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Newborn Screening Advisory Committee Meeting Minutes
Wednesday, January 14, 2026: 4:00 – 6:00 PM.
Held: Virtually via ZOOM
Zoom meeting link

Members in Attendance: Karen McAlmon, MD (Chair), Catherine (Katie) Brown, DVM, MSc, MPH, Geoffrey Binney, MD, MPH, Anne Comeau, PhD, Dallas Reed, MD, Inderneel Sahai, MD, Richard Parad, MD, MPH, Christie Higuera, MEd, Mary-Alice Abbott, MD, PhD, David K Urion, MD, FAAN, Henry Dorkin, MD

Department of Public Health and New England Newborn Screening Program Staff in Attendance: James Ballin, Esq, Roger Eaton, PhD, Thera Meehan, Zakaria Ahmed-Gas, Katja Gerhardt, MPH, Nicole Roos, Tresa Glover-Smith; Jamie Hale, Binod Kumar, PhD, Mahsa Yazdy, PhD.

Guests: Dean Suhr, Melanie Rumble, Emilia Wilburn, Susheela Jayaraman

Listening Session Speakers: Dean Suhr, Maria Kefalas, Sarah & Cora Cornell

Determination of Quorum: Confirmed, therefore committee was able to begin meeting.

Welcome and Introductions:
Dr. McAlmon welcomed all to the meeting and introductions were completed. The chair also welcomed new committee member David Urion, MD. Dr. Urion is an expert in ethics and neurology, addressing a previously identified gap in committee expertise. 

Approval of Minutes:
The minutes from the prior meeting held on November 12, 2025, were approved with one edit to the guiding principle “Universal diagnostic evaluation is available” the answer is Yes. 
Vote: 9-Yes, 0-No, 1-Abstain

1. Chair Updates: 
· Composition Committee: The chair asked for input on potential gaps in committee representation. Suggestions included adding a primary care provider and seeking representation from insurance payer/hospitals. Committee agreed it would be beneficial to invite legislative staff as observers. Committee members were encouraged to email their suggestion to the chair directly. 
· Legislative Briefing update: In coordination with Representative Jay Livingstone, work is underway to arrange a legislative briefing in February or March to raise awareness about the Newborn Advisory Committee’s work. 


2. Metachromatic Leukodystrophy (MLD):
· Recap: Previous meeting included presentation, information and discussions on adding MLD to the mandatory newborn screening panel. 
· Guideline Review: The committee reviewed the Massachusetts guidelines for adding conditions to the mandatory screen panel. 
· Decision: The committee unanimously voted to recommend adding MLD to the Massachusetts mandatory screen panel. Vote- 10-Yes, 0-No.  0 Abstain
· Next Steps: The recommendation will proceed to next step of commissioners’ approval, then Public Health Council, regulation amendment process.  


3. Guanidinoacetate Methyltransferase Deficiency (GAMT)
· Presentation Recap on GAMT: A rare, treatable creatine biosynthesis disorder.
· Current Status: On pilot screen panel. Discussions focused on whether to move to mandate screen.
· Discussion Points:
I. Clinical features: Developmental delay, seizures, movement disorders; early treatment leads to good outcomes. 
II. Testing: First-tier (guanidinoacetate via mass spectrometry), second-tier (gene sequencing). Some issues were raised and discussed about indeterminate/false positive rates, especially in NICU/TPN babies, but most are quickly resolved with repeat testing. 
· Ethical consideration about false positives and family anxiety were discussed; committee reached consensus that the benefits of early detection and effective treatment outweigh the burden. 
· Laboratory is working on further lowering the indeterminate/false positives rates; process improvements and system validation are on-going. 
· Guideline Review: The committee reviewed the Massachusetts guidelines for adding conditions to the mandatory screen panel. 
· Decision: The committee unanimously voted to recommend adding GAMT to the Massachusetts mandatory screen panel. Vote- 10-Yes, 0-No 0-Abstain. 
· Next Steps: The recommendation will proceed to next step of commissioners’ approval, then Public Health Council, regulation amendment process.


Listening Session:
Comments from Maria Kafalas, Dean Suhr, and Sara & Cora emphasized gratitude for the committee’s thorough review and the positive impact of adding MLD to the mandated screen panel. Advocates offered on-going support in implementation and education.

Chair (Dr. McAlmon) thanked them for their comments and support.

Next Steps:
· The next NBSAC meeting is scheduled for Wednesday, April 8, 2026, 4-6pm.
· The MLD screening recommendation will go through next steps of administrative and regulatory approval process.
· The GAMT screening recommendation will go through next steps of administrative and regulatory approval process.
· In a future meeting committee will discuss planning a longer committee meeting or a retreat to revisit and possibly update the guiding principles and foster in-person collaboration. 

Meeting Adjourned
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