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V. Clinical and molecular evaluation of MEFV gene variants in the Turkish population: a study by theClinical and molecular evaluation of MEFV gene variants in the Turkish population: a study by theNational Genetics ConsortiumNational 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)VI. Evaluation of exonic copy numbers of<i> SMN1</i> and<i> SMN2</i> genes in SMAEvaluation of exonic copy numbers of<i> SMN1</i> and<i> SMN2</i> genes in SMAArikan Y., Berker Karauzum S., Uysal H., Mihci E., Nur B., Duman O., Haspolat S., Altiok Clark Ö., Toylu A.GENE, vol.823, 2022 (SCI-Expanded)VII. Skeletal and molecular findings in 51 Cleidocranial dysplasia patients from TurkeySkeletal and molecular findings in 51 Cleidocranial dysplasia patients from TurkeyBerkay E. G., Elkanova L., Kalayci T., Uludağ 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)VIII. Coexistence of a Homozygous Chromosome 4q35.2 Deletion and Hidden IQSEC2 Pathogenic VariantCoexistence of a Homozygous Chromosome 4q35.2 Deletion and Hidden IQSEC2 Pathogenic Variantin a Child with Intellectual Disabilityin 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)IX. Further defining the clinical and molecular spectrum of acromesomelic dysplasia type maroteaux: aFurther defining the clinical and molecular spectrum of acromesomelic dysplasia type maroteaux: aTurkish tertiary center experienceTurkish 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)X. Biallelic variants in KYNU cause a multisystemic syndrome with hand hyperphalangismBiallelic variants in KYNU cause a multisystemic syndrome with hand hyperphalangismEhmke 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)XI. A clinical scoring system for congenital contractural arachnodactylyA 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)XII. Coronal craniosynostosis due to  TCF12 mutations in patients from TurkeyCoronal craniosynostosis due to  TCF12 mutations in patients from TurkeyYilmaz 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)XIII. Recent Advances in CraniosynostosisRecent Advances in CraniosynostosisYilmaz E., Mıhçı E., Nur B., Alper O. M., Tacoy S.PEDIATRIC NEUROLOGY, vol.99, pp.7-15, 2019 (SCI-Expanded)XIV. TCIRG1 and SNX10 gene mutations in the patients with autosomal recessive osteopetrosisTCIRG1 and SNX10 gene mutations in the patients with autosomal recessive osteopetrosisKoçak G., Güzel B., Mıhçı E., Küpesiz O. A., Yalçın K., Manguoğlu A. E.Gene, vol.702, pp.83-88, 2019 (SCI-Expanded)XV. SLC10A7 mutations cause a skeletal dysplasia with amelogenesis imperfecta mediated by GAGSLC10A7 mutations cause a skeletal dysplasia with amelogenesis imperfecta mediated by GAGbiosynthesis defectsbiosynthesis 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)XVI. A novel AXIN2 gene mutation in sagittal synostosisA novel AXIN2 gene mutation in sagittal synostosisYilmaz 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)XVII. MPZL2 is a novel gene associated with autosomal recessive nonsyndromic moderate hearing lossMPZL2 is a novel gene associated with autosomal recessive nonsyndromic moderate hearing lossBademci 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)XVIII. Mongolian spots combined with halo-like disappearance surrounding café au lait spots.Mongolian spots combined with halo-like disappearance surrounding café au lait spots.



