
BIOTINIDASE DEFICIENCY

What is it? It is an enzyme
deficiency. 
How often does it occur? 1 in
60,000 newborns 
What are the symptoms? Seizures,
hearing loss, and death in severe
cases
What is the treatment? Treatment
is simple, daily doses of the vitamin
biotin.

CONGENITAL ADRENAL
HYPERPLASIA

What is it? It is caused by a lack of
certain adrenal hormones.
How often does it occur? 1 in
15,000 newborns
What are the symptoms? Shock or
death in newborns and newborn
girls may be incorrectly identified
as boys.
What is the treatment? Treatment
is with steroids and special
minerals.

CONGENITAL
HYPOTHYROIDISM

What is it? It is caused by a lack of
thyroid hormone.
How often does it occur? 1 in 3,500
newborns 
What are the symptoms? Feeding
problems, growth problems,
breathing problems and mental
retardation
What is the treatment? Treatment
involves taking the missing thyroid
hormone daily.

CYSTIC FIBROSIS
(ANTICIPATED BEGINNING
SCREENING JULY 1, 2006)
What is it? It is a genetic disease
that causes thick, sticky mucus to
build up in the lungs and digestive
system and other organs of the
body.
How often does it occur? 1 in 4,000
newborns, Caucasians are at
increased risk.
What are the symptoms? Lung
infections and difficulty digesting
food and nutrients
What is the treatment?
Treatments include enzyme
supplements taken with every meal.

GALACTOSEMIA

What is it? It is a failure to
metabolize the milk sugar
galactose.
How often does it occur? 1 in
50,000 newborns
What are the symptoms? Poor
weight gain, abnormal bleeding,
poor feeding, vomiting, mood
changes, loss of eye sight, seizures,
mental retardation and death
What is the treatment? Treatment
is elimination of galactose from the
diet usually by substituting soy. 

HEARING LOSS

What is it? It is a defect in the way
a newborn hears.
How often does it occur? 1 in 400
newborns
What is the treatment? Treatment
may involve the use of hearing aids
or other listening devices and early
intervention services.

HOMOCYSTINURIA

What is it? It is caused by a lack of
an enzyme that blocks the
metabolism of amino acids.
How often does it occur? 1 in
350,000 newborns
What are the symptoms? Mental
retardation, osteoporosis, eye and
circulation problems
What is the treatment? Treatment
may involve dietary restrictions and
medicine.

MAPLE SYRUP URINE
DISEASE

What is it? It is a defect in the way
the body metabolizes certain amino
acids.
How often does it occur? 1 in
200,000 newborns, there is an
increased risk in Mennonites.
What are the symptoms? Vomiting,
diarrhea, unusual odor or color of
urine, slow development or mental
retardation
What is the treatment? Treatment
is with dietary restrictions.

MEDIUM CHAIN ACYL-COA
DEHYDROGENASE
(MCADD) DEFICIENCY

What is it? It is caused by a lack of
an enzyme that breaks down fats
into sugars.
How often does it occur?
Approximately 1 in 15,000 newborns
What are the symptoms? Sudden
death
What is the treatment? Treatment
ensures regular food intake.  

Quick Reference to
Florida’s Newborn Screening Disorders



PHENYLKETONURIA (PKU) 
What is it? An enzyme defect that
prevents metabolism of
phenylalanine, an amino acid
essential to brain development.
How often does it occur? 1 in every
19,000 newborns, persons of
European descent are at increased
risk.
What are the symptoms?
Hyperactivity, seizures, stale odor
to sweat and urine and mental
retardation
What is the treatment? Treatment
is a special diet.

SICKLE CELL DISEASES
(SCD)
What is it? Sickle cell anemia (Hb
SS-Disease) is the most prevalent
SCD and causes clogged blood
vessels resulting in severe pain and
other severe health problems. Other
common SCDs include Hb SC-
Disease and various thallasemias.
How often does it occur? 1 in 2,500
newborns, persons of African and
Mediterranean descent are at
increased risk.
What are the symptoms? Pain,
anemia, weakness, swollen hands
and feet, shortness of breath and
delayed growth and development
What is the treatment? Treatment
is daily doses of an antibiotic.

OTHER FATTY ACID
OXIDATION DISORDERS

What are they? Babies with these
disorders have trouble using fat for
energy. 
How often does it occur? The
incidences are not known since
early detection through newborn
screening has occurred recently.
What are the symptoms?
Drowsiness, vomiting, low blood
sugar, liver failure, muscle
problems, seizures, coma and even
death
What is the treatment? Treatment
may include ensuring regular food
intake, special low fat diet and
medicine.

ORGANIC ACID DISORDERS

What are they? Babies with this
disorder cannot use certain amino
acids and fatty acids.
How often do they occur? The
incidences are not known since
early detection through newborn
screening has occurred recently.
What are the symptoms? Vomiting,
poor feeing, low blood sugar,
drowsiness, seizures or death
What is the treatment? Treatment
may include a special low protein
diet and/or medicine.

UREA CYCLE DISORDERS

What are they? It is caused by a
lack of one of the enzymes
responsible for removing ammonia
from the blood stream.
How often do they occur? The
incidences are not known since
early detection through newborn
screening has occurred recently.
What are the symptoms? Seizures,
poor muscle tone, respiratory
distress, and coma, and death if
left undetected and untreated
What is the treatment? Treatment
may include a low protein diet and
medication.
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