
Newsletter

When Esther and Michael Stoltzfus were 
expecting their second son, Joseph (Josie), they 
knew it was a blessing to have a healthy baby as 
both of their families had a history of rare genetic 
disorders. When Josie arrived six weeks early in 
the spring of 201 , he spent his fi rst 11 days in the 
NICU under observation because of his premature 
birth.
 When he was born, he exhibited a strong cry and 
fed really well. However, shortly after Josie came 
home from the NICU, the Stoltzfus family noticed 
he started to have tremors. Josie’s grandmother 
mentioned to Esther that tremors are commonly 
seen in babies with TNNT1 myopathy (also called 
‘Chicken/Pigeon Breast Disease’ or TNNT1 for the 
aff ected gene . T T1 myopathy is a devastating 
rare genetic disorder that aff ects the muscles and 
their ability to contract and relax (read more on 
page 4).
 When Josie was about eight weeks old, Esther 
and Michael noticed the tremors started to worsen 
and called the Clinic for Special Children (CSC) to 
make an appointment. “We wanted peace of mind 
as we felt that something might not be right”, 

sther e plains. t their fi rst appointment, they 
met with Dr. Vincent Carson, Clinical Operations 
Director at CSC, who explained that Josie’s 
symptoms did resemble tremors commonly 
seen in babies with TNNT1 myopathy. A rapid 
diagnostic test was ordered and ran in CSC’s in-
house lab. The Stoltzfus family went home to 
await the results. 

 Later that afternoon, Dr. Carson called the 
Stolt fus family to confi rm that osie’s test result 
came back positive for TNNT1 myopathy. Right 
away the family and CSC developed a care plan 
for Josie and he was enrolled in our palliative care 
program, Cherished Lives. Keturah Beiler, Nurse & 
Cherished Lives Program Manager at CSC, visited 
the Stoltzfus family’s home every other week to 
ensure Josie was comfortable and the family had 
what they needed. 
 Josie was also enrolled in our WiTNNess 
research study (read more on page 5). “We decided 
to do the research study so Josie’s life could help 
others. It also gave us fresh hope for a treatment 
one day soon.” When asked about CSC’s impact 
on Josie’s life, Michael explains, “I don’t know 
where we would have been without CSC. Anytime 
we needed something, you were there.”
 Sadly, Josie died in the summer of 2020 at 14 
months of age.  “We want to share Josie’s story in 
the hopes that it can help others. He brought so 
much oy to our lives. It’s a diff erent kind of love 
for a special child - it makes you focus on being 
present and take one day at a time,” the Stoltzfus 
family explains. 
 To us at CSC, Josie was a special boy with 
a bright personality that taught us so much 
as caregivers, researchers, and parents. The 
Stoltzfus family will always be a part of our CSC 
family, and we are grateful to them for sharing 
their story to help others. 
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At the Clinic & Virtual

Mark your calendars and save the date for our 

4th annual 5k run/jog/walk! 

SPECIAL 
DATES

in in  o e it  1 o t

e to t us i     

As the situation around COVID-19 evolves, the event 
dates mentioned above could be subject to change.
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Staff News
Keturah Beiler, RN

Keturah recently 

completed her studies 

at Eastern Mennonite 

University and earned 

her bachelor’s of sci-

ence degree in nurs-

ing! Keturah joined 

the Clinic in 2017 and is an integral part of our 

clinical team. She works as the Cherished Lives 

palliative care program manager and as a Nurse 

at the Clinic. 

 Congratulations, Keturah!

Taylor Brown, RN, CPN
 We’re excited to 

welcome Taylor Brown, 

RN, CPN to the Clin-

ic! She will work as a 

Nurse within our clini-

cal team to provide ex-

ceptional patient care.

 Taylor graduated from West Chester Uni-

versity with her bachelor’s of science degree in 

nursing. In her free time, Taylor enjoys spend-

ing time with family, friends & her dog, hiking, 

and working out. A fun fact about Taylor - she 

is a self-proclaimed donut enthusiast!

