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Introducere. Mucopolizaharidozele reprezinta un grup
de boli rare, genetice al metabolismului tesutului conjunc-
tiv cauzate de insuficienta enzimelor pentru scindarea gli-
cozaminoglicanilor si se manifestda sub forma de boald de
acumulare lizozomala, care provoaca leziuni multiorganice.
Scopul lucrarii. Evaluarea manifestarilor clinice si geneti-
ce prin estimarea unui caz clinic al mucopolizaharidozei la
un copil, cu scop de imbunatatire a diagnosticului precoce
si initierea unui tratament eficient. Material si metode.
Studiul a fost realizat pe baza revizuirii literaturii si a pre-
zentarii unui caz clinic al unui baiat de 3,5 ani confirmat cu
mucopolizaharidoza tip Il (sindromul Hunter). Rezultate.
La varsta de 1 an copilul a fost diagnosticat cu hepato-sple-
nomegalie, iar la 1,5 ani cu adenoide gradul II-111, a fost efec-
tuata adenotomia la varsta de 2 ani, ulterior s-a observat o
recidiva de hiperplazie a adenoidelor. Examenul clinic: dez-
voltarea psihomotorie este intarziata, tulburari de compor-
tament (agresivitate, iritabilitate), rigiditate a articulatiilor
mari si mici, acuitatea auzului redus3, trasaturi faciale gro-
solane, dimensiuni mari ale craniului, episoade nocturne de
stop respirator. La varsta de 3 ani s-a presupus mucopoli-
zaharidoza de tip II. Diagnosticul a fost confirmat prin de-
tectarea nivelurilor crescute de glicozaminoglicani in urina
si mutatiei genei IDS. A fost initiata terapia de substitutie
enzimatica cu enzima lizozomald umana iduronat-2-sulfa-
taza. Concluzii. Prezenta polimorfismului clinic, severitatea
diversa a simptomelor asociate cu prevalenta scazuta a ma-
ladiei provoaca dificultati in identificarea precoce a sindro-
mului Hunter. Detectarea semnelor bolii si diagnosticarea
rapida ofera posibilitatea initierii terapiei de substitutie en-
zimatica in stadiile incipiente ale evolutiei bolii, ceea ce ofe-
ra cea mai mare eficacitate a tratamentului si un prognostic
bun pentru copii care sufera de sindromul Hunter. Cuvin-
te-cheie: mucopolizaharidoze, sindromul Hunter, gena IDS,
iduronat-2-sulfataza.
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Background. Mucopolysaccharidoses are a group of rare,
genetic diseases of connective tissue metabolism caused by
insufficiency of enzymes for the cleavage of glycosamino-
glycans, and manifest themselves in the form of lysosomal
accumulation disease, which causes multiorgan damage.
Objective of the study. Evaluation of clinical and genetic
manifestations by estimating a clinical case of mucopoly-
saccharidosis in a child, with the aim of improving early
diagnosis and initiating effective treatment. Material and
methods. The study was conducted on the basis of the re-
view of the literature and the presentation of a clinical case
of a 3.5-year-old boy confirmed with mucopolysaccharido-
sis type II (Hunter syndrome). Results. At the age of 1 year
the child was diagnosed with hepatosplenomegaly. And at
1.5 years the boy regarding adenoids of II-III degree, ade-
notomy was performed at the age of 2 years, later a relapse
of hyperplasia of adenoids was observed. Clinical examina-
tion: psychomotor development is delayed, behavioral dis-
orders (aggressiveness, irritability), stiffness of large and
small joints, reduced hearing acuity, gross facial features,
large skull sizes, nocturnal episodes of respiratory arrest.
At the age of 3 years assumed Mucopolysaccharidosis Type
II. The diagnosis was confirmed by the detection of elevat-
ed levels of glycosaminoglycans in the urine and a mutation
of the IDS gene. Enzyme replacement therapy with human
lysosomal enzyme iduronate-2-sulfatase has been initiated.
Conclusions. The presence of clinical polymorphism, the
diverse severity of symptoms associated with low preva-
lence of the disease cause difficulties in the early identifica-
tion of Hunter syndrome. Detection of signs of the disease
and early diagnosis provide the possibility of initiating en-
zyme replacement therapy in the early stages of the course
of the disease, which provides the greatest effectiveness of
treatment and a good prognosis for children suffering from
Hunter disease. Keywords: mucopolysaccharidoses, Hunt-
er syndrome, IDS gene, iduronate-2-sulfatase.



