
New Telegenetics Guidelines
The National Society of Genetic Counselors (NSGC) recently published
evidence-based practice guidelines for telehealth genetic counseling
(THGC) in an article by Green et al (2022) in the Journal of Genetic
Counseling. The GRADE (Grading of Recommendations Assessment,
Development and Evaluation) Evidence to Decision framework was used
in development of the recommendation, and the evidence review focused
on impact on health equity, acceptability to key groups, access to care,
patient barriers, provider barriers, reimbursement barriers,
and healthcare institution barriers. The guidelines conclude that THGC
was comparable with in-person genetic counseling for the important and
critical outcomes identified by the workgroup, and NSGC conditionally
recommends THGC, either via telephone or video, as a delivery method
for genetic counseling.
 

The Advisory Committee on Heritable Disorders in Newborns and Children (ACHDNC) advises the Secretary
of Health and Human Services (HHS) about aspects of newborn and childhood screening and technical
information for the development of policies and priorities that will enhance the ability of the state and local
health agencies to provide for newborn and child screening, counseling and health care services for newborns
and children having, or at risk for, heritable disorders. At the May 2022 meeting, the ACHDNC passed the
following motions:
          · to recommend GAMT deficiency as an addition to the core disorders on the RUSP. The Secretary of HHS
            will make the final decision to accept the recommendation or not, and this will be posted on the ACHDNC
            website.
 
          · that the nomination for the addition of Krabbe disease to the RUSP move forward for a full
            evidence-based review and public health impact analysis.
 
 
GAMT Deficiency Resources:
· Association for Creatine Deficiencies
· Genetic and Rare Diseases Information Center
· Health Resources and Services Administration
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Krabbe Disease Resources:
· Genetic and Rare Diseases Information Center
· KrabbeConnect

https://www.nsgc.org/
https://onlinelibrary.wiley.com/doi/10.1002/jgc4.1627
https://www.hrsa.gov/advisory-committees/heritable-disorders/index.html
https://creatineinfo.org/
https://rarediseases.info.nih.gov/diseases/2578/guanidinoacetate-methyltransferase-deficiency
https://newbornscreening.hrsa.gov/conditions/guanidinoacetate-methyltransferase-deficiency#:~:text=Newborn%20screening%20for%20GAMT%20deficiency%20requires%20collecting%20a,guanidinoacetate%20and%20creatine%20are%20in%20your%20baby%E2%80%99s%20blood
https://rarediseases.info.nih.gov/diseases/6844/krabbe-disease
https://krabbeconnect.org/


MEET REGIONAL GENE-ies!

Amy Jonasson, MS, LCGC
University of Florida, Department of Pediatrics, Division of Genetics and Metabolism

 
“I do both inpatient and outpatient pediatric genetic counseling as well as newborn screen

coordinating for the genetic indications. I majored in my undergrad in diagnostic molecular
science since I had an interest in genetic testing, but was torn between that and pre-med.

During a cytogenetics lab rotation, I met a genetic counselor, and discovered the field.
After continuing in lab rotations and laboratory work, I realized that I missed interacting
with people and families. I came to the conclusion that Genetic Counseling would be the

perfect combination of my interest in genetics while being patient- and family-focused, so I
pursued my master’s degree in Genetic Counseling and have been a pediatric genetic

counselor for 9 years now!”
 

Ami Rosen, MS, LCGC
Emory University, Department of Human Genetics and Department of Neurology

"I am the Clinical Director of Emory’s HDSA Center of Excellence for Huntington’s Disease
and I also provide genetic counseling for people who are either at risk for or have possible
symptoms of Huntington’s Disease. I also coordinate clinical research trials and expanded
access programs for patients with lysosomal storage diseases. This includes gene therapy
trials and enzyme replacement therapies for Fabry Disease and Acid Sphingomylenase
Deficiency (Niemann Pick Disease Type A/B) and other intervention trials for Niemann Pick
Disease Type C. Lastly, I am the Director of Student Research for the Emory Genetic
Counseling Training Program which includes teaching Theory and Practice, Bioethics and
Research Seminar to the students. I am a people person who has always been fascinated by
the mind and by human development. As an undergrad, I majored in Psychology, which was
a good start, but did not provide me enough of the hard science behind human
development. I did some research and discovered the career of genetic counseling, which
was a perfect combination of working directly with people and learning and using my
understanding of hard science. I also love that there is always something new to learn and
we are on the breaking edge of scientific and medical discoveries."

