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Featured Genetic Counselor: Susan Sell 
 

Sue Sell is a genetic counselor within the 
Division of Human Genetics at Hershey 
Medical Center.  She sees pediatric 
pateints both with a geneticist and 
independently.  More recently, Sue has 
started seeing patients in the 
Ophthalmology Department to assist with 
genetic testing for individuals with retinal 
dystrophies.  Sue feels that, “it has been 
really exciting to see the gene therapy and 
clinical trials available for many of the 
retinal dystrophies.” Sue has seen the 
Division of Human Genetics at Hershey 
Medical Center grow from one genetic 
counselor to five, and she has provided 
valuable mentorship to the newer genetic 
counselors.  
 
Sue states that seeing a significant 
increase in the amount of genetic 
counselors hired at both Hershey Medical 
Center and at an instution where she 
worked previously has been amazing. She 
feels fortunate that most of the geneticists 
with whom she has worked have seen the 
value that GCs bring to a session.  “But to 
be able to bill for a genetic counseling 
session is probably the greatest change 

I’ve personally seen,” states Sue.  
 
Sue’s interest in genetic counseling began 
after college while working in a genetics 
lab with monoclonal antibodies. Her role 
was primarily cell culture.  “It was a great 
experience and I really liked the people I 
worked with, but I knew it wasn’t how I 
wanted to spend the rest of my life,” Sue 
 
 

Reports. Her PI received a post card from 
one of the genetic counseling programs 
which she passed on to Sue.  Sue states 
that she was intrigued and started to look 
into her options.  “I was in the process of 
relocating to Pittsburgh, and when I 
learned that there was a program there, 
and that someone I knew from college had 
entered the program, I made 
arrangements to speak with her.”  Sue 
also was able to speak with the Program 
Director who allowed her to test the waters 
by taking a class to confirm genetic 
counseling was what Sue wanted to do as 
a career.  That sealed the deal and Sue 
applied and was accepted into graduate 
school. Sue loves the genetic counseling 
field and, “the interaction with people and 
the fact that every day, I learn something 
new.” 
 
When asked about a pivotal occurrence 
that opened a career opportunity, Sue 
shared that such an occurrence occurred 
early in her career during a pediatric 
genetics rotation.  “The geneticist and 
genetic counselor were trying to have a 
discussion with the parents of a toddler 
with a very concerning diagnosis.  The 
toddler would not settle down enough for 
this discussion to ensue, so I picked him 
up and started entertaining him which 
quieted him down.  The genetic counselor 
approached me later and told me that she 
was impressed with my interaction with 
the child.   
 
continued on page 2 
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The Rare Disease Legislative Advocates 

(RDLA), a program of The EveryLife 

Foundation (everylifefoundation.org), 

sponsored advocacy training and 

congressional meetings on Feb. 24-27, 

2019, in Washington, D.C. These events 

were designed for patients and caregivers 

affected by rare diseases.  There were 

approximately 800 attendees representing 

49 states and the District of Columbia. 

 

The week kicked off with a documentary 

screening of “My Turn” 

(https://vimeo.com/ondemand/myturn) 

on Sunday evening. The film tells the story 

of Scott Matzka, a former professional 

hockey player who was diagnosed with 

ALS at the age of 36. Scott died shortly 

after the film was completed, and his 

widow spoke to the audience about Scott’s 

approach to his diagnosis and about her 

experience as Scott’s primary caregiver. 

 

The discussion on caregiving led into 

Monday’s Legislative Conference where 

experts from Capitol Hill and patient 

advocacy organizations discussed 

supporting 2019 legislative priorities and 

building effective relationships with 

members of Congress.  There are studies 

being conducted on the economic impact 

of caregiving in preparation of introducing 

legislation to provide financial support to 

family members who take on this role.   
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This year the conference training focused 

on three “asks” of members of Congress – 

support robust funding for NIH and FDA, co-

sponsorship of the Newborn Screening 

Saves Lives Reauthorization Act, and 

joining the Rare Disease Congressional 

Caucus.  Of the estimated 7,000 known rare 

diseases, more than 90% do not have an 

FDA-approved treatment, and the “ask” for 

increased funding for the NIH and FDA was 

a top priority. 

