Dog. Dr. ALPER HAN GEBI

Kisisel Bilgiler

is Telefonu: +90 462377 Dahili: 5106

E-posta: dralphancebi@ktu.edu.tr

Web: https://avesis.ktu.edu.tr//dralphancebi

Posta Adresi: Karadeniz Teknik Universitesi Tip Fakiiltesi Tibbi Genetik Anabilim Dal

Uluslararasi Arastirmaci ID'leri

ScholarID: DHn5WWwAAAA]

ORCID: 0000-0001-7388-874X

Publons / Web Of Science ResearcherID: JWP-6229-2024
ScopusID: 55615577100

Yoksis Arastirmaci ID: 119650

Egitim Bilgileri

Doktora, Baylor University, Medical Faculty, Medical Genetics, Amerika Birlesik Devletleri 2013 - 2013
Tipta Uzmanhk, Karadeniz Teknik Universitesi, Dahili Tip, Tibbi Genetik, Tiirkiye 2008 - 2013
Lisans, Hacettepe Universitesi, Tip Fakiiltesi, Tip, Tiirkiye 2000 - 2007

Yabanci Diller

ingilizce, B2 Orta Ustii

Yaptig1 Tezler

Tipta Uzmanhk, Ankilozan spondilit ile IL-17 gen polimorfizmleri arasindaki iliski, Karadeniz Teknik Universitesi, Tip
Fakiltesi, Dahili Tip, 2013

Arastirma Alanlar:

Tip, Dahili Tip Bilimleri, Tibbi Genetik, Saglik Bilimleri

Akademik Unvanlar / Gorevler

Yrd. Dog. Dr., Karadeniz Teknik Universitesi, Tip Fakiiltesi, Dahili Tip, 2014 - 2018
Arastirma Gorevlisi, Karadeniz Teknik Universitesi, Tip Fakiiltesi, Dahili Tip, 2008 - 2014

Yonetilen Tezler

Cebi A. H,, Dogustan immiin kusuru olan hastalarin genetik analiz sonuglarmin retrospektif degerlendirilmesi, Tipta
Uzmanlk, M.GOKCU(Ogrenci), 2021


tel:+90 462377

Cebi A. H,, Bilissel yetersizlik etyolojisinde genetik tan1 yontemlerinin degerlendirilmesi, Tipta Uzmanlk,
M.HAKKI(Ogrenci), 2020

Cebi A. H,, Kronik myeloid l6semi ile IL-3, IL-6 ve IL-11 gen ekspresyonlari arasindaki iligki, Tipta Uzmanlik,
S.SEYHAN(Ogrenci), 2016

GEBI A. H,, MIKRORNALARIN HASHIMOTO TROIDITI’NDEKI ROLU, Tipta Uzmanlhk, H.ONDER(Ogrenci), 2015

SCI, SSCI ve AHCI indekslerine Giren Dergilerde Yayinlanan Makaleler

L

I

1L

Iv.

VL

VIL

VIIL

IX.

XL

XIL

A triple molecular diagnosis in a Turkish individual with hypotrichosis, deafness, and diabetes
Tiirkyilmaz A., Cimbek E. A, Kardes H., Cebi A. H.,, Acar Arslan E., Karagiizel G.

CLINICAL DYSMORPHOLOGY, cilt.33, sa.3, ss.118-120, 2024 (SCI-Expanded)
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American Journal of Medical Genetics, Part A, cilt.194, sa.5, 2024 (SCI-Expanded)

Prediction of molecular phenotypes for novel <i>SCN1A</i> variants from a Turkish genetic
epilepsy syndromes cohort and report of two new patients with recessive Dravet syndrome

Terali K, Tiirkyillmaz A., Sager S. G., Cebi A. H.
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Anomalies, and Primary Congenital Hypothyroidism
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Are diagnostic magnetic resonance patterns life-saving in children with biotin-thiamine-responsive
basal ganglia disease?

Kamasak T., Havali C,, Ince H., EYUBOGLU I, CEBI A. H,, Sahin S., CANSU A., Aydin K.

