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Clinical dysmorphology, cilt.30, ss.197-200, 2021 (SCI-Expanded)XXXIV. The Spectrum of Low-Density Lipoprotein Receptor Mutations in a Large Turkish Cohort o f Patients  with Familial HypercholesterolemiaTÜRKYILMAZ A., Kurnaz E., ALAVANDA C., Yarali O., Kartal Baykan E., YAVUZ D., Cayir A., ATA P.METABOLIC SYNDROME AND RELATED DISORDERS, cilt.19, ss.340-346, 2021 (SCI-Expanded)XXXV. A very rare skeletal dysplasia: spondyloepimetaphyseal dysplasia, sponastrime type.Kalaoglu E. E., Turkyilmaz A., Geckinli B. B., Arslan Ates E., Mentes A., Arman A.Clinical dysmorphology, cilt.30, ss.150-153, 2021 (SCI-Expanded)XXXVI. F irst Report o f a de novo  10q23.31q23.33 Microdeletion: Obesity, Intellectual Disability and   MicrocephalyTÜRKYILMAZ A., Kurnaz E., Cayir A.MOLECULAR SYNDROMOLOGY, cilt.12, sa.4, ss.258-262, 2021 (SCI-Expanded)XXXVII. Meckel-Gruber Syndrome: Clinical and Molecular Genetic Profiles in Two Fetuses and Review of the  Current Literature.Turkyilmaz A., Geckinli B. B., Alavanda C., Arslan Ates E., Buyukbayrak E. E., Eren S. F., Arman A.Genetic testing and molecular biomarkers, cilt.25, ss.445-451, 2021 (SCI-Expanded)XXXVIII. Biallelic Mutations in DNAJB11are Associated with Prenatal Polycystic Kidney Disease in a Turkish  FamilyAtes E. A., TÜRKYILMAZ A., DELİL K., ALAVANDA C., SÖYLEMEZ M. A., GEÇKİNLİ B. B., ATA P., ARMAN A.MOLECULAR SYNDROMOLOGY, cilt.12, sa.3, ss.179-185, 2021 (SCI-Expanded)XXXIX. Two novel CYP2R1 mutations in a family with vitamin D-dependent rickets type 1b  Ozden A., DÖNERAY H., Turkyilmaz A.ENDOCRINE, cilt.72, sa.3, ss.852-864, 2021 (SCI-Expanded)XL. Clinical characteristics and molecular genetic analysis o f a cohort with idiopathic congenital  hypogonadism.Turkyilmaz A., Cayir A., Yarali O., Kurnaz E., Kartal Baykan E., Arslan Ates E., Demirbilek H.Journal of pediatric endocrinology & metabolism : JPEM, cilt.34, ss.771-780, 2021 (SCI-Expanded)XLI. Genotypic Sex and Severity o f the Disease Determine the Time of Clinical Presentation in Steroid 17   alpha-Hydroxylase/17,20-Lyase DeficiencyKurnaz E., Kartal Baykan E., Turkyilmaz A., Yarali O., Yavas Abali Z., DEMİRCİOĞLU S., BEREKET A., Cayir A., GÜRANT.HORMONE RESEARCH IN PAEDIATRICS, cilt.93, ss.558-566, 2021 (SCI-Expanded)XLII. Novel clinical features and pleiotropic effect in three unrelated patients with LMNA variant  Turkyilmaz A., GEÇKİNLİ B. B., ALAVANDA C., Ates E. A., ARMAN A.CLINICAL DYSMORPHOLOGY, cilt.30, sa.1, ss.10-16, 2021 (SCI-Expanded)XLIII. A Novel ELP2 Compound Heterozygous Mutation in a Boy with Severe Intellectual Disability, Spastic Diplegia, Stereotypic Behavior and Review of the Current Literature Turkyilmaz A., Sager G.MOLECULAR SYNDROMOLOGY, cilt.11, ss.315-319, 2020 (SCI-Expanded)XLIV. FGF3-Related Phenotypes: A Study of LAMM Syndrome and Otodental Dysplasia Patients with TwoNovel Mutations in FGF3 Gene Turkyilmaz A., GEÇKİNLİ B. B., ALAVANDA C., Zengin G., Ates E. A., ARMAN A.INTERNATIONAL JOURNAL OF HUMAN GENETICS, cilt.20, sa.4, ss.179-190, 2020 (SCI-Expanded)XLV. Expansion of the phenotypic spectrum of SMC1A nonsense variants: a patient with cerebellar atrophy and review of the literature  Tuerkyilmaz A., TÜRKDOĞAN D., Goermez Z., Ekinci G.CLINICAL DYSMORPHOLOGY, cilt.29, sa.4, ss.217-223, 2020 (SCI-Expanded)XLVI. A large Turkish pedigree with multiple endocrine neoplasia type 1 syndrome carrying a raremutation: c.1680_1683 del TGAGDEMİRTAŞ C. Ö., ATA P., Cetin A., Turkyilmaz A., Duman D. G.TURKISH JOURNAL OF GASTROENTEROLOGY, cilt.31, sa.7, ss.508-514, 2020 (SCI-Expanded)



