
Impacting the Education 
Gap and Identifying 
Access to Genetic Service 
Needs
Since 2004, the National Coordinating Center 
(NCC) and the Regional Genetic Service 
Collaboratives (RC) (collectively the NCC/RC 
system) has sought to increase access to genetic 
services for individuals with, or at risk for, genetic 
conditions and their families.  Each RC, the NCC,  
and the National Genetics Education and 
Consumer Network (NGECN) have engaged in 
far reaching activities to improve the accessibility 
of genetic services.  Near the end of 2014, the 
NCC/RC system began to confer with its 
stakeholders about ongoing needs and gaps in 
genetic services. This edition of the NCC 
Collaborator shares the current work of the NCC/
RC system in related needs assessment 
activities, along with educational efforts. 
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Recognizing the need to provide primary 
care providers with resources to improve the 
diagnosis and management of individuals 
with metabolic conditions, The New 
England Genetics Collaborative (NEGC) 
partnered with the Genetic Metabolic Center 
for Education (GMCE) to create such a 
resource.   Similarly, The New York 
Mid-Atlantic Consortium for Genetics and 
Newborn Screening Services (NYMAC) is 
working to build upon its excellent work in 
telemedicine, the development of education 
materials, and professional education to 
address the ongoing access gaps in genetic 
services.  The Heartland Genetics and 
Newborn Screening Collaborative 
(Heartland) reflects upon the confluence of 
its major projects and how best to translate 
its new knowledge into expanded and 
improved genetics education and health 
care for individuals and families.

Seeking to understand the ongoing 
strengths and weaknesses within their 

regions, The Southeast Regional NBS & 
Genetics Collaborative (SERC), Region 4 
Midwest (Midwest), the Mountain States 
Genetics Regional Collaborative (MSGRC), 
and the Western States Genetic Services 
Collaborative (WSGSC) have all taken 
unique and region-appropriate steps to 
identify their stakeholders’ needs.  SERC is 
conducting a regional survey; Midwest used 
its annual regional conference to solicit 
feedback from its stakeholders and also to 
share its work around genetic provider 
mapping to identify distance-to-care and 
genetic condition trends by county;  
MSGRC is utilizing the Title V Needs 
Assessment Process and provider mapping; 
and WSGSC is using the Heartland Genetic 
Services Assessment Tool (see previous 
Collaborator, Volume 9, Issue 1,Page 7) and 
the developing state Title V assessment 
reports to better understand how to 
integrate genetics more fully into state 
programs. 

This edition of the Collaborator also offers 
updates from the NCC and NGECN 
national needs assessment and regional 
modeling process. In the Consumer Corner, 
Kristi Wees shares her perspective on the 
future of genetics as a parent navigating the 
care system with a child with an 
undiagnosed, but suspected, genetic 
condition.  As you read this edition, take a 
moment and consider what you believe are 
the ongoing needs and gaps within genetic 
services and, if you don’t see those gaps/
needs reflected here, please contact NCC 
to share your perspective: ncc@nccrcg.org.
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The NEGC Partners 
with the Genetic 
Metabolic Center for 
Education
Submitted by  
Monica R McClain, MS, PhD, NEGC 
Co-Director; and Mark S Korson, MD, 
GMCE Medical Director and Co-Founder

The New England Genetics 
Collaborative (NEGC) has recently 
announced a first-of-its-kind 

partnership with the Genetic Metabolic 
Center for Education (GMCE) to create a 
consulting and educational platform able to 
support the diagnosis and treatment of 
inherited metabolic disorders.  GMCE 
(www.geneticmetabolic.com) was inspired 
by Mark Korson, MD, a veteran Boston-
area biochemical geneticist who has 
specialized in the care of patients with 
metabolic disease for more than 30 years.  
Conceived over the course of several years 
as a means of alleviating concerns over 

limited access to quality metabolic care, 
GMCE was launched in 2014. Its mission is 
to improve the diagnosis and management 
of patients with inborn errors of metabolism 
through physician-to-physician telehealth 
consultations and eLearning opportunities.