EUROPEAN JOURNAL OF PAEDIATRIC NEUROLOGY, cilt.22, sa.6, ss.1139-1149, 2018 (SCI-Expanded)
NEPHROGENIC DIABETES INSIPIDUS IN A CHILD: AS A LATE DIAGNOSIS

Isik G, KALYONCU M., CEBI A. H.

PEDIATRIC NEPHROLOGY, cilt.33, sa.10, ss.1912-1913, 2018 (SCI-Expanded)

An infant with cholestasis, acholic stool and high GGT levels

Sag E, Isik G., GEBI A. H., KALYONCU M., CAKIR M., AYDOGDU S.

TURKISH JOURNAL OF GASTROENTEROLOGY, cilt.29, sa.5, ss.621-622, 2018 (SCI-Expanded)

Interleukin-6 and interleukin-17 gene polymorphism association with celiac disease in children
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22.5 MB DELETION OF 13q31.1-q34 ASSOCIATED WITH HPE, DWM, AND HSCR: A CASE REPORT AND
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ALP M.Y., CEBI A. H,, SEYHAN S., CANSU A, Aydin H., IKBAL M.
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Karaca E., Harel T., Pehlivan D., Jhangiani S. N., Gambin T., Akdemir Z. C., Gonzaga-Jauregui C., Erdin S., Bayram Y.,
Campbell I. M,, et al.

NEURON, cilt.88, sa.3, s5.499-513, 2015 (SCI-Expanded)

A newborn with trisomy 13 presenting with cloacal exstrophy

Kader S., MUTLU M,, SARIAYDIN M,, ASLAN Y., ERDURAN E,, CEBI A. H.
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Alp M. Y, YILMAZ M., CEBI A. H,, Ikbal M.
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Alp M. Y, CEBI A. H,, SEYHAN S, CANSU A, IKBAL M.

GENETIC COUNSELING, cilt.25, sa.1, ss.71-73, 2014 (SCI-Expanded)

PARTIAL MONOSOMY 8q AND PARTIAL TRISOMY 9q DUE TO THE MATERNAL TRANSLOCATION t(8;9)
(q24.3;q34.1): A CASE REPORT

TOS T., ALP M. Y., EKER H. K, CEBI A. H., Ikbal M.

GENETIC COUNSELING, cilt.25, sa.1, ss.35-39, 2014 (SCI-Expanded)

PARTIAL TRISOMY 11q AND PARTIAL MONOSOMY 12p DUE TO THE MATERNAL TRANSLOCATION
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Tos T., ALP M. Y., EKER H. K, CEBI A. H,, OKUMUS N., IKBAL M.
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The evaluation of genotoxic potential of ornidazole, nitroimidazole, in lymphocyte culture of
patients with amebiasis
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Diger Dergilerde Yayinlanan Makaleler

L

IL

11

Iv.

VL

VIL

VIIL

Primary Immunodeficiencies in Children Initially Admitted with Gastrointestinal/Liver
Manifestations

Cakir M,, Yakia1 N,, Sag E., Kaya G., Bahadir A,, Cebi A. H,, Orhan F.

Pediatric Gastroenterology, Hepatology and Nutrition, cilt.26, sa.4, ss.201-212, 2023 (ESCI)
Genotype/Phenotype Correlation of Cases with PTPN11Gene Mutation: Eastern Black Sea Experience
CELIK S, ALTINER S., CEBi A. H,, GOKCU M.

inénii Universitesi Tip Fakiiltesi Dergisi, cilt.75, 2022 (Hakemli Dergi)

Title: Genetic diagnosis of maturity-onset diabetes of the young (MODY) in northeast TURKEY
Running title: Genetic diagnosis of MODY in northeast TURKEY

ALTINER S, CELIK S., YARAR M. H,, CEBI A. H.

inénii Universitesi Tip Fakiiltesi Dergisi, cilt.29, 2022 (Hakemli Dergi)

Genotype phenotype correlation of cadasil patients-single center experience

CEBi A. H, BOZ C.

