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Biyografi

I am a Professor of Medical Genetics and clinical geneticist with specific interest in neurodevelopmental
disorders. I have extensive experience in next-generation and high-throughput molecular genetics, with
special focus on the use of homozygosity mapping, linkage analysis and whole-exome sequencing in
recessive forms of structural and functional abnormalities of the brain. I have successfully detected rare
and somatic genetic variant identification in diverse range of diseases using high-throughput and next-
generation genomics approaches at Yale. In the last ten years, I have published papers in Cell, Science,
Nature, Nature Genetics and Neuron including one of the first successful applications of exome
sequencing in the identification of genetic basis of recessive forms of structural and functional

abnormalities of the brain.

I have served as a member of editorial boards, a reviewer in top-tier journals and conferences, and was
invited to serve as a program committee member for international workshops and conferences as well. I
established Medical Genetics Department and giving lectures to under and post graduate students,
assisting in seminar groups or laboratories, and grading. Teaching activities are drawn from a diverse
menu of lecture, laboratory, and seminar courses given at the undergraduate, graduate, and medical
school level.

Egitim Bilgileri

Tipta Uzmanlik, Erciyes Universitesi, Tip Fakiiltesi, Dahili Tip Bilimleri Boliimii, Tiirkiye 2003 - 2007
Lisans, Eskisehir Osmangazi Universitesi, Tip Fakiiltesi, Tip Pr., Tiirkiye 1997 - 2001

Sertifika, Kurs ve Egitimler

Mesleki Egitim, Publons Academy Peer Reviewer, Publons Academy, 2020

Arastirma Alanlari

Tip, Cocuk Ruh Saghg: ve Hastaliklari, Cocuk Saghg ve Hastaliklar, Noroloji, Tibbi Genetik, Kadin Hastaliklar: ve Dogum,
Biyoinformatik, Molekiiler Biyoloji ve Genetik, Noérosistemler



Akademik Unvanlar / Gorevler

Prof. Dr., Dokuz Eyliil Universitesi, Saghk Bilimleri Enstitiisii, Molekiiler Tip Anabilim Dal (Disiplinlerarasi), 2019 -
Devam Ediyor

Prof. Dr., Demiroglu Bilim Universitesi, Tip Fakiiltesi, Dahili Tip Bilimleri Béliimii, 2018 - 2019

Dog. Dr., istanbul Bilim Universitesi, Tip Fakiiltesi, Dahili Tip Bilimleri B6liimii, 2015 - 2017

Akademik Idari Deneyim

Bashekim Yardimcisi, Dokuz Eyliil Universitesi, Uygulama Ve Arastirma Hastanesi, Dahili Tip Bilimleri, 2023 - Devam
Ediyor

Boliim Akademik Tesvik Degerlendirme Komisyonu Uyesi, Dokuz Eyliil Universitesi, Saghk Bilimleri Enstitiisii, 2022 -
Devam Ediyor

Yonerge Komisyonu Uyesi, Dokuz Eyliil Universitesi, Saglik Bilimleri Enstitiisii, 2022 - Devam Ediyor

Etik Kurul Uyesi, Dokuz Eyliil Universitesi, Tip Fakiiltesi, Dahili Tip Bilimleri Béliimii, 2021 - Devam Ediyor

Merkez Miidiirii, Dokuz Eyliil Universitesi, Tip Fakiiltesi, Dahili Tip Bilimleri Béliimii, 2021 - Devam Ediyor

Merkez Laboratuvar Bagkan Yardimcisi, Dokuz Eyliil Universitesi, Tip Fakiiltesi, Dahili Tip Bilimleri Béliimii, 2020 -
Devam Ediyor

Anabilim Dali Akademik Kurul Uyesi, Dokuz Eyliil Universitesi, Saglik Bilimleri Enstitiisii, Saglik Bilimleri Enstitiisii, 2019 -
Devam Ediyor

Anabilim Dal Akademik Kurul Uyesi, Dokuz Eyliil Universitesi, Tip Fakiiltesi, Dahili Tip Bilimleri Béliimii, 2019 - Devam
Ediyor

Anabilim/Bilim Dah Baskani, Dokuz Eyliil Universitesi, Tip Fakiiltesi, Dahili Tip Bilimleri Béliimii, 2023 - 2023

Genetik Testler Muayene Komisyonu Asil Uyesi, Dokuz Eyliil Universitesi, Tip Fakiiltesi, Dahili Tip Bilimleri Béliimii, 2023
-2023

Enstitii Miidiir Yardimcisi, Dokuz Eyliil Universitesi, Saghk Bilimleri Enstitiisti, 2022 - 2023

Enstitii Yénetim Kurulu Uyesi, Dokuz Eyliil Universitesi, Saghk Bilimleri Enstitiisii, 2022 - 2023

istanbul Bilim Universitesi, 2015 - 2019

istanbul Bilim Universitesi, 2015 - 2017

Verdigi Dersler

Tibbi Genetik, Lisans, 2022 - 2023, 2021 - 2022, 2016 - 2017
Tibbi Biyoloji ve Genetik, Yiiksek Lisans, 2018 - 2019, 2017 - 2018, 2016 - 2017, 2015 - 2016
Tibbi Biyoloji ve Genetik, Lisans, 2015 - 2016

Jiiri Uyelikleri

Tez Savunma (Tipta Uzmanlik), Tez Savunma (Tipta Uzmanlik), Ege Universitesi, Haziran, 2024

Tez Savunma (Doktora), Tez Savunma (Doktora), Ege Universitesi, Ocak, 2024

Tez Savunma (Doktora), Tez Savunma (Doktora), Izmir Biyotip ve Genom Merkezi, Kasim, 2023

Tez Savunma (Doktora), Tez Savunma (Doktora), Ege Universitesi, Ekim, 2023

Doktora Yeterlik Smavi, Doktora Yeterlik Sinavi, Ege Universitesi, Ekim, 2023

Tez Savunma (Tipta Uzmanlik), Tez Savunma (Tipta Uzmanhk), Ege Universitesi, Eyliil, 2023

Tez Savunma (Tipta Uzmanlik), Tez Savunma (Tipta Uzmanlik), Dokuz Eyliil Universitesi, Agustos, 2023

Akademik Kadroya Atama-Dogentlik, Akademik Kadroya Atama-Dogentlik, istanbul Medipol Universitesi, Temmuz, 2023
Akademik Kadroya Atama-Dogentlik, Akademik Kadroya Atama-Dogentlik, istanbul Medipol Universitesi, Temmuz, 2023
Akademik Kadroya Atama-Dogentlik, Akademik Kadroya Atama-Dogentlik, Balikesir Universitesi, Haziran, 2023
Akademik Kadroya Atama-Yardimci Dogentlik, Akademik Kadroya Atama-Yardimci Dogentlik, Acltbadem Mehmet Ali

Aydmlar Universitesi, Haziran, 2023



Tez Savunma (Tipta Uzmanlik), Tez Savunma (Tipta Uzmanlk), Dokuz Eyliil Universitesi, Haziran, 2023

Dogentlik Siavi, Dogentlik Smavi, Saghk Bilimleri Universitesi, Mays, 2023

Doktora Tez izleme Komitesi (TiK) Uyeligi, Doktora Tez Izleme Komitesi (TiK) Uyeligi, Balikesir Universitesi, Mart, 2023
Akademik Kadroya Atama-Profesérliik, Akademik Kadroya Atama-Profesérliik, Istanbul Universitesi, Subat, 2023
Akademik Kadroya Atama-Dogentlik, Akademik Kadroya Atama-Dogentlik, Saglk Bilimleri Universitesi, Subat, 2023
Akademik Kadroya Atama-Dogentlik, Akademik Kadroya Atama-Dogentlik, Afyonkarahisar Saglk Bilimleri Universitesi,
Subat, 2023

