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Families of SMA

‘Support. Research. Hope.





Families of Spinal Muscular Atrophy (FSMA)
Position Statement on Newborn Screening
Newborn screening identifies children at increased risk for certain inherited and genetic diseases through a blood test within the first few days after birth. 

According to the March of Dimes, nearly all of the 4 million infants born each year in the United States undergo newborn screening.1 
The U.S. government, through the Department of Health and Human Services (HHS), and its Advisory Committee on Heritable Disorders and Genetic Diseases in Newborns and Children (ACHDGDNC), establishes national policies and priorities for newborn screening.2  This includes the Federal Newborn Screening Panel, a list of approximately thirty diseases, for which newborn screening is recommended. 
The Federal government plays an advisory role in newborn screening policy.  Each state in the United States is independently responsible for running its own newborn screening program and for choosing the diseases for which it screens. In recent years, however, the Federal government’s role has been enhanced.  In 2000, Congress authorized the ACHDGDNC to establish and expand the Federal Newborn Screening Panel and to provide states with additional funding for newborn screening programs. The Federal government can, therefore, impose some incentives and restrictions on the states by giving and withholding funds.   
Spinal Muscular Atrophy (SMA) is not one of the diseases on the Federal Newborn Screening Panel and, to date, no state conducts newborn screening for SMA.  Historically, only diseases with a known cure or treatment have been considered for newborn screening, but this policy may change. 
In addition, to date, only diseases with biomarkers are included on the Federal Newborn Screening Panel; and there is no known biomarker for SMA.3 
Families of Spinal Muscular Atrophy (FSMA), representing more than 6,000 families touched by SMA, with 24 chapters in the U.S. and 55,000 supporters, believes that all newborns should be screened for Spinal Muscular Atrophy at birth. 

· Of genetic diseases in children, SMA is the leading killer of infants under 2 years of age.  The burden of disease for SMA is profound. It destroys the nerves controlling voluntary movement, which affects crawling, walking, head and neck control, and swallowing.  

· 1 in every 6,000 babies in the U.S. is born with SMA.

· 1 in 40 people in the general population are SMA carriers with an estimated total of 7.5 million carriers in the U.S.
· Approximately 50 to 75% of those affected suffer from Type I SMA, the most severe form. More than 95% of these children die in infancy or require extensive respiratory support by age 2. 

FSMA believes that the existence of a treatment, cure, or biomarker should not be the determining factors for inclusion of a disease in the Federal Newborn Screening Panel. An early diagnosis is critical for other important reasons.
· While there is no treatment or cure for SMA, improvements in medical care and supportive therapies over the past decade have significantly improved survival rates in children with SMA. In addition, recent research advances have accelerated the development of promising new therapies, now in the clinical trial phase. 4
· Newborn screening holds tremendous promise for early administration of proactive medical treatments and the development of new SMA therapies and treatments. Early treatment intervention in infants with Type I SMA may increase the odds of achieving significant improvements in patient outcomes, particularly where treatments can begin in the pre-symptomatic period.  Newborn screening will create opportunities for early enrollment in clinical trials, which may accelerate advances in treatments. 
· A newborn screening test for SMA, that is highly sensitive and efficient, has been available since 1997.5 
FSMA believes that early diagnosis of SMA and early medical intervention will extend life for babies with SMA, improve quality of life, and help families. 
· The course of the disease is changing with improved clinical management and care. Early identification fosters proactive therapies, particularly in the areas of nutrition, physical therapy, and respiratory care.  These can lead to a better quality of life for children with SMA, including fewer respiratory and nutritional problems, and longer lives. 
· Early diagnosis through newborn screening can eliminate unnecessary and costly testing later on, often with greater medical consequences. 
· Early diagnosis can lead to early genetic counseling for parents, before the birth of a second child with SMA, which frequently occurs when diagnosis is delayed
Newborn screening for SMA is an issue of major importance to the SMA community and to the future of SMA research.  Families of Spinal Muscular Atrophy will continue to advocate aggressively for the inclusion of SMA in the Federal Newborn Screening Panel and for legislation that improves Federal newborn screening policies.  These steps will bring us closer to the reality of newborn screening for SMA in all states. 7 8
1 Clinical Issues and Considerations, Newborn Screening: Introduction and History. March of Dimes web site: � HYPERLINK "http://www.marchofdimes.com" ��http://www.marchofdimes.com�. 2008.  {Shortly after birth, blood is drawn from the babies through a heel prick. The blood goes to a state laboratory for testing.  In most cases, parents are unaware of the testing.  Doctors inform parents only if their baby tests positive for a genetic disorder and requires confirmatory testing}.


2 Charter for Advisory Committee on Heritable Disorders and Genetic Diseases in Newborns and Children, the Secretary of Health and Human Services, Washington, D.C. 20201. 


3 A biomarker is a biological marker that is measured or linked to a disease, like elevated glucose level to diabetes. To date, no biomarker for SMA has been discovered. 


4 Oskoui, M., Levy, G., Garland, C.J., Gray, J.M.,O’Hagen, J., De Vivo, D.C., Kaufmann, P. (2007). The changing natural history of spinal muscular atrophy type 1. Neurology, 69, 1031-1936. 


5 This is a DNA test.  At present, all newborn screening tests are metabolic tests.  Adding SMA to state newborn screening panels will require state labs to acquire additional equipment capable of running DNA tests.  At present, this is a barrier to newborn screening for SMA within the state-run newborn screening programs. 


7 Newborn Screening: Federal Policy and Spinal Muscular Atrophy.  Legislative Update by Spencer Perlman. FSMA Directions, Spring 2008.


8 Testimony of Spencer O. Perlman of FSMA before the Advisory Committee on Heritable Disorders and Genetic Diseases in Newborns and Children. May 2007. FSMA will continue to work collaboratively with the Advisory Committee to advocate for the inclusion of SMA in the Federal Newborn Screening Panel.  This includes a nomination process and pilot testing within states.
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