“This joint effort presents an opportunity 
for non-metabolic clinicians who encounter 
and care for patients with metabolic 
disease to gain access to innovative, 
multi-modal education resources,” explains 
Korson, GMCE’s Medical Director and 
Co-Founder. The telehealth platform 
being used to launch this service will be 
accessible to New England hospitals 
and clinics through partial support by the 
NEGC. Beta testing of this platform will 
begin in September 2015. Participation by 
New England hospitals and clinics includes 
access to metabolic and dietary advising 
through GMCE’s Consultation and Clinical 
Support Service.  Hospitals and clinics that 
choose to be involved with GMCE’s service 
launch have the opportunity to provide 
feedback and help shape development of 
the program.  For colleagues at existing 

metabolic clinics across North America, 
GMCE not only welcomes thoughts 
and programming ideas, but also offers 
professional assistance by providing 
coverage for times when a metabolic staff 
vacancy may exist or when the demand 
outpaces the available metabolic and/or 
dietitian staffing. 

Live and recorded conferences and online 
educational resources will also be made 
available to participants. Additionally, 
this partnership will facilitate GMCE’s 
development of eLearning educational 
resources and comprehensive information 
on diagnosis and patient care in metabolic 
disease. The first GMCE-produced 
conference, “Metabolic Approach to 
Symptoms in the Newborn,” was held on 
December 5, 2015, in Washington DC 
in conjunction with Children’s Hospital of 
Pittsburgh and Nemours’ Hot Topics in 
Neonatology.

To find out more information about the con-
ference, please visit http://www.hottopicsin-
neonatology.org/Other-Conferences.html

THE NEW ENGLAND 
GENETICS COLLABORATIVE

http://www.negenetics.org



2   |  January 2016 Edition, Volume 9, Number 3  Working Together to Enhance Genetic Service Delivery  |   3 

http://www.negenetics.org

NEW YORK-MID-ATLANTIC CONSORTIUM 
FOR GENETICS AND NEWBORN  
SCREENING SERVICES

educational materials will be expanded 
through webinars and social media.  A 
Regional Genetics Education Network 
(RGEN) is currently being developed and 
will be the foundation of NYMAC’s new 
educational activities.  Genetic counselors 
and parent advocates who become RGEN 
members will go into their communities 
to talk to consumers and providers about 
genetic conditions.  NYMAC will identify 
speaking opportunities at the onset of 
the project and advertise the RGEN to 
parent advocacy groups and professional 
organizations.  In addition, NYMAC will 
develop various slide sets for the use of 
RGEN members.  NYMAC and RGEN 
members will provide in-person sessions, 
blog posts, social media and fact sheets.  
As the NYMAC Advisory Committee 
continues to discuss regional resource 
center models, the RGEN will grow and 
develop. 

Trainee and early professional education 
in public health genetics and integrated 

care will be enhanced through the LEND-
NYMAC fellowship. NYMAC will also 
continue to provide support for newborn 
screening (NBS) programs.  NYMAC has 
successfully hosted three educational 
symposiums on new disorders added to 
the Recommended Uniform Screening 
Panel (RUSP).  As new disorders are 
added to the RUSP, education for NBS 
programs and specialists will continue 
to be essential.  Materials from these 
meetings will continue to be made 
available to the national newborn 
screening community. NYMAC will also 
continue to support quality improvement 
initiatives in newborn screening, such as 
our current efforts around timeliness of 
NBS results.

http://www.wadsworth.org/newborn/nymac

NYMAC’s Plans to 
Build on Existing 
Work in 
Telemedicine, 
Networking, and 
Education
Submitted by  
Beth Vogel, MS,CGC, NYMAC Project 
Manager

In order to continue to thrive as a regional 
resource center, the New York-Mid 
Atlantic Consortium for Genetics and 

Newborn Screening Services (NYMAC) is 
planning to build on its foundational 
collaborative work with the National 
Coordinating Center (NCC) and its ongoing 
efforts in the areas of telemedicine, 
networking, and education. 

In recent years, NYMAC has funded a 
number of specialty centers to implement 
telemedicine. Starting this year, Children’s 
Hospital Pittsburgh (CHP)  has entered into 
a partnership with NYMAC to become a 
training center for the use of telemedicine 
in pediatric hematology.  NYMAC and CHP 
will jointly offer onsite training and lead a 
discussion on barriers to implementation.  
If this model is successful in expanding 
telemedicine, NYMAC will expand it by 
continuing to identify regional training 
centers.  

