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XXXVIII. Further delineation of spondyloepimetaphyseal dysplasia Faden-Alkuraya type: A RSPRY1-associated spondylo-epi-metaphyseal dysplasia with cono-brachydactyly and craniosynostosisSimsek-Kiper P., Taskiran E., Kosukcu C., Urel-Demir G., Akgun-Dogan O., Yilmaz G., Utine G., Nishimura G.,Boduroglu K., Alikasifoglu M.AMERICAN JOURNAL OF MEDICAL GENETICS PART A, cilt.176, sa.9, ss.2009-2016, 2018 (SCI-Expanded)XXXIX. Prenatal and Postnatal Follow-up in Trisomies 13 and 18: A 20-Year Experience in a Tertiary Center Dogan O. A., Demir G. U., Arslan U. E., Simsek-Kiper P. O., ÜTİNE G. E., ALİKAŞİFOĞLU M., Boduroglu K.American Journal of Perinatology, cilt.35, sa.5, ss.427-433, 2018 (SCI-Expanded)XL. Fragile x-associated premature ovarian failure in a large Turkish cohort: F indings of Hacettepe   Fragile X RegistryÜTİNE G. E., Simsek-Kiper P. O., Akgun-Dogan O., Urel-Demir G., Alanay Y., AKTAŞ D., Boduroglu K., Tuncbilek E.,ALİKAŞİFOĞLU M.European Journal of Obstetrics and Gynecology and Reproductive Biology, cilt.221, ss.76-80, 2018 (SCI-Expanded)XLI. Clinical and molecular evaluation of 16 patients with rett syndromeZengin-Akkuş P., Taşkıran E. Z., Kabaçam S., Şimşek-Kiper P. Ö., Haliloğlu G., Boduroğlu K., ÜTİNE G. E.Turkish Journal of Pediatrics, cilt.60, sa.1, ss.1-9, 2018 (SCI-Expanded)XLII. Epigenotype and phenotype correlations in patients with Beckwith-Wiedemann syndrome Bilgin B., Kabaçam S., Taşkıran E., Şimşek-Kiper P. Ö., Alanay Y., Boduroğlu K., ÜTİNE G. E.Turkish Journal of Pediatrics, cilt.60, sa.5, ss.506-513, 2018 (SCI-Expanded)XLIII. A Rare Cause of Hyperinsulinemic Hypoglycemia: Costello  Syndrome VURALLI KARAOĞLAN D., KOŞUKCU C., Taskiran E., Simsek P. O., ÜTİNE G. E., BODUROĞLU O. K., ALİKAŞİFOĞLU A.,ALİKAŞİFOĞLU M.HORMONE RESEARCH IN PAEDIATRICS, cilt.90, ss.363, 2018 (SCI-Expanded)XLIV. Anauxetic dysplasia: A rare clinical entityAkgün-Doğan Ö., Şimsek-Kiper P. Ö., ÜTİNE G. E., Boduroğlu K.Turkish Journal of Pediatrics, cilt.60, sa.1, ss.89-93, 2018 (SCI-Expanded)XLV. Clinical, demographic and nosologic characterisation of the genetic disorders o f the skeleton in    Turkey: The Skeletal Dysplasia registryŞİMŞEK KİPER P. Ö., Utine G. E., TAŞKIRAN Z. E., KOŞUKCU C., ALANAY Y., ALİKAŞİFOĞLU M., BODUROĞLU O. K.European Journal Of Human Genetics, 2018 (SCI-Expanded)XLVI. Coexistence of Trisomy 13 and SRY (−) XX Ovotesticular Disorder of Sex DevelopmentDemir G. U., Dogan O. A., Kiper P. O. S., ÜTİNE G. E., Boduroglu K., Gucer S., ALİKAŞİFOĞLU M.Fetal and Pediatric Pathology, cilt.36, sa.6, ss.445-451, 2017 (SCI-Expanded)XLVII. Dermal fibroblast transcriptome indicates contribution of WNT signaling pathways in the   pathogenesis o f Apert syndrome Çetinkaya A., Taşkıran E., Soyer T., Şimşek-Kiper P., Utine G., Tunçbilek G., Boduroğlu K., Alikaşifoğlu M.TURKISH JOURNAL OF PEDIATRICS, cilt.59, sa.6, ss.619-624, 2017 (SCI-Expanded)XLVIII. Partial Trisomy 18 From a marker chromosome to  a rare chromosomal disorder OĞUZ S., GÜLERAY N., DOĞAN Ö., ŞİMŞEK KİPER P. Ö., ÜTİNE G. E., BODUROĞLU O. K., ALİKAŞİFOĞLU M.MOLECULAR CYTOGENETICS, cilt.10, 2017 (SCI-Expanded)XLIX. HERC1 mutations in idiopathic intellectual disability   ÜTİNE G. E., Taskiran E. Z., KOŞUKCU C., KARAOSMANOĞLU B., GÜLERAY N., Dogan O. A., Kiper P. O. S., Boduroglu K.,ALİKAŞİFOĞLU M.European Journal of Medical Genetics, cilt.60, sa.5, ss.279-283, 2017 (SCI-Expanded)L. Mutation Update for Kabuki Syndrome Genes KMT2D and KDM6A and Further Delineation of X- Linked Kabuki Syndrome Subtype 2Boegershausen N., Gatinois V., Riehmer V., Kayserili H., Becker J., Thoenes M., Simsek-Kiper P. O., Barat-Houari M.,Elcioglu N. H., Wieczorek D., et al.Human Mutation, cilt.37, sa.9, ss.847-864, 2016 (SCI-Expanded)LI. Bi-allelic Mutations in KLHL7 Cause a Crisponi/CISS1-like Phenotype Associated with Early-Onset Retinitis Pigmentosa
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