Temel A., Başsorgun C. İ., Nur B., Alpsoy E.Indian journal of dermatology, venereology and leprology, vol.84, no.4, pp.474-477, 2018 (SCI-Expanded)XIX. Renal complications of lipodystrophy: A closer look at the natural history of kidney diseaseRenal complications of lipodystrophy: A closer look at the natural history of kidney diseaseAKINCI B., ÜNLÜ Ş. M., Celik A., YILDIRIM ŞİMŞİR I., ŞEN S., NUR B., Keskin F. E., Saydam B. O., Ozdemir N. K., ŞARERYÜREKLİ B. P., et al.CLINICAL ENDOCRINOLOGY, vol.89, no.1, pp.65-75, 2018 (SCI-Expanded)XX. Early postoperative fo llow-up after  craniosynostosis surgeryEarly postoperative fo llow-up after  craniosynostosis surgeryOngun 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)XXI. Clinical spectra o f neuromuscular manifestations in patients with lipodystrophy: A multicenter studyClinical spectra o f neuromuscular manifestations in patients with lipodystrophy: A multicenter studyAkinci G., Topaloglu H., Demir T., Erşen Danyeli A., Talim B., Keskin F. E., Kadioglu P., Talip E., Altay C., Yaylalı G. F., etal.NEUROMUSCULAR DISORDERS, vol.27, no.10, pp.923-930, 2017 (SCI-Expanded)XXII. Chondrodysplasia with multiple dislocations: comprehensive study of a series o f 30 casesChondrodysplasia with multiple dislocations: comprehensive study of a series o f 30 casesRanza 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)XXIII. A de novo  ins(21;13) and two interstitial deletions in 13q in a boy with multple congenitalA de novo  ins(21;13) and two interstitial deletions in 13q in a boy with multple congenitalanomaliesanomaliesAltıok Clark Ö., Cetin G. O., Nur B., Toylu A., Karaüzüm S., Mıhçı E.MOLECULAR CYTOGENETICS, vol.10, 2017 (SCI-Expanded)XXIV. Bone mineral density in patients with mucopolysaccharidosis type IIIBone mineral density in patients with mucopolysaccharidosis type IIINur B., Nur H., Mihcil E.JOURNAL OF BONE AND MINERAL METABOLISM, vol.35, no.3, pp.338-343, 2017 (SCI-Expanded)XXV. Overlapping SETBP1 gain-of-function mutations in Schinzel-Giedion syndrome and hematologicOverlapping SETBP1 gain-of-function mutations in Schinzel-Giedion syndrome and hematologicmalignanciesmalignanciesACUNA-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)XXVI. Evaluation of the Response to  the First Two Years o f Growth Hormone Treatment in Kabuki Make-UpEvaluation of the Response to  the First Two Years o f Growth Hormone Treatment in Kabuki Make-UpSyndromeSyndromeÇelmeli G., Parlak M., Nur B., Mıhçı E., Akçurin S., Bircan İ.JCRPE JOURNAL OF CLINICAL RESEARCH IN PEDIATRIC ENDOCRINOLOGY, 2016 (SCI-Expanded)XXVII. Pyridoxine-responsive seizures in infantile hypophosphatasia and a novel homozygous mutation inPyridoxine-responsive seizures in infantile hypophosphatasia and a novel homozygous mutation inALPL geneALPL 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)XXVIII. Natural History of Congenital Generalized Lipodystrophy: A Nationwide Study From TurkeyNatural 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)XXIX. A MOLECULARLY CHARACTERIZED INTERSTITIAL DELETION ENCOMPASSING THE 11Q14.1-Q23.3A MOLECULARLY CHARACTERIZED INTERSTITIAL DELETION ENCOMPASSING THE 11Q14.1-Q23.3REGION IN A CASE WITH MULTIPLE CONGENITAL ABNORMALITIESREGION 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)XXX. MUCOLIPIDOSIS II INFANTS PRESENTING WITH SKELETAL DEFORMITIES MIMICKING RICKETS ANDMUCOLIPIDOSIS II INFANTS PRESENTING WITH SKELETAL DEFORMITIES MIMICKING RICKETS ANDA NEW MUTATION IN GNPTAB GENE.A NEW MUTATION IN GNPTAB GENE.Nur B., Erdogan Y., Curek Y., Akcakus M., Oygur N., Bircan I.Genetic counseling (Geneva, Switzerland), vol.27, no.3, pp.373-380, 2016 (SCI-Expanded)XXXI. The clinical spectrum of a rare chromosomal abnormality: Isochromosome 18pThe clinical spectrum of a rare chromosomal abnormality: Isochromosome 18pNur B., Clark Ö., Cetin Z., Toylu A., Karaüzüm S., Mıhçı E.Genetic