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A novel RNPC3 gene variant expands the phenotype in patients with congenital hypopituitarism and
neuropathy

Abali Z. Y., Ili E, BAS F., Ozkan M. U,, GULEG C., TOKSOY G., 0ZTURK A. P., KARAKILIC OZTURAN E., ASLANGER A. D,
Caliskan M, et al.

HORMONE RESEARCH IN PAEDIATRICS, no.2, pp.157-164, 2024 (SCI-Expanded)

Clinical and genetic spectrum from a prototype of ciliopathy: Joubert syndrome

Uzunhan T. A, Erturk B., Aydin K., AYAZ A, Altunoglu U,, Yarar M. H,, Gezdirici A., Icagasioglu D. F,, Ili E,, UYANIK B,,
etal.

CLINICAL NEUROLOGY AND NEUROSURGERY, 2023 (SCI-Expanded)

Expanding the genotypic and phenotypic landscapes of rhizomelic chondrodysplasia punctata type 3
(RCDP3) with two novel families, and a review of the literature

Ili E., Gezdirici A., Di Pietro E., Yergeau C., Braverman N.

AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.188, no.11, pp.3229-3235, 2022 (SCI-Expanded)
Phenotypic and molecular characterization of five patients with <i>PIK3CA</i>-related overgrowth
spectrum (PROS)

Ili E,, Tasdelen E., Durmaz C. D., ALTINER $., TUNCALI T., Martinez-Glez V., KARABULUT H. G., Vural S., Ceylaner S.,
ACAR M. 0, et al.

AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.188, no.6, pp.1792-1800, 2022 (SCI-Expanded)
Whole-Exome Sequencing (WES) results of 50 patients with chronic kidney diseases: a perspective
of Alport syndrome

Yavas C., UN C, Celebi E., Gezdirici A., Dogan M., Ili E,, Dogan T., Ozgenturk N. O.

REVISTA DA ASSOCIACAO MEDICA BRASILEIRA, vol.68, no.9, pp.1282-1287, 2022 (SCI-Expanded)

A Rare Cause of Syncope Naxos Disease Caused by Novel Homozygous Deletion in the <i>JUP</i>
Gene

Sonsoz M. R, Ili E, Gezdirici A., Topel C., Kahveci G., Bornaun H.

CIRCULATION-CARDIOVASCULAR IMAGING, no.10, pp.998-1001, 2021 (SCI-Expanded)

New Homozygous Missense <i>MSMO01</i> Mutation in Two Siblings with SC4AMOL Deficiency
Presenting with Psoriasiform Dermatitis

YILDIZHAN 1, Ili E., Onoufriadis A., KOCYiGiT P., Kesidou E., Simpson M. A,, McGrath J. A,, KUTLAY N., KUNDAKCI N.
CYTOGENETIC AND GENOME RESEARCH, no.9, pp.523-530, 2020 (SCI-Expanded)

Promising effect of intravenous immunoglobulin therapy for epidermolysis bullosa pruriginosa
Ertop P, Vural S, Ili E,, Durmaz C. D., HEPER A, McGrath J. A, Ilgin R. H., BOYVAT A.

INTERNATIONAL JOURNAL OF DERMATOLOGY, no.7, pp.851-855, 2020 (SCI-Expanded)

Cytogenetic, Molecular, and Phenotypic Characterization of a Patient with de novo Derivative



XL

Chromosome 18 and Review of the Literature

Gokpinar E., Altiner S., KARABULUT H. G.

CYTOGENETIC AND GENOME RESEARCH, no.2, pp.74-80, 2019 (SCI-Expanded)

Association of pyrin mutations and autoinflammation with complex phenotype hidradenitis
suppurativa: a case-control study

Vural S, Gundogdu M, Illi E,, Durmaz C. D., Vural A,, Steinmuller-Magin L., Kleinhempel A, Holdt L. M., Ruzicka T,
Giehl K. A, et al.

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

Optimizing the transport and storage conditions of current Good Manufacturing Practice - grade
human umbilical cord mesenchymal stromal cells for transplantation (HUC-HEART Trial)

TOPAL CELIKKAN F., Mungan C., Sucu M,, Ulus A. T., CINAR 0., Ili E., CAN A.