 Welcome to the Clinic, Taylor!

Jennifer Giacoio
 We’re excited to 

welcome Jennifer Gia-

coio to the Clinic as our 

Medical Receptionist! 

In her role, Jennifer 

will provide adminis-

trative support for the 

Clinic’s staff , patients, and visitors. She will 

help in triaging calls, scheduling patient ap-

pointments, updating records, and providing a 

welcoming environment at the Clinic. 

 She earned her bachelor’s of science degree 

in Human Development and Family Studies 

from The Pennsylvania State University. In her 

free time, she enjoys painting, spending time 

with her family, and baking.

 Welcome to the Clinic, Jennifer!

Donna L. Robinson, CRNP
 In October of 2020 

we celebrated a mile-

stone work anniver-

sary for our Nurse 

Practitioner, Donna 

Robinson! Donna cel-

ebrated her 25th anni-

versary at the Clinic! Donna has been an inte-

gral part of our clinic team for a quarter of a 

century and we feel grateful to work with her 

everyday. 

 At the Clinic, Donna is responsible for the 

clinical care of patients both in the offi  ce and 

hospital, taking call responsibility, interpret-

ing amino acids, and coordinating patient care. 

She has helped with numerous Clinic research 

projects and contributed to many peer-re-

viewed papers. 

 Thank you for your dedication, Donna!

Important 
COVID-19 Updates

Vaccine
We have reviewed the available data from 

studies on the authorized COVID-19 vaccines, 

which show the vaccines are both eff ective and 

safe. The COVID-19 vaccine is now available for 

individuals who are 16 years old or older.  Please 

contact your doctor with questions regarding 

the COVID-19 vaccine. If you are interested in 

being vaccinated, please call the Pennsylvania 

Department of Health at 877-724-3258 or visit 

their website for more information. 

 For individuals in or near Lancaster County, 

you can contact the WellSpan Health COVID-19 

hotline at 855-851-3641 or for information on 

Lancaster’s community vaccination clinic visit 

VaccinateLancaster.org or call 717-588-1020.

Offi  ce Operations
 We continue to require mask wearing and 

temperature screening for all visitors to our 

clinic facility. If you have a scheduled ap-

pointment and are feeling unwell, we ask that 

you call us at 717-687-9407 before coming to 

your appointment. Our clinic staff  is now back 

to operating at full capacity, as our staff  are 

fully vaccinated for COVID-19. If you have any 

questions before your visit, please contact us at 

Save the date! 
4th Annual Clinic for Special Children

5k Run/Jog/Walk

Saturday, September 18th

9:00 a.m. - 11:00 a.m.
at the Clinic for Special Children

 We are excited to announce our 4th an-

nual Clinic for Special Children 5k! Strollers 

and wheelchairs are welcome! Registration 

will open in the summer - applications will 

be available in our next newsletter and on the 

Clinic for Special Children website. 

 More event details will be included in our 

next newsletter and the event is subject to 

change due to COVID-19 restrictions. 

 If you are interested in becoming a spon-

sor for the 2021 Clinic for Special Children 5k, 

please contact the CSC Development Team at 

717-687-9407 or giving@clinicforspecialchil-

dren.org.

 We hope to see you at our 5k this year! 

2021 Benefit Auctions 
Website

www.ClinicAuctions.org
 To stay up-to-date on 2021 benefi t auction 

happenings, visit the auctions website at www.

ClinicAuctions.org! This website will be updat-

ed throughout the benefi t auction season this 

year with any event changes, sale bills, fl yers, 

and more. 

Announcements from ®

717-687-9407.

2021 Mugs for Sale
Meet your new fa-

vorite mug! Our 2021 

Clinic for Special Chil-

dren mugs are now 

available for purchase! 

Each mug is just $10 

and available for pur-

chase on our online web shop (www.Clinic-

forSpecialChildren.org/store), in person at the 

Clinic, at 2021 CSC events, or by giving us a call 

at 717-687-9407. 

