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Biotinidase Deficiency

MULTIPLE CARBOXYLASE DEFICIENCY, LATE-ONSET
MULTIPLE CARBOXYLASE DEFICIENCY & JUVENILE-ONSET
BTD DEFICIENCY

BIOT
Metabolic Disorder
Prior to 12 months of age

In the untreated state, profound biotinidase deficiency during infancy
is usually characterized by neurological and cutaneous findings that
include seizures, hypotonia, and rash, often accompanied by
hyperventilation, laryngeal stridor, and apnea. Older children may
also have alopecia, ataxia, developmental delay, neurosensory
hearing loss, optic atrophy, and recurrent infections. Individuals with
partial biotinidase deficiency may have hypotonia, skin rash, and
hair loss, particularly during times of stress. All symptomatic children
improve when treated with 5 to 10 mg of oral biotin per day.

Prolonged symptoms prior to institution of biotin therapy may leave
the patient with varying degrees of neurological sequelae, including
mental delays, seizures, and coma. Death may result from untreated
profound biotinidase deficiency.

If treated promptly, biotinidase deficiency may be asymptomatic.

Biotin supplement daily

Autosomal recessive

1:60,000 estimated with either profound or partial deficiency

www.geneclinics.org

Biotinidase Family Support Group
http://biotinidasedeficiency.20m.com/

Children Living with Inherited Metabolic Diseases
http://www.climb.org.uk/



http://www.geneclinics.org/servlet/access?db=geneclinics&id=12600&key=LV2HJfU7d960I&gry=&fcn=y&fw=1017&filename=/profiles/pku/index.html
http://www.climb.org.uk/

American College of Medical Genetics ACT SHEET

Newborn Screening ACT Sheet
[Absent/ Reduced Biotinidase Activity]

Biotinidase Deficiency

Differential Diagnosis: Biotinidase deficiency (complete and partial); see C5-OH acylcarnitine for non-
biotinidase associated conditions.

Condition Description: A multiple carboxylase deficiency resulting from a reduction in available biotin
sccondary to deficient activity of the biotinidase enzyme.

YOU SHOULD TAKE THE FOLLOWING ACTIONS:

. Contact family to inform them of the newborn screening result and ascertain clinical status.
= Evaluate infant if poor feeding, lethargy, or hypotonia are present.

Ll Consultation/referral to a metabolic specialist to determine appropriate follow-up.

. Undertake confirmatory testing in consultation with a metabolic specialist.

. Emergency treatment if symptomatic.

Ll Report findings to newborn screening program

Diagnostic Evaluation: Enzyme assay for biotinidase in serum or plasma reveals low activity. False positive
findings are usually a processing/shipping problem. Urine organic acid analysis may show normal or increased 3-
hydroxyisovaleric acid and 3-methylcrotonylglycine. Plasma acylcarnitine analysis may show normal or increased
C3-OH acylcarnitine.

Clinical Considerations: The neonate is usually asymptomatic but episodic hypoglycemia, lethargy, hypotonia,
and mild developmental delay can occur at any time from the neonatal period through childhood. Untreated
biotinidase deficiency leads to developmental delay, seizures, alopecia, and hearing deficits. Biotin treatment is
available and highly effective.

Additional Information:
Gene Reviews
OMIM
Gencetics Home Reference

Referral (local, state, regional and national):
Testing

Clinical Services

Disclaimer: Thic guideling iz designed primarily as an educational resource for clini kelp them provide quality medical
welusive of other procedures and tests that Gre re@sonably directed to obta e same results. Adherence to this gu ne does not necessarily ensure a successful medical outcome. In
i priety of any specific procedure or test, the clinician chould apply his or her own professional judgment to the specific clinical circumstances presented 1 individual patient or
ians are encourdged to document the reisons for the use of @ particular procedure or test, whether or not it is in confermance with this puideline. Clinicians also are advised to take
notice of the date this guideline was adopted. and to consider other medical and scientific information that become available after that date.
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