Yarisma, TEKNOFEST Saglik ve Ilk Yardim Kategorisi-2023, Teknofest, Ocak, 2023

Doktora Yeterlik Smavi, Doktora Yeterlik Sinavi, Dokuz Eyliil Universitesi, Ocak, 2023

Akademik Kadroya Atama-Yardimci Dogentlik, Akademik Kadroya Atama-Yardimci Dogentlik, Bezmidlem Vakif
Universitesi, Arahk, 2022

Dogentlik Siavi, Dogentlik Sinavi, Trakya Universitesi, Arahk, 2022

Yarisma, TEKNOFEST Saghkta Yapay Zeka Yarismalari-2023, Teknofest, Aralik, 2022

Dogentlik Siavi, Dogentlik Smavi, Atatiirk Universitesi, Ekim, 2022

Tez Savunma (Doktora), Tez Savunma (Doktora), Ege Universitesi, Agustos, 2022

Akademik Kadroya Atama-Yardimci Dogentlik, Akademik Kadroya Atama-Yardimci Dogentlik, Van Yiiziincii Y1l
Universitesi, Agustos, 2022

Tez Savunma (Yiiksek Lisans), Tez Savunma (Yiiksek Lisans), Dokuz Eyliil Universitesi, Temmuz, 2022

Yarisma, TEKNOFEST HAVACILIK, UZAY VE TEKNOLOJi FESTIVALI SAGLIKTA YAPAY ZEKA YARISMASI, Dokuz Eyliil
Universitesi, Haziran, 2022

Dogentlik Siavi, Dogentlik Sinavi, Afyon Kocatepe Universitesi, Haziran, 2022

Doktora Yeterlik Smavi, Doktora Yeterlik Sinavi, Dokuz Eyliil Universitesi, Haziran, 2022

Yarisma, TEKNOFEST HAVACILIK, UZAY VE TEKNOLO]Ji FESTIVALI, Dokuz Eyliil Universitesi, Nisan, 2022

Dogentlik Sinavi, Dogentlik Sinavi, Dokuz Eyliil Universitesi, Aralik, 2021

Doktora Yeterlik Smavi, Doktora Yeterlik Sinavi, Ege Universitesi, Ekim, 2021

Doktora Tez izleme Komitesi (TiK) Uyeligi, Doktora Tez izleme Komitesi (TiK) Uyeligi, Dokuz Eyliil Universitesi, Eylil,
2021

Dogentlik Siavi, Dogentlik Sinavi, Dokuz Eyliil Universitesi, Agustos, 2021

Doktora Tez izleme Komitesi (TiK) Uyeligi, Doktora Tez Izleme Komitesi (TiK) Uyeligi, Ege Universitesi, Agustos, 2021
Akademik Kadroya Atama-Yardima Dogentlik, Akademik Kadroya Atama, Ege Universitesi, Temmuz, 2021
Akademik Kadroya Atama-Profesérliik, Akademik Kadroya Atama, Lokman Hekim Universitesi, Temmuz, 2021
Doktora Yeterlik Smavi, Doktora Yeterlik Smawi, istanbul Universitesi, May1s, 2021

Akademik Kadroya Atama-Yardima Dogentlik, Akademik Kadroya Atama, Balikesir Universitesi, Subat, 2021

Tez Savunma (Doktora), Tez Savunma (Doktora), istanbul Universitesi, Aralik, 2020

Doktora Yeterlik Smavi, Doktora Yeterlik Smavi, Ege Universitesi, Ekim, 2020

Docentlik Sinavi, Dogentlik Sinavi, Dokuz Eyliil Universitesi, Ekim, 2020

Doktora Yeterlik Smavi, Doktora Yeterlik Smavi, Ege Universitesi, Ekim, 2020

Tez Savunma (Doktora), Tez Savunma (Doktora), Istanbul Universitesi, Temmuz, 2020

Docentlik Sinavi, Dogentlik Sinavi, Dokuz Eyliil Universitesi, Mart, 2020

Docentlik Sinavi, Dogentlik Sinavi, Dokuz Eyliil Universitesi, Agustos, 2019

Dogentlik Siavi, Dogentlik Smavi, Dokuz Eyliil Universitesi, Eyliil, 2018

Dogentlik Siavi, Dogentlik Smavi, Dokuz Eyliil Universitesi, Haziran, 2018

SCI, SSCI ve AHCI indekslerine Giren Dergilerde Yayinlanan Makaleler

I. Investigation of genotype-phenotype and familial features of Turkish dystrophinopathy patients.
Ozkalayci H., Bora E., Cankaya T., Kocabey M., Zubari N. C,, Yis U,, Giray Bozkaya 0., Turan S., Pekcanlar Akay A.,
Caglayan A. O,, et al.

Neurogenetics, 2024 (SCI-Expanded)
II. Phenotypic comparison of a novel variant (p.P164R) and A founder mutation (c.748+1G&gt;A) in
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Warburg Micro syndrome

Cinleti T., Sarikaya Uzan G., Biirge B., Kiigiimen Y., Yalgin H. Y,, Giirsoy S,, Yis U., Caglayan A. 0., Giray Bozkaya O.
NEUROLOGY ASIA, cilt.28, sa.4, ss.1085-1094, 2023 (SCI-Expanded)

Genetic, serological and clinical evaluation of childhood myasthenia syndromes- single center
subgroup analysis experience in Turkey

Ozsoy 0., Cinleti T., Giinay C., Sarikaya Uzan G., Giray Bozkaya 0., Caglayan A. 0., Hiz Kurul S,, Yis U.

Acta Neurologica Belgica, cilt.123, sa.6, ss.2325-2335, 2023 (SCI-Expanded)

Genetic evaluation of 50 Turkish patients with neurofibromatosis type 1: 2 years experience of a
single center

Kocabey M., Ozkalayci H., Cankaya T., Yilmaz Uzman C.,, Caglayan A. 0., Ulgenalp A., Er¢al M. D.

International Journal of Developmental Neuroscience, cilt.83, sa.5, ss.456-465, 2023 (SCI-Expanded)

MIRAGE syndrome in a 10-year-old girl with a novel Lys1024Glu missense variant in
<i>SAMDI9</i>

Cinleti T., Giilen A., Sénmez B., Giirsoy S., Boyacioglu 0. K, Asilsoy S., Ulgenalp A., Bozkaya 0., Caglayan A. O.
CLINICAL DYSMORPHOLOGY, sa.3, ss.133-138, 2023 (SCI-Expanded)

Clinical Heterogeneity in Patients with Long QT Syndrome and Segregation of Single Nucleotide
Variants and Clinical Symptoms in 17 Affected Families

Bora E, Bulut A. Y., Cankaya T., Cinleti T., Geng H. Z., Ozcan E. E., Ozpelit E., Ulgenalp A., Caglayan A. O.
MOLECULAR SYNDROMOLOGY, 2023 (SCI-Expanded)

Investigation of different genomic variants in familial Mediterranean fever cases with monoallelic
MEFV mutation.

Kocabey M., Cankaya T., Bayram M. T., Ulgenalp A., Caglayan A. 0., Giray Bozkaya 0.

Clinical and experimental rheumatology, 2023 (SCI-Expanded)

An investigation of the etiology and follow-up findings in 35 children with overgrowth syndromes,
including biallelic SUZ12 variant.

Yiiksel Ulker A, Uludag Alkaya D., Caglayan A. 0., Usluer E., Aykut A, Aslanger A., Vural M,, Tiiysiiz B.

American journal of medical genetics. Part A, 2023 (SCI-Expanded)

Unexpected finding in kidney biopsy of a child with nephrotic proteinuria: Questions

Bayram M,, Yildiz G., Caglayan A. O., Ulgenalp A., Unlu S. M., Soylu A., Kavukcu S.

