
Williams syndrome 7
Kabuki syndrome 7
Costello syndrome 5
Achondroplasia and other skeletal dysplasia 5
Marfan syndrome 5
Sotos syndrome 3
Smith–Lemli–Optiz syndrome 3
FG syndrome 3
Cardio-Facio-Cutaneous syndrome 3
Cornelia de Lange syndrome 3
Retinitis pigmentosa 2
Noonan syndrome 2
Huntington disease 2
Ectodermal dysplasia 1
Marden–Walker syndrome 1
Russell–Silver syndrome 1
Barth syndrome 1
Spinal Muscular Atrophy 1
Alagille syndrome 1
Cystic fibrosis 1
Schinzel–Giedion syndrome 1
Mucopolysaccharidoses 1
Metabolic disease (not otherwise specified) 1
Osteogenesis imperfecta 1
Nager syndrome 1
Joubert syndrome 1
Nonketotic hyperglycinemia 1
Progeria 1
Fabry disease 1
Rubinstein–Taybi syndrome 1
Beckwith–Weidemann syndrome/hemihyper-

trophy 1
Maple syrup urine disease 1
Androgen insensitivity 1
von Hippel–Lindau syndrome 1
Tuberous sclerosis 1
Muscular dystrophy 1
Proteus syndrome 1

Teratogen
Fetal alcohol syndrome 3

Other
CHARGE association 4
Cleft lip and palate 3
Spina bifida 3
Congenital heart defects 2
Pregnancy loss 1

TABLE III. (Continued )

Genetic condition
Participation
by geneticists

Support after termination 1
Autism 1
Congenital diaphragmatic hernia 1
Restricted growth 1

One respondent reported 20 groups, not otherwise specified.
*Because the names for different support groups differ by region and
country, the groups are represented by genetic condition rather than the
specific group name.
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is unrealistic.’’ One respondent wondered if ‘‘health pro-
fessionals are actually knowledgeable about the specific
condition. Informed consent continues to be of quintes-
sential importance.’’

This pilot study provides a glimpse into the activities
of some HCPs in genetic advocacy groups. Understand-
ably, there are inherent limitations to its general-
izability. It was limited to one type of HCP, i.e., a
physician trained in medical genetics and/or dysmor-
phology. Additional information is needed about the
activities of other HCPs including genetics counselors,
non-genetic physicians, and basic scientists. Beyond the
simple assessment of how many HCPs work with how
many groups are their roles and activities within the
groups, expectations, and potential liability. There is no
dispute that patient privacy and confidentiality are
cherished. The ever-expanding array of clinical encoun-
ters poses new dilemmas in defining and preserving
those goals. Although 50% of respondents reported that
at least one of the groups they worked with had
guidelines for HCPs (more often general than specific),
additional research is needed to clarify the role of HCPs.
Lay advocacy groups and HCPs can both benefit from
productive partnerships.
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