Annals of Medical Research, cilt.28, sa.02, ss.381-384, 2021 (Hakemli Dergi)

Karaciger fibrokistik hastaliklarinin degerlendirilmesi tek merkez deneyimi

SAG E., GUVEN B,, SAG S., YALGIN COMERT H. S., BAHAT OZDOGAN E., EYUBOGLU I., CEBI A. H., ASLAN Y., CAKIR M.
Turkish Journal of Pediatric Disease, ss.1-5, 2020 (Hakemli Dergi)

Genetic analysis of BCR-ABL negative chronic myeloproliferative diseases at initial diagnosis and
their clinical effects

Uysal A, Altiner S., Celik S., Uysal S., CEBI A. H.

CUKUROVA MEDICAL JOURNAL, cilt45, sa.3, ss.933-939, 2020 (ESCI)

A rare metabolic disease: cerebrotendinous xanthomatosis

Kamasak T., Demirhan Y. N, Pariltan Kiiciikalioglu B., Boz C,, Gebi A. H.,, Eyiiboglu I, Cansu A.

Van Medical Journal, cilt.26, sa.2, ss.265-267, 2019 (Hakemli Dergi)

A Rare Cause of Recurrent Acute Pancreatitis in a Child: Isovaleric Acidemia with Novel Mutation
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The role of microRNAs in autism

KARAKUS M., CEBI A. H.

TAF Preventive Medicine Bulletin, sa.15, ss.1-8, 2016 (Hakemli Dergi)

A Novel Neonatal Michelin Tire Baby Syndrome with Craniosynostosis and Gigantism
AKkalin L, Armangil D., CEBI A. H., Alp Y., Suleyman K.

JOURNAL OF CLINICAL AND ANALYTICAL MEDICINE, cilt.6, sa.3, ss.372-376, 2015 (ESCI)

A Triple X Case With Situs Inversus Totalis

IKBAL M., EKER H., TULAY T., CEBi A. H, MUHAMMED YUNUS A, URAL A., ARSLAN S.

Tiirkiye Klinikleri Tip Bilimleri Dergisi, ss.588-590, 2013 (Scopus)
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Boy Kisalig: Olan Sendromik Hastalarin Genetik Etiyolojilerinin Degerlendirilmesi: Tek Merkez
Deneyim

Adanur Saglam K, Tiirkyllmaz A., Cimbek E. A,, Bekfilavioglu S., Yildiz Boyraz A., Cebi A. H,, Karagiizel G.

15. Uluslararasi Katihmh Ulusal Tibbi Genetik Kongresi, Mugla, Tiirkiye, 9 - 13 Kasim 2022, ss.188

Boy kisaligi olan sendromik hastalarin genetik etyolojilerinin degerlendirilmesi; Tek merkez
deneyimi

ADANUR SAGLAM K., TORKYILMAZ A., CIMBEK E. A., Bekfilavioglu S., YILDIZ BOYRAZ A, GEBI A. H.,, KARAGUZEL G.
15. Ulusal Tibbi Genetik Kongresi, Mugla, Tiirkiye, 09 Kasim 2022

Geng erigskinde multipl renal kistler her zaman polikistik bobrek hastaligi1 bulgusu olmayabilir
Kaynar R. K, Kayipmaz S., Cebi A. H., Hiiseynova §.

23. ulusal hipertansiyon ve bobrek hastaliklar1 kongresi, Girne, Kibris (Kktc), 22 - 26 Eyliil 2021, ss.1-4
IMPORTANCE OF CLINICAL GENETICIST IN PATIENT’S DATA ANALYSIS WITH SAMPLES

CEBI A. H.

13. Balkan Congress of Human Genetics, Edirne, Tiirkiye, 17 - 20 Nisan 2019

Whole exome sequencing helps the diagnosis of two siblings with SLC19A3 mutation

Cebi A. H,, Kamasak T., Seyhan S,, Yilmaz H. 0., Cansu A.

