



William Anderson
Office of the General Counsel
Department of Public Health 
250 Washington Street, Boston, MA 02108

RE: Boston Children’s Hospital’s Comments to Proposed Amendments to Blood Screening of Newborns for Treatable Diseases and Disorders (105 CMR 270.000) Regulations

Dear Mr. Anderson: 

As the only free-standing acute care children’s hospital in Massachusetts, Boston Children’s Hospital is dedicated to providing comprehensive pediatric healthcare to children and adolescents across various specialties. We appreciate the Massachusetts Department of Public Health (DPH) for its commitment and efforts to center science and evidence in its practice, including through the proposed amendments to 105 CMR 270.000: Blood Screening of Newborns for Treatable Diseases and Disorders. 

As one of the leading referral sites for infants with positive Newborn Blood Screening results, Boston Children’s Hospital welcomes patients from across the state who are diagnosed with some of the most complex and rare conditions known to date. Our Division of Genetics and Genomics is home to a variety of specialty clinics, including Lysosomal Storage Diseases and Metabolism programs, and the Brain Development and Genetics clinics, dedicated to treating patients with many of the conditions listed in the proposed updates to the Newborn Blood Screening panel. Together with other Boston Children’s specialized departments and clinics, the Divisions combine cutting-edge research and innovative treatments with compassionate, family-centered care. 

In hopes of ensuring the Commonwealth’s commitment to advancing access to evidence-based and compassionate healthcare, we respectfully submit the following comments on the proposed amendments to 105 CMR 270.000. 

270.004: Definitions
We applaud the DPH for its inclusion of “early childhood” as a period during which symptoms can appear, or conditions may become noticeable, treatable, or diagnosable. 

In alignment with the DPH’s approach to amending the regulations post-successful findings from various pilot studies and new research, we request amendments to the providers and interventions defined in the regulations: 

· Health Care Provider: Add “advanced practice practitioners,” “clinical geneticists,” “biochemical geneticists,” and “genetic counselors” as eligible providers covered within this definition. 
· The care teams for patients with such rare and complex conditions have become even more multi-disciplinary in nature, and thus many different disciplines of providers participate in the screening, diagnosing, and treatment of our patients. Specifically, many programs use genetic counselors as the main point of contact for families post-positive screening, as well as to help coordinate future care. 
· Health Care Provider Attending a Newborn: Add “advanced practice practitioners.” 
· Boston Children’s Hospital often has advanced practice practitioners involved in the delivery and care of newborns.
· Treatment: Add “genetic therapy” and “bone marrow transplant” as interventions. 
· Genetic therapies are an emerging, but promising, field of treatment for many of the conditions on the Newborn Blood Screening panel. 
Further, we recommend amendments to the definition of Mandated Newborn Blood Screening as described below: 
· (4): Replace and insert “accessible” for “available” within sub-bullet (4) as follows: “There is a standard of care treatment that is universally accessible for the screened newborn/infant or those in the early childhood period with a confirmed diagnosis and that should begin in the newborn/infant period to be beneficial to the screened newborn with a confirmed diagnosis.” 
· While treatment for all conditions on the Newborn Blood Screening panel to either cure or mitigate symptoms of the conditions do exist, the ability for all families to access said treatments varies greatly. We provide world-class care to every child who comes to our facility—but geographical, financial, cultural, and other barriers often prohibit a child and family from reaching our doors. 

To attain treatment, follow-up testing, evaluations, and other workups are often necessary, especially for conditions like congenital hearing loss and severe combined immunodeficiency (SCID), which require genome sequencing to formally diagnose. These workups are often not covered by insurance. Or, if the workups are covered, coverage requires engagement with a lengthy prior authorization process, delaying care when treatment/intervention needs to begin immediately (for example, for SCID). Families need to be willing and able to take on some financial risk and responsibility to get treatment for their child, which is not possible for all Massachusetts residents. 

When first introduced, the medical community saw Newborn Blood Screenings as a monumental step towards advancing health equity, ensuring all newborns are screened, and all families are given answers. Unfortunately, the ability to access treatment continues to be a barrier for many families due to inadequate insurance coverage, distance to referral institutions, and other aforementioned factors. With the addition of new conditions without mandated insurance coverage for any required follow-up testing to diagnose and determine treatment, mandating the screening of these conditions poses an ethical dilemma for our providers, as well as detrimental news to families who may not be able to access treatment. 

· (5): We would like to provide additional context for sub-bullet (5), which, newly amended, reads “(5) there are resources for and access to treatment and family counseling.” 
· Collectively, our team works with hundreds of families who screen positively on the Newborn Blood Screening panel each year. Unfortunately, the state has not historically invested in systems that help families cope with the next step after receiving positive Newborn Blood Screening results, especially when positive screens result in life-altering diagnoses. We urge the state to invest in such resources, as our teams, though skilled in the treatment of these conditions, are not mental health professionals and are not qualified to provide the socioemotional support that many of our patient families need alongside the necessary treatment of the condition. 
· Our Metabolism Program recently hired its first full-time social worker to serve our patients and families and assist them in navigating access to the many resources their child requires after receiving a diagnosis. There is an acute need for intensive support in these young infants who are often born to first-time parents. Although the regulations mandate counseling, there are frequently no additional financial resources made available by the state or private payors to support these expenses. 

