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We thank Bombard and Mighton for their comments and for
recognising that our contribution “offer a timely set of
evidence-based principles that address a critical gap in
practice and policy.” We also appreciate that Bombard and
Mighton raise important points for which additional ela-
boration may be needed to ensure that the recommendations
are clearly understood by readers.

‘Duty’ to recontact and inequity

Bombard and Mighton’s first consideration concerns equity.
The authors appear to argue that not recommending recon-
tacting as a ‘duty’ and recommending that each country
operationalise recontacting in their own way has the poten-
tial to result in inequities both in access to information and in
outcomes for patients across European countries. We agree
that this is a very important issue, and we have discussed it
thoroughly when drafting these ESHG recommendations.

The overarching reason to not have recommended recon-
tacting as a firm “duty” at this time is because we believe it
would not be feasible for all contexts and could potentially
cause more harm than benefit. Specifically, recommending a
duty to recontact: (i) is unlikely to be useful or even possible
in countries with legislations which do not allow this course
of actions [1]; (ii) is likely to create significant practical and
legal issues in countries in which recontacting may be leg-
ally feasible, but extremely challenging from a practical
point of view, due to lack of resources.

As a background to further understand the context in
Europe (as opposed to recommendations made for a single
country where health care resources may be more homo-
geneously regulated and easier to summarise), the ESHG
is an international organisation which embraces members
from different countries, the majority of whom are Eur-
opeans. The aim of the ESHG recommendations is to
provide guidance to European countries on scientific and
clinical topics and issues pertaining to (medical) genetics.
Geographically, Europe currently lists 51 countries, 28 of
which are European Union members. Each country has a
unique legislation and a unique (genetics) healthcare fra-
mework (including resources such as budget, workforce,
infrastructure). Indeed, these differences may in some
cases lead to different resources being available in dif-
ferent countries. This means that a certain degree of
inequity is almost inevitable (although the freedom of
movement for healthcare through Europe does attempt to
remedy this). Stating that all countries, regardless of the
resources available therein, have a duty to recontact in
genomics, would potentially force already struggling
health care systems to make decisions on priorities that
are not in the best interest of their larger public.

Furthermore, as Bombard and Mighton also point out, a
recent survey on recontacting practices [1] reported
that recontacting is already occurring in Europe, but not
systematically, with inequalities within and across
countries. We think that the guiding principles in our
recommendations represent an important step to start
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addressing these inequalities. Arguably, inequities would
exist even if recontacting became a legal duty. Legal duties
per se would not necessarily make more resources or clearer
protocols appear, which could necessarily re-balance the
inequities within or between different countries. On the
contrary, the existence of a duty, especially in a framework
of scarce resources, might well lead to sanctions against
those centres that would not be able to comply. This would
ultimately increase the inequity.

Therefore, we opted for more nuanced recommendations,
pointing forward in a desirable direction, which might prove
to be applicable in the short term and which could serve as a
useful tool in the revision or implementation of healthcare
provision strategies.

While we recognise that leaving recontact to the discre-
tion of clinicians is imperfect, we think this is the best
option at present. These recommendations might be con-
sidered to be a first step towards possibly more binding
recommendations in the future.

Ethnicity and inequity

We completely agree that the under-representation of genome
sequence information across ethnic groups, and the potential
necessity for an increasing scale of variant reinterpretation in
these subgroups—with a consequent need for additional
recontacting—is a very important one. However, this is
potentially a broader issue of social justice and global health
such that it is more related to who is getting sequenced in the
first place, rather than what a clinic or health care region can
afford to, or is able to, or is willing to recontact patients
(although we also admit there are overlaps in these issues).

Opportunity costs

We fully agree that the opportunity costs of recontacting
deserves attentive scrutiny, and for this reason we touched
on this topic several times. Appropriate HTA studies would
inform the relevant stakeholders on the most strategic and
effective resource allocation, which will be crucial to
implement recontacting strategies.

Clinical and personal utility

We thank Bombard et al. for very pertinently mentioning the
difficulties in defining clinical and personal utility. The contents
and thresholds of clinical and personal utility are complex and
continue to be debated with no clear consensus [2, 3]; these
notions clearly merit further and more comprehensive discus-
sions, which were not the focus of our recommendations.

Within the context of clinical genetics, with its particular
ethical and familial complexities, and in a scenario of a
progressively personalised medicine, rather than proposing
an operational definition of clinical and personal utility we
contend it would be wiser and more workable to suggest
tailoring them to the patient’s condition and the family’s
overall situation, recognising that flexibility of judgement in
this context should be granted to the clinician in charge.
Indeed, as we proceed, more evidence can and should be
gathered on reasonable thresholds for personal and clinical
utility given available resources and capacity in the context
of the jurisdiction, culture, clinic or family.

We are pleased to have already received these con-
structive comments from colleagues as this shows the utility
of our Recommendations to contribute to the discussion and
further the research in this setting. We also hope that they
can be helpful in driving implementation of recontacting in
genetic clinics.

We expect to revise these recommendations in a few
years, by which time we hope that more evidence will be
available to inform our future policies.
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