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Ili E, Tasdelen E., Durmaz C. D., ALTINER §., TUNCALI T., Martinez-Glez V., KARABULUT H. G., Vural S,, Ceylaner S.,
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FUNCTIONAL & INTEGRATIVE GENOMICS, vol.22, no.3, pp.291-315, 2022 (SCI-Expanded)

A case of PTEN hamartoma tumor syndrome; a family study
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Evaluation of Plasma Cell Molecular Cytogenetic Findings of Myeloma Patients: One-Year Single-
Center Experience

KAPLAN I, CESUR BALTACI H. N., ALTINER S., EKINCI S., VICDAN N. A, KARABULUT H. G., TUNCALI T., ILGIN RUHI
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Clinical findings in 22q11.2 microdeletion syndrome: case series
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Extending Phenotypic Spectrum of 17q22 Microdeletion: Growth Hormone Deficiency
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CYTOGENETIC AND GENOME RESEARCH, vol.160, no.1, pp.11-17, 2020 (SCI-Expanded)
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HONG KONG JOURNAL OF DERMATOLOGY & VENEREOLOGY, vol.27, no.3, pp.137-140, 2019 (SCI-Expanded)
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Giehl K. A, etal.

BRITISH JOURNAL OF DERMATOLOGY, no.6, pp.1459-1467, 2019 (SCI-Expanded)

SKIN-DOMINANT PHENOTYPE AND DOUBLE SUPERIOR VENA CAVA IN A PATIENT WITH H
SYNDROME WITH A NOVEL MUTATION IN SLC29A3 GENE

Vural S, Ertop P.,, Durmaz C. D., Sanli H., Heper 0. A, KUNDAKCI N., Karabulut H. G., ILGIN RUHI H.
INTERNATIONAL JOURNAL OF DERMATOLOGY, vol.56, no.11, pp.1218, 2017 (SCI-Expanded)

Skin-Dominant Phenotype in a Patient with H Syndrome: Identification of a Novel Mutation in the
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Vural S., Ertop P., Durmaz C. D., SANLI H., HEPER A., KUNDAKCI N., KARABULUT H. G., ILGIN RUHI H.
CYTOGENETIC AND GENOME RESEARCH, vol.151, no.4, pp.186-190, 2017 (SCI-Expanded)

A novel TWIST1 gene mutation in a patient with Saethre-Chotzen syndrome

ALTINER §., KARABULUT H. G,, Yararbas K., Tukun A,, Collet C., Kocaay P, BERBEROGLU M., ILGIN RUHI H.
CLINICAL DYSMORPHOLOGY, vol.26, no.3, pp.175-178, 2017 (SCI-Expanded)

Association Between N363S and Bcl/Polymorphisms of the Glucocorticoid Receptor Gene (NR3C1)
and Glucocorticoid Side Effects During Childhood Acute Lymphoblastic Leukemia Treatment

Cihan M. K., KARABULUT H. G., KUTLAY N., ILGIN RUHI H., Tukun A, Olcay L.

TURKISH JOURNAL OF HEMATOLOGY, vol.34, no.2, pp.151-158, 2017 (SCI-Expanded)

Bilateral choanal atresia in an adult woman with pycnodysostosis

Durmaz C. D., Tas V., Kocaay P., FITOZ 0. S., Onay H., BETON S., Ozkinay F., ILGIN RUHI H.

CONGENITAL ANOMALIES, vol.57, no.3, pp.91-92, 2017 (SCI-Expanded)

Development of a new real-time PCR screening kit for HbS and common beta-thalassemia mutations
observed in Turkey

Kan Karaer D., ERGUN M. A, ILGIN RUHI H,, Ozturk ]., Kara H., Reisoglu Cakmak D., Aydogmus T., PERCIN F. E.
TURKISH JOURNAL OF MEDICAL SCIENCES, vol47, no.3, pp.973-978, 2017 (SCI-Expanded)

Investigation of SHOX Gene Mutations in Turkish Patients with Idiopathic Short Stature

Delil K, KARABULUT H. G., Hacihamdioglu B., SIKLAR Z., BERBEROGLU M., Ocal G., Tukun A., ILGIN RUHI H.
JOURNAL OF CLINICAL RESEARCH IN PEDIATRIC ENDOCRINOLOGY, vol.8, no.2, pp.144-149, 2016 (SCI-Expanded)
Investigation of androgen receptor gene mutations in a series of 21 patients with 46,XY disorders of
sex development

Topcu V., ILGIN RUHI H,, SIKLAR Z., KARABULUT H. G., BERBEROGLU M, Hacihamdioglu B., Savas-Erdeve S., AYCAN
Z., Peltek-Kendirci H. N,, Ocal G., et al.

