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Case Report
Abstract P

Johanson-Blizzard syndrome is a rare genetic condition that results from a

Dental Concerns

Common dental presentations of JBS include abnormally small and
malformed primary teeth. The permanent teeth can range from
hypodontia or complete absence of permanent tooth buds. Permanent
dentition can also be misshapen.

defect on the UBR1 gene located on chromosome 15. This mutation affects
multiple organ systems such as the pancreas, central nervous system, nose,
ears, thyroid, and oral cavity. This includes dental anomalies such as small,
malformed primary teeth and the absence of permanent dentition. This
Treatment considerations for JBS patients surrounds general anesthesia.
Due to higher likelihood for malnutrition or hypoproteinemia, drug
distribution can be complicated in these patients. It is also important to
assess the thyroid status prior to proceeding with GA.

case report consists of medical background and dental considerations
regarding the treatment planning of an 8-year 2-month-old female patient
with Johanson-Blizzard Syndrome.

Background
Conclusion
JBS was first discovered by Dr. Johanson and Dr. Blizzard in 1971. The
defective gene was later identified by Dr. Zenker in 2006.
Etiology/Genetics; This congenital condition is autosomal recessive. The
URB1 gene on chromosome 15 is affected. Mother and father carry the
gene variant that causes JBS and their child will have a 25% chance of
being born with JBS. The UBR1 protein (encoded by the gene) is important
for normal pancreatic function. When UBR1 protein is deficient it leads to
the physical features of JBS but the mechanism is not well understood at

JBS is a rare genetic condition that can have implications in a patient’s
systemic health as well as dental health. There are many challenges
surrounding definitive treatment for patients with JBS. Agenesis of
permanent teeth and in this particular case a thin alveolar ridge and no
possibility for abutment teeth make treatment planning complicated. At
the present, the information and case studies are lacking in this topic.
Many case studies currently show treatment with removable
prosthesis. When prosthesis is fabricated frequent recall for adjustment
the present time. Diagnosis of JBS is confirmed with genetic testing which is advised due to patient’s growth and development.
is typically recommended with the child’s appearance at birth.
PBrevalence; It is estimated that JBS happens every 1 in 250,000 births. The
distribution is equally male and female.
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