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OUR BEST FOOT FORWARD

The South Carolina (SC) Public Health Laboratory (PHL)
will soon add Mucopolysaccharidosis Type II (MPS II)
and Fabry disease to its newborn screening panel.
They will be added to an existing Lysosomal Storage
Disorder (LSD) panel that includes Pompe disease,
Mucopolysaccharidosis Type I (MPSI), and Krabbe
disease. The Newborn Screening (NBS) program added
MPS I and Pompe disease in 2021; Krabbe was added in
2023. With the addition of MPS II and Fabry disease, the
South Carolina Newborn Screening panel will provide
screening for 60 primary and secondary conditions.

What to expect as South Carolina starts
screening newborns for MPS II § Fabry
disease?

Mucopolysaccharidosis Type II (MPS II)

Mucopolysaccharidosis Type II (MPS II), also known as
Hunter syndrome, is a rare X-linked recessive disorder.
It is a genetically associated lysosomal storage disorder
(LSD) due to the deficiency of the iduronate 2-sulfatase
enzyme (IDS). IDS is responsible for the breakdown of
large sugar molecules called glycosaminoglycans. It
occurs predominantly in males. The estimated incidence
of Hunter syndrome is 1 in 162,000 live male births.
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Fabry Disease

Fabry disease is a multi-systemic, X-linked lysosomal
storage disease caused by the decreased activity

of alpha-galactosidase A and results in lysosomal
accumulations of neutral glycosphingolipids and
globotriaosylceramide GL-3. Classic Fabry disease
mutations are seen in approximately 1:22,000 to 1:40,000
males, and atypical presentations are associated with
about 1:1,000 to 1:3,000 males and 1:6,000 to 1:40,000
females. Although it is an under diagnosed condition, the
disease is seen in all racial and ethnic groups.

Are there resources available?

Yes! See links below:

* South Carolina Department of Public Health (DPH)
Newborn Screening website:
dph.sc.gov/professionals/health-professionals/
newborn-screening

* ACMG Newborn Screening ACT sheets:
acma.net/ACMG/Medical-Genetics-Practice-Resources/
ACT Sheets_and_Algorithms.aspx



http://dph.sc.gov/professionals/health-professionals/newborn-screening
http://dph.sc.gov/professionals/health-professionals/newborn-screening
http://acmg.net/ACMG/Medical-Genetics-Practice-Resources/ACT_Sheets_and_Algorithms.aspx
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ONE STEP AT A TIME

Newborn screening ETOR

The Newborn Screening Program will be updating their
collection cards with a process called Electronic Test Ordering
and Reporting (ETOR). Currently, all newborn screening
collection cards are hand-written and then hand-keyed

once they are received at the laboratory. The ETOR process
will enhance the current process by involving the typing of
required newborn screening collection information into an
electronic system, which is then relayed to the newborn
screening laboratory via a barcode system.

Once testing has been completed, newborn screening results
can then be sent back to a hospital using a secure electronic
messaging service known as HL7 messaging.

The ETOR process will help eliminate common errors observed
with handwritten cards such as illegible handwriting,

missing, and/or incorrect information. Additionally, with HL7
messaging, newborn screening results will be reported to
health care providers which is ideal when immediate care is
needed.

The implementation of ETOR will start with small cohorts of
hospitals and eventually encompass all 38 birthing hospitals in
South Carolina. (Due to ETOR's technical aspects, it currently
cannot be implemented at pediatric and midwife facilities.
Newborn Screening collection cards will still need to be
handwritten at those locations.) As the number of newborns
continues to grow within our state, ETOR will continue to help
ensure the timely testing and reporting of newborn screening
specimens.

If you have questions or would like to find out more
information about ETOR, please email NBSQI@dph.sc.gov.

STORY TIME!

Do you or someone you know have a newborn
screening story they would like to share?

Please send an email to NBSQI@dph.sc.gov.

We would love to hear more about your story!

UP-AND-COMING

* New South Carolina Public Health &
Environment Lab slated for completion in
mid- to late-2026.

+ Updates to current forms: Change is in the
air! Revisions are currently being made to
the current NBS forms. More to come soon!

WELCOME NEW
STAFF!

* Erik Lewis
Newborn Screening Laboratory Technologist

Melissa Whaley
Newborn Screening Laboratory Technologist

Angela McCrea
Newborn Screening Laboratory Technologist

Samira Choudhury
Newborn Screening Follow-up Program
Coordinator
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BEHIND THE SCREENS

A day in the life of a Newborn Screening Lab
Tech

Ever wondered what
it's really like to
work as a newborn
screening lab
technologist? Step
behind the scenes
with the South
Carolina Newborn
Screening Lab, where
every test we run
helps give babies
across our state

the healthiest start
possible.