 

On Tuesday, 450 advocates attended 298 

meetings on Capitol Hill to encourage their 

State senators and representatives to 

support the three “asks” described above.  

Issues of rare diseases benefit from 

bipartisan support, and the information 

presented in the meetings was well-

received.  Advocates were successful in 

adding six new members of Congress to the 

Rare Disease Congressional Caucus, 

bringing the total to 122.  The budget details 

are still to be determined for NIH and FDA. 

 

The remainder of Rare Disease Week 

involved receptions for young adult 

advocates and Rare Artists who displayed 

their artwork, attendance at a Rare Disease 

Congressional Caucus briefing, and a full-

day conference at the NIH on February 28, 

Rare Disease Day.  Overall, it was an 

enlightening and productive week filled with 

much energy directed towards awareness of 

the needs of the rare disease community. 

 

Rare Disease Week 2019 
Susan Walther, MS, LCGC 

Friedreich’s Ataxia Research Alliance 
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PAGC Board Member Nominations 
EYE ON IT 
 

PAGC Membership 

It’s not too late to join or 

renew  your PAGC 

membership! 

Enjoy the benefits of being a 

member of PAGC.  

Membership officially expires 

on December 31, 2019. 

Scroll to the bottom of the 

website page 

http://www.pennsylvaniagc.o

rg/membership.html to 

renew today! 

 

 

 

 

This winter, there was a call for 
nominations for full PAGC 
members in good standing who 
reside or practice in 
Pennsylvania.  Each of five 
positions is for a 2- year term of 
service (June 2019 – June 
2021), and current board 
members can serve two 
consecutive terms.  The 
nominees included: 
 

Western PA Representative 
Candidate 
Amy Kunz, MS, LCGC, a 
graduate from the University of 
Pittsburgh program in 2016 and 
current employee of Allegheny 
Health System.  Amy has worked 
as an Oncology Genetic 
Counselor at Allegheny Health 
Network since her. During her 
time at AHN, she has become a 
valued and respected member of 
the team. She has provided 
numerous lectures to fellows, 
nurses, physicians and 
community outreach. She has 
been involved in implementing 
new research studies for the 
health network. Amy has 
expressed interest in expanding 
her role in promoting the field of 
genetic counseling and 
representing genetic counselors 
from Western Pennsylvania in the 
PAGC.   

 

Eastern PA Representative 

Candidate 

Tayna Bardakjian, CGC, a 

graduate of Arcadia University in 

1997 and current employee at 

tge Hospital of the University of 

Pennsylvania.  Tanya has been 

at GC in the Philadelphia area 

for over 20 years and has 

worked in a variety of settings 

including a community hospital, 

clinical laboratory and an 

academic institution. She 

believes strongly in helping all 

GCs achieve their potential and 

elevating the career further. 

Tanya is active in teaching and 

supervising for the Arcadia 

program and has served as a 

thesis mentor. She is active in 

research and program 

development and has served on 

several subcommittees of the 

NSGC including, abstract review 

committee, billing, licensure, and 

reimbursement committee and 

Public policy committee and just 

rolled off as Neuro SIG co-chair. 

She is a current member of the 

PAGC education sub-

committee.  

Presidential Candidate 
Margaret Harr, LGC, a 
graduate of the Universtiy of 
South Carolin in 2010 and 
current employee at Chidlren’s 
Hospital of Philadelphia.   
 

