
1 

ESHG	2016	–	Abstracts	per	May	20,	2016	

 
Please note that this is a provisional collection of abstracts submitted for ESHG 2016. The 
actual publication in the electronic supplement of the EJHG will be produced after the 
conference. Note that the actual presentation at the meeting is the criterion for the 
publication in the supplement. 
This document is intended as support for the attendees. 

 
	

Table	of	contents	

PLENARY	LECTURES	......................................................................................................................................................	2	

CONCURRENT	SYMPOSIA	...............................................................................................................................................	7	

EDUCATIONAL	SESSIONS	..............................................................................................................................................	18	

CONCURRENT	SESSIONS	...............................................................................................................................................	22	

POSTERS	..................................................................................................................................................................	70	

ELECTRONIC	POSTERS	.................................................................................................................................................	581	

EMPAG	TALKS	........................................................................................................................................................	729	

EMPAG	POSTERS	.....................................................................................................................................................	744	
 

 	



686 

Care, Mashhad University of Medical Sciences, Mashhad, Iran., Mashhad, Iran, Islamic Republic of, 3Department of 
Biology, Damghan Branch, Islamic Azad University, Damghan, Iran., Mashhad, Iran, Islamic Republic of. 
There is an inevitable association between cell signaling pathways and tumorigenesis. Wnt and notch pathways play important roles during 
development and self-renewal. Beside the independent role of such pathways on tumor progression, different cross talks between these pathways 
through tumorigenesis are emphasized. In this study, we analyzed cross talk between Wnt and NOTCH signaling pathways through assessment of 
probable correlation between MAML1 and PYGO2 as the main transcription factors of these pathways, respectively in esophageal squamous cell 
carcinoma (ESCC) patients. Levels of MAML1 and PYGO2 mRNA expression in 48 ESCC patients were compared to the correlated margin normal 
tissues using real-time polymerase chain reaction (PCR). Eleven out of 48 patients (22.9%) have shown the concomitant MAML1/PYGO2 over 
expression in significant correlation with tumor size (p=0.046) and depth of tumor invasion (p=0.050). We showed that there is a significant 
correlation and feedback between these markers during the ESCC progression and metastasis. 
 
 
E-P12.034 
Apoptotic Effects of Novel Benzimidazole Derivates On A549 Cell Line 
G. Gulbol Duran1, N. Duran1, O. Algul2, A. Yildirim1, M. Yaldız1, A. Yoldas3;  
1Mustafa Kemal University, Hatay, Turkey, 2Mersin University, Mersin, Turkey, 3Kahramanmaras Sutcu Imam 
University, Kahramanmaras, Turkey. 
Background and Aim: Malignant cells are characterized by a number of alterations in controlling proliferation, differentiation, and apoptosis. New drug 
researches which inhibit the proliferation of cancer cells are quite important because of the drug resistance and side effect sused in conventional 
cancer therapy. Benzimidazole derivates have been reported to be significant antiproliferative activities. In this study we aimed to investigate the 
proliferative and anti/pro-apoptotic effects of new benzimidazole derivates on human lung adenocarcinoma epithelial cell line(A549). 
Materials and Methods: Human Embryonic Kidney cells(HEK 293) and A549 cells were used in this study. A549 cells were treated with various 
concentrations of benzimidazole derivates. The expression levels of p53, Bcl-2, Bax, kaspaz-3 and NF-KB genes were analyzed in treated and 
control groups. 
Results: In this study, the compounds was found to inhibit the cell growth at S phase. The compounds have been found to increase the expression of 
p53 gene. It was determined that the ratio of p53 expression increased in proportional to the incubation time. While, the compounds were found to be 
statistically significant reduction in the levels of antiapoptotic genes (bcl-2 and Bcl-XL), NF-KB level was found that the significantly increased. Also, 
caspase-3 activity in cancer cell line was observed significantly higher than compared to the control group (p<0.01). 
Conclusion: Benzimidazole derivatives compounds were found to be highly effective against human lung adenocarcinoma epithelial cells. These 
compounds found to be very promising compounds in the treatment of cancer therapy. 
This project was supported by the Scientific and Technological Research Council of Turkey (TÜBİTAK-SBAG,113S929) 
 
