
Prof. YASEMİN ALANAYProf. YASEMİN ALANAY
Personal InformationPersonal InformationOffice Phone: Office Phone: +90 212 304 4528 Other Email: Other Email: yaseminalanay@acualanaylab.orgWeb: Web: https://avesis.acibadem.edu.tr/527Address: Address: Büyükdere Cad. No:40 Sarıyer İstanbul 
International Researcher IDsInternational Researcher IDs  ScholarID: EBP2898AAAAJ ORCID: 0000-0003-0683-9731 Publons / Web Of Science ResearcherID: A-1516-2016 ScopusID: 56247793800 Yoksis Researcher ID: 125850
Education InformationEducation InformationPost Doctorate of Medicine, Hacettepe University, Tıp Fakültesi (Türkçe), Dahili TıpBilimleri Bölümü, Turkey 2002 - 2011Doctorate, Hacettepe University, Sağlık Bilimleri Enstitüsü, Pediyatrik Temel BilimlerA.B.D., Turkey 2004 - 2009Post Doctorate, University of California, Los Angeles, Cedars-Sinai Medical Center, UnitedStates Of America 2005 - 2006Expertise In Medicine, Hacettepe University, Tıp Fakültesi (Türkçe), Turkey 1997 - 2002Undergraduate, Hacettepe University, Tıp Fakültesi (İngilizce), Turkey 1990 - 1996
Research AreasResearch AreasMedicine, Internal Medicine Sciences, Child Health and Diseases, Pediatric Genetics and Teratology, Medical Genetics,Health Sciences
Academic Titles / TasksAcademic Titles / TasksProfessor, Acibadem Mehmet Ali Aydinlar University, Graduate School Of Health Sciences, Department Of GenomicStudies, 2021 - ContinuesProfessor, Acibadem Mehmet Ali Aydinlar University, School Of Medicine, Department Of Medical Sciences, 2020 -ContinuesProfessor, Acibadem Mehmet Ali Aydinlar University, School Of Medicine, Department Of Medical Sciences, 2013 -ContinuesAssociate Professor, Acibadem Mehmet Ali Aydinlar University, School Of Medicine, Department Of Medical Sciences,2011 - 2012Associate Professor, Hacettepe University, Tıp Fakültesi (Türkçe), Dahili Tıp Bilimleri Bölümü, 2008 - 2010Assistant Professor, Hacettepe University, Tıp Fakültesi (Türkçe), Dahili Tıp Bilimleri Bölümü, 2005 - 2008Expert, Hacettepe University, Tıp Fakültesi (Türkçe), Dahili Tıp Bilimleri Bölümü, 2002 - 2005

tel:+90 212 304 4528


Academic and Administrative ExperienceAcademic and Administrative ExperienceManager of Research and Application Center, Acibadem Mehmet Ali Aydinlar University, School Of Medicine, DepartmentOf Medical Sciences, 2023 - ContinuesRectorate Commissioner, Acibadem Mehmet Ali Aydinlar University, School Of Medicine, Department Of Medical Sciences,2020 - ContinuesRectorate Commissioner, Acibadem Mehmet Ali Aydinlar University, School Of Medicine, Department Of Medical Sciences,2020 - ContinuesUygulama ve Araştırma Merkezi Yönetim Kurulu Üyesi, Acibadem Mehmet Ali Aydinlar University, School Of Medicine,Department Of Medical Sciences, 2018 - ContinuesDean, Acibadem Mehmet Ali Aydinlar University, School Of Medicine, Department Of Medical Sciences, 2015 - 2021
CoursesCoursesDevelopmental Genetics, Postgraduate, 2021 - 2022Genetic Approach to Short Stature, Undergraduate, 2021 - 2022Developmental Genetics, Undergraduate, 2021 - 2022Clinical Cytogenetics, Undergraduate, 2021 - 2022Pediatric Genetics, Undergraduate, 2021 - 2022Treatment of Genetic Diseases and Future of Clinical Genomics , Undergraduate, 2021 - 2022Nonmendelian Inheritance, Undergraduate, 2021 - 2022From Genotype to Phenotype, Undergraduate, 2021 - 2022Pediatric History Taking, Undergraduate, 2021 - 2022Mendelian Inheritance Patterns, Undergraduate, 2021 - 2022
