
OUR BEST FOOT FORWARD

Updates in Screening for Classical Galactosemia and 
Biotinidase Deficiency

Effective January 5, 2018, new cut-off values for total galactose 
(GAO), galatose-1-phosphate uridyltransferase (GALT) and biotinidase 
(BIO) were applied to specimens received on and after that date. As a 
result of the transition to the automated Genetic Screening Processor 
(GSP) instrumentation, new cut-offs have been in use for population 
screening for over three months. 

Data accumulated over three months of screening has been 
evaluated to adjust the cut-offs to reduce the frequency of 
potentially false positive screening results.  These new cut-offs are 
shown in the table below. 

9/20/2017 New Expected Range 

GAO >7.50 mg/dL 12.0 mg/dL

GALT ≥ 5.4 U/dL ≥3.75 U/dL

BIO ≥76.5 U/dL ≥70.0 U/dL

These adjusted cut-offs provide more accurate screening for classical 
galactosemia and biotinidase deficiency. Classical galactosemia 
is an inborn error of metabolism that effects the body’s ability to 
breakdown the simple sugar galactose using the GALT enzyme. 
Galactose is the principle carbohydrate in breastmilk and infant 
formula. If left untreated, infants can experience lethargy, jaundice, 
liver damage and even sepsis. 

In 2017, the SC Newborn Screening program identified 2 infants that 
were diagnosed with classical galactosemia. Biotinidase deficiency 
is an inherited disorder where the body cannot recycle the vitamin 
biotin. If left untreated, infants can experience seizures, hypotonia, 
alopecia and candidiasis. In 2017, the SC Newborn Screening 
program identified 4 infants what were diagnosed with biotinidase 
deficiency. Newborn screening is the first line of defense when 
identifying these serious conditions.

If you have any questions, please call:  

Dr. Ona Adair 
Chemistry Division Director  
803-896-0991

Sandi Hall 
Newborn Screening Section Supervisor 
803-896-0891 

Sources:

https://ghr.nlm.nih.gov/condition/biotinidase-deficiency 
https://ghr.nlm.nih.gov/condition/galactosemia#
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Beyond the Bloodspot

After newborn screening results have been reported and the 
diagnosis of a metabolic disorder has been made, DHEC continues 
servicing patients. The Metabolic Formula Program provides 
metabolic formula to all South Carolina residents with inborn errors 
of metabolism. Metabolic formulas are very complex. They are 
made up of specific fats, carbohydrates and amino acids necessary 
for each metabolic disorder. 

Many patients rely solely on these formulas through infancy and 
continue to require them into adulthood. For example, a patient with 
glutaric aciduria type 1 would require a formula free of the amino 
acid lysine and low in tryptophan. Metabolic formulas are critically 
necessary to these patients and DHEC will continue to provide them 
to residents throughout their lifespan and as funds remain available.

ON THE SPOT
The hospitals listed below had 0% 
unsatisfactory specimens for 2017:

•	 Hilton Head Hospital

Please try to attend a First Time 
Every Time hospital training 
workshop in your region. 

Email nbscollectiontraining@dhec.sc.gov to register for an 
upcoming training.

Upstate: Feb 23rd at Greenville Hospital System

Pee Dee: May 23rd at  McLeod Regional Medical Center

Midlands: August 17th at Palmetto Health Richland

Lowcountry: November 8th at MUSC

mailto:nbscollectiontraining@dhec.sc.gov
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CONTACT US. WE’RE HERE TO HELP!
DHEC Newborn Screening Follow Up:  
(803) 898-0593 or (803) 898-1969

Public Health Laboratory: (803) 896-0891

Keep us on our toes. Please give us feedback on what 
you would like to see in our next Footnotes Edition. Email 
newbornscreening@dhec.sc.gov with your suggestions.

ON THE RUN
Thanks to all the hospitals who are participating in the DHEC NBS Specimen Transport Protocol using FedEx services. There are currently 
29 participating hospitals! We believe the specimen transport protocol is a major factor in the decreased specimen transit time from the 
hospital to the laboratory that is reflected in some monthly hospital reports. Once full participation is achieved, the specimen transport 
protocol may serve as a shining example of how successful quality improvement initiatives can be achieved with the commitment of the 
NBS program and our partners, like you. 