NYMAC will also continue to disseminate 
excellent educational materials, develop 
new materials to address gaps in existing 
resources, and reach out to new partners. 
With advancements in the field of genetics, 
new materials will be needed to support 
primary care providers, public health staff, 
and consumers.  The reach of NYMAC’s 

A Regional Genetics Education Network 
(RGECN) is currently being developed 
and will be the foundation of NYMAC’s 

educational activities.
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SERC Highlights 
Transition, 
Telemedicine, and 
Nutrition 
Management 
Guidelines
Submitted by  
Emily Lisi, MS, CGC, SERC Co-Chair 
Workforce Capacity and Hans Andersson, 
PhD, SERC Co-Principal Investigator

States vary significantly in terms of 
their public health initiatives around 
genetics, as evidenced by historical 

disparities in newborn screening, especially 
prior to the development of the 
Recommended Universal Screening Panel 
(RUSP).  Public health and private provider 
cultures are often state-specific, and the 
broad disparity of services within each 
region means that it is difficult to make 

regional generalizations about the quality 
and availability of genetic services. Looking 
toward the future of the Southeast 
Regional Genetics Collaborative (SERC), 
we are currently conducting a needs 
assessment survey to determine areas of 
strength and weakness in access to 
genetic services in our region, using a data 
set developed by the Heartland 
Collaborative. Based on the results of the 
survey, we plan to prioritize action items for 
improving access to genetic services and 
minimizing disparities.

Telemedicine is increasingly being utilized 
as a way to address disparities in access 
to regional genetic services. The SERC 
Telegenetics Workgroup is currently 
developing a detailed understanding of 
the availability of telemedicine for genetics 
services in underserved populations 
throughout the Southeast.  Using the NCC 
Telemedicine Workgroup’s National Survey, 
we have identified genetics healthcare 
providers in our region who currently offer 
telemedicine services. Specific regional 

strengths include a HIPAA-compliant 
telemedicine software (Doxy.me), which is 
being made available for free to SERC (and 
other) users and several mature telegenetic 
programs that have been in place for over a 
decade. At the Annual SERC Meeting in July 
2015, a well-attended instructional workshop 
was offered, which gave participants 
opportunities to test-drive several different 
platforms used in telegenetic services. These 
platforms can be effective for both outpatient 
services (e.g., high risk cancer susceptibility 
counseling, metabolic disease follow-up) 
in which a detailed physical exam is not 
necessary and for inpatient intensive care 
consultation in which a specialist opinion is 
urgently required. SERC plans to develop 
new telegenetics sites in rural settings 
and hospitals as the SERC Telegenetics 
Workgroup expands in the future.

Finally, we believe that healthcare for 
genetic conditions is already perfectly 
aligned to develop and implement new 
care coordination models.  Children with 
inborn errors of metabolism or rare genetic 
conditions are managed primarily by 
metabolic geneticists, genetic counselors, 
and dietitians and are referred to other 
specialists as needed. However, owing to 
early diagnosis and successful treatments, 
the survival rate into adulthood has increased 
for individuals with many of these conditions. 
This has created a crisis during the transition 
period between adolescence and adulthood, 
when pediatric care providers discharge 
the patients to adult physicians.  The SERC 
Long-Term Follow-up, Transitioning, and 
Workforce Capacity groups are creating tools 
to support and measure long-term follow-
up for genetics services. Together with the 
efforts of SERC members in the ACMG/NCC 
Regional Support Service Model Workgroup, 
our SERC workgroups aim to implement 
and test new models to further enhance the 
quality of care our regional genetics clinics 
provide.

SOUTHEAST REGIONAL NBS &
GENETICS COLLABORATIVE

http://southeastgenetics.org/
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REGION 4 MIDWEST 
GENETICS COLLABORATIVE

http://region4genetics.org

Region 4 Midwest 
Genetics 
Collaborative Looks 
Towards the Future
Submitted by 
Lisa Gorman, PhD, Co-Director, Region 4 
Midwest Genetics Collaborative and Gina 
Gembel, MSW, Region 4 Midwest Project 
Coordinator
 

data for understanding the geographic 
distribution of possible patients, thus 
making the question of access more 
directly measureable. Data from this project 
will also allow us to generate distance-to-
care metrics and genetic condition trend 
analysis by county.  

