
DIAGNOSTIC TESTING 
These tests detect with certainty many chromosome 
abnormalities, but carry a risk of miscarriage. 

CVS(chorionic villus sampling): 
When:   10-13 weeks gestation 
Benefit:   Accurate and early method of obtaining 

chromosome results 
Follow up:    

1.  AFP blood test at 15-20 weeks to screen for 
neural tube defects/SLOS.    
2. Detailed ultrasound at 18-20 weeks to 
evaluate fetal anatomy 

Limitations/Risks:   
-  Miscarriage risk:  1/300 
-  2% risk of placental mosaicism (amniocentesis 
is recommended in this situation) 
 

AMNIOCENTESIS 

When:  16-20 weeks gestation 
Benefits:  Accurate method of obtaining 

chromosome results 
Testing includes AFP analysis for open neural tube 

defects 
Limitations/Risks: 

-  Miscarriage risk:  1/300-1/500 

CELL-FREE FETAL DNA TESTING 
When:  10 weeks and up 
Purpose:  To provide a risk estimate for 

Down syndrome, trisomy 18, trisomy 
13 and sex chromosome aneuploidy 

Benefit:  No risk of miscarriage; higher 
detection rate (>99% for Down 
syndrome; 97% for trisomy 18) fewer 
false positives 

Limitations:  Not diagnostic, does not 
detect all chromosome 
abnormalities, Cost of $795 may not 
be covered by insurance 
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PRENATAL SCREENING 
These tests have no risk of miscarriage, but cannot 
determine with certainty whether a fetus is 
affected. 

California State Prenatal Screening Program 

When: 
1. 10-13 weeks 6 days -1st blood draw (test 

arranged by your OB) 
2. 12 – 14 weeks -Nuchal translucency (NT) 

ultrasound 
3. 15-20 weeks - 2nd trimester blood draw (testing 

arranged by your OB) 
Purpose:  To provide a risk estimate for Down 

syndrome, trisomy 18, Smith-Lemli-Opitz 
syndrome (SLOS) and open neural tube defects  

Benefits: Relatively inexpensive screening with no 
risk of miscarriage. 

Detection rates:   
1st Trimester Blood and NT  

75% - Down syndrome, 69% Trisomy 18 
1st and 2nd blood draw and NT  

90% Down syndrome, 81% Trisomy 18 
 
Limitations:  Not all cases of Down syndrome, 

trisomy 18, SLOS and neural tube defects will be 
detected 

Perinatal Diagnostic Center 
Lucile Packard Children’s Hospital 

Phone (650) 723-5198      
Fax:  (650) 725-2878 

www.lpch.org 

ULTRASOUND (Level 2) 
When:  18-20 weeks gestation 
Purpose: to examine fetal anatomy 
Benefits: Can detect some structural 

problems not screened for in other 
test 

Limitations/ risks: 
Not all birth defects detected.  No 

recalculation of Down syndrome risk 
when ultrasound is normal 
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