For those of you already enrolled, FedEx will be contacting you in the near future about setting up automatic shipments. That’s right - no 
more daily scheduling for pick-up! 

For those of you who have not enrolled in the program, there is still time. The FedEx Priority Overnight service is available  
at no cost to you. All you have to do is enroll through the DHEC Public Health Laboratory. If you would like to enroll, please contact Toshiro 
Washington (washints@dhec.sc.gov, 803-896-0795), and he will gladly enroll your facility. Thank you all for your partnership in making the 
NBS program the best it can be for SC newborns!

Lab Closings: 

February 19th and May 28th 

Please continue to send specimens regardless of closings. 

EDUCATIONAL INFORMATION: 
Are you educating your parents 
about Newborn Screening? 
Visit www.scdhec.gov/
newbornmetabolicscreening 
to find our newborn screening 
brochure and educational 
handouts for parents and 
providers.

Need NBS brochures?

•	 ML-000032 for English

•	 ML-025096 for Spanish

Please go to www.scdhec.gov/Agency/EML to order the 
brochures.

Medium chain acyl co-A dehydrogenase 
deficiency (MCADD)
This fatty acid disorder causes the baby’s body 
to be unable to use certain kinds of fat to make 
energy. Babies with MCADD may get very sick 
if they are ill and cannot eat like usual. They 
can have trouble breathing and have seizures. 
Their hearts may even stop beating. To treat 
this disorder, baby must eat every few hours 
and receive fast medical care when sick.

Less common fatty acid disorders:
• Medium chain ketoacyl coA thiolase 

deficiency
• Short chain acyl coA dehydrogenase 

deficiency
• Medium and short chain 3-OH acyl coA 

dehydrogenase deficiency
• Dieonyl coA reductase deficiency
• Long chain 3-OH acyl coA dehydrogenase 

deficiency
• Trifunctional protein deficiency
• Very long chain acyl coA dehydrogenase 

deficiency
• Glutaric aciduria II
• Carnitine uptake/transport deficiency
• Carnitine palmitoyltransferase I deficency
• Carnitine palmitoyltransferase II deficiency
• Carnitine/acylcarnitine translocase 

deficiency

To treat these disorders, baby may receive a 
special diet and medicine.

Note: There are other metabolism disorders that 
cannot be found through newborn screening.  

Hormone and Enzyme Disorders
Congenital hypothyroidism
In this disorder, the thyroid gland does not 
work properly. Baby does not grow or function 
normally and may develop severe mental 
retardation. To treat this disorder, babies take 
a special medicine.

Congenital adrenal hyperplasia (CAH)
In this disorder, the body’s adrenal glands do 
not work normally. Babies with CAH will not 
grow or mature the right way. Some of these 
babies may even die. A baby with CAH can be 
treated with medicine.

Biotinidase deficiency
In this disorder, baby’s body cannot use biotin, 
a vitamin in food. Without biotin, babies 
cannot grow and develop the right way. To 
treat this disorder, baby must take a special 
form of biotin in a capsule or tablet.

Note: There are other hormone and enzyme 
disorders that cannot be found through newborn 
screening.

Genetic Disorders
Hemoglobinopathies & hemoglobinopathy traits
Hemoglobinopathies are blood disorders. They 
can cause misshaped red blood cells, anemia, 
severe pain and high risk for infections. 
Sometimes medicines are used to treat these 
disorders. 

Sickle Cell Disease 
This disorder is a hemoglobinopathy. It causes 
sickle-shaped red blood cells, anemia, and 
other health problems. Medicine is used 
to treat this disease. Babies with sickle cell 
disease need to see a specialist.

Sickle Cell Trait
A baby with Sickle Cell Trait has one gene 
that makes sickle-shaped red blood cells and 
one gene that makes normal red blood cells. 
Persons with sickle cell trait are usually not 
sick but can have kidney problems as they 
get older. They should get genetic counseling 
about sickle cell trait. Seeing a doctor for 
checkups every year is important too. DHEC    ML-000032    10/2015
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Cystic fibrosis
This disorder causes severe lung and digestive 
problems due to thick and sticky body fluids. 
Babies can have serious infections in their 
lungs and cannot digest their food well. To 
treat this disorder, babies take medicine to 
help fight infections and enzymes to help 
digest food.

