
Looking at the Past 10 
Years to Appreciate 
Where We Are Today
The previous edition of The Collaborator 
highlighted the NCC/RC system achievements 
and offered a retrospective on the evolution of 
the National Coordinating Center (NCC) and 
the Regional Genetic Service Collaboratives 
(RC).  This edition provides updates on each 
of the RCs today.  Many themes are recurrent 
across the RCs:  care coordination; access to 
care; understanding the needs of individuals 
with genetic conditions; and, perhaps most 
important, valuing the role of individuals with 
genetic conditions as partners in care.  Of note is 
the unique manner in which each RC targets its 
work and activities to garner the biggest impact 
and address the identified needs and gaps within 
its region.  This ability of the RCs to work so 
effectively is a result of the excellent infrastructure 
and partnerships within each region that bring 
partners together to identify and solve access 
issues through unique approaches.  
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point of a comprehensive needs 
assessment. 

Starting from what they know best has 
allowed The Southeast Regional NBS & 
Genetics Collaborative (SERC) to lead in 
leveraging both telehealth and transition 
resources to engage genetic providers in 
serving difficult to reach populations and 
ensuring continuity of care as individuals 
with sickle cell reach adulthood and face 
many transitions.  Additionally, SERC’s 
longstanding partnership with Genetic 
Metabolic Dietitians International (GMDI) 
has led to the development of nutrition 
management guidelines for multiple 
metabolic conditions; these are available for 
free online. 

Region 4 Midwest has a strong history of  
collaboration to improve access to genetic 
services, with particular attention on 
follow-up and on implementation of the 
recommendations from the Advisory 
Committee on Heritable Disorders in 
Newborns and Children (ACHDNC). 
Currently, the region devotes time to 
laboratory emergency preparedness, 
congenital hypothyroidism (CH) three year 
follow-up, and developing its Care 
Coordination:  Empowering Families 
Training.  This training was successfully 
expanded through a National Genetics 
Education and Consumer Network 
(NGECN) Impact Award. 

Cover Article continues on Page 9

The New England Genetics Collaborative 
(NEGC) reinvigorated its medical home activities 
by borrowing from the previously-funded 
Genetics in Primary Care Institute (GPCI) 
housed at the American Academy of Pediatrics 
(AAP).  The workgroup has established new 
partnerships with pediatric improvement 
projects and sponsored a 4-part webinar 
series.  Read on for specific details on each 
webinar and on how to access them through 
the NEGC website. 

Sometimes the best way to know where you 
are going is to stop and take stock of the 
current genetic service needs landscape. The 
New York Mid-Atlantic Consortium for 
Genetics and Newborn Screening Services 
(NYMAC) has engaged in education and care 
coordination activities and is using those 
activities as the context for learning sessions 
with providers and patients from Federally 
Qualified Health Centers.  In parallel with this 
activity NYMAC is conducting consumer 
surveys and a genetic systems assessment of 
each NYMAC state to serve as the starting 
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Renewed Medical 
Home Activities 
within the New 
England Genetics 
Collaborative
Submitted by  
Karen Smith, Project Coordinator, NEGC

Anew Medical Home Workgroup of 
the New England Genetics 
Collaborative (NEGC) has been 

assembled under the leadership of Greg 
Prazar, MD, a pediatrician in New 
Hampshire. This workgroup was informed 
by the Genetics in Primary Care Institute 
(GPCI), a project of the American Academy 
of Pediatrics that focused on increasing 
primary care provider knowledge and skills 
in providing genetic-based services. The 
NEGC participated in the GPCI and wanted 
to expand its impact in the New England 
region. 

The workgroup established new 
partnerships with pediatric improvement 
projects in Maine, New Hampshire, and 
Vermont. The workgroup also looked at 
New England’s specific regional needs and 
assets around medical home in order to 
determine which next steps would be most 
feasible, sustainable, and compelling.  After 
surveying pediatricians, the group learned 
they were most interested in receiving 
support around care coordination, whether 
or not they were able to have a designated 
care coordinator in their practices.  Genetic 
red flags and family history were also of 
interest to the pediatricians. Resources 
around all three of these topics exist 
on the GPCI website. The result of 
the workgroup’s efforts is a four-part 
educational webinar series, which began  
May 2015, called It’s All About Teamwork: 

Incorporating Genetics and Family History 
into the work of the Patient Centered 
Medical Home (PCMH). The webinars will 
also touch on billing methods and illustrate 
how teamwork can reduce practitioner 
burn-out. CMEs will be offered.

The webinar series includes:

May 28, 2015 
Why Medical Home and Care Coordination 
are Important for Children
Jill Rinehart, MD, pediatrician from Vermont 
and Jeanne McAllister, BSN, MS, MHA, 
medical home expert

June 4, 2014
How to Achieve a Shared Plan of Care for 
Kids with Primary Care Providers, Families,
and Specialists 
Dr. Jill Rinehart and Jeanne McAllister

July 16, 2015
Obtaining and Documenting a Pediatric 
Family History – Understanding Why it is
Important, Identifying Red Flags, and 
Capturing the Information in the Electronic
Medical Record 
Craig Donnelly, MD, pediatric psychiatrist 
from New Hampshire and Leah Burke, MD, 
geneticist from Vermont

September 17, 2015 
Sustaining the Momentum / Incorporating 
Genetics in the Management of Children in
the Primary Care Office 
Wendy Smith, MD and Rosemarie Smith, 
MD, geneticists from Maine 
Note: All webinars are from noon – 1 PM (EDT).
 