Kaity Ackerman (left), Mary Thomas
(right) - Newborn Screening Lab
Technologists.

Our mornings typically begin between 6:30 and 8 a.m.
The first stop is the schedule board to see which of our 11
benches we are assigned for the day. Each bench has its
own role, so once you know where you're assigned, you
grab that bench’s binder and check what's waiting for
you.

If you're on the Quality Assurance (QA) bench, you'll

start processing new specimens right away. Most of

the other benches are focused on reviewing test results
that ran overnight. Every result gets double-checked by
another tech before moving forward, because accuracy is
everything here.

After results are reviewed, it's time for retests. Anytime
something comes back abnormal, we retest in duplicate
to be 100 percent sure. While those tests are running, we
also pitch in at the QA bench - it’s an all-hands-on-deck
bench, since every single specimen must be carefully
reviewed and prepared for testing. We receive specimens
from 38 birthing hospitals across South Carolina, testing
between 100 to 400 or more specimens each day.

Every specimen is carefully accessioned, double-
checked, labeled, and sorted before it moves on to the
punching process. We need at least 10 high-quality 3.2
mm dried blood spot punches for testing. Anything less,
or specimens that don’t meet quality standards, gets
flagged as unsatisfactory. Once every specimen has been

thoroughly reviewed, sorted, and labeled, we punch
calibrators, controls, and specimens into plates and send
them off to their benches for testing.

From there, depending on the test, results can take
anywhere from 24 to 72 hours. Any abnormal results are
verified with a repeat test, and our follow-up team works
with health care providers across the state to share next
steps.

It's a lot of detailed, behind-the-scenes work, but thanks
to the dedication of our team, we're able to screen for 58
different disorders within the first week of life for South
Carolina babies. Every specimen we process is part of a
much bigger mission: making sure every baby born in
South Carolina has the best chance to start life healthy
and strong.

Welcoming NBS Follow-up to the PHL

NBS program Group photo - 2025 Welcoming follow-up to the lab.

An exciting new transition has occurred in the Newborn
Screening Program. The South Carolina Newborn
Screening Lab and the Newborn Screening Short-term
Follow-up program have merged under singular program
leadership. Newborn Screening Follow-up staff moved
to the Public Health Laboratory in February 2025. Since
the move, communication between the programs has
been streamlined and promoted better teamwork. Most
importantly, it has further enhanced and improved the
notification of lifesaving newborn screening results to
health care providers. We are very happy to finally be
together under one roof!



SPOTLIGHT ON...

Congenital Hypothyroidism

Congenital hypothyroidism (CH) has been included on the South Carolina Newborn Screening Panel since 1978.
Interestingly, most types of CH are not genetic in nature. Most cases are caused by the thyroid gland being too small,
misplaced, or completely missing. Roughly 1 in every 2,000 babies are born each year with CH.

Babies with CH usually start showing symptoms within the first few weeks after birth. A few early signs in babies can
be symptoms of delayed growth and weight gain, as well as weak muscle tone. Babies who receive delayed treatment
are at an increased risk of experiencing delayed growth, developmental delays, intellectual disabilities, and learning
disabilities. If babies receive treatment early, they are less likely to experience CH symptoms, making the screening for
CH very important.

The screen for CH involves the South Carolina Newborn Screening Lab using a small portion of the dried blood spot
card to test for Thyroid Stimulating Hormone (TSH). The test results are available to healthcare providers on the
e-reports reporting system within 7 days of receiving the specimen.

If a baby has an abnormal screen, the results are communicated to the health care provider listed on the NBS card. An
abnormal screening result does not necessarily mean a baby has CH. However, as a precaution, another dried blood
spot specimen or other thyroid testing should be performed as soon as possible to rule out a CH diagnosis.

Babies that are diagnosed with CH are usually referred to a pediatric endocrinologist for treatment. Usually, treatment
involves the baby being prescribed L-thyroxine, a synthetic thyroid hormone replacement therapy. Babies may only
need to take L-thyroxine for a short period of time or lifelong for CH treatment.

The South Carolina Newborn Screening program monitors babies with abnormal results and follows up with cases to
ensure that babies receive treatment for newborn screening disorders, like CH. In 2024, the program documented 52
confirmed cases of CH.