PEDIATRIC NEPHROLOGY, sa.1, ss.113-114, 2023 (SCI-Expanded)

Unexpected finding in kidney biopsy of a child with nephrotic proteinuria: Answers

Bayram M,, Yildiz G., Caglayan A. O., Ulgenalp A., Unlu S. M., Soylu A., Kavukcu S.

PEDIATRIC NEPHROLOGY, sa.1, ss.115-117, 2023 (SCI-Expanded)

Hemoglobin A(1C) can differentiate subjects with GCK mutations among patients suspected to have
MODY.

Yilmaz Uzman C., Erbas I. M., Giray Bozkaya 0., Paketci A, Caglayan A. 0., Abac1 A,, Kulali M. A, Béber E., Kekilli A.,
Cinleti T, et al.

Journal of pediatric endocrinology & metabolism : JPEM, cilt.35, sa.12, ss.1528-1536, 2022 (SCI-Expanded)
Biallelic BICD2 variant is a novel candidate for Cohen-like syndrome.

Caglayan A. 0., Tuysuz B., Giil E,, Alkaya D. U,, Yalcinkaya C., Gleeson ]. G., Bilguvar K., Gunel M.

Journal of human genetics, cilt.67, sa.9, ss.553-556, 2022 (SCI-Expanded)

Human COQ4 deficiency: delineating the clinical, metabolic and neuroimaging phenotypes.
Laugwitz L., Seibt A., Herebian D., Peralta S., Kienzle I, Buchert R., Falb R., Gauck D., Miiller A., Grimmel M,, et al.
Journal of medical genetics, cilt.59, sa.9, ss.878-887, 2022 (SCI-Expanded)

Analysis of genotype-phenotype correlation in Walker-Warburg syndrome with a novel CRPPA
mutation in different clinical manifestations

Bayram N., Bayram A. K, Per H., Giimiis H., Ozsaygili C., Dogan M. S., Caglayan A. O.

EUROPEAN JOURNAL OF OPHTHALMOLOGY, cilt.32, sa.5, 2022 (SCI-Expanded)

Congenital Myasthenic Syndromes in Turkey: Clinical and Molecular Characterization of 16 Cases
With Three Novel Mutations.

Oztiirk S., Giileg A, Erdogan M., Demir M., Canpolat M., Giimiis H., Caglayan A. 0., Diindar M., Per H.
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Pediatric neurology, cilt.136, ss.43-49, 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, cilt.22, sa.3, ss.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, cilt.262-263, ss.118-133, 2022 (SCI-Expanded)

Importance of multigene panel test in patients with consanguineous marriage and family history of
breast cancer

Ozmen V., Caglayan A. O, Yararbas K, Ordu C., Aktepe F., Ozmen T., llgun A. S, Soybir G., Alco G., Tsaousis G. N,, et al.
ONCOLOGY LETTERS, cilt.23, sa.4, 2022 (SCI-Expanded)

Further delineation of familial polycystic ovary syndrome (PCOS) via whole-exome sequencing:
PCOS-related rare FBN3 and FN1 gene variants are identified.

Karakaya C,, Cil A. P,, Bilguvar K, Cakir T., Karalok M. H., Karabacak R. 0., Caglayan A. O.

The journal of obstetrics and gynaecology research, 2022 (SCI-Expanded)

Clinical and genetic studies of thiamine metabolism dysfunction syndrome-4: case series and review
of the literature.

Samur B. M,, Glimiis G., Canpolat M,, Giimiis H., Per H., Caglayan A. O.

Clinical dysmorphology, 2022 (SCI-Expanded)

Familial clustering of nasopharyngeal carcinoma in the family of an adolescent with nasopharyngeal
carcinoma

Kara B., Ertan K, Diizova M., CAGLAYAN A. 0., Koksal Y.

Turkish Journal of Pediatrics, cilt.64, sa.6, ss.1130-1135, 2022 (SCI-Expanded)

Cerebral developmental venous anomalies in children with mismatch repair deficiency.

Kara B,, Paksoy Y., Caglayan A. 0., Seher N., Akbas H., Koksal Y.

The Turkish journal of pediatrics, cilt.64, sa.6, ss.1106-1116, 2022 (SCI-Expanded)

Clinical Features, Treatment and Outcome of Childhood Glial Tumors.

Kara B,, Ertan K., Karabagli P., Karabagli H., Yavas G., Caglayan A. O., Koksal Y.

Turkish neurosurgery, cilt.32, ss.135-142, 2022 (SCI-Expanded)

A novel homozygous frameshift mutation in the TUSC3 gene identified in siblings with intellectual
disability.

Ozmansur E. N, Pediik Y., Giimiis H., Gaglayan A. O, Per H.

Clinical dysmorphology, cilt.31, ss.36-38, 2022 (SCI-Expanded)

Peripheral Expression of MACROD2 Gene Is Reduced Among a Sample of Turkish Children with
Autism Spectrum Disorder

Alnak A, Ozucer I. K., CAGLAYAN A. 0., COSKUN M.

PSYCHIATRY AND CLINICAL PSYCHOPHARMACOLOGY, cilt.31, sa.3, s5.261-269, 2021 (SCI-Expanded)
<i>Biallelic ZNF335</i> mutations cause basal ganglia abnormality with progressive
cerebral/cerebellar atrophy.

CAGLAYAN A. 0, Yaghouti K, Kockaya T., Kemer D., CGANKAYA T., Ameziane N., GOGULU M. 0., COKER M.,
YALCINKAYA C.

Journal of neurogenetics, cilt.35, sa.1, ss.23-28, 2021 (SCI-Expanded)

METAP1mutation is a novel candidate for autosomal recessive intellectual disability

CACLAYAN A. 0, Aktar F,, Bilguvar K, Baranoski J. F., Akgumus G. T, Harmanci A. S., Erson-Omay E. Z., Yasuno K,
CAKSEN H., Gunel M.

JOURNAL OF HUMAN GENETICS, cilt.66, sa.2, ss.215-218, 2021 (SCI-Expanded)

Nasopharyngeal carcinoma in a child with Kartagener's syndrome
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Kara B,, Seher N., Karanis M. I. E,, KOPLAY M,, ARTAC H., Koc M, CACLAYAN A. 0, KOKSAL Y.

TURKISH JOURNAL OF PEDIATRICS, cilt.63, sa.1, ss.155-160, 2021 (SCI-Expanded)

Expanding the clinical and genetic spectrum of ALPK3 variants: Phenotypes identified in pediatric
cardiomyopathy patients and adults with heterozygous variants

Herkert]. C, Verhagen J. M. A, Yotti R, Haghighi A, Phelan D. G., James P. A, Brown N. ], Stutterd C., Macciocca I,
Leong K., et al.

AMERICAN HEART JOURNAL, cilt.225, s5.108-119, 2020 (SCI-Expanded)

COQ4 Mutation Leads to Childhood-Onset Ataxia Improved by CoQ10 Administration

CAGLAYAN A. 0., GUMUS H., Sandford E., Kubisiak T. L., Ma Q,, Ozel A. B,, PER H,, Li|. Z., Shakkottai V. G., Burmeister
M.

CEREBELLUM, cilt.18, sa.3, ss.665-669, 2019 (SCI-Expanded)

MAB21L1 loss of function causes a syndromic neurodevelopmental disorder with distinctive
cerebellar, ocular, craniofacial and genital features (COFG syndrome)

Rad A, Altunoglu U,, Miller R, Maroofian R., James K. N,, CAGLAYAN A. 0., Najafi M., Stanley V., Boustany R., YESIL
SAYIN G, etal.

JOURNAL OF MEDICAL GENETICS, cilt.56, sa.5, ss.332-339, 2019 (SCI-Expanded)

Loss of Protocadherin-12 Leads to Diencephalic-Mesencephalic Junction Dysplasia Syndrome
Guemez-Gamboa A, CAGLAYAN A. 0, Stanley V., Gregor A., Zaki M. S., Saleem S. N., Musaev D., McEvoy-Venneri J.,
Belandres D., Akizu N, et al.

