MAYO CLINIC High-Risk Pregnancy Based on Fetal Malformations
LABORATORIES or Positive Serum Screen: Laboratory Testing Algorithm

High-risk pregnancy based on fetal
malformation, soft markers for aneuploidy
noted on ultrasound, or positive serum screen

Patient counseling

In select cases based on clinical Chorionic villus sampling or If ultrasound findings are consistent with a common
features and family history, obtain amniocentesis for microarray testing: aneuploidy and/or patient declines invasive testing, order:
chorionic villus or amniotic fluid = CMAP / Chromosomal Microarray, = NIPS / Cell-Free DNA Prenatal Screen, Blood
for single gene testing Prenatal, Amniotic Fluid/ Chorionic (Autosomal Trisomy only)*

Villus Sampling OR

= NIPST / Cell-Free DNA Prenatal Screen, Autosomal
Trisomy and Sex Chromosome Aneuploidy, Blood*

| Patient counseling |

= Patient declines testing
= Postnatal confirmatory
evaluation as indicated

Algorithm created in consideration of relevant guidelines from the American College of Obstetricians

and Gynecologists (ACOG) as follows:

1. ACOG Committee Opinion 640. Cell-free DNA Screening for fetal aneuploidy. Obstet Gynecol 2015
Sept;126:31-37

2. ACOG Committee on Genetics: Committee Opinion No. 682. Microarrays and Next-Generation
Sequencing Technology: The Use of Advanced Genetic Diagnostic Tools in Obstetrics and
Gynecology. Obstet Gynecol 2016;128(6):1462-1463

3. ACOG Practice Bulletin No. 163: screening for fetal chromosomal abnormalities. Obstet Gynecol
2016;127:123-137

* If unreportable cell-free DNA results, recommend genetic counseling and discussion of repeat

screening versus invasive diagnostic testing.
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= Patient declines
screening/testing

= Postnatal confirmatory
evaluation as indicated
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