Contact Karen Smith (karen.smith@unh.
edu) for a link to register. Titles are subject 
to change.

THE NEW ENGLAND 
GENETICS COLLABORATIVE

http://www.negenetics.org

“Care Coordination is not for every child every time, but could be for any child at 
any time.”- Jill Rinehart, MD
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NEW YORK-MID-ATLANTIC CONSORTIUM 
FOR GENETICS AND NEWBORN  
SCREENING SERVICES

The Primary Care and Linkages 
Workgroup’s recent activities have focused 
on education.  A 7-session webinar series 
on transition care has more than 500 
registrants, with more than 250 people 
attending the first webinar.  Topics of 
the webinar series include: identifying 
key components of transition; reviewing 
transition systems models; describing a 
dedicated transition center; discussing 
insurance concerns; and learning 
requirements for documentation and billing.  

NYMAC also held, in May 2015, a medical 
home learning session for providers 
and patients from Federally Qualified 
Health Centers. This was conducted in 
collaboration with the Statewide Parent 
Advocacy Network of New Jersey.  A 
medical home webinar series followed the 
learning session.

The Public Health Workgroup, acting 
on NYMAC’s Advisory Committee 

recommendation to enhance alignment 
with Title V and public health in Year 
3, convened a meeting of the Title V 
Directors from the region at the AMCHP 
meeting in January 2015.  The main 
outcomes included completion by four 
states/districts of the Genetic Systems 
Assessment (GSA) developed by 
Heartland region and an agreement to 
continue integrating genetics/genomics 
into the work of the Title V programs. 

NYMAC has also conducted a consumer 
survey on health insurance coverage, 
financial burden, and access issues in 
children under the age of 21 who have 
been diagnosed with a genetic condition.  
This initiative was designed to improve 
policy makers’ understanding about the 
multiple met and unmet health insurance 
and services needs of individuals living 
with genetic conditions.  Preliminary 
survey results were presented at the 
NYMAC Summit on May 28, 2015.  

The GSA and the consumer survey are 
the beginning of a comprehensive needs 
assessment.  NYMAC is planning to work 
closely with professional organizations 
(including the American College of 
Medical Genetics and Genomics, the 
National Society of Genetic Counselors, 
and the American Academy of Pediatrics) 
to identify existing data on genetic 
services and providers in our region.  Data 
gaps will be addressed through primary 
data collection.  

A separate needs assessment will focus 
on timeliness in genetic service delivery 
and newborn screening.  Specific projects 
will include the timeliness of fragile X 
syndrome diagnosis, the timeliness of 
newborn screening test result reporting, 
and the timeliness of diagnosis and 
treatment for hearing loss.

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

Education, Care 
Coordination, and 
Needs Assessment 
Take Center Stage at 
NYMAC
Submitted by  
Kunal Sanghavi, MS, Patient and Family 
Project Coordinator, NYMAC; Michele 
Caggana, ScD, FACMG, Project Director, 
NYMAC; Joann Bodurtha, MD, MPH, 
Co-Project Director, NYMAC; Beth Vogel, 
MS,CGC, Project Manager, NYMAC

NYMAC’s current efforts are focused 
on education and care coordination.  
NYMAC is also starting a 

comprehensive regional needs 
assessment.  During Year 4, the needs 
assessment will continue with a goal of 
identifying unmet needs in our region.
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SERC Highlights 
Transition, 
Telemedicine, and 
Nutrition 
Management 
Guidelines
Submitted by  
Yetsa Osara, MPH, SERC Program 
Manager; Rani Singh, PhD, Emory 
University, SERC Principal Investigator

The Southeast Newborn Screening & 
Genetics Regional Collaborative 
(SERC) Transition Workgroup has 

formed a collaborative called SERCAS 
(South Eastern Regional Sickle Cell Alliance 
Syndicate) under the leadership of Drs. 
Osunkwo and Eckman. The group 
submitted a Clinical Innovations grant 
application, titled “Sickle Cell Disease 
Practice Transformation Network (SCD-
PTN),” to the Centers for Medicare and 
Medicaid Services.  This effort was led by 
Dr. Julie Kanter-Washko, Director, Sickle 
Cell Disease Research, Medical University 
of South Carolina. Specific goals of the 
4-year project include: continued 
collaboration with SERC; enhancement of 
education for physicians and other 
providers; increased access to care, 
improved treatment according to evidence-
based practices; and an overall reduction 
in the cost of care.  This SERCAS effort 
benefited from the SERC infrastructure and 
engaged state representatives, Medicaid 
managed care organizations, 
pharmaceutical companies, private 
insurers, and both adult and pediatric 
providers. Regardless of whether the grant 
is funded, the Transition Workgroup plans 
to address some of the issues identified in 

the application.  Finally, the workgroup is 
developing a transition policy outline for the 
region.  

Knowledge and information sharing 
through its Lunch and Learn series 
continues to be a priority for SERC.  The 
recent series featured Dr. David B Flannery, 
Medical Director of the American College 
of Medical Genetics and Genomics, who 
addressed the current state of telemedicine 
and his work in the Southeast region. The 
session was well attended and received by 
the SERC members. Follow-up included 
an interactive telemedicine session at the 
SERC/SERGG Annual Meeting held July 
16 through 18, 2015 in Asheville, North 
Carolina. 