Severe Combined Immunodeficiency
Severe Combined Immunodeficiency (SCID) 
and related disorders involve the immune 
system. Babies with SCID are not able to fight 
infection due to malfunction of their immune 
system. Although babies with SCID can appear 
healthy at birth, they can become sick very 
quickly from common illnesses like a cold or 
stomach virus. Some babies with SCID need 
a bone marrow transplant while less severe 
forms of these disorders can be treated with 
special medicines.

Note: There are other genetic disorders that cannot 
be found through newborn screening.

What happens to my baby’s blood sample 
after the lab tests it?
DHEC will destroy your baby’s blood sample 
once it is no longer needed for testing. It 
will not be used for any purpose other than 
newborn screening.  If you have questions 
about how your baby’s blood sample is 
handled, call the Newborn Screening Follow-up 
Program, at (803) 898-0767 or the Bureau of 
Laboratories at (803) 896-0800.

What else can I do to take care of my baby?
Make sure your baby gets well baby checkups. 
Along with newborn screening, checkups help 
you make sure that your baby is healthy and 
that problems are found before they become 
serious.

For more information, contact: 
• DHEC Newborn Screening  

Follow-up Program
 Box 101106 

Columbia, SC 29211 
(803) 898-0767

• Your county public health department

de latir. Para tratar esta enfermedad, el bebé debe 
comer a intervalos frecuentes y recibir atención 
médica de inmediato cuando se enferma. 

Enfermedades menos comunes relacionadas con los 
ácidos grasos:
•	 Deficiencia	de	cetoacil	CoA	tiolasa	de	cadena	

media
•	 Deficiencia	de	acil	CoA	deshidrogenasa	de	

cadena corta
•	 Deficiencia	de	3-hidroxiacil	CoA	deshidrogenasa	

de cadena media y corta
•	 Deficiencia	de	dienoil	CoA	reductasa
•	 Deficiencia	de	3-hidroxiacil	CoA	deshidrogenasa	

de cadena larga
•	 Deficiencia	de	proteína	trifuncional
•	 Deficiencia	de	acil	CoA	deshidrogenasa	de	

cadena muy larga
•	 Aciduria	glutárica	tipo	II
•	 Deficiencia	de	transporte/absorción	de	carnitina
•	 Deficiencia	de	carnitina	palmitoiltransferasa	
tipo	I

•	 Deficiencia	de	carnitina	palmitoiltransferasa	
tipo	II

•	 Deficiencia	de	carnitina/acilcarnitina	translocasa

Para	tratar	estas	enfermedades,	el	bebé	puede	
recibir	una	dieta	especial	y	medicamentos.

Nota:	Existen	otras	enfermedades	metabólicas	que	
no	pueden	detectarse	mediante	la	evaluación	del	
recién nacido. 

Enfermedades hormonales y enzimáticas
Hipotiroidismo congénito
En esta enfermedad, la glándula tiroides no funciona 
correctamente. El bebé no crece ni se desenvuelve 
normalmente	y	puede	desarrollar	un	retraso	mental	
serio. Para tratar esta enfermedad, los bebés toman 
un	medicamento	especial.	

Hiperplasia suprarrenal congénita (CAH por sus siglas 
en inglés)
En	esta	enfermedad,	las	glándulas	suprarrenales	
del organismo no funcionan en forma normal. Los 
bebés	que	tienen	CAH	no	crecerán	ni	madurarán	
en	forma	correcta.	Algunos	de	estos	bebés	pueden	
incluso	morir.	Un	bebé	con	CAH	puede	ser	tratado	
con medicamentos.

Deficiencia de biotinidasa
En esta enfermedad, el organismo del bebé 
no	puede	usar	la	biotina,	una	vitamina	de	los	
alimentos.	Sin	biotina,	los	bebés	no	pueden	crecer	
ni desarrollarse en forma correcta. Para tratar esta 
enfermedad,	el	bebé	debe	tomar	un	tipo	especial	de	
biotina	en	cápsulas	o	en	comprimidos.

Nota:	Existen	otras	enfermedades	hormonales	y	
enzimáticas	que	no	pueden	detectarse	mediante	la	
evaluación del recién nacido.