While looking towards the future, Region 
4 Midwest Genetics Collaborative will 
continue to address the needs we 
identified as priorities in the 2012 to 2017 
grant cycle.  Some of the ongoing activities 
we will focus on include: 

 •   Cross-state technical assistance 
and resources to advance the timely 
implementation of lysosomal storage 
disorders;

 •   Education and long-term follow-
up resources for congenital 
hypothyroidism (led by Dr. Kupper 
Wintergerst); 

In  October 2015, the Region 4 Midwest 
Genetics Collaborative brought together 
regional stakeholders for our annual 

in-person meeting.  During the meeting, 
we celebrated our successes as a 
collaborative and collectively began the 
process of looking towards the future.  
More than 70 stakeholders participated in 
data gathering and information sharing. 
This face-to- face time together gave our 
states the opportunity to expand upon 
and provide more breadth to the answers 
we had collected on genetic services 
within our region using the Heartland 
Genetic Services Assessment Tool.  All 
the information gathered will be used in a 
regional needs assessment that identifies 
strengths and gaps in genetic services 
across the region.  

In order for that needs assessment to be 
truly comprehensive, we have partnered 
with health geographers from Michigan 
State University to replicate the Mountain 
States Genetic Provider Mapping Project.  
Both projects examine the number of 
birth defects in the region by county and 
the geographic distribution of genetic 
services providers.  Region 4 Midwest 
plans to expand this assessment, using 
our partnerships with state public health 
programs to obtain actual newborn 
screening data. We believe this data 
will be more useful than birth defect 

 •   Implementation and evaluation of 
sickle cell trait short-term follow-
up recommendations developed 
through facilitated consensus 
methods with regional experts; 

 •   In partnernship with the Michigan 
Department of Health and Human 
Services, the Diet for Life project, 
which is designed to improve access 
to and coverage for metabolic foods 
and formulas;

 •   Newborn screening laboratory 
emergency preparedness and 
timeliness; and

 •   Infrastructure and technical 
assistance to support partnering 
organizations and trained facilitators 
as they implement the Care 
Coordination: Empowering Families 
curriculum in Region 4 Midwest and 
Heartland.
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HEARTLAND GENETICS AND  
NEWBORN SCREENING COLLABORATIVE

http://www.heartlandcollaborative.org/

Four  years ago in the Heartland 
Genetics Services Collaborative, 
plans were laid and work began 

on four related, but distinct projects: 

 1.  Understanding the role of the 
geneticist in the medical home; 

 2.  Clarifying the role of the medical 
genetics team in the transition 
of care from pediatric to adult 
providers;

 3.  Identifying and understanding the 
barriers and bridges Spanish-
speaking families experience in 
accessing genetics services; and 

 4.  Improving the individualized health 
plan pre- and post-process for 
students with genetic conditions.

Four years into implementation, we are 
approaching the confluence of these 
efforts and are determining how best 
to translate this new knowledge into 
expanded and improved education 
and health care across systems for the 
patients and families needing genetics 
services.  

We have learned a number of critical 
lessons, including the following:

 •   Families’ experiences with the 
medical home or medical home 
neighborhood are reported quite 
differently than their experiences 
with primary care and genetics 
providers;

Heartland 
Approaches the 
Confluence in Some 
Major Projects
Submitted by Lori Williamson Dean, MS, 
LCGC, Heartland Program Manager

 •   The roles that the genetics team has 
in the medical home and the pediatric 
to adult transition process vary, based 
mostly on the geographic location and 
diagnosis of the patient;

 •   Effective transition planning involves 
strategic and temporary removal of 
pediatric health care and social service 
supports in order to learn what the 
youth will need in the new systems 
of adult health care, vocational 
rehabilitation, and independent living;

 •   Effective healthcare transition 
assessment and planning requires 
provider education and skills training;

 •   Introducing the topic of healthcare 
transition can be performed by any 
knowledgeable provider;

 •   The number of Hispanic children 
served in the genetics clinics does 
not reflect the Hispanic demographics 
of the community, i.e., fewer than 
expected are accessing genetics 
services;

 •   Hispanic children’s first visit to genetics 
is often later than that of non-Hispanic 
children, and Hispanic patients are 
often lost to follow–up;

 •   Lack of bilingual providers, appropriate 
translation services, and relevant 
genetics literature available in Spanish 
affect service delivery and patient 
understanding among Hispanic 
patients; and

 •   An informative and effective 
individualized health plan results not 
from the document itself, but rather 
from the pre- and post- processes that 
surround the document.