Other efforts to improve the education 
and training of both consumers and 
professionals in the region are also a high 
priority. SERC has developed an online 
basic newborn screening course aimed 
at educating healthcare workers (nurses 
and other pediatric healthcare staff) who 
are involved in the frontlines of newborn 
screening. The course is divided into three 

segments.  Additional videos from outside 
sources such as March of Dimes have been 
incorporated.  This online learning module 
will be available to anyone who registers with 
the South Central Public Health Partnership 
(SCPHP) in our region and elsewhere.

SERC and Genetic Metabolic Dietitians 
International (GMDI) are proud to announce 
that in addition to those for maple syrup 
urine disease (MSUD), nutrition management 
guidelines for phenylketonuria (PKU) have 
been completed. The PKU guidelines are 
now publicly available online at https://
southeastgenetics.org/ngp/guidelines_pku.
php . This is part of a multi-year project to 
develop evidence and consensus based 
guidelines for nutrition management 
for Inborn Errors of Metabolism. These 
practice recommendations are an effort 
to increase standardization of care and 
enable outcome studies within and 
across centers. Workgroup members  are 
currently developing a guidelines toolkit 
for professionals. In addition, the release 
of the nutrition management guidelines for 
propionic acidemia (PROP) is scheduled for 
spring 2016. 

SOUTHEAST REGIONAL NBS &
GENETICS COLLABORATIVE

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

http://region4genetics.org

Region 4 Focuses on 
Emergency 
Preparedness, 
Follow-Up, Care 
Coordination, Access, 
and Quality
Submitted by 
Lisa Gorman, PhD, Co-Director, Region 4 
Midwest Genetics Collaborative; Gina 
Gembel, MSW, Project Coordinator, Region 
4 Midwest Genetics Collaborative; Andrea 
Durst, DrPH, MS, CGC, Facilitator, Region 4 
Midewest Genetics Collaborative 

1. Facilitate collaboration;
2. Improve effective follow-up for 

children;
3. Improve access to genetic services;
4. Increase the number of children who 

receive quality genetic services; and
Improve the timely adoption and 

implementation of recommendations 
from the Advisory Committee on 
Heritable Disorders in Newborns and 
Children.

Region 4 Midwest’s current work 
is focusing on newborn screening 
laboratory emergency preparedness, care 
coordination, long-term follow- up, and 
access to quality genetic services. The 
Newborn Screening Laboratory Forum 
completed an emergency preparedness 
survey to identify laboratory partners 
who can act as back-up in the case of 
emergency (e.g., power loss, equipment 
malfunction). Regional partnerships were 
identified, seven laboratory site visits were 
conducted with partnered states to discuss 
logistics, planning, and recommendations, 
and six states are currently moving forward 
on their contingency action plans.  

The congential hypothyroidism (CH) 3-Year 
Follow-Up Workgroup has engaged state 
public health programs in conducting a 
clinician survey to determine if children 
with CH identified through newborn 
screening are receiving follow-up through 
age three. Region 4 will use the survey 
data to investigate whether the delivery of 
CH educational tools by clinicians is the 
preferred mode of delivery for parents of 
children currently being treated for CH.

Family and consumer partners in Region 
4 developed and piloted the Care 
Coordination: Empowering Families 
training to provide parents with the skills, 
knowledge, and resources they need to 
coordinate care for their children with 
complex needs in partnership with a 

medical home. Region 4 has focused 
efforts on expanding this training and 
has received an Impact Award from 
the National Genetics Education and 
Consumer Network, which will allow the 
region to train an additional 14 facilitators. 

There are many new and exciting projects 
on the horizon over the course of the 
next two years, including the work of the 
Region 4 Hemoglobinopathies Workgroup 
to create uniform sickle cell trait follow-up 
practices within the region.  With guidance 
and input from stakeholders, Region 4 will 
continue to focus its efforts on adapting, 
refining, and improving the delivery of 
newborn screening and genetic services.

The  Region 4 Midwest Genetics 
Collaborative (Region 4) continues 
its history as a collaborative 

network of families, genetic services 
providers, laboratories, and leaders in 
public health genetics from Illinois, 
Indiana, Kentucky, Michigan, Minnesota, 
Ohio, and Wisconsin. All Region 4 project 
work is accomplished through 
engagement of stakeholders in 
workgroups addressing the following 
goals: 
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HEARTLAND GENETICS AND  
NEWBORN SCREENING COLLABORATIVE

http://www.heartlandcollaborative.org/

The Heartland Genetics Services 
Collaborative has had a busy, 
productive year.   Heartland 

continued the Collaborative Partners 
Project, began the Hispanic Access 
Project, held its first Telemedicine 
Training in partnership with the Western 
States Genetics Services Collaborative, 
is piloting a curriculum on healthcare 
transition for pediatric residents, and 
held a Care Coordination Training in 
partnership with the Region 4 Midwest 
Genetics Collaborative in May 2015.  
We also launched a new website 
(www.heartlandcollaborative.org) and 
Facebook page, along with a new logo. 

