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INTRODUCTION: Salla Disease (SD) is a sialic acid storage disease caused by an autosomal recessive
mutation in the SLC17A5 gene that varies in presentation, ranging from mild to severe forms. There exist
less than 200 cases reported. OBJECTIVES: To share the experience with two different presentations of
Salla Disease and amplify the number of physicians’ differential diagnoses. CASE REPORT: Patient 1 is a
4-year-old female who was brought to the office at 8-months with right-sided weakness and spasticity.
She was born at 38 weeks, weighed 3.29 kilograms (kg) and had a normal newborn screening. A
Magnetic Resonance Imaging (MRI) was performed, showing marked hypomyelination and thin corpus
callosum. She is stable and is currently on physical and occupational therapies. The patient is in the 25th
and 10th percentile for weight and height, respectively. Patient 2 is a 7-year-old male who was brought
at age 3 because of motor delay. With no relevant family history, born to term and weighed 3.63 kg. He
had evident strabismus, the discrepancy in the finger to nose test, intention tremor and hypotonia. An
MRI was ordered, exhibiting hypoplasia of the corpus callosum and deepening of the cerebellar folia.
DISCUSSION: Infants affected by SD can have no signs of it at birth and develop them in the first year of
life, which was the case of the two patients presented. Signs and symptoms include hypotonia, ataxia,
motor delay and even regression of acquired abilities. SD occurs in both males and females equally.
Diagnosis is made through imaging studies, genetic testing, and urinary sialic acid. In addition to the
MRIs done to the patients in this paper, exome sequencing was ordered, and both patients had a
mutation of the SLC17A5 gene. There is no specific treatment, the management is based on symptoms.
Life-threatening complications related to SD can happen.
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