Advising ThesesAdvising ThesesAlanay Y., Yenidoğan ve Çocuk Yoğun Bakım Ünitesinde (YYBÜ/ÇYBÜ) Hızla Kötüleşen Kritik Yenidoğan ve SütÇocuklarında Hızlı Yeni Nesil Dizileme ile Genetik Tanı, Expertise In Medicine, A.Gör.(Student), 2024
Jury MembershipsJury MembershipsAssociate Professor Exam, Associate Professor Exam, Acibadem Mehmet Ali Aydinlar University, March, 2022Associate Professor Exam, Associate Professor Exam, Acibadem Mehmet Ali Aydinlar University, September, 2021
Published journal articles indexed by SCI, SSCI, and AHCIPublished journal articles indexed by SCI, SSCI, and AHCII. Two new patients with acromesomelic dysplasia, PRKG2 type-identification and characterization ofTwo new patients with acromesomelic dysplasia, PRKG2 type-identification and characterization ofthe first missense variantthe first missense variantAKGÜN DOĞAN Ö., Diaz-Gonzalez F., de Lima Jorge A. A., Onenli-Mungan N., Menezes Andrade N. L., de Polli CellinL., CEYLANER S., Barcellos Rosa Modkovski M., ALANAY Y., Heath K. E.EUROPEAN JOURNAL OF HUMAN GENETICS, vol.32, no.10, pp.1250-1256, 2024 (SCI-Expanded)II. Rapid genome sequencing for critically ill infants: an inaugural pilot study from Turkey.Rapid genome sequencing for critically ill infants: an inaugural pilot study from Turkey.Guner Yilmaz B., Akgun-Dogan O., Ozdemir Ö., Yuksel B., Hatirnaz Ng Ö., Bilguvar K., Ay B., Ozkose G. S., Aydin E.,Yigit A., et al.Frontiers in pediatrics, vol.12, pp.1412880, 2024 (SCI-Expanded)III. Impact o f deep phenotyping: high diagnostic yield in a diverse pediatric population of 172 patientsImpact o f deep phenotyping: high diagnostic yield in a diverse pediatric population of 172 patientsthrough clinical whole-genome sequencing at a single centerthrough clinical whole-genome sequencing at a single center
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Diseases Network InternationalDiseases Network InternationalTaruscio D., Salvatore M., Lumaka A., Carta C., Cellai L. L., Ferrari G., Sciascia S., Groft S., ALANAY Y., Azam M., et al.FRONTIERS IN PUBLIC HEALTH, vol.11, 2023 (SCI-Expanded)XVII. Growth parameters in children with achondroplasia: A 7-year, prospective, multinational,Growth parameters in children with achondroplasia: A 7-year, prospective, multinational,observational studyobservational studySavarirayan R., Irving M., Harmatz P., Delgado B., Wilcox W. R., Philips J., Owen N., Bacino C. A., Tofts L., Charrow J.,et al.GENETICS IN MEDICINE, vol.24, no.12, pp.2444-2452, 2022 (SCI-Expanded)XVIII. Investigation of Genetic Causes in a Developmental Disorder: Oculoauriculovertebral SpectrumInvestigation of Genetic Causes in a Developmental Disorder: Oculoauriculovertebral SpectrumGÜLERAY LAFCI N., KOŞUKCU C., Oguz S., Demir G. U., Taskiran E. Z., Kiper P. O. S., ÜTİNE G. E., ALANAY Y.,BODUROĞLU O. K., ALİKAŞİFOĞLU M.CLEFT PALATE-CRANIOFACIAL JOURNAL, vol.59, no.9, pp.1114-1124, 