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Research Assistant PhD, University of Texas at San Antonio, Health Science Center, Obstetric And Gynecology, 1990 -1991Research Assistant, Oakland University, Faculty of Science, Chemistry, 1983 - 1985
Academic and Administrative ExperienceHead of Department, Istanbul University, Istanbul Medical Faculty, Division Of Medical Sciences , 2022 - Continues
CoursesPRENATAL VE PREİMPLANTASYON TANI VE DANIŞMANLIĞI, Postgraduate, 2022 - 2023TEMEL TIBBİ GENETİK, Postgraduate, 2022 - 2023GENETİK HASTALIKLARIN TARAMA VE TANI TESTLERİ, Postgraduate, 2023 - 2024, 2022 - 2023İNSAN GENETİĞİ, PostgraduateGENETİK DANIŞMA PRATİK UYGULAMALARI, Postgraduate, 2023 - 2024, 2022 - 2023KLİNİK GENETİKTE LİTERATÜR ARAŞTIRMA STRATEJİLERİ VE ANALİZLERİ, Postgraduate, 2022 - 2023MENDEL VE MENDEL DIŞI HASTALIKLAR, Doctorate, 2022 - 2023Non Mendel Kalıtım-II Dinamik Mutasyon, Maternal Kalıtım, Undergraduate, 2012 - 2013Moleküler Uygulamalar, Undergraduate, 2012 - 2013Mutasyonlar, Polimorfizmler, Nomenklatürleri, Oluşum Mekanizmaları, Postgraduate, 2012 - 2013Kopya Sayı Değişkenlikleri, Postgraduate, 2012 - 2013Mutasyonların fonksiyonel yansımaları, Postgraduate, 2012 - 2013Non Mendel Kalıtım-I UPD, Genomik Imprinting, Undergraduate, 2012 - 2013Hemoglobinin moleküler patolojisi, yapısal mutasyonlara bağlı hemoglobinopatiler, Doctorate, 2012 - 2013Genomik İmprinting ve UPD, Doctorate, 2012 - 2013Dinamik Mutasyon Hastalıkları-II (Huntington, Frederich Ataksisi, Miyotonik Distrofi), Doctorate, 2012 - 2013Seminer, Doctorate, 2012 - 2013In Vivo ve In Vitro Klonlama, Postgraduate, 2012 - 2013Seminer, Postgraduate, 2012 - 2013UPD, Genomik İmprinting, Mitokondriyal Kalıtım, Dinamik Mutasyonlar, Postgraduate, 2012 - 2013
Advising ThesesUyguner Z. O., TOKSOY G., Santral Erken Puberte Olgularında Yeni Nesil Dizileme İle Moleküler Patolojinin Aydınlatılması,Doctorate, V.KARAMAN(Student), 2021Uyguner Z. O., Oksidatif Fosforilasyon Sistemi Hastalıklarında Mitokondriyal DNA Varyantlarının Veri Madenciliği ileAraştırılması, Postgraduate, G.Şahin(Student), 2021Uyguner Z. O., Tanı Konulamayan Kalıtsal Metabolik Hastalıklarda Tüm Ekzom Dizi Analizinin Katkısı, Doctorate,A.GEDİKBAŞI(Student), 2020Uyguner Z. O., Güleç Ç., Contribution of next generation sequencing to definitive diagnosis in cases with suspectedosteogenesis imperfecta in the differential diagnosis in the pre-perinatal period, Expertise In Medicine,L.Şentürk(Student), 2019Uyguner Z. O., Toksoy G., PARKİNSON HASTALIĞINA NEDEN OLAN BİLİNEN VE YENİ GENLERDE İLİŞKİLİMUTASYONLARIN ARAŞTIRILMASI, Doctorate, F.TEPGEÇ(Student), 2018Uyguner Z. O., Güleç Ç., The contribution of Molecular Genetic Methods to the Diagnosis of Classical Galactosemia andInvestigation of Genotype-Phenotype correlation, Expertise In Medicine, D.İrem(Student), 2018Uyguner Z. O., Toksoy G., Evaluation of disorders of sexual development associated genes by next generation sequencingtechnology, Postgraduate, A.AGHAYEV(Student), 2018



Uyguner Z. O., Toksoy G., SUBKORTİKAL ENFARKT VE LÖKOENSEFALOPATİ İLE GİDEN SEREBRAL ARTERİYOPATİ(CADASIL/CARASIL) HASTALIĞI İLE İLİŞKİLİ NOTCH3 VE HTRA1 GEN MUTASYONLARININ ARAŞTIRILMASI,Postgraduate, B.RÜSTEMOĞLU(Student), 2018UYGUNER Z. O., Non-Sendromik Diş Agenezisi İle İlişkili Yeni Genlerin Ve Sinyal Yolaklarının Yeni Nesil DizilemeTeknolojileri İle Araştırılması, Doctorate, N.Dinçkan(Student), 2016UYGUNER Z. O., Fanconi anemili olgularda, ilişkili genlerin yeni nesil dizileme teknolojisi ile taranması ve mutasyonlarınsaptanması, Postgraduate, G.Bagirova(Student), 2016UYGUNER Z. O., Radiyal Işın Defektlerinin Klinik Sınıflandırılması ve Etyopatogenezinin Araştırılması, Expertise InMedicine, Ş.Avcı(Student), 2015UYGUNER Z. O., Sendromik ve Non-Sendromik Kraniosinostoz Olgularında FGFR1, FGFR2, FGFR3, TWIST1, MSX2, POR,FREM1, ve RAB23 Genlerinde Moleküler Analizler, Postgraduate, V.Karaman(Student), 2015UYGUNER Z. O., Moebius Sendromlu Olgularda HOXA1, HOXA2, HOXB1 ve HOXB2 Gen İlişkisinin DNA Dizileme Yöntemiile Araştırılması, Postgraduate, H.