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Education Information

Post Doctorate, University of Texas at San Antonio, Health Science Center, Obstetrics An Gynecology, United States Of
America 1990 - 1991

Doctorate, Marmara University, Marmara Universitesi, Saghk Bilimleri Enstitiisii, Biyokimya Ana Bilim Dali, Turkey 1985 -
1989

Postgraduate, Oakland University, Faculty of Science, Chemistry, United States Of America 1983 - 1985

Undergraduate, Oakland University, Faculty of Science, Biochemistry, United States Of America 1980 - 1983

Foreign Languages

English, C1 Advanced

Dissertations

Doctorate, Beta-Talasemi hastalarinda gen amplifikasyonu ve sentetik oligonukleotid hibridizasyonu yontemleri ile nokta
mutasyonlariin arastirilmasi, Marmara University, Saglk Bilimleri Enstitiisii, Biyokimya Ad, 1989

Postgraduate, Cloning of rat liver LP-26 gene in bacteria, Oakland University, Faculty of Science, Kimya, 1985

Research Areas

Medicine, Health Sciences, Internal Medicine Sciences, Medical Genetics

Academic Titles / Tasks

Professor, Istanbul University, Istanbul Medical Faculty, Division of Medical Sciences , 2012 - Continues
Associate Professor, Istanbul University, Istanbul Medical Faculty, Division of Medical Sciences , 2005 - 2012
Research Assistant PhD, Istanbul University, Institute of Child Health, Dahili Tip Bilimleri B6liimii, 1997 - 2005


tel:+90 212 414 2000
tel:+90 212 414 2000

Research Assistant PhD, University of Texas at San Antonio, Health Science Center, Obstetric And Gynecology, 1990 -
1991
Research Assistant, Oakland University, Faculty of Science, Chemistry, 1983 - 1985

Academic and Administrative Experience

Head of Department, Istanbul University, Istanbul Medical Faculty, Division Of Medical Sciences , 2022 - Continues

Courses

PRENATAL VE PREIMPLANTASYON TANI VE DANISMANLIGI, Postgraduate, 2022 - 2023

TEMEL TIBBI GENETIK, Postgraduate, 2022 - 2023

GENETIK HASTALIKLARIN TARAMA VE TANI TESTLERI, Postgraduate, 2023 - 2024, 2022 - 2023

INSAN GENETIGI, Postgraduate, 2023 - 2024, 2022 - 2023

GENETIK DANISMA PRATIK UYGULAMALARI, Postgraduate, 2023 - 2024, 2022 - 2023

KLINIK GENETIKTE LITERATUR ARASTIRMA STRATEJILERI VE ANALIZLERI, Postgraduate, 2022 - 2023
MENDEL VE MENDEL DISI HASTALIKLAR, Doctorate, 2022 - 2023

Non Mendel Kalitim-II Dinamik Mutasyon, Maternal Kaliim, Undergraduate, 2012 - 2013

Molekiiler Uygulamalar, Undergraduate, 2012 - 2013

Mutasyonlar, Polimorfizmler, Nomenklatiirleri, Olusum Mekanizmalari, Postgraduate, 2012 - 2013

Kopya Say1 Degiskenlikleri, Postgraduate, 2012 - 2013

Mutasyonlarin fonksiyonel yansimalari, Postgraduate, 2012 - 2013

Non Mendel Kalitim-I UPD, Genomik Imprinting, Undergraduate, 2012 - 2013

Hemoglobinin molekiiler patolojisi, yapisal mutasyonlara bagh hemoglobinopatiler, Doctorate, 2012 - 2013
Genomik Imprinting ve UPD, Doctorate, 2012 - 2013

Dinamik Mutasyon Hastaliklar1-II (Huntington, Frederich Ataksisi, Miyotonik Distrofi), Doctorate, 2012 - 2013
Seminer, Doctorate, 2012 - 2013

In Vivo ve In Vitro Klonlama, Postgraduate, 2012 - 2013

Seminer, Postgraduate, 2012 - 2013

UPD, Genomik Imprinting, Mitokondriyal Kalitim, Dinamik Mutasyonlar, Postgraduate, 2012 - 2013

Advising Theses

Uyguner Z. 0., TOKSOY G., Santral Erken Puberte Olgularinda Yeni Nesil Dizileme Ile Molekiiler Patolojinin Aydinlatiimasi,
Doctorate, V.KARAMAN((Student), 2021

Uyguner Z. 0., Oksidatif Fosforilasyon Sistemi Hastaliklarinda Mitokondriyal DNA Varyantlarmin Veri Madenciligi ile
Aragstirilmasi, Postgraduate, G.Sahin(Student), 2021

Uyguner Z. 0., Tan1 Konulamayan Kalitsal Metabolik Hastaliklarda Tiim Ekzom Dizi Analizinin Katkisi, Doctorate,
A.GEDIKBASI(Student), 2020

Uyguner Z. 0., Giile¢ C., Contribution of next generation sequencing to definitive diagnosis in cases with suspected
osteogenesis imperfecta in the differential diagnosis in the pre-perinatal period, Expertise In Medicine,
L.Sentiirk(Student), 2019

Uyguner Z. 0., Toksoy G., PARKINSON HASTALIGINA NEDEN OLAN BILINEN VE YENI GENLERDE iLISKILi
MUTASYONLARIN ARASTIRILMASI, Doctorate, F.TEPGEC(Student), 2018

Uyguner Z. 0., Giileg C., The contribution of Molecular Genetic Methods to the Diagnosis of Classical Galactosemia and
Investigation of Genotype-Phenotype correlation, Expertise In Medicine, D.irem(Student), 2018

Uyguner Z. 0., Toksoy G., Evaluation of disorders of sexual development associated genes by next generation sequencing
technology, Postgraduate, AAGHAYEV (Student), 2018



Uyguner Z. 0., Toksoy G., SUBKORTIiKAL ENFARKT VE LOKOENSEFALOPATI ILE GIDEN SEREBRAL ARTERIYOPATI
(CADASIL/CARASIL) HASTALIGI iLE ILISKiLi NOTCH3 VE HTRA1 GEN MUTASYONLARININ ARASTIRILMAS],
Postgraduate, BRUSTEMOGLU(Student), 2018

UYGUNER Z. 0., Non-Sendromik Dis Agenezisi ile iliskili Yeni Genlerin Ve Sinyal Yolaklarinin Yeni Nesil Dizileme
Teknolojileri ile Arastirilmasi, Doctorate, N.Dingkan(Student), 2016

UYGUNER Z. 0., Fanconi anemili olgularda, iligkili genlerin yeni nesil dizileme teknolojisi ile taranmasi ve mutasyonlarin
saptanmasi, Postgraduate, G.Bagirova(Student), 2016

UYGUNER Z. 0., Radiyal Isin Defektlerinin Klinik Siniflandirilmasi ve Etyopatogenezinin Arastirilmasi, Expertise In
Medicine, S.Avci(Student), 2015

UYGUNER Z. 0., Sendromik ve Non-Sendromik Kraniosinostoz Olgularinda FGFR1, FGFR2, FGFR3, TWIST1, MSX2, POR,
FREM1, ve RAB23 Genlerinde Molekiiler Analizler, Postgraduate, V.Karaman(Student), 2015

UYGUNER Z. 0., Moebius Sendromlu Olgularda HOXA1, HOXA2, HOXB1 ve HOXB2 Gen iliskisinin DNA Dizileme Yéntemi
ile Arastirilmasi, Postgraduate, H.0zgiir(Student), 2011

