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Newborn Screening Advisory Committee Meeting
Wednesday, April 9, 2025: 4:00 – 6:00 PM.
Held: Virtually via ZOOM


Minutes Approved: Pending Review

Members in Attendance: Karen McAlmon, Nicolas Epie, Catherine (Katie) Brown (DPH), Geoffrey Binney, Anne Comeau, Henry Dorkin, Mary-Alice Abbott, Monica Liao Chang, Dallas Reed, Chloe Schwartz, Feria Ladha, Inderneel Sahai, Yvonne Sheldon, Richard Parad, Olaf Bodamer, Christie Higuera

Department of Public Health and New England Newborn Screening Program Staff in Attendance: H. Dawn Fukuda, Mahsa Yazdy, James Ballin, Roger Eaton, Thera Meehan, Tresa Glover-Smith, Dylan Tierney

Guests and Speakers: Jamie Hale, Davinder Kaur

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 guests in attendance, but none participated in the listening session at the end of topic discussions.

Approval of Minutes 
The minutes from the prior meeting held on February 12, 2024, were approved.
Vote: 11-Yes, 0-No, 0-Abstain
Meeting Minutes are posted on the NBS Web Page.

Addition of Newborn Screening Program Recommendation Form to Website
Add 6–9-month approval timeline for approval of submission to form.
Add RUSP question to form.
Vote to approve form for posting to website:
13-Yes, 0-No, 0-Abstain

Remaining Pilot Screening Disorders
Dr. Comeau gave a brief overview of the histories of the conditions that have been included on the Massachusetts Newborn Screening Program pilot panels whose future disposition was not yet determined. This included results to date of the screening in Massachusetts. Each condition was discussed with questions addressed then a vote was taken on its future status.

De Red: Dienoyl-CoA Reductase deficiency
Motion to continue as pilot
Vote: 5 Yes, 6 No
Will not continue as pilot

MAL: Malonic acidemia
No motion, leave as pilot

HADD Hydroxyapatite Deposition Disease
No motion, leave as pilot

HHH Hyperornithinemia, Hyperammonemia, Homocitrullinuria Syndrom
Motion to remove as pilot
Vote: 10 Yes, 2 No
Will not continue as pilot.




Planning for Legislator Education
The Committee was in the process of evaluating whether DMD should be added to the panel when legislation was passed to add DMD to the mandated newborn screening panel. We feel there is a need to educate legislators and plan to meet with Massachusetts Legislators to discuss the role of the Newborn Screening Advisory Committee in determining which disorders are included in the newborn screening panels. We will educate the legislators on how the Committee evaluates disorders and the process for adding them, if appropriate, to the newborn screening mandated or pilot panel.  They will be presented with a packet of information about the Committee. Once the packet is complete it will be shared with the Committee to ensure that all the appropriate information is included.  We need to determine which members of the Joint Committee on Public Health we should speak with. If Committee members feel there are specific legislators we should speak to, please let Dr. McAlmon or Dawn Fukuda know.

Listening Session:

There were no requests for participants in the listening session.

Next Steps:
· The next NBSAC meeting is scheduled for Wednesday, July 9, 2025

Meeting Adjourned
NBSAC	6	4-9-25
2025 April 9 Update.pptx
 Newborn Screening in Massachusetts  
Pilot Histories and Current Status
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Objectives for 2025









Review all existing pilot conditions and existing mandated conditions

Move to mandatory?

Continue as pilot?

Discontinue?