Özgür(Student), 2011UYGUNER Z. O., X’e Bağlı Sendromik ve Non-Sendromik Mental Retardasyonlu Hastalarda Aristaless-Related Homeobox(ARX) ve Metil-CpG Bağlkayıcı protein 2 (MECP2) Genlerinin İncelenmesi, Expertise In Medicine, Ş.Candan(Student),2010UYGUNER Z. O., Non Spesifik Mental Retardasyon Olgularında FMR1 Etkileşimli Sitoplazmik protein 1 ve 2 (CYFIP1 veCYFIP2) Genlerinin İncelenmesi, Postgraduate, Z.Gamze(Student), 2008
Jury MembershipsPhD Thesis Monitoring Committee Member, PhD Thesis Monitoring Committee Member, İstanbul Üniversitesi, July, 2023PhD Thesis Monitoring Committee Member, PhD Thesis Monitoring Committee Member, İstanbul Üniversitesi, June, 2023Appointment to Academic Staff-Assistant Professorship, Appointment to Academic Staff-Assistant Professorship, İstanbulÜniversitesi, June, 2023Associate Professor Exam, Associate Professor Exam, Akdeniz Üniversitesi, May, 2023Doctoral Examination, Doctoral Examination, İstanbul Üniversitesi, May, 2023Appointment to Academic Staff-Professorship, Appointment to Academic Staff-Professorship, İstanbul Üniversitesi,January, 2023Appointment to Academic Staff-Assistant Professorship, Appointment to Academic Staff-Assistant Professorship, İstanbulÜniversitesi, January, 2023Appointment to Academic Staff-Assistant Professorship, Appointment to Academic Staff-Assistant Professorship, İstanbulÜniversitesi, January, 2023Doctorate, Doctorate, Koç Üniversitesi, January, 2023Appointment to Academic Staff-Professorship, Appointment to Academic Staff-Professorship, Akdeniz Üniversitesi,November, 2022Doctoral Examination, Doctoral Examination, Koç Üniversitesi, November, 2022Doctoral Examination, Doctoral Examination, Koç Üniversitesi, October, 2022Associate Professor Exam, Associate Professor Exam, Istanbul University, May, 2022Doctoral Examination, Doctoral Examination, İstanbul Üniversitesi, April, 2022Expertise In Medicine, Expertise In Medicine, İstanbul Üniversitesi, April, 2022Doctoral Examination, Doctoral Examination, İstanbul Üniversitesi, April, 2022Appointment to Academic Staff-Professorship, Appointment to Academic Staff-Professorship, Marmara Üniversitesi,February, 2022Doctoral Examination, Doctoral Examination, Marmara Üniversitesi, January, 2022Post Graduate, Post Graduate, İstanbul Üniversitesi, December, 2021Expertise In Medicine, Expertise In Medicine, İstanbul Üniversitesi, July, 2021Doctorate, Doctorate, Marmara Üniversitesi, June, 2021Doctoral Examination, Doctoral Examination, İstanbul Üniversitesi, May, 2021Post Graduate, Post Graduate, İstanbul Üniversitesi, February, 2021



