Thank you for the opportunity to submit written testimony in support of the proposed amendments to 105 CMR 270.000: Blood Screening of Newborns for Treatable Diseases and Disorders.
My name is Dr. Karen McAlmon, and I am a practicing neonatologist in the Greater Boston area. I also serve as Chair of the Massachusetts Newborn Screening Advisory Committee (NBSAC).
In my clinical work, I have seen firsthand how newborn screening saves lives and prevents irreversible harm. Many infants who appear completely healthy at birth are found—through routine screening—to have conditions that require urgent evaluation or early treatment. Early identification can profoundly alter the course of a child’s health and developmental trajectory.
The NBSAC is composed of pediatricians, neonatologists, obstetricians, researchers, public health leaders, laboratory experts, and deeply committed parent advocates. Our charge is to stay at the forefront of emerging evidence and to recommend updates that ensure the Commonwealth’s newborn screening program remains a national leader in protecting infant health.
During our comprehensive review process, the committee received expert analyses and impactful testimony regarding each of the following conditions proposed for addition to the state’s mandatory screening panel:
· Mucopolysaccharidosis Type I (MPS I)
· Glycogen Storage Disorder II — Pompe Disease (GSD II)
· X‑Linked Adrenoleukodystrophy (X‑ALD)
· Spinal Muscular Atrophy (SMA)
· Krabbe Disease (KD)
· Metachromatic Leukodystrophy (MLD)
· Guanidinoacetate Methyltransferase Deficiency (GAMT)
Today, we have stronger evidence than ever regarding early detection, emerging therapies, and improved long‑term outcomes for these conditions. Adding them to the mandated panel ensures that every newborn in Massachusetts—regardless of hospital or geography—has equitable access to timely diagnosis and early intervention.
The proposed revisions that clarify the role of the NBSAC are also vital. They align regulatory language with current practice and more clearly define the committee’s responsibilities: applying guiding principles to evaluate potential conditions, ensuring robust quality assurance and quality control standards, and maintaining a regular review process as scientific knowledge evolves.
For these reasons, I express my strong support for the adoption of the proposed amendments to 105 CMR 270.000.
Thank you for your time and for your commitment to safeguarding the health of newborns across the Commonwealth.
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