The aim of the Collaborative Partners 
Project is to educate and connect 
primary care providers, advocates, 
and policymakers with their state 
newborn screening (NBS) programs.  
Each Heartland NBS coordinator 
had the flexibility to select his/her 
state’s participant based on that 
person’s involvement in the state’s 
NBS program or ability to strengthen 
the program in the future.  Five of the 
eight states were able to participate, 
and the selected participants included 
three medical doctors, a midwife, 
and an advocate. They met with their 
respective Heartland NBS coordinators 
(or program representatives) at the 
American Public Health Laboratories 
(APHL) Genetic Testing and Newborn 

Heartland’s 
Partners in Training
Submitted by Anayeli Herrera Morales, 
MPH, Program Coordinator, Heartland; 
Lori Williamson Dean, MS, LCGC, 
Program Manager, Heartland; Barbara 
Jackson, PhD, Program Evaluator, 
Heartland

Screening Symposium held on October 27 
to 30, 2014 in Anaheim, California.  These 
participants agreed to: 
1. Attend the conference to learn more 

about newborn screening;
2. Provide a wrtiten statement describing 

their experience and how they believe it 
will impact their state; and

3. Present what they learned at a meeting 
of their peers of other interested parties.

Heartland partnered with Region 4 Midwest 
to provide a Care Coordination: Empowering 
Families training in order to provide parents 
with the skills, knowledge, and resources 
they need to coordinate care for children 
with genetic conditions in partnership with a 
medical home. Six of the eight states in our 

region were represented at this event.  We 
had requests from many organizations and 
selected eleven to participate.  There were 
22 participants sponsored by Heartland 
and two additional participants who 
requested to attend under the sponsorship 
of their own organization.  The feedback 
received during and after the training has 
been very positive.  Participants stated, 
“this training is the best one I’ve attended,” 
“great training,” and “thank you for such 
a great opportunity!” Region 4 Midwest 
conducted two follow-up webinars on 
recruitment and REDcap, which will 
be used for evaluation purposes. The 
organizations’ first trainings must be done 
by or before November 1, 2015.
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MOUNTAIN STATES GENETICS 
REGIONAL COLLABORATIVE

http://www.msgrcc.org/

The American College of Medical 
Genetics and Genomics (ACMG) 
reports that approximately half of the 

available clinical genetics residency training 
slots in the U.S each year go unfilled.  This 
means that the current shortage of medical 
geneticists will continue, at least in the 

MSGRC Works to 
Ensure Equitable 
Access to Genetic 
Services
Submitted by Sharon Homan, PhD, 
MSGRC Evaluator; Phillip Dokpesi, MPH 
candidate, UNTHSC; Stephanie O’Meara, 
MPH candidate, UNTHSC; Marilyn Brown, 
MPH, MSGRC Project Manager; Celia 
Kaye, MD,PhD, MSGRC Project Director

short term. In fact, since the utilization of 
genetic services is expected to increase, it 
is likely that shortages will grow worse in 
the future.

Ensuring equitable access to genetic 
services and newborn screening in the 
Mountain States region is particularly 
challenging.  This is due not only to the 
lack of sufficient numbers of genetic 
service providers, but also to limitations 
in available healthcare services in general 
and to geographic barriers within the 
region.  The Mountain States Genetics 
Regional Collaborative (MSGRC) is 
currently assessing shortages in genetic 
services through an innovative approach.  
Genetics clinics in the Mountain States 
region listed through the ACMG database 
were identified and mapped. Based on 
the assumption that birth defect numbers 

could be used as a surrogate for the 
pediatric caseload for geneticists, the 
estimated number of birth defects in 2014 
was then mapped by county and overlaid 
on the genetic services provider map. 

A contact list of all genetics provider 
organizations (53) in the region was 
generated by consulting the American 
College of Medical Genetics and Genomics 
(ACMG) and other online listings. These 
provider organizations) were then 
contacted by phone or email to establish 
the number of physician geneticists 
and genetic counselors seeing patients.  
Information on their geographic service 
areas and the types of insurance accepted 
was also collected. This genetic mapping 
project will lay the groundwork for future 
needs assessments and planning activities 
to be undertaken by MSGRC.
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WESTERN STATES GENETIC  
SERVICES COLLABORATIVE

http://www.westernstatesgenetics.org/

WSGSC Studies 
Health Benefits of 
Traditional Lifestyle 
and Diet for Alaska 
Native Children with 
CPT1A Arctic Variant
Submitted by 
Jennifer Boomsma, MS,CGC, WSGSC 
Project Specialist; Sylvia Mann, MS, CGC, 
WSGSC Project Director

O    ne of the goals of the Western 
States Genetic Services 
Collaborative (WSGSC) is to 

support projects to improve newborn 
screening and short- and long-term follow 
up.  The WSGSC is funding the planning 
phase of a newborn screening project that 
has the potential to bring about wide 
ranging improvements in the lives of 
newborns and children with carnitine 
palmitoyl transferase 1A deficiency (CPT1A) 
arctic variant.  Led by Dr. Dave Koeller from 
Oregon Health and Sciences University, 
this project’s vision is to prevent any baby 
born in Alaska from experiencing disease 
or death due to being homozygous for the 
CPT1A arctic variant.  

The project being planned is an 
observational study of Alaska Native 
families with children ages 1 to 5 years 
old with CPT1A arctic variant.  The 
study, which will be based in the Bristol 
Bay area of Alaska, is designed to 
meaningfully engage the community. 
Project collaborators include the Alaska 
Native Tribal Health Consortium , the 
Alaska Division of Public Health, the 
Southcentral Foundation, the Bristol Bay 
Area Health Corporation, Oregon Health 
and Sciences University, Georgetown 
University, and WSGSC. Utilizing improved 
newborn screening to identify babies 
and families with CPT1A arctic variant, 
the project will identify those lifestyle and 

diet practices commonly used within 
Alaska Native communities that promote 
positive health outcomes in children 
with CPT1A arctic variant.   Then these 
practices will be translated into evidence-
based recommendations for parents and 
providers, in order to promote lasting 
improvements in the health of all Alaska 
Native children.

