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SCI, SSCI ve AHCI İndekslerine Giren Dergilerde Yayınlanan MakalelerSCI, SSCI ve AHCI İndekslerine Giren Dergilerde Yayınlanan MakalelerI. Late Diagnosis o f Congenital Chloride Diarrhea Mimicking Hirschsprung's DiseaseLate Diagnosis o f Congenital Chloride Diarrhea Mimicking Hirschsprung's DiseaseÇelik A. T., Barış Z., Aydemir Y., Kocagil S.CLINICAL PEDIATRICS, cilt.63, sa.11, ss.1494-1497, 2024 (SCI-Expanded)II. Interstitial 3p25.3 deletion syndrome: 13 years'-long fo llow-up of an affected individualInterstitial 3p25.3 deletion syndrome: 13 years'-long fo llow-up of an affected individualKocagil S., Susam E., Yimenicioğlu S., Aynaci S., Gökalp E. E., Artan S.Clinical Dysmorphology, cilt.33, sa.4, ss.183-186, 2024 (SCI-Expanded)III. Screening of Mutations in Maturity-onset Diabetes o f the Young-related Genes and RFX6 in ChildrenScreening of Mutations in Maturity-onset Diabetes o f the Young-related Genes and RFX6 in Childrenwith Autoantibody-negative Type 1 Diabetes Mellitus.with Autoantibody-negative Type 1 Diabetes Mellitus.Şimşek E., Cilingir O., Simsek T., Kocagil S., Erzurumluoglu Gokalp E., Demiral M., Binay C.Journal of clinical research in pediatric endocrinology, cilt.16, ss.137-145, 2024 (SCI-Expanded)IV. Further Evidence for RFWD3 Gene Causing Fanconi Anemia Complementation Group W: DetailedFurther Evidence for RFWD3 Gene Causing Fanconi Anemia Complementation Group W: DetailedClinical Report o f the Second Case in the LiteratureClinical Report o f the Second Case in the LiteratureKocagil S., Şafak İ. N., Saraç E., Aydın C., Artan S., Kırel B.MOLECULAR SYNDROMOLOGY, cilt.14, sa.4, ss.1, 2023 (SCI-Expanded)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 ConsortiumDundar M., Fahrioglu U., Yildiz S. H., Bakir-Gungor B., Temel S. G., Akin H., Artan S., Cora T., Sahin F. I., Dursun A., etal.FUNCTIONAL & INTEGRATIVE GENOMICS, cilt.22, sa.3, ss.291-315, 2022 (SCI-Expanded)VI. A case of familial recurrent 17q12 microdeletion syndrome presenting with severe diabeticA case of familial recurrent 17q12 microdeletion syndrome presenting with severe diabeticketoacidosisketoacidosisAydın C., Kıral E., Susam E., Tufan A., YARAR C., Çetin N., Kocagil S., Kırel B.TURKISH JOURNAL OF PEDIATRICS, cilt.64, sa.3, ss.558-565, 2022 (SCI-Expanded)VII. Spectrum of PAH gene mutations and genotype-phenotype correlation in patients with phenylalanineSpectrum of PAH gene mutations and genotype-phenotype correlation in patients with phenylalaninehydroxylase deficiency from Turkeyhydroxylase deficiency from TurkeyCinar M., Yildirim G. K., KOCAGİL S., ÇİLİNGİR O.JOURNAL OF PEDIATRIC ENDOCRINOLOGY & METABOLISM, cilt.35, sa.5, ss.639-647, 2022 (SCI-Expanded)VIII. Assessment o f clinical characteristics o f cardiac amyloidosis as a potential underlying etio logy inAssessment o f clinical characteristics o f cardiac amyloidosis as a potential underlying etio logy inpatients diagnosed with heart failure with preserved ejection fractionpatients diagnosed with heart failure with preserved ejection fractionMurat S., Cavusoglu Y., Yalvac H. E., Sivrikoz I. A., Kocagil S.KARDIOLOGIA POLSKA, cilt.80, sa.6, ss.672-678, 2022 (SCI-Expanded)IX. NDE1-related disorders: A recurrent NDE1 pathogenic variant causing Lissencephaly 4 can also  beNDE1-related disorders: A recurrent NDE1 pathogenic variant causing Lissencephaly 4 can also  beassociated with microhydranencephalyassociated with microhydranencephalyBAŞ H., ŞAYLISOY S., ÇİLİNGİR O., Gokalp E., KOCAGİL S., YARAR C., Aras B., ARTAN S.