ANNALS OF NEUROLOGY, cilt.84, sa.5, s5.638-647, 2018 (SCI-Expanded)

Biallelic loss of human CTNNAZ2, encoding alpha N-catenin, leads to ARP2/3 complex overactivity and
disordered cortical neuronal migration

Schaffer A. E., Breuss M. W., CAGLAYAN A. 0., Al-Sanaa N., Al-Abdulwahed H. Y., Kaymakcalan H., Yilmaz C., Zaki M.
S, Rosti R. 0., Copeland B,, et al.

NATURE GENETICS, cilt.50, sa.8, s5.1093-1107, 2018 (SCI-Expanded)

Homozygous CAPN1 mutations causing a spastic-ataxia phenotype in 2 families

Kocoglu C,, Gundogdu A., Kocaman G., KAHRAMAN KOYTAK P., ULUG K, Kiziltan G., GAGLAYAN A. 0., Bilguv K., Vural
A, Basak A.N.

NEUROLOGY-GENETICS, cilt.4, sa.1, 2018 (SCI-Expanded)

Biallelic mutations in the 3 ' exonuclease TOE1 cause pontocerebellar hypoplasia and uncover a role
in snRNA processing

Lardelli R. M,, Schaffer A. E.,, Eggens V. R. C,, Zaki M. S,, Grainger S., Sathe S., Van Nostrand E. L., Schlachetzki Z., Rosti
B., Akizu N,, et al.

NATURE GENETICS, cilt.49, sa.3, ss.457-464, 2017 (SCI-Expanded)

Disruptions in asymmetric centrosome inheritance and WDR62-Aurora kinase B interactions in
primary microcephaly

Sgourdou P., Mishra-Gorur K, Saotome I, Henagariu O., Tuysuz B., Campos C,, Ishigame K., Giannikou K., Quon J. L.,
Sestan N, et al.

SCIENTIFIC REPORTS, cilt.7, 2017 (SCI-Expanded)

Impaired Amino Acid Transport at the Blood Brain Barrier Is a Cause of Autism Spectrum Disorder
Tarlungeanu D. C, Deliu E,, Dotter C. P., Kara M., Janiesch P. C., Scalise M., Galluccio M., Tesulov M., Morelli E,,
Sonmez F. M, et al.

CELL, cilt.167, sa.6, ss.1481-1512, 2016 (SCI-Expanded)

Biallelic Mutations in TMTC3, Encoding a Transmembrane and TPR-Containing Protein, Lead to
Cobblestone Lissencephaly

Jerber J., Zaki M. S, Al-Aama J. Y., Rosti R. O., Ben-Omran T., Dikoglu E,, Silhavy J. L., CACLAR C., Musaev D., Albrecht
B, etal

AMERICAN JOURNAL OF HUMAN GENETICS, cilt.99, sa.5, ss.1181-1189, 2016 (SCI-Expanded)

Mutations in MBOAT7, Encoding Lysophosphatidylinositol Acyltransferase I, Lead to Intellectual
Disability Accompanied by Epilepsy and Autistic Features

Johansen A, Rosti R. 0., Musaev D., Sticca E., Harripaul R., Zaki M., CAGLAYAN A. 0., Azam M,, Sultan T., Froukh T, et
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AMERICAN JOURNAL OF HUMAN GENETICS, cilt.99, sa.4, ss.912-916, 2016 (SCI-Expanded)

Biallelic Mutations in Citron Kinase Link Mitotic Cytokinesis to Human Primary Microcephaly

Li H,, Bielas S. L., Zaki M. S., Ismail S., Farfara D., Um K., Rosti R. 0., Scott E. C,, Tu S., Chi N. C,, et al.

AMERICAN JOURNAL OF HUMAN GENETICS, cilt.99, sa.2, ss.501-510, 2016 (SCI-Expanded)

A patient with a novel homozygous missense mutation in FTO and concomitant nonsense mutation in
CETP

(;AGLAYAN A. 0, Tuysuz B,, Coskun S., Quon ], Harmanci A. S., Baranoski J. F,, Baran B., Erson-Omay E. Z., Henegariu
0., Mane S. M,, et al.

JOURNAL OF HUMAN GENETICS, cilt.61, sa.5, ss.395-403, 2016 (SCI-Expanded)

Genome-Wide Association and Exome Sequencing Study of Language Disorder in an Isolated
Population

Kornilov S. A, Rakhlin N., Koposov R, Lee M., Yrigollen C., CAGLAYAN A. 0., Magnuson J. S, Mane S., Chang J. T,,
Grigorenko E. L.

PEDIATRICS, cilt.137, sa.4, 2016 (SCI-Expanded)

Clinical, Electrodiagnostic, and Genetic Features of Tangier Disease in an Adolescent Girl with
Presentation of Peripheral Neuropathy

PER H., CANPOLAT M., Bayram A. K., Ulgen E., Baran B., KARDAS F., GUMUS H., Kumandas S., Bilguvar K., CAGLAYAN
A.0.

NEUROPEDIATRICS, cilt.46, sa.6, ss.420-423, 2015 (SCI-Expanded)

A rare case of congenital fibrosis of extraocular muscle type IA due to KIF2IA mutation with Marcus
Gunn jaw-winking phenomenon

Bayram A. K, PER H.,, Quon J.,, CANPOLAT M,, Uelgen E., Dogan H., GUMUS H., Kumandas S., Bayram N., Bilguvar K., et
al.

EUROPEAN JOURNAL OF PAEDIATRIC NEUROLOGY, cilt.19, sa.6, ss.743-746, 2015 (SCI-Expanded)

The Effects of Ketogenic Diet on Seizures, Cognitive Functions, and Other Neurological Disorders in
Classical Phenotype of Glucose Transporter 1 Deficiency Syndrome

GUMUS H., Bayram A. K, KARDAS F., CANPOLAT M., CAGLAYAN A. 0., Kumandas S.,, KENDIRCI M., PER H.
NEUROPEDIATRICS, cilt.46, sa.5, ss.313-320, 2015 (SCI-Expanded)

Somatic POLE mutations cause an ultramutated giant cell high-grade glioma subtype with better
prognosis

Erson-Omay E. Z,, CACLAYAN A. 0., Schultz N., Weinhold N., Omay S. B.,, 0ZDUMAN K., Koksal Y., Li ]., Harmanci A. S.,
Clark V, etal.

NEURO-ONCOLOGY, cilt.17, sa.10, ss.1356-1364, 2015 (SCI-Expanded)

NGLY1 mutation causes neuromotor impairment, intellectual disability, and neuropathy

CACLAYAN A. 0, Comu S, Baranoski J. F., Parman Y., Kaymakcalan H., Akgumus G. T., CACLAR C., Dolen D., Erson-
Omay E. Z.,, Harmanci A. S,, et al.

EUROPEAN JOURNAL OF MEDICAL GENETICS, cilt.58, sa.1, ss.39-43, 2015 (SCI-Expanded)

Brain Malformations Associated With Knobloch Syndrome-Review of Literature, Expanding Clinical
Spectrum, and Identification of Novel Mutations

CACLAYAN A. 0, Baranoski J. E,, Aktar F., Han W,, Tuysuz B., Guzel A., Guclu B., Kaymakcalan H., Aktekin B.,
Akgumus G. T, et al.

PEDIATRIC NEUROLOGY, cilt.51, sa.6, ss.806-813, 2014 (SCI-Expanded)

Mutations in KATNB1 Cause Complex Cerebral Malformations by Disrupting Asymmetrically Dividing
Neural Progenitors

Mishra-Gorur K, CACLAYAN A. 0., Schaffer A. E., Chabu C., Henegariu O., Vonhoff F., Akguemues G. T., Nishimura S.,
Han W, Tu S, etal.

