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Newborn Screening Advisory Committee Meeting Minutes
Wednesday, October 29, 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, Laura Federico, MSN, R.N., Mary-Alice Abbott, MD, PhD

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, Nicole Roos, Elizabeth Bostic, Tresa Glover-Smith; Jamie Hale, MS; Devinder Kaur, PhD; Binod Kumar, PhD 

Guests: Joseph Orsini, PhD, Joshua Baker, MD, Florian Eichler, MD, Joanne Kurtzberg, MD, Susheela Jayaraman, Megan Collontoni, Melanie Rumble, Caroline Villaruz, Kery Silva, Deb Britton, Anna Gratham, Kimberly Place, Maria Kefalas

Listening Session Speakers: Kimberly Place, Maria Kefalas

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. There were thirteen guests in attendance. Dr. Orsini was a presenter.  Drs. Baker, Eichler and Kurtzberg were invited discussants.  In addition, two members of the public were called on by the chair to make comments   during the listening session at the end of topic discussions. 

Approval of Minutes:
The minutes from the prior meeting held on July 9, 2025 were approved.
Vote: 12-Yes, 0-No, 0-Abstain

The following follow-up information was provided in advance of the meeting and shared by the Chair, Dr. McAlmon:
· [bookmark: _Int_qxCQ4Hah]Pilot screens: Parents are asked to consent or refuse screening for all conditions in the MA Pilots; there is no selection of specific conditions.  The parent decision is made for pilot conditions GAMT and MPSII as well as all the pilot conditions that have been included as pilots since January of 2018. 89% of parents consented, 6% refused. 5% of babies' specimens had no documentation of a decision, therefore the pilot screens were not done.
· Mandatory testing:  There were between 18 and 55 refusals per year over 11 years, with numbers increasing in the last few years.
· Krabbe Disease: There were 3 known MA cases in 23 years.

Krabbe Disease:

Lab Algorithms & New York State’s experiences with newborn screen for Krabbe since 2006. Presentation by Dr. Joseph Orsini (see attached slides): 
· Screening algorithm: 
i. initial GALC enzyme test, with second-tier psychosine testing
· Psychosine is a critical biomarker, helping reduce false positives.
· Data on positive rates, cutoffs, lab logistics, and case counts shared.
Importance of standardized reference and collaboration emphasized.

Dr. Joshua Baker presented Illinois’ clinical experience (see attached slides): 
· Initially high false positives, refined protocol now uses reflex psychosine testing. 
· Review of 5 infantile Krabbe cases, parent decision-making regarding treatment and outcomes discussed including when no treatment was opted for and with hematopoietic stem cell transplant (HSCT) including complications
· Peripheral neuropathy remains a major post-HSCT challenge, however, pain is not as significant as without HSCT. 
· In the small sampling of affected families, those who responded to surveys stated that they value early detection and the option for HSCT.
· [bookmark: _Int_HwIT2DZR]Setting the appropriate biochemical cutoffs (especially psychosine) for the detection of a previously -specified case definition (e.g., early or later infantile onset) are critical for accurate detection.
· Molecular testing is supportive but should not be the primary determinant for urgent action.

Key questions raised and answers discussed:
· Should molecular DNA testing be first- or second-tier? It should be second tier and should not delay urgent action.
· How to interpret and follow up on late infantile and late-onset cases? Frequent and careful clinical monitoring along with MRI should be done.  Timely hematopoietic stem cell transplantation (HSCT) intervention can yield excellent results.
· What psychosine cutoffs best balance sensitivity and specificity?  This depends on case definition and what is the focus of MA screen—only infantile Krabbe > 10; late infantile and late onset Krabbe would use psychosine cutoffs > 2 and <10
· How to optimize family counseling and minimize trauma/guilt?  See below.
	

Dr. Kurtzberg (Duke) and Dr. Eichler (MGH) provided expert commentary: 
· Timing for hematopoietic stem cell transplantation (HSCT) is critical for infantile Krabbe—ideally before 30 days of life.
· Families should be presented with all options; most do not regret HSCT if pursued.
· Pain in untreated Krabbe is severe; post-transplant, pain is much less.
· Gene therapy may soon augment treatment.
· For late infantile Krabbe, careful monitoring and timely HSCT intervention can yield excellent outcomes.

Some parent decision factors to consider:
· Complexity and risks of HSCT should be discussed—including 10% mortality.
· There is varying readiness, understanding of disease, and timing of diagnosis.
· Early referral to subspecialists to provide accurate information regarding potential treatment and risks is critical.

Considerations discussed:
· Comments on whether Krabbe screening meets Massachusetts criteria for inclusion on the mandatory testing panel, public health-mandated newborn screening.
· Some members advocated for pilot implementation until further clarity on all outcomes, especially for the late onset form of Krabbe disease and therapy timing.

Parents and advocacy group statements from the July 9th 2025, regarding Krabbe disease were summarized. 
Proposed MA Krabbe Screening Algorithm was presented by Dr. Sahai in the event Krabbe is recommended by the committee to be added to the newborn screening panel.

After brief discussion, the Committee agreed there was not time and readiness at this meeting to vote on whether to add Krabbe disease to the newborn screening panel.  The guiding principles should be applied before a vote is taken.




Listening Session:

Kimberly Place, Patient/Parent advocate for Krabbe Disease:
Kimberly shared the heartfelt story of losing their child (Freddie) to this disease (Krabbe) 26 years ago.  Today would have been his birthday. She highlighted the lasting pain and impact of such a loss, especially on anniversaries. 
She expressed gratitude to Hunter’s Hope Foundation and Dr. Kurtzberg for their support, expertise and the events that connected the family with transplant patients, providing vital knowledge and hope. The family now has two healthy children because of the knowledge gained from experts.
Kimberly stressed the value and importance of consulting the experts when making critical decisions.

Maria Kefalas: Patient/Parent advocate and founder of Calliope Joy Foundation 
Maria shared her personal experience losing her daughter (Calliope) to MLD in 2012, a time when no newborn screening or therapy existed. 
Maria highlighted the FDA approval of a curative lentiviral-based gene therapy (LENMELDY) for MLD. She used Giovanni Price as an example. He got early treatment and now leads a healthy teenage life when he was initially predicted to die at age six. 
Maria noted the existence of a highly effective newborn screening assays with no false positives after screening hundreds of thousands of infants in the US and EU and several children identified through these screenings have already received treatments. 
She indicated several US states (New York, Illinois, Tennessee, Minnesota, Pennsylvania, Utah, Maryland) have approved MLD for newborn screening. Georgia has also moved forward unanimously to vote to form a working group for MLD.
Maria urged the committee to expedite review and adoption of MLD in newborn screening, noting that every three months of delay risks missing affected newborns. She emphasized the unique suitability of MLD for newborn screening and the moral responsibility, especially given Massachusetts’ reputation as a biotech leader and home to the therapy’s developer.

Dr. McAlmon thanked them for their comments.

Next Steps:
· The next NBSAC meeting is scheduled for Wednesday, November 12, 2025
· A vote on Krabbe Disease for the newborn screening panel is scheduled for November 12. 
· Committee to review guidelines for inclusion in mandatory screening panel.  
· MLD and other topics will be addressed during the November 12, 2025, meeting. An agenda will be shared in advance of the next meeting.  

Meeting Adjourned
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