A recent change in newborn screening 
in Alaska identified a large number of 
Alaska Native babies from Northern and 
Western Alaska with CPT1A deficiency. 
It was later determined that these infants 
were homozygous for a variant form of 
the CPT1A gene called CPT1A arctic 
variant. In the Yup’ik and Inupiat people 
of Alaska, CPT1A arctic variant is the 
most common form of the CPT1A gene. 
It is also the common form of the CPT1A 

gene in other arctic populations. The 
CPT1A arctic variant is hypothesized to 
provide benefits for people consuming 
a traditional subsistence diet including 
marine mammals, fish, and game rich in 
omega-3 polyunsaturated fatty acids. 

In studies done in collaboration with the 
Alaska Division of Public Health, Drs. 
Koeller and Hirschfeld observed that 
infants and children homozygous for the 
CPT1A arctic variant have higher rates 
of infectious diseases and an increased 
risk of infant death. Infant mortality rates 
are higher among Alaska Native people 
in Northern and Western Alaska, and 
several factors are known to play a role 
in this increased risk.  Evidence suggests 
that CPT1A arctic variant, common 
to Northern and Western Alaska, may 
be contributing to the increased infant 
mortality rate in this region.
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Much like NYMAC, the Mountain States 
Genetics Regional Collaborative (MSGRC) 
has devoted considerable time to 
understanding the current state of access 
to genetic services and providers by literally 
mapping the location and number of 
genetics providers within its region against 
the estimated number of individuals born 
with birth defects.  This mapping project 
has provoked many discussions and is 
serving as a starting point for the region’s 
needs assessment plans.

Western States Genetic Services 
Collaborative (WSGSC) has focused on a 
project that largely affects native Alaskan 
families—carnitine palmitoyl transferase 1A 
deficiency (CPT1A).  An observational 
study will focus on children ages 1 to 5  
with the CPT1A arctic variant and those 
lifestyle and diet practices commonly used 
within Alaska Native communities that 
promote positive health outcomes in these 
children. 

This edition of The Collaborator also offers 
updates from some of our national 
partners:  NGECN, Baby’s First Test, 
MothertoBaby, and the NCC.  Last, but not 
least, you’ll find an infographic on the NCC/
RC systems evaluation efforts. Working 
collaboratively, the NCC/RC system is 
building upon its sound infrastructure and 
strong partnerships to improve access and 
undertake work that will help identify the 
unmet needs of individuals with genetic 
conditions today and in the future. 

COVER ARTICLE CONTINUED

National Workgroup 
Projects Look Toward the 
Future
Submitted by 
Alisha Keehn, MPA, NCC Project Manager

N  CC has utilized a national subject matter 
workgroup mechanism comprised of national 
experts in a particular field, RC membership, 

and RC project leads in order to facilitate 
inter-regional activities and help reduce 
duplicative projects.  During the current 
year NCC has also worked with its subject 
matter workgroups, in particular the 
Medical Home Workgroup, the Healthcare 
and Financing Workgroup, and the 
Evaluation Workgroup, to pursue projects 
that will improve access to genetic services 
and identify ongoing needs and gaps in the 
provision of these services. 

During the summer of 2014, the Medical 
Home Workgroup pursued a qualitative 
data collection project through structured 
interviews of individuals with genetic 
conditions and/or their families.  This 
project sought to better understand what 
information and resources are needed 
and when.  Knowing that many families 
do not want to be overwhelmed with 
information and that information delivered 
at key points in life are most useful, the 
project asked families which were the most 
useful resources and what resources were 
lacking.  The results are available on the 
NCC website at: www.nccrcg.org This 
report provided the basis for the follow-up 
questions that were included in the NGECN 
Follow-up Survey on Access to Care for 
Individuals with Genetic Conditions.  The 
data will help the workgroup understand 
how to improve resource and information 
delivery in primary care settings. 

Additionally, the NCC Medical Home 
Workgroup solicited recommendations 
from across the nation for excellent care 
coordination practices.  That solicitation 
was sent to the membership of ACMG, 
the RCs, AAP, and NGECN.  More than 
30 practices and, of those, 26 were 
interviewed.  Interviews covered practice 
type and other demographics, as well 
as the origins and components of the 
practices’ care coordination systems.  A 
report is forthcoming and will be available 
on the NCC website at www.nccrcg.org. 

The Healthcare Access and Financing 
Workgroup has led the effort to understand 
the insurance and coverage status of 

individuals with heritable conditions through 
a special project taking three model 
conditions: (PKU, sickle cell, and fragile 
X) and analyzing elements of care across 
the lifespan in health plans.   Additionally, 
the workgroup led a meeting in June that 
brought together insurers, accountable 
care organizations, and integrated delivery 
systems along with genetics stakeholders 
(public health, providers, consumers) 
for a day long discussion around what 
genetics components in delivery systems 
should look like.  This is foundational work 
for a future report that will explore key 
components of genetics care in healthcare 
delivery models. 

Finally, the NCC Evaluation Workgroup 
continues to coordinate the national 
evaluation program.  Additionally, the 
workgroup is beginning to consider 
common core needs assessment 
elements that all seven of the RCs and 
NCC and NGECN will utilize in their needs 
assessment activities over the course of 
the next two years.  

These three workgroups are examples 
of how the NCC is working today on 
projects that will inform future activities 
within the NCC/RC system and continue 
to identify and address persistent access 
to service needs of individuals with genetic 
conditions. We invite you to go to the NCC 
website to learn more.