Enfermedades genéticas
Hemoglobinopatías y rasgos de hemoglobinopatías
Las	hemoglobinopatías	son	enfermedades	de	la	
sangre. Pueden causar malformación de glóbulos 
rojos, anemia, dolor intenso y alto riesgo de 
infecciones.	En	muchas	ocasiones,	se	utilizan	
medicamentos	para	tratar	estas	enfermedades.	

Anemia drepanocítica
Esta	enfermedad	es	una	hemoglobinopatía.	
Causa	glóbulos	rojos	falciformes,	anemia	y	otros	
problemas	de	salud.	Esta	enfermedad	se	trata	con	
medicamentos.	Es	necesario	que	los	bebés	con	
anemia	drepanocítica	consulten	a	un	especialista.

Rasgo drepanocítico
Un	bebé	con	rasgo	drepanocítico	tiene	un	gen	que	
da origen a glóbulos rojos falciformes y un gen 
que	origina	glóbulos	rojos	normales.	Las	personas	
con	rasgo	drepanocítico	generalmente	no	están	
enfermas	pero	pueden	tener	problemas	renales	
a	medida	que	se	hacen	mayores.	Deben	buscar	
asesoramiento	genético	sobre	rasgo	drepanocítico.	
También	es	importante	que	se	realicen	una	revisión	
médica anualmente. 

Fibrosis quística
Esta	enfermedad	causa	problemas	pulmonares	
y	digestivos	graves	debido	a	líquidos	corporales	
espesos	y	pegajosos.	Los	bebés	pueden	tener	
infecciones	graves	en	los	pulmones	y	no	digerir	
bien los alimentos. Para tratar esta enfermedad, los 
bebés toman medicamentos contra las infecciones y 
enzimas	para	facilitar	la	digestión	de	los	alimentos.
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Para la salud de su bebé

Evaluación del 
Recién Nacido 

Inmunodeficiencia combinada grave
La	inmunodeficiencia	combinada	grave	(SCID	por	sus	
siglas en inglés) y otras enfermedades relacionadas 
involucran al sistema inmunitario. Los bebés con 
SCID	no	pueden	luchar	contra	las	infecciones	debido	
a un mal funcionamiento de su sistema inmunitario. 
A	pesar	de	que	los	bebés	con	SCID	puedan	parecer	
saludables	al	nacer,	es	posible	que	puedan	contraer	
muy	rápidamente	enfermedades	comunes	como	
un	resfriado	o	un	virus	estomacal.	Algunos	bebés	
con	SCID	necesitan	un	trasplante	de	medula	ósea,	
mientras	que	otros	tipos	menos	graves	de	estas	
enfermedades	pueden	tratarse	con	medicamentos	
especiales.	
 
Nota:	Existen	otras	enfermedades	genéticas	que	no	
pueden	detectarse	mediante	la	evaluación	del	recién	
nacido.  

¿Qué sucede con la muestra de sangre de mi 
bebé luego de que el laboratorio realiza los 
análisis?
El	DHEC	destruirá	la	muestra	de	sangre	de	su	
bebé cuando ya no sea necesario analizarla. No se 
utilizará	con	ningún	otro	propósito	que	la	evaluación	
del	recién	nacido.	Si	tiene	preguntas	sobre	cómo	se	
manipula	la	muestra	de	sangre	de	su	bebé,	llame	
al Programa de Seguimiento de la Evaluación del 
Recién	Nacido	al	(803)	898-0767	o	al	Departamento	
de	Laboratorios	al	(803)	896-0800.

¿Qué más puedo hacer para cuidar a mi bebé?
Asegúrese	de	que	su	bebé	concurra	a	las	revisiones	
pediátricas.	Al	igual	que	la	evaluación	del	recién	
nacido,	las	revisiones	pediátricas	lo	ayudarán	a	
asegurarse	de	que	su	bebé	está	sano	y	de	que	los	
problemas	sean	detectados	antes	de	ser	graves.	

Para obtener más información, contacte a: 
• Programa de Seguimiento de la Evaluación del 
Recién	Nacido	del	DHEC

					Box	101106
					Columbia,	SC	29211
					(803)	898-0767
• El	departamento	de	salud	de	su	condado	

mailto:newbornscreening@dhec.sc.gov
mailto:washints@dhec.sc.gov
http://www.scdhec.gov/Agency/EML

