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Correction to: Screening for autosomal recessive and X-linked
conditions during pregnancy and preconception: a practice
resource of the American College of Medical Genetics and
Genomics (ACMG)

Anthony R. Gregg, Mahmoud Aarabi, Susan Klugman, Natalia T. Leach, Michael T.

Bashford, Tamar Goldwaser, Emily Chen, Teresa N. Sparks, Honey V. Reddi, Aleksandar
Rajkovic, Jeffrey S. Dungan, ACMG Professional Practice and Guidelines Committee

Several instances of non-inclusive language were used in the original version of this paper.
The authors regret the errors.

Onp. 6:

ACMG recommends:

All pregnant patients and those planning a pregnancy should be offered Tier 3 carrier
screening for autosomal recessive (Tables 1-5) and X-linked (Table 6) conditions.
Reproductive partners of pregnant patients and those planning a pregnancy may be offered
Tier 3 carrier screening for autosomal recessive conditions (Tables 1-5) when carrier
screening is performed simultaneously with their partner.

Onp.7:

ACMG recommends:
All XX patients should be offered screening for only those X-linked genes listed in Table 6
as part of Tier 3 screening.

First paragraph on p. 10:

The possibility of manifesting heterozygotes and their associated clinical features, if such
are known, as in cases of carriers of X-linked conditions (for example, cardiomyopathy in
DMD carriers; primary ovarian failure in FMR1 premutation carriers) should be discussed as
part of pretest counseling.

Last paragraph on p. 10:

Correspondence and requests for materials should be addressed to ACMG.
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Carrier screening counseling should be provided by knowledgeable and appropriately
trained health-care professionals and should be performed pre- and post-test. It should be
noted that traditional models of genetic counseling can be both time and labor intensive.
Thus, new models need to be developed and instituted for both training nongenetics
providers and counseling patients. These models might include videos, chatbots, computer-
based learning, or other methods of providing information to patients and assessing

their understanding. Carrier screening for autosomal recessive conditions is unique when
compared to other medical testing in that test results impact the likelihood of offspring

of the patient having a genetic condition, while for the most part, the patient screened

is healthy. However, patients with two X chromosomes, who screen positive for X-linked
conditions may manifest symptoms of the condition (e.g., OTC deficiency and hemophilia)
because of skewed X inactivation. This also explains why some carriers of Duchenne
muscular dystrophy (DMD) experience cardiomyopathy. A subset of these patients who
have a FMR1 premutation allele are at risk to develop premature ovarian insufficiency, a
condition unrelated to that seen in their XY offspring (i.e., fragile X syndrome).

Last paragraph on p. 11:

When sequential screening is performed and one partner is discovered to be a carrier of

an autosomal recessive or X-linked condition, that partner should undergo counseling by a
knowledgeable and appropriately trained health-care professional. In specific circumstances,
it may be especially appropriate to seek the assistance of a genetics professional, for
example (1) when the gene or variant is known to be associated with variable expressivity,
(2) when an X-linked carrier is identified, (3) when autosomal recessive carriers of gene
variants that have possible phenotypic implications are identified, and (4) when a VUS is
disclosed.

In addition the ESM was updated.

The original article has been corrected.
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Refer to Web version on PubMed Central for supplementary material.
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