Genetics

inMedicine | SPECIAL ARTICLE

©American College of Medical Genetics and Genomics

An approach to family-centered coordinated co-management
for individuals with conditions identified through
newborn screening

W. Carl Cooley, MD', Alex R. Kemper, MD, MPH?, and the Medical Home Workgroup of the National
Coordinating Center for the Regional Genetic and Newborn Screening Service Collaboratives

The care of individuals with rare heritable conditions, such as those
detectable through newborn screening, is an important target for
quality improvement. Not only is there great opportunity to improve
long-term outcomes, but there are lessons that can be generalized
to the care of all children with special health-care needs. To identify
an approach to quality improvement for individuals with conditions
identified through newborn screening, the National Coordinating
Center for the Regional Genetic and Newborn Screening Service Col-
laboratives convened an expert workgroup to develop strategies based
on a family-centered, community-based system of care. These recom-
mendations centered on involving families, the primary care medical
home, and specialty care providers as equal partners. Key activities

INTRODUCTION

Newborn screening is one of the most successful public health
programs, leading to dramatic improvements in morbidity and
mortality for a wide range of heritable conditions. However,
there are significant challenges related to the long-term care of
affected individuals, including a limited workforce of special-
ists, reliance on primary care providers who often have limited
knowledge about the conditions and their role in management,
poorly developed communication systems across the key stake-
holders who provide care, and limited resources for coordination
of care. Developing strategies to improve health-care delivery
for conditions identified through newborn screening could be
used as a model for all children with special health-care needs.
Concentrating on this smaller population would allow rapid
development of tools that could then be widely disseminated.

The challenges to improving care are significant. The busi-
ness model of most primary care practices is based on high-
volume and low-margin clinical encounters, and most coordi-
nation activities are not reimbursed. Furthermore, individual
primary care practices are likely to have only a small number of
patients with conditions identified through newborn screening.
Specialty care providers are usually uncertain about the readi-
ness and willingness of primary care providers to participate in
the care and management of complex conditions. However, the
expansion in the number of conditions for which newborns are
screened has created greater demands on the already limited
capacity of metabolic and other specialty clinics. Families are

to improve care include explicit care coordination, identification of
the location of management, and planned co-management. To imple-
ment this model of care, the Regional Collaboratives will develop a
clearinghouse of tools, engage in activities to evaluate the effective-
ness of interventions to improve co-management, and identify strate-
gies to align incentives for health-care providers and families to work
together.
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often surprised to discover the amount of fragmentation in the
health-care system.

However, targeting individuals with conditions identified
through newborn screening has the advantage of bringing
unique resources for quality improvement. For example, the
Maternal and Child Health Bureau of the United States Health
Resources and Services Administration funds seven Regional
Genetic and Newborn Screening Service Collaboratives across
the country and a National Coordinating Center to improve
health-care delivery.

The Regional Collaboratives have focused on care improve-
ment through the medical home model. However, there has been
significant uncertainty about what constitutes the fundamental
characteristics of this model and how to design effective strate-
gies to foster the medical home for individuals with conditions
identified through newborn screening. In response, in 2010,
the National Coordinating Center for the Regional Genetic and
Newborn Screening Services Collaboratives convened an expert
workgroup of health-care professionals, policy makers, and par-
ents of children with heritable conditions. This report summa-
rizes the approach recommended by this workgroup.

STAKEHOLDER IDENTIFICATION
The workgroup began by recognizing the role of the key stake-
holders in improving care for those identified through newborn
screening: families, primary care providers, and specialty care
providers. The medical home model is based on the assumption
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that families are full partners in all care decisions, and that
these decisions must take into account their preferences, goals,
and capacity for planned approaches to treatment."* Families
have varying capacities for understanding, responding, deci-
sion making, and resilience, along with varying cultural tradi-
tions regarding illness and health.