51st Conference of the European-Society-of-Human-Genetics (ESHG) in conjunction with the European Meeting on
Psychosocial Aspects of Genetics (EMPAG), Milan, Italya, 16 - 19 Haziran 2018, cilt.27, s5.972-973

Coffin Lowry Sendromu’xxnda at nali bobrek: yeni bir mutasyon

ESENULKU G., 0ZKAN KART P., CEBI A. H,, DILBER B,, ACAR ARSLAN E., SAHIN S, KAMASAK T., CANSU A.
21. Ulusal Cocuk Néroloji Kongresi, Tiirkiye, 1 - 05 Mayis 2019

COFFIN-LOWRY SENDROMUNDA AT NALI BOBREK: YENI BiR MUTASYON

ESENULKU G., 0ZKAN KART P., CEBI A. H,, DILBER B,, SAHIN S., ACAR ARSLAN E.,, KAMASAK T., CANSU A.
21. ULUSLARARASI KATILIMLI ULUSAL COCUK NOROLOJiSi KONGRESI, Mugla, Tiirkiye, 1 - 05 Mayis 2019
Konjenital diz dislokasyonu ile gelen Larsen sendromlu bir olgu

KARAGUZEL G., CEBI A. H,, EMRAL H,, SAG E.

62. Milli Pediatri Kongresi, Tiirkiye, 14 - 18 Kasim 2018

A Clinical Bionformatics Data Analysis Pipeline Example

SILBIR G. M. C., UNSAL S., CEBI A. H., TURHAN K.

The International Symposium on Health Informatics and Bioinformatics 2018, Tiirkiye, 25 - 27 Ekim 2018
Kinky and sparse hair as an associated finding in maternally inherited diabetes and deafness
KARAGUZEL G., CEBI A. H., EMRAL H., SAG E.

ECE 2018, Barcelona, 19 - 22 Mayis 2018

Two cases of Mayer-Rokitansky-Kiister-Hauser syndrome type 2 with bilateral inguinal hernia
KARAGUZEL G., CEBI A. H.,, EMRAL H., SAG E.

ECE 2018, Barcelona, 19 - 22 Mayis 2018
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Yeni tanilanmig ii¢ farkli SLC19A3 mutasyonu ile biotin-tiamin cevaplh bazal ganglion hastalig.
KAMASAK T, HAVALI C,, ince H., EYUBOGLU i, CEBI A. H., SAHIN S., CANSU A, AYDIN K.

20. Ulusal Cocuk Norolojisi Kongresi, Tiirkiye, 2 - 05 Mayis 2018

Cocuklarda serum mikroRNA diizeyleri ile Alkolik Olmayan Yagh Karaciger Hastalig1 arasindaki iligki
AKBULUT U. E, ISIK L. A, EMEKSIZ H. C.,, CEBI A. H,, CITLI S., ATA KORKMAZ H. A.

14. Uludag Pediatri Kis Kongresi, Bursa, Tiirkiye, 11 - 14 Mart 2018

Interleukin-6 and interleukin-17 gene polymorphism association with susceptibility to celiacdisease
AKBULUT U.E, SAG E., CEBI A. H,, CAKIR M.

ESPGHAN 2017, 10 - 13 Mayis 2017

15 Yasinda Erkek Hastada Yeni Saptanan UNC13D Geni C.1240 T P.R414C Homozigot Mutasyonu
BAHADIR A, ERDURAN E., EROGLU N,, CEBI A. H,, KAYA G.

11. Ulusal Pediatrik Hematoloji Kongresi, izmir, Tiirkiye, 4 - 07 May1s 2017

Amenore yakinmasi ile gelen ve tip 1 leydig hiicre hipoplazisi saptanan olgu

KARAGUZEL G., AYDEMIR D., CEBI A. H,, POLAT R., CANSU A.

Pediatrik Endokrinoloji ve Diyabet Dernegi, XXI. Ulusal Pediatrik Endokrinoloji ve Diyabet Kongresi, Tiirkiye, 26 -
30 Nisan 2017

PRENATAL DIAGNOSIS OF TBX GENE NEGATIF HOLTORAM SYNDROME OR IS IT ANOTHER RADIAL
RAY ANOMALY SYNDROME

GUVENDAG GUVEN E. S, COMERT E. H., CANSU A., GUVEN S, CEBI A. H.