Appointment to Academic Staff-Assistant Professorship, Appointment Academic Staff, İstanbul Okan Üniversitesi,September, 2020Appointment to Academic Staff-Assistant Professorship, Appointment Academic Staff, İstanbul Okan Üniversitesi,September, 2020Appointment to Academic Staff-Assistant Professorship, Appointment Academic Staff, İstanbul Okan Üniversitesi,September, 2020Appointment to Academic Staff-Assistant Professorship, Appointment Academic Staff, İstanbul Okan Üniversitesi,September, 2020Appointment to Academic Staff-Assistant Professorship, Appointment Academic Staff, İstanbul Okan Üniversitesi,September, 2020Doctorate, Doctorate, Trakya Üniversitesi, September, 2020Doctorate, Doctorate, İstanbul Üniversitesi, August, 2020Appointment to Academic Staff-Assistant Professorship, Appointment Academic Staff, Marmara Üniversitesi, August,2020Doctorate, Doctorate, İstanbul Üniversitesi-Cerrahpaşa, July, 2020Post Graduate, Akciğer Kanserli Hastalarda CHD5 Geninin Metillenme Analizinin Araştırılması, Sağlık Bilimleri Enstitüsü,İstanbul Üniversitesi, January, 2013Post Graduate, T Hücreli Akut Lenfoblastik Lösemili Hastalarda Mikro RNA (MiRNA) Gen Anlatımının Tespiti, SağlıkBilimleri Enstitüsü, İstanbul Üniversitesi, July, 2012Post Graduate, Fetal Merkezi Sinir Sistemi Anomalilerinde Submikroskobik Kromozom Anomalilerinin MolekülerTekniklerle Araştırılması, Sağlık Bilimleri Enstitüsü, İstanbul Üniversitesi, July, 2012Post Graduate, Hücre Soylarını Oluşturmada Kullanılan Plazmid Profilinin Belirlenmesi, Sağlık Bilimleri Enstitüsü, İstanbulÜniversitesi, July, 2012Expertise In Medicine, Frontonazal dizostozlu olgularda klinik sınıflandırma ve nörokristopati ile ilişkilendirilmiş genlerinaraştırılması, İstanbul Tıp Fakültesi, İstanbul Üniversitesi, June, 2012Doctorate, Trombosit Glikoprotein IIb/IIIa (GpIIb/IIIa) Reseptör Polimorfizminin Kardiyopulmoner Baypas SonrasıGörülen İnflamatuar Yanıt ve Erken Klinik Sonuçlar Üzerindeki Etkilerinin Araştırılması, Sağlık Bilimleri Enstitüsü,Marmara Üniversitesi, June, 2012Doctorate, Meme Kanserli Olgularda Trombosit Glikoprotein IIB/IIIA (GPIIB/IIIA) Reseptörünün İzolasyonu ve GenetikPolimorfizmi, Sağlık Bilimleri Enstitüsü, Marmara Üniversitesi, June, 2012Doctorate, Glikoprotein IIB-IIIA Polimorfizminin Kronik Obstruktif Akciğer Hastalığında İnflamatuar Yanıtla İlişkisi, SağlıkBilimleri Enstitüsü, Marmara Üniversitesi, June, 2012Post Graduate, Doğumsal Ağız-Çene Malformasyonlarının Sınıflandırılması, Genetik Sendromlarla İlişkilendirilmesi veEtyopatogenezi, Sağlık Bilimleri Enstitüsü, İstanbul Üniversitesi, December, 2011Post Graduate, Moebius Sendromlu Olgularda HOXA1, HOXA2, HOXB1 ve HOXB2 Gen İlişkisinin DNA Dizileme Yöntemi ileAraştırılması, Sağlık Bilimleri Enstitüsü, İstanbul Üniversitesi, September, 2011Expertise In Medicine, Nöronal Migrasyon Anomalilerinde Genotip-Fenotip İlişkisi, İstanbul Tıp Fakültesi, İstanbulÜniversitesi, July, 2010Expertise In Medicine, X’e Bağlı Sendromik ve Non-Sendromik Mental Retardasyonlu Hastalarda Aristaless-RelatedHomeobox (ARX) ve Metil-CpG Bağlkayıcı protein 2 (MECP2) Genlerinin İncelenmesi, İstanbul Tıp Fakültesi, İstanbulÜniversitesi, June, 2010Doctorate, “Substractive” hibridizasyon cDNA kütüphanesinden elde edilen kalbe özgü yeni genlerin genomikorganizasyonlarının belirlenmesi ve fonksiyonel analizleri, Sağlık Bilimleri Enstitüsü, İstanbul Üniversitesi, January, 2010Post Graduate, Apolipoprotein D Gen Varyasyonlarının Kardiyovasküler Hastalıklar ve Metabolik Sendrom İle İlişkisi,Sağlık Bilimleri Enstitüsü, İstanbul Üniversitesi, July, 2009Academic Staff Examination, DETAE Tıbbi Genetik Anabilim Dalına öğretim görevlisi kadrosuna başvuran adaylarayapılan bilim sınavı, İstanbul Üniversitesi, July, 2009Doctorate, Kalıtsal Aritmojenik Hastalıklarla ilişkili Yeni Genlerin, Gen Haritalama, Pozisyonel Klonlama ve Aday GenTarama Yöntemleri ile Tanımlanması, Sağlık Bilimleri Enstitüsü, İstanbul Üniversitesi, February, 2009Academic Staff Examination, DETAE Uzman kadrosuna başvuran adaylara yapılacak bilim sınavı, İstanbul Üniversitesi,December, 2008