Margaret is a leader at the 

Children's Hospital of 

Philadelphia (CHOP) and the 

Perelman School of Medicine of 

the University of Pennsylvania 

(UPENN).  She leads by 

example as an outstanding 

volunteer already for the PAGC, 

at CHOP, and UPENN, in 

particular as she chaired the 

statewide annual education 

meeting for the PAGC at CHOP 

last May and as the Professional 

Issues Committee Chair for the 

Section of Genetic Counseling at 

CHOP and Penn since its 

inception in 2014. Margaret is 

deeply committed to and 

involved in improving and 

guiding genetic counselors 

across all stages including her 

unique ability to teach and 

mentor genetic counseling 

trainees, advocate for career 

ladder development, support 

education and research 

opportunities, foster outreach 

and awareness, and continue to 

lead in the area of genetic 

counselor specific billing.  

Moreover, Margaret has 

represented our community with 

aplomb locally, nationally, and 

internationally, most recently at 

the World Congress on Genetic 

Counseling Meeting in 

Cambridge, UK.  

 

Rare Disease Walk Day 

  

 

 

In honor of Rare Disease Walk Day on February 24, 

2019, three genetic counselors from Pennsylvania who 

work for GeneDx participated in a walk in Pittsburgh, 

PA.   

 

Pictured left to right: Kara Levine, Nora Alexander and 

Shelley Patrick.      

 

Vice Presidential Candidate 
Juliann McConnell, MS, LCGC, a 
graduate of the University of 
Pittsburgh program in 1988 and 
current employee of GeneDx. 
Juliann stepped in to an open 
board position (Western Regional 
Representative) in April 2018. 
Since that time, Juliann's 
dedication, organization and 
enthusiasm has helped to 
improve member relations. 
Juliann's communication is 
always thoughtful and she 
consistently seeks innovative 
ways to improve PAGC and the 
members it serves. Juliann is a 
seasoned genetic counselor with 
over 30 years of experience. 
Juliann has worked in both 
clinical and laboratory roles in 
Pennsylvania and is connected 
with many genetic counselors 
throughout the state. 
 

renew today! 
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Juliann has extensive pediatric 

and prenatal clinical genetic 

counseling experience as well as 

cardiovascular laboratory genetic 

counseling experience. She has 

distinguished herself in the 

Western PA genetics community 

through her work supervising 

genetic counselors and genetic 

counseling students, and has 

continued this interest in her 

current role at GeneDx. Her 

background is unique and well-

rounded, which she can exploit.  

In addition, and equally as 

important in a role of representing 

a portion of the state, Juliann is 

widely respected in the genetic 

counseling community of 

Western PA. 

 

Secretary Candidate (1 of 2) 
Megan Marshall, LCGC, a 
graduate from the University of 
Pittsburgh program in 2006 and 
current employee of GeneDx.  
After graduation, Megan 
accepted a job as a cancer 
genetic counselor at Allegheny 
General Hospital in Pittsburgh 
where she became supervisor of 
the genetic counselors. Megan 
started work in the Inherited 
Cancer Division at GeneDx in 
2015, and in just a few years has 
become a Lead Laboratory 
Genetic Counselor, and now is 
the Assistant Director of the 
Inherited Cancer Clinical 
Laboratory Operations. She has 
extensive experience in GC 
supervision, grant writing, 
teaching and test development. 
Megan is a dedicated worker, 
and a prolific publisher. She has 
been involved with local, regional 
and national organizations; 
currently working on the Task 
Force for the NSGC Leadership 
and Management SIG. Megan 
has served as the Education 
Committee Chair for the PAGC 
for the last year. During that year, 
her leadership and organizational 
skills helped to ensure a 
successful 2018 Annual 
conference. Additionally, she 
implemented early preparations 
for the 2019 annual conference 
and the organization of a January 
2019 webinar.  
 
 

 

PAGC Board Member Nominations, cont.  