Given our new knowledge, we intend 
to explore the outcomes of intentionally 

correlated medical neighborhood activities, 
healthcare transitioning, and individualized 
health planning, with companion education 
for public health workers, Spanish 
interpreters, educators, health care 
providers, patients, and families, as well 
as expanded access through telemedicine 
technologies. This multi-faceted strategy 
will utilize existing systems, but make 
critical adjustments to processes. Our 
overall goal is to expand and improve 
education and health care across systems 
for the patients and families in our region 
who are touched by genetics services.
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MOUNTAIN STATES GENETICS 
REGIONAL COLLABORATIVE

http://www.msgrcc.org/

Stakeholder engagement is the 
fundamental component of the 
needs assessment and prioritization 

MSGRC Builds 
Stakeholder 
Engagement
Submitted by Sharon Homan, PhD, 
MSGRC Evaluator; Kathryn Hassell, MD, 
MSGRC Project Director; Janet Thomas, 
MD, MSGRC Associate Project Director; 
and Marilyn Brown, MPH, MSGRC Project 
Manager

process being undertaken by the Mountain 
States Genetics Regional Collaborative 
(MSGRC) in 2015 to 2017 as a basis for 
creating a future regional support service 
center.  MSGRC continues to include a 
wide range of stakeholders in its 
membership. These include providers, 
family organizations, disease-specific 
organizations, and individual consumers. 
We have based initial planning activities 
with our members on the conceptual 
framework of the Title V Needs 
Assessment process from the Maternal 
and Child Health Bureau (pictured below).

In Phase I of our planning (2015-2016), 

we will identify a set of priority needs 
unique to our region. In Phase II (2016-
2017), MSGRC will go on to guide the 
development of a support center that will 
serve as a shared resource and catalyst for 
providers and patients. Currently, MSGRC 
is holding sessions with our workgroups 
and special interest groups (Consumer 
Advocacy, Emergency Preparedness, 
Health Information Technology, Medical 
Home, Newborn Screening, Telegenetics, 
Hemoglobinopathies, Metabolic 
Consortium) to plan the design and 
implementation of qualitative assessment 
tools that will be used in early 2016. 
Focus groups, conducted both through 
webinars and in-person, will be held in 
our current grant year to understand the 
special needs of our unique populations, 
assess public health infrastructure, and 
survey primary and specialty providers and 
consumers about how to improve services 
in the context of the medical home. These 
sessions will be designed to help us assess 
our existing strengths and capacities, set 
priorities for an effective resource center, 
and specify the resources that will be 
needed to develop the center.

In 2017, we will meet with our workgroups 
and develop a formalized needs statement 
for our region that will address the needs 
for genetic services, for training and 
technical assistance to providers, and for 
consumer education. Using this process, 
we will identify the needs we have existing 
capacity to meet, as well as those for 
which we can develop such capacity. The 
ultimate objective of MSGRC is to become 
a resource to the genetics community 
that can facilitate networking, collect and 
disseminate resources, and continue to 
address the ongoing needs of consumers, 
medical providers, and public health 
organizations.
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WESTERN STATES GENETIC  
SERVICES COLLABORATIVE

http://www.westernstatesgenetics.org/

Identifying Future 
Directions for the 
WSGSC
Submitted by 
Lianne Hasegawa, MS, CGC, WSGSC 
Project Coordinator and Sylvia Mann, MS, 
CGC, WSGSC Project Director

O    ver the last ten years, the Western 
States Genetics Services 
Collaborative (WSGSC) has 

focused on a range of different activities 
related to genetics and newborn screening 
that are relevant to our region. Activities 
have included: genotype-phenotype 
correlations in very long chain acyl-CoA 
dehydrogenase deficiency (VLCADD); 
identification of outcomes of genetic 
services; bringing family advocacy 
programs, such as Family Voices, to the 
collaborative on a level equal to other 
stakeholders; and development of a 
transition tool for youth with genetic 
conditions. 

