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SPO2:99% / 87

SDS (normal visceroatrial situs, A-V and V-A concordance) Normal PVs Return to LA
Intact IAS Myxomatous Heart Valves
Trivial MR Mild TR

Normal Size and Thickness of the 4 ch LVEF= Normal

Intact IVS Normal Size MPA

No AS, Modarate Al wiyh 2 jets, TAV, Prolaptic Leaflets,

Trivial PI, PPG= 19 mmH
g Normal coronary Arteries

AV ann=1.75cm, SV=2.41 cm, STJ= 1.7 cm, AAo= 1.77cm No PDA
No CoA Left Aortic Arch
Conclusion: MPS, Normal ECG

SDS, Myxomatous Heart Valves, Moderate Al, Mild TR, Trivial Pl and MR
Rec. Clinical F/U

(Berry Test) 480 sulosl gl .Y Jguo

Berry Test remarkable

Mucopolysaccharide (GAG) i.U. 6.18 mg/mmolkrea

Heparansulfat positive
GAG - Electrophorese Dermatansulfat  positive
Chondrotinsulfat  positive
(g 59,0595 g Loy cDlalgu L) Jolos by 5SS 5ial SIS ass y2 398 0l talejl o
Slgiian 55 oy 3BT Lo 5 glp a8 Sl VIL I d g5 MPS (5 los 8aims (L a5 ooy Cute 0l jo
D50

U SLiS (495 Wiged I (09395 W2 BT law ¥ Jgua

Parameter Result Reference rang
Alfa-lduronidase(MSMS) 10.37 350 - 2814 pmol/spot*20h
Arylsulfatase B 0.21 0.14 - 0.7 nmol/spot*21h
Beta-galactosidase 0.91 0.5 - 3.2 nmol/spot*21h
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2.9 mg/5 mL
(0.58 mg/mL)

Concentrated Solution For
Intravenous Infusion Only

Rx Only
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Abstract

Mucopolysaccharidosis type | (MPS 1) is a
rare and highly progressive autosomal recessive, genetically-
metabolic disorder that results of the mutation in the gene responsible
for the production of Alpha-L-Iduronidase enzyme, which ultimately
leads to destruction and cell death of tissues. The patient is
asymptomatic at the time of birth, but few months after birth,
symptoms gradually appear in the person's phenotype. Respiratory,
skeletal, neurological, cardiac, gastrointestinal and ocular disorders
are obvious in these patients. The purpose of this study is reporting a
case of MPS I.

The patient is a 7 years old boy, repeatedly
admitted to the Heshmatieh Hospital of Sabzevar University of
Medical Sciences, due to a weak immune system, high fever, and
complications of his MPS genetic disease. At 2.5 years old, MPS had
been definitively diagnosed.

In this patient, almost all symptoms of the Hurler
syndrome including third tonsil, hepatomegaly, splenomegaly, large
skull, large tongue, ocular corneal opacity, and the presence of yellow
spots in sclera, spinal deviation, Umbilical hernia, hearing loss and
the stenosis of the mitral valve were seen. Unfortunately, due to the
lack of definitive treatment, only 20% of the patients have a chance
of survival and recovery. MPS usually leads in death before the age
of 20.
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