Primary care providers are expected to provide a family-
centered medical home. The word “home” implies a home base
or headquarters for care, as well as a care team with whom a
patient and family feel familiar and welcome. The American
Academy of Pediatrics defines care in a medical home as
accessible, continuous, comprehensive, coordinated, compas-
sionate, family centered, and culturally effective.® In rare cir-
cumstances, a specialty clinic or special program may provide
a medical home for a period of time. However, to do so, such
settings must provide comprehensive, longitudinal, and coor-
dinated care and accept first contact responsibility for all pre-
ventive, acute, and chronic condition care.*

Optimal diagnosis and management of many heritable
conditions require specialized knowledge, technology, and
expertise. Specialty care providers who often work together as
teams are usually needed to confirm the diagnosis and initiate
treatment. Specialty care providers provide access to key tech-
nologies, to networks of information and registries of patients
with similar conditions, and to research and training facilities
capable of advancing and disseminating new knowledge. They
can develop, monitor, and adjust treatment protocols, facili-
tate access to treatment (e.g., special medical diets), provide
families with up-to-date information, and track broader out-
comes, such as developmental progress. However, specialists
are often not prepared to provide comprehensive care, such as
routine preventive services (e.g., immunizations) or acute ill-
ness management not associated with the particular condition.
Therefore, most specialty care providers depend on collabora-
tion with primary care providers to assure the best long-term
outcomes for their patients.

CARE COORDINATION

The central goal of care coordination is to link the key stake-
holders to assure effective and high-quality care delivery.
Ideally, care coordination should include all systems that sup-
port the affected individual, including social service agencies
and schools. To function across multiple systems or settings,
care coordination functionalities must exist within each set-
ting and maintain effective communication links.

Each stakeholder must be informed about evaluation and
treatment plans, transitions in care, and their individual roles
and responsibilities and each should contribute to planning
decisions and timelines. At times, additional elements will
need to be part of the care coordination network, including
public health agencies, payers, allied health providers, schools,
early intervention programs, mental health agencies, durable
medical equipment vendors, and pharmacies.

The basic elements of care coordination include an iterative,
dynamic care plan, an explicit mutually understood definition
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of roles, and the identification of the locus of condition man-
agement. Many families also value connecting with other
families, including those with children who have the same or
similar conditions as theirs. Such connections may be facili-
tated by the primary care medical home or by specialty care
providers.

LOCUS OF MANAGEMENT

Assigning the locus of management for a chronic condition
involves explicitly identifying a lead clinical manager or man-
agement team and defining the scope of responsibilities. The
ideal locus of management for most children is the primary
care medical home. However, for some, particularly those with
complex conditions identified through newborn screening, it
may be a specialty care clinic or team. The locus of manage-
ment is not synonymous with the medical home and may shift
as the acuity, complexity, or severity of health care needs change
over time. For example, the locus of management for a child
with cystic fibrosis may reside permanently with a specialty
clinic team, whereas the locus of management for a child with
congenital hypothyroidism may initially be with a pediatric
endocrinologist and move later to a primary care clinician with
periodic specialty consultation. In both examples, the medical
home remains the primary care setting providing preventive
care, immunizations, acute illness management, and coordina-
tion with community resources. When the locus of manage-
ment is with the specialty care provider, the primary care medi-
cal home often assumes a co-management role for preventive
care, clinical triage of acute illnesses, and general chronic care
management.

Decisions about the locus of management must include the
direct input of the family. Factors that can influence the deci-
sion include their comfort and confidence in specific settings
or clinicians, their familiarity with and adjustment to the diag-
nosis, their ability to advocate and assist with the coordination
of care for their child, and the distance of their home from the
specialty clinic.

PLANNED CO-MANAGEMENT

Planned co-management reflects the needed communication,
coordination, and shared responsibilities across the stake-
holders. It involves a proactive, anticipatory approach to care
planning through structures (e.g., care plans), processes (e.g.,
communication), and active input from each team. In many
instances, planned co-management requires dedicated per-
sonnel responsible for the continuity of co-management plans
(care coordinators). To be effective, planned co-management
must have the endorsement and engagement of families.

