Anexa 2

Rezumatul activitatii i a rezultatelor obtinute in proiect in anul 2025
Cifrul proiectului 25.80012.8007.08TC

D - - . :
em.tm;rea Proiectului *Statutul genetic si axa citokinici IL 23/17 in artrita idiopatici juvenild
asociati entezitelor”

N .Proiectul a evaluat profilul clinic, imagistic si imunologic al pacientilor cu artritd juvenild
lle}.Jatlcﬁ cu afectare axiala (AJI-E), cu accent pe rolul antigenului HLA-B27 si al biomarkerului
auto.lmun ANA (primi etapd), in definirea severitétii bolii. Artrita cu afectare axiald reprezinta un
subtip distinct, adesea sever, al AJl, caracterizat prin implicarea articulatiilor sacroiliace, entezelor si
c'oloanei vertebrale. Diagnosticul acestei forme este deseori intarziat, din cauza debutului insidios si a
flmptomelor nespecifice, ceea ce justifici necesitatea integrarii investigatiilor genetice §i
imunologice in evaluarea precoce a pacientilor. In acest context, tipizarea HLA-B27, statutul ANA

oferd informatii valoroase despre fenotipul inflamator si riscul de progresie.

Rezultatele obtinute au aritat diferente marcante intre pacientii HLA-B27 pozitivi si cei
negativi, indicand existenta a doud fenotipuri distincte ale bolii. Pacientii HLA-B27 pozitivi au
prezentat o prevalentd foarte ridicati a artritei, entezitei si a redorii matinale prelungite, sugerand o
inflamatie articulara persistents si severd. Uveita a fost prezenti exclusiv in grupul HLA-B27 pozitiv,
confirménd rolul acestui marker genetic in predispozitia la afectare oculari. Evaluarea imagistica
prin RMN a evidentiat leziuni inflamatorii active la pacientii HLA-B27 pozitivi, in timp ce la copiii
cu HLAB 27 negativ nu au fost depistate leziuni inflamatorii active la momentul includerii in studiu.
Aceste diferente reflectd un nivel inflamator global mai inalt in prezenta antigenului, sustinut si de

scorurile DAS28 si JSpADA mai ridicate la pacientii HLA-B27 pozitivi.

In ceea ce priveste strategiile terapeutice, pacientii HLA-B27 pozitivi au necesitat interventii
mai agresive, inclusiv utilizarea frecventd a AINS, DMARD si glucocorticosteroizi. Aceastd nevoie
crescutd de tratament reflectd severitatea bolii si dificultatea controlului inflamatiei la acesti pacienti.
Rezultatele susfin ideea ci stratificarea pacientilor pe baza markerilor genetici §i imunologici poate

ghida alegerile terapeutice si poate contribui la personalizarea tratamentului.

Implementarea proiectului a beneficiat de colaborarea intre medicii de familie, pediatrii din

esential in identificarea timpurie a pacientilor cu suspiciune de AJI-E si in directionarea a
citre evaludri specializate, iar laboratorul a asigurat efectuarea testelor genetice si imunologice la

nivel tehnic inalt.

Rezultatele proiectului au fost diseminate in cadrul conferintelor nationale §i internation
participare internationald, contribuind la schimbul de experientd intre specialisti si la
vizibilitatii cercetérii finantate de ANCD in domeniul reumatologiei pediatrice.



The Project evaluated the clinical, imaging,

enthesitis reat, and immunological profile of patients with

autoimmune biz?na‘:-z::l:;qf?)’ e 2 focus on, the -role of the HLA-B27 antigen an.d the

fepresents a distinct d oft. et Dl determining disease severity. Axial involvement En-JIA

entheses, and the s adio gl & G.Sllbtype, characterized by inflammation of the sacroiliac joints,

sympt(m;s o pine. Diagnosis is frequently delayed due to insidious onset and nonspecific

o asse;sme tsc;n-mg the neefi to mtegr?te genetic and immunological investigations into Ehe

e n .o affecte.d patxeflts. In this context, HLA-B27 typing and ANA status provide
¢ Information regarding the in flammatory phenotype and the risk of disease progression.

: Tl‘fe results revealed marked differences between HLA-B27-positive and HLA-B27-negative

patl.erfts, indicating the presence of two distinct disease phenotypes. HLA-B27—positive patients

eXhlblt?d a very high prevalence of arthritis, enthesitis, and prolonged morning stiffness, suggestive

of ;?c.rs:stent and severe articular inflammation. Uveitis was observed exclusively in the HLA-B27-
Posntwe group, confirming the established association between this genetic marker and ocular
involvement. MRI evaluation identified active inflammatory lesions in HLA-B27—positive patients,
whereas no active sacroiliac inflammation was detected in HLA-B 27-negative children at the time of
inclusion. These differences reflect a higher overall inflammatory burden in the presence of the
antigen, further supported by higher DAS28 and JS pADA scores in the HLA-B27—positive cohort.

In terms of therapeutic strategies, HLA-B27—positive patients required more aggressive
interventions, including more frequent use of NSAIDs, DMARDs, and glucocorticosteroids. This
increased treatment need reflects both the severity of the disease and the difficulty in controlling
inflammation in this subgroup. The findings support the concept that patient stratification based on
genetic and immunological markers can guide therapeutic decisions and contribute to individualized
treatment approaches.

The implementation of the project benefited from close collaboration between family
physicians, primary care pediatricians, and the laboratory Alfa Diagnostica. Primary care physicians
played a crucial role in the early identification of children with suspected AJI-E and in referring them
for specialized evaluation, while the laboratory ensured high-quality genetic and immunological

testing.

The project findings were disseminated at national and international conferences
international participation, contributing to professional exchange and increasing the visib
NARD-supported research in pediatric rheumatology.




