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A Case of Hunter Syndrome Diagnosed at 7 Months of
Age by Exome Sequencing
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Hunter syndrome, also known as mucopolysaccharidosis Type Il (MPS I), is one of the lysosomal storage
diseases caused by a lack of the enzyme iduronate 2-sulfatase (I12S). Lack of the 12S enzyme activity
leads to accumulation of the glycosaminoglycans (GAG), causing dysfunction of multiple organs and
systems, MPS |l is an X-linked recessive disease due to mutation of IDS gene located on long arm
of the X chromosome (Xg28), To date, more than 350 mutations of IDS gene have been identified in
Hunter syndrome, Phenotypes of MPS |l are classified as either severe or attenuated depending on the
degree of cognitive impairment, Because the phenotype of MPS |l is related to the type of mutation,
identifying mutations is useful in predicting prognosis, We recently had a case of MPS Il diagnosed by
exome sequencing in a 7 month old boy with infantile spasm uncontrolled by AED, He was diagnosed
with hearing loss at 2 months of age, and he took vigabatrin and prednisolone to contral infantile spasms
diagnosed at 3 months of age, At 6 months of age, whole exome sequencing was performed to eva-
luate the infantile spasm and hearing loss in this patient, and the mutation ¢,.851C)T (p.Pro284Leu) in-
herited from hemizygous mother was revealed, The results of urine Cetylpyridinium Chloride (CPC) pre-
cipitation test, which were negative until 8 months of age, were positive from 9 months of age, We
report a case of MPS Il diagnosed by exome sequencing and treated through enzyme replacement
therapy from 9 months after birth,
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Fig. 2. (A) Electroencephalogram displaying modified hypsarrhythmia, generalized sharp wave
and polyspike. (B) Brain MRI showing enlarged ventricles and diffuse increased signal
intensity of periventricular white matter on FLAIR image.
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