 This year’s new tall mug features a unique 

charcoal and speckled design with a terra cotta 

bottom. It’s perfect for your favorite coff ee, 

tea, or hot cocoa!
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2021
Benefi t Auction Season

2021 Auction Season
Each 2021 auction will feature a day of handmade and unique items 

for sale, delicious food, and more!

 The six benefit auctions make up about 26% of the Clinic’s annual 
operating budget, which allows us to continue providing life-saving 

care to those with rare genetic disorders. 

 Please visit our auctions website (www.ClinicAuctions.org) to view the 
most current auction information. 

We recognize the rapidly evolving situation with COVID-19 and have been 
taking all precautions to keep our staff and patient families safe. 

Auctions are subject to change due to COVID-19 restrictions.

“The Clinic continues to grow in its 

mission to serve children and their 

families. And by working together, 

we have had the opportunity to touch 

many lives in many ways.”

- Kevin A. Strauss, MD | Medical Director 
Excerpt from his remarks at the 2018 Lancaster County auction

7:00 a.m.  |  Breakfast
8:30 a.m.  |  Auctions Begin

Physician Remarks and Quilts to Follow

Union County Auction | June 5
Flower Sale and Rib Dinner | June 4 | 5-8 p.m.

Buff alo Valley Produce Auction
22 Violet Road

Miffl  inburg, PA 17844
Contact: Leon Hoover | 570-966-2414

Lancaster County Auction | June 19
Leola Produce Auction

135 Brethren Church Road
Leola, PA 17540

Contact: Mark Martin | 717-733-3070
*Breakfast starts at 6:30 a.m.

Shippensburg Auction | June 26
Cumberland Valley Produce Auction

101 Springfi eld Road
Shippensburg, PA 17257

Contact: Elvin Oberholtzer | 717-532-9088

Ohio Auction | July 10
Blooming Grove Auction Inc. 

1091 Free Road
Shiloh, OH 44878

Contact: Michael Newswanger | 419-896-2184

Blair County Auction | September 11
Morrison’s Cove Produce

4826 Woodbury Pike
Roaring Spring, PA 16673

Contact: Mervin Martin | 814-793-3529

Missouri Auction | August 21
Ed Good Family Farm
10507 County Road 813
Memphis, MO 63555

Contact: Harlan Burkholder | 660-341-4113
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TNNT1 myopathy (also called ‘Chicken/Pigeon Breast Disease’ or 
TNNT1 for the aff ected gene) is a form of nemaline rod myopathy, a 
genetic disorder that aff ects about 1 in every 00 babies in the mish 
community, but has been found in individual children all over the 
world. It causes progressive muscle weakness. It’s a devastating genetic 
disease and babies with this disorder usually die by two years of age 
from complications they develop as a result of the condition. 

Signs & Symptoms
Several of the fi rst signs and symptoms of T T1 myopathy include 

aw and leg tremors and shakiness that start in the fi rst weeks of 
life. The tremors and shakiness eventually go away. Over time, large 
muscles in the baby’s body gradually get weaker and their shoulder and 
hip oints become stiff . round one to two years of age, the muscles that 
control breathing begin to weaken, which leads to diffi  culty breathing 
and more respiratory issues like pneumonia. They also develop the 
characteristic “chicken breast” shape to their chest. We can also see 
that this muscle weakness leads to scoliosis (curvature of the spine), 
which further aff ects breathing.  

Disease Progression
TNNT1 myopathy is progressive, meaning that as the baby gets 

older, their symptoms will get worse. Infants will have trouble rolling 
over and sitting up because of their muscle weakness. Usually children 
are still able to grab and hold objects, are socially normal, and can learn 
like other children. Eventually, TNNT1 myopathy will lead to breathing 
trouble from a small chest and weak rib cage muscles.

