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Subscmnata PANTEA CRISTINA-LOREDANA, student doctorand inmatriculat la data de

03.10.2022, autor| al tczc
IMMUNITY IN| A R

| de doctorat ,,GENETIC CHARACTERIZATION OF INBORN ERRORS OF
OMANIAN POPULATION”/’GENETICA ERORILOR INNASCUTE DE

IMUNITATE INTR-O POPULATIE ROMANEASCA”, avind drept conducitor de doctorat pe doamna

PROF.UNIV.DR. CHIRITA-LMANDI ADELA,

Mentionez c¢a am parcurs programul de studii universitarc de doctorat, in conformitate cu

prevederile legale aplica

bile si ca indcplinesc standardele minimale CNATDCU aplicabile, conform

Regulamentului-cadru privind studiile universitare de doctorat.

I. MOTIVAREA|CERC

Erorile inndscutc
prin disfunctii seyere ale
sunt esentiale penfru cond

ETARII

dc imunitate (IEI) reprezintd un grup heterogen de boli genctice rare, caracterizate
sistemului imunitar. Diagnosticul precoce §i caracterizarea geneticd moleculara
uita terapeuticd g1 prognosticul pe termen lung al acestor pacienti.

Profilul genetic (a substratului molecular) specific populatiei nationale privind IEI este insuficient

explorat. Prezenta tezd dg doctorat aduce o contributie originald majord prin realizarea prima caracterizari

sistcmaticc din punct de vedere genctic al IEI intr-o populatic din Roménia, cuprinzand o cohortd de 92 de

copii §1 o cohortd de 2
secventicrea in pancl de
(WGS).

Cercetarea cvalud
corclatiile fenotip-genoti
algoritmilor de diagnostic
consilierea geneticd a fa
cronice scvcere.
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Catalin Vasilc M
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3. Cristina-Lorcda

I de adulti, utilizind tehnologii de secventiere de ultimd generatie (NGS):
gene, sceventicrea intregului exom (WES) ¢i secventierea intregului genom

aza performanta diagnosticA a WGS ca prima linie de investigatie si analizeazi
b In variantc genetice rarc. Rezultatele au un impact direct in optimizarca
clinic gt genetic, facilitind accesul pacientilor romani la terapii personalizate si la
miliilor afectate, reducénd impactul medical §i psihosocial al acestor afectiuni

1 CARE FAC PARTE INTEGRANTA DIN TEZA DE DOCTORAT

e mai jos sunt publicate ca prim autor, in reviste internationale cotate ISI (Q1):

na Pantea, Mihacla Bataneant, Ciprian Jurcut, Alexis Cochino, Andreea Ioan,
Tuntcanu, Cristian G. Zimbru, Patricia Urtila, Adcla Chirita-Emandi. “Whole
ing as First Diagnostic Approach for Inborn Errors of Immunity in Adults:
and Clinical Correlations”. International Journal of Molecular Sciences. 2026;
.9, Q1

na Panteca, Mihaela Bataneant, Cristian G. Zimbru, Margit Serban, Maria Puiu,
nandi. “Phenotypic Variability Associated with Jagunal Homolog 1 (JAGNI)
d by the ¢.63G>T Variant”, International Journal of Molccular Scicnces. 2026;
9, Q1

na Pantca, Mihaela Bataneant, Cristian G. Zimbru, Bogdan Dragulescu, Catalin
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Vasile Munteanu, Adela Chirita-Emandi. “Genetic landscape of Romanian children with inborn
errors of immunity via gene panels, exome, and genome sequencing”. Scientific Reports. 2025; 15

(1):1-11.,TF 3.8, Q1

III. DATE DESPRE EVOLUTIA CERCETARII, CONGRESE SI CONFERINTE

Diseminarca rezultatelor cercetirii a fost realizatd activ pe parcursul programului de studii doctorale, prin
prezentdri orale si postere la manifestari stiintifice nationale si internationale:

1. Prezentiri in cadrul unor conferinte internationale

Mai 2025: Cristina-Loredana Pantea, Mihaela Bataneant, Adela Chirita-Emandi. “Why TP63
ectodermal dysplasia should be considered an inborn error of immunity”. E-Poster EP13.051,
European Human Genetics Conference, Milano, Italia.

Tunic 2024: Pantea CL, Batancant M., Puiu M., Chirita-Tmandi A. “Characterization of pathogenic
and likely pathogenic variants in Romanian children with inborn errors of immunity”. E-Poster
EP09.015, European Human Genetics Conference, Berlin, Germania.

Noiembrie 2023: Pantca CL ct al. “Genetic evaluation of GATA2 Immunodeficiency”. Poster, The
6th International Primary Immunodeficiencies Congress (IPIC), Olanda.

Tunie 2023: Pantca CL, Chirita-Emandi A., Batancant M., Puiu M., "Genetic evaluation of inborn
errors of immunity”. E-poster, European Human Genetics Conference, Glasgow, Scotia,

2. Prezentari in cadrul unor conferinte nationale

Septembric 2025: Cristina-Loredana Pantea, Mihacla Batancant, Ciprian Jurcut, Alexis Cochino,
Adela Chirita-Emandi. “Whole Exome, Whole Genome, and Targeted Panel Sequencing for Adult
Inborn Errors of Immunity: Diagnostic Performance and Clinical Correlations”. Premiul 11 la
categoria ,,Cel mai bun Poster”, A 15-a Conferintdi de Geneticd Medicald cu participare
internationala, Cluj-Napoca, Roménia.

Decembric 2024: Pantca CL. “Landscape of disease-causing variants in Romanian children with
inborn errors of immunity”. Prezentarc orald, Zilele UMFT - Sesiunca pentru doctoranzi, rezidenti,
studenti, Timigoara, Roménia.

Octombrie 2024: Pantea C.L, Bataneant M, Chirita-Emandi A, et al. “Congenital neutropenia due
to JAGNI deficiency in Roma ethnicity”. Premiul [ la catcgoria ,,Cel mai bun Poster”, A 14-a
Conferintd de Geneticd Medicala, Targu Mures, Romania.

Septembrie 2023: Pantea CL, Bataneant M., Puiu M., Chirita-Emandi A. “Genetic diagnosis of
inborn errors of immunity”. Poster, A 13-a Conferintd de Geneticd Medicald, Timisoara, Romania.

semnitura studentului-doctorand ﬁ
Ay

<t
Conducitor de doctorat: [

Prof. univ. dr. Chiriti-Emandi Adcla fﬁ

Consiliul pentru Studii Universitare de Doctorat

P-ta Eftimie Murgu nr.2, Timisoara, Cod 300041, Romania
Tel: +40256204250, int 1422 E-mall: doctorat@umit.ro

www.umft.ro

ARACIS -2027 | IAAR(WFME, EQAR, ENQA) -2026 | EBA (UK) - 2026
1ISO9001:2015 IS0 45001:2018