1st world congress on maternal fetal neonatal medicine, Londra, Birlesik Krallik, 24 - 26 Nisan 2017, ss.10
Cocuklarda alkolik olmayan yagh karaciger hastalig1 ile MCP-1, CCR-2, ABCA1, IL-17 gen
polimorfizmleri arasindaki iligki

AKBULUT U. E, CITLI S, EMEKSIZ H. C., CEBI A. H,, CAKIR M.

13. Uludag Pediatri Kis Kongresi, Tiirkiye, 12 - 15 Mart 2017

Herediter multipl egzostozu olan bir olgu

KARAGUZEL G, POLAT R, CEBI A. H.

2. Ege Endokrin hastaliklar ve genetik sempozyumu, Tiirkiye, 23 - 25 Subat 2017

Herediter multipl egzositozu alan bir olgu

KARAGUZEL G., Polat R, Cebi A. H.

2. Ege Endokrin Hastaliklar ve Genetik Sempozyumu, izmir, Tiirkiye, 23 - 25 Subat 2017, ss.10

A novel mutation in a male infant with immune dysregulation polyendocrinopathy enteropathy X
linked IPEX syndrome

KARAGUZEL G., ORHAN F., CEBI A. H,, abul m,, POLAT R.

ISPAD (International Society for Pediatric and Adolescent Diabetes ), 26 - 29 Ekim 2016

Tiim Ekzom Sekanslamanin Leigh Sendroml lu iki Kardese Erken Tanida Faydasi

CEBI A. H,, KAMASAK T., SEYHAN S., ONDER YILMAZ H., CANSU A, IKBAL M.

12. ULUSAL TIBBI GENETIK KONGRESI, Tiirkiye, 5 - 09 Ekim 2016

An infant with X-linked adrenal hypoplasia congenita and Xp21 contiguous gene deletion syndrome.
KARAGUZEL G., Mutlu M., Gebi A. H,, Sahin S., Polat R.

55th annual ESPE (European Society for Paediatric Endocrinology) Meeting, Paris, Fransa, 10 - 12 Eyliil 2016, ss.1
Cockayne Sendromu Yeni Mutsyonlu Bir Olgu Sunumu

ONDER YILMAZ H., GEBI A. H,, SEYHAN S, IKBAL M.

12. ULUSAL TIBBI GENETIK KONGRESI, Tiirkiye, 5 - 09 Eyliil 2016

Whole exome sequencing links ACO2 with cerebral cerebellar and retinal degeneration

CEBI A. H,, IKBAL M., KAMASAK T., SEYHAN S., ONDER YILMAZ H., CANSU A.

ESHG 2016, 20 - 23 Mayis 2016

SANDHOFF DISEASE :A CASE REPORT WITH NEW MUTATION.

SEYHAN S.,, ONDER YILMAZ H., CEBI A. H., CANSU A, IKBAL M.

ESHG 2016, Barcelona, ispanya, 21 - 24 Mayis 2016, ss.1

ISOVALERIC ACIDEMIA :A CASE REPORT WITH A NEW MUTATION.

ONDER YILMAZ H., CEBI A. H., CAKIR M., SEYHAN S., IKBAL M.
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ESHG 2016, Barcelona, Ispanya, 21 - 24 Mayis 2016, ss.1

Biotin-thiamine tedavisine cevap veren bazal ganglia ensefalopatisine neden olan SLC19A3 geninde
yeni tanimlanan mutasyon: mental motor gerilik nedeni ile takip edilen iki kardesin olgu sunumu
KAMASAK T., ACAR ARSLAN E., SAHIN S., CEBI A. H,, DILER DURGUT B., CANSU A.

18. Ulusal Cocuk Noroloji Kongresi, Tiirkiye, 20 - 24 Nisan 2016

Biotin-tiamin tedavisine cevap veren bazal ganglia ensefalopatisine neden olan SLC19A3 geninde
yeni tanimlanan bir mutasyon: mental motor gerilik nedeni ile izlenen iki kardesin olgu sunumu.
KAMASAK T., ACAR ARSLAN E., SAHIN S., CEBI A. H.,, CANSU A.

18. Ulusal Cocuk Norolojisi Kongresi, Tiirkiye, 20 - 24 Nisan 2016
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