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Published journal articles indexed by SCI, SSCI, and AHCII. The clinical phenotype of Koolen-de Vries syndrome in Turkish patients and literature review Karamık G., Tüysüz B., Isik E., Yilmaz A., Alanay Y., Sunamak E. C., Durmusalioglu E. A., Ozkinay F., Cetin G. O., ÖztürkN., et al.American Journal of Medical Genetics, Part A, vol.191, no.7, pp.1814-1825, 2023 (SCI-Expanded)II. Novel Gene Variants Associated with Primary Ciliary DyskinesiaEksi D. D., Yılmaz E., Başaran A. E., Erduran G., Nur B., Mıhçı E., Karadağ B. T., Bingöl A., Alper Ö.INDIAN JOURNAL OF PEDIATRICS, vol.89, no.7, pp.682-691, 2022 (SCI-Expanded)III. Clinical and molecular evaluation of MEFV gene variants in the Turkish population: a study by the National Genetics ConsortiumDündar M., Fahrioglu U., Yildiz S. H., Bakir-Gungor B., Temel Ş. G., Akın H., Artan S., Cora T., Şahin F. İ., Dursun A., etal.FUNCTIONAL & INTEGRATIVE GENOMICS, vol.22, no.3, pp.291-315, 2022 (SCI-Expanded)IV. Coexistence of a Homozygous Chromosome 4q35.2 Deletion and Hidden IQSEC2 Pathogenic Variantin a Child with Intellectual DisabilityKaraman Mercan T., Altıok Clark Ö., Erkal O., Nur B., Mıhçı E., Karaman B., Şenol A. U., Berker Karauzum S.CYTOGENETIC AND GENOME RESEARCH, vol.161, no.3-4, pp.153-159, 2021 (SCI-Expanded)V. Further defining the clinical and molecular spectrum of acromesomelic dysplasia type maroteaux: aTurkish tertiary center experienceŞimşek Kiper P. Ö., Ürel Demir G., Taşkıran Z. E., Arslan U. E., Nur B., Mıhçı E., Haliloğlu M., Alanay Y., Ütine G. E.,Boduroğlu O. K.JOURNAL OF HUMAN GENETICS, vol.66, no.6, pp.585-596, 2021 (SCI-Expanded)VI. Biallelic variants in KYNU cause a multisystemic syndrome with hand hyperphalangism Ehmke N., Cusmano-Ozog K., Koenig R., Holtgrewee M., Nur B., Mıhçı E., Babcock H., Gonzaga-Jauregui C., Overton J.D., Xiao J., et al.BONE, vol.133, 2020 (SCI-Expanded)VII. A clinical scoring system for congenital contractural arachnodactylyMeerschaut I., De Coninck S., Steyaert W., Barnicoat A., Bayat A., Benedicenti F., Berland S., Blair E. M., Breckpot J.,De Burca A., et al.GENETICS IN MEDICINE, vol.22, no.1, pp.124-131, 2020 (SCI-Expanded)VIII. Coronal craniosynostosis due to  TCF12 mutations in patients from Turkey   Yilmaz E., Mıhçı E., Nur B., Alper O. M.AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.179, no.11, pp.2241-2245, 2019 (SCI-Expanded)IX. Recent Advances in Craniosynostosis Yilmaz E., Mıhçı E., Nur B., Alper O. M., Tacoy S.PEDIATRIC NEUROLOGY, vol.99, pp.7-15, 2019 (SCI-Expanded)X. TCIRG1 and SNX10 gene mutations in the patients with autosomal recessive osteopetrosis Koçak G., Güzel B., Mıhçı E., Küpesiz O. A., Yalçın K., Manguoğlu A. E.Gene, vol.702, pp.83-88, 