UYGUNER Z. 0., X’e Bagh Sendromik ve Non-Sendromik Mental Retardasyonlu Hastalarda Aristaless-Related Homeobox
(ARX) ve Metil-CpG Baglkayici protein 2 (MECP2) Genlerinin Incelenmesi, Expertise In Medicine, $.Candan(Student),
2010

UYGUNER Z. 0., Non Spesifik Mental Retardasyon Olgularinda FMR1 Etkilesimli Sitoplazmik protein 1 ve 2 (CYFIP1 ve
CYFIP2) Genlerinin Incelenmesi, Postgraduate, Z.Gamze(Student), 2008

Jury Memberships

Expertise In Medicine, Expertise In Medicine, istanbul Universitesi, June, 2024

PhD Thesis Monitoring Committee Member, PhD Thesis Monitoring Committee Member, istanbul Universitesi, March,
2024

PhD Thesis Monitoring Committee Member, PhD Thesis Monitoring Committee Member, Istanbul Universitesi, February,
2024

Appointment to Academic Staff-Professorship, Appointment to Academic Staff-Professorship, Istanbul Universitesi,
February, 2024

Appointment to Academic Staff - Associate Professorship, Appointment to Academic Staff - Associate Professorship,
istanbul Medeniyet Universitesi, February, 2024

Expertise In Medicine, Expertise In Medicine, Istanbul Universitesi, December, 2023

PhD Thesis Monitoring Committee Member, PhD Thesis Monitoring Committee Member, Istanbul Universitesi, July, 2023
PhD Thesis Monitoring Committee Member, PhD Thesis Monitoring Committee Member, Istanbul Universitesi, June, 2023
Appointment to Academic Staff-Assistant Professorship, Appointment to Academic Staff-Assistant Professorship, istanbul
Universitesi, June, 2023

Doctoral Examination, Doctoral Examination, Istanbul Universitesi, May, 2023

Associate Professor Exam, Associate Professor Exam, Akdeniz Universitesi, May, 2023

Appointment to Academic Staff-Assistant Professorship, Appointment to Academic Staff-Assistant Professorship, istanbul
Universitesi, January, 2023

Appointment to Academic Staff-Assistant Professorship, Appointment to Academic Staff-Assistant Professorship, istanbul
Universitesi, January, 2023

Appointment to Academic Staff-Professorship, Appointment to Academic Staff-Professorship, Istanbul Universitesi,
January, 2023

Doctorate, Doctorate, Ko¢ Universitesi, January, 2023

Doctoral Examination, Doctoral Examination, Ko¢ Universitesi, November, 2022

Appointment to Academic Staff-Professorship, Appointment to Academic Staff-Professorship, Akdeniz Universitesi,
November, 2022

Doctoral Examination, Doctoral Examination, Ko¢ Universitesi, October, 2022

Associate Professor Exam, Associate Professor Exam, Istanbul University, May, 2022

Expertise In Medicine, Expertise In Medicine, istanbul Universitesi, April, 2022



Doctoral Examination, Doctoral Examination, Istanbul Universitesi, April, 2022

Doctoral Examination, Doctoral Examination, Istanbul Universitesi, April, 2022

Appointment to Academic Staff-Professorship, Appointment to Academic Staff-Professorship, Marmara Universitesi,
February, 2022

Doctoral Examination, Doctoral Examination, Marmara Universitesi, January, 2022

Post Graduate, Post Graduate, Istanbul Universitesi, December, 2021

Expertise In Medicine, Expertise In Medicine, Istanbul Universitesi, July, 2021

Doctorate, Doctorate, Marmara Universitesi, June, 2021

Doctoral Examination, Doctoral Examination, stanbul Universitesi, May, 2021

Post Graduate, Post Graduate, istanbul Universitesi, February, 2021

Doctorate, Doctorate, Trakya Universitesi, September, 2020

Appointment to Academic Staff-Assistant Professorship, Appointment Academic Staff, istanbul Okan Universitesi,
September, 2020

Appointment to Academic Staff-Assistant Professorship, Appointment Academic Staff, istanbul Okan Universitesi,
September, 2020

Appointment to Academic Staff-Assistant Professorship, Appointment Academic Staff, istanbul Okan Universitesi,
September, 2020

Appointment to Academic Staff-Assistant Professorship, Appointment Academic Staff, istanbul Okan Universitesi,
September, 2020

Appointment to Academic Staff-Assistant Professorship, Appointment Academic Staff, istanbul Okan Universitesi,
September, 2020

Appointment to Academic Staff-Assistant Professorship, Appointment Academic Staff, Marmara Universitesi, August,
2020

Doctorate, Doctorate, istanbul Universitesi, August, 2020

Doctorate, Doctorate, Istanbul Universitesi-Cerrahpasa, July, 2020

Post Graduate, Akciger Kanserli Hastalarda CHD5 Geninin Metillenme Analizinin Arastirilmasi, Saghk Bilimleri Enstitiisii,
istanbul Universitesi, January, 2013

Post Graduate, Hiicre Soylarmi Olusturmada Kullanilan Plazmid Profilinin Belirlenmesi, Saghk Bilimleri Enstitiisii, istanbul
Universitesi, July, 2012

Post Graduate, Fetal Merkezi Sinir Sistemi Anomalilerinde Submikroskobik Kromozom Anomalilerinin Molekiiler
Tekniklerle Arastirilmasi, Saghk Bilimleri Enstitiisii, istanbul Universitesi, July, 2012

Post Graduate, T Hiicreli Akut Lenfoblastik Losemili Hastalarda Mikro RNA (MiRNA) Gen Anlatiminin Tespiti, Saghk
Bilimleri Enstitiisii, Istanbul Universitesi, July, 2012

Doctorate, Trombosit Glikoprotein IIb/IIla (Gpllb/Illa) Reseptdér Polimorfizminin Kardiyopulmoner Baypas Sonrasi
Goriilen Inflamatuar Yanit ve Erken Klinik Sonuglar Uzerindeki Etkilerinin Aragtirilmasi, Saghk Bilimleri Enstitiisii,
Marmara Universitesi, June, 2012

Doctorate, Meme Kanserli Olgularda Trombosit Glikoprotein IIB/IIIA (GPIIB/IIIA) Reseptériiniin izolasyonu ve Genetik
Polimorfizmi, Saglik Bilimleri Enstitiisii, Marmara Universitesi, June, 2012

Expertise In Medicine, Frontonazal dizostozlu olgularda klinik siniflandirma ve nérokristopati ile iliskilendirilmis genlerin
aragtirilmasi, Istanbul Tip Fakiiltesi, istanbul Universitesi, June, 2012

Doctorate, Glikoprotein IIB-IIIA Polimorfizminin Kronik Obstruktif Akciger Hastahginda inflamatuar Yanitla iligkisi, Saglik
Bilimleri Enstitiisii, Marmara Universitesi, June, 2012

Post Graduate, Dogumsal Ag1z-Cene Malformasyonlarmin Smiflandirilmasi, Genetik Sendromlarla iligkilendirilmesi ve
Etyopatogenezi, Saglik Bilimleri Enstitiisii, istanbul Universitesi, December, 2011

Post Graduate, Moebius Sendromlu Olgularda HOXA1, HOXA2, HOXB1 ve HOXB2 Gen iliskisinin DNA Dizileme Yéntemi ile
Aragstirilmasi, Saghk Bilimleri Enstitiisii, istanbul Universitesi, September, 2011

