Y M

PE‘DIatR]C associates
of austiN, pa.

Newborn Screening: A Parent’s Guide

Why Screening Matters

Every baby in the U.S. gets a newborn screen shortly after birth. A few drops of blood from
your baby’s heel are tested for rare but treatable conditions. Newborn screening helps
detect conditions that may not be obvious at birth but can cause serious health problems if
left untreated. With early detection and treatment, most children grow and thrive.

What the Screen Looks For

Condition

What It Means

Why It Matters

Amino Acid Disorders

Trouble breaking down amino
acids (building blocks of protein)

With special diets, children
grow and develop normally

Fatty Acid Oxidation
Disorders

Trouble turning fat into energy

Regular meals and care
prevent low blood sugar and
weakness

Organic Acid Disorders

Build-up of certain acids in the
body

Managed with diet and
supplements to preventillness

Galactosemia

Can’t process galactose (a sugar
in milk)

Needs a milk-free diet; treated
babies grow well

Biotinidase Deficiency

Trouble recycling biotin (a B
vitamin)

Easily treated with a daily
vitamin supplement

Congenital
Hypothyroidism (CH)

Thyroid doesn’t make enough
hormone

Medicine ensures normal
growth and brain development

Congenital Adrenal
Hyperplasia (CAH)

Hormone imbalance from
adrenal glands

Medicine keeps growth and
salt balance healthy

Hemoglobinopathies
(like Sickle Cell
Disease)

Red blood cells may not carry
oxygen well

Medicine and checkups help
kids live healthy lives

Cystic Fibrosis (CF)

Thick mucus affects lungs and
digestion

Special treatments help kids
thrive

SCID (Severe
Combined
Immunodeficiency)

Immune system does not work
well

Early treatment, sometimes
cure, protects baby

X-ALD (X-Linked
Adrenoleukodystrophy)

Affects brain and adrenal glands
(mostly boys)

Careful monitoring and
treatment prevent serious
problems

SMA (Spinal Muscular
Atrophy)

Weakens muscles over time

New medicines and early
treatment improve outcomes

Lysosomal Diseases

Trouble breaking down and
recycling certain substances in
cells.

Early treatment can prevent
serious health problems and
support healthy growth and
development.
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Key Reassurances for Parents

e Asaparent,it’s hard not to jump to worst-case-scenarios when seeing the word
abnormal screen. In efforts to keep your thoughts from wandering this way, know
that false positives on the NBS tests are common and we see them often. An
abnormal result rarely means your child actually has the condition. An example of a
test result that proved to be negative with additional testing is below.

ABNORMAL SCREEN
Disorder Screening Result
Amino Acid Disorders Normal
Fatty Acid Disorders Norma
Organic Acid Disorders Normal
Galactosemia Normal
Biotinidase Deficiency Normal
Hypothyroidism Abnormal: See Note 1
CAH Norma
Hemoglobinopathies Normal
Cystic Fibrosis Normal
SCID Normal
X-ALD Normal
SMA Norma
Screening Result Notes:
1. Possible Hypothyroidism. TSH Slightly Elevated. If this is the second screen, follow recommendations received from
Clinical Care Coordination. Otherwise, repeat the newborn screen within 7 days.

e Confirmatory tests are needed to know for sure, before making a diagnosis. Your
healthcare team will explain results and next steps.

o Iftheresult needs urgent attention, you will be contacted quickly. If not, it will be
discussed at your next well-child visit.

o Ifacondition requiring treatment is confirmed, we’ll be here to guide you every step
of the way. When needed, we’ll connect you with trusted specialists we work closely
with to ensure your child receives the best care. When needed, effective treatments,
started early, will help your child to stay healthy and thrive.

Trustworthy Resources

We’re always here when you’re worried about your child’s health. For questions that come

up late, skip Google—use these trusted resources instead.
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https://www.dshs.texas.gov/newborn-screening-program/newborn-screening-parent-resources
https://www.babysfirsttest.org/newborn-screening/states/texas