NEURON, cilt.84, sa.6, ss.1226-1239, 2014 (SCI-Expanded)

Autosomal recessive spastic tetraplegia caused by AP4M1 and AP4B1 gene mutation: Expansion of
the facial and neuroimaging features

Tuysuz B., Bilguvar K., KOCER N., YALCINKAYA C,, CACLAYAN A. 0, Guel E, Sahin S., Comu S., Guenel M.
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AMERICAN JOURNAL OF MEDICAL GENETICS PART A4, cilt.164, sa.7, ss.1677-1685, 2014 (SCI-Expanded)

CLP1 Founder Mutation Links tRNA Splicing and Maturation to Cerebellar Development and
Neurodegeneration

Schaffer A. E, Eggens V.R. C,, CA(}LAYAN A. 0, Reuter M. S, Scott E,, Coufal N. G,, Silhavy ]. L., Xue Y., Kayserili H.,
Yasuno K, et al.

CELL, cilt.157, sa.3, ss.651-663, 2014 (SCI-Expanded)

Exome Sequencing Links Corticospinal Motor Neuron Disease to Common Neurodegenerative
Disorders

Novarino G., Fenstermaker A. G., Zaki M. S., Hofree M,, Silhavy J. L., Heiberg A. D., Abdellateef M., Rosti B, Scott E,,
Mansour L., et al.

SCIENCE, cilt.343, sa.6170, ss.506-511, 2014 (SCI-Expanded)

Whole-exome sequencing identified a patient with TMCO1 defect syndrome and expands the
phenotic spectrum

CAGLAYAN A. 0, PER H., Akgumus G., GUMUS H., Baranoski ], CANPOLAT M., CALIK M. A, Yikilmaz A., Bilguvar K.,
Kumandas S., et al.

CLINICAL GENETICS, cilt.84, sa.4, ss.394-395, 2013 (SCI-Expanded)

Genomic Analysis of Non-NF2 Meningiomas Reveals Mutations in TRAF7, KLF4, AKT1, and SMO
Clark V. E,, Erson-Omay E. Z., Serin A, Yin ]., Cotney J., Oezduman K, Avsar T,, Li].,, Murray P. B, Henegariu O,, et al.
SCIENCE, cilt.339, sa.6123, ss.1077-1080, 2013 (SCI-Expanded)

Mutations in LAMB1 Cause Cobblestone Brain Malformation without Muscular or Ocular
Abnormalities

Radmanesh F., CAGLAYAN A. 0,, Silhavy J. L., Yilmaz C., Cantagrel V., Omar T, Rosti B,, Kaymakcalan H., Gabriel S,, Li
M, etal.

AMERICAN JOURNAL OF HUMAN GENETICS, cilt.92, sa.3, ss.468-474, 2013 (SCI-Expanded)

Recessive loss of function of the neuronal ubiquitin hydrolase UCHL1 leads to early-onset
progressive neurodegeneration

Bilguvar K, Tyagi N. K., 0ZKARA G., Tuysuz B., Bakircioglu M., Choi M., Delil S.,, CAGLAYAN A. 0., Baranoski J. F,,
Erturk O,, et al.

PROCEEDINGS OF THE NATIONAL ACADEMY OF SCIENCES OF THE UNITED STATES OF AMERICA, cilt.110, sa.9,
ss.3489-3494, 2013 (SCI-Expanded)

A NEW PATIENT WITH ANDERMANN SYNDROME: AN UNDERDIAGNOSED CLINICAL GENETICS
ENTITY?

Degerliyurt A, Akgumus G., CAGLAR C., Bilguvar K., GAGLAYAN A. 0.

GENETIC COUNSELING, cilt.24, sa.3, ss5.283-289, 2013 (SCI-Expanded)

A new syndrome of microtia with unilateral renal agenesis and short stature

CACLAYAN A. 0, Stevens S.]. C,, Albrechts J. C. M., DUNDAR M., Engelen J.

AMERICAN JOURNAL OF MEDICAL GENETICS PART A, cilt.158A, sa.8, ss.1837-1840, 2012 (SCI-Expanded)

High frequency of p.Thr93Met in Smith-Lemli-Opitz syndrome patients in Turkey

Kalb S, CACLAYAN A. 0, Degerliyurt A., Schmid S., Ceylaner S., Hatipoglu N., Hinderhofer K., Rehder H., Kurtoglu S,,
Ceylaner G, etal.

CLINICAL GENETICS, cilt.81, sa.6, ss.598-601, 2012 (SCI-Expanded)

Idiopathic hirsutism: local and peripheral expression of aromatase (CYP19A) and 5 alpha-reductase
genes (SRD5A1 and SRD5A2)

CACLAYAN A. 0., DUNDAR M, Tanriverdi F., Baysal N. A, UNLUHIZARCI K., OZKUL Y., BORLU M., Batukan C.,
Kelestimur F.

FERTILITY AND STERILITY, cilt.96, sa.2, ss.479-482, 2011 (SCI-Expanded)

Recessive LAMC3 mutations cause malformations of occipital cortical development

Barak T., Kwan K. Y., Louvi A, Demirbilek V., SAYGI S., Tuysuz B., Choi M., Boyaci H., Doerschner K, Zhu Y,, et al.
NATURE GENETICS, cilt43, sa.6, ss.590-596, 2011 (SCI-Expanded)

The Essential Role of Centrosomal NDE1 in Human Cerebral Cortex Neurogenesis

Bakircioglu M., Carvalho O. P., Khurshid M., Cox J. ], Tuysuz B., Barak T., Yilmaz S., CACLAYAN A. 0, DINCER A,
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Nicholas A. K,, et al.

AMERICAN JOURNAL OF HUMAN GENETICS, cilt.88, sa.5, ss.523-535, 2011 (SCI-Expanded)

ANIRIDIA PHENOTYPE AND MYOPIA IN A TURKISH BOY WITH A PAX6 GENE MUTATION

CAGLAYAN A. 0., Robinson D.

GENETIC COUNSELING, cilt.22, sa.2, ss.155-159, 2011 (SCI-Expanded)

A BOY WITH CLASSICAL RUBINSTEIN-TAYBI SYNDROME BUT NO DETECTABLE MUTATION IN THE
CREBBP AND EP300 GENES

CAGLAYAN A. 0, Lechno S., GUMUS H., Bartsch 0., Fryns J. P.

GENETIC COUNSELING, cilt.22, sa.4, ss.341-346, 2011 (SCI-Expanded)

Different aspects of atrial fibrillation genetics

CAGLAYAN A. 0.

INTERACTIVE CARDIOVASCULAR AND THORACIC SURGERY, cilt.11, sa.6, ss.779-783, 2010 (SCI-Expanded)
Magnetic Resonance Spectroscopy in Two Siblings with Chorea-Acanthocytosis

ISMAILOGULLARIS., CACLAYAN A. 0., Bader B,, Danek A, Korkmaz S., Sharifov E., Kurnaz F., Aksu M.
MOVEMENT DISORDERS, cilt.25, sa.16, ss.2894-2897, 2010 (SCI-Expanded)

CYTOGENETIC RESULTS OF 153 PATIENTS WITH MENTAL RETARDATION IN MIDDLE ANATOLIA IN
TURKEY

CAGLAYAN A. 0, Ozyazgan I, Demiryilmaz F., GUMUS H.

PEDIATRIC RESEARCH, cilt.68, ss.409, 2010 (SCI-Expanded)

GPR56-related bilateral frontoparietal polymicrogyria: further evidence for an overlap with the
cobblestone complex

Bahi-Buisson N., Poirier K, Boddaert N,, Fallet-Bianco C., Specchio N., Bertini E., GAGLAYAN A. 0., Lascelles K., Elie
C., Rambaud J., et al.

