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Dear Editor,

Through this communication, we wish to highlight that
genetic testing for inherited conditions is an important and
controversial part of preconception planning. Recent tech-
nological advancements in high-throughput genotyping and
sequencing approaches have allowed providers to screen for
many conditions at a reasonable cost [1, 2]. This technique,
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known as expanded preconception carrier screening (EPCS),
provides information regarding more conditions than cur-
rently recommended screening guidelines [1, 2].

Multiple professional organizations acknowledge the role
of EPCS, including the American College of Medical Genet-
ics and Genomics, American Congress of Obstetricians and
Gynecologists, National Society of Genetic Counselors, Per-
inatal Quality Foundation, and Society for Maternal-Fetal
Medicine [3]. However, traditional screening enabled the
detection of diseases with a well-defined phenotype with
childhood onset. In contrast, several of the diseases EPCS
detects have onset later in life creating numerous ethical
dilemmas. Therefore, EPCS can present a significant chal-
lenge for patient management, particularly in third-party
reproduction [4, 5].

Since EPCS has become available, there has been grow-
ing demand for more thorough genetic screening of gamete
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donors, reinforced by reports on the genetic anomalies these
individuals may have passed. This has caused an ethical
dilemma in determining whom and what to test, as well as
who can refuse testing. Moreover, efforts to address these
challenges have led to a wide variety of practices. Given
these variations in clinical practice and beliefs, we con-
ducted a prospective IRB-approved quantitative survey from
February to December 2017 to characterize current EPCS
practices related to third-party reproduction to all Society for
Reproductive Endocrine Infertility members.

In total, 83 physicians responded (an 11.1% response
rate), 94.5% of whom offered oocyte donation. Of these,
42.2% always performed EPCS for oocyte donation,
whereas 59% routinely performed EPCS in infertile
patients. Following a positive oocyte donor carrier screen,
physicians performed counseling 45.6% of the time, with
geneticists and nurses offering counseling 34.2% and
12.7% of the time, respectively. Eighty-three percent
reported a willingness to use gamete donors who test posi-
tive as carriers of autosomal recessive disorders, provided
the intended parent(s) test negative for that specific trait.

With respect to principle-based questions, 57.8% felt
that EPCS should not be offered unless the clinical signifi-
cance of genetic variations is understood, and 60.3% felt
that EPCS should be restricted to those mutations that are
clinically significant when combined with the same paren-
tal mutation. The vast majority of respondents (98.4%)
believed that results should be shared with oocyte donors,
and 54.7% felt that donors could decline genetic testing.
Sixty-nine percent of respondents disagreed that using
EPCS in third-party reproduction encourages a genetically
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selected population, yet 3.6% felt that EPCS crossed ethi-
cal boundaries (Fig. 1).

With respect to demographics, respondents in prac-
tice < 5 years were more likely to feel that ECS should not
be offered until the clinical significance of genetic varia-
tions is understood, and that it should be restricted to only
clinically meaningful mutations (adjusted OR 11.3, 95%
CI 0.1.1-115.5). No differences were noted in respond-
ents’ gender or age.

EPCS is becoming a standard practice for third-party
reproduction; however, there are clearly varying beliefs
and practices among REIs and its utilization. This suggests
the need to standardize guidelines for EPCS use and guide-
lines for inclusion and exclusion of gamete donors with
a positive carrier status. This need is particularly urgent
as genetic testing technology continues to advance, and a
wider array of genetic aberrations are discovered.
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