CYTOTHERAPY, no.1, pp.64-75, 2019 (SCI-Expanded)

Articles Published in Other Journals
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Genotype Phenotype Correlation of A Case Having Chromosome 3 Imbalance

Tasdelen E., Gokpmar Ili E., Altner S., Ceylan A. C., Tuncali T.

Ankara Universitesi Tip Fakiiltesi Mecmuasi, vol.74, no.3, pp.365-369, 2021 (Peer-Reviewed Journal)
Hereditary Breast-Ovarian Cancer and BRCA1/BRCA2 Variants: A Single Center Experience
Gezdirici A, ILI E, DEGIRMENCI B, GUMUS A. A,, Ozdemir G., ERMAN N. A, YAVAS C.

ACTA ONCOLOGICA TURCICA, vol.54, no.3, pp.264-272, 2021 (Peer-Reviewed Journal)
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Distrofik Epidermolizis Biilloza: Doku Mozaisizmine Giden Bir Aile Calismasi

Sevim B., Oktem A., Gokpinar Ili E., Giindiiz K, Kaplan i, Erdemli E., Kutlay N., Sanh H.

XV. Ulusal Tibbi Genetik Kongresi, Mugla, Turkey, 9 - 13 November 2022, pp.146

Serebellar atrofide nadir bir genotip: GEMIN5 geninde compound heterozigot varyant saptanan bir
olgu

Gokpmar ili E, Uyur Yal¢m E, Eldes Hacifazhoglu N.

XV. Ulusal Tibbi Genetik Kongresi, Mugla, Turkey, 9 - 13 November 2022, pp.66

A case of PTEN hamartoma tumor syndrome; a family study

Ilgin Ruhi H., Gékpinar ili E., Giileray Lafc1 N., Tasdelen E., Aluner §.

54th European Society of Human Genetics (ESHG) Conference, 28 - 31 August 2021, pp.424-425

Novel homozygous <i>CEP41</i> mutation in a patient with Joubert syndrome

Ili E,, Bektas G.

54th Conference of the European-Society-of-Human-Genetics (ESHG), ELECTR NETWORK, 28 - 31 August 2021,
pp-270

Saf kirmizi hiicre aplazisinde genetik heterojenite

Gokpmar ili E,, Arslantas E.

1. Ulusal Hematoonkogenetik Kongresi, Antalya, Turkey, 25 - 28 November 2021, pp.169

Novel Homozygous Missense MSMO1 Mutation in Two Patients With SC4MOL Deficiency
YILDIZHAN i, GOKPINAR iLI E,, ONOUFRIADIS A., EROL MART H. M., KESIDOU E., KOGYIGIT P, MCGRATH J. A,
KUTLAY N., KUNDAKCI N.

1. Uluslararasi Katilimlh Genetik Giinleri Dermatogenetik Sempozyumu, Bursa, Turkey, 9 - 11 January 2020
Assessing the limits of transport and storage conditions ofcGMP-grade humanumbilical cord
mesenchymal stromal cells for clinical use

TOPAL CELIKKAN F., Mungan C., Merve S., ULUS A. T., CINAR 0., GOKPINAR iLi E., CAN A.

INTERNATIONAL SYMPOSIUM ON CELLULARTHERAPY IN CARDIOVASCULAR MEDICINE:, 30 October - 01
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November 2019

Sendromik Epidermolizis biillé6za pruriginozanin genetik karakterizasyonu ve intravenéz
immunglobulinin etkinligi

ERTOP P., VURAL S., GOKPINAR iLI E,, HEPER A, McGrath J., ILGIN RUHI H., BOYVAT A.

28.Ulusal Dermatoloji Kongresi, Antalya, Turkey, 24 - 28 September 2019

Intrafamilial phenotypic heterogeneity in dominant dystrophic epidermolysis bullosa associated with
G2043R mutation in <i>COL7A1</i>

Ili E,, Vural S, Durmaz C. D., McGrath J. A, Ertop P., Heper A, Boyvat A, ILGIN RUHI H.