Expertise In Medicine, N6ronal Migrasyon Anomalilerinde Genotip-Fenotip iliskisi, Istanbul Tip Fakiiltesi, istanbul
Universitesi, July, 2010

Expertise In Medicine, X'e Bagh Sendromik ve Non-Sendromik Mental Retardasyonlu Hastalarda Aristaless-Related
Homeobox (ARX) ve Metil-CpG Baglkayici protein 2 (MECP2) Genlerinin incelenmesi, Istanbul Tip Fakiiltesi, istanbul

Universitesi, June, 2010



Doctorate, “Substractive” hibridizasyon cDNA kiitiiphanesinden elde edilen kalbe 6zgii yeni genlerin genomik
organizasyonlarinin belirlenmesi ve fonksiyonel analizleri, Saghk Bilimleri Enstitiisii, Istanbul Universitesi, January, 2010
Post Graduate, Apolipoprotein D Gen Varyasyonlarinin Kardiyovaskiiler Hastaliklar ve Metabolik Sendrom ile liskisi,
Saghk Bilimleri Enstitiisii, Istanbul Universitesi, July, 2009

Academic Staff Examination, DETAE Tibbi Genetik Anabilim Dalina d6gretim gorevlisi kadrosuna bagvuran adaylara
yapilan bilim sinavi, istanbul Universitesi, July, 2009

Doctorate, Kalitsal Aritmojenik Hastaliklarla iliskili Yeni Genlerin, Gen Haritalama, Pozisyonel Klonlama ve Aday Gen
Tarama Yéntemleri ile Tanimlanmasi, Saghk Bilimleri Enstitiisii, Istanbul Universitesi, February, 2009

Academic Staff Examination, DETAE Uzman kadrosuna bagvuran adaylara yapilacak bilim sinavi, istanbul Universitesi,
December, 2008

Doctorate, Kalbe Ozgii “Substractive” Hibridizasyon Kiitiiphanesinden Segilen Yeni Genlerin Analizi, Saghk Bilimleri
Enstitiisii, Istanbul Universitesi, November, 2008

Post Graduate, Non Spesifik Mental Retardasyon Olgularinda FMR1 Etkilesimli Sitoplazmik protein 1 ve 2 (CYFIP1 ve
CYFIP2) Genlerinin Incelenmesi, Saglk Bilimleri Enstitiisii, Istanbul Universitesi, July, 2008

Doctorate, Kalitsal Duyma Kayiplarina Neden Olan Genlerin; Haritalama, Kritik Bolge Analizi, ve Mutasyon Tarama
Yéntemleri ile Saptanmas, Saglik Bilimleri Enstitiisii, istanbul Universitesi, March, 2008

Published journal articles indexed by SCI, SSCI, and AHCI

I. Clinical and molecular characteristics of 26 fetuses with lethal multiple congenital contractures
Turgut G. T, Altunoglu U., Gulec C,, Sarac Sivrikoz T., Kalayci T.,, Toksoy G., Avci $., Yildirim B. T, Saymn G. Y.,
Kalelioglu I. H,, et al.

CLINICAL GENETICS, vol.105, no.6, pp.596-610, 2024 (SCI-Expanded)

II. Novel variants ensued genomic imprinting in familial central precocious puberty
Karaman V., Karakilic-Ozturan E., Poyrazoglu $., Gelmez M. Y., Bas F., Darendeliler F., Uyguner Z. O.
JOURNAL OF ENDOCRINOLOGICAL INVESTIGATION, 2024 (SCI-Expanded)

III. Association of antenatal evaluations with postmortem and genetic findings in the series of fetal
osteogenesis imperfecta.
Senturk L., Gulec C,, Sarac Sivrikoz T., Kayserili H., Kalelioglu I. H., Avci S., Has R, Coucke P., Kalayci T., Wollnik B., et
al.
Fetal diagnosis and therapy, 2024 (SCI-Expanded)

IV. Novel GALT variations and genetic spectrum in Turkish population with the correlation of genotype
and phenotype.
Kalay I, Gulec C,, Bala1 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., Biiyiikbabani N., et al.
EMBO molecular medicine, 2023 (SCI-Expanded)

VI. Evaluation of Serum MKRN3 and DLK1 Concentrations for Predicting Variant Detection in MKRN3
and DLK1Genes in Patients with Central Precocious Puberty
Ozturan E. K, Karaman V., Gedikbas1 A., Poyrazoglu S., Uyguner Z. 0., Darendeliler F., Bas F.
HORMONE RESEARCH IN PAEDIATRICS, pp.97-98, 2023 (SCI-Expanded)

VII. Phenotypic features of RETREG1-related hereditary sensory autonomic neuropathy
Cakar A., Bagirova G., Durmus H., Uyguner O., Parman Y.
Journal of the Peripheral Nervous System, vol.28, no.3, pp.351-358, 2023 (SCI-Expanded)
VIII. A novel RNPC3 gene variant expands the phenotype in patients with congenital hypopituitarism and

neuropathy
Abali Z.Y, Ili E. G, Bas F., Ozkan M. U, Giile¢ C., Toksoy G., Oztiirk A. P,, Ozturan E. K., Aslanger A. D., Caliskan M., et



IX.

XL

XIL

XIIL

XIV.

XV.

XVIL

XVIIL

XIX.

al.

HORMONE RESEARCH IN PAEDIATRICS, 2023 (SCI-Expanded)

Phenotype-genotype correlations of GH1 gene variants in patients with isolated growth hormone
deficiency (IGHD) or multiple pituitary hormone deficiency (MPHD)

Oztiirk A. P., Abali Z. Y., Aslanger A. D., Bas F., Toksoy G., Karaman V., Bagirova G., Poyrazoglu S., Uyguner Z. 0.,
Darendeliler F. F.

HORMONE RESEARCH IN PAEDIATRICS, 2023 (SCI-Expanded)

Fibular Agenesis and Ball-Like Toes Mimicking Preaxial Polydactyly: Prenatal Presentation of Du Pan
Syndrome

Turgut G. T., Kalelioglu I. H., Karaman V., Sivrikoz T. S., Karaman B., Uyguner Z. 0., Kalayci T.

MOLECULAR SYNDROMOLOGY, no.2, pp.152-157, 2023 (SCI-Expanded)

<i>PROKR2</i> Mutations in Patients with Short Stature Who Have Isolated Growth Hormone
Deficiency and Multiple Pituitary Hormone Deficiency

Kardelen A. D., Najafli A, Bas F., Karaman B,, Toksoy G., Poyrazoglu S., Ava S., Altunoglu U, Yavas Abah Z., Oztiirk A.
P, etal.

JOURNAL OF CLINICAL RESEARCH IN PEDIATRIC ENDOCRINOLOGY, vol.15, no.4, pp.338-347, 2023 (SCI-
Expanded)

Clinical and bi-genomic DNA findings of patients suspected to have mitochondrial diseases
GEDIKBASI A., TOKSOY G., KARACA M., GULEC C., BALCI M. C., Gunes D., Gunes S., ASLANGER A. D., UNVERENGIL G.,
KARAMAN B, et al.

FRONTIERS IN GENETICS, vol.14, 2023 (SCI-Expanded)

Prenatal ultrasonographic features in Blomstrand osteochondrodysplasia: Antenatal case series
confirmed by postmortem radiology and molecular diagnosis

Sarag Sivrikoz T, Kalayci T, Senturk L., Karaman V., Kalelioglu I. H,, Has R,, Kayserili H., Uyguner Z. 0., Nishimura G,
Altunoglu U.

