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Abstract

A boy, 2 years old 11 months, was diagnosed with recurrent inguinal hernia for more than 1 year
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with growth and development backward, physical examination growth and development back-
ward, head big, small, short thick fingers, dark skin, forehead prominent, amblyopia, large liver.
Laboratory Results: Color Doppler showed echocardiography: cardiac function: EF: 68%, FS: 38%,
mitral valve, aortic valve slightly thick, aortic valve anterior flow velocity slightly faster, mitral
valve, tricuspid valve mild regurgitation, and left ventricular function measured normal range.
Abdominal Color Doppler: large liver, accessory spleen. Slit-lamp examination showed no con-
junctival congestion and corneal transparency. Detection of IDS Enzyme Level: 0.8 NMOL/H/ML.
Perfect Gene Detection: Detection of IDS gene had a semi-zygote mutation. The final diagnosis was:
1. Mucopolysaccharidosis; 2. Left inguinal hernia. The disease is difficult to be detected clinically
and easy to be missed in the early stage. It took more than 2 years for the child to be diagnosed. So
when a child is born with facial roughness, stunted growth, mental retardation, growth retarda-
tion, hearing loss, heart valve thickening, hepatosplenomegaly, and umbilical and inguinal hernias,
be on alert for mucopolysaccharidosis type II. Urinary GAGS and IDS should be conducted as soon
as possible to help the diagnosis, guide treatment, and if necessary, improve gene detection to
confirm the diagnosis.
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Figure 1. Electrocardiogram
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Figure 3. Superficial organ ultrasound
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Figure 4. Cardiac ultrasound
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Figure 5. Abdominal ultrasound
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Figure 6. Sanger sequence map of IDS gene in children and their parents. There was a semi-zygote mutation in the children’s
IDS gene, C.686A > G (p.H229R) had no change in the father, and the mother had a heterozygous mutation in the site. The mu-
tation point is located at the Arrow
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