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Introducere. Boala Wilson (BW) - o boala genetica autozo-
mal recesiva, respectiv Asociatiile Internationale recoman-
da de efectuat screening-ul familial, cu examinarea rudelor
de gradul I ale probandului (frati, descendenti si parinti).
Unele studii arata ca rudele indepartate, la fel, trebuie lu-
ate In considerare. Scopul lucrarii. De a analiza membrii
familiei probandului in depistarea cazurilor asimptomati-
ce si initierea tratamentului specific. Material si metode.
Au fost evaluate retrospectiv 11 familii, in perioada 2008 -
2021. Scorul Ferenci a fost folosit pentru a evalua diagnosti-
cul. Testarea genetica a fost efectuata in toate cazurile prin
metoda de secventiere Sanger, examinand exonii cu frec-
ventd mare si moderati a mutatiilor. Rezultate. In 8 familii,
probandul-unul dintre copii, fiind testate rudele de gradul
[ (parinti, +/- frati). Din ele, 6 cazuri: ambii parinti-hetero-
zigoti simpli (HS); In 2 cazuri: 1 parinte-HS, al doilea-nici
o mutatie detectata. 4/8 familii au = 2 copii, dintre care au
fost identificati 2 frati asimptomatici, 4 frati-HS, 2 frati-fa-
rd mutatii. In celelalte 3 familii, probandul-parinte cu BW
diagnosticata. in cazul 1: partenerul-statut necunoscut, 1
copil-HS, celalalt-fara mutatii; varul suferea de BW. in cazul
2: partenerul-HS, fiind identificati 2 copii asimptomatici.
in cazul 3: partenerul-statut necunoscut, 1 copil-HS. Toti
membrii asimptomatici au initiat tratament specific. Cele
mai frecvente mutatii au fost p.H1069Q si p.G1341D. Con-
cluzii. Testul genetic este foarte important in a diferentia
purtatorii sanatosi de membrii asimptomatici, avand in ve-
dere ca tratamentul este pentru toata viata. Diagnosticul
si terapia precoce sunt asociate cu un prognostic favorabil
pentru BW. Cuvinte-cheie. boala Wilson, screening familial,
test genetic.
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Background. Wilson’s disease (WD) - an autosomal re-
cessive genetic disease and the International Associations
recommend that family screening be performed, with the
examination of the proband’s first-degree relatives (siblin-
gs, offspring, and parents). Some studies indicate distant
relatives to be considered. Objective of the study. The pa-
per aimed to analyze the family members of the proband
in detecting asymptomatic cases and initiating treatment.
Material and methods. There were retrospectively eva-
luated 11 families, between 2008-2021. The Ferenci score
was used to assess the diagnosis. The Sanger sequencing
method, examining exons with a high and moderate frequ-
ency of mutations, performed genetic testing in all cases.
Results. In 8 families, the proband-one of the children and
all first-degree relatives (parents, +/- siblings) were tested.
Ofthese in 6 cases: both parents-simple heterozygotes (SH);
in 2 cases: 1 parent-SH, the second-no pathogenic mutation
detected. 4/8 families have 22 children, of which 2 asymp-
tomatic siblings, 4 siblings-SH, and 2 siblings-without vari-
ants. In the other 3 families, the proband-the parent with
diagnosed WD. In case 1: partner-unknown status, 1 child-
SH, the other-without mutations; but the cousin had WD. In
case 2: partner-SH and identify 2 asymptomatic children. In
case 3: partner-unknown status, 1 child-SH. All asymptoma-
tic members initiated treatment. The most frequent mutati-
ons detected were p.H1069Q and p.G1341D. Conclusions.
Genetic testing is very important in differentiating healthy
carriers from asymptomatic members, given that treatment
is lifelong. Early diagnosis and therapy are associated with
a favorable prognosis for WD. Keywords: Wilson'’s disease,
family screening, genetic test.