2019 (SCI-Expanded)XI. A subset o f patients with acquired partial lipodystrophy developing severe metabolic abnormalities  Saydam B. O., Sonmez M., YILDIRIM ŞİMŞİR I., Erturk M. S., KULAKSIZOĞLU M., Arkan T., HEKİMSOY Z., Cavdar U.,Akinci G., DEMİR T., et al.ENDOCRINE RESEARCH, vol.44, no.1-2, pp.46-54, 2019 (SCI-Expanded)XII. SLC10A7 mutations cause a skeletal dysplasia with amelogenesis imperfecta mediated by GAG



biosynthesis defectsDUBAIL J., HUBER C., CHANTEPIE S., SONNTAG S., Tuysuz B., MIHÇI E., Gordon C. T., STEICHEN-GERSDORF E., AmielJ., Nur B., et al.Nature Communications, vol.9, no.1, 2018 (SCI-Expanded)XIII. RENAL TUBULAR ACIDOSIS SECONDARY TO CARBONIC ANHYDRASE 2 DEFICIENCYKOYUN M., MIHÇI E., ÇOMAK E., AKMAN S.PEDIATRIC NEPHROLOGY, vol.33, no.10, pp.1967-1968, 2018 (SCI-Expanded)XIV. A novel AXIN2 gene mutation in sagittal synostosis Yilmaz E., Mıhçı E., Nur B., Alper O. M.American Journal of Medical Genetics, Part A, vol.176, no.9, pp.1976-1980, 2018 (SCI-Expanded)XV. MPZL2 is a novel gene associated with autosomal recessive nonsyndromic moderate hearing loss Bademci G., Abad C., İNCESULU Ş. A., RAD A., Alper O., KOLB S. M., Cengiz F. B., Diaz-Horta O., SILAN F., MIHÇI E., etal.Human Genetics, vol.137, no.6-7, pp.479-486, 2018 (SCI-Expanded)XVI. Early postoperative fo llow-up after  craniosynostosis surgery   Ongun E. A., DURSUN O., KAZAN M. S., NUR B., MIHÇI E.TURKISH JOURNAL OF MEDICAL SCIENCES, vol.48, no.3, pp.584-592, 2018 (SCI-Expanded)XVII. A de novo  ins(21;13) and two interstitial deletions in 13q in a boy with multple congenital    anomaliesAltıok Clark Ö., Cetin G. O., Nur B., Toylu A., Karaüzüm S., Mıhçı E.MOLECULAR CYTOGENETICS, vol.10, 2017 (SCI-Expanded)XVIII. Chondrodysplasia with multiple dislocations: comprehensive study of a series o f 30 cases Ranza E., Huber C., Levın N., Baujat G., Bole-Feysot C., Nitschke P., Masson C., Alanay Y., Al-Gazali L., Bıtoun P., et al.Clinical Genetics, vol.91, no.6, pp.868-880, 2017 (SCI-Expanded)XIX. Overlapping SETBP1 gain-of-function mutations in Schinzel-Giedion syndrome and hematologic malignanciesACUNA-HIDALGO R., DERIZIOTIS P., STEEHOUWER M., GILISSEN C., GRAHAM S. A., VAN DAM S., Hoover-Fong J.,TELEGRAFI A. B., DESTREE A., SMIGIEL R., et al.PLoS Genetics, vol.13, no.3, 2017 (SCI-Expanded)XX. Evaluation of the Response to  the First Two Years o f Growth Hormone Treatment in Kabuki Make-Up    SyndromeÇelmeli G., Parlak M., Nur B., Mıhçı E., Akçurin S., Bircan İ.JCRPE JOURNAL OF CLINICAL RESEARCH IN PEDIATRIC ENDOCRINOLOGY, 2016 (SCI-Expanded)XXI. Pyridoxine-responsive seizures in infantile hypophosphatasia and a novel homozygous mutation in   ALPL geneNUR B., CELMELI G., Manguoglu E., SOYUÇEN E., Bircan I., MIHÇI E.JCRPE Journal of Clinical