2022 (SCI-Expanded)XIX. Defining mitochondrial protein functions through deep multiomic profilingDefining mitochondrial protein functions through deep multiomic profilingRensvold J. W., Shishkova E., Sverchkov Y., Miller I. J., ÇETİNKAYA A., Pyle A., Manicki M., Brademan D. R., Alanay Y.,Raiman J., et al.NATURE, vol.606, pp.382-388, 2022 (SCI-Expanded)XX. Re-analysis o f whole-exome sequencing data reveals a novel splicing variant in the SLC2A1 in aRe-analysis o f whole-exome sequencing data reveals a novel splicing variant in the SLC2A1 in apatient with GLUT1 Deficiency Syndrome 1 accompanied by hemangioma: a case reportpatient with GLUT1 Deficiency Syndrome 1 accompanied by hemangioma: a case reportBozkurt T., ALANAY Y., ISIK U., SEZERMAN O. U.BMC MEDICAL GENOMICS, vol.14, no.1, 2021 (SCI-Expanded)XXI. 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 experience.Turkish tertiary center experience.Simsek-Kiper P. O., Urel-Demir G., Taskiran E. Z., Arslan U. E., Nur B., Mihci E., Haliloglu M., Alanay Y., Utine G. E.,Boduroglu K.Journal of human genetics, vol.66, pp.585-596, 2021 (SCI-Expanded)XXII. Chondrodysplasia and growth failure in children after  early hematopoietic stem cell transplantationChondrodysplasia and growth failure in children after  early hematopoietic stem cell transplantationfor non-oncologic disordersfor non-oncologic disordersBotto L. D., Meeths M., Campos-Xavier B., Bergamaschi R., Mazzanti L., Scarano E., Finocchi A., Cancrini C., Zirn B.,Kuehnle I., et al.AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.185, no.2, pp.517-527, 2021 (SCI-Expanded)XXIII. Successful application of genome sequencing in a diagnostic setting: 1007 index cases from aSuccessful application of genome sequencing in a diagnostic setting: 1007 index cases from aclinically heterogeneous cohortclinically heterogeneous cohortBertoli-Avella A. M., Beetz C., Ameziane N., Rocha M. E., Guatibonza P., Pereira C., Calvo M., Herrera-Ordonez N.,Segura-Castel M., Diego-Alvarez D., et al.EUROPEAN JOURNAL OF HUMAN GENETICS, vol.29, no.1, pp.141-153, 2021 (SCI-Expanded)XXIV. Whole Exome Sequencing of consanguineous families o f clinically diagnosed withWhole Exome Sequencing of consanguineous families o f clinically diagnosed withNeurodevelopmental DisordersNeurodevelopmental DisordersTurkgenc B., Yararbas K., Karakoyun H. K., Yesilyurt A., Gezdirici A., Tatli B., Akcakaya N. H., Hacifazlioglu N. E.,Coskun O., Yesil G., et al.EUROPEAN JOURNAL OF HUMAN GENETICS, vol.28, no.SUPPL 1, pp.886-887, 2020 (SCI-Expanded)XXV. Clinical and Molecular Characterization of Fanconi Anemia Patients in TurkeyClinical and Molecular Characterization of Fanconi Anemia Patients in TurkeyTOKSOY G., ULUDAĞ ALKAYA D., Bagirova G., Avci S., Aghayev A., Gunes N., Altunoglu U., ALANAY Y., BAŞARAN S.,Berkay E. G., et al.MOLECULAR SYNDROMOLOGY, vol.11, no.4, pp.183-196, 2020 (SCI-Expanded)XXVI. Defining the clinical, molecular and imaging spectrum of adaptor protein complex 4-associatedDefining the clinical, molecular and imaging spectrum of adaptor protein complex 4-associatedhereditary spastic paraplegia.hereditary spastic