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(Pagon RA, Gene Tests: Educational Materials: About Genetic Service)
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ACMGDH1 RS0 > (2023)

Genetics in Medicine (2023) 25, 100336

Genetics |+ Recommend: STRONG

S Medicine | RECOMMENDATION BASED ON HIGH
ELSEVIER v s | CERTAINTY OF EVIDENCE

- TRISOMIES 21, 18, 13
« SCA (X, XXX, XXY, and XYY)

ACMG PRACTICE GUIDELINE
Noninvasive prenatal screening (NIPS) for fetal g

chromosome abnormalities in a general-risk == |+ Suggest: CONDITIONAL
population: An evidence-based clinical guideline of RECOMMENDATION, BASED ON
the American College of Medical Genetics and MODERATE CERTAINTY OF THE
Genomics (ACMG) EVIDENCE

Genetics in Medicine (2023) 25, 100336 » 229q11.2DS

Pretest and Post-test counseling

providing up-to-date, balanced, and accurate information and personalized,
patient-centered counseling.




NIPT : E2EBDHRA
VanstoneSICKBSATFTIT1vILEI—&LD

Table 4 Patient perspectives on NIPS: Benefits and concerns as
reported by Health Quality Ontario

Benefits Concerns
Better accuracy Too widely available
Less physical risk than Simplicity may undermine
diagnostic testing informed decision-making
Earlier availability Inequities of cost/access
of results Pressure to have test and/or to

terminate pregnancy if affected
Insufficient pretest information

NIPS, noninvasive prenatal screening.
Adapted from Vanstone et al.”
Genetics in Medicine (2023) 25, 100336
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)

mixed parental attitudes
towards NIPT, valuing parental
autonomy yet reporting
concerns regarding

the implications of increasing
terminations following

a positive NIPT result.

(Valentin et al., 20194k D)
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