270.005: Newborn Blood Screening Advisory Committee
We support the DPH’s amendment to require the Newborn Blood Screening Advisory Committee to meet at least twice per year. Our understanding of genetic, neurological, metabolic, and other rare conditions is rapidly changing with new and emerging information. More frequent meetings are essential to enabling the Advisory Committee to provide recommendations to the Commissioner of Public Health as new scientific findings emerge. To further support the Advisory Committee’s critical work, we recommend the following adjustments. 
· 270.005(B): Add “clinicians and researchers specializing in genetic and genomic disorders.” 
· Genomic medicine is increasingly becoming a part of screening, diagnosing, and treating conditions on the Newborn Blood Screening panel. 
· 270.005(B): Modify the required membership of the committee from “may include” to “shall include…” 
· The listed members—from parents, to providers, to experts—all play a critical role in the discussion, innovation, expansion, and delivery of the Newborn Blood Screening Program. Though it may be challenging to address all aspects of the membership, we encourage the DPH to reconsider allowing for a reduction in the disciplinary diversity of the Committee. 

Alternatively, if it is not feasible to require representation from all disciplines listed in the definition, we recommend the prioritization of clinicians who are actively providing treatment to patients with these conditions, as the frontline perspective is imperative to ensuring a comprehensive, equitable program is available to Massachusetts families. 

270.006: Diseases and Disorders Included in Newborn Blood Screening
We applaud the addition of conditions listed under 270.006(A)(e), 270.006(A)(f), and 270.006(2), which include storage disorders, leukodystrophies, disorders of the metabolism, and additional genetic and neuromuscular disorders. The addition of these conditions aligns with the successful pilot studies completed in Massachusetts in the screening and treatment of many of these conditions. 

We also appreciate the Department’s leadership in advancing newborn screening and recognize the rapid evolution of treatments for specific genetic conditions. As the panel continues to evolve, we encourage ongoing attention to the systems needed to ensure that all families can access timely treatment, specialty care, and supportive services following diagnosis. For some conditions, treatment effectiveness depends on early initiation or specific eligibility criteria (see comments on 270.004: Definitions, “Mandated Newborn Blood Screening” for additional information). Coordinating screening expansion with care capacity will help maximize health outcomes and promote equity. 

We would also like to note that the continued expansion of the Newborn Blood Screening Panel, without adequate reimbursement or financial support to referral institutions, will likely cause delays in treatment that negatively impact clinical outcomes, result in higher healthcare costs, and longer waitlists due to the strain on the workforce that specializes in the diagnosing, treating, and care provision for families impacted by life-altering diagnoses. Any delay in diagnosis and treatment causes significant anxiety for families, leading to long-term mental health scars and possible physical health implications.

· 270.006(B): We ask for additional clarification on what information on pilot studies the state develops for parents and caregivers. 
· Frequently, our patient families are not aware that they consented to participating in pilot studies, or, conversely, do not know there is a difference between mandated versus optional screenings. 
· If the DPH is amenable, there may also be benefits of removing the pilot study stage in Massachusetts altogether, given that it slows down the implementation of adding conditions and is unnecessarily complicated for parents. However, if this amendment is not feasible, we recommend the DPH utilize multi-media, such as videos, to develop accessible, informational content about the Newborn Blood Screening Program and provide this information prenatally through obstetricians so prospective parents can learn about the program prior to delivery. 

270.010: Follow-up of Newborn Blood Screening
· 270.010(A): We request further guidance on the timeline for which institutions are required to submit diagnostic and long-term outcome data to the state. 
· Currently, the length of time for which the state can request follow-up information—and what information this section includes—is ambiguous. Collecting and reporting this information retrospectively involves record reviews, the abstracting of information, and long-term record keeping. These practices, when done correctly, require additional staff and other resources fully allocated to data collection and reporting, which referral institutions are required to fund on their own. As the Newborn Blood Screening Program expands, this burden will significantly increase, and the amount of time needed to follow-up on hundreds of conditions will become unsustainable without additional resources. 
· The DPH should also consider adding language regarding the ownership of long-term outcome data (whether it be the state, the referring institution, etc.), as parental concerns around third-party access to their child’s medical data are at an all-time high.  

270.012: Storage and Use of Residual Specimens
· 270.012(C)(5): We request further guidance on which court orders are covered under this section, specifically if the court order is related to investigating a fetal death, or if the sample can be used in non-fetal death investigations, such as DNA comparisons in criminal cases. 
· Many of our patient families ask where their child’s blood samples will be stored, who has access to the samples, and have a general fear of third-party access to their child’s DNA. 
· We recommend that residual newborn screen blood spots and associated data cannot be released without parental authorization. This consent process would protect the child’s privacy and maintain the public trust in the state’s holding of these residual samples. 

We sincerely thank you for your commitment to ensuring all newborns are screened for life-altering conditions in Massachusetts, and for your partnership in executing the Newborn Blood Screening Program. 

Should you have any questions about these comments or wish to speak more about Boston Children’s Hospital’s role as a referral institution in the Commonwealth, we would welcome the chance to meet with you and members of your team. Please do not hesitate to reach out to Kailey Sultaire in our Office of Government Relations at Kailey.Sultaire@childrens.harvard.edu to set up a time. 


Sincerely, 


[image: ]
[image: ]



[image: ]Department of Pediatrics
300 Longwood Avenue, Mailstop, Boston, MA 02115
617-355-6000 | bostonchildrens.org



Boston Children’s Hospital | Comments on 105 CMR 270.000 | Page 2 of 2

Boston Children’s Hospital | Comments on 105 CMR 270.000 | Page 1 of 4
Wendy Chung, MD, PhD
Chief, Department of Pediatrics
Boston Children’s Hospital 

Mira Bjelotomich Irons, MD
Associate Chief, Division of Genetics and Genomics
Boston Children’s Hospital
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