PRENATAL DIAGNOSIS, vol.42, no.12, pp.1503-1510, 2022 (SCI-Expanded)

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)

Clinical and molecular genetic findings of Crisponi/cold-induced sweating syndrome (CS/CISS)
spectrum in patients from Turkey.

Yilmaz Gulec E,, Turgut G. T., Gezdirici A,, Karaman V., Ozturk F. N, Avci S, Kalayci T., Senturk L., Ayaz A., Kayserih H.,
etal.

Clinical genetics, vol.102, no.3, pp.201-217, 2022 (SCI-Expanded)

Evaluation of Genetic Etiology in Children Born Small for Gestational Age with Persistent Short
Stature: Preliminary Results

Ozturk A. P, Aslanger A, Ozturan E. K, Konur E. N,, Gulec C., Karaman V., Yildiz M,, Yesil G., Toksoy G., Poyrazoglu S.,
etal.

HORMONE RESEARCH IN PAEDIATRICS, vol.95, no.SUPPL 2, pp.313, 2022 (SCI-Expanded)

A cause of familial central precocious puberty: A Novel variant in the DLK1 gene and low serum
DLK1 levels

Ozturan 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)

Clinical and molecular evaluation of MEFV gene variants in the Turkish population: a study by the
National Genetics Consortium

DUNDAR M., FAHRIOGLU U,, Yildiz S. H., Bakir-Gungor B., TEMEL S. G., AKIN H., ARTAN S, Cora T., SAHIN F. 1,
DURSUN A, et al.

FUNCTIONAL & INTEGRATIVE GENOMICS, vol.22, no.3, pp.291-315, 2022 (SCI-Expanded)

Mutations in AR or SRD5A2 Genes: Clinical Findings, Endocrine Pitfalls, and Genetic Features of
Children with 46,XY DSD

Akcan N., Uyguner 0., Bas F., Altunoglu U, Toksoy G., Karaman B., Avci S., Abali Z. Y., Poyrazoglu S., Aghayev A, et al.
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JOURNAL OF CLINICAL RESEARCH IN PEDIATRIC ENDOCRINOLOGY, vol.14, no.2, pp.153-171, 2022 (SCI-
Expanded)

Long-term follow-up findings in a Turkish girl with osteogenesis imperfecta type XX caused by a
homozygous MESD variant

ULUDAG ALKAYA D., UYGUNER Z. 0., Gunes N., TUYSUZ B.

AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.188, pp.1639-1646, 2022 (SCI-Expanded)
Functional loss of 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)

BEND4 as a Candidate Gene for an Infection-Induced Acute Encephalopathy Characterized by a Cyst
and Calcification of the Pons and Cerebellar Atrophy

KARA B,, Uyguner 0., 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)

Long-Term Follow-Up Outcomes of 19 Patients with Osteogenesis Imperfecta Type XI and Bruck
Syndrome Type I Caused by FKBP10 Variants

YUKSEL ULKER A, ULUDAG ALKAYA D., Elkanova L., SEKER A., Akpinar E., Akarsu N. A, Uyguner Z. 0., TUYSUZ B.
CALCIFIED TISSUE INTERNATIONAL, vol.109, no.6, pp.633-644, 2021 (SCI-Expanded)

Clinical and molecular genetic findings of hereditary Parkinson's patients from Turkey.

Emekli I, Tepge¢ F., Samanci B., Toksoy G., Hasanogullar1 Kina G., Tiifek¢ioglu Z., Basaran S., Bilgi¢ B., Giirvit I. H,,
Emre M, et al.

Parkinsonism & related disorders, vol.93, pp.35-39, 2021 (SCI-Expanded)

Frequency of frontotemporal dementia-related gene variants in Turkey

ARTAN S., ERZURUMLUOGLU GOKALP E., Samanci B., Adapinar D. 0., Bas H., Tepgec F., Ekenel E. Q,, GILINGIR 0.,
Bilgic B., Gurvit H,, et al.

NEUROBIOLOGY OF AGING, vol.106, 2021 (SCI-Expanded)

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., Darendeliler
F.

HORMONE RESEARCH IN PAEDIATRICS, vol.94, no.SUPPL 1, pp.317, 2021 (SCI-Expanded)

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)

Skeletal and molecular findings in 51 Cleidocranial dysplasia patients from Turkey

Berkay E. G., Elkanova L., Kalayci T., ULUDAG 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)

A novel PSEN2 p.Ser175Phe variant in a family with Alzheimer's disease
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Aslanger A. D., Toksoy G., Kayserili Karabey H., Karaman B., Basaran S., Uyguner Z. O.

9th National Medical Genetics Congress of Turkish Medical Genetics Society with International Participation,
istanbul, Turkey, 1 - 05 December 2010, vol.78, pp.13

Molecular analysis of the PROP1 gene in the cohort of Turkish patients with Combined Pituitary
Hormone Deficiency

UYGUNER Z. 0., TOKSOY G., BAS F.,, DARENDELILER F. F,, AYCAN Z., GETINKA E.,, BERBEROGLU M., SILKAR Z.,
YUKSEL B., Darcan S, et al.



CLV.

CLVL

CLVIL

CLVIIL

CLIX.

CLX.

CLXIL.

CLXIL

CLXIIL

CLXIV.

CLXV.

CLXVL

CLXVIL

9th National Medical Genetics Congress of Turkish Medical Genetics Society with International Participation,
Istanbul, Turkey, 1 - 05 December 2010, vol.78, no.1, pp.96

iIk Tiirk Herediter Anjio6dem Pilot ¢caligmasi

Kesim B., UYGUNER Z. 0., GELINCIK A., Mete Gokmen N,, Sin A, karakaya G., Erdenen F., Ardeniz 0., Ozseker F.,
Giilbahar O, et al.

XVIIL Ulusal Allerji ve Klinik Immunoloji Kongresi, Antalya, Turkey, 3 - 07 November 2010, pp.57

A novel molecular and functional mechanism predisposing to ototoxicity

Pohl E,, Offenhauser N., Kersten F., Uziimcii A, Yun L., KAYSERILI H., KARAMAN B,, Yiiksel Apak M., Gudrun N.,
BASARAN S, et al.

European Human Genetic Congress, Germany, 1 - 04 May 2010, pp.5

A novel homozygous COLL11A2 deletion causes a C-terminal protein truncation without mRNA decay
in a Turkish patient

Uyguner Z. 0., Kayserili Karabay H,, Giiven Z. G., Ulubil Emiroglu M., Basarer N., Wollnik B.

European Human Genetics Conference 2008, Barcelona, Spain, 31 May - 03 June 2008, vol.16, pp.74
Investigation of CYFIP1 and CYFIP2 genes in patients with autosomal recessive non-syndromic
mental retardation

Giiven Z. G., Kayserili Karabay H., Uziimcii A, Eris H., Karaman B., Basaran S., Uyguner Z. 0.

EUROPEAN HUMAN GENETICS CONFERENCE 2008, Barcelona, Spain, 31 May - 03 June 2008, vol.16, pp.271
Moebius sendromu ile 13q11.2-q13.3 kromozomal bélgesi iliskisinin delesyon haritalamasi1 yontemi
ile incelenmesi

Uziimcii A, Toksoy G., Candan $., Uyguner Z. 0., Karaman B,, Eris H., Tath B., Kayserili H., Geckinli B., Yiiksel Apak M.,
etal.

