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INTRODUCTIONS
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https://www.acmg.net/ACMG/Medical-Genetics-Practice-Resources/ACT_Sheets_and_Algorithms.aspx

Health care transition, or HCT, is the process of getting ready for health care as an adult. During 
childhood, your parents and caregivers usually help with your health and health care needs—they 
call for appointments, fill out forms, and keep track of medications. As you get older, managing 
those needs becomes your own responsibility. Achieving this independence requires an organized 
transition process to gain independent health care skills, prepare for an adult model of care, and 
transfer to new clinicians.

https://www.gottransition.org/youth-and-young-adults/
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TRANSITION AND GENETICS

about:blank
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PARENT TO PARENT OF NYS

• Regional offices throughout NYS.

• Network of over 1,200 trained volunteer Support Parents is the foundation of 
the parent to parent program.

• Additional networking capabilities with parent to parent programs throughout 
the United States.

• Well maintained website with announcements, news and events.

• Funded by NYS Office For People with Developmental Disabilities (OPWDD) 
and HRSA through MCHB.

www.parenttoparentofnys.org
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My personal link between 

Parent to Parent of NYS 

and NYMAC

Introducing the 

Perry Fab4!
(I have learned a lot about 

transition!)
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NYMAC BACKGROUND

Delaware, 973,764, 2%
DC, 705,749, 1%

Maryland, 6,045,680, 
10%

New Jersey, 8,882,190, 
14%

New York, 19,453,561, 
31%

Pennsylvania, 
12,801,989, 20%

Puerto Rico, 3,193,694, 
5%

USVI, 104,370, 0%

Virginia, 8,517,685, 
14%

West Virginia, 
1,792,147, 3%

% of the NYMAC 
population

NYMAC (New York-Mid-Atlantic-Caribbean Regional Genetics Network)

• Delaware

• The District of Columbia

• Maryland

• New Jersey

• New York

• Pennsylvania

• Puerto Rico

• Virginia

• West Virginia,

• The US Virgin Islands
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WHO HAS 
USED NYMAC 
RESOURCES?
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• There are seven Regional Genetics Networks (RGNs) supported by federal grant funding from The Health 

Resources and Services Administration (HRSA) to ensure that underserved individuals with genetic 

conditions and their families have access to quality care. 

• The seven RGNs, supported by the National Coordinating Center (“NCC” housed at ACMG) and The 

National Genetics Education and Family Support Center, work to meet the unique needs of their 

respective regional areas.  https://nccrcg.org/rgns/

•The National Genetics Education and Family Support Center (Family Center) provides tools and 

resources to support family engagement in genetic services through a partnership between Genetic 

Alliance, SPAN Parent Advocacy Network, and Parent to Parent USA supported by the a federal HRSA grant

NYMAC, NCC, and HRSA

Contact: Molly Martzke mmartzke@expectinghealth.org

WHO HAS WORKED WITH THE 

FAMILY CENTER?
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WHAT DOES NYMAC DO?

To achieve
ACCESS to quality genetics 

services for people with 
genetic conditions and their 

families

Education about genetics to 
families and professionals

Telemedicine projects to make 
genetics appointments easier 
for families

Improving the genetics delivery 
system through collaboration 
with diverse stakeholders

Who Does NYMAC Collaborate 
With?

Family organizations
People with genetic conditions

Cultural organizations
Professional societies

Genetics Clinics and Service 
Providers

Pediatricians, family doctors, 
specialists, nurses

Newborn Screening Programs
MCH, Title V, CYSHCN, EDHI, LEND,

Support Groups
Early intervention

Perinatal networks
And many more
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What Types of Conditions Might be Related to 
Genetics?

Autism Spectrum
Sickle Cell Disease

Developmental Delay
Intellectual Disability

Deafness Hard of Hearing
Blindness or Low Vision

Albinism (e.g. HPS)
Congenital Anomalies

Cystic Fibrosis
Down Syndrome

Cancer
Heart Disease

Alzheimer's Disease

WHY GENETICS?

Some health challenges and disabilities can be caused by changes in our genes.  

Genetics providers help families learn whether genetic changes may explain the health conditions in their family 

and how the family can be best cared for.

What Types of Conditions Might be Related to 
Genetics?

Autism Spectrum
Sickle Cell Disease

Developmental Delay
Intellectual Disability

Deafness or Hard of Hearing
Blindness or Low Vision

Albinism (e.g.: HPS)
Congenital Anomalies

Cystic Fibrosis
Down Syndrome

Cancer
Heart Disease

Alzheimer's Disease
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How many of you have a 
genetic diagnosis 
in your family?
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• If your child got a genetics diagnosis many years ago. It will be useful to follow up with genetics to get updated information as 

your child plans to transition out of pediatric care 

• Following up with all of the specialists while planning for transition can be very helpful

• Always take your family history and your genetics history with you to other doctors

• A thoughtful and coordinated team approach with various providers is key to successful transitions

• Help prepare adolescents to be knowledgeable about their genetic condition and advocate for themselves

• E.g., young adult going to the ER or health clinic alone for the first time, filling out paperwork

• Again, a coordinated care team can be key

• Transition to adult specialists before the need to see one becomes urgent

• Finding a genetics provider for an adult can be even harder than a pediatric due to fewer providers. If you have a pediatric 

geneticist and will need adult care, ask for transition of care options.