Doctorate, Kalbe Özgü “Substractive” Hibridizasyon Kütüphanesinden Seçilen Yeni Genlerin Analizi, Sağlık BilimleriEnstitüsü, İstanbul Üniversitesi, November, 2008Post Graduate, Non Spesifik Mental Retardasyon Olgularında FMR1 Etkileşimli Sitoplazmik protein 1 ve 2 (CYFIP1 veCYFIP2) Genlerinin İncelenmesi, Sağlık Bilimleri Enstitüsü, İstanbul Üniversitesi, July, 2008Doctorate, Kalıtsal Duyma Kayıplarına Neden Olan Genlerin; Haritalama, Kritik Bölge Analizi, ve Mutasyon TaramaYöntemleri ile Saptanması, Sağlık Bilimleri Enstitüsü, İstanbul Üniversitesi, March, 2008
Published journal articles indexed by SCI, SSCI, and AHCII. Novel variants ensued genomic imprinting in familial central precocious puberty.   Karaman V., Karakilic-Ozturan E., Poyrazoglu Ş., Gelmez M. Y., Bas F., Darendeliler F., Uyguner Z. O.Journal of endocrinological investigation, 2024 (SCI-Expanded)II. Association of antenatal evaluations with postmortem and genetic findings in the series o f fetal    osteogenesis imperfecta. Senturk L., Gulec Ç., Sarac Sivrikoz T., Kayserili H., Kalelioglu I. H., Avci S., Has R., Coucke P., Kalayci T., Wollnik B., etal.Fetal diagnosis and therapy, 2024 (SCI-Expanded)III. Clinical and molecular characteristics o f 26 fetuses with lethal multiple congenital contractures  Turgut G. T., Altunoglu U., Gulec Ç., Sarac Sivrikoz T., Kalaycı T., Toksoy G., Avcı Ş., Yıldırım B. T., Sayın G. Y.,Kalelioglu I. H., et al.CLINICAL GENETICS, 2024 (SCI-Expanded)IV. Novel GALT variations and genetic spectrum in Turkish population with the correlation of genotypeand phenotype.Kalay I., Gulec C., Balcı M. C., Toksoy G., Gokcay G., Basaran S., Demirkol M., Uyguner Z. O.Annals of human genetics, vol.87, no.6, pp.285-294, 2023 (SCI-Expanded)V. Trichothiodystrophy-associated MPLKIP maintains DBR1 levels for  proper lariat debranching and   ectodermal differentiation.Theil A. F., Pines A., Kalayci T., Heredia-Genestar J. M., Raams A., Rietveld M. H., Sridharan S., Tanis S. E., Mulder K.W., Büyükbabani N., et al.EMBO molecular medicine, 2023 (SCI-Expanded)VI. Phenotypic features o f RETREG1-related hereditary sensory autonomic neuropathy  Çakar A., Bagırova G., Durmuş H., Uyguner O., Parman Y.Journal of the Peripheral Nervous System, vol.28, no.3, pp.351-358, 2023 (SCI-Expanded)VII. A novel RNPC3 gene variant expands the phenotype in patients with congenital hypopituitarism and neuropathyAbali Z. Y., Ili E. G., Baş F., Ozkan M. U., Güleç Ç., Toksoy G., Öztürk A. P., Ozturan E. K., Aslanger A. D., Caliskan M., etal.HORMONE RESEARCH IN PAEDIATRICS, 2023 (SCI-Expanded)VIII. Phenotype-genotype correlations of GH1 gene variants in patients with iso lated growth hormone   deficiency (IGHD) or multiple pituitary hormone deficiency (MPHD)Öztürk A. P., Abali Z. Y., Aslanger A. D., Baş F., Toksoy G., Karaman V., Bagirova G., Poyrazoğlu Ş., Uyguner Z. O.,Darendeliler F. F.HORMONE RESEARCH IN PAEDIATRICS, 2023 (SCI-Expanded)IX. Clinical and bi-genomic DNA findings of patients suspected to  have mitochondrial diseases GEDİKBAŞI A., TOKSOY G., KARACA M., GÜLEÇ Ç., BALCI M. C., Gunes D., Gunes S., ASLANGER A. D., ÜNVERENGİL G.,KARAMAN B., et al.FRONTIERS IN GENETICS, vol.14, 2023 (SCI-Expanded)X. <i>PROKR2</i> Mutations in Patients with Short Stature Who Have Iso lated Growth Hormone  Deficiency and Multiple Pituitary Hormone DeficiencyKardelen A. D., Najafli A., Baş F., Karaman B., Toksoy G., Poyrazoğlu Ş., Avcı Ş., Altunoğlu U., Yavaş Abalı Z., Öztürk A.



