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A Case of Mucopolysaccharidosis Type 2 Diagnosed
Early through Brain MRI

Yoon kyoung Lee*, Sung Yoon Cho*, Jinsup Kim, Rimm Huh, Dong-Kyu Jin

Departments of Pediatrics, Samsung Medical Center,
Sungkyunkwan University School of Medicine, Seoul, Republic of Korea

Mucopolysaccharidosis (MPS) is an inherited disease entity associated with lysosomal enzyme deficiencies,
MPS type 2, also known as Hunter syndrome, has a characteristic morphology primarily involving x-I
inked recessive defects and iduronate-2-sulfatase gene mutation, The purpose of this case report is to
provide important clues to help pediatricians identify Hunter syndrome patients earlier (i.e., before the
disease progresses), A 30-month-old boy showed developmental delay and decreased speech ability,
Physical examinations revealed a flat nose and extensive Mongolian spots, Brain magnetic resonance
images (MRIs) showed bilateral multiple patchy T2 hyperintense lesions in the periventricular and deep
white matter, several cyst-like lesions in the body of the corpus callosum, and diffuse brain atrophy,
which were in keeping with the diagnosis, Based on these findings, the patient was suspected of having
MPS. In the laboratory findings, although the genetic analysis of IDS (Iduronate-2-sulfatase) did not show
any pathogenic variant, the enzymatic activity of IDS was not detected, We could confirm the diagnosis
of MPS, because other sulfatases, such as e-L-iduronidase, were detected in the normal range, Early
enzymatic replacement therapy is essential and has a relatively good prognosis, Therefore, early diag-
nosis should be made before organ damage becomes irreversible, and brain MRIs can provide additional
diagnostic clues to help distinguish the disorder,
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Fig. 1. Brain MRI with 30 month—old boy. (A) T2—weighted fast spin echo axial image. There
were several (less than 10) cystic or cribriform lesions on both cerebral hemispheres
(arrowhead). The abnormal signal intensity lesions of white matter were mainly located
in the deep white matter and periventricular white matter (arrow). Other findings in-
cluded ventricular enlargement and moderate brain atrophy (The diameter of the third
ventricle was over 1 cm, and the frontal and occipital horn of the lateral ventricle were
measured at 8.3 mm and 15.2 mm. The cerebrospinal fluid (CSF) space width of the
sylvian fissure or interhemispheric fissure was about 4.5 mm). There was localized CSF
space widening at the posterior fossa, cistern magna, and left middle cranial fossa. (B)
T2—weighted fluid—attenuated inversion recovery (FLAIR) sagital image. There was
fluid—equivalent signal change lesions at body of corpus callosum with moderate degree
of brain atrophy (arrowhead). These features provide the clues of the metabolic disease.
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