Research in Pediatric Endocrinology, vol.8, no.3, pp.360-364, 2016 (SCI-Expanded)XXII. Natural History of Congenital Generalized Lipodystrophy: A Nationwide Study From TurkeyAkinci B., Onay H., Demir T., Özen S., Kayserili H., Akıncı G., Nur B., Tüysüz B., Ozbek M. N., Gungor A., et al.JOURNAL OF CLINICAL ENDOCRINOLOGY & METABOLISM, vol.101, no.7, pp.2759-2767, 2016 (SCI-Expanded)XXIII. Celiac disease in patients with Williams-Beuren syndrome Mıhçı E., Nur B., Berker-Karaüzüm S., Yılmaz A., Artan R.Turkish Journal of Pediatrics, vol.57, no.6, pp.599-604, 2016 (SCI-Expanded)XXIV. A MOLECULARLY CHARACTERIZED INTERSTITIAL DELETION ENCOPASSING THE 11q14.1-q23.3REGION IN A CASE WITH MULTIPLE CONGENITAL ABNORMALITIESCetin Z., ALTIOK-CLARK O., Yakut S., GUZEL-NUR B., MIHÇI E., Berker-Karauzum S.GENETIC COUNSELING, vol.27, no.1, pp.51-66, 2016 (SCI-Expanded)XXV. A MOLECULARLY CHARACTERIZED INTERSTITIAL DELETION ENCOMPASSING THE 11Q14.1-Q23.3REGION IN A CASE WITH MULTIPLE CONGENITAL ABNORMALITIESCetin Z., ALTIOK CLARK Ö., YAKUT UZUNER S., NUR B., MIHÇI E., KARAÜZÜM S.GENETIC COUNSELING, vol.27, no.1, pp.51-66, 2016 (SCI-Expanded)



XXVI. MUCOLIPIDOSIS II INFANTS PRESENTING WITH SKELETAL DEFORMITIES MIMICKING RICKETS AND A NEW MUTATION IN GNPTAB GENENUR B., ERDOGAN Y., CUREK Y., AKCAKUS M., OYGÜR N., BIRCAN I., MIHÇI E.GENETIC COUNSELING, vol.27, no.3, pp.373-380, 2016 (SCI-Expanded)XXVII. The clinical spectrum of a rare chromosomal abnormality: Isochromosome 18p Nur B., Clark Ö., Cetin Z., Toylu A., Karaüzüm S., Mıhçı E.Genetic Counseling, vol.27, no.2, pp.223-231, 2016 (SCI-Expanded)XXVIII. Celiac disease in patients with Williams-Beuren syndrome MIHÇI E., NUR B. G., BERKER-KARAUZUM S., YILMAZ A., ARTAN R.TURKISH JOURNAL OF PEDIATRICS, vol.57, no.6, pp.599-604, 2015 (SCI-Expanded)XXIX. Mercury Poisoning as a Cause of Intracranial Hypertension Gencpinar P., BUYUKTAHTAKIN B., IBISOGLU Z., GENC S., YILMAZ A., MIHÇI E.JOURNAL OF CHILD NEUROLOGY, vol.30, no.6, pp.760-763, 2015 (SCI-Expanded)XXX. A novel mutation in RNU4ATAC in a patient with microcephalic osteodysplastic primordial dwarfism type IKılıç E., Yıgıt G., Ütine G. E., Wollnık B., Mıhçı E., Nur B., Boduroğlu O. K.American Journal of Medical Genetics, Part A, vol.167, no.4, pp.919-921, 2015 (SCI-Expanded)XXXI. Chanarin-Dorfman syndrome: Genotype-Phenotype CorrelationNur B., Gencpinar P., Yüzbaşıoğlu A., Emre S. D., Mıhçı E.EUROPEAN JOURNAL OF MEDICAL GENETICS, vol.58, no.4, pp.238-242, 2015 (SCI-Expanded)XXXII. Perinatal Diagnostic Approach to  Fetal Skeletal Dysplasias: Six Years Experience of a Tertiary Center.Toru H. S., Nur B., Sanhal C. Y., Mıhçı E., Mendilcioğlu İ. İ., Yilmaz E., Yılmaz G. T., Özbudak İ. H., Karaali K., Alper O. M.,et al.Fetal and pediatric pathology, vol.34, no.5, pp.287-306, 2015 (SCI-Expanded)XXXIII. 