HEALTH-CARE TRANSITIONS
For individuals identified through newborn screening, three
health-care transitions involve particular risks: from short-
term to long-term follow-up,” from hospitalizations to home
and community care, and from pediatric to adult health care.
These transitions usually involve a transfer or hand-off of some
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or all of the care from one provider or team to another, which
can lead to medical errors and fragmentation of care.® Best
outcomes of health-care transitions require effective commu-
nication and care coordination associated with replicable and
efficient processes that include preparation, planning, imple-
mentation, follow-up, and closure.

The transition from short-term to long-term follow-up occurs
after screening, identification, diagnosis, and initiation of treat-
ment, during which direct monitoring and coordination by state
public health resources assists communication among stake-
holders, the specialty clinic team, and particularly the family.
Once the child’s condition is stabilized and the family settles into
a “new normal,” the health-care focus moves to preventive care,
routine screening, immunizations, decisions about acute illness
management, and initiation of ancillary supports and services,
such as early intervention. The integration of these with chronic
condition management and ongoing specialty care may prove
challenging as public health surveillance and assistance often
diminishes as individuals enter long-term follow-up.”

Hospitalizations, both planned and unplanned, are common
for many individuals with conditions identified through new-
born screening. Often, hospitalization occurs in tertiary medi-
cal centers that are far from the families’ homes. At discharge,
the transition to home and community may present additional
hazards related to inadequate patient education, incomplete
medication reconciliation, changed care plans, and poor coor-
dination of primary care, home health care, and other commu-
nity support.®

Increasing numbers of children identified through newborn
screening survive into adulthood. Health care is often disrupted
during the transition to young adulthood.’ Organized and con-
sistent approaches to preparing adolescents and their families for
this crucial health-care transition are rarely implemented.® Adult
primary and specialty care providers are often inadequately pre-
pared and sometimes unwilling to accept responsibility for the
care of young adults with rare or complex conditions of child-
hood onset. Few pediatric primary and specialty care settings
have explicit policies regarding this important life transition and
even fewer adult health-care settings have policies addressing
the orientation of new young adult patients.

Each of these transitions represents situations in which coor-
dination of care and communication of information is particu-
larly important. If the primary or specialty care providers use
tools to promote the coordination of care (e.g., care planning,
explicit role definitions, clear identification of the locus of man-
agement, and links to other resources), and if these tools are
designed for ease of use by all involved, improved coordination
and co-management can occur even between settings that have
not been equally invested in quality improvement.

Care plans for coordinated co-management require three
key structural elements to inform, coordinate, and track care:
a brief portable medical summary, an emergency management
plan, and a current agenda of active issues. The portable medi-
cal summary provides basic demographic information, relevant
medical history, a current medication list, contact information
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for the family, primary care medical home, specialists, and
other health-care professionals, and a list of other resources
and organizations that may be involved. The emergency man-
agement plan combines information about the child’s chronic
condition with guidance for what constitutes an emergency and
what actions should be taken. The agenda of active issues is a
constantly evolving list of the next steps in care and support,
who is responsible for each step, when each step is to be com-
pleted, and who will confirm completion.

NEXT STEPS

This report was developed to provide guidance on practical steps
for using the medical home model to improve care for individu-
als with conditions identified through newborn screening. The
central theme is the need to proactively focus on care coordina-
tion, being clear about the locus of control, and implementing
planned co-management, especially during periods of medical
transition. The Regional Collaboratives are the natural laborato-
ries in which different approaches to implementation are being
tested and improved. Activities include the development of care
planning and coordination tools to facilitate co-management,
enhancing electronic health records to incorporate care plan-
ning and communication between the stakeholders, collecting
survey data from primary care and specialist care providers and
families regarding preferences, concerns, and needs; and sup-
porting busy primary and specialty care settings in the use of
quality improvement methods to enhance their capacities for
care coordination and communication. As new models of coor-
dination co-management are implemented, their impact on
population health, patient and family experience of care, and
the costs of care can be evaluated.
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