
 
 

Prenatal testing 

Objectives 
1. Describe currently available methods used to obtain samples or images for 

prenatal testing 
2. List 2 disorders of orthopaedic interest which can be detected with prenatal testing 

Discussion points 
1. Should prenatal testing be under legislative control? 

Discussion 

Since the 1960's amniotic fluid has been cytogenetically analyzed.  Amniocentesis 
consists of aspirating amniotic fluid, which is largely fetal urine.  Cells are separated by 
centrifugation and analyzed.  A wide variety of chromosomal disorders (Down 
syndrome), neural tube defects (myelomeningocele), metabolic defects (homocystinuria, 
Lesch-Nyhan syndrome, X-linked muscular dystrophy, Charcot-Marie-Tooth) can be 
detected by prenatal testing. Amniocentesis is generally not performed until the 16th 
week of pregnancy, due to the small amount of amniotic fluid before that time.  There is a 
small but definite risk associated with amniocentesis.  Chorionic villus sampling, 
analyzing tissue which forms part of the placenta, can be performed at 9-12 weeks.  
Ultrasound and fetoscopy provide anatomic information, but fetoscopy carries a 2-5% 
risk of spontaneous abortion.  In vitro fertilization allows testing of a single cell at the 6-
10 cell stage of the preimplantation embryo. The embryo can then be implanted in vivo.  
This field is rapidly growing, and there is a journal specifically devoted to prenatal 
diagnosis.  Prenatal screening is generally restricted to populations at special risk 
(advanced parental age, child with neural tube defect, etc.).  Issues related to prenatal 
testing are sensitive, and have been the subject of intense and emotional debate in the 
United States. 
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