P., et al.JOURNAL OF CLINICAL RESEARCH IN PEDIATRIC ENDOCRINOLOGY, vol.15, no.4, pp.338-347, 2023 (SCI-Expanded)XI. Prenatal ultrasonographic features in Blomstrand osteochondrodysplasia: Antenatal case series  confirmed by postmortem radio logy and molecular diagnosis Saraç Sivrikoz T., Kalayci T., Senturk L., Karaman V., Kalelioglu I. H., Has R., Kayserili H., Uyguner Z. O., Nishimura G.,Altunoglu U.PRENATAL DIAGNOSIS, vol.42, no.12, pp.1503-1510, 2022 (SCI-Expanded)XII. A cause of familial central precocious puberty: A Novel variant in the DLK1 gene and low serum   DLK1 levelsOzturan E. K., Karaman V., Gelmez M. Y., Yildiz M., Poyrazoglu S., Bas F., Uyguner Z. O., Darendeliler F.HORMONE RESEARCH IN PAEDIATRICS, vol.95, no.SUPPL 2, pp.351, 2022 (SCI-Expanded)XIII. Clinical and molecular genetic findings of Crisponi/cold-induced sweating syndrome (CS/CISS) spectrum in patients from Turkey. Yılmaz Gulec E., Turgut G. T., Gezdırıcı A., Karaman V., Ozturk F. N., Avcı S., Kalaycı T., Senturk L., Ayaz A., Kayserılı H.,et al.Clinical genetics, vol.102, no.3, pp.201-217, 2022 (SCI-Expanded)XIV. Evaluation of Genetic Etio logy in Children Born Small for  Gestational Age with Persistent Short    Stature: Preliminary ResultsOzturk A. P., Aslanger A., Ozturan E. K., Konur E. N., Gulec C., Karaman V., Yildiz M., Yesil G., Toksoy G., Poyrazoglu S.,et al.HORMONE RESEARCH IN PAEDIATRICS, vol.95, no.SUPPL 2, pp.313, 2022 (SCI-Expanded)XV. Evaluation of Early Puberty in Patients with MC2R Deficiency Ozturan E. K., Bas F., Abali Z. Y., Karaman V., Poyrazoglu S., Uyguner Z. O., Darendeliler F.HORMONE RESEARCH IN PAEDIATRICS, vol.95, no.SUPPL 2, pp.354, 2022 (SCI-Expanded)XVI. Clinical and molecular evaluation of MEFV gene variants in the Turkish population: a study by the National Genetics ConsortiumDÜNDAR M., FAHRİOGLU U., Yildiz S. H., Bakir-Gungor B., TEMEL Ş. G., AKIN H., ARTAN S., Cora T., ŞAHİN F. İ.,DURSUN A., et al.FUNCTIONAL & INTEGRATIVE GENOMICS, vol.22, no.3, pp.291-315, 2022 (SCI-Expanded)XVII. Mutations in AR or SRD5A2 Genes: Clinical F indings, Endocrine Pitfalls, and Genetic Features o f   Children with 46,XY DSDAkcan N., Uyguner O., Bas F., Altunoglu U., Toksoy G., Karaman B., Avci S., Abali Z. Y., Poyrazoglu S., Aghayev A., et al.JOURNAL OF CLINICAL RESEARCH IN PEDIATRIC ENDOCRINOLOGY, vol.14, no.2, pp.153-171, 2022 (SCI-Expanded)XVIII. Long-term fo llow-up findings in a Turkish girl with osteogenesis imperfecta type XX caused by a   homozygous MESD variantULUDAĞ ALKAYA D., UYGUNER Z. O., Gunes N., TÜYSÜZ B.AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.188, pp.1639-1646, 2022 (SCI-Expanded)XIX. Functional loss o f ubiquitin-specific protease 14 may lead to  a novel distal arthrogryposis    phenotype.Turgut G. T., Altunoglu U., Sivrikoz T. S., Toksoy G., Kalayci T., Avci S., Karaman B., Gulec C., Basaran S., Sayin G., et al.Clinical genetics, vol.101, no.4, pp.421-428, 2022 (SCI-Expanded)XX. BEND4 as a Candidate Gene for an Infection-Induced Acute Encephalopathy Characterized by a Cystand Calcification of the Pons and Cerebellar  Atrophy  KARA B., Uyguner O., Genc H., Islek E. E., KASAP M., TOKSOY G., AKPINAR G., Yalcin E. U., ANIK Y., Ustek D.MOLECULAR SYNDROMOLOGY, vol.13, no.1, pp.12-22, 2022 (SCI-Expanded)XXI. Long-Term Follow-Up Outcomes of 19 Patients with Osteogenesis Imperfecta Type XI and Bruck Syndrome Type I Caused by FKBP10 VariantsYÜKSEL ÜLKER A., ULUDAĞ ALKAYA D., Elkanova L., ŞEKER A., Akpinar E., Akarsu N. A., Uyguner Z. O., TÜYSÜZ B.CALCIFIED TISSUE INTERNATIONAL, vol.109, no.6, pp.633-644, 2021 (SCI-Expanded)



