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Aslan P. G, CAGLAYAN A. 0, BORA E, KOC A., YOCEL H., ULGENALP A., 0ZTURK Y., SEKER G., AKARSU M.
Turkish Journal of Gastroenterology, vol.35, no.5, pp.374-384, 2024 (SCI-Expanded)
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single center
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CLINICAL DYSMORPHOLOGY, no.3, pp.133-138, 2023 (SCI-Expanded)
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Spondyloepimetaphyseal dysplasia-Maroteaux type due to dominant TRPV4 mutation: expanding the
phenotype with a case report

YILMAZ UZMAN C., CANKAYA T., GULERYUZ UCAR H., ULGENALP A, GIRAY BOZKAYA 0.

SKELETAL RADIOLOGY, vol.52, no.1, pp.115-118, 2023 (SCI-Expanded)

A RARE CAUSE OF COMBINED HEPATIC AND RENAL FAILURE: NPHP19 DUE TO A NOVEL DCDC2
VARIANT IN TWO SIBLINGS

YILDIZ G.,, TORUN BAYRAM M,, CACLAYAN A. 0., ULGENALP A, SOYLU A, KAVUKCU S.

PEDIATRIC NEPHROLOGY, vol.37, no.11, pp.2854-2855, 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. I, Dursun A, et
al.

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

Evaluation of hereditary/familial breast cancer patients with multigene targeted next generation
sequencing panel and MLPA analysis in Turkey

Bora E, Caglayan A. O, Koc A, Cankaya T., Ozkalayci H., Kocabey M., Kemer D., Aksoy S. 0., Alicikus Z. A, Basara Akin
I, etal

Cancer Genetics, vol.262-263, pp.118-133, 2022 (SCI-Expanded)
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MINERVA PEDIATRICS, vol.73, no.5, pp.420-425, 2021 (SCI-Expanded)

TardbpGene with a Mutation with Spastic Speech Disorder

MERMI DIBEK D., 0Z D., KOG A,, ULGENALP A., YENER G.

ANNALS OF NEUROLOGY, vol.90, 2021 (SCI-Expanded)

PCR-Free Methodology for Detection of Single-Nucleotide Polymorphism with a Cationic
Polythiophene Reporter

Yucel M., Koc A, ULGENALP A., Akkoc G. D., Ceyhan M,, Yildiz U. H.

ACS SENSORS, vol.6, no.3, pp.950-957, 2021 (SCI-Expanded)

Relationship between plasminogen activator inhibitor-1 gene alterations and fibrosis in peritoneal
dialysis patients

Cura D. 0,, Yildiz S., Ataman E, Ersan S., Tanrisev M., ULGENALP A., Camsari T, Ercal D.

THERAPEUTIC APHERESIS AND DIALYSIS, vol.25, no.1, pp.97-102, 2021 (SCI-Expanded)

Identification of PCDH19 gene mutations/deletions in patients with early onset epilepsy

Gursoy S., Ataman E., Baysal B. T., Ozyilmaz B., Gencpinar P., HIZ A. S,, YIS U,, Unalp A, Dundar N. 0., ULGENALP A,
etal.

ANNALS OF INDIAN ACADEMY OF NEUROLOGY, vol.23, no.2, pp.206-210, 2020 (SCI-Expanded)

Investigation of the most common clinical and imaging findings and the role of tubulin genes in the
etiology of malformations of cortical development

Aksel Kilicarslan 0., Ataman E., Gursoy S., Gurbuz G., Unalp A., Gencpinar P., Olgac Dundar N., Edizer S., ULGENALP
A, GIRAY BOZKAYA 0.

TURKISH JOURNAL OF MEDICAL SCIENCES, vol.50, no.6, pp.1573-1579, 2020 (SCI-Expanded)

A toddler with a novel LEPR mutation

Armagan C,, Yilmaz C., Koc A., Abaa A,, Ulgenalp A., Béber E., Ercal D., Demir K.

HORMONES-INTERNATIONAL JOURNAL OF ENDOCRINOLOGY AND METABOLISM, vol.18, no.2, pp.237-240, 2019
(SCI-Expanded)

Phenotypic spectrum of CHARGE syndrome based on clinical characteristics

Kilicarslan O. A, Ataman E.,, Gursoy S., Hazan F., Randa C., CANKAYA T., Ercal D., ULGENALP A., GIRAY BOZKAYA 0.
TURKISH JOURNAL OF MEDICAL SCIENCES, vol.48, no.5, pp.911-915, 2018 (SCI-Expanded)

Prevalence of Mediterranean Fever Gene Mutations in Turkish Cypriot Population

GALIP CELIK N., DALKAN C., Terali A, Cobanoglu N., ULGENALP A, BAHCECILER N., KAVUKGU S.