8. uluslararasi katilimli Ulusal Genetik Kongresi, 2008, Canakkale, Turkey, 6 - 09 May 2008, vol.1, no.1, pp.198
Otozomal resesif non-sendromik mental retardasyon olgularinda CYFIP1 ve CYFIP2 genlerinin
incelenmesi

Giiven Z. G., Kayserili Karabay H., Uziimcii A, Eris H., Yilmaz K., Karaman B., Basaran S., Uyguner Z. O.

8. Ulusal Tibbi Genetik Kongresi, Canakkale, Turkey, 6 - 09 May 2008, pp.1

Tip I Herediter Anjio6demli Olgularda Hastaliga Neden Olan Mutasyonlarin Arastirilmasi

Eroglu Kesim B., BUYUKOZTURK S., GELINCIK A, Eraslan S., Uziimcii A., Mete N., UYGUNER Z. O.

Uluslararasi Katiimh VIIL Ulusal Tibbi Genetik Kongresi, Canakkale, Turkey, 6 - 09 May 2008, pp.45
Investigation of CYFIP1 and CYFIP2 genes in patients with autosomal recessive non-syndromic
mental retardation

Giiven G., KAYSERILI H., Uziimcii A, Eris H, KARAMAN B., BASARAN S., UYGUNER Z. 0.

European Human Genetics, Spain, pp.271

Herediter Anjio6demde Homozigot C1 inhibitér Gen Mutasyonu: Bildirilmis Uciincii Olgu
BUYUKOZTURK S., Kesim B., GELINCIK A., COLAKOGLU B., DAL B. M., UYGUNER Z. O.

Allerjik Hastaliklar ve Astim Kongresi, Istanbul, Turkey, 27 - 30 March 2008, pp.132

Analysis of genetic mutations in patients with hereditary angioedema (HAE) type I identified one
family with novel homozygous mutation indicating rare instance of autosomal recessive inheritance
Kesim B., Buyukozturk S., Gelincik A, Eraslan S., Uzumcu A., Mete N,, Sin A, Ozseker F., Erdenen F., Colakoglu B,, et
al.

27th Congress of the European-Academy-of-Allergology-and-Clinical-Immunology, Barcelona, Spain, 7 - 11 June
2008, vol.63, pp.340

Tip I Herediter Anjio6demli Olgularda Hastaliga Neden Olan Mutasyonlarin Arastirilmasi

Kesim B., BUYUKOZTURK S., GELINCIK A, Eraslan s., Uziimcii A., Mete Gokmen N,, Sin A. Z., Ozseker F., Erdenen F.,
COLAKOGLU B,, et al.

XIV. Ulusal Allerji ve Klinik immiinoloji Kongresi, Antalya, Turkey, 16 - 20 October 2007, pp.43

The formation of isochromosome 12p in 8 cases with Pallister-Killian syndrome

Uyguner 0., Ghanbari A,, Uzumcu A., Karaman B., Kayserili H.,, Wollnik B., Yuksel-Apak M., Basaran S.

6th European Cytogenetics Conference, Istanbul, Turkey, 7 - 10 July 2007, vol.15, pp.258

Identification of parental origins and delineation of structural abnormalities involving chromosome
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Uzumcu A, Ghanbari A, Karaman B,, Uyguner Z. 0., Kayserili H., Wollnik B., Yuksel-Apak M., Basaran S.
6th European Cytogenetics Conference, istanbul, Turkey, 7 - 10 July 2007, vol.15, pp.261
CLXVIIL. A case with non-mosaic de novo monosomy Xp and trisomy Xq21.2 -> Xqter: paternal in origin

Yilmaz K., Karaman B., Uzumcu A., Kocbas A, Kirmizi N., Demir Z., Uyguner 0., Kayserili H., Basaran S.
6th European Cytogenetics Conference, istanbul, Turkey, 7 - 10 July 2007, vol.15, pp.50

CLXIX. Notch3 mutations in Turkish families with CADASIL syndrome.
Apak M, Uyguner 0., Kayserili H,, Siva A., Altintas A, Saip S., Akman-Deniz G., Isik N,, Yilmaz Z., Wollnik B.
Annual Clinical Meeting of the American-College-of-Medical-Genetics, Florida, United States Of America, 04 March
2004, vol.6, pp.347

CLXX. Notch3 mutations in two Turkish families with CADASIL syndrome
SIVA A, Altintas A., SAIP S., UYGUNER Z. 0., Kayserili H., Eskazan E., Albayram S., Yuksel-Apak M., Wollnik B.
56th Annual Meeting of the American-Academy-of-Neurology, San-Francisco, Costa Rica, 24 April - 01 May 2004,
vol.62

Supported Projects

UYGUNER Z. O, YILDIRIM B. T, Project Supported by Higher Education Institutions, Fetal Radyal Aplazi / Hipoplazi
Olgularinin Genetik Etiyolojisinin Arastirilmasi, 2022 - Continues

UYGUNER Z. 0., PARMAN F. Y., TUYSUZ B., KARA B.,, AKCAYA N. H,, YESIL SAYIN G., TOKSOY G., BAGIROVA G., ULUDAG
ALKAYA D., ASLANGER A. D,, et al, Project Supported by Higher Education Institutions, Dinamik mutasyon hastaliklari
icin molekiiler genetik tani kitlerinin gelistirilmesi, 2022 - Continues

UYGUNER Z. 0., TOKSOY G., YAVAS ABALI Z,, Project Supported by Higher Education Institutions, Coklu hipofiz hormon
eksikligi olan olgularda Yeni Nesil Dizileme Tekniklerinin molekiiler patolojinin aydinlatiilmasina katkisi ve genotip fenotip
iliskisinin arastirilmasi, 2022 - Continues

ASLANGER A. D., GEDIKBASI A, YESIL SAYIN G., TOKSOY G., UYGUNER Z. 0., YAVUZ B. T, KINA B. G., Project Supported by
Higher Education Institutions, Fenilketoniiri, Fruktoz 1-6bifosfataz eksikligi, Herediter Fruktoz Intoleransi, Galaktozemi,
Krabbe ve Propiyonik Asidemi hastaligina sahip olgularda biiyiik delesyon ve duplikasyon tipi mutasyonlarinin
dislanmasi, 2021 - Continues

Uyguner Z. 0., Karakas Z., Yesil Sayin G., Bayrak A. E., Eryilmaz C. C., Tanyildiz H. G., Uniivar A., Tugcu D., Sahin $., Yilmaz Y.,
et al, Project Supported by Higher Education Institutions, Hemofilide Gen Mutasyon Spekturumu ve Klinikle liskisi, 2023
-2025

PARMAN F. Y, CAKAR A., DURMUS TEKCE H., UYGUNER Z. 0., Other International Funding Programs, Herediter Duysal
Noropati ve Agr1 Duyarsizhigi Avrupa Agi (ENISNIP) , 2020 - 2023

UYGUNER Z. 0., ENSARI T., SAHIN G., Project Supported by Higher Education Institutions, Oksidatif Fosforilasyon Sistemi
Hastaliklarinda Mitokondriyal DNA Varyantlarinin Veri Madenciligi ile Arastirilmasi, 2019 - 2021

BASARAN S., BERKAY E. G, KARAMAN B., UYGUNER Z. 0., KALAYCI T., Project Supported by Higher Education
Institutions, Sebebi Aciklanamayan Infertilite ile iligkili Genlerin Arastirilmasi, 2018 - 2021