NATIONAL COORDINATING CENTER

http://www.nccrcg.org
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Where Can We Make 
the Biggest Impact?
Submitted by 
Sharon Romelczyk, MPH, Program 
Manager, NGECN

I dentifying and addressing the needs of 
individuals with genetic conditions are core 
aspects of the work of the National 

Genetics Education and Consumer Network 
(NGECN) and the entire NCC/RC system. 
Gathering and analyzing data on access, 
barriers, and satisfaction is critical to our 
success as we strive to close gaps in and 
improve the quality of genetic services. Yet 
very little data currently exist on the needs of 
individuals with genetic conditions. At the 
national level, the National Survey on 
Children with Special Health Care Needs 
and the National Survey of Children’s Health 
capture some information on the needs of 
the broad population of individuals/families 

with special health care needs. However, these 
surveys do not look specifically at the needs of 
those living with genetic conditions or at their 
access to and satisfaction with genetic 
services in particular. 

In an effort to collect more data on the 
experiences of this population, the NGECN 
designed and, in May 2013, conducted the 
Survey on Access to Care for Individuals 
with Genetic Conditions. The baseline data 
this survey provided on insurance status, 
medical home, care coordination, social and 
emotional support, and satisfaction with care 
were helpful as the NGECN and NCC planned 
for the future and sought to prioritize those 
areas in which we could have the biggest 
impact. In March 2015, we conducted the 
2015 Follow-up Survey on Access to Care 
for Individuals with Genetic Conditions with 
individuals who agreed to be contacted after 
the 2013 survey. We worked with several of the 
NCC workgroups and the NGECN Consumer 
Advisory Group to craft questions that delved 

http://www.geneticalliance.org/ngecn

NATIONAL GENETICS EDUCATION  AND 
CONSUMER NETWORK

more deeply into the ways in which the needs 
of individuals with genetic conditions differ 
from those of individuals with other types of 
special health care needs.  It is critical for 
us to learn how we can continue to improve 
both access to and quality of services and 
why certain access issues persist. We also 
need to understand what information and 
other resources parents need (or typically 
use) when their children are diagnosed 
with genetic conditions. Finally, the survey 
addressed care and services received outside 
the clinical setting, insurance coverage, 
and the availability of medical supplies and 
in-home care. We look forward to compiling 
this data by the end of August 2015 and 
continuing to work with the NCC/RC system 
to improve care for those affected by genetic 
conditions
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BABY’S FIRST TEST

Baby’s First Test 
Launches Spanish 
Language Newborn 
Screening Site
Submitted by 
Briosha Sanders, BA, Expecting Health 
Program Assistant, Genetic Allianc

I n 2011 the Newborn Screening 
Clearinghouse launched Baby’s First 
Test to ensure that all families have 

access to the best and most relevant 
information about newborn screening. 
Making these tools and resources 
available to the growing Spanish-
speaking population is critical to the 
goals of Baby’s First Test and other 
federally funded initiatives aimed at 
increasing access to genetic and other 
health information by the families who 

need it most. The US Census Bureau projects 
that the Hispanic population in the US will 
grow to more than double its current size by 
20601. Furthermore, according to a 
September 2014 Pew Research Center study 
entitled, Hispanic Immigrants More Likely to 
Lack Health Insurance, a quarter of Hispanic 
immigrants in the US lack access, to 
healthcare coverage, which is higher than the 
percentage of uninsured individuals nationally 
and of any other racial/ethnic group in the 
country. 

In Fall 2014, the Clearinghouse launched the 
beta version of the Spanish.BabysFirstTest.
org site as a tool to: facilitate accessibility 
to newborn screening services; provide 
support for Spanish-speaking community 
members navigating healthcare policies and 
practices that affect their families; and address 
healthcare disparities among expectant 
families in Hispanic communities. The initiative 
is also currently developing a companion 

mobile app. Similar to the English language 
site (BabysFirstTest.org), the Spanish site 
provides accurate, up-to-date information 
about the newborn screening process, 
a map with individual page access for 
conditions screened by state, and contact 
information for each state’s newborn 
screening program. The Spanish language 
site also addresses concerns about health 
insurance. 

To learn more, visit Spanish.BabysFirstTest.
org or contact Natasha Bonhomme at 
Natasha@BabysFirstTest.org. 

The National Clearinghouse is supported 
by the Health Resources and Services 
Administration (HRSA) of the U.S. Department 
of Health and Human Services (HHS) under 
Cooperative Agreement no. U36MC16509 
(Quality Assessment of the Newborn Screening 
System. Total award amount: $2,900,000). This 
information or content and conclusions are those 
of the author and should not be construed as 
the official position or policy of, nor should any 
endorsements be inferred by HRSA, HHS or the 
U.S. Government.

www.babysfirsttest.org

References: 
1 “US Census Bureau Projections Show a Slower Growing, Older, More Diverse Nation a Half Century from Now.” United States Census Bureau, Suitland, MD. (December 12, 2012). http://www.census.gov/newsroom/
releases/archives/population/cb12-243.html , March 16, 2015.

http://www.geneticalliance.org/ngecn
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MOTHERTOBABY

Serving the 
Underserved 
Unborn
Submitted by 
Nicole Chavez, Grant Marketing 
Administrator, MotherToBaby

O ne can often hear “I’m so glad 
this information has eased your 
mind,” among the chatter of 

counselors at the 14 MotherToBaby 
services across the country as they 
diligently take notes, comb through 
pages of research studies, and carefully 
listen to the sometimes frantic callers on 
the other end of the phone lines.  
MotherToBaby provides free, evidence-
based,  personalized risk assessments, 
education, and counseling to pregnant 
and breastfeeding women on the 
potential effects of their exposure(s) to 
prescription and over-the-counter drugs, 
alcohol, smoking, illicit substances, 
vaccines, beauty products, herbal 
supplements, and various chemicals. 