Cause of TNNT1 myopathy
uscles are made up of long, thin rods called myofi brils. Inside the 

myofi brils are small fi bers that grab each other and then push using a 
group of proteins called troponin. hen many of these fi bers grab and 

What is TNNT1 myopathy?
A devastating rare genetic disorder

push all together, the whole muscle moves/squeezes. 
 In T T1 myopathy, muscle fi bers grab onto each other, but then 
they get stuck and cannot keep moving because the troponin proteins 
cannot let go. Over time, this leads to muscle weakness and stiff ness 
(reference image above for an illustration of this process). 

How is TNNT1 myopathy diagnosed?
TNNT1 myopathy is caused by the lack of the troponin I protein 

in the muscle cell, due to an error in the TNNT1 gene that directs the 
production (like a recipe) for the normal troponin I protein. Patients 
with TNNT1 myopathy have a genetic error in both copies of the TNNT1
gene they receive from their parents (one from their mother, the second 
from their father). At the Clinic we have a genetic test that looks for 
the specifi c genetic error in the TNNT1 gene and make a diagnosis when 
both copies of the gene have that change.

The Future of TNNT1 myopathy
We are currently conducting a natural history study for TNNT1 

myopathy, called WiTNNess, to learn more about the natural course of 
this disorder. This natural history study will allow us to measure the 
eff ectiveness of a therapy, if one becomes available more about the 
WiTNNess study on page 5). 
 e are also working with other medical and scientifi c e perts in 
TNNT1 myopathy, so we have the best understanding of this condition 
from the way it aff ects patients to pinpointing how muscle cells change 
when they don’t have the troponin I needed for proper function. This 
involves a network of dedicated specialists across many countries, 
working in laboratories and clinics. e are working with scientifi c 
collaborators on developing a gene replacement therapy for TNNT1 
myopathy, and the laboratory studies to demonstrate if and how it 
might work for the condition are happening right now.

uscle fi ber rela ed uscle fi ber contracted

The above illustration is a microscopic view of what happens when our muscles contract. Troponin (a group of proteins) allows 
the thick myosin fi lament in our muscles to attach to the thin actin  fi lament when we have a muscle contraction. The actin 

and myosin interact with each other to mediate muscle contractions. 

Troponin has a critical role in regulating the roles of actin and myosin and couples them to nerve signals to the muscles. 
In TNNT1 myopathy, this process is disrupted as described in the article below.

Troponin

T i  myo in   lamen

T in a in   lamen
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i ess tu  isto  tu
Interview with Karlla W. Brigatti, MS, CGC, Research Operations Director

Learn more about the WiTNNess study below in an interview with 
our Research Operations Director, Karlla Brigatti. You can view page 
4 of this newsletter to learn more about TNNT1 myopathy (also called 
‘Chicken/Pigeon Breast Disease’ or TNNT1 for the affected gene).

What is the WiTNNess study?
WiTNNess is an opportunity for us to learn more about the natural 

course of TNNT1 myopathy in patients who have the condition as they 
are diagnosed, which usually occurs soon after birth. This study allows 
us to carefully measure the many different ways the condition affects 
patients over time, to capture the course of the disease as it happens in 
concrete ways rather than looking back and relying on memory. For this 
reason, we call this a “natural history” study, since it essentially allows 
us to “witness” the disease course in a precise way. 

For example, if we want to know more about how breathing is affect-
ed for children with TNNT1 myopathy, we can check the oxygen levels in 
their blood every few months, or measure the size of their chest rather 
than trying to remember in hindsight when breathing first became an 
issue. This gives us a more reliable and reproducible way to understand 
the disease course, and serves as the benchmark for evaluating the ef-
fectiveness of new therapies as they are developed. I like thinking of 
WiTNNess as the timber frame to the house we are building where we 
can do something to dramatically change the course of the disease. 

Who is being enrolled in the WiTNNess study?
Our lab identifies between three and five babies with TNNT1 myopa-

thy every year. Usually this is because parents are known carriers of the 
condition and can have children with TNNT1 myopathy, so they choose 
to do the genetic testing using umbilical cord blood of their newborns. 
In other cases, the baby has features of TNNT1 myopathy, like tremors, 
or doesn’t seem to be as active or strong as other babies, so they are 
diagnosed with TNNT1 myopathy after becoming symptomatic. Either 
way, we work with the families one-on-one to give their children the 
best care for the highest quality of life through our Cherished Lives pal-
liative care program. We also talk to them about the WiTNNess study and 
how their participation may help other TNNT1 myopathy families in the 
future. We recognize that being a part of the WiTNNess study may not 
change much for these children now, but we share the goal of getting to 
a therapy that will treat children in the future. 