Secretary Candidate (2 of 2) 
Kallyn Stumm, MS, LCGC, a 
graduate from the Arcadia 
Universtiy program in 2014 and 
current employee of Children’s 
Hospital of Philadelphia. Kallyn 
has been an active and 
dedicated member of PAGC for 
the past two years helping to 
coordinate the 2018 PAGC 
annual spring meeting at CHOP 
and working on the PAGC 
membership committee and 
social media working group.   
Kallyn is actively involved in 
teaching, supervision, and 
mentoring students at both 
Arcardia and Thomas Jefferson 
University (TJU). She served as 
the course coordinator for the 
Genomics and Clinical Practice 
workshop and course director for 
the for Genetic Counseling 
Theory and Practice course for 
TJU genetic counseling students 
and possesses a passion for 
providing high quality education 
to the next generation of genetic 
counselors. She currently works 
as an NGS analyst at the Center 
for Applied Genomics (CAG) at 
CHOP where she leads projects 
related to launch of clinical 
testing, organization of research 
projects, and quality control and 
improvement of laboratory 
processes. She also volunteers 
with the CHOP Section of 
Genetic Counseling helping with 
events such as the CHOP 
genetic counseling awareness 
day and student interviews and 
campus tours. Kallyn's previous 
experience as a cancer counselor 
at Main Line Health in Paoli, PA 
has provided her with a well-
rounded knowledge of the current 
issues facing both clinical and 
laboratory counselors in PA.  

 

 

Risk Alleles – Classification, 

Reporting, and Counseling 

Challenges                   ~ By Kallyn Stumm 

Clinically significant risk alleles are regularly detected in clinical 

testing for Mendelian disease and there is little agreement 

within the field on the methods and criteria for curating, 

classifying, and reporting these variants. Risk alleles fall into a 

practice gap that is inadequately addressed by the ACMG 

Mendelian variant classification guidelines (Richards et al., 

2015). They meet benign criteria for being “too common” to 

cause highly penetrant Mendelian disease; however, evidence 

obtained through family, association, and other studies often 

exists suggesting they increase risk for a disease phenotype 

and have clinical relevance. As a result, risk alleles frequently 

have conflicting interpretations of pathogenicity in the ClinVar 

database. At the ACMG conference in Seattle, genetic 

counselors were invited to a luncheon to discuss risk alleles, 

particularly the clinical application of risk alleles, and about 

initial efforts to classify and report clinically relevant risk alleles 

using newly developed criteria.  

 

Senol-Cosar et al., 2019 suggests a new labeling system for 

risk alleles, using terminology akin to those commonly used for 

Mendelian disease, which they named: “established risk allele”, 

“likely risk allele”, or “uncertain risk allele.” To classify a risk 

allele, one must carefully evaluate the quality of association 

studies that have been previously published. One must also 

carefully consider the associated phenotypes, as genetic 

association studies often examine a wide array of features 

ranging from full disease to endophenotypes (one of several 

features that together constitute a clinical entity). Large, race-

matched, and well-phenotyped case and control cohorts are 

included in the characteristics of a well-designed and reliable 

association study. Highest emphasis is placed on meta-

analysis and/or multiple, independent studies confirming the 

originally reported association. Functional data, while used in 

analysis, were only given modifying weight in risk allele 

classification according to this report.  

Deciding whether or not to return risk alleles in clinical genetic 

testing can be challenging, as the clinical utility of disease 

associations are often not as clear as they are for Mendelian 

disease variants. Senol-Cosar et al. suggests only reporting 

risk alleles that fall in the “established” or “likely” risk allele 

categories, similar to the ACMG secondary findings guidelines. 

Furthermore, a major consideration is the availability of clinical 

management or practice guidelines issued by expert groups or 

professional societies. For other alleles without practice 

guidelines, they created an “impact score,” which assesses the 

overall clinical importance of the finding, including assessment 

of:  effect size, disease prevalence, disease severity, 

effectiveness of intervention, and risk associated with 

action/intervention. The higher the impact score, the more likely 

the risk allele will be reportable (Senol-Cosar et al., 2019). The 

paper authors also mention a future challenge of reporting risk 

alleles is how to calculate the patient’s pre-test risk based on 

demographics, clinical, environmental, and other genetic 

variables. Similarly, another challenge is how to select and 

integrate the published data used to calculate the post-test risk 

estimate.                                                      Cont. on page 5 

   

