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Nishimura G., et al.JOURNAL OF HUMAN GENETICS, vol.66, no.6, pp.607-611, 2021 (SCI-Expanded)XLI. Further expanding the mutational spectrum of brain abnormalities, neurodegeneration, anddysosteosclerosis: A rare disorder with neurologic regression and skeletal features KINDIŞ E., ŞİMŞEK KİPER P. Ö., KOŞUKCU C., TAŞKIRAN Z. E., GÖÇMEN R., Utine E., Haliloglu G., BODUROĞLU O. K.,ALİKAŞİFOĞLU M.AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.185, pp.1888-1896, 2021 (SCI-Expanded)XLII. Natural history of TRPV4-Related disorders: From skeletal dysplasia to  neuromuscular phenotype ÜREL DEMİR G., ŞİMŞEK KİPER P. Ö., Oncel I., ÜTİNE G. E., Haliloglu G., BODUROĞLU O. K.EUROPEAN JOURNAL OF PAEDIATRIC NEUROLOGY, vol.32, pp.46-55, 2021 (SCI-Expanded)XLIII. Genetic disorders with symptoms mimicking rheumatologic diseases: A single-center retrospectivestudyKAYA AKCA Ü., ŞİMŞEK KİPER P. Ö., ÜREL DEMİR G., SAĞ E., ATALAY E., ÜTİNE G. E., ALİKAŞİFOĞLU M.,BODUROĞLU O. K., BİLGİNER Y., ÖZEN S.EUROPEAN JOURNAL OF MEDICAL GENETICS, vol.64, no.4, 2021 (SCI-Expanded)XLIV. Two Siblings with Kaufman Oculocerebrofacial Syndrome Resembling OculoauriculovertebralSpectrumÜREL DEMİR G., Aydin B., KARAOSMANOĞLU B., AKGÜN DOĞAN Ö., Taskiran E. Z., ŞİMŞEK KİPER P. Ö., ÜTİNE G. E.,BODUROĞLU O. K.MOLECULAR SYNDROMOLOGY, vol.12, no.2, pp.106-111, 2021 (SCI-Expanded)XLV. The clinical significance ofA2ML1variants in Noonan syndrome has to  be reconsidered  Brinkmann J., Lissewski C., Pinna V., Vial Y., Pantaleoni F., Lepri F., Daniele P., Burnyte B., Cuturilo G., Fauth C., et al.EUROPEAN JOURNAL OF HUMAN GENETICS, vol.29, no.3, pp.524-527, 2021 (SCI-Expanded)XLVI. A rare cause of syndromic short stature: 3M syndrome in three families IŞIK E., ARICAN D., ATİK T., Ooi J. E., DARCAN Ş., ÖZEN S., ŞİMŞEK KİPER P. Ö., Utine E., ÇOĞULU M. Ö., Ozkinay F.AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.185, no.2, pp.461-468, 2021 (SCI-Expanded)XLVII. The rare reason of pain in hip girdle: Mucolipidosis type 3 gamma KOLKIRAN A., KARAOSMANOĞLU B., TAŞKIRAN Z. E., Kiper P. Ö. Ş., ÜTİNE G. E.Turkish Journal of Pediatrics, vol.63, no.6, pp.1091-1096, 2021 (SCI-Expanded)XLVIII. A Revisited Diagnosis o f Collagen VI Related Muscular Dystrophy in a Patient with a Novel COL6A2  Variant and 21q22.3 DeletionŞİMŞEK KİPER P. Ö., OĞUZ S., ERGEN F. B., ÜTİNE G. E., ALİKAŞİFOĞLU M., Haliloglu G.NEUROPEDIATRICS, vol.51, no.6, pp.445-449, 2020 (SCI-Expanded)XLIX. Clinical and Molecular Spectrum of Four Patients Diagnosed with Mowat-Wilson SyndromeAYYILDIZ EMECEN D., IŞIK E., ÜTİNE G. E., Simsek-Kiper P. O., ATİK T., Ozkinay F.MOLECULAR SYNDROMOLOGY, vol.11, pp.296-301, 2020 (SCI-Expanded)L. Molecular etio logy of iso lated congenital cataract using next-generation sequencing: Single center   exome sequencing data from Turkey Taylan Şekeroğlu H., Karaosmanoğlu B., Taşkıran E. Z., Şimşek Kiper P. Ö., Alikaşifoğlu M., Boduroğlu O. K., CoşkunT., Ütine G. E.Molecular Syndromology, vol.11, pp.302-308, 2020 (SCI-Expanded)LI. Novel insights into  diabetes mellitus due toDNAJC3-defect: Evolution of neurological and endocrine   phenotype in the pediatric age group ÖZÖN Z. A., ALİKAŞİFOĞLU A., KANDEMİR N., Aydin B., GÖNÇ E. N., KARAOSMANOĞLU B., Celik N. B., Eroglu-Ertugrul N. G., Taskiran E. Z., Haliloglu G., et al.PEDIATRIC DIABETES, vol.21, no.7, pp.1176-1182, 2020 (SCI-Expanded)LII. Poikiloderma with Neutropenia, Clericuzio-Type Accompanied by Loss o f Digits Due to  Severe  OsteomyelitisAKDOĞAN N., KINDIŞ E., BOSTAN E., Utine E., ALİKAŞİFOĞLU M., ERSOY EVANS S.JOURNAL OF CLINICAL IMMUNOLOGY, vol.40, no.6, pp.934-939, 2020 (SCI-Expanded)LIII. Impact o f mannose-binding lectin 2 gene polymorphisms on disease severity in noncystic fibrosis   



