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Introduction Study 1 population and results Discussion

The clinical implementation of prenatal cfDNA screening 447 women in Southern California, ages 23-44. By study design, 40 women from 19 US states, Canada, and England, ages 25-44. The stark differences between women’s expetiences in
has taken place very quickly and with little regulation. all recetved screen-negative results from cfDNA. Participants By study design, all received screen-positive, incorrect, or Study 1 and illuminate the need for consistent
Commercial marketing, a lack of provider and patient reported highly positive interactions with genetic counseling inconclusive results from cfDNA. Patients did not report and strong recommendations from professional societies
education, and the wide variability in prenatal health care and performed well on basic knowledge tests about the receiving genetic counseling prior to screening and generally for best practices in offering and delivering prenatal
contexts have influenced the way women learn about, purpose, capabilities, and potential outcomes of cfDNA reported that they felt they has relatively low levels of ctDNA screening, along with improved provider
receive, and experience the results of these noninvasive screening, knowledge prior to undergoing screening, especially about the education.

prenatal genetic screening. As a result, patients’ experiences Obiective 71.4% of women 40.6% of content of cfDNA screening and its true predictive value.
J achieved at least a women had _ .
knowledge score: score of 4 very good increase women’s understanding of the test, the screened

0-8 (midpoint) understanding conditions, and the results; prepare and support them in
We compare two studies of womens’ experiences in Geneticist/

Midwife the case of positive, false, and inconclusive results; and
acceping cfDNA screening with starkly different results. _8 Genetic | / connect them to appropriate post-test surveillance and
. . . . counselor_
The differences in delivery context reflected in these two care.

groups’ result in divergent experiences of prenatal cEDNA 19.4% of mean objective However, without clear professional recommendations,

Screening. women had no knowledge of pr_enatal =it
understanding cfDNA screening:

5.45 out of 8 continue to receive inadequate counseling and education.

. . g Knowledgeable pre- and post-test genetic counseling can
of being offered, undergoing, and receiving results from

prenatal cfDNA screening have varied considerably.!

provider education, and payor coverage, many women will

Without support for responsible implementation, even a

Very Satisfied | high-quality genetic test will have detrimental effects on
Methods (n=293) . many patients and families.

Study 1 surveyed patients in a large medical system 7 ///,7///{/’/4 7
, Somewhat Satisfied i oo
between March 2014 and September 2015. Women in a (n=22) //
. Z

high risk cohort, as defined by maternal age, family history, Google

previous screening result, or previously affected pregnancy Somewhat Unsatisfied R Limitations

were offered a 55 minute counseling session with a (n=0) ¢ o . » . .
5 Disability group * These two studies utilize very different methodologies,

certified genetic counselor. Patients in this population were

offered cfDNA screening for trisomies 13, 18 and 21, and Very Unsatistied Study 2 cfDNA Result N(%)
(n=1) | 0.3 results.

X and ¥ aneuploidies. Those who accepted ¢fDNA False positive (T13/T18/T21) 10(25.0) In addition, the recruitment periods for the two studies

Scrzenililg were invited tol pagticipz}te (iin a sirvgy research False positive (XY/microdeletion) 9(22.5) differed slightly, which in the context of this fast-
study. Farticipants completed a mixed-method survey High risk (T13/T18/T21) 7 (17.5) moving technology may have affected the outcomes.
High risk (XY/microdeletion) 4 (10.0) These studies focused largely on the US context and

socioeconomically, and educationally than the pregnant

which may have contributed to the differences in study

immediately after accepting cfDNA screening, which was
returned to the clinic. After the results of cfDNA Study 1 Decision Regret scores
screening were reported, participants were mailed a second (O=no regret; 100=high regret)
survey and returned it by mail. 72% of eligible patients True positive (XY/microdeletion) 2 (5.0)

consented; 82% completed Survey 1 and 72% of these Maximum=60 False negative (T13/T18/T21) 1(2.5)

completed Survey 2. Results were digitized and analyzed Mean=2.93 Inconclusive 5 (12.5)
using SAS and SPSS statistical software and NVivo Standard Deviation=8.83
qualitative analysis software.

population as a whole.

Therefore, the generalizability of these results are
limited. We suggest these findings suggest the need for
further research on the delivery context of prenatal

“We were sort of duped by the medical industry a little bit into screening and testing.

L . lus; | fDNA 0 \ \ T having a test that was really more inaccurate than accurate and
positive, incorrect, or inconclusive prenatal ¢ 0 . " o M M - M

interviewed women who had recetved screen-

. . . left us with more questions than answers.”
screening results. Women were recruited from online Study 1 qualitative results

pregnancy forums. Participants were consented for semi- And the way that they represent some of the statistics, too, 1 Acknowledgements
76%0 expressed positive feelings after learning of their ctDNA think it was like, you know, 99.9 percent accuracy.”

structured interviews, conducted by telephone between
results (confidence, security, relief, calm and gratefulness).

. Wi tl late th tributl de to these tw
September 2015 and February 2016. Interviews explores ¢ greatly appreciate the contributions made to these two

et , . . | . | | N “I wouldn’t eliminate the possibility [of using ctDNA again], studies by Cherie Rao, Melissa Constantine, Hilary
participants’ experiences in accepting, undergoing, and Only 6% reported stress and anxiety while waiting to hear results. although I think I would go into it more skeptically.” Kershberg, Jeff Greenberg, Jamie Natoli, Mark Nunes

receiving the results .Of ctDNA screening, their feelings Mildred Cho, Elizabeth Gammon, Carolina Jaramillo, and
about the results delivery process, the result, ccDNA Results Comparison Study 1 Study 2 Rl Mad(;r_House . addition) we ratefuly ;

screening in general and plans for follow up. Interviews Women in Study 1 were overwhelmingly positive about cfDNA | Had ofDNA because of Had cfDNA for many reasons acknowledge financial support from NIH grants
screening, understood the test and their results, and usually «<nown risk besides risk ROOHG006452 and P50HG003389; and from the
constructed using 2 modified grounded theory WOL.].I(.i recommend it to ?thers—reportlng extremely low Had cfDNA only for Often had expanded cfDNA following dePartme.nts and. research institutions: Sta.nf.ord
decision regret. Women in largely expressed : : : : Center for Biomedical Ethics and CIRGE; Mayo Clinic

, , , trisomies (microdeletions) o . :
disappointment with the test, were often unaware of what was S _ _ Department of Bioethics [Allyse]; Seattle Children’s
being screened (especially when the panel included Haa md!VIduaI GC pre-test  Pre-test counseling variable Hospital [Kraft]; UCSF Institute for Health & Aging and
microdeletions), and usually said they would not choose the counseling UCSF Bioethics [Michie]; and PIRC, the Prenatal
same test again. Mostly received reassuring Received troubling results Information Research Consortium.
results

Had systems in place for Post-test support variable
post-test support

were recorded, by permission of the participant, and
professionally transcribed. An iterative codebook was

methodology’ and transcripts were qualitatively coded by a

team of researchers using NVivo.
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