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Kratak sadr`aj: Go{eova bolest (GB) je retka, uro|ena
metaboli~ka bolest iz grupe lizozomalnih bolesti koja se
nasle|uje autozomno recesivno. Prouzrokovana je mutaci-
jom gena za b-glukocerebrozidazu sa posledi~nim nagomila-
vanjem nerazgra|enog glukocerebrozida u lizozomima ma-
krofaga ~itavog organizma. Klini~ka slika se odlikuje hepato-
splenomegalijom, infiltracijom kostne sr`i i plu}a (klini~ki tip
I) i neurolo{kim poreme}ajima (klini~ki tipovi II i III). Jedina
pouzdana metoda dijagnostikovanja ove bolesti je doziranje
b-glukocerebrozidaze u tkivima, naj~e{}e leukocitima. Odre-
|ivanje tipa genetske mutacije PCR metodom je od prog-
nosti~kog zna~aja. Od 1994 g. se za le~enje klini~kih tipova
II i III, u SAD i Evropi primenjuje supstituciono le~enje mo-
difikovanim enzimom dobijenim rekombinantnom tehnolo-
gijom ’ imigluceraza (Cerezyme®). Preparat se primenjuje
intravenski, efikasan je, vrlo retko je pra}en ne`eljenim reak-
cijama a njegova primena je do`ivotna. U na{oj zemlji je do
sada registrovano 33 bolesnika sa GB, i to 28 sa klini~kim
tipom I, dvoje sa klini~kim tipom II i dvoje sa klini~kim tipom
III. Od juna 2002. g. pet klini~ki najte`ih bolesnika (1 odrasli
i ~etvoro dece) je u okviru humanitarnog programa »HOPE«
dobilo lek Cerezyme®. Kod svih bolesnika je do{lo do zna-
~ajnog smanjenja organomegalije, pove}anja vrednosti
hemoglobina, leukocita i trombocita i popravke hemostaze.
Kod svih bolesnika je uo~eno sni`enje vrednosti enzima hito-
triozidaze u plazmi (za vi{e od 50%) koja odslikava koli~inu
nerazgra|enog glukocerebrozida u organizmu. Kod svih
bolesnika je do{lo do pobolj{anja kvaliteta `ivota a kod dece
je uo~en zna~ajan porast u telesnoj te`ini i visini. Najsporije
su se  smanjivale infiltracije u kostnoj sr`i {to je u skladu sa
podacima iz literature. Ni kod jednog bolesnika nije do{lo do
zna~ajnije ne`eljene reakcije na lek. Go{eova bolest je pro-
totip retke uro|ene bolesti metabolizma sa izrazito hetero-
genom klini~kom slikom, kod koje se dijagnoza postavlja
isklju~ivo doziranjem enzima i kod koje postoji efikasna sup-
stituciona terapija.
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Summary: Gaucher’s disease is a rare lysosomal sto-
rage disorder with incidence of 1: 50’100.000. It is caused
by an autosomal recessive inherited glucocerebrosidase
deficiency, which results in a decreased breakdown of sphin-
golipids. The accumulation of glucocerebroside leads to
hepatosplenomegaly, adynamia, bone involvement with
haematological and laboratory/chemical changes (Type I),
and in rare cases to the central nervous system involvement
(Type II and III). An effective therapy of Gaucher’s disease
has now been available for more than 10 years. It consists of
life-long, intravenous replacement of the deficient enzyme,
glucocerebrosidase. Among 33 patients with Gaucher’s di-
sease, five the most severely affected (1 adult, 4 children)
were started on the enzyme replacement therapy (ERT) ’
imiglucerase (Cerezyme®), provided through the humanita-
rian programme »HOPE«. After 18 months of therapy, nor-
mal blood counts and improvement of haemostasis and
quality of life were achieved. The substantial reduction of
organomegaly was registered in all patients as well as the
neurological improvement in one patient with Type III. The
significant decrease in serum acid phosphatase and chi-
totriosidase were also registered. There was no worsening of
bone changes. Our results are in concordance with the large
published series. Gaucher’s disease is an extremely serious,
disabling, and in some cases fatal disease without efficient
treatment. ERT with imiglucerase prevents progressive ma-
nifestations of the disease and offers  a very good relief of
symptoms However, it is lifelong and costly.
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