Today’s piece was prepared by Gillian Breslin, MS4.

Today’s story comes from the New York Times, “Blood Tests Ease Search for Down Syndrome.”   www.nytimes.com/2008/10/07/health/research/07down.html?pagewanted=1&_r=1&ref=health 

The article discusses two new developments in prenatal screening for Down Syndrome that could potentially replace invasive tests such as amniocentesis and chorionic villus sampling (CVS).  Current screening tests for maternal serum markers possibly followed by amniocentesis, but amniocentesis poses risk of miscarriage.  Two new tests will require merely a blood test to utilize RNA or DNA fragments for diagnosis.

Research of both methods have perfect specificity and sensitivity thus far, and larger trials are planned.  

Some argue that these new tests will not be useful unless they can replace amniocentesis and CVS as accurate, diagnostic tests.  Still, others state that current screens miss 5-30% of Down Syndrome in addition to having a 5% false positive rate, leading to either missed or unnecessary amniocenteses.  Advocates for representation of people with disability fear the expected increase in abortion rate, leading to a decrease in the population of those with Down syndrome and available supports.  

As pediatricians, we must keep aware of current recommendations for available genetic screening technologies.  At the same time, pediatricians must remain cognizant of differing opinions on screening and how it will impact resources and treatment of children with Down Syndrome.

RESOURCES ON DOWN SYNDROME and PRENATAL SCREENING:

AAP:  Health Supervision for Children with Down Syndrome Directed to healthcare providers
http://aappolicy.aappublications.org/cgi/content/full/pediatrics;107/2/442
A Different Look at Down Syndrome Screening NY Times article advocating for dignity of those with Down syndrome
www.nytimes.com/2007/05/09/us/09down.html 

ACOG recommendations for Down Syndrome Screening Recommendations for healthcare providers  www.acog.org/from_home/publications/press_releases/nr01-02-07-1.cfm 

Down Syndrome: Tests and Diagnosis Consumer info on prenatal screening
www.mayoclinic.com/health/down-syndrome/DS00182/DSECTION=tests-and-diagnosis 

And that's today's Developmental/Behavioral Pediatrics: IN THE NEWS!

