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Newborn Screening Advisory Committee Meeting Minutes
Wednesday, November 12, 2025: 4:00 – 6:00 PM.
Held: Virtually via ZOOM
https://zoom.us/j/92961044317?pwd=QhjcOi9RbWU4bauynmD95EUJrHSj7a.1#success


Members in Attendance: Karen McAlmon, MD (Chair), Nicolas Epie, PhD, HCLD(ABB), 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, Chloe Schwartz, MPH, Mary-Alice Abbott, MD, PhD, Olaf Bodamer, MD, PhD, FACMG

Department of Public Health and New England Newborn Screening Program Staff in Attendance: H. Dawn Fukuda, ScM, 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: Joseph Orsini, PhD, Florian Eichler, MD, Joanne Kurtzberg, MD, Dean Suhr. Melanie Rumble, Anna Gratham, Kimberly Place, Emilia Wilburn, C.J Malanga

Listening Session Speakers: Dean Suhr, Maria Kefalas, Sarah & Cora Cornell, C.J Malanga

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. 

Approval of Minutes:
The minutes from the prior meeting held on October 29, 2025, were approved.
Vote: 12-Yes, 0-No, 0-Abstain

1. Krabbe Disease:
The committee discussed the established criteria used to determine addition of conditions/disorders to mandated screening panel. 

1. Is there a significant life-challenging risk of morbidity or mortality to those who have the disease or disorder if they are not treated in the newborn/infant period? 
Committee unanimously agreed that Krabbe disease poses significant morbidity and mortality if untreated in newborns.
1. A standard of care screening test is universally available?
Committee reached consensus that standard of care screening and diagnostic evaluation are universally available.
1. A standard of care diagnostic evaluation is universally available for all newborns/infants whose newborn screening results warrant such? Yes

1. A standard of care treatment for the screened newborn/infant is universally available?
Committee extensively discussed whether early treatment (transplant) benefits the newborn. Additionally, the committee discussed the feasibility of implementing universal transplants in the timely manner that is needed for diagnosis and pre-transplant testing and matching to occur by 30-40 days of life in order to achieve best outcomes. Evidence and expert testimony suggest that treatment significantly improved quality of life for transplanted infants, though not a complete cure. Some members raised concerns about long-term outcomes, the psychological impact on families who refuse treatment, and the need for unbiased outcome data.
1. A standard of care treatment in the newborn/infant period is beneficial to the screened newborn with a confirmed diagnosis?
Committee reached consensus that treatment in the newborn/infant period is beneficial to the screened newborn with a confirmed diagnosis. Committee members discussed the use of psychosine levels (especially >10) for diagnoses. Some members raised concerns about false positive/negative and the implications for treatment. 
1. Resources for and access to treatment and counseling are available?
Committee discussed and unanimously reached consensus that access to treatment and counseling are available. 
1. Do the positive health benefits outweigh the risks and burdens of screening and treatment?
Committee reached consensus that the positive health benefits outweigh the risks and burdens of screening and treatment. 

Three members of the committee voted against mandating Krabbe disease screening at this time. Instead, they recommended pursuing Krabbe disease screening as a pilot program to be conducted with a defined objective, monitoring, and evaluation metrics. The Chair reinforced that the only mechanism to recommend conditions to pilot is if the condition is determined by the Committee not to meet criteria for addition to the mandatory panel but thought to be close enough to meeting such criteria such that additional information/data collection is warranted to determine if they may meet mandatory criteria in the future; therefore since the Committee found that Krabbe does meet the required criteria for recommendation for inclusion on the mandatory panel, it does not quality for consideration as a pilot study. 

Decision and Vote: A motion was made and seconded to add Krabbe disease to the Massachusetts mandated newborn screening panel. 
The committee voted 9 (Yes) and 3 (No) – Motion passed. 

2. Review of process for evaluating condition nominations: 
The Chair reviewed the process for evaluating new conditions nominated for inclusion in the Massachusetts newborn screening panel, emphasizing structured, transparent, and consistent procedure. The chair clarified that nominated conditions are first considered for mandatory screening; if these do not meet the required criteria, pilot programs are considered. The committee affirmed the process without any objections. Process is adopted. 