TRANSITION CONSIDERATIONS FOR

THOSE WITH A GENETIC DIAGNOSIS
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ACMG TRANSITION ACT SHEETS
https://www.acmg.net/ACMG/Medical-Genetics-Practice-Resources/ACT_Sheets_and_Algorithms.aspx

The ACMG ACT Sheets are a resource for information on genetic conditions developed by the American College of Medical 
Genetics and Genomics and the National Coordinating Center for the Regional Genetics Networks (NCC). ACT Sheets are 
excellent refreshers on the conditions, diagnoses, and next steps for patients.
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• Considerations for college or other post secondary program—what does your child qualify for and empower your child to understand
the system

• How to inform educators and school staff about a genetic condition and associated needs and accommodations

• See also: 
• https://nymacgenetics.org/patients-and-families/school-and-support-resources/

• https://nymacgenetics.org/patients-and-families/advocacy-and-support-resources/

TRANSITION AND EDUCATION SETTINGS

https://www.negenetics.org/genetic-education-materials-school-success-gemss
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How many of you 
have seen a 

genetic specialist 
but left with 

remaining 
questions and 

concerns?
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Even if you’ve seen a geneticist already...

• Often the genetics team will recommend to return to clinic in the future

• Technology evolves, making new testing and possibly clinical trials (clinicaltrials.gov) 

or therapies available

• Signs and symptoms may present later as kids get older and may provide new clues 

for a diagnosis

• Family history may change or be clarified

• New symptoms may need further evaluation and/or another specialist

• Some geneticists have special expertise, In some cases a second opinion may be helpful. 

Do your research and reach out to geneticists or genetic counselors 

• Keep trying!

KEEP ASKING QUESTIONS...
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The Example 

of the 

Undiagnosed 

Disease 

Network 

(UDN)
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Have you 
considered 
that there 
COULD 

be a genetic 
explanation for 

the condition in your 
family?
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• Always take your family history and your genetics history with you to other doctors

• If you haven’t gotten a full diagnosis yet, genetics may be able to identify potential causes that you haven't 

considered. They may have the key to what is going on and what else to look for.

• Genetics looks at the whole picture, the whole body, the whole family, whereas specialists often look just at the 

one body system

• Having a genetic diagnosis can help customize and optimize healthcare plans now and in the future

• Don’t be afraid/closed off about genetics—prepare yourself for varied reactions when you’re gathering family 

history but know that it is important for getting a complete picture of what could affect your child’s development

• "Genome Sequencing" is powerful AND--you need a knowledgeable and experienced provider with you that 

can help interpret that data, Don't plan to try it alone.  You don’t want an $$$ bill and no one to interpret.

• Some parents give up because wait lists for genetics is so long.  Explore different options including telehealth

• Sooner is better than later....finding a genetics provider for an adult can be even harder than a pediatric 

geneticist

FOR MORE INFORMATION:
https://nymacgenetics.org/patients-and-families/getting-a-diagnosis/

TRANSITION CONSIDERATIONS FOR

THOSE SEEKING A GENETIC DIAGNOSIS
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Knowledge of Family History can be Important

According to the Centers for Disease Control, knowledge 

of family history can be important for determining a 

child’s health risks

It can help make a diagnosis, if a child presents with 

symptoms, or suggest strategies families can employ to 

minimize or postpone the onset of certain diseases.

Always take your family history and your genetics history 

with you to other doctors

Resources and support from P2P NYS: Healthcare 

Notebook from P2P- check out ptopnys.org for upcoming 

trainings

Other FH tools

FAMILY HISTORY AND GENETIC DIAGNOSIS

https://nymacgenetics.org/patients-and-families/family-history/
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➢ Input about 

➢ What might be causing the differences they are observing

➢ Things that are unlikely to be the cause

➢ Genetic tests to consider

➢ Information about 

➢ Any clues in the family history that suggest a possible genetic condition

➢ Whether other members of the family might have the same differences

➢ Potential treatments or therapies

➢ Next steps and what to expect in the future

➢ Recommendations for other doctors or professionals that might be helpful

➢ Support resources for school

➢ Connections to other families, support groups, and family organizations

➢ Recommendations for reliable resources for information

➢ Opportunities to ask questions

WHAT ARE EXAMPLES OF WHAT A FAMILY 

MIGHT GET OUT OF A GENETICS APPT?

