[image: ]Doctoral School of Experimental and Preventive Medicine2


Name of research group: Diagnostic and Research Laboratory for Rare Diseases

Head: Prof. Dr. Nikoletta Nagy
Members (supervisors, authors): 
Prof. Dr. Nikoletta Nagy
Prof. Dr. Márta Széll
Dr. Margit Pál
Current PhD students: 
Aliasgari Abdolresa
Dr. Barbara Anna Bokor
Alexandra Neller
Location: SZTE SZAKK Institute of Medical Genetics, Szeged, Somogyi Béla utca 4.

Contact:
nagy.nikoletta@med.u-szeged.hu

szell.marta@med.u-szeged.hu

pal.margit@med.u-szeged.hu

Phone: +36 62 545 897
Adress: Szeged, Somogyi Béla utca 4.  first floor

[image: ][image: ] [image: ]       		

2. Work in progress in the research laboratory
-  Main instruments and methods used in the research laboratoryOur research laboratory conducts genomic studies of rare human diseases. Our basic method of investigation is DNA sequence analysis. Our starting material is genomic DNA isolated from peripheral blood samples, from which the region or regions to be examined are amplified using PCR technology. This is followed by either targeted bidirectional Sanger sequencing or WES sequencing, which examines the entire exome. The sequences are analyzed using analysis software. The classification of the identified variants is aided by in silico functional analyses.
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- Supervisors associated with the laboratory and their current topics
Experimental and Preventive Medicine Doctoral School SzTE Theoretical Medicine 	
Margit Pál, Márta Széll The genetic background of neurological disorders.
Nikoletta Nagy: Genetic counseling, genotype-phenotype studies in familial diseases
Márta Széll: Genomic studies in multifactorial dermatological diseases


The most notable announcements of the past 10 years:
1. Balogh, Árpád Ármin; Széll, Márta; Nagy, Nikoletta ✉ Population- and haplotype-dependent variation around TYR rs1126809: an in silico study suggesting new directions for melanoma risk research JID INNOVATIONS 6: 2 Paper: 100445, 6 p. (2026) DOI WoS Scopus PubMed Egyéb URL
Technical article (Journal article) | Scientific[36845625] [Agreed]


2.Kirsty, Hodgson; Joseph, Inns*; Gary, Reynolds; Emily, Stephenson; Andrew, Paul; Naomi, Sinclair; Giacomo, Berretta; Christopher, Lawson ; Andrew, Michael Frey ; Iglika, Ivanova et al. Targeting non-canonical NF-κB signalling in CYLD cutaneous syndrome by selective inhibition of IκB kinase alpha
BRITISH JOURNAL OF DERMATOLOGY (2026) REAL
Technical article (Journal article) | Scientific[36971148] [Public

3.Bokor, Barbara Anna ; Abdolreza, Aliasgari ; Kaptás, Flóra ; Pál, Margit ; Battyani, Zita ; Széll, Márta ; Nagy, Nikoletta ✉ Novel Variants in Medium and Low Penetrance Predisposing Genes in a Hungarian Malignant Melanoma Cohort With Increased Risk PIGMENT CELL & MELANOMA RESEARCH 38 : 1 Paper: e13214 , 8 p. (2025)  
DOI WoS Scopus PubMed SZTE Publicatio
Professional article (journal article) | Scientific[35615442] [Agreed]
Public citations total: 4, Independent: 2, Pending: 2, Not marked: 0

4.Bokor, Barbara Anna; Abdolreza, Aliasgari ; Kaptás, Flóra ; Pál, Margit ; Battyani, Zita ; Széll, Márta ; Nagy, Nikoletta ✉
Novel FANCI and RAD54B Variants and the Observed Clinical Outcomes in a Hungarian Melanoma Cohort INTERNATIONAL JOURNAL OF MOLECULAR SCIENCES 26 : 1 Paper: 23 , 11 p. (2025) DOI WoS Scopus PubMed Other URL
Journal article | Scientific[35652206] [Agreed]

