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Prenatal Genetic Testing and Screening Information (Version 1.0) 

At Northeast OB/GYN, we offer several options for testing for detecting potential genetic conditions in 

pregnancy. Chromosomal abnormalities occur in approximately 1 in 150 live births. Even when the 

results of all tests are normal, all pregnancies still have approximately a 3-5% risk of birth defects. All 

women have the option of undergoing these tests, but no woman is required to have any genetic testing or 

screening during pregnancy. We offer screening tests in our office, and we are able to refer to a specialist 

for diagnostic testing. Please note that not all insurances cover all of these tests; it is your responsibility 

to verify coverage prior to having the test performed. 

Screening tests are used to identify if a baby is more likely to have certain genetic conditions. They are 

not diagnostic and cannot screen for all diseases. Abnormal results do not diagnose birth defects; they 

suggest that follow up tests are indicated for further clarification. They are “non-invasive” and do not 

pose a risk of infection or pregnancy loss. The risks of screening tests are “false positives” (meaning that 

a positive result is given but the baby does not have the condition) and “false negatives” (meaning that a 

negative result is given but the baby does have the condition).  The decision to continue with further 

testing is yours. 

Diagnostic tests are used to directly detect extra or missing chromosomes or genetic information (such as 

Down Syndrome). Examples of direct tests are karyotype analysis and chromosomal microarray. These 

are performed on samples of the amniotic fluid or placenta obtained from invasive procedures done under 

ultrasound guidance. They are considered overall safe, but do carry a small risk of complications, 

including infection or pregnancy loss. 

In addition to the screening and testing options below, fetal ultrasound plays an important role in prenatal 

care. Early in pregnancy, ultrasound can be used to confirm and date a pregnancy. Later, ultrasound is 

also used to detect certain birth defects and fetal anomalies, including neural tube defects. Ultrasound 

screening will be offered to you regardless of your decisions for other genetic testing/ screening. 

Ultrasound alone is NOT considered a good screening test for genetic anomalies. This test is offered to all 

patients. You may opt out if desired. 

Screening Tests: 

First trimester options:  

Cell Free DNA Screening (or NIPT):  Cell Free DNA is a blood test performed on maternal blood after 

approximately 10 weeks of pregnancy. It has the highest detection rate of Down Syndrome, Trisomy 13, 

Trisomy 18 and sex chromosome abnormalities in high risk women. Low risk women are at a higher risk 

of false positives with this test. It has a very low false negative rate. NIPT will detect the sex of the baby. 

This test cannot assess for open neural tube defects. 

First Trimester Screening (or Ultrascreen): The Ultrascreen is performed between 11 and 13 6/7 

weeks. It uses ultrasound measurements and blood tests. The ultrasound measures fluid accumulation 

under the skin of the back of the neck, called the Nuchal Translucency (NT). NT alone can also be done. 

The Ultrascreen will detect approximately 91% of Trisomy 21 (Down Syndrome) and 95% of Trisomy 13 

and 18. An abnormal NT may also indicate a risk for other genetic conditions or birth defects (such as 

heart defects). This test cannot assess for open neural tube defects.  
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Nuchal Translucency: The Nuchal Translucency test uses ultrasound measurements to help detect 

genetic abnormalities and other birth defects. It can be performed between 11 1/7 and 13 6/7 weeks. It 

measures excess fluid accumulation under the skin on the back of the neck. 

Expanded Screening: In expanded screening, many conditions are screened using a single blood sample, 

without regard to race or ethnicity. Expanded screening panels usually focus on severe disorders that 

affect a person’s quality of life from an early age. The expanded panel provides screening over 14 

conditions including: Cystic Fibrosis, Spinal Muscular Atrophy, Duchenne Muscular Dystrophy, Fragile 

X, and Alpha-Thalassemia and Beta-Hemoglobinopathies.  

Cystic Fibrosis (CF): Cystic Fibrosis is a condition that causes problems with how the lungs, digestive 

system, and other parts of the body function. People with CF have delayed growth because of difficulties 

in digestion and recurrent lung infections that lead to permanent lung damage. Complications of CF can 

lead to early death. There are treatments for CF that can help lessen the severity of symptoms, but at this 

time, there is no cure. CF does not affect intelligence. CF is inherited in an autosomal recessive manner, 

meaning both parents must be carriers of CF for their children to be affected. People who are carriers are 

typically healthy and do not have CF. 

Spinal Muscular Atrophy (SMA): SMA is a serious childhood condition that causes worsening muscle 

weakness, decreased ability to breathe, and loss of motor skills. Most children with SMA show symptoms 

in infancy and many do not survive past the age of 2 years. Some children with SMA develop muscle 

weakness and other symptoms later in childhood. SMA is a leading inherited disease of infant death. 

SMA is inherited in an autosomal recessive manner. This means that in most cases, both parents must be 

carriers of an SMN1 gene mutation to have a child with SMA. People who are carriers are generally 

healthy and do not have SMA, however carriers may have an increased risk of having a child with SMA. 

Hemoglobin Electrophoresis: The blood test examines the oxygen carrying proteins for risks of certain 

inherited diseases such as Sickle Cell Disease and Thalassemia. Women of African, Mediterranean or 

Asian descent are at highest risk. 

Second trimester options: 

Maternal Serum Alpha-fetoprotein Test (MSAFP): AFP is a blood test that is drawn between 15 and 

21 weeks of pregnancy. It will detect 80-90% of open neural tube defects (such as spina bifida). It also 

assesses abdominal wall defects such as a hernia. 

The Quad Screen: The quad screen is a second trimester screening test for open neural tube defects (80-

90%), Down Syndrome and Trisomy 18 (60-70%). It is performed between 15-21 weeks. A patient who 

had NIPT or Ultrascreen should not also have a quad screen. 

Diagnostic Tests: 

We are unable to perform these tests in our office; if you desire these tests, we will be happy to refer 

you to a specialist who can perform these tests.  

Amniocentesis: Amniocentesis involves removing some of the fluid surrounding the baby and sending it 

for genetic analysis. It can be performed at 15 weeks of pregnancy. The risk of complications is <1%. 

Chorionic Villous Sampling (CVS):  CVS is performed between 11-13 weeks of pregnancy. A sample is 

taken from the placenta and sent for genetic analysis. The risk of complications is <1%. 


