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Aneuploidy Screening Protocol 
 
Aneuploidy screening or diagnostic testing should be discussed and offered to all 
pregnancy patients early in pregnancy, ideally at the first prenatal visit.  

- Screening is designed to assess risk.  
- Prenatal genetic diagnostic testing is intended to determine, with as much 

certainty as possible, whether a specific genetic disorder or condition is present 
in the fetus.  

 
There are a variety of screening test options, each offering varying levels of information 
and accuracy.  
 
No one screening test is superior to other screening tests in all test characteristics.  
 
Obstetric care providers are expected to discuss not only the risk of aneuploidy (see 
Table 1) but also the benefits, risks, and limitations of available screening tests (see 
Table 2).  
 
Screening for aneuploidy should be an informed patient choice.   
 
Recommendations for patients who desire aneuploidy screening:  
 

- Regardless of the patient’s baseline risk, all patients should be offered screening 
for chromosomal anomalies, including nuchal translucency (NT) measurement, 
serum screening and cell-free DNA (cfDNA), in addition to offering diagnostic 
testing. 

- Test characteristics, advantages and disadvantages of screening options are 
listed in table 2.  

- High risk patients based on ultrasound findings or screening test results should 
be counseled about advantages and disadvantages of advanced screening 
options vs diagnostic testing (see Table 4).  

 
Aneuploidy screening in multiple gestations:  
 

• Screens that include a serum sample will be less accurate in twin gestations as 
compared to singleton gestations.   

o No data available for higher order multiple gestations  
• Consider obtaining genetic counseling to allow a more detailed discussion of the 

options listed below 
• The decision regarding the appropriate screening option for patients with twin 

gestations is complex, and patients should be counseled prior to 
any screening or testing.  Options for aneuploidy screening in twins include the 
following: 

o  Combined first trimester screen with NT and serum analytes.   
▪ NT measurement directly evaluates each of the individual twins  
▪ Detection rate for Down syndrome 75-89% with 5% false 

positive.   
▪ Detection rate for T18 66.7%   

o Quad screen:  If patients present after first trimester, serum 
Quad screening can be used in twin gestations and can identify 
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approximately 60% of fetuses affected with Down syndrome at a 5% 
positive screen rate.   

o CfDNA testing can be performed in twin gestations  
▪ Sensitivity for Trisomy 21 screening may be similar to singleton 

gestations (98-99%).  Accurate detection rate for Trisomy 13 or 
Trisomy 18 is not definitely determined but appears to be >90% 
based on limited numbers.   

▪ CfDNA will give one test report for a twin pregnancy.   
• Obtaining an ultrasound at 11-13 weeks for all twin gestations may be 

reasonable regardless of desires for genetic screening.  This can allow 
determination of chorionicity and can serve as an early screen for certain twin-
related complications. 

 
 
Additional comments:  

- Patients with a positive screening test result for fetal aneuploidy should be 
offered further detailed counseling and testing. 

- All patients should be offered second-trimester ultrasound to screen for fetal 
structural defects, ideally performed between 18-22 weeks, with or without 
second trimester MSAFP. 

- CfDNA is the most sensitive and specific screening test for common aneuploidy, 
but still it has the potential for false-positive and false-negative test results.  
CfDNA should not be used as a substitute for diagnostic testing.  

- CfDNA testing is only recommended for T21, T18, T13 and sex chromosome 
anomalies. Testing of other forms of aneuploidy, microdeletion syndromes or 
genome-wide copy number variants is not recommended in all-comers due to 
insufficient data, but these screens may be performed in a select population 
following appropriate counseling. 

- All pregnant patients with a positive cfDNA test result should be recommended to 
have a diagnostic procedure before any irreversible action, such as pregnancy 
termination, is taken. 

- Patients whose cfDNA screening test results are not reported, are indeterminate, 
or are uninterpretable (a no call test result) should receive further genetic 
counseling and be offered comprehensive ultrasound evaluation and diagnostic 
testing because of an increased risk of aneuploidy.  

- Patients with a low risk cfDNA screening test result for fetal aneuploidy should 
not undergo subsequent first trimester screening. (Society for Maternal-Fetal 
Medicine. Ultrasound and cell-free DNA screening. Am J Obstet Gynecol 2017) 
 

 
ACOG Practice Bulletin 226, Screening for Fetal Chromosomal Abnormalities. October, 
2020. 
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