Counseling, vol.27, no.2, pp.223-231, 2016 (SCI-Expanded)XXXII. Celiac disease in patients with Williams-Beuren syndromeCeliac 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)XXXIII. A familial interstitial 4q35 deletion with no  discernible clinical effects.A familial interstitial 4q35 deletion with no  discernible clinical effects.Yakut S., Clarck Ö., Sanhal C., Nur B., Mendilcioglu İ. İ., Karauzum S. B., Cetin Z.American journal of medical genetics. Part A, no.8, pp.1836-41, 2015 (SCI-Expanded)XXXIV. Comprehensive dental management in a Hallermann-Streiff  syndrome patient with unusualComprehensive dental management in a Hallermann-Streiff  syndrome patient with unusualradiographic appearance of teethradiographic appearance of teethGüngör Ö., Nur B., Yalcin H., Karayılmaz H., Mihchi E.NIGERIAN JOURNAL OF CLINICAL PRACTICE, vol.18, no.4, pp.559-562, 2015 (SCI-Expanded)XXXV. A novel mutation in RNU4ATAC in a patient with microcephalic osteodysplastic primordial dwarfismA novel mutation in RNU4ATAC in a patient with microcephalic osteodysplastic primordial dwarfismtype Itype 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)XXXVI. Chanarin-Dorfman syndrome: Genotype-Phenotype CorrelationChanarin-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)XXXVII. Perinatal Diagnostic Approach to  Fetal Skeletal Dysplasias: Six Years Experience of a TertiaryPerinatal Diagnostic Approach to  Fetal Skeletal Dysplasias: Six Years Experience of a TertiaryCenter.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)XXXVIII. 22q11.2 syndrome due to  maternal translocation t(18;22) (pl1.2;q11.2).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)XXXIX. Bilateral congenital cataracts in an infant with Klinefelter  syndromeBilateral congenital cataracts in an infant with Klinefelter  syndromeNur 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)XL. Infantile Galactosialidosis Presenting With Steroid Resistant Nephrotic SyndromeInfantile 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)XLI. Clinicogenetic Study of Turkish Patients With Syndromic Craniosynostosis and Literature ReviewClinicogenetic 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)XLII. Neonatal multiple sulfatase deficiency with a novel mutation and review of the literatureNeonatal multiple sulfatase deficiency with a novel mutation and review of the literatureNur 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)XLIII. Epidural capillary hemangioma: A review of the literatureEpidural capillary hemangioma: A review of the literatureGencpinar P., Acikbas S. C., Nur B., Karaali K., Arslan M., Gurer E. I., Duman Ö., Haspolat Ş.Clinical Neurology and Neurosurgery, vol.126, pp.99-102, 2014 (SCI-Expanded)XLIV. Clinical expression of familial Williams-Beuren syndrome in a Turkish familyClinical expression of familial Williams-Beuren syndrome in a Turkish familyParlak 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)XLV. Prenatal diagnosis o f iso lated ventriculomegaly as a second trimester manifestation of de novoPrenatal diagnosis o f iso lated ventriculomegaly as a second trimester manifestation of de novoterminal 6q25 deletion.terminal 6q25 deletion.Cetin Z., Sanhal C. Y., Nur B., Toru H. S., Yakut Uzuner S.GENETIC COUNSELING, vol.24, pp.427-429, 2013 (SCI-Expanded)XLVI. The association of Klinefelter  syndrome and multiple pterygium syndrome: an unusual presentationThe association of Klinefelter  syndrome and multiple pterygium syndrome: an unusual presentationNur B., Altıok-Clark O., Toylu A., Lulecı G., Mıhçı E.TURKISH JOURNAL OF PEDIATRICS, vol.55, no.5, pp.559-563, 2013 (SCI-Expanded)XLVII. Possible autosomal recessive inheritance in an infant with acrofacial dysostosis similar  to  nagerPossible autosomal recessive inheritance in an infant with acrofacial dysostosis similar  to  nagersyndromesyndrome
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