XLVII. A VERY RARE PARTIAL TRISOMY SYNDROME: DE NOVO DUPLICATION OF 16q12.1q23.3 IN ATURKISH GIRL WITH DEVELOPMENTAL DELAY AND FACIAL DYSMORPHIC FEATURESTurkyilmaz A., Yarali O.BALKAN JOURNAL OF MEDICAL GENETICS, cilt.23, sa.1, ss.103-107, 2020 (SCI-Expanded)XLVIII. THE EXPRESSION LEVELS OF microRNAs ASSOCIATED WITH T AND B CELLDIFFERENTIATION/STIMULATION IN ANKYLOSING SPONDYLITISTurkyilmaz A., ATA P., Akbas F., YAĞCI İ.BALKAN JOURNAL OF MEDICAL GENETICS, cilt.23, sa.1, ss.25-31, 2020 (SCI-Expanded)XLIX. Low DHEAS Concentration in a Girl Presenting with Short Stature and Premature Pubarche: A Novel PAPSS2 Gene MutationELTAN M., Yavas Abali Z., Arslan Ates E., Kirkgoz T., KAYGUSUZ S. B., Turkyilmaz A., BEREKET A., DEMİRCİOĞLU S.,GÜRAN T.HORMONE RESEARCH IN PAEDIATRICS, cilt.92, sa.4, ss.262-268, 2020 (SCI-Expanded)L. A novel DCAF17 homozygous mutation in a girl with Woodhouse-Sakati syndrome and review of the  current literature Kurnaz E., Turkyilmaz A., Yarali O., Demir B., Cayir A.JOURNAL OF PEDIATRIC ENDOCRINOLOGY & METABOLISM, cilt.32, sa.11, ss.1287-1293, 2019 (SCI-Expanded)LI. A NOVEL SPLICE-SITE MUTATION ON THE MLC1 GENE LEADING TO EXON 9 SKIPPING ANDMEGALENCEPHALIC LEUKOENCEPHALOPATHY WITH SUBCORTICAL CYSTS IN A TURKISH PATIENTTurkyilmaz A., ÜNVER O., Ekinci G., TÜRKDOĞAN D.BALKAN JOURNAL OF MEDICAL GENETICS, cilt.22, sa.2, ss.89-91, 2019 (SCI-Expanded)LII. A novel truncating mutation of DOCK7 gene with an early-onset non-encephalopathic epilepsy TÜRKDOĞAN D., Turkyilmaz A., Gormez Z., Sager G., Ekinci G.SEIZURE-EUROPEAN JOURNAL OF EPILEPSY, cilt.66, ss.12-14, 2019 (SCI-Expanded)LIII. Chanarin-Dorfman syndromeKalyon S., Gokden Y., Demirel N., Erden B., Turkyilmaz A.TURKISH JOURNAL OF GASTROENTEROLOGY, cilt.30, sa.1, ss.105-108, 2019 (SCI-Expanded)
Diğer Dergilerde Yayınlanan MakalelerI. Frequency of Familial Mediterranean Fever Gene Mutation in Patients Presenting With Jo int Pain  and Diagnosed With Acute Rheumatic FeverGullu U. U., Balaban I., Kara S. S., Yarali O., Tuerkyilmaz A., Ipek S., Guellue S. D., Caliskan O. F.CUREUS JOURNAL OF MEDICAL SCIENCE, sa.8, 2023 (ESCI)II. Lunapark deficiency leads to  an autosomal recessive neurodevelopmental phenotype with a  degenerative course, epilepsy and distinct brain anomaliesAccogli A., Zaki M. S., Al-Owain M., Otaif M. Y., Jackson A., Argilli E., Chandler K. E., De Goede C. G. E. L., Cora T., Alvi J.R., et al.BRAIN COMMUNICATIONS, cilt.5, sa.5, 2023 (ESCI)III. A Genetic Approach in the Evaluation of Short Stature TÜRKYILMAZ A., Donmez A. S., Cayir A.Eurasian Journal of Medicine, cilt.54, 2022 (ESCI)IV. Genetic Forms of Calciopenic RicketsDonmez A. S., Türkyılmaz A., Cayir A.Eurasian Journal of Medicine, cilt.54, 2022 (ESCI)V. Investigating CFTR gene variations in patient groups with positive newborn screening test results and preliminary clinical diagnosis o f cystic fibrosis in the eastern anatolia region of Turkey   TÜRKYILMAZ A., YARALI O.Medicine Science | International Medical Journal, cilt.10, sa.2, ss.293-298, 2021 (Hakemli Dergi)VI. Screening of MC4R, LEP, LEPR, POMC, SH2B1, and SIM1 genes in Turkish children with severe early-
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