We are part of a network of medical providers and centers where 
other TNNT1 myopathy patients have been identified and are treated. 
This includes other non-Amish families around the United States and in 
many other countries around the world. Those providers are also doing 
the same types of measures with their TNNT1 myopathy patients that we 
capture in WiTNNess, so we are able to see how TNNT1 myopathy affects 
those children and their families as well. Not surprisingly, we are finding 
that they are very similar to our experience. We expect we will continue 
to add patients across the world to this group.

Why are you focusing on this disorder?
Until recently, therapies for rare disorders tended to focus on man-

aging symptoms or working around the medical issue affecting growth 
and development, like giving a child with muscular dystrophy steroids 
to keep them able to work for longer periods of time. We also knew that 
this symptomatic approach in TNNT1 myopathy has not worked well and 
didn’t improve the lives of these children with the condition. However, 
over the past few years, we have begun to see how gene-modifying 
therapies—those that correct the specific genetic problem that gives 
rise to the disorder—are a game-changer for some genetic conditions. 
We call these “gene therapies” for this reason, and we have seen them 
work in patients with spinal muscular atrophy (SMA) a disease with 

many similar features to 
TNNT1 myopathy, and for 
those patients to grow and 
thrive once they have been 
treated despite having 
SMA. We really believe that 
a gene therapy could work 
for TNNT1 myopathy, and 
we are working hard with 
other TNNT1 myopathy 
experts at other centers to 
develop this therapy.

Since babies with 
TNNT1 myopathy are es-
sentially normal at birth, 
we know we have a window 
of ideal time to treat these 
children with a therapy so we stop the disease from progressing. Gene 
therapy introduces a working copy of the TNNT1 gene to the muscle cells 
where it can make the important TNNT1 protein needed for proper mus-
cle contraction and development. If we give the cells the genetic recipe 
to do this (though gene therapy), and do so early in life, we think we can 
protect these children from the serious features of TNNT1 myopathy.

Why is this study important?
That’s a great question- if we are developing a therapy for TNNT1 

myopathy, why study it closely when no therapy is available? Well, 
WiTNNess is getting us ready for a future clinical trial. Again, it’s the 
frame to a strong house we’ll have with a good therapy. It gives us the 
baseline we need, measures we can use and look to change when we 
give a therapy, and allows us to measure that therapeutic response in an 
informative and consistent way. For example, our current understanding 
with TNNT1 myopathy is that these babies aren’t able to sit up on their 
own. If we introduce a therapy that allows these children to achieve that 
milestone, we would have a clear sign that the therapy is working. 

What does the future look like?
WiTNNess is a study that is part of a larger vision at the Clinic to find 

ways to help patients with genetic conditions overcome limitations in 
treatment options and provide them with better outcomes and quality 
of life. If we can develop a therapy for TNNT1 myopathy patients, it is a 
victory that opens the door for a similar approach in other rare genetic 
conditions. Everyone wins! As we learn more about these therapies and 
they become more and more a part of the therapeutic landscape, I pre-
dict we’ll see this approach for many other disorders we see at the Clinic. 

While there are no guarantees and we still have a lot of questions to 
answer and challenges to overcome, we are learning quickly as we move 
forward. We have high hopes that all this work will pay off in a therapy 
for TNNT1 myopathy patients, but we don’t have a clear answer when 
that might be—except to say not soon enough! We are working with our 
partners and other experts to get to that finish line, but we have to really 
show that any therapy we develop will make a big difference, and that 
can take time. All I can say is that our team is as dedicated and deter-
mined as ever to help find solutions for our TNNT1 myopathy families 
that gives their children with the condition the best quality of life that 
we can provide. It is humbling, inspiring, and at times really tough to 
take this journey with our families, and we are honored they’ve entrust-
ed us to do so. We take that responsibility very seriously as we continue 
the good fight.

