A Case of Early Diagnosed Hunter Syndrome Detected
by Large Head on Routine Examination
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A 25-month-old boy was referred to the hospital due to large head detected on routine physical
examination, At visit, dysmorphic facial appearances, including broad nose, prominent forehead,
and coarse face, were noted, Nasal obstruction with nasal voice, prominent adenoids, and bilateral
middle ear effusions were detected, His abdomen was distended, and liver and spleen were
palpated about 3 finger and 2 finger breadths, respectively, He was operated for bilateral inguinal
hernias, The motion of both elbow joints was mildly limited on supination and pronation, Urinary
level of glycosaminoglycan was elevated and the enzyme activity of iduronate sulfatase in leukocytes
was decreased, The mutational analysis of the gene iduronate 2-sulfatase (IDS) revealed ¢.263G)
A (p.Arg88His) mutation, His developmental scale showed delayed development and there was
cardiac valvular involvement (tricuspid regurgitation and mitral valve prolapse). After the diagnosis
of Hunter syndrome, enzyme replacement therapy started on a weekly basis without progression
of any clinical features, Here we report a case of early diagnosed Hunter syndrome detected by
large head on routine examination, Thus, it is important to associate Hunter syndrome in the
patient with large head especially, if there is the history of bilateral inguinal hermia and prominent
adenoids to increase the possibility of early diagnosis and treatment,
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Patient During Follow Up

HT (Qm) Bwt (kg) HC (cm) Hepatome- Splenome-  WBC Hb Pit AST ALT T-Bil ALP Uril_leGI‘%G
(P) ) (P) galy galy (g/dL) (U/L)  (U/L)  (mg/dL) (IU/L) (unit/gCr)

At 89 14.2 52.5 3 finger 2 finger 13,990 12.1 333K 37 36 0.16 180 1,361.7
diagnosis (50-75) (75-90) >97) breadth breadth
3 months 92.8 14.6 51.5 N/A N/A 10,420 12.2 473K 25 9 0.22 134 232.3
after diagnosis  (50—75) (50—75)  (95—-97)
6 months 95.6 15.8 52 N/A N/A 7,470  11.6 295K 20 9 0.26 141 756.5
after diagnosis (50-75) (75-90)  (90—95)
9 months 98.1 16.8 52 N/A N/A 10,320 11.7 365K 21 7 0.48 124 592.3
after diagnosis (50—75) (75-90) (90—95)
12 months 100 18 52.3 Impalpable  Impalpable 8,870 12.9 263K 35 14 0.26 95 696.1
after diagnosis  (75—90) (90—95)  (90—-95)
15 months 101.6 18.1 52.1 Impalpable Impalpable 11,310 12.2 338K 19 5 0.23 148 371.2
after diagnosis (50-75) (90-95)  (75-90)
18 months 103.7 18.9 51.8 Impalpable Impalpable 11,870 12.2 326K 23 7 0.29 138 N/t
after diagnosis (75—-90) (90-95)  (75-90)

"Percentile.

Not available.
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Fig. 1. (A) Skull radiograph at 25 months of age. Frontal bone bulging, J
shaped sella (white arrow) and adenoid enlargement were shown in
this picture. (B) Spine radiograph at 25 months of age. Mild kyphosis
and anterior beaking (straight white arrow) and platyspondyly (curved
white arrow) were shown in this picture.
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Fig. 2. (A) Brain MRI performed at 28 months of age. Multiple linear high signal
intensity lesions were shown at subcortical white matter and periventri-
cular white matter of both cerebral hemisphere in T2 weighted image.
(B) Follow up brain MRI at 48 months of age. Multiple linear high signal
intensities were still shown at same lesions in T2 weighted image.
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