The WSGSC routinely engages 
stakeholders in an ongoing needs 
assessment process to prioritize projects 
and address regional needs. Ideas for 
future activities come directly from the gaps 
identified by the communities we serve. 
Currently, the WSGSC is organizing genetic 
services needs assessments with Title V 
Programs within our states and territory. 
Some Title V Programs have been WSGSC 
partners since its inception, but this needs 
assessment expands our collaboration 
to include additional Title V Programs. 
Participants will include staff from Maternal 
Child Health, Children with Special Health 
Care Needs, Early Intervention Services, 
Newborn Metabolic Screening, Newborn 
Hearing Screening, Birth Defects, Home 
Visiting Programs, and Family to Family 
Health Information Centers.

Using the Genetic Services Assessment 

Tool developed by the Heartland Genetic 
Services Collaborative as a starting point, 
we will first determine current genetic 
services and activities within the western 
states and territories. State and territory 
Title V reports will also be reviewed 
and searched for key words such as 
“genetics,” “birth defects,” and “genetic 
services.” Focus groups will be organized 
for each state/territory’s Title V staff , 
during which participants will discuss their 
interest in genetics activities and ideas 
on how to better integrate genetics into 
their programs. The WSGSC will then 
summarize all ideas and identify common 
elements in state/territory reports and a 
regional report. Future regional activities will 
be planned based on this information.

The first Title V genetics needs assessment 
was held in Hawaii in August. Several 
great ideas were suggested, and potential 
collaborations were identified. These 
included:

 •   Expanding the use of telehealth 
to provide genetics services and 
education, especially to families and 
providers living on the outer islands 

of Hawaii and in rural communities;

 •   Working with Early Intervention 
to provide continuing education 
about genetics and genetic 
services to therapists who are 
often on the “front lines” of caring 
for families of children with special 
health needs:

 •   Developing a genetics resource 
for Title V staff to take to Transition 
Fairs to help with transition of 
youth with genetic conditions; and

 •   Developing simple educational 
resources about the Affordable 
Care Act and other topics of 
interest for Home Visiting staff to 
share with families.

This initial Title V needs assessment 
was well-received by all participants 
and is a first step towards fostering 
new relationships between the state 
programs. These Title V Genetics Needs 
Assessments will help the WSGSC 
expand the possibilities for our future 
priorities and goals and improve genetic 
services within the states and the region.
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Back to the Future 
with NGECN
Submitted by 
Sharon Alexander, MPH, NGECN Program 
Manager

J une 1,2015 marked the start of an 
exciting new focus for Genetic Alliance 
and the National Genetics Education 

and Consumer Network (NGECN). While 
we’ve been working with the National 
Coordinating Center for several years, the 
start of a new, two-year award from HRSA 
brought renewed energy to our collaborative 
efforts to improve the quality of genetic 
services and access to them. We’ve been 
tasked with gathering enough data to 
propose “models” that address current and 
potential future gaps in access to quality 
genetic services. We began by collecting 
data and stories in an effort to understand 
what unmet needs individuals and families 
have. What about providers? Are there other 

models out there that can inform our work? 

Prior to the start of the new grant period, 
NGECN led several discussions with 
consumers, including one with the NGECN 
Consumer Advisory Group, which is made up 
of one consumer representative from each of 
the seven regions. We asked individuals to 
think back to their own experiences and then 
ahead to the future in order to consider what 
they might still need. We also asked them what 
better care would look like for themselves, their 
families, and other families. A common theme 
we heard was a desire on the part of families 
to feel more prepared and supported during 
key transition points in life. From the point of 
diagnosis to the establishment of continuing 
care, there are points at which families may 
need additional information or support to help 
them navigate their healthcare. 