If you would like more information on Congenital & Tl'.
Hypothyroidism, please visit:

DPH Newborn Screening webpage:
dph.sc.gov/newbornscreening

Baby'’s First Test:
babysfirsttest.org



http://dph.sc.gov/newbornscreening
http://babysfirsttest.org

Sickle Cell Registry

September is National Sickle Cell
Awareness Month. Approximately
100,000 Americans live with sickle
cell disease, an inherited blood
disorder that causes the red blood
cells to harden and form a sickle
shape. These cells often stick

in small blood vessels causing
intense pain and other serious
complications. In 2023, DPH
launched the South Carolina Sickle
Cell Disease Registry to help unite
patients, caregivers and healthcare
providers share knowledge and
experiences to accelerate progress
and advancements in sickle cell
disease care and treatment. The
implementation of the voluntary
registry was a major step towards

ON THE RUN

improving the quality of life and
health outcomes for individuals
living with Sickle Cell Disease

(SCD). The registry aims to unite
patients, caregivers, and health care
providers across South Carolina to
share knowledge and experiences
and accelerate progress and
advancements in patient care and
treatment.

Through the registry, patients can
share their experiences and connect
to resources related to SCD. The
tools in the registry may also be
used to reduce wait times when
presenting at the emergency room.
Reducing emergency room wait
times ultimately helps patients get
necessary treatments to address the
acute issue sooner.

Changes to Newborn Screening Website

SOUTH CAROLINA
SICKLE CELL DISEASE (scp)
REGISTRY

The registry also gives providers
access to valuable patient history,
allowing them to provide treatment
quickly and make more informed
treatment decisions.

For more information about the SCD
and the Sickle Cell Registry, visit
DPH's Sickle Cell webpage.

The South Carolina Newborn Screening website is undergoing a significant update to improve user experience and
streamline access to critical information. The updates to the site will be launched in phases, beginning with the
release of key pages such as the landing page, about newborn screening, announcements, and footnotes. These
pages feature a fresh design with improved navigation and updated content, making it easier for parents, healthcare
professionals, and the public to find the information they need. This phased approach allows us to introduce new
features smoothly while keeping the site fully functional throughout the update process.

The next phase will include pages tailored specifically for health care professionals; parents and families; as well
as NBS results and follow-up. These new pages will offer detailed guidance and resources to support each group’s

unique needs.

These exciting updates to the newborn screening website demonstrate our commitment to using technology to better
support newborn health. We look forward to rolling out these enhancements over the coming months and continuing
to listen to user feedback to ensure these tools meet the needs of families and healthcare professionals alike.

New Correction Request Form (4493-ENG-DPH

The SCPHL Laboratory Information Management Systems (LIMS)
department has a released a new correction request form for submitted
newborn screening specimens. The form works to standardize and
enhance the process of NBS report corrections. For more information
about the form, please email NBSLAB@dph.sc.gov.

Scan the QR
code to access
the form!



https://dph.sc.gov/diseases-conditions/conditions/sickle-cell-disease
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New Inborn Errors of Metabolism and Hemoglobinopathies Reporting f
Form (4474-ENG-DPH)

The South Carolina Newborn Screening program created a new form for health care
providers to share diagnosed case information. The reporting of diagnosed cases ensures
the program is aptly able to screen babies for newborn screening conditions. It also helps
the follow-up program close cases that are created when an abnormal result is reported
by the NBS lab, and overall awareness of newborn screening conditions. The new form is Scan the QR code to
available on the SCPHL webpage. access the form!

Unsatisfactory Specimen Trends

Overall Unsatisfactory Specimens
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ON THE SPOT

Here are the top 5 performing birthing hospitals who achieved the
lowest average percentage of unsatisfactory newborn screening

specimens for 2024:

Hospital Name

Total Specimens

Number of Unsatisfactory

Percent of Unsatisfactory

Submitted Specimens Specimens
Hilton Head Hospital 31 2 0.64%
Spartanburg Medical Center 5406 39 0.72%
Aiken Regional Medical Center 1609 12 0.75%
Prisma Health Patewood Hospital 5635 46 0.82%
Prisma Heatlh Greer Memorial Hospital 1541 13 0.84%

NEWBORN SCREENING DIAGNOSED CASES IN 2024

Congenital Hypothyroidism

Hemoglobin Disorders

Congenital Adrenal Hyperplasia

AnMed Health

Beaufort Memorial Hospital
Colleton Medical Center
East Cooper Medical Center
Lexington Medical Center
McLeod Health Florence
MUSC Health Loris

MUSC Orangeburg

MUSC Shawn Jenkins

Prisma Health Baptist
Prisma Health Greenville
Prisma Health Patewood
Prisma Health Richland
Spartanburg Medical Center
Tidelands Waccamaw Hospital

Cystic Fibrosis

Lexington Medical Center
Prisma Health Greenville
Prisma Health Patewood
Summerville Medical Center