paraplegia.Ebrahimi-Fakhari D., Teinert J., Behne R., Wimmer M., D'Amore A., Eberhardt K., Brechmann B., Ziegler M., JensenD., Nagabhyrava P., et al.Brain : a journal of neurology, vol.143, pp.2929-2944, 2020 (SCI-Expanded)XXVII. Once-daily, subcutaneous vosoritide therapy in children with achondroplasia: a randomised, double-Once-daily, subcutaneous vosoritide therapy in children with achondroplasia: a randomised, double-blind, phase 3, placebo-controlled, multicentre trialblind, phase 3, placebo-controlled, multicentre trial



Savarirayan R., Tofts L., Irving M., Wilcox W., Bacino C. A., Hoover-Fong J., Ullot Font R., Harmatz P., Rutsch F., BoberM. B., et al.LANCET, vol.396, no.10252, pp.684-692, 2020 (SCI-Expanded)XXVIII. Recurrent hydatidiform mole: When to  stop ?Recurrent hydatidiform mole: When to  stop ?ÖZBAŞLI E., TAKMAZ Ö., Gurkan H., ALANAY Y., GÜNGÖR M., DEDE F. S.Clinical and Experimental Obstetrics and Gynecology, vol.47, no.3, pp.424-426, 2020 (SCI-Expanded)XXIX. A Randomized Controlled Trial o f Vosoritide in Children with AchondroplasiaA Randomized Controlled Trial o f Vosoritide in Children with AchondroplasiaPogreen L., Savarirayan R., Tofts L., Rehab K., Irving M., Wilcox W., Bacino C., Hoover-Fong J., Ullot Font R., HarmatzP., et al.HORMONE RESEARCH IN PAEDIATRICS, vol.93, pp.169-170, 2020 (SCI-Expanded)XXX. The third family with TAF6-related phenotype: Alazami-Yuan syndromeThe third family with TAF6-related phenotype: Alazami-Yuan syndromeTuc E., Bengur F. B., Aykut A., ŞAHİN Ö., ALANAY Y.CLINICAL GENETICS, vol.97, no.5, pp.795-796, 2020 (SCI-Expanded)XXXI. Further expanding the mutational spectrum and investigation of genotype-phenotype correlation inFurther expanding the mutational spectrum and investigation of genotype-phenotype correlation in3M syndrome3M syndromeSimsek-Kiper P. O., TAŞKIRAN Z. E., KOŞUKCU C., ARSLAN U. E., Cormier-Daire V., Gonc N., ÖZÖN Z. A., AlikasifogluA., Kandemir N., ÜTİNE G. E., et al.AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.179, no.7, pp.1157-1172, 2019 (SCI-Expanded)XXXII. The ARID1B spectrum in 143 patients: from nonsyndromic intellectual disability to  Coffin-SirisThe ARID1B spectrum in 143 patients: from nonsyndromic intellectual disability to  Coffin-Sirissyndromesyndromevan 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)XXXIII. p.Ser348Cys mutation in FGFR3 gene leads to  "Mild ACH /Severe HCH" phenotype.p.Ser348Cys mutation in FGFR3 gene leads to  "Mild ACH /Severe HCH" phenotype.Bengur F., Ekmekci C., Karaarslan E., Gunoz H., Alanay Y.European journal of medical genetics, pp.103659, 2019 (SCI-Expanded)XXXIV. A possible founder mutation in FZD6 gene in a Turkish family with autosomal recessive nailA possible founder mutation in FZD6 gene in a Turkish family with autosomal recessive naildysplasia.dysplasia.Saygi C., ALANAY Y., Sezerman U., Yenenler A., Ozoren N.BMC medical genetics, vol.20, pp.15, 2019 (SCI-Expanded)XXXV. Epigenotype and phenotype correlations in patients with Beckwith-Wiedemann syndromeEpigenotype and phenotype correlations in patients with Beckwith-Wiedemann syndromeBilgin B., Kabacam S., TAŞKIRAN Z. E., Simsek-Kiper