ARCHIVES OF RHEUMATOLOGY, vol.32, no.1, pp.10-14, 2017 (SCI-Expanded)
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Identification of a novel frameshift heterozygous deletion in exon 8 of the PAX6 gene in a pedigree
with aniridia

Giray Bozkaya 0., Ataman E,, Kilicarslan 0. A, Gankaya T., Ulgenalp A.

MOLECULAR MEDICINE REPORTS, vol.14, no.3, pp.2150-2154, 2016 (SCI-Expanded)

Horseshoe kidney with growth retardation: Don't forget Turner syndrome

Arslansoyu-Camlar S., SOYLU A, ABACI A, Turkmen M. A., ULGENALP A., KAVUKCU S.

TURKISH JOURNAL OF PEDIATRICS, vol.58, no.2, pp.227-229, 2016 (SCI-Expanded)

Frequency of GST Polymorphisms in Lung Cancer and Healthy Individuals from Turkey

TERTEMIZ K. C., Ataman E., KAYTANKAS E., Maralani M., Ece F., CILLI A, YILMAZEL UCAR E., MUTLU P., Senyigit A,
BULBUL Y, etal.

JOURNAL OF THORACIC ONCOLOGY, vol.10, no.9, 2015 (SCI-Expanded)

Risk factors for subclinical inflammation in children with Familial Mediterranean fever

TORUN BAYRAM M., CANKAYA T., BORA E., KAVUKCU S., ULGENALP A, SOYLU A., Turkmen M.

RHEUMATOLOGY INTERNATIONAL, vol.35, no.8, pp.1393-1398, 2015 (SCI-Expanded)

Glutathione S-Transferase Gene Polymorphisms in Children with Down Syndrome and Their Mothers
Baysal B,, BORA E., CANKAYA T., Ercal D., ULGENALP A, Canbek S., GIRAY BOZKAYA 0.

INTERNATIONAL JOURNAL OF HUMAN GENETICS, vol.15, no.1, pp.33-39, 2015 (SCI-Expanded)

Clinical Significance of R202Q Alteration of MEFV Gene in Children With Familial Mediterranean
Fever

CANKAYA T., BORA E,, TORUN BAYRAM M., ULGENALP A, KAVUKCU S., Turkmen M. A, SOYLU A.

ARCHIVES OF RHEUMATOLOGY, vol.30, no.1, pp.51-56, 2015 (SCI-Expanded)

Alpha-2-adrenergic receptor gene polymorphism in Turkish population with irritable bowel
syndrome

Ugur Kantar F., Simsek I, Ercal D., ULGENALP A., BORA E.

TURKISH JOURNAL OF GASTROENTEROLOGY, vol.24, no.6, pp.483-488, 2013 (SCI-Expanded)

Myalgia as a symptom of familial Mediterranean fever in children

KAVUKCU S., Turkmen M. A, SOYLU A, TORUN BAYRAM M., ULGENALP A.

RHEUMATOLOGY INTERNATIONAL, vol.32, no.11, pp.3705-3706, 2012 (SCI-Expanded)

ADAM33 Gene Polymorphisms Are Not Associated with Asthma in Turkish Children

BORA E,, Arikan-Ayyildiz Z., Firinci F,, CANKAYA T., GIRAY BOZKAYA 0., UZUNER N., ULGENALP A.

PEDIATRIC ALLERGY IMMUNOLOGY AND PULMONOLOGY, vol.25, no.2, pp.97-100, 2012 (SCI-Expanded)

Lack of Association of Childhood Partial Epilepsy with Brain Derived Neurotrophic Factor Gene
Unalp A, BORA E.,, CANKAYA T, GIRAY BOZKAYA 0., Ercal D., Ozturk A, ULGENALP A.

SCIENTIFIC WORLD JOURNAL, 2012 (SCI-Expanded)

Lymphoid tissue histology in a patient with ICF syndrome.

Makay B., Anal O, Kése G., Bozkaya 0., Ozer E., Bora E., Ulgenalp A., Ercal D.