Galactosemia

Beaufort Memorial Hospital
Birth Right Midwifery
Carolina Pines Med Center
Hatched Traditional Midwife
MUSC Orangeburg

MUSC Shawn Jenkins

Prisma Health Tuomey

Self Regional Healthcare
Spartanburg Medical Center

AnMed Health

Beaufort Memorial Hospital
Bon Secours St Francis Hospital
Carolina Pines Regional Medical
Coastal Carolina Hospital
Colleton Medical Center
Conway Medical Center
Lexington Medical Center
McLeod Health Florence

MUSC Health Florence

MUSC Orangeburg

MUSC Shawn Jenkins

Prisma Health Baptist Hospital
Prisma Health Baptist Parkridge
Prisma Health Greenville
Prisma Health Patewood
Prisma Health Richland

Roper St Francis Berkeley

Saint Francis Eastside
Summerville Medical Center

Biotinidase Deficiency

Aiken Regional Medical
Colleton Medical Center
Genesis Birth and Wellness
Piedmont Medical Center
Prisma Health Richland Hospital
Spartanburg Medical Center
Summerville Medical Center

Bon Secours St Francis
Piedmont Medical Center

Pompe

Lexington Medical Center
McLeod Regional Medical Center
Prisma Health Patewood

Prisma Health Laurens

Spinal Muscular Atrophy

Tidelands Waccamaw Hospital

Metabolic Disorders

Phenylketonuria (PKU)
Piedmont Medical Center
Prisma Health Patewood

Fatty Acid Oxidation Disorders

Long-Chain L-3 Hydroxyacyl-CoA
Dehydrogenase Deficiency
Spartanburg Medical Center

Medium-chain acyl-coenzyme A
dehydrogenase (MCAD)

Coastal Carolina Hospital
East Cooper Medical Center
Prisma Health Patewood
Summerville Medical Center

Organic Acid Metabolism Disorders

3-Methylcrotonyl-CoA carboxylase
deficiency (3-MCC)

Moonlight Birth

Spartanburg Medical Center
Isovaleric Acidemia

Prisma Health Baptist Parkridge



FIRST TIME EVERY TIME! EDUCATIONAL
The Newborn Screening QI team provides in-person training. The training INFORMATION:

has received positive feedback from health care providers and provides an
opportunity to practice blood spot collection using our simulated baby feet,
as shown in the picture on the left. Email NBSQI@dph.sc.gov to sign up for

Are you educating parents
about Newborn Screening?

training or request our very helpful training materials on everything from Visit our website at dph.sc.gov/
adequate specimen types to the courier process. We are always ready to newbornscreening to find our

assist! updated newborn screening
brochure and educational
handouts for parents and
providers

Check your spot knowledge:

Are you in need of NBS
brochures?

7 \

|
Please go to dph.sc.gov/
professionals/health-

professionals/educational-
1. Quantity Insufficient—The blood drop is too small for testing. Blood materials

drops should fill the preprinted circles completely. Applying a heel
warmer before collection may help.

r’d

Brochures are currently offered

in English, Spanish, Russian,

Ukrainian, and Portuguese. If

you do not see your preferred

3. Contaminated—Notice the pink halo around the blood spot. Prevent language, please reach out to our
this by wiping away the first drop of blood and not applying too much program for more information.
pressure to the heel during collection.

2. Layered—Multiple drops of blood layer the circle. Apply only one drop
of blood per circle. The blood drop should fill the circle completely.

Are you in need of NBS
collection forms?

Email PHL-supply@dph.sc.gov
or call 803-896-0913 to receive

collection forms.

4. Satisfactory for testing—The blood drop meets the laboratory's
standards for testing.

5. Clotted—The dark section of the spot is a clot from another blood drop
being added overtop an existing blood spot. Apply only one drop of

blood per circle.
Time to check your collection

forms! The next batches of filter
paper expire on: 1/31/2026 &

10/31/2026!
= Q \ / / Are you in need of drying
< A\ / racks or laminated flyer
) - /\ O ’ booklets?
J N

Q You can email the Newborn
Screening Quality Improvement

A

O team at NBSQI@dph.sc.gov to

/ place your request.
710 e
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WE ENJOY HELPING OUR
PARTNERS PUT THEIR BEST
FOOT FORWARD!

CONTACT US, WE'RE HERE
TO HELP!

DPH Newborn Screening Follow-up Program:
(803) 898-3192

DPH Newborn Screening Laboratory: ',.
(803) 896-0891 <«
et

Keep us on our toes. ol
Please give us feedback on what you would like to
see in our next Footnotes Edition.

Email NBSQI@dph.sc.gov with your suggestions.

o
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