As NGECN moves forward, we are focused 
on understanding what those key points are.  
In September 2015, we fielded a national 

http://www.geneticalliance.org/ngecn

NATIONAL GENETICS EDUCATION  AND 
CONSUMER NETWORK

survey to individuals with genetic conditions 
and their families that includes key questions 
around six areas of interest: (1) identification; 
(2) finding sources services, information, 
and support; (3) getting care, services, and 
support; (4) telemedicine; (5) adult care; and 
(6) care beyond the clinician’s office. The 
survey builds on a community engagement 
process we undertook to create the survey 
questions. Our goal was to ensure that 
the questions reflected the real needs and 
priorities of individuals who have accessed or 
tried to access genetic services. 

We also heard from consumers that the most 
helpful source of information and support 
was fellow consumers who had experience 
dealing with the same/similar condition or 
symptoms. We’ve begun compiling models 
for patient navigation and care coordination 
that use a support person to help guide 
patients through their diagnosis and transition 
points. We hope to learn how these programs 
work on a small scale and whether they can 
be scaled up to support families in the future.
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Consumer Corner:
The Future of Genetics

Submitted by 
Kristi Wees, MS, NYMAC Consumer 
Advocate and MSGRC Social Media 
Coordinator

S even years ago we embarked on a 
journey for which we were 
completely unprepared. We 

couldn’t imagine that our little girl’s first 
years of life would be wrapped in misery 
and diagnostic mystery. Fast forward to 
today and you will find us as a family 
empowered with knowledge, advocacy 
skills, and the hope we have gathered 
along the way. So what does the future 
of genetics look like from our 
perspective?

We have been told that our daughter 
is suspected of having a mitochondrial 
disorder, which is genetic and congenital. 
Many told us there is no single test to 
diagnose it and there is no cure. Others 
told us that diet and environmental 
changes will have no impact on her 
disease progression. But, as parents, 
what we saw in our daughter did not 
match what we were being told. We 
saw her health drastically decline 
with each well-baby visit. We saw her 
exhibit autistic-like behaviors after we 
introduced cow’s milk into her diet and 
we witnessed her neurological reactions 
to household products (hairspray, 
window cleaner, etc.). We began to 
“lose” her around 18 months, while 
multiple sub-specialists continued to be 
perplexed as to what could be causing 
her symptoms.

Currently, no genetic cause for our 
daughter’s symptoms has been found, 
after years of testing. As parents we 
have had to actively research reasons 

for our daughter’s condition and coordinate 
her care. No one has connected either the 
“dots” or her many specialists, so we had to 
step up to do that. Based on these personal 
experiences, we believe that in order for 
the future of genetics to lead to successful 
outcomes for every patient, three areas need 
to be addressed:

 •   Environmental exposures must 
be considered in every case.  
Environmental factors do impact a 
patient’s life. “Environmental” includes 
everything from the micobiome to air 
quality, from medications to pesticides 
on food, and everything in between.

 •   Epigenomics.  It is crucial to recognize 
that this “turning on and off of genes” 
can be modified through environmental 
factors, specifically diet and nutrition. 
It is also critical to acknowledge that 
“inherited” does not equal “genetic.”

 •   Patients/family need to become equal 
members of the care team. Parents 
prefer personalized care to “one-size-
fits” all medical practice. 

If a concerted effort is made to integrate 
these three areas into genetics practice, 
many patients can experience an improved 
quality of life, regardless of their disease 
prognosis. By empowering the patient and 
his/her family to take an active role in care, 
it is possible to uncover creative, cost-
effective, and disease-improving solutions 
for that patient, and potentially others.

Our daughter’s future could not wait. We 
followed our instincts regarding diet and 
environmental changes, from what food we 
fed her to what chemicals we allowed her 
to be bathed in, rubbed with, and injected 
with. What we witnessed is nothing short 
of a miracle. Our daughter re-emerged 
and returned to us. Today, she is a happy, 
engaged 6-year-old with a very bright 
future.