UYGUNER Z. 0., GEDIKBASI A, Project Supported by Higher Education Institutions, Tan1 Konulamayan Kaltsal Metabolik
Hastaliklarda Tiim Ekzom Dizi Analizinin Katkisi, 2018 - 2021

UYGUNER Z. 0., KARAMAN V., KARAMAN V., Project Supported by Higher Education Institutions, Santral Erken Puberte
Olgularinda Yeni Nesil Dizileme ile Molekiiler Patolojinin Aydinlatilmasi, 2018 - 2021

KARAMAN B., HEIDARGHOLIZADEH S., TOKSOY G., BASARAN S., GULEC C., YOKSEL A, Project Supported by Higher
Education Institutions, Diyafragmatik Herni Olgularinda Genetik Etiyolojinin Arastirilmasi, 2018 - 2021

Uyguner Z. 0., TUBITAK Project, Osteogenezis imperfekta hastalarinda yeni nesil dizileme teknolojisi ile iliskili genlerin
taranmasi ve bilinmeyen genlerin arastirilmasi, 2018 - 2021

UYGUNER Z. 0, GULEC C., SENTURK L., Project Supported by Higher Education Institutions, Preperinatal donemde ayirici
tanida osteogenezis imperfekta diistiniilen olgularda yeni nesil dizilemenin kesin taniya katkisi, 2018 - 2019

UYGUNER Z. 0., KALAY I, GULEC C., Project Supported by Higher Education Institutions, Klasik Galaktozemide GALT Geni
Mutasyon Spektrumu ve GenotipFenotip iliskisinin Aragtirilmasi, 2018 - 2019



UYGUNER Z. 0., AGHAYEV A., TOKSOY G., Project Supported by Higher Education Institutions, Cinsiyet Gelisim
Bozukluklar ile iliskili Genlerin Yeni Nesil Dizileme Teknigi Ile Arastirilmasi, 2017 - 2018

UYGUNER Z. 0., TEPGEC F., TOKSOY G., TOKSOY G., Project Supported by Higher Education Institutions, Parkinson
Hastalig Ile iliskili Bilinen Genlerin Hedefli Gen Paneli Ve Yeni Genlerin Tiim Ekzom Analizleri ile Aragtirilmasi, 2016 -
2018

UYGUNER Z. 0., SEVINC B., TOKSOY G., Project Supported by Higher Education Institutions, Subkortikal Enfarkt ve
Lokoensefalopati ile giden Serebral Arteriyopati CADASILCARASIL hastaligi ile iligkili NOTCH3 ve HTRA1 gen
mutasyonlarinin arastirilmasi, 2016 - 2018

KARAMAN B., BASARAN S., UYGUNER Z. 0,, ALTUNOGLU U,, AVCI S., TOKSOY G., KAYSERILI H., HEIDARGHOLIZADEH S.,
KUMBASAR G., SATKIN B. N,, et al,, Project Supported by Higher Education Institutions, The Application of array CGH for
Monogenic Disorders Clinical and Molecular Cytogenetic Characterizations of Twenty Patients, 2017 - 2017

TUYSUZ B., ULUDAG ALKAYA D., GUNES N., TOKSOY G., UYGUNER Z. 0., Project Supported by Higher Education
Institutions, Clinical and molecular findings in Turkish patients with MPS IV, 2017 - 2017

TOKSOY G., BAGIROVA G., ALTUNOGLU U.,, PARMAN F. Y., UYGUNER Z. 0., OFLAZER Z. P,, AVCI S. YAPICI Z., AGHAYEV A,
DURMUS TEKCE H., et al,, Project Supported by Higher Education Institutions, 32 novel pathogenic sequence variants in
253 DMD/BMD patients from Turkey, 2017 - 2017

UYGUNER Z. 0., AGHAYEV A, TOKSOY G., CELKAN T. T., TUYSUZ B., BASARAN S., ULUDAG ALKAYA D, Project Supported
by Higher Education Institutions, Tiirkiye'den 11 Fanconi anemili olguda iligkili genlerde mutasyonlarin arastirilmasi,
2017 - 2017

BAS F., TOKSOY G., UYGUNER Z. 0., KARAMAN B., POYRAZOGLU $., BASARAN S,, Project Supported by Higher Education
Institutions, PREPUBERTAL JINEKOMASTI VE MAKROMASTI TANILI VAKALARDA KLINiK BULGULAR VE GENETIK
CALISMA, 2016 - 2017

UYGUNER Z. 0., TOKSOY G., Project Supported by Higher Education Institutions, RADIYAL ISIN DEFEKTLERININ KLINIiK
SINIFLANDIRMASI VE ETYOPATOGENEZININ ARASTIRILMASI, 2015 - 2016

UYGUNER Z. 0., TOKSOY G., Project Supported by Higher Education Institutions, Fankoni Anemili olgularda iliskili
genlerin yeni nesil dizileme teknolojisi ile taranmas1 ve mutasyonlarin saptanmasi, 2015 - 2016

UYGUNER Z. 0, KAYSERILI KARABEY H., Project Supported by Higher Education Institutions, NON-SENDROMIK Di$
AGENEZISI iLE ILISKILI YENI GENLERIN VE SINYAL YOLAKLARININ YENI NESIiL DiZILEME TEKNOLOJILERI iLE
ARASTIRILMASI, 2014 - 2016

ORAL E,, KARAMAN B., BASARAN S., UYGUNER Z. 0., TOKSOY G., SOFIYEVA N,, Project Supported by Higher Education
Institutions, Prematiir Ovaryan Yetmezliginde Genetik Etiyoloji, 2013 - 2016

KARAMAN B., UYGUNER Z. 0., PALANDUZ S., TUYSUZ B., BASARAN S., CEFLE K., Project Supported by Higher Education
Institutions, Dengesiz genomik yeniden diizenlenmelerin tanisinda SNP mikro-array teknolojisinin katkilari, 2013 - 2016
UYGUNER Z. 0., Project Supported by Higher Education Institutions, SENDROMIK VE NON-SENDROMiK
KRANIYOSINOSTOZ OLGULARINDA FGFR1, FGFR2, FGFR3, TWIST1, MSX2, POR, FREM1 VE RAB23 GENLERINDE
MOLEKULER ANALIZLER, 2013 - 2016

Kayserili Karabay H., Toksoy G., Uyguner Z. 0., Karaman B., FP1 Project, Kraniofasiyal Malformasyonlara Klinik ve
Genetik Yaklasim II, 2012 - 2016

UYGUNER Z. 0., Project Supported by Higher Education Institutions, Non sendromik zihinsel yetersizlik ile iligkili MRT4
lokusundaki pontocerebellar hypoplasiden sorumlu AMPD2 geninde yeni bir mutasyon, 2014 - 2014

UYGUNER Z. 0., Project Supported by Higher Education Institutions, HOXB1 in HOX_DNA baglayan domainindeki Arg5,
Moebius fenotipini andiran konjenital fasiyal paraliz i¢in hot spot mudur?, 2013 - 2014

UYGUNER Z. 0., Project Supported by Other Official Institutions, Beyin Sapinda Kistle Seyreden Nérodejeneratif
Bozukluklu Ailede Aday Gen Caligsmasi, 2012 - 2013

UYGUNER Z. 0., Project Supported by Higher Education Institutions, Dort kusakta Brakidaktili tip C den etkilen bireylerin
bulundugu bir Tiirk ailesinde, CDMP1 geninde yeni bir indel mutasyon, 2012 - 2012