Karlla Brigatti, MS, CGC
Research Operations Director
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o o to  ot i t
Jian-Ping Jin, M.D., Ph.D., Professor of Physiology and Biophysics, University Illinois at Chicago College of Medicine

hen Clinic researchers and collaborators published the first research 
paper on TNNT1 myopathy in 2000 (also called ‘Chicken/Pigeon Breast 
Disease’ or TNNT1 for the affected gene , r. Jian-Ping Jin contacted a 
co-author on the paper, Dr. Thomas Crawford. During their discussion, 
Dr. Crawford invited Dr. Jin to visit the Clinic in Strasburg to understand 
the condition and the community it affected. After the visit, r. Jin was 
inspired to start his important laboratory work focused on TNNT1 my-
opathy, solving the mystery of how changes to the TNNT1 gene and the 
protein it encodes lead to the features of TNNT1 myopathy.

Dr. Jin is currently Professor of Physiology and Biophysics at The Uni-
versity of Illinois at Chicago College of Medicine. He is a graduate of Fourth 
Military Medical University, China, and University of Iowa. He completed 
his residency in cardiovascular medicine and postdoctoral research fel-
lowships at University of Texas at Austin and University of Alberta, Cana-
da. Most recently he was Professor and Chairman of Department of Physi-
ology at Wayne State University School of Medicine in Detroit.

Over his long career in science, Dr. Jin has had one major purpose. As 
he put it, The primary goal of my work is to enrich our scientific knowl-
edge to improve human health.  A leading e pert in the field of muscle 
contractility and cell motility (the way that a cell moves from one loca-
tion to another in the body), Dr. Jin has published over 180 research papers 
during his career. He is the sole editor of two books: Troponin: Regulator 
of Muscle Contraction (Nova Science Publishers, Inc., 2013) and Troponin: 
Informative Diagnostic Marker (Nova Science Publishers, Inc., 2014). 

His current research interest is in genetic regulation, the relationship 
between the structure and function of proteins that enable cells to con-
tract and maintain structure, and the way that these change under certain 
conditions. The research in his laboratory is focused on the proteins tro-
ponin and calponin, both of which play an important role in muscle con-
traction and cell motility. 

ne key finding that r. Jin’s laboratory first discovered was that 
T T  myopathy affects very specific types of muscle cells. ur muscles 
have two types of fibers  slow-twitch  muscle fibers that provide us with 
muscle endurance, longer-lasting energy, and the ability to move against 
gravity, as well as fast-twitch  muscle fibers, the muscle fibers that give 

us sudden bursts of energy but which tire easily. TNNT1 myopathy pa-
tients have normal troponin T in their fast-twitch fibers but have none 
of the necessary troponin T protein in their slow-twitch muscle cells. In 
TNNT1 myopathy patients, the complete absence of troponin T protein in 
the slow-twitch muscle fibers cause the large muscles that affect move-
ment (like the shoulders and thighs) and breathing (the chest muscles) to 
become progressively weaker.

Further studies by Dr. Jin’s laboratory demonstrated the critical role of 
the troponin T in slow-twitch muscle to resist fatigue. This explains why 
we see severe effects on the muscles in T T  myopathy patients despite 
normal troponin T in the fast-twitch muscle fibers for reference, see page 
4). Dr. Jin’s more recent work has focused on how the slow form of tropo-
nin T function in muscle spindles, the sensory receptors that inform the 
brain and spinal cord about changes in the length of individual muscles 
and the speed of stretching. With this information, our brain computes 
the position and movement of our arms and legs in space, which is needed 
for muscle control, posture, and a stable gait. The loss of the slow form of 
troponin T in TNNT1 myopathy causes features of the disease like tremors 
and muscle weakness. As r. Jin e plains, This finding sheds light on a 
novel treatment approach by targeted supplement of slow troponin T pro-
tein in spindle intrafusal fibers.