AMERICAN JOURNAL OF MEDICAL GENETICS PART A, cilt.188, sa.1, ss.326-331, 2022 (SCI-Expanded)X. An Anomaly with Potential as a New Prognostic Marker in CLL with del(13q): Gain of 16p13.3An Anomaly with Potential as a New Prognostic Marker in CLL with del(13q): Gain of 16p13.3IŞIK S., Gunden G., GÜNDÜZ E., Akay O. M., Aslan A., ÖZEN H., ÇİLİNGİR O., ERZURUMLUOĞLU GÖKALP E., KOCAGİLS., ARTAN S., et al.CYTOGENETIC AND GENOME RESEARCH, cilt.161, sa.10-11, ss.479-487, 2021 (SCI-Expanded)XI. A pediatric BAL case with double Ph chromosomes and trisomy 5A pediatric BAL case with double Ph chromosomes and trisomy 5Gunden G., Işık S., Özdemir C., Çilingir O., Bör Ö., Gokalp E. E., Kocagil S., Artan S., Aras B. D.Cancer Genetics, cilt.258, ss.7-9, 2021 (SCI-Expanded)XII. Which prognostic marker is responsible for  the clinical heterogeneity in CLL with 13q deletion?Which prognostic marker is responsible for  the clinical heterogeneity in CLL with 13q deletion?Durak Aras B., Isik S., Uskudar Teke H., Aslan A., Yavasoglu F., Gulbas Z., Demirkan F., Ozen H., Cilingir O., Inci N. S.,et al.Molecular cytogenetics, cilt.14, sa.1, ss.2, 2021 (SCI-Expanded)XIII. The association between repeat number in C9orf72 and phenotypic variability in Turkish patientsThe association between repeat number in C9orf72 and phenotypic variability in Turkish patientswith frontotemporal lobar degenerationwith frontotemporal lobar degenerationERZURUMLUOĞLU GÖKALP E., ÇİLİNGİR O., Adapinar B. D. O., Bilgic B., Kocagil S., ÖZEN H., DURAK ARAS B.,YENİLMEZ Ç., ARTAN S.Neurobiology of Aging, cilt.76, 2019 (SCI-Expanded)
Diğer Dergilerde Yayınlanan MakalelerDiğer Dergilerde Yayınlanan MakalelerI. ERCC8 related Cockayne syndrome type-1: A rare entity diagnosed in a Turkish boyERCC8 related Cockayne syndrome type-1: A rare entity diagnosed in a Turkish boyKocagil S., Keklikci A. R., Aydemir Y., Çilingir O., Aynacı S., Erzurumluoğlu Gökalp E., Durak Aras B., Artan S.Journal of Surgery and Medicine, cilt.7, sa.10, ss.719-721, 2023 (Hakemli Dergi)II. Amilo id Olgu Serisi /Transtiretin tip kardiyak amilo idoz/AV blokAmilo id Olgu Serisi /Transtiretin tip kardiyak amilo idoz/AV blokMurat S., Çavuşoğlu Y., Ak Sivrikoz İ., Kocagil S., Yalvaç H. E., Gündüz E., Üsküdar Teke H.updates in cardiology, cilt.4, sa.1, ss.3-5, 2022 (Hakemsiz Dergi)III. Wiedemann-Steiner Syndrome: A Rare Differential Diagnosis o f Neurodevelopmental Delay andWiedemann-Steiner Syndrome: A Rare Differential Diagnosis o f Neurodevelopmental Delay andDysmorphic FeaturesDysmorphic FeaturesÇARMAN K. B., Kaplan E., Aslan C. N., Kocagil