The kind of in-depth counseling 
provided by MotherToBaby’s teratogen 
information specialists, experts who’ve 
had rigorous training in the field of birth 
defects research, was on the brink of 
extinction as budget cuts threatened 
the closing of many of the services’ 
doors. However, the Health Resources 
and Services Administration (HRSA) has 
swung those doors wide open and is 
now offering callers expanded access 
to health education resources through a 
cooperative agreement with the service’s 
non-profit professional society,  the 
Organization of Teratology Information 
Specialists (OTIS). OTIS is the world’s 
leading organization of experts in the field 
of teratology (the study of exposures that 
cause birth defects).

The MotherToBaby affiliates are housed 
at universities and hospitals across the 
country. More than 100,000 women 
and their health care providers seek 
information about birth defect prevention 
from MotherToBaby every year.  The new 
federal support from HRSA is expected to 
help increase awareness of MotherToBaby 
among English- and Spanish-speaking 
women, as well as among health care 
providers serving other, harder-to-reach 
populations. MotherToBaby also plans to 
launch an innovative, digital approach to 
connecting with the public through private, 
live chat counseling. The new feature is 
expected to launch later this year on its 
website, www.MotherToBaby.org. 

“Not only is this is a huge step forward 
for women and children’s health, but 

also the general public’s, since it will 
allow us to staff increased calls, answer 
more questions and, ultimately, prevent 
birth defects, leading to a healthier 
society,” said Kenneth Lyons Jones, MD, 
MotherToBaby’s  past President and one of 
two doctors who discovered Fetal Alcohol 
Syndrome (FAS) in 1973. 

The public can be connected with bilingual 
teratogen information specialists at 
MotherToBaby and receive personalized 
risk assessments by calling toll-free 1-866-
626-6847. The MotherToBaby website also 
houses a library of fact sheets. 

www.mothertobaby.org
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C A L E N D A R

NCC and RC Meetings

 

WSGSC Regional Summit Oct 1-2 Seattle, WA    
Region 4 Midwest Regional Meeting Oct 19-21 Lansing, MI

NCC/RC PD/PM Annual Meeting  Nov 12-13 Washington, DC    
NCC/RC AUCD/LEND Meeting Nov 14 Washington, DC

NEGC Annual Meeting Apr 7-8 TBD   

National Conferences
 

ACHDNC Meeting/Webinar Aug 27-28 Washington, DC
Newborn Screening Translational Research Network Meeting Sept 10-11 Bethesda, MD

Agency for Healthcare Research and Quality Research Conference Oct 4-6 Arlington, VA 
Southwest Conference on Disability Oct 6-9 Albuquerque, NM

American Society of Human Genetics Oct 6-10 Baltimore, MD  
National Society of Genetic Counselors Annual Education Conference Oct 21-24 Pittsburgh, PA

AAP National Conference Oct 24-27 Washington, DC       
APHA Annual Meeting Oct 31-Nov 4  Chicago, IL

ACHDNC Meeting/Webinar Nov 2-3 Washington, DC     
AUCD Nov 15-18 Washington, DC

Association of Maternal and Child Health Programs 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
Early Hearing Detection and Intervention Meeting Mar 13-15 San Diego, CA
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Seven Regional Genetics Service Collaboratives Evaluation Efforts
Region 4 Midwest
Region 4 is evaluating its work by tracking resources used by the Collaborative, activities, 
products, outcomes reported by membership, and long-term effects and changes in systems. 
Data is collected on the outcomes and impact of the region’s activities across all project goals. As 
one example, the Region 4 NBS Long-Term Follow-Up (LTFU) Workgroup recently completed 
an assessment of current practices in LTFU in each of the region’s seven states. Preliminary 
survey results show that six of these states consider NBS LTFU activities to be part of their 
responsibilities and are currently collecting LTFU data. States felt they could reasonably increase 
the use of LTFU data by their NBS program over the next three years. The survey identified the 
most significant barriers to fuller implementation of NBS LTFU activities at the state level as a 
lack of financial resources for NBS LTFU staff and lack of a designated employee to oversee LTFU 
activities. The workgroup plans to utilize these survey results to develop a new workplan for 
advancing LTFU activities in Region 4.

Heartland
Evaluation is an integral part of the continuous improvement process that informs the practices of the Heartland 
Collaborative, with respect to both the Collaborative as a whole and  and its individual projects.  The Heartland 
Collaborative has used data to improve the structure and processes of the Collaborative and to guide the direction of the 
work plan.  Individual evaluation questions are identified and evaluation plans developed to determine how well each 
project supported by Heartland was implemented and the resulting outcomes.  Results from the evaluation of a number 
of projects have been disseminated to the field through presentations at regional and national meetings and through 
published articles.

MSGRC
The use of logic models has been integral in successfully planning, accomplishing, and evaluating MSGRC’s priorities for the current 5-year grant cycle (2012 to 
2017). The logic models align MSGRC objectives and strategies with those of HRSA’s Genetic Services Branch and identify short-term (1 year) and long-term (3 to 
5-year) outcomes. The MSGRC logic model depicts how MSGRC uses collaboration to generate positive change among families, communities, providers, and health 
systems to ensure that individuals with heritable disorders and their families have access to quality care and appropriate genetics expertise and information in the 
context of a medical home. 