Journal of investigational allergology & clinical immunology, vol.22, no.3, pp.220-1, 2012 (SCI-Expanded)

TLR Polymorphisms in FMF: Association of TLR-2 (Arg753Gln) and TLR-4 (Asp299Gly, Thre399Ile)
Polymorphisms and Myeloid Cell TLR-2 and TLR-4 Expression with the Development of Secondary
Amyloidosis in FMF

Soylu A., Ates H., Cing6z S., Turkmen M., Demir B. K, Tunca M,, Sakizli M., Cirit M., Ersoy R., Ulgenalp A, et al.
INFLAMMATION, vol.34, no.5, pp.379-387, 2011 (SCI-Expanded)

Three Novel Mutations in Turkish Children with Cystic Fibrosis: Case Report

ULGENALP A, UZUNER N., Olmez D., Babayigit A, BORA E., GIRAY BOZKAYA 0., Ferec C., KARAMAN 0., Ercal D.
TURKIYE KLINIKLERI TIP BILIMLERI DERGIS]I, vol.29, no.6, pp.1754-1758, 2009 (SCI-Expanded)

Role of Apolipoprotein E in Febrile Convulsion

GIRAY BOZKAYA 0., ULGENALP A, BORA E,, Uran N,, Yilmaz E., Unalp A,, Ercal D.

PEDIATRIC NEUROLOGY, vol.39, no.4, pp.241-244, 2008 (SCI-Expanded)

Protracted febrile myalgia syndrome in a patient with familial Mediterranean fever homozygous for
the E148Q mutation

SOYLU A, Kasap B., Turkmen M., ULGENALP A., UZUNER N., KAVUKCGU S.
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SEMINARS IN ARTHRITIS AND RHEUMATISM, vol.38, no.2, pp.161-162, 2008 (SCI-Expanded)
Long-standing fever and Angelman syndrome: Report of two cases

Yi$ U, Giray 0., Kurul S. H,, BORA E., ULGENALP A, Ercal D., Dirik E.

JOURNAL OF PAEDIATRICS AND CHILD HEALTH, vol.44, no.5, pp.308-310, 2008 (SCI-Expanded)

An unusual case of monosomy 18p: minor malformations with speech delay

Bora E, Giray 0., Ulgenalp A., OZKAN H., Ercal D.

TURKISH JOURNAL OF PEDIATRICS, vol47, no.2, pp.199-201, 2005 (SCI-Expanded)

Deletion analysis and clinical correlations in patients with Xp21 linked muscular dystrophy
Ulgenalp A, Giray 0., Bora E., Hizli T, Kurul S, Sagin-Saylam G., Karasoy H., Uran N., Dizdarer G., Tutuncuoglu S., et
al.

TURKISH JOURNAL OF PEDIATRICS, vol.46, no.4, pp.333-338, 2004 (SCI-Expanded)

Congenital cardiac defects with 22q11 deletion

Giray Z., Ulgenalp A, Bora E, Saylam G., Unal N,, Mese T., Hudaoglu S., Ercal D.

TURKISH JOURNAL OF PEDIATRICS, vol45, no.3, pp.217-220, 2003 (SCI-Expanded)

Achondroplasia in Turkey is defined by recurrent G380R mutation of the FGFR3 gene
PEHLIVAN S, Ozkinay F., Okutman 0., Cogulu 0., Ozcan A., Cankaya T., Ulgenalp A.

TURKISH JOURNAL OF PEDIATRICS, vol45, no.2, pp.99-101, 2003 (SCI-Expanded)

Analyses of polymorphism for UGT1*1 exon 1 promoter in neonates with pathologic and prolonged
jaundice

Ulgenalp A, Duman N,, Schaefer F., Whetsell L., Bora E., Gulcan H., Kumral A., Oren H., Giray 0., Ercal D., et al.
BIOLOGY OF THE NEONATE, vol.83, no.4, pp.258-262, 2003 (SCI-Expanded)
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Chromosomal Evaluation Results for Transgender Individuals and Questioning the Necessity of
Karyotyping

CANKAYA T., Cura D. 0., Ozkalayci H., ULGENALP A.

ERCIYES MEDICAL JOURNAL, vol.43, no.2, pp.166-169, 2021 (ESCI)

Effects of APOE, ACE, PICALM, and CYP2D6 Gene Variants on Alzheimer's Disease

0z 0., YENER G., BORA E,, CANKAYA T., ATAMAN E,, Ercal D., ULGENALP A.

CURRENT PSYCHIATRY RESEARCH AND REVIEWS, vol.17, no.2, pp.127-136, 2021 (ESCI)

Cinsiyet Disforisinde Genetik Faktérlerin Roli

ONUR CURA D., CANKAYA T., ULGENALP A.