S., Cilinigr O., YARAR C.JOURNAL OF PEDIATRIC GENETICS, cilt.11, sa.02, ss.162-164, 2022 (ESCI)IV. Evaluation of the Effect o f Circulating IncRNAs in Colorectal Cancers: As a Potential BiomarkerEvaluation of the Effect o f Circulating IncRNAs in Colorectal Cancers: As a Potential BiomarkerARSLAN S., DİNCER M., BAYIR D., EKER SARIBOYACI A., ERZURUMLUOĞLU GÖKALP E., KOCAGİL S., ARIK D., ÖZENH., DURAK ARAS B., ARTAN S., et al.TURK ONKOLOJI DERGISI, cilt.37, ss.305-313, 2022 (ESCI)V. Analyzing The Mutations Of Notch1 And Sf3b1 Genes In Cases With CLL Detected Iso lated 13qAnalyzing The Mutations Of Notch1 And Sf3b1 Genes In Cases With CLL Detected Iso lated 13qDeletionDeletionGünden G., Işık S., Üsküdar Teke H., Çilingir O., Oğuz Davutoğlu N., Erzurumluoğlu Gökalp E., Kocagil S., Durak ArasB.Osmangazi Tıp Dergisi, cilt.45, sa.2, ss.480-484, 2021 (Hakemli Dergi)VI. Türk Popülasyonunda APOE Polimorfizmleri ve Alzheimer Hastalığı Arasındaki İlişkiTürk Popülasyonunda APOE Polimorfizmleri ve Alzheimer Hastalığı Arasındaki İlişkiÇİLİNGİR O., ÖZBABALIK ADAPINAR B. D., DURAK ARAS B., ERZURUMLUOĞLU GÖKALP E., ÖZKAN S., ARSLAN S.,HAZİYEVA K., KOCAGİL S., BİLGİN M., ARTAN S.OSMANGAZİ JOURNAL OF MEDICINE, 2020 (Hakemli Dergi)VII. Ailesel Akdeniz Ateşi Tanısı Alan Olgularda MEFV Geni Mutasyonlarının ve Allel FrekanslarınınAilesel Akdeniz Ateşi Tanısı Alan Olgularda MEFV Geni Mutasyonlarının ve Allel FrekanslarınınDağılımı - Tek Merkez DeneyimiDağılımı - Tek Merkez DeneyimiÇİLİNGİR O., DURAK ARAS B., ARSLAN S., KUTLAY Ö., ERZURUMLUOĞLU E., KOCAGİL S., ARTAN S.Osmangazi Tıp Dergisi, cilt.40, sa.2, ss.39-46, 2018 (Hakemli Dergi)

Kitap & Kitap BölümleriKitap & Kitap Bölümleri



Kitap & Kitap BölümleriKitap & Kitap BölümleriI. Prenatal Tanıda Genetik DanışmaPrenatal Tanıda Genetik DanışmaKOCAGİL S., ARTAN S.Prenatal Tanı Güncel Sitogenomik Uygulamalar, YİRMİBEŞ KARAOĞUZ MERAL, Editör, Tıbbi Genetik Derneği,ss.145-153, 2024II. Spinobulbar Musküler Atrofiye Genetik YaklaşımSpinobulbar Musküler Atrofiye Genetik YaklaşımÇİLİNGİR O., KOCAGİL S.Nükleotid Tekrar Artışı Hastalıkları - 2023, Prof. Dr. Ayşe Gül ZAMANİ, Editör, Türkiye klinikleri, ONLINE, ss.55-61,2023
Hakemli Kongre / Sempozyum Bildiri Kitaplarında Yer Alan YayınlarHakemli Kongre / Sempozyum Bildiri Kitaplarında Yer Alan YayınlarI. RELN geni ilişkili Serebellar  Hipoplazili L izensefali Vaka SunumuRELN geni ilişkili Serebellar  Hipoplazili L izensefali Vaka SunumuYılmaz G., Şaylısoy S., Kocagil S.16. ULUSAL TIBBİ GENETİK KONGRESİ, Antalya, Türkiye, 4 - 08 Aralık 2024II. Cohen Sendromu Tanısı Alan Dört Olgu SunumuCohen