For more information about our story, visit 
our blog at: 

https://babyfoodsteps.wordpress.com/
about/our-story/
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Consumer Corner:
The Future of Genetics

The Future of 
Genetic Services, 
How Today’s 
Genetic Service 
Needs and Gaps 
will Shape 
Tomorrow’s 
Regional Genetic 
Services
Submitted by 
Alisha Keehn, MPA, NCC Project 
Manager

T owards the end of 2014, NCC and 
NGECN (hereafter referred to as 
NCC) began to pursue activities 

aimed at understanding the current 
needs and gaps within genetic services 
and how those might inform a future 
regionalized genetic services system.  
Listening sessions with all stakeholders—
the public, primary care providers, public 
health, genetics professionals, and 
national partners—formed the basis of 
the formalized needs assessment work 
that began in earnest on June 1, 2015.  
These listening sessions sought to 
broadly understand how people define 
genetic services today, perceived service 
and public health gaps, and what they 
see as potential means and mechanisms 
for addressing those needs and gaps. 

Over the summer, NCC took the 
feedback from these listening sessions 
and formulated national surveys.  These 
surveys, aimed at consumers and 
genetic providers (public health and 
clinic based), were fielded by NGECN 
to consumers (see NGECN, page 
9), and by NCC to providers.  The 
provider survey asked respondents to 

consider current conditions in genetics 
practice, assessment of unmet needs, 
and components of future regional genetic 
service centers.  

Initial results from the provider survey 
reflect an ongoing interest in telemedicine 
with little utilization by providers (82% 
of respondents [total n=924] do not 
utilize telemedicine).  We also learned 
that wait times for non-emergent new 
patient appointments mostly range from 
one month or more (62% of geneticist 
respondents) and that ongoing genetic 
job vacancies reflect the ongoing concern 
about lack of genetics providers (111 
reported geneticist openings and 220 
reported genetic counselor openings).  
Additionally, respondents indicated that 
the following patient populations are not 
receiving services:  rural; non-English 
speaking; Native Americans living on 
reservations; adults with adult-onset 
conditions; and indigent and uninsured 
populations.  Respondents also shared 
their perceptions of barriers to genetic 
services:  distance to care; failure of 
primary care providers to recognize a need 
to refer to genetics; insufficient numbers 
of genetic providers; insurance coverage 
issues; and misconceptions about the 
nature of genetic services. 

A corollary component to this needs 
assessment work has been exploration 
of what a future regional genetic services 
system might look like.  A national 
workgroup, led by Dr. Celia Kaye, has: 
considered over 25 existing regional 
care models, public health, clinical, 
and disorder-based; reported findings; 
developed themes; and begun to outline 
a framework of regional support center 
elements utilizing the feedback from 
the listening sessions and the national 
surveys.  In particular, as part of the 
national survey, respondents were 
asked to share what they believed to be 

important in a regional genetic service 
model.  Similar feedback collected from 
the consumer survey has helped to shape 
current thinking about what is important 
in a future system aimed at ensuring 
access to genetic services, particularly for 
underserved populations.  Priority-setting 
has identified the following key elements:  
formal relationships between public health, 
consumers, and providers; education and 
training; promoting family engagement; 
practice support; efficient practice; and 
data collection.  Possible models may 
include service delivery, resource provision, 
clinical support, condition management 
data, education and technical assistance, 
patient engagement, public health, quality 
improvement, and more.  The group is 
currently developing a draft document 
that will be available for comment starting 
in late January.  A final report containing 
recommendations will be provided to 
HRSA in March 2016. Please see nccrcg.
org for more information and provide 
your feedback on the draft report during 
January to February 2016.  Your voice is 
critical to shaping the recommendations.

NATIONAL COORDINATING CENTER

http://www.nccrcg.org
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C a l e n d a r

NCC and RC Meetings

National Conferences

 

NCC Community Conversation Mar 8  Tampa, FL

NCC Advocate Leader Program Mar 9-12 Tampa, FL

NEGC Annual Meeting Apr 7-8 Portsmouth, NH

NYMAC Advisory Council May 18-19 Baltimore, MD

 

AMCHP Conference Jan 23-26 Washington, DC

APHL Newborn Screening and Genetic Testing Symposium Feb 29- Mar 3 St. Louis, MO

ACMG Annual Clinical Genetics Meeting Mar 8-12 Tampa, FL     

EHDI Annual Meeting Mar 13-15 San Diego, CA

NCC Social Media is updated daily/weekly.  Check Facebook and 
Twitter for the latest updates from NCC.  To be included in a post or 
tweet, pleace contact ncc@nccrcg.org