BRAIN, cilt.133, s5.3194-3209, 2010 (SCI-Expanded)

THE FIRST TURKISH CASE OF GLUCOSE TRANSPORTER TYPE 1 DEFICIENCY SYNDROME (GLUT 1D)
WITH MOLECULAR STUDIES

GUMUS H., GAGLAYAN A. 0., PER H., Kumandas S., Engelstad K., Kardes F., De Vivo D.

PEDIATRIC RESEARCH, cilt.68, ss.338, 2010 (SCI-Expanded)

Whole-exome sequencing identifies recessive WDR62 mutations in severe brain malformations
Bilguvar K, Ozturk A. K, Louvi A, Kwan K. Y., Choi M,, Tatli B.,, YALNIZOGLU D., Tuysuz B., GAGLAYAN A. 0., GOKBEN
S, etal.

NATURE, cilt467,sa.7312, ss.207-211, 2010 (SCI-Expanded)

Maternal uniparental isodisomy is responsible for serious molybdenum cofactor deficiency
GUMUS H., Ghesquiere S., Per H,, KONDOLOT M, Ichida K., Poyrazoglu G., Kumandas S., Engelen ], DUNDAR M.,
CAGLAYAN A. 0.

DEVELOPMENTAL MEDICINE AND CHILD NEUROLOGY, cilt.52, sa.9, s5.868-872, 2010 (SCI-Expanded)

A Very Rare Neurocutaneous Disorder in 2 Siblings: Sjogren-Larsson Syndrome

CAGLAYAN A. 0., Gumus H.

JOURNAL OF CHILD NEUROLOGY, cilt.25, sa.8, ss.1003-1005, 2010 (SCI-Expanded)

MEFV gene compound heterozygous mutations in familial Mediterranean fever phenotype: a
retrospective clinical and molecular study

CAGLAYAN A. 0., Demiryilmaz F., Ozyazgan I, Gumus H.

NEPHROLOGY DIALYSIS TRANSPLANTATION, cilt.25, sa.8, ss.2520-2523, 2010 (SCI-Expanded)

Are heterochromatin polymorphisms associated with recurrent miscarriage?

CAGLAYAN A. 0., Ozyazgan I, Demiryilmaz F., OZGUN M. T.

JOURNAL OF OBSTETRICS AND GYNAECOLOGY RESEARCH, cilt.36, sa.4, ss.774-776, 2010 (SCI-Expanded)
Expression of WT1 gene in multiple myeloma patients at diagnosis: is WT1 gene expression a useful
marker in multiple myeloma?

Saatci C.,, CAGLAYAN A. 0., KOCYIGiT I, Akalin H., Kaynar L. G., ALTUNTAS F., Eser B., Demir M., Cetin M., 0ZKUL Y.
HEMATOLOGY, cilt.15, sa.1, ss.39-42, 2010 (SCI-Expanded)

Genetic causes of syndromic and non-syndromic autism
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CAGLAYAN A. 0.

DEVELOPMENTAL MEDICINE AND CHILD NEUROLOGY, cilt.52, sa.2, ss.130-138, 2010 (SCI-Expanded)
AUTISM WITH DEL15p.11.1: CASE REPORT WITH A NEW CYTOGENETIC FINDING

CAGLAYAN A. 0., GUMUS H.

GENETIC COUNSELING, cilt.21, sa.2, ss.199-204, 2010 (SCI-Expanded)

A UNIQUE CASE OF A PATIENT WITH PARTIAL TRISOMY 22 AND LIPODYSTROPHY: IS IT A NEW
SYNDROME DUE TO AN IGF-IR MUTATION?

CAGLAYAN A. 0, Klammt J., Kiess W., HATIPOGLU N,, Pfaeffle R., Kurtoglu S., Saatci C.,, DUNDAR M.

GENETIC COUNSELING, cilt.21, sa.2, s5.187-197, 2010 (SCI-Expanded)

A CASE WITH A RARE CHROMOSOMAL ABNORMALITY: ISOCHROMOSOME 18p

DUNDAR M,, CACLAYAN A. 0, Saatci C,, Cetin Z., ARSLAN K, Uzak A. S.

GENETIC COUNSELING, cilt.21, sa.1, s5.69-74, 2010 (SCI-Expanded)

The Deletion Polymorphism of the Angiotensin-Converting Enzyme Gene Is Associated with Acute
Aortic Dissection

KALAY N, CAGLAYAN A. 0, Akkaya H., Ozdogru I, DOGAN A, INANC M. T, Kaya M. G., ERGIN A., Topsakal R,, Cicek
D, etal

TOHOKU JOURNAL OF EXPERIMENTAL MEDICINE, cilt.219, sa.1, ss.33-37, 2009 (SCI-Expanded)

Frank-ter Haar syndrome with unusual clinical features

DUNDAR M, Saatci C., Tasdemir S., Akcakus M., CACLAYAN A. 0, OZKUL Y.

EUROPEAN JOURNAL OF MEDICAL GENETICS, cilt.52, sa.4, ss.247-249, 2009 (SCI-Expanded)

Detection of p16 promotor hypermethylation in "Maras powder" and tobacco users

Saatci C., GAGLAYAN A. 0., 0ZKUL Y., Tahiri S., Turhan A. B, DUNDAR M.

CANCER EPIDEMIOLOGY, cilt.33, sa.1, ss.47-50, 2009 (SCI-Expanded)

Inherited diseases and syndromes leading to aortic aneurysms and dissections

CAGLAYAN A. 0, DUNDAR M.

EUROPEAN JOURNAL OF CARDIO-THORACIC SURGERY, cilt.35, sa.6, ss.931-940, 2009 (SCI-Expanded)

Lack of association between the Glu298Asp polymorphism of endothelial nitric oxide synthase and
slow coronary flow in the Turkish population

CAGLAYAN A. 0, KALAY N,, Saatci C,, Yalcin A., Akalin H,, DUNDAR M.

CANADIAN JOURNAL OF CARDIOLOGY, cilt.25, sa.3, 2009 (SCI-Expanded)

FLUORESCENCE IN SITU HYBRIDIZATION AND SINGLE NUCLEOTIDE POLYMORPHISM OF A NEW CASE
WITH INV DUP DEL(8p)

CAGLAYAN A. 0., Engelen J.]. M., Ghesquiere S., Alofs M., Saatci C.,, Dunbar M.

GENETIC COUNSELING, cilt.20, sa.4, ss.333-340, 2009 (SCI-Expanded)

CAN HETEROCHROMATIN POLYMORPHISM OF CHROMOSOME 6 AFFECT FERTILITY?

CAGLAYAN A. 0., 0ZGUN M. T,, Demiryilmaz F., Ozyazgan I.

GENETIC COUNSELING, cilt.20, sa.2, s5.203-206, 2009 (SCI-Expanded)

A PROVISIONALLY UNIQUE SYNDROME WITH FEATURES INCLUDING "MOLAR TOOTH" SIGN AND
"FEMORAL HYPOPLASIA"

CACLAYAN A. 0., Gumus H,, Yikilmaz A., Gumus G. O., Per H.

GENETIC COUNSELING, cilt.20, sa.4, ss.359-365, 2009 (SCI-Expanded)

MIXED GONADAL DYSGENESIS WITH 45,X/46,X,IDIC(Y)/46,XY,IDIC(Y) KARYOTYPE

CACLAYAN A. 0, Demiryilmaz F., Kendirci M., Ozyazgan I, Akalin H., Bittmann S.

GENETIC COUNSELING, cilt.20, sa.2, ss.173-179, 2009 (SCI-Expanded)

The Relationship Between Slow Coronary Flow and Angiotensin Converting Enzyme and ATIIR1 Gene
Polymorphisms

Yalcin A. A, KALAY N., CAGLAYAN A. 0., Kayaalti F., Duran M., Ozdogru I, INANGC M. T,, DOGAN A, Basar E.,
OGUZHAN A.