Meghan Bartos, MS, LCGC
University of Alabama at Birmingham and Children’s of Alabama (COA), Department  of
Genetics
 
"My work is 75% clinical and 25% research. I attend five Pediatric General Genetics clinics
per month at COA. I attend the Cystic Fibrosis Foundation accredited CF Newborn
Screening Follow-up clinic two to three times per month at COA. I attend two Adult General
Genetics clinics per month at UAB Highlands (soon moving to The Kirkland Clinic or TKC). I
attend the Adult Cardiogenomics clinic two times per month with Cardiology at UAB
Highlands. Lastly, I assist in ordering genetic testing and counseling patients on behalf of
UAB institution-wide Adult Neurology providers. The research portion of my job concerns
the Alabama Genomic Health Initiative (AGHI). I am the designated GC for their whole
genome sequencing (WGS) or rare disease cohort. Research interests of mine include
Cardiogenomics, Precision Medicine, and Clinical Applications of Whole Genome and
Exome Sequencing and Pharmacogenomics. My primary career goals are helping and
empowering children, women and their families."

Nikki Walano, MS CGC
Ochsner Health System Department of Maternal Fetal Medicine

"I am a genetic counselor working in prenatal care. I grew up with a strong family history
of breast cancer and felt the weight of genetics and family history for much of my life.

The idea that I could connect with folks who experienced similar familial risks was a
significant driving factor in choosing the genetic counseling profession. I often think that

if I had access to genetic counseling as a patient in my late teens and early 20s, I may
have had a lot less fear and anxiety about my personal health risks. As a result of my

education alone, I know how empowering knowledge can be. I take pride in the
opportunity I have to use information to empower others in my career."

Genetic Counselors
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Florida

Georgia

Louisiana



Emily Boothe, MS, CGC
Mississippi Medical Center, Department of Pediatrics, Division of Genetics

“I do general pediatric genetic counseling, some inpatient genetic counseling in the
NICU, and I am the genetics representative on the multidisciplinary craniofacial team.

Like many genetic counselors, I love the way the career combines a love for genetics
with a strong desire to talk with people. I really enjoy getting to join patients and

families on their journey in finding and understanding a genetic diagnosis. Each case
presents a new challenge as I adjust the education provided and tailor the session to

the individual patient and family. Genetic counseling is a wonderful way for me to
serve those around me.”

Katie Lang, MS, CGC
Vanderbilt University Medical Center

“I am the Director of Cancer Genetic Counseling Services and the Medical Director of
Genetic Medicine at the Vanderbilt University Medical Center, and I am a Senior
Associate in Medicine on faculty. About 50% of my time is in direct patient care at the
Hereditary Cancer Clinic, 40% of my time is in operations running the HCC, and about
10% is dedicated to a few research projects. I decided to go back to school for my Masters
in Genetic Counseling when I was 30. I had spent time as an environmental scientist as
well as working for a law firm on their environmental team. Wherever I was, I always
found myself in the position of a communicator. I had studied genetics in undergrad and
got a prior Masters in Biotechnology at Johns Hopkins, but finally, after a conversation
with a friend where I suggested she meet with a genetic counselor herself given some
concerning family history, it dawned on me that this was the field that combined all my
interests in one place. Thankfully I was right, and I can’t imagine doing anything else.”

Katy Drazba, MPH, MS, CGC
Greenwood Genetic Center - Columbia office, Clinical Department

“I primarily see pediatric and general genetics patients. I also see genetic counseling-
only patients to coordinate genetic testing and/or explain test results. I see patients

in-person in our clinic, as well as via telemedicine.  I was drawn to genetic counseling
because I love learning and talking about genetics! I wanted a career in the medical

field that involved helping patients/families navigate the genetic testing process,
understand their genetic test results and the implications, and facilitate accessing
information, support/advocacy, appropriate management, and research related to

their genetic condition. Beyond the clinic, I also enjoy participating in genetics
education, training, advocacy, and research.”