51st Conference of the European-Society-of-Human-Genetics (ESHG) in conjunction with the European Meeting on
Psychosocial Aspects of Genetics (EMPAG), Milan, Italy, 16 - 19 June 2018, pp.105

Pyrin mutations in complex hidradenitis suppurativa

Vural S., Gundogdu M,, Ili E., Durmaz C. D., Vural A,, Steinmueller-Magin L., Kleinhempel A, Holdt L. M., Ruzicka T,,
Giehl K. A, etal.

Annual Meeting of the British-Society-for-Investigative-Dermatology, Bradford, England, 1 - 03 April 2019

A novel truncating mutation in LIG4 gene.

GOKPINAR ILI E., ILGIN RUHI H.

13. Balkan Congress of Human Genetics, 17 - 20 April 2019

ATN1 gene mutation in patients with Huntington disease-like phenotype

KARABULUT H. G., GOKOGLU M.,, Altiner §., DURMAZ C. D., GOKPINAR iLi E., VICDAN N. A, KUTLAY N, TUNCALI T,
TUKON F. A, ILGIN RUHI H.

13. Balkan Congress of Human Genetics, 17 - 20 April 2019

Hidradenitis Suppurativa ile pyrin mutasyonlari ve otoinflamasyon iliskisi

VURAL S., GUNDOGDU M., GOKPINAR iLI E,, DURMAZ C. D., ILGIN RUHI H.,, BOYVAT A.

28.Ulusal Dermatoloji Kongresi, Turkey, 24 - 28 September 2019

Nonclassical adrenal hyperplasia and polycystic ovary syndrome: evaluation of four cases

Ilgin Ruhi H., Tasdelen E., Gékpmar ili E., Gékoglu M., Tuncah T.

50th European Society of Human Genetics Conference, Kobenhavn, Denmark, 27 - 30 May 2017, pp.113-819
FRA16B: Cause or consequence? A case with Tourette syndrome and intellectual disability

Kaba D., GOKPINAR iLi E,, KUTLAY N,, KILIG B. G.

27th Turkish chile and adolescant psychiatry congress, 10 - 13 May 2017, pp.213-214

NOVEL MUTATIONS iN THE ANDROGEN RECEPTOR GENE IN FOUR 46 xy FEMALES WiTH COMPLETE
ANDROGEN INSENSITiVITY SYNDROME

ILGIN RUHI H., KARABULUT H. G., SIKLAR Z., GOKPINAR E., BERBEROGLU M., TUKUN A.

ESHG 2016, 21 - 24 May 2016

MIXED GONADAL DYSGENESIS CYTOGENETIC AND PHENOTYPIC FINDINGS OF TWO CASES WITH
AMBIGOUS GENITALIA

GOKPINAR E.,, DURMAZ C. D, SIKLAR Z.,, BERBEROGLU M., ILGIN RUHI H.

ESHG 2016, 21 - 24 May 2016

Mixed gonadal dysgenesis cytogenetic and phenotypic findings of two cases with ambiguous
genitalia

GOKPINAR E.,, DURMAZ C. D, SIKLAR Z.,, BERBEROGLU M., ILGIN RUHI H.

European Human Genetics Conference, BARSELONA, Spain, 21 - 24 May 2016

Novel Mutations in the Androgen Receptor Gene in Four 46 XY Females with Complete Androgen
Insensitivity Syndrome

ILGIN RUHI H., KARABULUT H. G., SIKLAR Z.,, GOKPINAR E., GOKOGLU M., BERBEROGLU M., TUKUN F. A.
European Human Genetics Conference, BARSELONA, Spain, 21 - 24 May 2016

Investigation of TBP gene mutations in patients with Huntington Disease phenotype

GOKOGLU M., KARABULUT H. G., TUREDI 0., ALTINER $., DURMAZ C. D., GOKPINAR E., VICDAN N. A, KUTLAY N,,
TUNCALI T., TUKUN F. A, et al.

The European Human Genetics Conference2016, Barselona, Spain, 21 - 24 May 2016

22q11.2 delesyon sendromlu yetiskin dénem sunumlu bir olgu.



GOKPINAR E., ILGIN RUHI H.
II. Hematolojik Genetik Sempozyumu, Kayseri, Turkey, 11 - 13 February 2016

Metrics

Publication: 36
Citation (WoS): 49
Citation (Scopus): 52
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H-Index (Scopus): 3
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