UYGUNER Z. 0., Project Supported by Higher Education Institutions, Moebius Sendromlu Olgularda HOXA1, HOXA2,
HOXB1 ve HOXB2 Gen {liskisinin DNA Dizileme Yéntemi ile incelenmesi, 2010 - 2012

UYGUNER Z. 0., EU Framework Program Project, Kraniyofasiyel malformasyonlara klinik ve bilimsel yaklagim;
CRANIRARE, 2009 - 2012

UYGUNER Z. 0., Project Supported by Higher Education Institutions, X'e Bagh Sendromik ve Non-Sendromik Mental



Retardasyonlu Hastalarda Aristaless-Related Homeobox (ARX) ve Metil-CpG Baglayici protein 2 (MECP2) Genlerinin
Incelenmesi, 2008 - 2011

UYGUNER Z. 0, Project Supported by Higher Education Institutions, Genetik Hastaliklar i¢in Mutasyon Veri Tabani, 2008
-2011

UYGUNER Z. 0., TUBITAK Project, Cogul Hipofizer Hormon Eksikliklerinde PROP1, PIT1, HESX3 ve LHX3 Mutasyonlarinin
Analizi, 2007 - 2009

Darendeliler F. F,, Bas F., Uyguner Z. O, Giiven Z. G., TUBITAK Project, Molecular Analysis of PROP1, POU1F1, LHX3, and
HESX1 in Turkish Patients with Combined Pituitary Hormone Deficiency, 2007 - 2009

Uyguner Z. 0., Karaman B., TUBITAK Project, Kalitsal mental retardasyonda molekiiler analizler: baglanti analizi ve aday
gen taramalari, 2006 - 2009

UYGUNER Z. 0., Project Supported by Higher Education Institutions, A novel homozygous COLL11A2 deletion causes a C-
terminal protein truncation without mRNA decay in a Turkish patient, 2008 - 2008

UYGUNER Z. 0., TUBITAK Project, Uzun QT Sendromunun Klinik ve Molekiiler Analizi, 2003 - 2005

UYGUNER Z. 0., Other International Funding Programs, Tiirk Toplumunda Kaltsal Sagirhikta Connexin 26 Gen
Mutasyonlarinin Analizi, 2000 - 2001

UYGUNER Z. 0., EU Supported Other Project, Kardiyak Aritmi Molekiiler Tani ve Arastirma Merkezinin Kurulmasi, 1998 -
2001

UYGUNER Z. 0., Project Supported by Other Official Institutions, idyopatik dilate kardiyomiyopatilerde, yeni iyon kanal
genlerinin (hHCN2 ve hHCN4) analizi, 1999 - 2000

Patent

Uyguner Z. 0., DMPK gene CTG repeat size analysis kit, Patent, CHAPTER C Chemistry; Metallurgy, The Invention
Recourse Number: U2023-123, Standard Registration, 2023

Memberships / Tasks in Scientific Organizations

European Society of Human Genetics, Member, 2001 - Continues, Austria
Tibbi Genetik Dernegi, Member, 1992 - Continues, Turkey
Tibbi Genetik Dernegi, Vice President, 2017 - 2019, Turkey

Scientific Refereeing

AMERICAN JOURNAL OF MEDICAL GENETICS, PART A, Journal Indexed in SSCI, June 2024

AMERICAN JOURNAL OF MEDICAL GENETICS, PART A, Journal Indexed in SSCI, May 2024

AMERICAN JOURNAL OF MEDICAL GENETICS, PART A, Journal Indexed in SSCI, April 2024

BM] CASE REPORTS, Journal Indexed in SSCI, April 2024

JCRPE JOURNAL OF CLINICAL RESEARCH IN PEDIATRIC ENDOCRINOLOGY, Journal Indexed in SSCI, April 2024
TUBITAK Project, 1501 - Industry R & D Projects Support Program, Istanbul University, Turkey, January 2024
TUBITAK Project, 1501 - Industry R & D Projects Support Program, Istanbul University, Turkey, January 2024
Research Project of the Presidency of Turkey Health Institutes (TUSEB), Acibadem Mehmet Ali Aydinlar University,
Turkey, January 2024

FRONTIERS IN GENETICS, Journal Indexed in SCI-E, June 2023

AMERICAN JOURNAL OF MEDICAL GENETICS, PART A, Journal Indexed in SCI-E, April 2023

ANNALS OF HUMAN GENETICS, Journal Indexed in SCI-E, April 2023

JCRPE JOURNAL OF CLINICAL RESEARCH IN PEDIATRIC ENDOCRINOLOGY, Journal Indexed in SCI-E, March 2023
CLINICAL GENETICS, Journal Indexed in SCI-E, March 2023

ACTA NEUROLOGICA SCANDINAVICA, Journal Indexed in SCI-E, January 2023



JOURNAL OF APPLIED ORAL SCIENCE, Journal Indexed in SCI-E, November 2022

TRANSLATIONAL NEUROSCIENCE, Journal Indexed in SCI-E, November 2022

CLINICAL GENETICS, Journal Indexed in SCI-E, November 2022

FRONTIERS IN GENETICS, Journal Indexed in SCI-E, November 2022

JCRPE JOURNAL OF CLINICAL RESEARCH IN PEDIATRIC ENDOCRINOLOGY, Journal Indexed in SCI-E, November 2022
Turkish Journal of Nephrology, Journal Indexed in SCI-E, November 2022

AMERICAN JOURNAL OF MEDICAL GENETICS, PART A, Journal Indexed in SCI-E, November 2022

DIAGNOSTICS, Journal Indexed in SCI-E, August 2022

JOURNAL OF ISTANBUL FACULTY OF MEDICINE-ISTANBUL TIP FAKULTESI DERGIS], Other Journals, July 2022

Project Supported by Higher Education Institutions, BAP Research Project, Altinbas University, Turkey, December 2021
INTERNATIONAL JOURNAL OF ENDOCRINOLOGY, Journal Indexed in SCI-E, November 2021

NEUROPEDIATRICS, Journal Indexed in SCI-E, November 2021

AMERICAN JOURNAL OF MEDICAL GENETICS, Journal Indexed in SSCI, August 2021

BALKAN MEDICAL JOURNAL, Journal Indexed in SSCI, May 2021

Project Supported by Higher Education Institutions, BAP Research Project, Altinbas University, Turkey, December 2020
TUBITAK Project, 1002 - Quick Support Program, Ege University, Turkey, October 2020

ORAL DISEASES, SCI Journal, June 2020

Project Supported by Higher Education Institutions, BAP Research Project, istanbul University-Cerrahpasa, Turkey, June
2020

Research Project of the Presidency of Turkey Health Institutes (TUSEB), Kastamonu University, Turkey, June 2020
Research Project of the Presidency of Turkey Health Institutes (TUSEB), ZET MEDIKAL TEKSTIL DIS TICARET LTD STi,
Turkey, April 2020

TUBITAK Project, 1002 - Quick Support Program, Istanbul University, Turkey, April 2020

TUBITAK Project, 1002 - Quick Support Program, Sivas Cumhuriyet University, Turkey, April 2020

Project Supported by Higher Education Institutions, BAP Research Project, Bursa Uludag University, Turkey, February
2020

JOURNAL OF CLINICAL RESEARCH IN PEDIATRIC ENDOCRINOLOGY, Journal Indexed in SCI-E, January 2020
NEUROPEDIATRICS, SCI Journal, January 2020