JOURNAL OF PEDIATRIC ENDOCRINOLOGY & METABOLISM, vol.28, no.11-12, pp.1257-1263, 2015 (SCI-Expanded)
Molecular Spectrum of PIK3CA Gene Mutations in Patients with Nonsmall-Cell Lung Cancer in Turkey
EKINCI S., ILGIN RUHI H,, Dogan M., Gursoy S., SAK S., DEMIRKAZIK A., Tukun A.

GENETIC TESTING AND MOLECULAR BIOMARKERS, vol.19, no.7, pp.353-358, 2015 (SCI-Expanded)

Follow-up of del(5)q MDS patients with or without other chromosomal abnormalities

Turedi O., Ataca P.,, TUNCALI T, Atilla E., Vicdan A., Durmaz C. D., DALVA K,, KUTLAY N., KARABULUT H. G., ILGIN
RUHI H, etal.

CHROMOSOME RESEARCH, vol.23, 2015 (SCI-Expanded)

Clinical Review of 95 Patients with 46,XX Disorders of Sex Development Based on the New Chicago
Classification

Ocal G, BERBEROGLU M, SIKLAR Z., AYCAN Z., Hacihamdioglu B., Erdeve S. S., Camtosun E., Kocaay P., ILGIN RUHI
H., KILIC B. G, et al.

JOURNAL OF PEDIATRIC AND ADOLESCENT GYNECOLOGY, vol.28, no.1, pp.6-11, 2015 (SCI-Expanded)

A case of Tricorhinophalangeal syndrome
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Sanli H. E, Parlak N., AKAY B. N,, ILGIN RUHI H., Oktem B.

TURKDERM-TURKISH ARCHIVES OF DERMATOLOGY AND VENEROLOGY, vol.48, no.3, pp.156-159, 2014 (SCI-
Expanded)

PURE PARTIAL TRISOMY 4q SYNDROME IN A CHILD WITH DER(9)INS(9;4)(q34.3;q26q35.2)MAT
Topcu V,, Ilgin-Ruhi H., KUTLAY N, Ekici C,, Vicdan A., Tukun F. A.

GENETIC COUNSELING, vol.25, no.1, pp.1-6, 2014 (SCI-Expanded)

Evaluation of complex karyotype in a patient with myelodysplastic syndrome

ILGIN RUHI H,, Vicdan A, Ozen M., ILHAN 0., GORMAN G.

CHROMOSOME RESEARCH, vol.21, 2013 (SCI-Expanded)

An evaluation of the phenotypic features of fanconi anemia together with DEB/MMC positivity in
199 turkish patients Fanconi anemisinin fenotipik Ozelliklerinin DEB/MMC pozitifligi ile birlikte 199
tiirk hastada degerlendirilmesi

Yiiriir-Kutlay N.,, TUNCALI T., ILGIN RUHI H., KARABULUT H. G., Tukun A.

Turkiye Klinikleri Journal of Medical Sciences, vol.33, no.1, pp.1-8, 2013 (SCI-Expanded)

The clinical and genetic heterogeneity of mixed gonadal dysgenesis: does "disorders of sexual
development (DSD)" classification based on new Chicago consensus cover all sex chromosome DSD?
Ocal G.,, BERBEROGLU M,, SIKLAR Z., ILGIN RUHI H., Tukun A, Camtosun E, Erdeve S. S., Hacihamdioglu B., FITOZ 0.
S.

EUROPEAN JOURNAL OF PEDIATRICS, vol.171, no.10, pp.1497-1502, 2012 (SCI-Expanded)

Clinical Applicability of FANCD2 Mono-Ubiquitination Test for Fanconi Anemia Diagnosis and a
Suggestion for an Algorithm

Ada B. S, TUNCALI T,, Ertem M., ILGIN RUHI H.

TURKISH JOURNAL OF BIOCHEMISTRY-TURK BIYOKIMYA DERGIS], vol.36, no.2, pp.175-182, 2011 (SCI-Expanded)
Pharmacogenetics in breast cancer Meme Kanserinde Farmakogenetik

ILGIN RUHI H.