P. O., ALANAY Y., BODUROĞLU O. K., ÜTİNE G. E.TURKISH JOURNAL OF PEDIATRICS, vol.60, no.5, pp.506-513, 2018 (SCI-Expanded)XXXVI. Biallelic loss o f human CTNNA2, encoding alpha N-catenin, leads to  ARP2/3 complex overactivity andBiallelic loss o f human CTNNA2, encoding alpha N-catenin, leads to  ARP2/3 complex overactivity anddisordered cortical neuronal migrationdisordered cortical neuronal migrationSchaffer A. E., Breuss M. W., Caglayan A. O., Al-Sanaa N., Al-Abdulwahed H. Y., Kaymakcalan H., Yilmaz C., Zaki M. S.,Rosti R. O., Copeland B., et al.NATURE GENETICS, vol.50, no.8, pp.1093-1107, 2018 (SCI-Expanded)XXXVII. Fragile x-associated premature ovarian failure in a large Turkish cohort: F indings of HacettepeFragile x-associated premature ovarian failure in a large Turkish cohort: F indings of HacettepeFragile X RegistryFragile X RegistryÜTİNE G. E., Simsek-Kiper P. O., Akgun-Dogan O., Urel-Demir G., ALANAY Y., Aktas D., BODUROĞLU O. K., TuncbilekE., ALİKAŞİFOĞLU M.EUROPEAN JOURNAL OF OBSTETRICS & GYNECOLOGY AND REPRODUCTIVE BIOLOGY, vol.221, pp.76-80, 2018(SCI-Expanded)XXXVIII. Parieto-occipital alopecia in early infancy mandates cranial imagingParieto-occipital alopecia in early infancy mandates cranial imagingTuc E., KARAARSLAN E., Celik I., ALANAY Y.CLINICAL DYSMORPHOLOGY, vol.27, no.1, pp.15-17, 2018 (SCI-Expanded)XXXIX. Hematopoietic Stem Cell Transplantation for Myelodysplastic Syndrome in a Child With KlinefelterHematopoietic Stem Cell Transplantation for Myelodysplastic Syndrome in a Child With KlinefelterSyndromeSyndromeSerdaroglu E., KUŞKONMAZ B. B., ALANAY Y., AYTAÇ EYÜPOĞLU Ş. S., Cetin M., ÇETİNKAYA F. D.JOURNAL OF PEDIATRIC HEMATOLOGY ONCOLOGY, vol.40, no.1, pp.81-82, 2018 (SCI-Expanded)



XL. 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., Levin N., Baujat G., Bole-Feysot C., Nitschke P., Masson C., ALANAY Y., Al-Gazali L., Bitoun P., et al.CLINICAL GENETICS, vol.91, no.6, pp.868-880, 2017 (SCI-Expanded)XLI. A Chaperone Complex Formed by HSP47, FKBP65, and BiP Modulates Telopeptide LysylA Chaperone Complex Formed by HSP47, FKBP65, and BiP Modulates Telopeptide LysylHydroxylation of Type I ProcollagenHydroxylation of Type I ProcollagenDuran I., Martin J. H., Weis M. A., Krejci P., Konik P., Li B., ALANAY Y., Lietman C., Lee B., Eyre D., et al.JOURNAL OF BONE AND MINERAL RESEARCH, vol.32, no.6, pp.1309-1319, 2017 (SCI-Expanded)XLII. Mutations in ATP6V1E1 or ATP6V1A Cause Autosomal-Recessive Cutis LaxaMutations in ATP6V1E1 or ATP6V1A Cause Autosomal-Recessive Cutis LaxaVan Damme T., Gardeitchik T., Mohamed M., Guerrero-Castillo S., Freisinger P., Guillemyn B., Kariminejad A.,Dalloyaux D., Van Kraaij S., Lefeber D. J., et al.AMERICAN JOURNAL OF HUMAN GENETICS, vol.100, no.2, pp.216-227, 2017 (SCI-Expanded)XLIII. AUTS2 Syndrome in a 68-Year-Old Female: Natural History and Further Delineation of theAUTS2 Syndrome in a 68-Year-Old Female: Natural History and Further Delineation of thePhenotypePhenotypeSengun E., Yararbas K., Kasakyan S., ALANAY Y.AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.170, no.12, pp.3231-3236, 2016 (SCI-Expanded)XLIV. Expanding the clinical and mutational