Every 

appointment is 

different, 

depending on 

the needs of the 

family and the 

information that 

is available that 

day
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CONSIDERATIONS IN 
GENETIC TESTING
•Karyotype

•SNP/chromosomal microarray

•Single gene/mutation

•Next generation sequencing (NGS) panel

•Whole exome sequencing (WES)

Whole genome sequencing (WGS) - at 
horizon

WES/WGS are powerful, but you need a 
provider that can help interpret the data
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What barriers have 

you run into trying 

to get a genetic 
diagnosis?

L



WHAT RESOURCES DOES NYMAC 

HAVE TO SUPPORT FAMILIES?
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NYMAC RESOURCES

When to refer patient to Genetics | 
NYMAC | Regional Genetics Network 
(nymacgenetics.org)
Also available in Spanish

Genetic Screening Resources for Families | Heartland 
Genetics Services Network 
(heartlandcollaborative.org)

➢ Video Projects

➢ Webinars, Trainings, Annual Meeting

➢ Red Flags Documents

➢ Collaborating with Primary Care

➢ Resource Identification and Development
Your Genetics Appointment – YouTube
Also available in other languages
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NYMAC WEBSITE 
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THE NYMAC TEAMS
(10-15 Members)

• Genetics providers (Geneticist, Genetic Counselor, APNG, 

Metabolic Dieticians, etc)

• Family Leader (eg: F2F, P2P, support groups, etc)

• Self/Family Advocate (family living with genetic condition) 

• Consumer/Family Member representing an underserved 

community in the geographic area (Amish, Native, etc)

• Pediatrician

• Primary Care Providers

• Representative from GC training programs

• Representative from Genetics Residency programs

• Representative from state genetics groups

• Representative from Maternal Child Health

• Medicaid representative

• Representative from Public Health-NBS

• Representative from Public Health-Title V

• Representative from State AAP or other state groups

• Representative from Early Childhood Education

• Representative from relevant industries (eg: medical 

foods and formula companies)

• Representative from Insurance industry

• Representative from Pharma
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THE NEW YORK NYMAC TEAM

NY: 
Infographic, 
Social Media 

Campaign 
and Pocket 

Cards to 
address key 

family 
questions
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https://nymacgenetics.org/newyork/

THE NY NYMAC TEAM
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THE NY NYMAC TEAM
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THE NY NYMAC TEAM

A



https://nymacgenetics.org/events/

Recordings of the 2021 meetings are now 
available for free and for CME/CEU 

4/5/22 and 4/6/22

Key Themes:
• Collaboration among stakeholders
• Genetics in Primary Care (including 

transition)
• Public Health and Genetics
• Designing New Models of Genetic Services

NYMAC ANNUAL CONFERENCE
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Trainings and webinars on 

transition topics

• Healthcare Notebook

• Empowerment for Education:  Schools and Teens in Healthcare Transitions

• Benefits and Entitlements

• Nuts and Bolts of Telehealth

• Education transition topics

http://parenttoparentnys.org/news/statewide-events/
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Other transition resources
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Health Care Skills [Checklist], Revised 2010.  Adolescent Health Transition Project, 
University of Washington Center on Human Development and Disability 
https://depts.washington.edu/healthtr/documents/healthcareskills.pdf

Healthy Transitions NY -this website is for youth with developmental disabilities ages 14-
25 years, family caregivers, service coordinators, and health care providers. 
HealthyTransitionsNY.org teaches skills and provides tools for care coordination, keeping a 
health summary, and setting priorities during the transition process.  It features video 
vignettes that demonstrate health transition skills and interactive tools that foster self 
determination and collaboration. This website is ADA accessible and is available with 
audio for non-readers and in Spanish language translation.   
http://www.healthytransitionsny.org/

Got Transition - http://www.gottransition.org/

A

https://depts.washington.edu/healthtr/documents/healthcareskills.pdf
http://www.healthytransitionsny.org/
http://www.gottransition.org/


Got Transition
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https://nymacgenetics.org/patients-and-families/care-coordination-and-medical-home/

•Nemours: Children’s Health System
•Becoming an Adult: Deciding Where to Live (Youtube Video)
•Becoming an Adult: Legal and Financial Planning (Youtube Video)
•Becoming an Adult: What Can I Do After High School? (Youtube Video)
•Becoming an Adult: Taking Responsibility for Your Medical Care (Youtube Video)

Care Coordination and Medical Home 

Resources
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QUESTIONS?

This work is supported by the Health Resources and Services Administration (HRSA) of the U.S. Department of Health and Human Services (HHS) as part an award totaling 

$841,455 with 0 percent financed with non-governmental sources. The contents are those of the author(s) and do not necessarily represent the official views of, nor an 

endorsement, by HRSA, HHS, or the U.S. Government. For more information, please visit HRSA.gov.
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