 



 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

Upcoming Events 
 

•    PAGC 3rd Annual Spring Meeting 

            May 9-10, 2019 

            UPMC Pinnacle Harrisburg, Brady Hall Auditorium 

            205 S Front Street, Harrisburg, PA 17104  

.       Hotel room blocks: 

            Hilton Harrisburg: Block filled 

 

            Quality Inn Riverfront: (Room block available thru 4/25/2019) 

            Standard room rate: $79.00 +tax including parking 

            Reservations: 717-233-1611 

            Group code: Pennsylvania Association of Genetic Counselors 

 

 
 
 

 

Professional 
Development 
and Continuing 
Education 

PAGC News  Issue 03   April 2019 

Continued from page 1, Sell.  

 

She told me that she was relocating, and asked if I was interested in applying for her position.”  Sue applied and got the job!     

 

Sue shared some valuabe insight during our interview with her. “Throughout the course of your career, you will have many 

opportunities and experiences.  Hopefully, most of these will be positive but some may not be.  Learn from all of this.  Even 

negative experiences will help you in the future as it may determine the type of positon you take next, or how you interact with 

your colleagues in future positions.” She went on to encourage genetic counselors not to be afraid to try something new, as 

sometimes new experiences turn into something great.  And, “don’t be afraid to ask for help.  There will always be someone 

you can count on whether their role is geneticist, genetic counselor, other health care provider, administrative assistant, IT 

person, business manager, lab person, or any other role you can imagine.   Cultivate these relationships, both within your 

institution and without.” 

 

 

Risk Alleles, cont. from page 5. 

 

And how can this all be accomplished in an accurate and transparent manner? Given these are not the “typical” pathogenic Mendelian 

variants seen in clinic, risk alleles present clinical challenges for genetic counseling. Despite urging patients to be careful with their online 

research (such as with the APC I1307K variant), patients may be confused by the conflicting guidance provided by their medical 

professionals versus what they find online. This raises questions: what do the patients actually hear? And what is the risk for over-

interpretation and the resultant risk for causing harm and/or anxiety? Equally challenging is the medical management for risk alleles with 

no current practice guidelines. How do we determine, or in some cases invent, medical management for these risk alleles? And, as 

discussed previously, given the discrepancy in classification of risk alleles, how many previously reported variants of uncertain significance 

or benign variants are actually these low penetrance risk alleles?  

 

The genetics community has long been aware of variants that fall into a “grey zone” between rare, highly penetrant variants and variants 

contributing to more common or complex disease. While the rare, highly penetrant end of this gradient has guidance in clinical 

interpretation and reporting, little guidance exists for variants that have reduced penetrance, yet have effect sizes that warrant 

consideration in clinical testing. This lack of guidance/standards has led to how these variants are evaluated and labeled, “which ultimately 

may have negative consequences if they are classified as benign and not reported to the patient (Senol-Cosar et al., 2019).” For years, 

severe, Mendelian genetic disease has driven our medical community. However, as genomic testing shifts towards exome and genome 

sequencing, and genome screening of healthy individuals, we are in desperate need of professional collaboration and guidance in the 

classification, reporting, and medical management of risk alleles.  

 
References: 

Senol-Cosar, Ozlem & J Schmidt, Ryan & Qian, Emily & Hoskinson, Derick & Mason-Suares, Heather & Funke, Birgit & Lebo, Matthew. (2019). Considerations for clinical 

curation, classification and reporting of low-penetrance and low effect size variants associated with disease risk. 10.1101/556316. 

Richards, S., Aziz, N., Bale, S., Bick, D., Das, S., Gastier-Foster, J., ... & Voelkerding, K. (2015). Standards and guidelines for the interpretation of sequence variants: a joint 

consensus recommendation of the American College of Medical Genetics and Genomics and the Association for Molecular Pathology. Genetics in medicine, 17(5), 405. 

 

 

 