Sendromu Tanısı Alan Dört Olgu SunumuÇelik U. O., Kocagil S., Saraç E., Kılıç B., Erzurumluoğlu Gökalp E.16. Uluslararası Katılımlı Ulusal Tıbbi Genetik Kongresi, Antalya, Türkiye, 4 - 08 Aralık 2024III. TWO FEMALE PATIENTS DIAGNOSED WITH ZC4H2-ASSOCIATED RARE DISORDERSTWO FEMALE PATIENTS DIAGNOSED WITH ZC4H2-ASSOCIATED RARE DISORDERSKocagil S., Çilingir O.Eurodysmorpho 2024, Ljubljana, Slovenya, 18 - 21 Eylül 2024, ss.24-25IV. Report o f first Endocrine-cerebro-osteodysplasia patient to  reach childhood ageReport o f first Endocrine-cerebro-osteodysplasia patient to  reach childhood ageKOCAGİL S., ÖZBAKIR D. H., Kabaoglu U., ERZURUMLUOĞLU GÖKALP E., ÇİLİNGİR O.56th Annual Conference of the European-Society-of-Human-Genetics (ESHG), Glasgow, İngiltere, 10 - 13 Haziran2023, ss.145V. CHD8 missense variants cause a variable neurodevelopmental disorder with incomplete penetranceCHD8 missense variants cause a variable neurodevelopmental disorder with incomplete penetranceGodfrey M., Levy M., Leonardi E., Campbell C., Demain L., Jenkinson S., Hilton S., Almoguera Castillo B.,Balasubramanian M., Bijlsma E. K., et al.56th Annual Conference of the European-Society-of-Human-Genetics (ESHG), Glasgow, İngiltere, 10 - 13 Haziran2023, ss.721VI. REPORT OF THE FIRST ENDOCRINE-CEREBRO-OSTEODYSPLASIA PATIENT TO REACH CHILDHOODREPORT OF THE FIRST ENDOCRINE-CEREBRO-OSTEODYSPLASIA PATIENT TO REACH CHILDHOODAGEAGEÖzbakır D. H., Kocagil S., Erzurumluoğlu Gökalp E., Çilingir O.EURODYSMORPHO 2023, Lisbon, Portekiz, 13 - 16 Eylül 2023, ss.28VII. EXPANDING THE PHENOTYPIC SPECTRUM OF INTELLECTUAL DEVELOPMENTAL DISORDER-70EXPANDING THE PHENOTYPIC SPECTRUM OF INTELLECTUAL DEVELOPMENTAL DISORDER-70Kocagil S., Keklikci A. R., Aynacı S., Susam E.EuroDysmorpho 2023, Lisbon, Portekiz, 13 - 16 Eylül 2023, ss.89-90VIII. Complete paternal isodisomy of chromosome 15 in a patient with atypical presentation of AngelmanComplete paternal isodisomy of chromosome 15 in a patient with atypical presentation of AngelmansyndromesyndromeÇilingir O., Saraç E., Aynacı S., Kocagil S.14th European Cytogenomics Conference, Montpellier, Fransa, 1 - 04 Temmuz 2023, ss.48IX. Gastrointestinal bulgularla seyreden mutant transtiretine bağlı amilo idoz: Nadir  bir  amilo idozGastrointestinal bulgularla seyreden mutant transtiretine bağlı amilo idoz: Nadir  bir  amilo idozolgusuolgusuYalvaç H. E., Murat S., Çavuşoğlu Y., Kocagil S., Ak Sivrikoz İ., Üsküdar Teke H.2. Ulusal KY Toplantısı, İstanbul, Türkiye, 2 - 03 Haziran 2023, ss.13-14X. Fanconi Aplastik Anemili 5 Olgu: FANCA, ERCC4, RFWD3 Genlerinde 3 Novel/Nadir  