Dr. Jin’s work in understanding TNNT1 myopathy is critical for de-
veloping a targeted treatment, like gene therapy, for TNNT1 myopathy 
patients. The knowledge of how troponin functions or doesn’t function 
in patients with TNNT1 myopathy lays the necessary foundation for de-
termining the best mechanisms for treating patients- not only the Amish, 
but others all over the world. His TNNT1 myopathy studies have increased 
the clinical awareness of TNNT1 myopathy everywhere. Five other genetic 
abnormalities in the TNNT1 gene have now been identified to cause similar 
disease to the Amish in various ethnic populations. 

In his free time, Dr. Jin enjoys traveling the world, especially to Tibet, 
Utqiagvik (Barrow) Alaska, and Antarctica. He also enjoys cooking and 
preparing authentic Chinese dishes. Dr. Jin has been an instrumental col-
laborator of the Clinic for decades, and we are so grateful for his tireless 
dedication to further our understanding of TNNT1 myopathy.

Dr. Jin visiting Antarctica
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2021 AMBASSADORS

A motivational speaker and entrepreneur, Michael 

is an inspiring young adult. He was diagnosed with 

Glutaric Acidemia type 1 (GA-1) at eight months old 

by a doctor who hadn’t previously seen children with 

GA-1 survive past age three. Michael’s family did 

their own research and found the Clinic. Michael now 

visits the Clinic about once a year where we monitor 

his condition. He has even participated in on-going 

research for GA-1.  In his free time, Michael is busy 

running his motivational speaking business called 

‘Beyond the Chair’.

Michael Fondacaro | 23 years old
Glutaric acidemia type 1 (GA-1)

We’re excited to introduce our 2021 Clinic for Special Children ambassadors! 
A new program this year, our ambassadors will tell their stories and represent 
the Clinic in a variety of ways. We’re thankful to each ambassador for helping 

us spread the word about the work of the Clinic!  

Kyreece is an adorable and outgoing toddler who 

loves to give smiles to everyone he meets! He was 

diagnosed on his fi rst day of life with Maple Syrup 

Urine Disease (MSUD). He recently underwent liver 

transplantation at the UPMC Children’s Hospi-

tal of Pittsburgh and is doing well. Kyreece visits 

the Clinic about every month or so for ongoing 

management of his MSUD. Our entire team enjoys 

seeing Kyreece and his family when they visit us! 

Kyreece Martin | 2 years old
Maple Syrup Urine Disease (MSUD)

Eric is a “force of nature” as described by his par-

ents. Born prematurely at 31 weeks, Eric received 

his diagnosis of GA-1 within days after his birth. 

After researching about GA-1, his family learned of 

the Clinic and had their fi rst consultation when he 

was six months old. The rest is history! The Rodri-

guez family visits the Clinic now every three months 

to monitor Eric’s progress. Eric recently started day 

care where “he is learning to share (in theory).”

Eric Rodriguez | 2 years old
Glutaric acidemia type 1 (GA-1)

7

Dr. Jin visiting Antarctica
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A Legacy of Service and Care for Others
Janet C. Scala Patient Access Fund

8

Service and a deep desire to care for others was central to every season of 
Janet Scala’s life.  In her teens, she volunteered as a candy striper at a local hos-
pital.  As a young adult, it was at the core of her decision to enroll in the Uni-
versity of Rochester’s School of Nursing.  She would meet her future husband, 
Dr. Robert Scala, while caring for him during a hospital stay when Robert was a 
graduate student at the same institution.

Together, Janet and Robert would go on to have four children.  As a moth-
er, Janet served her children’s school systems as President of the elementary, 
middle, and high school PTAs.  Janet also broke down barriers as the fi rst wom-
an of her party elected to her Town Council in Fanwood, New Jersey.  When it 
came time for her to return to nursing, she created a networking group to help 
other women who wanted to return to their careers after raising their children.   

