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Good Morning Chairmen Di Girolamo, Cruz, and members of the committee. I would like to 
thank you for providing the opportunity this morning to discuss the important topic of newborn 
screening and its status and future in Pennsylvania. 

Screening newborn babies for certain genetic, endocrine, and metabolic disorders is a critical 
component of our public health mission. Newborn screening gives medical professionals the 
ability to detect and diagnose conditions that can affect a child's long term health or survival. 
Once detected interventions and treatment can prevent death and improve health outcomes. 

The United States Department of Health & Human Services (HHS) convenes a panel of national 
experts to the Advisory Committee on Heritable Disorders in Newborns and Children. The 
mission of the committee is to reduce the morbidity and mortality in newborns and children who 
have, or are at risk for, heritable disorders. The committee's work produces the Recommended 
Uniform Screening Panel, also known as the RUSP. Conditions are included on the RUSP based 
on the quality of the testing and the avail~bility of treatment that will successfully affect the 
outcome of the disease. 

HHS has recommended that every state follow the RUSP. Eighteen states have adopted the 
RUSP. Currently the RUSP has 34 core conditions and 26 secondary conditions. All conditions 
on Pennsylvania's mandatory list are on the RUSP. In Pennsylvania, the Secretary of Health and 
the newborn screening program at the Pennsylvania Department of Health work with the 
Newborn Screening and Follow-up Technical Advisory Board to determine which conditions 
should be placed on the mandatory and supplemental screening panels in Pennsylvania. 

The RUSP and Pennsylvania's mandatory list currently includes two lysosomal storage diseases, 
Pompe Disese and Mucopolysaccharidosis type I, also known as Hurler Syndrome. Lysosomal 
storage disorders are a group of about 50 diseases that are characterized by the accumulation of 
waste products in the lysosomes resulting in a range of symptoms and can result in death. There 
is no cure for lysosomal storage disorders (LSDs). Some patients may receive Enzyme 
Replacement Therapy. This treatment may slow progression of disease, but will not eliminate 
disease and its affects. It can also include a bone marrow transplant in the first few months of 
life. Both treatments are medically complex and results have varied. 



Globoid Cell Leukodystrophy or Krabbe disease is a rare lysosomal storage disorder. In people 

affected the body does not produce myelin, a material the body needs to protect nerve fibers. 

Symptoms include seizures, loss of head control, deafness and blindness. The disease most often 

presents at a young age but can develop later in life. There is currently no cure for Krabbe 

disease and no published treatment results. 

New York, Missouri and Kentucky have each added Krabbe Disease to their newborn screening 

panel. In August 2006, New York State began screening all newborns for Krabbe. Over ten 

years over 1.9 million babies were screened. Of those screened 348 babies were referred for 

diagnostic testing and five were diagnosed with Krabbe. Of the five diagnosed, four underwent 

investigational treatment of a bone marrow transplantation. Sadly, two died from transplant

related complications. Two patients survived with moderate to severe handicaps. (1) 

The Pennsylvania Newborn Screening Technical Advisory Board has deemed that the efficacy of 

the treatment of patients with the condition is inadequate to justify placing newborn screening for 

Krabbe on the mandatory list and recommended that it be placed on the supplemental list. A 

commentary accompanying the publication of the New York data agrees, (2), as does another 

recent article. (3) There are continuing advances in the testing and treatment for Krabbe although 

recent treatment results have not yet been published. 

We need to provide additional resources for research and support advancements in science that 

will improve the diagnoses and treatment of these rare and devastating illnesses. The purpose of 

the newborn screening program is to identify diseases and disorders that can be _treated early to 

improve the quality of life for the child and their family. As science advances, I support the 

expedient addition of screened disorders to the mandatory screening panel when there are 

demonstrated treatment results. 

Again, let me thank the committee for the time this morning to discuss the Newborn Screening 

Program, and I will be pleased to answer any questions the committee may have. 