Research Project of the Presidency of Turkey Health Institutes (TUSEB), Bahcesehir University, Turkey, January 2020
AMERICAN JOURNAL OF MEDICAL GENETICS PART A, SCI Journal, October 2019

Project Supported by Higher Education Institutions, BAP Research Project, Istanbul University, Turkey, July 2019
NEUROMUSCULAR DISORDERS, SCI Journal, May 2019

TUBITAK Project, 1001 - Program for Supporting Scientific and Technological Research Projects, Suleyman Demirel
University, Turkey, May 2019

TUBITAK Project, 1001 - Program for Supporting Scientific and Technological Research Projects, izmir Saghk Bilimleri
Universitesi Tepecik Egitim ve Arastrma Hastanesi, Turkey, May 2019

TUBITAK Project, 1001 - Program for Supporting Scientific and Technological Research Projects, Acibadem Mehmet Ali
Aydinlar University, Turkey, May 2019

Project Supported by Higher Education Institutions, BAP Research Project, istanbul University-Cerrahpasa, Turkey, April
2019

TUBITAK Project, November 2016

TUBITAK Project, November 2015

TUBITAK Project, October 2015

TUBITAK Project, May 2015

TUBITAK Project, May 2015

TUBITAK Project, May 2015

TUBITAK Project, May 2015

TUBITAK Project, May 2015

TUBITAK Project, March 2015

TUBITAK Project, March 2015

TUBITAK Project, November 2013



Scientific Consultations

Saglik Hizmetleri Genel Miidiirliigii Doku Organ Nakli ve Diyaliz Hizmetleri, Scientific Consultancy, Istanbul University,
Istanbul Medical Faculty, Division Of Medical Sciences , Turkey, 2019 - Continues

T.C. SAGLIK BAKANLIGI Halk Sagligi Genel Miidiirliigii, Scientific Consultancy, Istanbul University, Istanbul Medical
Faculty, Division Of Medical Sciences , Turkey, 2018 - Continues

istanbul il Saglik Miidiirliigii, Scientific Consultancy, Istanbul University, Istanbul Medical Faculty, Division Of Medical
Sciences , Turkey, 2019 - 2019

T.C. SAGLIK BAKANLIGI Halk Sagligi Genel Miidiirliigii, Scientific Consultancy, Istanbul University, Istanbul Medical
Faculty, Division Of Medical Sciences , Turkey, 2019 - 2019

Scientific Research / Working Group Memberships

CRANIRARE-2, ISTANBUL UNIVERSITESI, Tiirkiye, http://www.cranirare.eu/, 2012 - 2016
CRANIRARE-1, ISTANBUL UNIVERSITESI, Tiirkiye, http:/ /www.cranirare.eu/, 2008 - 2012

Metrics

Publication: 324
Citation (WoS): 1490
Citation (Scopus): 1573
H-Index (WoS): 20
H-Index (Scopus): 21

Congress and Symposium Activities

2. Ulusal HematoOnkoGenetik Kongresi, Session Moderator, Gazimagusa, Cyprus (Kktc), 2023
AZLTK&LAB EXPO, Invited Speaker, Baku, Azerbaijan, 2023

45, Pediatri Giinleri 24. Pediatri Hemsireligi Giinleri, Session Moderator, istanbul, Turkey, 2023
Nérogenetik Kursu ve Nérometabolik Hastaliklar sempozyumu, Session Moderator, istanbul, Turkey, 2023
15. Ulusal Tibbi Genetik Kongresi, Session Moderator, Mugla, Turkey, 2022

VI. Nadir Gériilen Hastaliklar Sempozyumu ve Nérogenetik Kursu Baglant1 Linkleri, Session Moderator, istanbul, Turkey,
2022

GENC MERAKLILAR ICIN NOROGENETIK SEMINERI, Invited Speaker, istanbul, Turkey, 2022

7. Uluslararasi Erciyes Tip Tibbi Genetik Kongresi, Session Moderator, Kayseri, Turkey, 2022

44, Pediatri Giinleri 23. Pediatri Hemsireligi Giinleri Kongres, Session Moderator, Istanbul, Turkey, 2022
Tibbi Genetik Dernegi Akademisi, Invited Speaker, Ankara, Turkey, 2022

American Society of Human Genetics Congress, Attendee, Maryland, United States Of America, 2015
19.Ulusal. Pediatrik Endokrinoloji ve Diyabet Kongresi, Attendee, istanbul, Turkey, 2015

European Society of Pediatric Endocrinology, 54rd Annual Meeting, Attendee, Barcelona, Spain, 2015
European Society of Human Genetics Congress, Attendee, Glasgow, United Kingdom, 2015

International Association for Dental Research (IADR), Attendee, Massachusetts, United States Of America, 2015
Endocrine Society's 97th Annual Meeting and Expo, Attendee, California, United States Of America, 2015

I. Endokrin-Genetik Sempozyumu, Attendee, Izmir, Turkey, 2015

European Society of Pediatric Endocrinology, 53rd Annual Meeting, Attendee, Dublin, Ireland, 2014
European Academy of Allergy and Clinical Immunology Congress, Attendee, Kgbenhavn, Denmark, 2014
European Human Genetic Conference, Attendee, Milano, Italy, 2014

European Human Genetics Conference, Attendee, Paris, France, 2013



6th Dysmophology Days, Attendee, istanbul, Turkey, 2013

European Human Genetics Conference, Attendee, Niirnberg, Germany, 2012

European Human Genetics Conference, Attendee, Amsterdam, Netherlands, 2011

5th Dysmophology Days, Attendee, istanbul, Turkey, 2011

9. Ulusal Prenatal Tan1 ve Tibbi Genetik Kongresi, Attendee, Istanbul, Turkey, 2010

9. Ulusal Tibbi Genetik Kongresi, Attendee, istanbul, Turkey, 2010

4th Dysmophology Days, Attendee, istanbul, Turkey, 2009

European Human Genetics Conference, Attendee, Barcelona, Spain, 2008

8. Ulusal Prenatal Tani ve Tibbi Genetik Kongresi, Attendee, Canakkale, Turkey, 2008
European Cytogenetics Conference, Attendee, istanbul, Turkey, 2007

6. Ulusal Pediatrik Kardiyoloji ve Kardiyak Cerrahi Kongresi, Attendee, Istanbul, Turkey, 2006
International Congress of Human Genetics Conference, Attendee, Brisbane, Australia, 2006
7. Ulusal Prenatal Tani ve Tibbi Genetik Kongresi, Attendee, Kayseri, Turkey, 2006

I. Ulusal Molekiiler Tip Kongresi, Attendee, Istanbul, Turkey, 2005

6. Ulusal Prenatal Tani ve Tibbi Genetik Kongresi, Attendee, Antalya, Turkey, 2004

5. Ulusal Prenatal Tani ve Tibbi Genetik Kongresi, Attendee, Konya, Turkey, 2002
Internatioanal Congress of Human Genetics, Attendee, Vienna, Austria, 2001

4. Ulusal Prenatal Tan1 ve Tibbi Genetik Kongresi, Attendee, Izmir, Turkey, 2000

3. Ulusal Prenatal Tani ve Tibbi Genetik Kongresi, Attendee, Marmaris, Turkey, 1998

Non Academic Experience

Abdi Ibrahim ilag Sanayi ve Ticaret A.S.
University of Texas at San Antonio
Wyeth Laboratuarlar1 A.S.

Oakland Universitesi

Oakland Universitesi
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