bronchiectasis in children Dogru D., Polat S. E., Tan Ç., Tezcan İ., Yalçın S. S., Utine E., Oğuz B., Yaz İ., Emiralioğlu N., Hızal M., et al.PEDIATRIC PULMONOLOGY, vol.55, no.5, pp.1190-1198, 2020 (SCI-Expanded)LIV. A novel mutation of keratin 5 in epidermolysis bullosa simplex with migratory circinate erythema YALICI ARMAĞAN B., Kabacam S., TAŞKIRAN Z. E., GÖKÖZ Ö., ÜTİNE G. E., ERSOY EVANS S.PEDIATRIC DERMATOLOGY, vol.37, no.2, pp.358-361, 2020 (SCI-Expanded)LV. Peters Plus syndrome: a recognizable clinical entityÜREL DEMİR G., Lafci N., Dogan O. A., ŞİMŞEK KİPER P. Ö., ÜTİNE G. E.TURKISH JOURNAL OF PEDIATRICS, vol.62, no.1, pp.136-140, 2020 (SCI-Expanded)LVI. Crisponi/cold-induced sweating syndrome: Differential diagnosis, pathogenesis and treatmentconceptsBuers I., Persico I., Schoening L., Nitschke Y., Di Rocco M., Loi A., Sahi P. K., ÜTİNE G. E., Bayraktar-Tanyeri B.,Zampino G., et al.CLINICAL GENETICS, vol.97, no.1, pp.209-221, 2020 (SCI-Expanded)LVII. Intrafamilial variability o f XYLT2-related spondyloocular syndrome Guleray N., ŞİMŞEK KİPER P. Ö., ÜTİNE G. E., Boduroglu K., ALİKAŞİFOĞLU M.European Journal of Medical Genetics, vol.62, no.11, 2019 (SCI-Expanded)LVIII. Spondyloocular syndrome: Presentation of two siblings diagnosed with the rare disease and the results o f Pamidronate Therapy VURALLI KARAOĞLAN D., ŞİMŞEK KİPER P. Ö., Utine E., ÜNSAL Y., ALİKAŞİFOĞLU A., KANDEMİR N.HORMONE RESEARCH IN PAEDIATRICS, vol.91, pp.387, 2019 (SCI-Expanded)LIX. A case of Woodhouse-Sakati syndrome with pituitary iron deposition, cardiac and intestinal  anomalies, with a novel mutation in DCAF17 ŞENDUR S. N., OĞUZ S., ÜTİNE G. E., DAĞDELEN S., Oguz K. K., Erbas T., ALİKAŞİFOĞLU M.EUROPEAN JOURNAL OF MEDICAL GENETICS, vol.62, no.8, 2019 (SCI-Expanded)LX. Ophthalmo-acromelic syndrome in an infant ÜREL DEMİR G., Taskiran E. Z., AKGÜN DOĞAN Ö., Simek-Kiper P. O., ÜTİNE G. E.EUROPEAN JOURNAL OF MEDICAL GENETICS, vol.62, no.7, 2019 (SCI-Expanded)LXI. Further expanding the mutational spectrum and investigation of genotype-phenotype correlation in 3M syndromeSimsek-Kiper P. O., Taskiran E., KOŞUKCU C., ARSLAN U. E., Cormier-Daire V., Gonc N., Ozon A., ALİKAŞİFOĞLU A.,KANDEMİR N., ÜTİNE G. E., et al.AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.179, no.7, pp.1157-1172, 2019 (SCI-Expanded)LXII. The ARID1B spectrum in 143 patients: from nonsyndromic intellectual disability to  Coffin-Siris   syndromevan der Sluijs P. J., Jansen S., Vergano S. A., Adachi-Fukuda M., ALANAY Y., AlKindy A., Baban A., Bayat A., Beck-Woedl S., Berry K., et al.GENETICS IN MEDICINE, vol.21, no.6, pp.1295-1307, 2019 (SCI-Expanded)LXIII. An eight-case 1q21 region series: novel aberrations and clinical variability with new featuresCEYLAN A., ŞAHİN İ. F., Erdem H., Kayhan G., Simsek-Kiper P., ÜTİNE G. E., Percin F., Boduroglu K., ALİKAŞİFOĞLUM.Journal of Intellectual Disability Research, vol.63, no.6, pp.548-557, 2019 (SSCI)LXIV. A novel NKX3-2 mutation associated with perinatal lethal phenotype of spondylo-megaepiphyseal- metaphyseal dysplasia in a neonate Simsek-Kiper P. O., KOŞUKCU C., Akgun-Dogan O., GÖÇMEN R., ÜTİNE G. E., SOYER T., Korkmaz-Toygar A., NishimuraG., ALİKAŞİFOĞLU M., Boduroglu K.European Journal of Medical Genetics, vol.62, no.1, pp.21-26, 2019 (SCI-Expanded)LXV. Non-immune hydrops fetalis: A retrospective analysis o f 151 autopsies performed at a single center KAYKI G., Gucer S., AKÇÖREN Z., ORHAN D., TALİM B., YURDAKÖK M., YİĞİT Ş., BODUROĞLU O. K., ÜTİNE G. E., OrgulG., et al.TURKISH JOURNAL OF PEDIATRICS, vol.60, no.5, pp.471-477, 2018 (SCI-Expanded)
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