JOURNAL OF THE NATIONAL MEDICAL ASSOCIATION, cilt.101, sa.1, ss.40-45, 2009 (SCI-Expanded)

Down syndrome like appearance with a novel de novo translocation t(6;21)(q21;q13)

DUNDAR M,, CAGLAYAN A. 0., Saatci C., ARSLAN K., OZKUL Y.
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INDIAN JOURNAL OF MEDICAL RESEARCH, cilt.128, sa.5, ss.666-668, 2008 (SCI-Expanded)

Apolipoprotein E3/E3 Genotype Decreases the Risk of Pituitary Dysfunction after Traumatic Brain
Injury due to Various Causes: Preliminary Data

Tanriverdi F., TAHERI S.,, ULUTABANCA H,, CACLAYAN A. 0, OZKUL Y., DUNDAR M, SELCUKLU A, UNLUHIZARCI K,
Casanueva F. F,, Kelestimur F.

JOURNAL OF NEUROTRAUMA, cilt.25, sa.9, ss.1071-1077, 2008 (SCI-Expanded)

Holt-Oram syndrome in two generations with translocation t(9;15)(p12;q11.2)

CAGLAYAN A. 0, Koklu E., Saatci C.,, GUNES T., 0ZKUL Y., Narin N.,, BAYKAN A, DUNDAR M., Buyukkayhan D.
ANNALS OF SAUDI MEDICINE, cilt.28, sa.3, ss.209-212, 2008 (SCI-Expanded)

Clinical and radiographic delineation of odontochondrodysplasia

Unger S., Antoniazzi F., Brugnara M., ALANAY Y., CAGLAYAN A. 0, Lachlan K, Ikegawa S., Nishimura G., Zabel B,,
Spranger ], etal.

AMERICAN JOURNAL OF MEDICAL GENETICS PART A, cilt.146A, sa.6, ss.770-778, 2008 (SCI-Expanded)

ICR1 epimutations in 11p15 are restricted to patients with Silver-Russell syndrome features
Eggermann T., Meyer E., CAGLAYAN A. 0, DUNDAR M, Schoenherr N.

JOURNAL OF PEDIATRIC ENDOCRINOLOGY & METABOLISM, cilt.21, sa.1, ss.59-62, 2008 (SCI-Expanded)

CAN THE CLASSICAL EUCHROMATIC VARIANTS OF 9q12/gh+ CAUSE RECURRENT ABORTIONS?
Duadar M,, Caglaian A. 0., Saatci C., Batukan C., Basbug M., 0ZKUL Y.

GENETIC COUNSELING, cilt.19, sa.3, s5.281-286, 2008 (SCI-Expanded)

The effect of maras powder on DNA methylation and micronucleus formation in human buccal tissue
Saatci C.,, 0ZKUL Y., Tahiri S., CACLAYAN A. 0, Turhan A. B, DUNDAR M.

JOURNAL OF TOXICOLOGY AND ENVIRONMENTAL HEALTH-PART A-CURRENT ISSUES, cilt.71, sa.6, ss.396-404,
2008 (SCI-Expanded)

SCOLIOSIS, BLINDNESS AND ARACHNODACTYLY IN A LARGE TURKISH FAMILY: IS IT A NEW
DUNDAR M,, Erkilic K., Argun M., GAGLAYAN A. 0., Comeglio P., Koseoglu E., Matyas G., Child A. H.

GENETIC COUNSELING, cilt.19, sa.3, ss.319-330, 2008 (SCI-Expanded)

Scoliosis, blindness and arachnodactyly in a large Turkish family: Is it a new syndrome?

Dundar M, Erkilic K,, Argun M., Caglayan A. 0., Comeglio P., Koseoglu E., Matyas G., Child A.

GENETIC COUNSELING, cilt.19, ss.319-330, 2008 (SCI-Expanded)

How the 11307K adenomatous polyposis coli gene variant contributes in the assessment of risk of
colorectal cancer, but not stomach cancer, in a Turkish population

DUNDAR M, CACLAYAN A. 0., Saatci C., Karaca H., Baskol M., Tahiri S., 0ZKUL Y.

CANCER GENETICS AND CYTOGENETICS, cilt.177, sa.2, ss.95-97, 2007 (SCI-Expanded)

Molybdenum cofactor deficiency: Clinical features in a Turkish patient

Per H., Gumus H,, Ichida K., CACLAYAN A. 0., Kumandas S.

BRAIN & DEVELOPMENT, cilt.29, sa.6, ss.365-368, 2007 (SCI-Expanded)

Sacrococcygeal teratoma in a fetus with prenatally diagnosed partial trisomy 10q (10q24.3 -> qter)
and partial monosomy 17p (p13.3 -> pter)

Batukan C., 0ZGUN M. T, Basbug M., CAGLAYAN A. 0., DUNDAR M., Murat N.

PRENATAL DIAGNOSIS, cilt.27, sa.4, ss.365-368, 2007 (SCI-Expanded)

Prenatal diagnosis of a fetus with partial trisomy 7p

0ZGUN M. T, Batukan C., Basbug M., Akgun H., GAGLAYAN A. 0, DUNDAR M.

FETAL DIAGNOSIS AND THERAPY, cilt.22, sa.3, ss.229-232, 2007 (SCI-Expanded)

Diger Dergilerde Yayinlanan Makaleler

L

Peripheral Expression of ADORA2A Is Increased and Is Correlated with Autism Spectrum Disorder
Severity in a Sample of Turkish Children

AKkkoprii H.,, Alnak A., Karadogan Z. N., CAGLAYAN A. 0., Ozgetin M., Coskun M.

Psychiatry and Clinical Psychopharmacology, cilt.33, sa.1, ss.14-19, 2023 (Scopus)
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Childhood-Onset Neurodegeneration with Cerebellar Atrophy Syndrome: Severe Neuronal
Degeneration and Cardiomyopathy with Loss of Tubulin Deglutamylase Cytosolic Carboxypeptidase
1

Samur M. B,, Ercan-Sencicek A. G., Gumus H,, Ali G. G., Baykan B., Caglayan A. O, Per H.

JOURNAL OF PEDIATRIC NEUROLOGY, 2022 (ESCI)

Genetic alterations and pathways in patients with Hereditary Angioedema of Unknown Cause (U-
HAE)

Kaymakgalan Celebiler H., Alp H., Caglayan A. 0., Giilbahar 0., Mete Gokmen E. N., Nikerel i. E.

MARMARA MEDICAL JOURNAL, cilt.34, sa.3, ss.274-278, 2021 (ESCI)

ALPK3 gene mutation in a patient with congenital cardiomyopathy and dysmorphic features
CAGLAYAN A. 0, Sezer R. G., Kaymakcalan H,, Ulgen E., Yavuz T., Baranoski J. F.,, Bozaykut A., Harmanci A. S., Yalcin
Y., Youngblood M. W,, et al.

COLD SPRING HARBOR MOLECULAR CASE STUDIES, cilt.3, sa.5, 2017 (ESCID)

Two female siblings with West syndrome: Familial idiopathic West syndrome with genetic
susceptibility and variable phenotypic expression

CAGLAYAN A. 0., GUMUS H., Kato M.

JOURNAL OF PEDIATRIC NEUROSCIENCES, cilt.5, sa.2, ss.147-149, 2010 (ESCD)

A female case with multicystic dysplastic kidney: new findings, genetic counseling, and literature
review

CAGLAYAN A. 0., GUMUS H., Erdogan L.

CENTRAL EUROPEAN JOURNAL OF UROLOGY, cilt.63, sa.3, ss.151-152, 2010 (ESCI)

Epidermolytic palmoplantar keratoderma due to keratin 9 gene mutation (Arg163Trp)

Caglayan A. 0., Uksal U,, Hennies H.

EUROPEAN JOURNAL OF PEDIATRIC DERMATOLOGY, cilt.19, s5.95-96, 2009 (Scopus)

A case of partial trisomy 13 with features similar to 'C' Syndrome

CAGLAYAN A. 0, Kokiu E,, Saatci C., Kurtoglu S., 0ZKUL Y., DUNDAR M.