Group likely future conditions into sets that will require supportive actions 

Conditions that will require change to brochure (pilots - educational per IRB) 

Conditions that will require review by Public Health Council, Commissioner, then new Regulations





Examine any RUSP conditions that are not on Massachusetts panel (mandatory or pilot)	

Determine whether to review

Summarize Decisions on NBS AC Website
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The Massachusetts Pilots  
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2015 forward: Continue as Pilot  



Pilot offered	DE RED		Dienoyl-CoA Reductase deficiency

Pilot offered	MAL		Malonic acidemia

Pilot offered 	M/SCHAD	Medium/short-chain L-3-OH acyl-CoA dehydrogenase deficiency 

Pilot offered 	HHH		Hyperornithinemia, Hyper ammonemia, Homocitrullinemia Syndrome







2018 Additions to the Massachusetts Pilot Panel



Voted to mandate	SMA		Spinal Muscular Atrophy

Voted to mandate 	X-ALD		X-linked Adrenoleukodystrophy, childhood onset (X-ALD) 

Voted to mandate 	MPSI		Mucopolysaccharidosis Type 1

Voted to mandate 	Pompe		Pompe Disease (infantile onset)



2023-4 Additions to the Massachusetts Pilot Panel







		Positive vote to pilot		GAMT		     Guanidinoacetate Methyltransferase (GAMT) Deficiency

		Positive vote to pilot		MPSII		     Mucopolysaccharidosis Type 2
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The four continued since 2015



Pilot offered	DE RED		Dienoyl-CoA Reductase deficiency

Pilot offered	MAL		Malonic acidemia

Pilot offered 	M/SCHAD	Medium/short-chain L-3-OH acyl-CoA dehydrogenase deficiency 

Pilot offered 	HHH		Hyperornithinemia, Hyperammoninemia, Homocitrullinemia Syndrome









Prior Rationale for Continuing as Pilot



All four are extremely rare (insufficient data to support move to mandate?)

Screen positives are extremely rare - there is no additional clinical care burden (low false positive rate)



















Screening for mandates only will sometimes but not always identify these disorders 

These disorders can be identified by screening in non-consented babies when:

Their specimens that show an out-of-range marker for any biochemical disorder and an expanded MSMS panel is prompted



These disorders may be listed on the “RUSP” secondary panel.















RUSP 2ary Condition: Disorders that can be detected  in the differential diagnosis of a core disorders





The four continued since 2015









		 		DE RED		HADD aka M/SCHAD 		MAL		HHH

		Disorder Category		FAOD
Mitochondrial 		FAOD                               Hyperinsulinism		Organic Acidemia                 FAOD		Urea Cycle Disorder

		RUSP Category		2ary		2ary		2ary		…

		Frequency                  (Cases - Worldwide)		Unknown;   
1 + 2 cases reported 		Unknown; 
Small		Unknown; 
~ 50 cases reported 		Unknown; 
~ 150 cases reported

		Clinical Presentation		Metabolic dysfunction-associated fatty liver disease (DERC gene)
 Encephalopathy, FTT, Lactic Acidosis (NADK2 gene)		Hyperinsulinemic- Hypoglycemia
Leucine /AA sensitive
Fasting Hypoglycemia
		Developmental Delays, Hypotonia, Seizures, Hypoglycemia, Metabolic acidosis, Cardiomyopathy, Diarrhea		Hyperammonemia,  Developmental Delays, Hypotonia, Seizures, Liver Dysfunction

		Comments		DERC – PAC did not show  abnormal pattern in probands 
NADK2  -  Low  C0;            High C10:2 ; Lysine		HADH - Inhibitory regulator of GDH 		High malonyl CoA inhibits CPT-I 		

		Treatment                            		 Carnitine, MCT                     Diet - Low in Lysine & unsaturated fats 		Avoidance of Fasting,                                Diet- Leucine restriction             Carnitines 
		Avoidance of Fasting             Dietary - Restricted long chain fats; MCT , Carnitine
                                                                		Protein Restricted Diet;                  Ammonia Scavengers 


		States Screening          Source-NewSteps		21 states listed
Includes NY TX		24 states listed
Includes NY TX		34 states listed                 Includes NY TX		9 states listed                Includes CA ND



RUSP 2ary Condition: Disorders that can be detected  in the differential diagnosis of a core disorders





Guiding Principles of the Newborn Screening Advisory Committee
Determining disorders to be recommended for 
mandatory screening and considered for pilot study

















   

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 ? 