When Janet passed away in August, Robert and his children chose to honor 
her legacy of service and care for others by creating the Janet C. Scala Patient 
Access Fund at the Clinic for Special Children.  Janet is remembered by her fam-
ily, friends, and community as someone who had tremendous compassion for 
those in need.  Her legacy now lives on in the Patient Access Fund, which pro-
vides Clinic patients and their families in need with vital support to off set the 
cost of travel to the Clinic, lodging during their treatment, and medical care 
received as part of their time at CSC.  Because of Janet, patients and families can 
focus on what really matters – getting the care they need, when they need it.

The Clinic community is deeply grateful to the Scala Family for their support, 
and looks forward to honoring Janet’s memory through off ering this vital ser-
vice to CSC patients.  

If you are interested in supporting the Patient Access Fund or honoring the 
memory of a loved one, please contact Emily Seitz, Development Director, at 
717-687-9407 or eseitz@clinicforspecialchildren.org.
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Our Staff
Keturah Beiler, RN
Nurse & Cherished Lives Program Manager

Karlla Brigatti, MS, CGC
Research Operations Director

Taylor Brown, RN, CPN
Nurse

Vincent Carson, MD
Clinical Operations Director

Kelly Cullen
Communications Manager

Mariah Everett
Research Associate

Jennifer Giacoio
Medical Receptionist

Adam D. Heaps, MS, MBA
Executive Director

Christine Hendrickson, RNC
Nurse

Candace Kendig
Office Manager

Lavina King
Community Liaison

Caitlin Lavin, MS, MPH, CGC
Genetic Counselor

KaLynn Loeven
Laboratory Scientist

Grace Loudon, MD
Family Medicine Physician

Julia Martin
Development Associate

Laura Poskitt, DO
Pediatrician

Erik G. Puffenberger, PhD
Laboratory Director

Stephen D. Ratcliffe, MD, MSPH
Senior Consulting Physician

Donna L. Robinson, CRNP
Nurse Practitioner

Ashlin Rodrigues
Laboratory Scientist

Emily Seitz
Development Director

Kevin A. Strauss, MD
Medical Director

William Van Ess, MS, CFE
Accounting Manager

Dawn Wade
Medical Receptionist

Millie Young, RNC
Research Nurse

Board of Directors
Cindy Bo, MBA
Chair-Charity Committee and Secretary

Herman Bontrager 
Chair of the Board

Peter Crino, MD, PhD

Elam Esh

Leon Hoover
Vice Chair

Leonard Hurst

Mark Martin 
Treasurer

Jacob Petersheim

Stephen Tifft, MD

Glen Zimmerman
Chair-Development Committee

Jacob Zook 
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Around the ClinicAround the Clinic
A gallery featuring recent Clinic happenings!

We had several unexpected Saturday visitors at the Clinic! Can you spot them?

Dr. Kevin Strauss receiving his 
COVID-19 vaccine earlier this year!

Thank you to everyone who helped us raise over 
$55,000 during the 2020 Extraordinary Give!

Dr. Vincent Carson receives his 

COVID-19 vaccine with a smile!

Cookies for Caregivers, a local group in Lancaster, 

dropped off  delicious cookies for our staff  to enjoy!
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The Clinic for Special Children is a Pennsylvania non-profit corporation and a 501(c)3 public charity for US federal and state tax purposes (Tax ID # 23-
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� e Clinic’s Mission
“To serve children and adults who su� er from genetic and other complex medical disorders by providing comprehensive medical, 

laboratory, and consultive services, and by increasing and disseminating knowledge of science and medicine.”

2021 Benefi t Auctions
for the Clinic for Special Children

See inside for more details!

June

Union County, PA

Lancaster County, PA

Shippensburg, PA

July

Shiloh, OH

August

Memphis, MO

September

Blair County, PA5

19

26

10

21

11

We recognize the rapidly evolving situation with COVID-19 and have been taking all precautions to keep our staff and patient families safe. 
Auctions are subject to change due to COVID-19 restrictions.
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