5.Bokor, Barbara Anna ; Abdolreza, Aliasgari ; Pál, Margit ; Battyani, Zita ; Széll, Márta ; Nagy, Nikoletta ✉
A Novel Germline Frameshift Variant in the Tumor Suppressor Gene OBSCN in a Melanoma Patient
INTERNATIONAL JOURNAL OF MOLECULAR SCIENCES 26 : 21 Paper: 10553 , 9 p. (2025)
DOI WoS Scopus PubMed Other URL Other URL SZTE Publicatio
Journal article | Scientific[36412359] [Agreed]

6.Éva, Ádám ✉ ; Balázs, Leitgeb ; Judit, Danis ; Anita, Hajdu ; Evelyn, Kelemen ; Margit, Pál ; Nóra, Belső ; István, Balázs Németh ; Neil, Rajan ; Nikoletta, Nagy et al.
Truncating CYLD pathogenic variants in CYLD cutaneous syndrome distinctly influence CYLD proteostasis and NF-κB signaling JOURNAL OF INVESTIGATIVE DERMATOLOGY 145 : 8 pp. 2094-2098.e7., 12 p. (2025)
DOI WoS REAL Scopus PubMed SZTE Publicatio
Short communication (Journal article) | Scientific[34889403] [Agreed]

7.Kárteszi, Judit ✉; Nagy, Nikoletta; Széll, Márta; Lengyel, Zsuzsanna; Semjén, Dávid; Egyházi, Zsolt; Bajzik, Gábor; Kuthi, Levent; Pusztai, Csaba; Battyáni, Zita
Timely recognition of a probably life-threatening genodermatosis: familial case report of hereditary leiomyomatosis and renal cell cancer
PATHOLOGY AND ONCOLOGY RESEARCH 31 Paper: 1612086, 7 p. (2025)
DOI WoS Scopus PubMed SZTE Publicatio
Article (Journal article) | Scientific[36084990] [Agreed]

8.Nagy, Nikoletta ✉; Szalenko-Tőkés, Ágnes*; Pál, Margit ; Bokor, Barbara Anna ; Nagy, Roland ; Jarabin, János András ; Róvó, László** ; Széll, Márta
Novel Pathogenic Variant of the TRRAP Gene Detected in a Hungarian Family with Autosomal Dominant Non-Syndromic Hearing Loss
INTERNATIONAL JOURNAL OF MOLECULAR SCIENCES 26 : 4 Paper: 1583 , 10 p. (2025) DOI WoS Scopus Pub Med Egyéb URL SZTE Publicatio
Article (Journal article) | Scientific[35759879] [Agreed]
Public citations total: 1, Independent: 1, Pending: 0, Not marked: 0

9.Nagy, Nikoletta ✉; Abdolreza, Aliasgari*; Pál, Margit; Bokor, Barbara Anna; Amarilla, Barcsay-Veres; Varga, Noémi Ágnes; Medvecz, Márta; Szabó, Viktória; Széll, Márta Oculocutaneous albinism type 1B associated with allelic combination of a risk haplotype
JOURNAL OF DERMATOLOGICAL SCIENCE 118: 3 pp. 101-103., 3 p. (2025)
DOI WoS Scopus PubMed SZTE Publicatio
Short communication (Journal article) | Scientific [36102434] [Agreed]

10.Máté, Adrienn ✉; Nagy, Nikoletta; Pál, Margit; Kalmár, Tibor; Maróti, Zoltán; Sztriha, László A tubulinok szerepe az agyfejlődésben. Tubulinopathiák
GYERMEKGYÓGYÁSZAT 75: 4 pp. 251-255., 5 p. (2024)
SZTE Publicatio Technical article (Journal article) | Scientific [35706622] [Agreed]


PhD theses related to DI and its predecessors in the last 10 years 


2024. Dr. Zsófia Flóra Nagy: Comprehensive genetic analysis of a Hungarian amyotrophic lateral sclerosis cohort

2026. before the defense: Dr. Barbara Anna Bokor The complexities of genetic testing and counseling in multifactorial and familial diseases.	


3. Student opportunities in the laboratory:

- PhD students participating in the work of the laboratory have the opportunity to present their results at domestic and international conferences. The financial conditions for conference participation can be provided by institutional and faculty resources. 
 - We also offer opportunities for individually trained and foreign students, and additional support for students can be provided from separate sources.
- Students working in the laboratory may use the research infrastructure available at the faculty and the university after consultation with their supervisor.
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