Hitit Medical Journal, vol.2, no.2, pp.49-55, 2020 (Peer-Reviewed Journal)

The effects of epigenetic regulation on phenotypic expressivity in Turkish patients with familial
Mediterranean fever

DOGANE,, Gursoy S., Bozkaya G., Camlar S. A, Kilicarslan 0. A, SOYLU A, ULGENALP A, KAVUKCU S., GIRAY
BOZKAYA 0.

INDIAN JOURNAL OF RHEUMATOLOGY, vol.14, no.4, pp.297-303, 2019 (ESCI)

Identification of PSEN1 and PSEN2 Gene Variants and Clinical Findings with the Literature
Nadide C. R, BORA E, ATAMAN E,, 0Z 0., YENER G., ULGENALP A.

International Journal of Neurodegenerative Disorders, vol.2, no.1, 2019 (Peer-Reviewed Journal)

Initial Next-Generation Sequencing (NGS) Results of Alport Syndrome

Koc A, Bora E,, Cinleti T, Yildiz G., Torun Bayram M., Giray Bozkaya 0., Ulgenalp A.

JOURNAL OF BASIC AND CLINICAL HEALTH SCIENCES, vol.3, no.3, pp.165-169, 2019 (ESCI)

46,XX erkek sendromlu bir olgu

ONUR CURA D., CANKAYA T., 0Z 0., BORA E., ULGENALP A, ERCAL M. D.

Pediatri Uzmanhk Akademisi Dergisi, vol.1, no.4, pp.1-4, 2019 (Peer-Reviewed Journal)

Spinal Muscular Atrophy Results and Comparison of Commonly Used Methods

Koc A, Bora E,, Yis U, Giray Bozkaya 0., Ulgenalp A.
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GAZI MEDICAL JOURNAL, vol.30, no.4, pp.381-383, 2019 (ESCI)

Family functioning and child behavioral problems with Duchenne/Becker muscular dystrophy: A
cross-sectional study

TURAN S., ULGENALP A, MEMIS H., YIS U,, AKAY A.

Journal of Surgery and Medicine, vol.3, no.7, pp.515-519, 2019 (Peer-Reviewed Journal)

Novel Thyroid Stimulating Hormone Receptor (TSHR) Gene Mutation in a Patient With Congenital
Hypothyroidism

ONUR CURA D., ULGENALP A.

Gazi Medical Journal, vol.30, no.1, pp.20, 2019 (Scopus)

A 12-Year-Old Girl with Bilateral Coats Disease and ABCA4 Gene Mutation

SAATCI A. 0, AYHAN Z.,, YAMAN A, BORA E., ULGENALP A, KAVUKCU S.

CASE REPORTS IN OPHTHALMOLOGY, vol.9, no.2, pp.375-380, 2018 (ESCI)

Prenatal Donemde Saptanan Tanatoforik Displazi Olgusu

MEMIS H., ATAMAN E,, CELILOGLU M., OZER E., ULGENALP A, ERCAL M. D, BORAE.

DEU Tip Fakiiltesi Dergisi, vol.31, no.3, pp.179-184, 2017 (Peer-Reviewed Journal)

Anormal SpermMotilitesine Bagh Erkek infertilitesinde Mitokondriyal A3243G Mutasyonunun Rolii
BORA E., GIRAY BOZKAYA 0., ATAMAN E., CANKAYA T., KEFi A, ULGENALP A., OZKINAY F. F.

DEU Tip FakiiltesiDergisi, vol.29, no.3, pp.89-94, 2015 (Peer-Reviewed Journal)

Noromuskiiler Hastalik Genleri ve Molekiiler Tan1 Yaklasimi: Duchenne Muskiiler Distrof

0Z 0., ULGENALP A.

TURKIYE KLINIKLERI PEDIATRYI, vol.9, no.4, pp.103-109, 2013 (Scopus)

Obez ve dislipidemik Tiirk ¢ocuklarinda apolipoprotein E gen polimorfizmi ve plazma lipid
seviyelerinin karsilastirilmasi

YILMAZ E., BORA E,, CANKAYA T., ULGENALP A, GIRAY BOZKAYA 0., COKER M,, ERCAL M. D.