XXII. Clinical and molecular genetic findings of hereditary Parkinson's patients from Turkey.  Emekli I., Tepgeç F., Samancı B., Toksoy G., Hasanoğulları Kına G., Tüfekçioğlu Z., Başaran S., Bilgiç B., Gürvit I. H.,Emre M., et al.Parkinsonism & related disorders, vol.93, pp.35-39, 2021 (SCI-Expanded)XXIII. Frequency of frontotemporal dementia-related gene variants in Turkey  ARTAN S., ERZURUMLUOĞLU GÖKALP E., Samanci B., Adapinar D. O., Bas H., Tepgec F., Ekenel E. Q., ÇİLİNGİR O.,Bilgic B., Gurvit H., et al.NEUROBIOLOGY OF AGING, vol.106, 2021 (SCI-Expanded)XXIV. Response to  growth hormone therapy with high IGF-1-levels and severe insulin resistance in two-   cases with SOFT syndrome: A novel homozygous mutation in POC1A Karakilic-Ozturan E., Altuoglu U., Ozturk A. P., Toksoy G., Turgut G. T., Poyrazoglu S., Bas F., Uyguner O., DarendelilerF.HORMONE RESEARCH IN PAEDIATRICS, vol.94, no.SUPPL 1, pp.317, 2021 (SCI-Expanded)XXV. Sequence of MKRN3 and DLK1 genes in cases with familial central precocious puberty  Karaman V., Karakilic-Ozturan E., Bas F., Poyrazoglu S., Basaran S., Darendeliler F., Uyguner Z. O.HORMONE RESEARCH IN PAEDIATRICS, vol.94, no.SUPPL 1, pp.167-168, 2021 (SCI-Expanded)XXVI. Skeletal and molecular findings in 51 Cleidocranial dysplasia patients from Turkey   Berkay E. G., Elkanova L., Kalayci T., ULUDAĞ ALKAYA D., Altunoglu U., Cefle K., Mihci E., NUR B., Tasdelen E.,Bayramoglu Z., et al.AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.185, no.8, pp.2488-2495, 2021 (SCI-Expanded)XXVII. A novel PSEN2 p.Ser175Phe variant in a family with Alzheimer's disease  Guven G., Samancı B., Güleç Ç., Hanagasi H., Gürvit İ. H., Gokalp E. E., Tepgec F., Guler S., Uyguner Z. O., Bilgiç B.NEUROLOGICAL SCIENCES, vol.42, no.6, pp.2497-2504, 2021 (SCI-Expanded)XXVIII. Functional Connectivity Analysis in Heterozygous Glucocerebrosidase Mutation Carriers Sezgin M., Kicik A., Bilgic B., Kurt E., Bayram A., Hanagası H. A., Tepgec F., Toksoy G., Gurvit H., Uyguner O., et al.JOURNAL OF PARKINSONS DISEASE, vol.11, no.2, pp.559-568, 2021 (SCI-Expanded)XXIX. A case report o f a rare nonsense ZP1 variant in a patient with oocyte maturation defect  Berkay E. G., Karaman B., Toksoy G., Selçuk B. Ş., Uyguner Z. O., Başaran S.EUROPEAN JOURNAL OF HUMAN GENETICS, vol.28, no.SUPPL 1, pp.155-156, 2020 (SCI-Expanded)XXX. Gene mutation spectrum of thalassemia patients from Azerbaijan  Aghayev A., Huseynov V., Aliyev E., Najafli A., Jafarova K., Mammadova A., Bayramli R., UYGUNER Z. O.EUROPEAN JOURNAL OF HUMAN GENETICS, vol.28, no.SUPPL 1, pp.318-319, 2020 (SCI-Expanded)XXXI. Follow-up findings and genotype-phenotype correlation in 18 Turkish patients with biallelic mutation in the FKBP10 gene Ulker A. Y., ULUDAĞ ALKAYA D., Yesil G., TOKSOY G., UYGUNER Z. O., Tuysuz B.EUROPEAN JOURNAL OF HUMAN GENETICS, vol.28, no.SUPPL 1, pp.238, 2020 (SCI-Expanded)XXXII. Two cases with central precocious puberty caused by paternally inherited novel variants in  DLK1geneKaraman V., Ozturan E. K., Bas F., Başaran S., Uyguner Z. O.EUROPEAN JOURNAL OF HUMAN GENETICS, no.SUPPL 1, pp.213, 2020 (SCI-Expanded)XXXIII. Clinical and Molecular Characterization of Fanconi Anemia Patients in Turkey Toksoy G., Uludaǧ Alkaya D., Bagirova G., Avcl Ş., Aghayev A., Günes N., Altunoǧlu U., Alanay Y., Başaran S., Berkay E.G., et al.MOLECULAR SYNDROMOLOGY, vol.11, no.4, pp.183-196, 2020 (SCI-Expanded)XXXIV. Primary coenzyme Q10 Deficiency-6 (COQ10D6): Two siblings with variable expressivity o f the renal  phenotypeYildirim Z. N., Toksoy G., Uyguner O., Nayir A., Yavuz S., Altunoglu U., Turkkan O. N., Sevinc B., Gokcay G. F., Gunes D.K., et al.EUROPEAN JOURNAL OF MEDICAL GENETICS, vol.63, no.1, 2020 (SCI-Expanded)XXXV. Clinical and Genetic Investigation of Premature Ovarian Insufficiency Cases from Turkey  Oral E., Toksoy G., Sofiyeva N., Celik H. G., Karaman B., Basaran S., Azami A., Uyguner Z. O.
