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Introducere. Bolile autoinflamatorii sunt afectiuni rare ale
imunitatii inndscute, suspectate la pacienti cu inflamatie
recurenta sau persistenta, neexplicata, cum ar fi infectia
sau malignitatea. Din mecanisme cunoscute: tulburari ale
inflamasomilor, citokinelor IL-1, productiei
interferonului, activarii NFkB si altele. Scop. Prezentarea
unui caz clinic complex la un copil cu debut precoce al
unor manifestari inflamatorii recurente, sugestive pentru
o boalda autoinfla-matorie rard, cu evolutia grava.
Material si metode. Baiat de 11 ani, internat cu acuze la
artralgii si episoade recidi-vante (10-12 pe an), eruptii
nodulare, generalizate, asocia-te cu febra inalta. Debutul
bolii de la 9 luni, cu manifestari cutanate recidivante,
febra. Afectarea articularda a aparut la varsta de 5 ani.
Copilul a suportat varicela, forma grava, complicata cu
sepsis, MODS. Rezultate. Examenul obiectiv: habitus
caracteristic - fata mica, baza nasului latd, occipit plat.
Eruptii nodulare subcutanate, de diverse dimensiuni,
hiperemiate, violacee, dolore, difuze. Tulburare de dezvolta-
re staturo-ponderald: masa si talia fiind la percentila 1. Pa-
raclinic: anemie feripriva, markeri proinflamatori crescuti,
hipogamaglobulinemie, mevalonat kinaza 0.8 mcmol/],
amiloid seric A, proteina S-100 crescute, splenomegalie,
desen pulmonar intensificat cu fibroza locala, insuficienta
aortala I. Avand in vedere datele clinice si paraclinice, con-
form Ghidului International EULAR se incadreaza in sem-
nele suspecte pentru boala autoinflamatorie. Concluzii.
Bolile autoinflamatorii reprezinta ,varful aisbergului” unor
mecanisme complexe, care sunt o provocare diagnostica si
terapeutica semnificativa pentru medici. Copilului a fost re-
comandata testarea genetica pentru confirmarea diagnosti-
cului de Febra Mediteraneana Familiala. Cuvinte-cheie: bo-
ala autoinflamatorie, febra recurentg, eritem nodos, artrita.
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Introduction. Autoinflammatory diseases are rare disor-
ders of the immune system, suspected in patients with re-
current inflammation of unexplained origin, such as in the
absence of infection or malignancy. Known mechanisms
include disturbances of inflammasomes, IL-1 cytokines,
interferon production, NFkB activation, others. Objective.
Presentation of a complex clinical case of a child with ear-
ly-onset recurrent inflammatory manifestations, suggestive
of an autoinflammatory disease with severe progression.
Material and methods. An 11-year-old boy was admitted
with complaints of arthralgia and recurrent episodes (10-
12 per year) of generalized nodular eruptions associated
with high fever. The disease onset occurred at 9 months of
age, with recurrent cutaneous manifestations, fever. Joint
involvement appeared at the age of 5. The child had a se-
vere case of varicella, MODS. Results. Physical examination:
characteristic features - small face, broad nasal bridge, flat
occiput. Subcutaneous nodular eruptions of varying sizes,
erythematous to violaceous, painful. Growth retardation:
both weight and height - at the 1st percentile. Paraclinical
findings: iron deficiency anemia, elevated proinflammatory
markers, hypogammaglobulinemia, mevalonate kinase 0.8
umol/L, elevated serum amyloid A and S-100 protein, sple-
nomegaly, intensified pulmonary markings with localized fi-
brosis, and gr I aortic insufficiency. According to the EULAR
International Guidelines, the patient meets the criteria sug-
gestive of an autoinflammatory disease. Conclusion. Au-
toinflammatory diseases represent the “tip of the iceberg”
of complex mechanisms, posing significant diagnostic and
therapeutic challenges for physicians. Genetic testing was
recommended for the child to confirm the diagnosis of Fa-
milial Mediterranean Fever. Keywords: autoinflammatory
disease, recurrent fever, erythema nodosum.