DEU Tip Dergisi, vol.26, no.1, pp.27-35, 2012 (Peer-Reviewed Journal)

A RARE CAUSE OF MALE PSEUDOHERMAPHRODITISM: 46, XY GONADAL DYSGENESIS (SWYER
SYNDROME)

ABACI A, Unuvar T.,, BOBER E,, Giray 0., BORA E., ULGENALP A., OZER E., Ercal D., Buyukgebiz A.
MARMARA MEDICAL JOURNAL, vol.23, no.2, pp.302-307, 2010 (ESCI)

Down Sendromlu Cocuklarda Atlanto-Aksiyel Eklem Instabilitesi ve Sendroma Ozgii Diger Klinik
Bulgularla fliskisi

Ogiin N, Giray Bozkaya 0., Bora E,, Ulgenalp A, Ercal M. D.

TURKIYE KLINIKLERI PEDIATRI, vol.17, no.4, pp.250-256, 2008 (Peer-Reviewed Journal)

Watson Sendromu

Giray Bozkaya 0., Bora E., Ulgenalp A., Paytoncu S., Unal N., Er¢al M. D.

DEU TIP FAKULTESI DERGISI, vol.21, no.1, pp.55-58, 2007 (Peer-Reviewed Journal)

Hipokalsemik Konviilziyon Nedeniyle Basvuran Adolesan Bir Olguda 22q11 Delesyonu

Giray Bozkaya 0., Unal E., Bora E., Ulgenalp A, Béber E., Biiyiikgebiz C. A,, Ercal M. D.

Tiirkiye Klinikleri Saglk Bilimleri Dergisi, vol.16, pp.54-57, 2007 (Peer-Reviewed Journal)

Kistik fibrozisli olgularda gastrointestinal tutulum ve nutrisyonel durumun degerlendirilmesi Dokuz
Eyliil Universitesi Cocuk Gastroenteroloji, Beslenme ve Metabolizma Unitesi deneyimi

BEKEM 0., 0ZTURK Y., Cetinkaya H., BABAYIGIT HOCAOGLU A, ERGE D., ULGENALP A, HIZLI S., ARSLAN N.,
UZUNER N., KARAMAN 0, et al.

TURKIYE KLINIKLERI PEDIATRI, 2005 (Peer-Reviewed Journal)

Adams-Oliver syndrome: A case report Adams-Oliver sendromu: Bir vaka takdimi

GIRAY BOZKAYA 0. DUMAN N., Akbas Y., BORA E., ULGENALP A,, Ercal D., 0ZKAN H.

Cocuk Sagligi ve Hastaliklari Dergisi, vol.47, no.2, pp.123-127, 2004 (Scopus)

Adams-Oliver sendromu:

Giray Bozkaya 0., Duman N., Bora E., Ulgenalp A., Ercal M. D., Ozkan H.

Cocuk Saghig1 ve Hastaliklari, vol.47, pp.123-127, 2004 (Peer-Reviewed Journal)

ANGELMAN SENDROMUNA BAKIS ; NON - MENDELIAN KALITIMA ORNEK



Bora E, Ulgenalp A, Giray Bozkaya 0.
Dokuz Eyliil Universitesi Tip Fakiiltesi Dergisi, no.17, pp.157-162, 2003 (Peer-Reviewed Journal)
XXIV. Electroretinographic findings in Duchenne/Becker muscular dystrophy and correlation with
genotype.
Ulgenalp A, Oner F. H,, Soylev M. F., Bora E,, Afrashi F., Kose S,, Er¢al D.
Ophthalmic genetics, vol.23, no.3, pp.157-65, 2002 (Scopus)
XXV. Early diagnosis of Duchenne muscular dystrophy with high level of transaminases.
Kurul S, Ulgenalp A, Dirik E.,, Ercal D.
Indian pediatrics, vol.39, no.2, pp.210-1, 2002 (Scopus)
XXVI. Tirk Kistik Fibrozisli Hastalarda 14 yaygin Mutasyonun Taranmasi
Bora E,, Ulgenalp A., Uzuner N., Giray Bozkaya 0., Ercal M. D.
izmir Gégiis Hastanesi Dergisi, vol.14, no.2, pp.1-4, 2000 (Peer-Reviewed Journal)
XXVII. Analysis of delta F508 mutation in cystic fibrosis pathology specimens.
Ozgii¢ M., Tekin A., Erdem H,, Yilmaz E., Ayter S., Coskun T., Can A, Goégiis S., Caglar M., Kale G.
Pediatric pathology, vol.14, no.3, pp.491-6, 1994 (Peer-Reviewed Journal)

Books & Book Chapters

I. Yeni Nesil Dizileme Verilerinin Yorumlanmasi
Kocabey M., Ulgenalp A., Caglayan A. O.
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