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Scientific RefereeingFRONTIERS IN GENETICS, Journal Indexed in SCI-E, June 2023AMERICAN JOURNAL OF MEDICAL GENETICS, PART A, Journal Indexed in SCI-E, April 2023ANNALS OF HUMAN GENETICS, Journal Indexed in SCI-E, April 2023JCRPE JOURNAL OF CLINICAL RESEARCH IN PEDIATRIC ENDOCRINOLOGY, Journal Indexed in SCI-E, March 2023CLINICAL GENETICS, Journal Indexed in SCI-E, March 2023ACTA NEUROLOGICA SCANDINAVICA, Journal Indexed in SCI-E, January 2023Turkish Journal of Nephrology, Journal Indexed in SCI-E, November 2022FRONTIERS IN GENETICS, Journal Indexed in SCI-E, November 2022JCRPE JOURNAL OF CLINICAL RESEARCH IN PEDIATRIC ENDOCRINOLOGY, Journal Indexed in SCI-E, November 2022AMERICAN JOURNAL OF MEDICAL GENETICS, PART A, Journal Indexed in SCI-E, November 2022JOURNAL OF APPLIED ORAL SCIENCE, Journal Indexed in SCI-E, November 2022CLINICAL GENETICS, Journal Indexed in SCI-E, November 2022TRANSLATIONAL NEUROSCIENCE, Journal Indexed in SCI-E, November 2022DIAGNOSTICS, Journal Indexed in SCI-E, August 2022JOURNAL OF ISTANBUL FACULTY OF MEDICINE-ISTANBUL TIP FAKULTESI DERGISI, Other Journals, July 2022Project Supported by Higher Education Institutions, BAP Research Project, Altinbas University, Turkey, December 2021NEUROPEDIATRICS, Journal Indexed in SCI-E, November 2021INTERNATIONAL JOURNAL OF ENDOCRINOLOGY, Journal Indexed in SCI-E, November 2021AMERICAN JOURNAL OF MEDICAL GENETICS, Journal Indexed in SSCI, August 2021BALKAN MEDICAL JOURNAL, Journal Indexed in SSCI, May 2021Project Supported by Higher Education Institutions, BAP Research Project, Altinbas University, Turkey, December 2020TUBITAK Project, 1002 - Quick Support Program, Ege University, Turkey, October 2020ORAL DISEASES, SCI Journal, June 2020Project Supported by Higher Education Institutions, BAP Research Project, İstanbul University-Cerrahpaşa, Turkey, June2020Turkey Institutes of Health Administration Project, Kastamonu University, Turkey, June 2020Turkey Institutes of Health Administration Project, ZET MEDİKAL TEKSTİL DIŞ TİCARET LTD ŞTİ, Turkey, April 2020TUBITAK Project, 1002 - Quick Support Program, Istanbul University, Turkey, April 2020TUBITAK Project, 1002 - Quick Support Program, Sivas Cumhuriyet University, Turkey, April 2020Project Supported by Higher Education Institutions, BAP Research Project, Bursa Uludağ University, Turkey, February2020NEUROPEDIATRICS, SCI Journal, January 2020JOURNAL OF CLINICAL RESEARCH IN PEDIATRIC ENDOCRINOLOGY, Journal Indexed in SCI-E, January 2020Turkey Institutes of Health Administration Project, Bahcesehir University, Turkey, January 2020AMERICAN JOURNAL OF MEDICAL GENETICS PART A, SCI Journal, October 2019Project Supported by Higher Education Institutions, BAP Research Project, Istanbul University, Turkey, July 2019NEUROMUSCULAR DISORDERS, SCI Journal, May 2019TUBITAK Project, 1001 - Program for Supporting Scientific and Technological Research Projects, İzmir Sağlık BilimleriÜniversitesi Tepecik Eğitim ve Araştırma Hastanesi, Turkey, May 2019TUBITAK Project, 1001 - Program for Supporting Scientific and Technological Research Projects, Acibadem Mehmet AliAydinlar University, Turkey, May 2019TUBITAK Project, 1001 - Program for Supporting Scientific and Technological Research Projects, Suleyman DemirelUniversity, Turkey, May 2019Project Supported by Higher Education Institutions, BAP Research Project, İstanbul University-Cerrahpaşa, Turkey, April2019TUBITAK Project, November 2016TUBITAK Project, November 2015TUBITAK Project, October 2015TUBITAK Project, May 2015



TUBITAK Project, May 2015TUBITAK Project, May 2015TUBITAK Project, May 2015TUBITAK Project, May 2015TUBITAK Project, March 2015TUBITAK Project, March 2015TUBITAK Project, November 2013
Scientific ConsultationsSağlık Hizmetleri Genel Müdürlüğü Doku Organ Nakli ve Diyaliz Hizmetleri, Scientific Consultancy, Istanbul University,Istanbul Medical Faculty, Division Of Medical Sciences , Turkey, 2019 - ContinuesT.C. SAĞLIK BAKANLIĞI Halk Sağlığı Genel Müdürlüğü, Scientific Consultancy, Istanbul University, Istanbul MedicalFaculty, Division Of Medical Sciences , Turkey, 2018 - Continuesİstanbul İl Sağlık Müdürlüğü, Scientific Consultancy, Istanbul University, Istanbul Medical Faculty, Division Of MedicalSciences , Turkey, 2019 - 2019T.C. SAĞLIK BAKANLIĞI Halk Sağlığı Genel Müdürlüğü, Scientific Consultancy, Istanbul University, Istanbul MedicalFaculty, Division Of Medical Sciences , Turkey, 2019 - 2019