Turkiye Klinikleri Journal of Medical Sciences, vol.30, no.3 SUPPL,, 2010 (SCI-Expanded)

Identification of frequency and distribution of the nine most frequent mutations among patients
with 21-hydroxylase deficiency in Turkey

Sadeghi F., KUTLAY N., BERBEROGLU M,, Cetinkaya E., AYCAN Z., Kara C., ILGIN RUHI H,, Ocal G., SIKLAR Z., ELHAN
A.H,etal

JOURNAL OF PEDIATRIC ENDOCRINOLOGY & METABOLISM, vol.21, no.8, pp.781-787, 2008 (SCI-Expanded)
Axenfeld-Rieger syndrome associated with truncus arteriosus: a case report

Guerbuez-Koez 0., ATALAY H. T, Koez C., ILGIN RUHI H,, Yaranguemeli A, Kural G.

TURKISH JOURNAL OF PEDIATRICS, vol49, no.4, pp.444-447, 2007 (SCI-Expanded)

Prenatal diagnosis: Medical education Prenatal tani

Yararbas K., ILGIN RUHI H.

Turkiye Klinikleri Journal of Medical Sciences, vol.26, no.6, pp.666-674, 2006 (SCI-Expanded)

A novel Fryns «anophthalmia-plus» syndrome associated with primary hypothyroidism

AKkalin I, Senses D., ILGIN RUHI H., Misirlioglu E., Yalciner M., Getinkaya E., Fryns J., Tiikiin A.

Genetic Counseling, vol.16, no.2, pp.145-148, 2005 (SCI-Expanded)

The genotoxic effects of hepatitis B virus to host DNA

Ozkal P., ligin-Ruhi H., Akdogan M., ELHAN A. H,, Kacar S., Sasmaz N.

MUTAGENESIS, vol.20, no.2, pp.147-150, 2005 (SCI-Expanded)

The role of genetic counseling on decisions of pregnant women aged 35 years or over regarding
amniocentesis in Turkey

Ilgin-Ruhi H., KUTLAY N,, Tukun A., Bokesoy L

EUROPEAN JOURNAL OF MEDICAL GENETICS, vol.48, no.1, pp.13-19, 2005 (SCI-Expanded)

A Down syndrome case with a karyotype of 46,XY,rec(21)dup(21q)inv(21)(p11q22) derived from
paternal pericentric inversion of chromosome 21

ILGIN RUHI H., Tukun A.,, KARABULUT H. G., Bayazit P., Bokesoy L.

CLINICAL GENETICS, vol.59, no.5, pp.368-370, 2001 (SCI-Expanded)
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Identification of the parental origin of polysomy in two 49,XXXXY cases
Celik A, Eraslan S., Gokgoz N,, Ilgin H.,, Basaran S., Bokesoy L, Kayserili H., Apak M,, Kirdar B.
CLINICAL GENETICS, vol.51, no.6, pp.426-429, 1997 (SCI-Expanded)
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Molecular Testing for Thalassemia: Mutation Detection According to Referral Reasons and
Demographic Data

ALTINER S., KARABULUT H. G., EKINCI S., Vicdan A., KUTLAY N., TUNCALI T., Tukun A., ILGIN RUHI H.
ERCIYES MEDICAL JOURNAL, vol.43, no.5, pp.449-451, 2021 (ESCI)

Analysis of Xq27.3 Fragility Using the Micronucleus-Fluorescence In situ Hybridization Assay.
Ozer L., Ruhi H., Bokesoy L.

Genome integrity, vol.11, no.1, pp.1, 2020 (Scopus)

Is idiopathic male infertility really idiopathic ? Detection of DNA copynumber variations and
candidate chromosomal loci among azoospermic males by high resolution comparative genomic
hybridization

YARARBAS K., ILGIN RUHI H., AYDOS K., ELHAN A. H., TUKUN A.

Pamukkale Tip Dergisi, vol.12, no.1, pp.199-208, 2019 (Peer-Reviewed Journal)

Akut Miyeloid Losemide Kromozomal Anomaliler: Tek Merkezden 417 Olgunun Sitogenetik Sonuglari
KUTLAY N., TUNCALI T., KARABULUT H. G., AKALIN i, ILGIN RUHI H,, VICDAN N. A,, TUKUN F. A.