ERCIYES MEDICAL JOURNAL, cilt.29, sa.2, s5.159-163, 2007 (ESCI)

Frequency of the common G985A mutation in the medium-chain acyl-CoA dehydrogenase gene in
Turkish population

CAGLAYAN A. 0.

ERCIYES MEDICAL JOURNAL, cilt.29, sa.4, ss.263-267, 2007 (ESCI)

A case of partial trisomy 13 with features similar to ’xxC’xx Syndrome

CAGLAYAN A. 0.

ERCIYES MEDICAL JOURNAL, cilt.29, sa.2, s5.159-163, 2007 (ESCI)
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Caglayan A. O. (Edit6r)
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Programi Projesi, TUBITAK, Tiirkiye, Ocak 2020

UFUK 2020 Projesi, MSCA-RISE, Marie Sktodowska-Curie Eylemleri Arastirma-Yenilik¢ilik Personel Degisim Destek
Programi Projesi, TUBITAK, Tiirkiye, Ocak 2020

TUBITAK Projesi, 3001 - Baslangi¢ Ar-Ge Projeleri Destekleme Programi, Dokuz Eyliil Universitesi, Tiirkiye, Haziran 2018
TUBITAK Projesi, 3001 - Baslangi¢ Ar-Ge Projeleri Destekleme Programi, Dokuz Eyliil Universitesi, Tiirkiye, Subat 2018

Diger Ulkelerdeki Ozel Organizasyonlar Tarafindan Desteklenmis Proje, Binational Science Foundation, Israil, Ocak 2016

Bilimsel Danigsmanliklar

TUSEB, Kurum veya Organizasyonlar i¢in Yapilan Damigmanhk, Dokuz Eyliil Universitesi, Saghk Bilimleri Enstitiisii,
Tiirkiye, 2023 - Devam Ediyor
Dokuz Eyliil Universitesi, Diger, Dokuz Eyliil Universitesi, Saghk Bilimleri Enstitiisii, Molekiiler Tip Anabilim Dal



(Disiplinlerarasi), Tiirkiye, 2023 - Devam Ediyor
Pfizer, Kurum veya Organizasyonlar I¢in Yapilan Danismanlik, Dokuz Eyliil Universitesi, Saglik Bilimleri Enstitiisii,
Molekiiler Tip Anabilim Dali (Disiplinlerarasi), Tiirkiye, 2023 - 2023

Etkinlik Organizasyonlarindaki Goérevler

Olgun H. N,, Giiltekin T., Cavdar Z., Dénmez Colakoglu B., Caglayan A. O,, Soysal Y., Kiiglikkarag6z H., Parkinson Hasta ve
Yakinlari ile Ebru Sanat Calistayl, Calistay Organizasyonu, izmir, Tiirkiye, Kasim 2022

Soysal Y, Cavdar Z., Cavas L., Altun Z. S., Fistikoglu 0., Caglayan A. O,, International Symposium Series on Graduate
Researhes 2022, Bilimsel Kongre / Sempozyum Organizasyonu, izmir, Tiirkiye, Kasim 2022

Caglayan A. 0., INTERNATIONAL SYMPOSIUM SERIES ON GRADUATE RESEARCHES 2022 Life Science Section (Online
Symposium), Bilimsel Kongre / Sempozyum Organizasyonu, Tiirkiye, Kasim 2022

Caglayan A. 0., Uluslararasi Proteomik Kongresi / 4. Ulusal Proteomik Kongresi, Bilimsel Kongre / Sempozyum
Organizasyonu, Tiirkiye, Ekim 2022

Gokmen A. N., Cavdar Z., Yilmaz O., Altun Z. S., Caglayan A. 0., Soysal Y., Uluslararasi Katihmh Sirkadiyen Ritme
Multidisipliner Yaklasim Sempozyumu, Bilimsel Kongre / Sempozyum Organizasyonu, Tiirkiye, Temmuz 2022

Caglayan A. 0., 7. Erciyes Tip Giinleri, Bilimsel Kongre / Sempozyum Organizasyonu, Tiirkiye, Mayis 2022

Caglayan A. 0., Uluslararasi Katilimli Omik Teknolojilerin Klinikte ve Nadir Hastaliklarda Kullanimi Sempozyumu, Bilimsel
Kongre / Sempozyum Organizasyonu, Tiirkiye, Nisan 2022

Caglayan A. 0., https://biyoinformatikforumu.org/#program, Bilimsel Kongre / Sempozyum Organizasyonu, Tiirkiye,
Arahk 2021

Caglayan A. O., http://www.erciyestipgenetik.com/BilimselProgram.aspx, Bilimsel Kongre / Sempozyum Organizasyonu,
Tiirkiye, Eyliil 2021

Caglayan A. O,, https://bioizmir.deu.edu.tr/duyurular/haber-3/, Calistay Organizasyonu, Tiirkiye, Nisan 2021

Caglayan A. O, https://biyoinformatikforumu.org/forum2018/, Bilimsel Kongre / Sempozyum Organizasyonu, Tiirkiye,
Mayis 2018

Caglayan A. O,, https://biyoinformatikforumu.org/forum2017/, Bilimsel Kongre / Sempozyum Organizasyonu, Tiirkiye,
Mayis 2017

Caglayan A. O,, https://biyoinformatikforumu.org/forum2016/, Bilimsel Kongre / Sempozyum Organizasyonu, Tiirkiye,
Mayis 2016

Metrikler

Yayimn: 173

Atif (WoS): 3583

Atif (Scopus): 3779
H-Indeks (WoS): 25
H-Indeks (Scopus): 27

Kongre ve Sempozyum Katilim1 Faaliyetleri

Galen Days 2024, Davetli Konusmaci, izmir, Tiirkiye, 2024

VII. Néromuskiiler Hastaliklar Kongresi, Davetli Konusmaci, Nevsehir, Tiirkiye, 2024
Tiirkiye Genom Calistay, Calisma Grubu, Ankara, Tirkiye, 2024

59. Ulusal Noroloji Kongresi, Davetli Konusmaci, Antalya, Tiirkiye, 2023

Gelecegin Saglik Teknolojileri Genomiks Kongresi, Calisma Grubu, istanbul, Tiirkiye, 2023
8. Erciyes Tip Tibbi Genetik Kongresi, Oturum Baskani, Kayseri, Tiirkiye, 2023

ULUSAL NEONATOLOJi KONGRESI, Davetli Konusmaci, Antalya, Tiirkiye, 2023



Dokuz Eyliil Bilimsel Arastirmalar Toplulugu Nadir Hastaliklar Sempozyumu, Davetli Konugmaci, izmir, Tiirkiye, 2023
BIYOINFORMATIK FORUMU - 2022, Calisma Grubu, Kocaeli, Tiirkiye, 2022

15. Uluslararasi Katihmli Ulusal Tibbi Genetik Kongresi, Oturum Baskani, Mugla, Tiirkiye, 2022

15. Uluslararasi Katiimli Ulusal Tibbi Genetik Kongresi, Katilimci, Mugla, Tiirkiye, 2022

TuPA Uluslarasi Proteomik Kongresi, Oturum Baskani, izmir, Tiirkiye, 2022

TuPA Uluslarasi Proteomik Kongresi, Davetli Konusmaci, izmir, Tiirkiye, 2022

TuPA Uluslarasi Proteomik Kongres, Katiimci, izmir, Tiirkiye, 2022

Geng Meraklilar icin Nérogenetik Semineri, Davetli Konusmac, istanbul, Tiirkiye, 2022

31. Ulusal Cocuk ve Ergen Ruh Saghig1 ve Hastaliklar1 Kongresi, Davetli Konusmaci, izmir, Tiirkiye, 2022
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