
Prenatal Genetic Screening options 

Approximately 3-4 percent of babies are born with a birth defect. Fortunately, most are not life 

threatening.  There is no test that will eliminate all of this risk.   The American College of Obstetrics and 

Gynecologists (ACOG) recommends that genetic testing be offered to all pregnant women.  Genetic 

testing allows for prenatal preparation for a safe delivery.  It may also allow for reassurance with 

negative testing.  In addition, pregnancy termination may be chosen if the problem is serious.  

There are two major types of genetic testing, screening tests and diagnostic tests.  Screening tests are 
meant to provide additional information about if a pregnancy is at higher or lower risk for certain 
conditions, but does not provide a definitive yes or no answer. Screening tests are typically non-invasive 
and do not pose a risk to the pregnancy. Diagnostic tests provide a definitive answer about whether a 
baby is affected with a chromosomal abnormality or certain genetic conditions. However, diagnostic 
tests are invasive and therefore carry a small risk for miscarriage. Below is a summary of the various 
tests that are available and at what time in pregnancy they are performed.  
 
SCREENING TESTS:  

Integrated screen  10-13 6/7 weeks: Ultrasound and 
maternal blood draw  

AND 
15-20 weeks: second maternal 
blood draw  
*Result is given after BOTH 
samples are obtained.  

Detection Rate for Down 
Syndrome: 96%  

QUAD screen  15-20 weeks: Maternal blood 
draw  

Detection Rate for Down 
Syndrome: 81%   
 

PANORAMA (Cell free DNA 
testing)  

10 + weeks: Maternal blood 
draw  

Detection Rate for Down 
Syndrome:  99%  
*Nuchal Translucency 
Ultrasound & Limited Anatomy 
Scan are required to have this 
performed 

AFP (alpha-fetoprotein)  15-20 weeks: Maternal blood 
draw  
*Recommended for use in 
conjunction with PANORAMA  

Screening for neural tube defects 
(open spinal defects)  
Detection Rate for Down 
Syndrome: 80%  

Level II US  20 weeks  Offered for all advanced 
maternal age patients  

 
Per ACOG, given the performance of conventional screening methods (i.e. Integrated screen and Quad screen), the 
limitations of cell-free DNA screening performance, and the limited data on cost effectiveness in the low risk 
obstetric population, conventional screening methods remain the most appropriate first-line screening for “most” 
women in the general obstetric population.   However, any patient may choose cell-free DNA analysis as a 
screening strategy for common aneuploidies regardless of risk status.  In 2011, cell-free DNA analysis became 
clinically available and ACOG and the Society for Maternal-Fetal Medicine recommended it as a screening option 
for women at increased risk of fetal aneuploidy.  This population was defined as women 35 years or older, fetuses 
with ultrasonographic findings indicative of an increased risk of aneuploidy, women with a history of trisomy-



affected offspring, a parent carrying a balanced robertsonian translocation with an increased risk of trisomy 13 or 
trisomy 21, and women with positive first-trimester or second-trimester screening test results.   

 

 
DIAGNOSTIC TESTS:  

Chorionic Villi Sampling (CVS) 10-15 weeks: sample of the 
placenta is taken for genetic 
testing  

0.5-1.0% risk of fetal loss  

Amniocentesis  15+ weeks gestation: sample of 
amniotic fluid is taken for 
genetic testing  

0.25% risk of fetal loss  

 
 
The approximate risk of having a baby with Down Syndrome or any chromosome abnormality at various 
maternal ages is:  
 
    Risk of    Risk of all chromosome abnormalities 

Age     Down Syndrome  including Down Syndrome 
Less than 34   1 in 800 pregnancies  
34    1 in 500    1 in 250 
35    1 in 420    1 in 210 
36    1 in 330    1 in 165 
37    1 in 270    1 in 135 
38    1 in 180    1 in 90 
39    1 in 130    1 in 65 
40     1 in 100     1 in 50  
41     1 in 80      1 in 50  
Older than 41   1 in 20     1 in 50 

 

 

 
Additional testing for carrier screening is available and recommended.  Please see separate consent 

form for details. 
 

 
 
 

For an estimate of your out-of-
pocket cost you may: 
Text:  1-844-611-2787 

Email: estimate@natera.com 
 

In your email or text, please provide the following: 
Tests you’re considering 

 Panorama with or without Microdeletions 

Personal Information 
 Physician name and Clinic 
 Patient name and date of birth 
 Picture of insurance card (front and back) 

ACOG Practice Bulletin 163, 2016 
ACOG & SMFM Joint Committee Opinion 2015  
ACOG Committee Opinion 650, 2015  

mailto:estimate@natera.com


The prenatal genetic screening and diagnostic tests have been discussed with me and all of my 
questions have been answered by a provider or genetics counselor.  I have read and have been provided 
the office prenatal genetic screening handout. I am completing the section below to indicate what 
testing, if any, I choose to pursue in this pregnancy.  
 
Integrated screen:    _____I do want performed   _____I do NOT want performed 
 
Quad screen:   _____I do want performed   _____I do NOT want performed 
 
Panorama:   _____I do want performed   _____I do NOT want performed 
 
AFP:    _____I do want performed   _____I do NOT want performed 
 
Level II ultrasound _____I do want performed   _____I do NOT want performed  
 
CVS:    _____I do want performed   _____I do NOT want performed 
 
Amnio:    _____I do want performed   _____I do NOT want performed 
 
 
 
 
 
__________________________________________                __________________ 
Patient signature       Date 
 
 
 
 
__________________________________________  __________________ 
Provider signature       Date 
 
 


