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We thank Townsend et al.1 for their comments on our recently
published paper.2 In their comments, they express their disagreement
with the following recommendation: ‘...it is suggested thaty clinically
manageable disorders affecting the patient... must always be disclosed
to the patient’ ‘yon the other hand, the possible disclosure of other
types of information.... should be discussed and agreed upon in
advance with the patient during the informed consent process’. In
their view, the first sentence is paternalistic.

We fully agree with Townsend et al.1 that the autonomy of the
patient has to be preserved. This means that his/her decision to not
know the results of a given test should be respected. We assumed that
patients, after being fully informed of the usefulness and limitations
of WGS testing, would make an informed decision on whether or not
to undergo the test. Once the process has started, they could decide
not to have the information obtained disclosed to them. The patient
should inform his/her physician accordingly, and his/her decision
should be respected. However, we do believe the physician should
inform the patient in writing that the results are available and on file
in the doctor’s office, ready to be shared if he/she changes his/her
mind. When we mention that ‘... it is suggested thaty clinically
manageable disorders affecting the patient... must always be disclosed
to the patienty’, we refer to the responsibility of the physician to
inform the patient, with the final decision to be made by the latter.

Having said that, we would like to further reflect on the situation we
are discussing, where two of the basic ethical principles, autonomy and
justice, should be carefully considered. When we suggest that ‘clinically
manageable disorders affecting the patient... must always be disclosed
to the patienty’, we are taking into consideration that (a) WGS is a
diagnostic test; (b) in this context, the use of WGS results related to a
present disorder would be useful for subsequent decisions about the
management of the disease; (c) the patient, in a given moment, has
made a judicious decision about the option of knowing what
information WGS could provide to him/her (and the attending
physician); and (d) when WGS is prescribed in the National Health
Service clinical setting, the chronic constraints on economic, human
and material resources mean the patient should be fully aware of the
responsibility that he/she assumes when deciding to undergo a WGS
test. If, for instance, a patient follows the physician’s recommendation
that a chest X-ray will be helpful in the differential diagnosis of a
presumed pneumonia, what should the physician do if the patient asks
the doctor not to use the radiographic results to determine the
appropriate health-care measures? Once the X-ray has been obtained,

could it be ethically acceptable not to use the results obtained –
considering the time and economic cost incurred? This case, while
showing remarkably clear-cut differences with the one we are discuss-
ing, presents a similar ethical concern. Patients should be made aware
of the responsibility accompanying their decisions regarding the use of
diagnostic tests that are expected to be helpful in his/her disease
management; indeed, within the public health-care system, individual
diagnostic decisions do not always exclusively belong to the private
patient–physician relationship, but frequently have public consequences
that must be carefully considered and recalled. That is why, unless a
very unpredictable situation occurs, we recommend that physicians
disclose the actionable WGS results related to present diseases (Groups
1 and 2A, Table 4)2 to those patients who have decided to undergo the
test once they have been engaged in a careful, open and nondirective
explanation of the risks, benefits and all other relevant aspects. It
should be borne in mind that in patients affected with a genetic but
uncharacterized disease, the use of WGS as a diagnostic tool frequently
leads to a change in the patient’s management.3

For actionable findings not related to the current disease or WGS
diagnostic purposes—and we understand that actionability is not
restricted to therapy or care but rather encompasses prevention as
well—4 a previous agreement with the patient on the types of findings
to be disclosed must be discussed and agreed upon in advance during
the informed consent process (Groups 3A and 4, Table 4).2
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