VaryantFanconi Aplastik Anemili 5 Olgu: FANCA, ERCC4, RFWD3 Genlerinde 3 Novel/Nadir  VaryantÖzbakır D. H., Saraç E., Susam E., Kocagil S., Aynacı S., Kırel B., Çilingir O.2. Ulusal HematoOnkoGenetik Kongresi, İskele, Kıbrıs (Kktc), 4 - 07 Mayıs 2023, ss.52XI. Farklı Yapısal Y Kromozom Anomalisi Saptanan Olgularda Klinik ve Genetik Farklı Yapısal Y Kromozom Anomalisi Saptanan Olgularda Klinik ve Genetik Sonuçların İncelenmesiSonuçların İncelenmesiTosumoğlu E., Saraç E., Üre İ., Kocagil S.15. Ulusal Tıbbi Genetik Kongres, Muğla, Türkiye, 9 - 13 Kasım 2022, ss.240



XII. Oldukça Nadir  Bir  Otozomal Resesif Ehlers-Danlos Sendromu Alt tipi: TNXB Geni İlişkili KlasikOldukça Nadir  Bir  Otozomal Resesif Ehlers-Danlos Sendromu Alt tipi: TNXB Geni İlişkili KlasikBulgularla Seyreden Bir  AileBulgularla Seyreden Bir  AileKocagil S., Aynacı S.15. Ulusal Tıbbi Genetik Kongresi , Muğla, Türkiye, 9 - 13 Kasım 2022, ss.99XIII. NANCE-HORAN SYNDROME: AN ULTRA RARE PHENOTYPE DIGNOSED IN A FAMILY WITH FEMALENANCE-HORAN SYNDROME: AN ULTRA RARE PHENOTYPE DIGNOSED IN A FAMILY WITH FEMALESIBLING AFFECTED AS SEVERE AS THE MALESIBLING AFFECTED AS SEVERE AS THE MALEKocagil S., Kaplan E., Erzurumluoğlu Gökalp E.EuroDysmorpho 2022, Barcelona, İspanya, 14 - 17 Eylül 2022, ss.95-96XIV. CRPPA gene-associated Walker-Warburg syndrome: A rare prenatal case with intragenicCRPPA gene-associated Walker-Warburg syndrome: A rare prenatal case with intragenichomozygous deletionhomozygous deletionÖzbakır D. H., Bütün Z., Kocagil S.7. Uluslararası Erciyes Tıp Tıbbi Genetik Kongresi, Kayseri, Türkiye, 26 - 28 Mayıs 2022, ss.102-103XV. A Brittle cornea syndrome with a novel pathogenic variant o f PRDM5 geneA Brittle cornea syndrome with a novel pathogenic variant o f PRDM5 geneSusam E., Yıldırım N., Kocagil S., Çilingir O.54th European Society of Human Genetics (ESHG) Conference:Virtual Conference, 28 - 31 Ağustos 2021, cilt.30,ss.119-120XVI. Peutz-Jeghers Sendromu:İki Nadir  Varyant, İki AilePeutz-Jeghers Sendromu:İki Nadir  Varyant, İki AileKocagil S., Çilingir O.1. Ulusal HematoOnkoGenetik Kongresi, Antalya, Türkiye, 25 - 28 Kasım 2021, ss.166XVII. Hiperfenilalaninemi ve Fenilketonüri Tanılı Hastalarda PAH GeniMutasyon Spektrumu ve Genotip-Hiperfenilalaninemi ve Fenilketonüri Tanılı Hastalarda PAH GeniMutasyon Spektrumu ve Genotip-Fenotip KorelasyonuFenotip KorelasyonuAkyüz M., Kılıç Yıldırım G., Kocagil S., Çilingir O.65. Türkiye Milli Pediatri Kongresi, Antalya, Türkiye, 3 - 07 Kasım 2021XVIII. A NOVEL FRAMESHIFT VARIANT IN A PATIENT WITH CHD8-RELATED OVERGROWTH SYNDROMEA NOVEL FRAMESHIFT VARIANT