Ankara Universitesi Tip Fakiiltesi Mecmuasi, vol.70, no.1, pp.37-51, 2017 (Peer-Reviewed Journal)
Konjenital adrenal hiperplazide prenatal tani ve tedavi Bir vaka takdimi ve literatiiriin gézden
gecirilmesi

SIMSEK E., ILGIN RUHI H., KUTLAY N,, géniil g, yildiz D.

Cocuk Saghig1 ve Hastaliklar1 Dergisi, vol.52, pp.203-212, 2009 (Scopus)

Books & Book Chapters
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COViD-19 ve Genetik Yatkinlik

EKINCI S., ALTINER S., ILGIN RUHI H.

in: COVID-19, Osman Memikoglu, Volkan Geng, Editor, Ankara Universitesi Basimevi, pp.29-36, 2021
Kromozomal Hastaliklarin Genetik Danigmanlhig:

ILGIN RUHI H.

in: Sitogenetik, Aynur Acar, Editor, Ortadogu Reklam Tanitim Yaymcihik Turizm Egitim ingaat Sanayi ve Ticaret A.S.,
Ankara, pp.59-64, 2018

TIBBi GENETIK VE KLiNIK UYGULAMALARI-GENETIK DANISMANLIK BOLUMU

ILGIN RUHI H.

MGRUP MATBAACILIK, Kayseri, 2016

Refereed Congress / Symposium Publications in Proceedings
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Long overdue diagnosis for Turner syndrome: evaluation of two cases

ILGIN RUHI H., Durmaz C. D., LEBLEBICI C. B, ALTINER §.

56th Annual Conference of the European-Society-of-Human-Genetics (ESHG), Glasgow, England, 10 - 13 June 2023,
pp-245-246

A case 5p-syndrome with atypical findings due to paternal t(5;20) rearrangement

EKINCI S, ULGERY,, Ili E. G.,, OKULU E,, ILGIN RUHI H.

56th Annual Conference of the European-Society-of-Human-Genetics (ESHG), Glasgow, England, 10 - 13 June 2023,



IIL

IV.

VL

VIL

VIIL

IX.

XL

XIL

XIIL

XIV.

XV.

XVIL

pp.235-236

DiGeorge Sendromu Tanis1 Alan 36 Olgunun Klinik ve Laboratuar Ozellikleri

Oztiirk A. G., Haskologlu Z. $., Baskin A. K., Deveci N., Bal A. S., Ilgin Ruhi H., Dogu E. F., Ikinciogullar K. A.

66. Milli Pediatri Kongresi, Girne, Cyprus (Kktc), 05 October 2022

Cytogenetic evaluation in myelodysplastic syndrome

LEBLEBICI C. B, ALTINER §., VICDAN N. A, KUTLAY N., TUNCALI T., KARABULUT H. G., EKINCi S., ILGIN RUHI H.
European Human Genetics Conference, Viyana, Austria, 11 - 14 June 2022

Evaluation of Plasma Cell Molecular Cytogenetic Findings of Myeloma Patients: One-Year Single-
Center Experience

KAPLAN I, CESUR BALTACI H. N,, ALTINER §$., EKINCi S., VICDAN N. A, KARABULUT H. G., TUNCALI T., ILGIN RUHI
H., KUTLAY N.

ESHG 2021, 28 August 2022, pp.413

Multiple Miyelom Hastalarinin Plazma Hiicrelerindeki Molekiiler Sitogenetik inceleme Sonuglar::
Ankara Universitesi Deneyimi

KAPLAN I, CESUR BALTACI H. N., ALTINER §$., EKINCi S., VICDAN N. A, KARABULUT H. G., TUNCALI T., ILGIN RUHI
H., KUTLAY N.

1. Ulusal HematoOnkoGenetik Kongresi, Antalya, Turkey, 25 November 2021, pp.29

Son Iki Yilda Klinigimize Bagvuran Yeni Tan1 AML Hastalarinda Genetik Parametrelerin
Degerlendirilmesi

SEVIM B., KURTCU 0., ALTINER §$., EKINCI S., VICDAN N. A, TUNCALI T., KARABULUT H. G., ILGIN RUHI H., KUTLAY
N.

1. Ulusal HematoOnkoGenetik Kongresi, Antalya, Turkey, 25 - 28 November 2021

Kiitano6z T Hiicreli Lenfomada Goriilen Konvansiyonel Sitogenetik ve Akim Sitometri Bulgular:
LEBLEBICI C. B, ALTINER S, VICDAN N. A, KUTLAY N., TUNCALI T., KARABULUT H. G., ILGIN RUHI H.
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