spectrum of the Ehlers-Danlos syndrome, dermatosparaxisExpanding the clinical and mutational spectrum of the Ehlers-Danlos syndrome, dermatosparaxistypetypeVan Damme T., Colige A., Syx D., Giunta C., Lindert U., Rohrbach M., Aryani O., ALANAY Y., Simsek-Kiper P. O., KroesH. Y., et al.GENETICS IN MEDICINE, vol.18, no.9, pp.882-891, 2016 (SCI-Expanded)XLV. Is 1p36 Deletion Associated with Anterior Body Wall Defects?Is 1p36 Deletion Associated with Anterior Body Wall Defects?Collu M., Yuksel Ş., Sirin B. K., Abbasoglu L., ALANAY Y.AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.170, no.7, pp.1889-1894, 2016 (SCI-Expanded)XLVI. Late Sequel o f Meningococcemia: Skeletal DysplasiaLate Sequel o f Meningococcemia: Skeletal DysplasiaKarabulut G. S., Acar T., Yuksel A. B., ALANAY Y., Hatun S.JOURNAL OF PEDIATRICS, vol.173, pp.264-266, 2016 (SCI-Expanded)XLVII. Three cases o f spondyloenchondrodysplasia (SPENCD) with systemic lupus erythematosus: a caseThree cases o f spondyloenchondrodysplasia (SPENCD) with systemic lupus erythematosus: a caseseries and review of the literatureseries and review of the literatureBİLGİNER Y., DÜZOVA A., TOPALOĞLU R., BATU AKAL E. D., BODUROĞLU O. K., Gucer S., Bodur I., ALANAY Y.LUPUS, vol.25, no.7, pp.760-765, 2016 (SCI-Expanded)XLVIII. Seizures and diagnostic difficulties in hyperinsulinism-hyperammonemia syndrome.Seizures and diagnostic difficulties in hyperinsulinism-hyperammonemia syndrome.Aka S., ALANAY Y., Boodhansingh K. E., Stanley C. A., Semiz S.The Turkish journal of pediatrics, vol.58, no.5, pp.541-544, 2016 (SCI-Expanded)XLIX. Chromosome 22q12.1 microdeletions: confirmation of the MN1 gene as a candidate gene for cleftChromosome 22q12.1 microdeletions: confirmation of the MN1 gene as a candidate gene for cleftpalatepalateBreckpot J., Anderlid B., ALANAY Y., Blyth M., Brahimi A., Duban-Bedu B., Goze O., Firth H., YAKICIER M. C., Hens G.,et al.EUROPEAN JOURNAL OF HUMAN GENETICS, vol.24, no.1, pp.51-58, 2016 (SCI-Expanded)L. Nonsense Mutation in SPARC Gene Causing Autosomal Recessive Ostegenesis ImperfectaNonsense Mutation in SPARC Gene Causing Autosomal Recessive Ostegenesis ImperfectaAbali S., ARMAN A., Atay Z., Bas S., Cam S., Gormez Z., Demirci H., ALANAY Y., Akarsu N., BEREKET A., et al.HORMONE RESEARCH IN PAEDIATRICS, vol.86, pp.167, 2016 (SCI-Expanded)LI. Intrauterine Imaging Strategies for  Bone DiseaseIntrauterine Imaging Strategies for  Bone DiseaseAlanay Y.HORMONE RESEARCH IN PAEDIATRICS, vol.86, pp.13, 2016 (SCI-Expanded)LII. Hoyeraal-Hreidarsson Syndrome: An Extremely Rare Dyskeratosis Congenita PhenotypeHoyeraal-Hreidarsson Syndrome: An Extremely Rare Dyskeratosis Congenita PhenotypeBakar O., Isik U., Canpolat C., ALANAY Y.PEDIATRIC DERMATOLOGY, vol.32, no.6, 2015 (SCI-Expanded)LIII. RAP1-mediated MEK/ERK pathway defects in Kabuki syndromeRAP1-mediated MEK/ERK pathway defects in Kabuki syndromeBoegershausen N., Tsai I., Pohl E., Kiper P. O. S., Beleggia F., PERÇİN F. E., Keupp K., Matchan A., Milz E., ALANAY Y.,et al.JOURNAL OF CLINICAL INVESTIGATION, vol.125, no.9, pp.3585-3599, 2015 (SCI-Expanded)
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