A standard of care screening test is universally available ? ) 

A standard of care diagnostic evaluation that is universally available 

     for all newborns/infants whose newborn screening results warrant such? 

4)  A standard of care treatment for the screened newborn/infant that 

     is universally available? 

5)  A standard of care treatment in the newborn/infant period is that is 

     beneficial to the screened newborn with a confirmed diagnosis ? 

6)  Resources for and access to treatment and counseling?

7)  Positive health benefits that outweigh the risks and burdens of 

     screening and treatment ? 



Is there /Are there





Guiding Principles of the Newborn Screening Advisory Committee
Determining disorders to be recommended for 
mandatory screening and considered for pilot study
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A standard of care diagnostic evaluation that is universally available 
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Guiding Principles of the Newborn Screening Advisory Committee
Determining disorders to be recommended for 
mandatory screening and considered for pilot study

















   

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 ? 

A standard of care screening test is universally available ? ) 

A standard of care diagnostic evaluation that is universally available 
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5)  A standard of care treatment in the newborn/infant period is that is 
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6)  Resources for and access to treatment and counseling?

7)  Positive health benefits that outweigh the risks and burdens of 

     screening and treatment ? 

Is there /Are there







Guiding Principles of the Newborn Screening Advisory Committee
Determining disorders to be recommended for 
mandatory screening and considered for pilot study

















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 ? 

A standard of care screening test is universally available ? ) 

A standard of care diagnostic evaluation that is universally available 

     for all newborns/infants whose newborn screening results warrant such? 

4)  A standard of care treatment for the screened newborn/infant that 

     is universally available? 

5)  A standard of care treatment in the newborn/infant period is that is 

     beneficial to the screened newborn with a confirmed diagnosis ? 

6)  Resources for and access to treatment and counseling?

7)  Positive health benefits that outweigh the risks and burdens of 

     screening and treatment ? 

Is there /Are there

		 		HHH

		Disorder Category		Urea Cycle Disorder

		RUSP Category		…

		Frequency                  (Cases - Worldwide)		Unknown; 
~ 150 cases reported

		Clinical Presentation		Hyperammonemia,  Developmental Delays, Hypotonia, Seizures, Liver Dysfunction

		Comments		

		Treatment                            		Protein Restricted Diet;                  Ammonia Scavengers 


		States Screening          Source-NewSteps		9 states listed                Includes CA ND







		Disorder		Primary Marker		Other Markers

		DE RED (Dienoyl-CoA Reductase Deficiency)		C10:2		C8 ; C10

		MAL (Malonic Acidemia)		C3DC [C8OH]		C8 

		MSCHAD Medium/short-chain L-3-OH acyl-CoA dehydrogenase deficiency		C4OH		C4, C8, C5DC [C10OH]

		HHH (Hyperornithinemia, Hyperammonemia, Homocitrullinemia Syndrome)		Ornithine		Low Citrulline



Screening for “Mandates Only” will sometimes but not always identify these disorders 

Infants with these disorders may be picked up when  



Expanded MS/MS panel is performed as 2nd tier for any out-of-range amino acid or acylcarnitine markers

Referred for diagnostic testing for out-of-range amino acids or acylcarnitines  
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Attendance: H. Dawn Fukuda, Mahsa Yazdy, James Ballin, Roger Eaton, Thera Meehan, Tresa 

Glover-Smith, Dylan Tierney 

 

Guests and Speakers: Jamie Hale, Davinder Kaur 

 

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 guests 

in attendance, but none participated in the listening session at the end of topic discussions. 

 

Approval of Minutes  

The minutes from the prior meeting held on February 12, 2024, were approved. 

Vote: 11-Yes, 0-No, 0-Abstain 

Meeting Minutes are posted on the NBS Web Page. 

 

Addition of Newborn Screening Program Recommendation Form to Website 

Add 6–9-month approval timeline for approval of submission to form. 

Add RUSP question to form. 

Vote to approve form for posting to website: 

13-Yes, 0-No, 0-Abstain 
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