3. Status of implementing DMD, pilots and mandates:
The status of implementing recommended changes to newborn screening is still ongoing, including addition of new mandatory conditions and pilots. All the changes require changes to the Laboratory Information Management System (LIMS), and these changes also need to be coordinated with translation of the parent and hospital brochures. Also, some of these changes are still going through the administrative and regulatory process through the Massachusetts Department of Public Health. Implementation of newly mandated conditions is expected by Spring 2026.

[bookmark: _Hlk215568537]4.  Metachromatic Leukodystrophy (MLD), Presentation by Olaf Bodamer, MD, PhD
Dr. Bodamer provided a brief presentation on Metachromatic Leukodystrophy (MLD). 
Brief summary of presentation and discussion: 
1. MLD is a rare autosomal recessive lysosomal storage disorder caused by biallelic mutations in the ARSA gene, leading to arylsulfatase A deficiency and toxic sulfatide accumulation in the Central Nervous System (CNS) and Peripheral Nervous System (PNS).
2. Incidence: ~1 per 100,000 newborns; higher in certain populations.
3. Most common form: late-infantile (50–60%), followed by juvenile (20–40%), and adult-onset (10–20%).
4. Early (pre-symptomatic) treatment yields dramatically better outcomes.
5. New York state has begun pilot population screening; first affected infant already identified.
6. Screening uses two-tiered sulfatides in dried blood spots, ARSA activity approach with high specificity and improving genotype-phenotype correlation.

Current and emerging treatments: 
1. Hematopoietic stem cell transplantation (HSCT): Stabilizes disease if performed early, limited efficacy in peripheral demyelination.
2. Gene therapy (Lenmeldy©/atidarsagene autotemcel): Authorized for presymptomatic and early symptomatic late-infantile/early juvenile MLD; improves survival and motor function if given before symptom onset.
3. Enzyme replacement therapy: Under investigation, encapsulated cell therapy shows promise in animal models.
4. Palliative care: Mainstay for advanced disease.
5. Dr. Eichler provided additional information and gave an example of a child diagnosed as late infantile, treated in Milan, Italy with gene therapy and then moved to the US. The child is now walking and talking. In addition to the neurological aspects of the disease. There is also gallbladder problem that can be monitored and treated. 
6. Dean Suhr, MLD Foundation provided information from an advocacy perspective.

Questions raised and discussed:
0. How well does the test for MLD distinguish early and late-onset form? 
· Earlier onset phenotypes tend to have more systematic and well-defined guidelines, which also apply to adult on-set forms. Juvenile and late on-set forms are more heterogeneous and may require individualized tailoring.
· We typically monitor using peripheral nerve studies, brain MRI, and overtime assess gallbladder-related pathology. 
· The majority of data are available for the late infantile form, which is generally highly systematic and predictable. 

Listening Session:

Maria Kefalas: Patient/Parent advocate and founder of Calliope Joy Foundation
Ms. Kefalas provided additional advocacy for adding MLD to the Massachusetts newborn screening panel, thanked the presenters and felt confident after their expert presentations that MLD will be added to the newborn screening panel. 

Sarah and Cora Cornell: MLD
Cora is a 12-year-old and in sixth grade Massachusetts resident with MLD. Cora’s symptoms started at the age of one year of age, and her diagnoses took about a year and half and as result could not obtain gene therapy due to late infantile diagnoses. Cora has had 144 medical appointments in the past one year and she spoke about the effects MLD has had on her body. Cora said to "Please pass MLD for newborn screening so that this does not happen to anyone else”. 

CJ Malanga: MLD
C.J Malanga also provided strong advocacy for the inclusion of MLD to the newborn screening in Massachusetts because “you can impact the child’s trajectory by getting to them as soon as possible”.

Dr. McAlmon thanked them for their comments.

Next Steps:
· The next NBSAC meeting is scheduled for Wednesday, January 14, 2026.
· The Krabbe screening recommendation will go through next steps of administrative and regulatory approval process.
· Distribute presentation materials and references from the recommendation form on MLD to committee members.
· Committee to collect answers to question on MLD “How well does the test distinguish early and late onset form?”.  
· Committee to potentially review and discuss guidelines for inclusion in mandatory screening panel for MLD at the January 14, 2026, meeting.  

Meeting Adjourned
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