Prenatal Screening
& Diagnosis

Sally Y. Segel, MD Cori Feist ,MS, CGC
Assistant Professor Genetic Counselor

OHSU
Department of Obstetrics & Gynecology
Division of Maternal Fetal Medicin e

OREGON
HEALTH&SCIENCE

g UNIVERSITY



Outline

1 Definition
1 Context

1+ Prenatal screening & diagnosis
for chromosome abnormalities

1 Carrier screening
+ Family history




Definitions

Screening Tests

iIdentify common or important fetal disorder
high detection rate and low FPR
reliable and reproducible
+ early enough in gestation
to permit safe and legal options for TABS

Risk Assessment




Definitions

Screening Tests
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} Specificity
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Positive Predictive Value
Negative Predictive Value




Definitions

Diagnostic Tests
Invasive procedure to determine fetal karyotype

risk of loss with procedure

CVS
Amniocentesis

Diagnosis Confirmed




Context

WHEN
ideal time = prior to conception.

first prenatal visit approximately 9 weeks




Context
WHAT

+ What conditions should you offer screening
for?

1 What do you need to know about screening?




Screening
for
Aneuploidy




Context

WHO

1 ACOG 2007: Screening and Invasive

Diagnostic Testing available to ALL WOMEN
prior to 20 weeks gestation

BDifferences between screening and invasive testing
should be explained
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Goals

Screening tests with high detection rates and low
false positive rates.

Diagnostic testing option if the screening test is
positive.

Provide Ob/Gyns with some suggested screening
strategies they can choose to offer in their practice.

Discuss the advantages and disadvantages of each
screening test and some of the factors that
determine which screening test should be offered.




Recommendations

|deally, patients seen early and offered screening
that combines first and second trimester testing.

Screening test depends on availability of NT
certification and CVS availability

Women found to be at an increased risk should be
offered genetic counseling and invasive prenatal
diagnosis.




 Length of discussion with women under 35
was 2.5 minutes

} Length of discussion with women over 35 was
6.9 minutes

1 Obstetricians more likely to make
recommendations than nurse midwives

1 Obstetricians less likely to indicate it was
voluntary than nurse midwives

Conclusion: information provided
during the first prenatal visit is
inadequate to allow for proper

decision -making