Logic models are currently used by all six MSGRC workgroups: Newborn Screening, Medical Home, Emergency Preparedness, Consumer Advocacy, Health 
Information Technology, and Telegenetics.  During MSGRC’s Annual Meeting, each workgroup meets and allocates time for review and updates of its logic model. 
We expect that this year logic models will be especially important in planning how MSGRC can serve as a resource for the providers and patients in the region.

WSGSC

In addition to participating in NCC Evaluation 
Workgroup activities, the WSGSC uses a 
combination of process evaluation and targeted 
project evaluation to assess outcomes of the 
Collaborative’s efforts. In terms of process 
evaluation, the WSGSC team collects ongoing 
qualitative input from regional stakeholders 
regarding Collaborative function and goals 
and adjusts procedures and efforts accordingly. 
Over the past year, the Collaborative evaluated 
outcomes of the annual regional Summit, genetic 
visits in Alaska, Guam and Hawaii, and a survey 
of health needs for adolescents and young adults 
with genetic conditions (UNITY-GC Survey). 
Findings from evaluation of the annual Summit 
revealed participants representing newborn 
screening and family advocacy comprised 
the largest proportion of Summit attendees 
while genetic specialist comprised the smallest 
proportion. A majority of attendees reported 
that participation in a variety of small group 
educational sessions increased their knowledge of 
topics related to genetics and newborn screening. 
Findings from genetic visits data and the 
adolescent/young adult survey will be available 
October 2015.
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Seven Regional Genetics Service Collaboratives Evaluation Efforts
NEGC
NEGC’s evaluation efforts focus on helping both management staff and 
stakeholders better understand the factors that affect NEGC’s ability to achieve its 
mission, as well as on providing guidance about how to increase the Collaborative’s 
effectiveness.  Areas of evaluation work include: an annual stakeholder survey to 
assess stakeholder perspectives on the impact of the NEGC and to capture evolving 
perspectives on regional needs; a detailed quarterly review meeting of each major 
objective and underlying activity of the NEGC grant; collaboration with the New 
Hampshire LEND program to encourage development of evaluation and research 
skill sets; evaluation and research support for major program components, and 
an annual comprehensive report documenting the work of the NEGC. Evaluation 
reports are accessible from: http://www.negenetics ).org/aboutus/evaluation_

NYMAC
NYMAC evaluation activities have included the conduct of two surveys, an annual 
ACA (Affordable Care Act) survey and a first time stakeholder survey. Both surveys 
provided useful feedback on how well NYMAC is doing and how its work can be 
improved. The ACA survey addressed communication (including use of the website 
and social media) and how to focus NYMAC efforts to inform stakeholders about 
the implications of the ACA, particularly for individuals needing genetic services. 
Respondents to both surveys showed strong consensus on the values and benefits 
of NYMAC. The results of the surveys are part of a larger annual evaluation that 
provides detailed information on NYMAC activities and accomplishments and  makes 
recommendations for improvements

SERC
SERC’s monitoring and evaluation team continues to assess the effectiveness of efforts to improve 
healthcare coordination and transition for patients with genetic conditions across Region 3.  
The team also works with other Regional Collaboratives, HRSA and the National Coordinating 
Center (NCC) to highlight and disseminate key evaluation findings via professional conferences 
and peer-reviewed journal articles. One such collaboration with SERC’s Consumer Alliance and 
NCC led to the development of a manuscript titled  Healthcare Coordination and Transition for 
Individuals with Genetic Conditions, which was recently published in the Journal of Maternal 
and Child Health. 

Region 4 Midwest
Region 4 is evaluating its work by tracking resources used by the Collaborative, activities, 
products, outcomes reported by membership, and long-term effects and changes in systems. 
Data is collected on the outcomes and impact of the region’s activities across all project goals. As 
one example, the Region 4 NBS Long-Term Follow-Up (LTFU) Workgroup recently completed 
an assessment of current practices in LTFU in each of the region’s seven states. Preliminary 
survey results show that six of these states consider NBS LTFU activities to be part of their 
responsibilities and are currently collecting LTFU data. States felt they could reasonably increase 
the use of LTFU data by their NBS program over the next three years. The survey identified the 
most significant barriers to fuller implementation of NBS LTFU activities at the state level as a 
lack of financial resources for NBS LTFU staff and lack of a designated employee to oversee LTFU 
activities. The workgroup plans to utilize these survey results to develop a new workplan for 
advancing LTFU activities in Region 4.
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NCC/RC Project Director and Project Manager
Annual Meeting 

November 12-13, 2015 
Washington, DC

National Coo rdinating Center
for the Regional Genetic Service Collaboratives

W e b s i t e  U p d a t e s
S o c i a l  M e d i a

A Dialogue: Addressing and Paying For Genetic Services in Integrated Delivery Services

On June 15th, the NCC held A Dialogue: Addressing and Paying For Genetic Services in Integrated 
Delivery Services.  Through the engaging discussion, current effective strategies as well as gaps and 
barriers in genetic services were identified.  The meeting, as well as the materials distributed at the 
meeting, are now available on the NCC website.

NCC is on Social Media!

NCC/RC and AUCD/LEND Meeting
November 14,2015

Washington, DC

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