Scientific Research / Working Group MembershipsCRANIRARE-2, İSTANBUL ÜNİVERSİTESİ, Turkey, http://www.cranirare.eu/, 2012 - 2016CRANIRARE-1, İSTANBUL ÜNİVERSİTESİ, Turkey, http://www.cranirare.eu/, 2008 - 2012
MetricsPublication: 264 Citation (WoS): 1443 Citation (Scopus): 1513 H-Index (WoS): 20 H-Index (Scopus): 21
Congress and Symposium Activities2. Ulusal HematoOnkoGenetik Kongresi, Session Moderator, Gazimagusa, Cyprus (Kktc), 2023AZLTK&LAB EXPO , Invited Speaker, Baku, Azerbaijan, 202345. Pediatri Günleri 24. Pediatri Hemşireliği Günleri, Session Moderator, İstanbul, Turkey, 2023Nörogenetik Kursu ve Nörometabolik Hastalıklar sempozyumu, Session Moderator, İstanbul, Turkey, 202315. Ulusal Tıbbi Genetik Kongresi, Session Moderator, Muğla, Turkey, 2022VI. Nadir Görülen Hastalıklar Sempozyumu ve Nörogenetik Kursu Bağlantı Linkleri, Session Moderator, İstanbul, Turkey,2022GENÇ MERAKLILAR İÇİN NÖROGENETİK SEMİNERİ, Invited Speaker, İstanbul, Turkey, 20227. Uluslararası Erciyes Tıp Tibbi Genetik Kongresi, Session Moderator, Kayseri, Turkey, 202244. Pediatri Günleri 23. Pediatri Hemşireliği Günleri Kongres, Session Moderator, İstanbul, Turkey, 2022Tıbbi Genetik Derneği Akademisi, Invited Speaker, Ankara, Turkey, 2022American Society of Human Genetics Congress, Attendee, Maryland, United States Of America, 201519.UlusaL Pediatrik Endokrinoloji ve Diyabet Kongresi, Attendee, İstanbul, Turkey, 2015European Society of Pediatric Endocrinology, 54rd Annual Meeting, Attendee, Barcelona, Spain, 2015



European Society of Human Genetics Congress, Attendee, Glasgow, United Kingdom, 2015International Association for Dental Research (IADR), Attendee, Massachusetts, United States Of America, 2015Endocrine Society's 97th Annual Meeting and Expo, Attendee, California, United States Of America, 2015I. Endokrin-Genetik Sempozyumu, Attendee, İzmir, Turkey, 2015European Society of Pediatric Endocrinology, 53rd Annual Meeting, Attendee, Dublin, Ireland, 2014European Academy of Allergy and Clinical Immunology Congress, Attendee, København, Denmark, 2014European Human Genetic Conference, Attendee, Milano, Italy, 2014European Human Genetics Conference, Attendee, Paris, France, 20136th Dysmophology Days, Attendee, İstanbul, Turkey, 2013European Human Genetics Conference, Attendee, Nürnberg, Germany, 2012European Human Genetics Conference, Attendee, Amsterdam, Netherlands, 20115th Dysmophology Days, Attendee, İstanbul, Turkey, 20119. Ulusal Prenatal Tanı ve Tıbbi Genetik Kongresi, Attendee, İstanbul, Turkey, 20109. Ulusal Tıbbi Genetik Kongresi, Attendee, İstanbul, Turkey, 20104th Dysmophology Days, Attendee, İstanbul, Turkey, 2009European Human Genetics Conference, Attendee, Barcelona, Spain, 20088. Ulusal Prenatal Tanı ve Tıbbi Genetik Kongresi, Attendee, Çanakkale, Turkey, 2008European Cytogenetics Conference, Attendee, İstanbul, Turkey, 20076. Ulusal Pediatrik Kardiyoloji ve Kardiyak Cerrahi Kongresi, Attendee, İstanbul, Turkey, 2006International Congress of Human Genetics Conference, Attendee, Brisbane, Australia, 20067. Ulusal Prenatal Tanı ve Tıbbi Genetik Kongresi, Attendee, Kayseri, Turkey, 2006I. Ulusal Moleküler Tıp Kongresi, Attendee, İstanbul, Turkey, 20056. Ulusal Prenatal Tanı ve Tıbbi Genetik Kongresi, Attendee, Antalya, Turkey, 20045. Ulusal Prenatal Tanı ve Tıbbi Genetik Kongresi, Attendee, Konya, Turkey, 2002Internatioanal Congress of Human Genetics, Attendee, Vienna, Austria, 20014. Ulusal Prenatal Tanı ve Tıbbi Genetik Kongresi, Attendee, İzmir, Turkey, 20003. Ulusal Prenatal Tanı ve Tıbbi Genetik Kongresi, Attendee, Marmaris, Turkey, 1998
Non Academic ExperienceAbdi İbrahim İlaç Sanayi ve Ticaret A.Ş.University of Texas at San AntonioWyeth Laboratuarları A.Ş.Oakland ÜniversitesiOakland Üniversitesi
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