22q11.2 syndrome due to  maternal translocation t(18;22) (pl1.2;q11.2).  Nur B., Cetın Z., Clark Ö., Mıhçı E., Oygür N., Karaüzüm S.Genetic counseling (Geneva, Switzerland), vol.26, no.1, pp.67-75, 2015 (SCI-Expanded)XXXIV. Bilateral congenital cataracts in an infant with Klinefelter  syndrome   Nur B., Altiok-Clark O., İlhan H. D., Sayar E., Yucel I., Mıhçı E.TURKISH JOURNAL OF PEDIATRICS, vol.56, no.5, pp.546-550, 2014 (SCI-Expanded)XXXV. Infantile Galactosialidosis Presenting With Steroid Resistant Nephrotic SyndromeAKSOY G. K., NUR B., KOYUN M., MIHÇI E., AKMAN S.PEDIATRIC NEPHROLOGY, vol.29, no.9, pp.1737-1738, 2014 (SCI-Expanded)XXXVI. Clinicogenetic Study of Turkish Patients With Syndromic Craniosynostosis and Literature ReviewNur B., Pehlivanoglu S., Mıhçı E., Calıskan M., Demır D., Alper O. M., Kayserili H., Lulecı G.PEDIATRIC NEUROLOGY, vol.50, no.5, pp.482-490, 2014 (SCI-Expanded)XXXVII. Neonatal multiple sulfatase deficiency with a novel mutation and review of the literature  Nur B., Mıhçı E., Pepe S., Biberoğlu G., Ezgü F. S., Ballabio A., Öztekin O., Dursun O.Turkish Journal of Pediatrics, vol.56, no.4, pp.418-422, 2014 (SCI-Expanded)XXXVIII. Clinical expression of familial Williams-Beuren syndrome in a Turkish family Parlak M., Nur B., Mıhçı E., Durmaz E., Karauzum S. B., Akcurin S., Bircan I.Journal of Pediatric Endocrinology and Metabolism, vol.27, no.1-2, pp.153-158, 2014 (SCI-Expanded)XXXIX. Possible autosomal recessive inheritance in an infant with acrofacial dysostosis similar  to  nager     syndromeNur B., Bernier F. P., Oztekın O., Kardelen F., Kalay S., Parboosingh J. S., Mıhçı E.American Journal of Medical Genetics, Part A, vol.161, no.9, pp.2311-2315, 2013 (SCI-Expanded)XL. The association of Klinefelter  syndrome and multiple pterygium syndrome: an unusual presentation Nur B., Altıok-Clark O., Toylu A., Lulecı G., Mıhçı E.TURKISH JOURNAL OF PEDIATRICS, vol.55, no.5, pp.559-563, 2013 (SCI-Expanded)XLI. A 5q12.1-5q12.3 microdeletion in a case with a balanced exceptional complex chromosomal



rearrangementCetin Z., Yakut S., Clark O. A., MIHÇI E., Berker S., Luleci G.GENE, vol.516, no.1, pp.176-180, 2013 (SCI-Expanded)XLII. A patient with Down syndrome with a de novo  derivative chromosome 21 Cetin Z., Yakut S., MIHÇI E., MANGUOĞLU A. E., Berker S., KESER İ., Luleci G.GENE, vol.507, no.2, pp.159-164, 2012 (SCI-Expanded)XLIII. Severe neurologic manifestations from cervical spine instability in spondylo-megaepiphyseal-   metaphyseal dysplasiaSIMON M., Campos-Xavier A. B., Mittaz-Crettol L., VALADARES E. R., CARVALHO D., SPECK-MARTINS C. E.,NAMPOOTHIRI S., ALANAY Y., MIHÇI E., van Bever Y., et al.AMERICAN JOURNAL OF MEDICAL GENETICS PART