 
E-P12.035 
A Novel Translocation t(10;12)(q24;q13) In Childhood ALL 
T. Akın Duman1, A. G. Zamani1, U. Çalışkan2, H. Tokgöz2, M. S. Yıldırım1;  
1Department of Medical Genetics, Meram Medical Faculty,Necmettin Erbakan Üniversıty, KONYA, Turkey, 
2Department of Pediatric Hematology, Meram Medical Faculty,Necmettin Erbakan Üniversıty, KONYA, Turkey. 
Acute lymphoblastic leukemia (ALL) is a malignant blood disorder characterized by clonal expansion of leukemic cells in the bone marrow, lymph 
nodes, thymus, or spleen. It is the most common childhood cancer. ALL accounts for 76% of among major types of leukemia and 43% of all deaths 
of pediatric leukemia patients in United States. Because of the diagnostic, prognostic and therapeutic value of the chromosomal findings, cytogenetic 
analyses is important in ALL. Either in chromosome number (ploidy) or as structural changes as translocations, deletions and inversions are found in 
90% of children with ALL. Translocations are the most common changes among structural abnormalities. In acute leukemias, structural abnormalities 
of chromosome 12 are well known. While the most frequently, the break occurs in the short arm, changes at the long arm are very rare. 
A 12- year-old female patient had been diagnosed as ALL five years ago. She had chemotherapy along three years. 15 months after chemoteraphy , 
she consulted at haematology with knee pain. Atypic blasts were shown in her control peripheral blood smear. Bone marrow aspirate examination 
was made and patient accepted as early isolated bone marrow relapse. Her bone marrow karyotype was as 46,XX[3 ]/46,XX,t(10;12)(q24;q13) [5 ] 
and 66% deletion on p16 gene was found in ALL FISH panel. 
According to our knowledge, t(10;12)(q24;q13) is a novel translocation in childhood ALL. So that we report this case in order to contribute the 
literature. 
 
 
E-P12.036 
A novel cytogenetic abberation is extra isochromosome 4q in chronic lymphocytic leukemia patient 
E. I. Atlı1, H. Gürkan1, G. E. Pamuk2, C. Akurut1, H. Tozkır1, A. M. Demir3;  
1Department of Medical Genetics, Faculty of Medicine, Trakya University, Edirne/Turkey, Edirne, Turkey, 2Department 
of Haematology, Faculty of Medicine,Trakya University, Edirne, Turkey, 3Department of Haematology, Faculty of 
Medicine, Trakya University, Edirne, Turkey. 
Introduction: The genetic characterization of chronic lymphocytic leukemia (CLL) has made significant progress over the past few years. 
Chromosomal abnormalities are detected in up to 80% of patients. 
Materials and Methods: Our patient was diagnosed with CLL stage 2 on 2012 and followed since then by hematology clinic.She is 63 years old. Bone 
marrow (BM) biopsy made and hypercellularity showing infiltration of atypical cells with CD5+, CD20+, CD23+ were determined. Hypoplasia are 
detected in myeloid/erythroid series and stage2 reticular fibers proliferation were detected. Patient was followed up without medication.While follow-
up of patients WBC:57300 HB:5,36 PLT:99700 are determined in may 2014. According to the patient's flow results CD5+, CD23+, FMC7+ were 
detected. Mature, small lymphocytes and smudge cell was found in the patient's peripheral blood smear. In USG imaging multiple lap was found in 
abdomen and multiple neck lymph nodes was detected. Patient BM aspiration were performed in 2014 and hypercellularity was found to contain 54% 
of atypical lymphocytes in the BM. 
Results: Cytogenetic and FISH analysis is made from the patient's BM. According to the results of karyotyping and FISH 47, XX,+i4q is determined. 
According to literature, extra isochromosome 4q is reported by our case for the first time in CLL. She was diagnosed with stage 4 CLL and FCR 
treatment was initiated. 
Conclusions: Our patient showed disease progression compared to previous results. So we offer that this evidence can be considered in terms of 
triggering the disease's progression or as a result of disease progression i4q was occurred. 
 
 