Mississippi

South Carolina

Kerry Crandall, MS, CGC
Fullerton Genetic Center at HCA Mission Hospital in Asheville NC

“Our system here is unique in that the genetic counselors get to do all types of
genetic counseling including prenatal, pediatric, adult and cancer genetic
counseling. I’ve had the freedom here to be involved in coordinating clinical
research trials and have therefore been involved in research studies for lysosomal
storage diseases. I had a high school biology teacher who made genetics very
interesting but I hate doing lab work therefore this seemed to be the perfect
combination to be able to do genetics and to work with people. I have been doing
this work for 34 years and still enjoy it!”

North Carolina

Tennessee



Western States Regional Genetics Network
Presents

SERN GENETICS VISIT FACTSHEET
NOW AVAILABLE IN SPANISH

The FAQ handout covers:
1) Why see a clinical geneticist?
2) How to prepare for a genetics visit, and
3) What to expect at a genetics visit.
 
The factsheet is available in both English
and Spanish, and can be downloaded to give
to patients.
 
 
 

New Video Available: Tips to Protect
Your Loved One with Special Needs

Christine Matus, founding attorney of the Matus Law Group, presented a Lunch and Learn talk in which she discussed
five different strategies for long-term care planning for children with complex health care needs. The five strategies
covered were:

Public benefits
Special needs trusts
Able accounts
Guardianships/Conservatorships
Planning for the future

A video recording of the talk can be found on the SERN website.

https://southeastgenetics.org/wp-content/uploads/2022/07/Genetics-Visit-Factsheet.pdf
https://southeastgenetics.org/wp-content/uploads/2022/07/Genetics_FAQ_Spanish.pdf
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BAKED ZITI
RECIPE

LOW PROTEIN

INGREDIENTS
 

INSTRUCTIONS
 

ADDITIONAL
INFORMATION

· 1 cup Loprofin Penne Pasta, cooked
· Butter as needed
· Salt to taste
· 1/2 cup Marinara Sauce*
· 2 tbsp Low Protein Mozzarella Cheese
· 2 tbsp Liquid Non-Dairy Creamer

· Preheat oven to 350 degrees.

· Boil and drain pasta according to package directions.

· Add butter and salt to taste.

· Stir mozzarella cheese into cooked pasta.

· Add non-dairy creamer to the marinara sauce. If the
sauce is hot, add a little sauce to the non-dairy creamer
and then add to the rest of the sauce.

· Place in a small casserole dish.

· Bake at 350 degrees until heated through. Do not bake
too long, or mixture will become thick.

*Spaghetti and marinara sauces are quite
concentrated. To lower the total
PHE/LEU/Pro, you can mix a jar of sauce with
a can of diced tomatoes. Use what is needed
for this recipe and store the rest back in the
jar.

Yield: 1 ¼ cups
Serving size: ⅔ cup

Nutrition Facts (marinara sauce only)
Per serving
PHE: 45 mg
LEU: 68 mg
Pro: 1.5 gm
Cal: 206

Recipe by DS.

Nutritional analysis conducted by RDs at
Emory University.

· October is National Down Syndrome
Awareness Month with the National
Association for Down Syndrome and the
National Down Syndrome Society

· November 10 is Genetic Counselor
Awareness Day with the National Society of
Genetic Counselors

· November 24 is National Family Health
History Day with the CDC

AWARENESS
CALENDAR

SAVE THE DATE

SERN/SERGG Annual Meeting

July 13-15, 2023
 

Charleston, SC

https://www.facebook.com/southeastgenetics
https://www.facebook.com/southeastgenetics
https://southeastgenetics.us18.list-manage.com/subscribe?u=ccaf37a937985ea32e7df6416&id=d314a7eaba
https://southeastgenetics.org/
https://www.healthline.com/health/down-syndrome
http://www.nads.org/
http://www.ndss.org/
https://www.nsgc.org/Education-and-Events/Genetic-Counselor-Awareness-Day#:~:text=Save%20the%20date%20for%20next%20year%27s%20Genetic%20Counselor,tuned%20for%20this%20year%27s%20activities.%202021%20Activity%20Schedule
https://www.cdc.gov/genomics/famhistory/knowing_not_enough.htm