C-SEMINARS IN MEDICAL GENETICS, vol.160C, no.3, pp.230-237, 2012 (SCI-Expanded)XLIV. DOUBLE PARTIAL TRISOMY OF 6p23-pter AND 9pter-q21.2 IN A NEONATE RESULTING FROM 4:2MEIOTIC SEGREGATION OF A MATERNAL COMPLEX t(6;7;9)(p23;p15;q21.2) TRANSLOCATIONCETIN Z., MIHÇI E., KESER İ., KARAALİ K., BERKER S., LULECI G.GENETIC COUNSELING, vol.23, no.2, pp.239-247, 2012 (SCI-Expanded)XLV. Wolcott-Rallison Syndrome Due to  a Novel Mutation (R491X) in EIF2AK3 Gene  MIHÇI E., TURKKAHRAMAN D., Ellard S., Akcurin S., Bircan I.JOURNAL OF CLINICAL RESEARCH IN PEDIATRIC ENDOCRINOLOGY, vol.4, no.2, pp.101-103, 2012 (SCI-Expanded)XLVI. c.428_451 dup(24bp) MUTATION OF THE ARX GENE DETECTED IN A TURKISH FAMILYArikan Y., Bilgen T., Koken R., TURAN S., MIHÇI E., KESER İ.GENETIC COUNSELING, vol.23, no.3, pp.367-373, 2012 (SCI-Expanded)XLVII. TERTIARY TRISOMY OF 10p15-pter AND 14pter-q13 DUE TO MATERNAL TRANSLOCATION t(10;14)(p15;q13)CETIN Z., MIHÇI E., KESER İ., LULECI G.GENETIC COUNSELING, vol.23, no.2, pp.207-214, 2012 (SCI-Expanded)XLVIII. MOSAIC INTRACHROMOSOMAL TRIPLICATION OF (12)(p11.2p13) IN A PATIENT WITH PALLISTER-KILLIAN SYNDROMEYakut S., MIHÇI E., Clark A. O., Cetin Z., KESER İ., Berker S., Luleci G.BALKAN JOURNAL OF MEDICAL GENETICS, vol.15, no.1, pp.61-64, 2012 (SCI-Expanded)XLIX. Prenatal Diagnosis o f Mobile Flap-Like Tissue on the Ventricular Septal Defect in a Newborn with  Trisomy 18KOCABAS A., AKCAN A. B., KARDELEN F., MENDILCIOGLU I., MIHÇI E., Akcurin G., ERTUG H., OYGÜR N.ECHOCARDIOGRAPHY-A JOURNAL OF CARDIOVASCULAR ULTRASOUND AND ALLIED TECHNIQUES, vol.28, no.9,2011 (SCI-Expanded)L. Pure and Complete 12p Trisomy Due To  a Maternal Centric Fission of Chromosome 12 Cetin Z., MIHÇI E., Yakut S., KESER İ., Karauzum S. B., Luleci G.AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.155A, no.2, pp.349-352, 2011 (SCI-Expanded)LI. INTERSTITIAL DELETION OF 13q22-q32: A CASE WITH CHOANAL ATRESIA AND MEGA-CISTERNAMAGNA AND REVIEW OF THE LITERATURECetin Z., MIHÇI E., Yakut S., KARAALİ K., Luleci G., KESER İ.GENETIC COUNSELING, vol.22, no.3, pp.313-316, 2011 (SCI-Expanded)LII. DE NOVO SUPERNUMERARY MARKER CHROMOSOME ORIGINATING FROM CHROMOSOME 17RESULTING IN A NORMAL PREGNANCY OUTCOMEYakut S., Cetin Z., Berker-Karauzum S., MIHÇI E., MENDİLCİOĞLU İ. İ., Luleci G.GENETIC COUNSELING, vol.22, no.1, pp.63-68, 2011 (SCI-Expanded)LIII. Evaluation of congenital heart diseases and thyroid abnormalities in children with Down syndrome MIHÇI E., Akcurin G., Eren E., Kardelen F., Akcurin S., KESER İ., ERTUG H.ANATOLIAN JOURNAL OF CARDIOLOGY, vol.10, no.5, pp.440-445, 2010 (SCI-Expanded)LIV. Neutrophil Oxidative Metabolism in Down Syndrome Patients With Congenital Heart DefectsAKINCI O., MIHÇI E., TACOY S., KARDELEN F., KESER İ., ASLAN M.