IN A PATIENT WITH CHD8-RELATED OVERGROWTH SYNDROMEKOCAGİL S., KEKLİKCİ A. R., KILIÇ YILDIRIM G., ÇİLİNGİR O., ERZURUMLUOĞLU GÖKALP E., DURAK ARAS B.,ARTAN S.31TH EUROPEAN MEETING ON DYSMORPHOLOGY ONLINE, Almanya, 23 - 25 Eylül 2021, cilt.1, ss.34-35XIX. A Rare Form Of Constitutional Chromoanasynthesis: Ring Chromosome 18A Rare Form Of Constitutional Chromoanasynthesis: Ring Chromosome 18Susam E., Erzurumluoğlu Gökalp E., Tosumoğlu E., Kocagil S., Çilingir O., Durak Aras B., Artan S.14. ULUSAL TIBBİ GENETİK KONGRESİ’xx’xxULUSLARAARSI KATILIMLI’xx’xx, Ankara, Türkiye, 20 - 22 Kasım2020, cilt.31, ss.15XX. Atipik bulguları o lan Smith-Magenis sendromlu bir  o lgu sunumuAtipik bulguları o lan Smith-Magenis sendromlu bir  o lgu sunumuSaraç E., Özbakır D. H., Kocagil S., Erzurumluoğlu Gökalp E., Çilingir O., Durak Aras B., Artan S.14. ULUSAL TIBBİ GENETİK KONGRESİ’xx’xxULUSLARAARSI KATILIMLI’xx’xx, Eskişehir, Türkiye, 20 - 22 Kasım2020, cilt.31, ss.92XXI. A complex chromosomal rearrangement in a patient with developmental delay and dysmorphicA complex chromosomal rearrangement in a patient with developmental delay and dysmorphicfeaturesfeaturesAYNACI S., TOSUMOĞLU E., KEKLİKÇİ A. R., KOCAGİL S., ERZURUMLUOĞLU GÖKALP E., ÇİLİNGİR O., DURAK ARASB., ARTAN S.14. ULUSAL TIBBİ GENETİK KONGRESİ’xx’xxULUSLARAARSI KATILIMLI’xx’xx, Türkiye, 20 - 22 Kasım 2020, cilt.31,ss.94XXII. A rare homozygous variant in CUL7 gene in two syblings with variable features o f 3M syndromeA rare homozygous variant in CUL7 gene in two syblings with variable features o f 3M syndromeKOCAGİL S., KILIÇ YILDIRIM G., ARTAN S.14. ULUSAL TIBBİ GENETİK KONGRESİ“Uluslararası Katılımlı”, Türkiye, 20 - 22 Kasım 2020XXIII. A Novel Mutation of DYSF Gene in A Patient with Limb Girdle Muscular Dystrophy Type 2bA Novel Mutation of DYSF Gene in A Patient with Limb Girdle Muscular Dystrophy Type 2bKOCAGİL S., KAPLAN E., SUSAM E., DURAK ARAS B., ARTAN S., ERZURUMLUOĞLU GÖKALP E., ÇİLİNGİR O.European Human Genetics Virtual Conference, 06 Haziran 2020XXIV. The 15q11.2 BP1–BP2 Microdeletion Syndrome with Variable ExpressivityThe 15q11.2 BP1–BP2 Microdeletion Syndrome with Variable ExpressivityERZURUMLUOĞLU GÖKALP E., ÇİLİNGİR O., DURAK ARAS B., KOCAGİL S., SUSAM E., ARTAN S.13th Balkan Congress of Human Genetics, Edirne, Türkiye, 17 - 20 Nisan 2019, cilt.22, ss.95XXV. An interstitial 6q25.1 microdeletion syndrome in a patient with dysmorphic features, intellectualAn interstitial 6q25.1 microdeletion syndrome in a patient with dysmorphic features, intellectual
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