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Introducere. Alkaptonuria este o patologie genetica rarg,
care se manifesta prin lipsa enzimei omogenizat 1,2-dio-
xigenaza, ducand la acumularea de pigment ocronotic in
diverse tesuturi si provocand o afectiune sistemica numita
ocronoza. Scopul lucrarii. Analizarea informatiilor actua-
le privind patogenia, manifestdrile clinice, diagnosticarea
si optiunile terapeutice disponibile pentru a oferi o imagi-
ne detaliatd asupra patologiei. Material si metode. A fost
monitorizat un caz clinic de ocronoza in Departamentul de
Reumatologie al SCR T. Mosneaga, concomitent cu studiile
clinice raportate In bazele de date medicale din perioada
2020-2023. Rezultate. Au fost analizate 11 cazuri de paci-
enti, cu varste intre 34 si 70 de ani, care prezentau simp-
tome precum osteoartrita generalizata avansata, calcificari
ale discurilor intervertebrale, hiperpigmentarea pielii si a
sclerei, si urina de culoare inchisa. Pacientii au avut simp-
tome timp de peste 10 ani Tnainte de diagnosticare. Trata-
mentul conservativ cu doze mari de acid ascorbic, exercitii
fizice si utilizarea dispozitivelor de mers a dus la amelio-
rarea simptomelor doar la 3 pacienti. In Departamentul de
Reumatologie, a fost urmarita o pacienta de 57 de ani, care
a raportat debutul bolii in copildrie prin prezenta urinei
de culoare bruna. La 24 de ani, in timpul primei sarcini, au
aparut artralgii generalizate, dureri pe tot traiectul coloa-
nei vertebrale si slabiciune generala severa. Evolutia bolii
a fost nefavorabila de-a lungul anilor, cu agravarea simpto-
melor. Diagnosticul final a fost stabilit la varsta de 53 de ani,
dupad masurarea nivelului acidului homogentisic. Concluzii.
Cazul prezentat In Departamentul de Reumatologie confir-
ma raritatea ocronoziei, varietatea manifestarilor clinice,
dificultatile de diagnosticare si provocarile tratamentului.
Pacientii necesita o abordare multidisciplinara si cercetari
suplimentare pentru dezvoltarea unor terapii eficiente. Cu-
vinte-cheie: ocronoza, alkaptonurie.
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OCHRONOSIS. CLINICAL CASE
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Introduction. Alkaptonuria is a rare genetic disorder char-
acterized by the absence of the HGD enzyme, leading to
the accumulation of ochronotic pigment in various tissues,
causing a systemic disease called ochronosis. Aim of the
study. To synthesize current information on pathogenesis,
clinical manifestations, diagnosis, and available therapeutic
options, in order to provide a comprehensive perspective
on this condition. Material and methods. A clinical case
of ochronosis was monitored in the Rheumatology Depart-
ment of SCR T. Mosneaga, alongside clinical studies present-
ed in medical databases from 2020-2023. Results. The ac-
cessible studies reported 11 cases of patients aged between
34 and 70 years, exhibiting clinical signs such as advanced
generalized secondary osteoarthritis, intervertebral disc
calcifications, hyperpigmentation of the skin and sclera, as
well as dark-colored urine. In these case reports, patients
had symptoms for over 10 years before being diagnosed.
Conservative management with high-dose ascorbic acid,
exercises, and walking aids was provided to the patients,
resulting in symptomatic improvement in only 3 patients.
In the Rheumatology Department, a 57-year-old female pa-
tient was monitored, who reported the onset of the disease
in childhood with the presence of brown-colored urine.
Subsequently, at the age of 24, during her first pregnancy,
generalized arthralgias, pain along the spine, and severe
general weakness appeared. The disease progression was
unfavorable over the years, with symptom exacerbation.
The final diagnosis was established at the age of 53, after
measuring homogentisic acid levels. Conclusions. The case
presented in the Rheumatology Department confirms the
rarity of ochronosis, the diversity of clinical expression, the
diagnostic challenges, and the treatment methods. Patients
require a multidisciplinary approach and further research
for the development of effective therapies. Keywords:
ochronosis, alkaptonuria.