ENVIRONMENTAL AND MOLECULAR MUTAGENESIS, vol.51, no.1, pp.57-63, 2010 (SCI-Expanded)LV. Molecular and Clinical Heterogeneity in CLCN7-dependent Osteopetrosis: Report o f 20 Novel  MutationsPangrazio A., Pusch M., Caldana E., Frattini A., Lanino E., Tamhankar P. M., Phadke S., Meneses Lopez A. G., OrchardP., MIHÇI E., et al.HUMAN MUTATION, vol.31, no.1, 2010 (SCI-Expanded)LVI. Homozygous Inactivating Mutations in the NKX3-2 Gene Result in Spondylo-Megaepiphyseal-  Metaphyseal DysplasiaHELLEMANS J., SIMON M., DHEEDENE A., ALANAY Y., MIHÇI E., RIFAI L., SEFIANI A., VAN BEVER Y., MERADJI M.,SUPERTI-FURGA A., et al.AMERICAN JOURNAL OF HUMAN GENETICS, vol.85, no.6, pp.916-922, 2009 (SCI-Expanded)LVII. The phenotypic spectrum of trisomy 2: report o f two new cases   Mihci E., VELAGALETI G. V. N., ENSENAUER R., BABOVIC-VUKSANOVIC D.CLINICAL DYSMORPHOLOGY, vol.18, no.4, pp.201-204, 2009 (SCI-Expanded)LVIII. Subtelomeric rearrangements o f dysmorphic children with idiopathic mental retardation reveal 8  different chromosomal anomaliesMIHÇI E., ÖZCAN M., BERKER-KARAUZUM S., KESER İ., TACOY S., HAPSOLAT S., Luleci G.TURKISH JOURNAL OF PEDIATRICS, vol.51, no.5, pp.453-459, 2009 (SCI-Expanded)LIX. Aplasia cutis congenita: three cases with three different underlying etio logies  MIHÇI E., Erisir S., Tacoy S., Luleci G., ALPSOY E., OYGÜR N.TURKISH JOURNAL OF PEDIATRICS, vol.51, no.5, pp.510-514, 2009 (SCI-Expanded)LX. SNP Array Mapping of Chromosome 20p Deletions: Genotypes, Phenotypes, and Copy NumberVariationKamath B. M., Thiel B. D., Gai X., Conlin L. K., Munoz P. S., Glessner J., Clark D., Warthen D. M., Shaikh T. H., MIHÇI E.,et al.HUMAN MUTATION, vol.30, no.3, pp.371-390, 2009 (SCI-Expanded)LXI. Prenatal diagnosis o f Gollop-Wolfgang complex (tibial agenesis and femoral bifurcation) Mendilcioglu I., MIHÇI E., Pestereli E., ŞİMŞEK M.PRENATAL DIAGNOSIS, vol.29, no.2, pp.182-186, 2009 (SCI-Expanded)LXII. Characterization of a Novel Alu-Alu Recombination-Mediated Genomic Deletion in the TCIRG1 Gene in Five Osteopetrotic PatientsPANGRAZIO A., CALDANA M. E., SOBACCHI C., PANARONI C., SUSANI L., MIHÇI E., CAVALIERE M. L., GILIANI S.,VILLA A., FRATTINI A.JOURNAL OF BONE AND MINERAL RESEARCH, vol.24, no.1, pp.162-167, 2009 (SCI-Expanded)LXIII. Tigroid pattern on magnetic resonance imaging in Lowe syndrome  ONUR M. R., SENOL U., MIHÇI E., LUELECI E.JOURNAL OF CLINICAL NEUROSCIENCE, vol.16, no.1, pp.112-114, 2009 (SCI-Expanded)LXIV. Progressive symmetrical erythrokeratoderma: report o f a Turkish family and evaluation for loricrin  and connexin gene mutationsAKMAN A., Masse M., Mihci E., Richard G., Christiano A. M., Balle B. J., Ciftcioglu M. A., ALPSOY E.CLINICAL AND EXPERIMENTAL DERMATOLOGY, vol.33, no.5, pp.582-584, 2008 (SCI-Expanded)LXV. Germline duplication of chromosomes 10p15.3 and YP11.32 in a man with learning disability and  early onset cutaneous malignant melanomaMIHÇI E., LINDOR N. M.AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.146A, no.17, pp.2298-2300, 2008 (SCI-Expanded)LXVI. DOOR (deafness, onychodystrophy, osteodystrophy, mental retardation) syndrome in one of the twins after  conception with intracytoplasmic sperm injection  MIHÇI E., GÜNEY K., Velipasaoglu S.AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.146A, no.11, pp.1483-1485, 2008 (SCI-Expanded)LXVII. Oral-Facial-Digital Syndrome Type 1MIHÇI E., TAÇOY Ş., ÖZBİLİM G., FRANCO B.
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