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A case of Carvajal syndrome presenting with dilated cardiomyopathy
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patients at high risk for hereditary thrombophilia
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al.
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Biallelic variants in HECT E3 paralogs, HECTD4 and UBE3(, encoding ubiquitin ligases cause
neurodevelopmental disorders that overlap with Angelman syndrome
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Analysis of ACE2 and TMPRSS2 coding variants as a risk factor for SARS-CoV-2 from 946 whole-
exome sequencing data in the Turkish population
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JOURNAL OF MEDICAL VIROLOGY, cilt.94, sa.11, ss.5225-5243, 2022 (SCI-Expanded)
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Homozygosity for a novel INHA mutation in two male siblings with hypospadias, primary
hypogonadism, and high normal testicular volume
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Intersitsiyel deletion 4q due to a complex rearrangement involving chromosomes 1,2,4,8, and 16
TOKSOY G., ROTHLISBERGER B., GECKINLI B. B,, SAYAR C., ANDREAS R H., MINEY P.

Gazi Medical Journal, 2018 (Scopus)
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Split hand and split foot malformations A family
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Fraser syndrome A new case

KARAMAN A, GECKINLI B. B, AYDIN H.

GOZTEPE TIP DERGISI, cilt.29, sa.1, ss.60-61, 2014 (Hakemli Dergi)

Relation of chronic atrophic gastritis and intestinal metaplasia with Helicobacter pylori and tumor
necrosis factor alpha and macrophage migration inhibitory factor polymorphisms in a population of
Eastern Anatolia

KARAMAN A, AYDIN H., GEGKINLI B. B., BINIiCI D. N., PIRIM 1.
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Osteogenesis imperfecta associated with partial trisomy 20p Case report
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Koroid Pleksus Kisti invasiv Girisim Gereklimi
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Konjenital Kalp Hastaliginin Nkx2-5 Gen Varyantlari Ile Iliskisi

Gegkinli B. B, Demir §., Girgin Ozgiimiis G., Tiirkyllmaz A., Akalin F., Arman A.

15.Ulusal Uluslararasi katihmh Tibbi Genetik Kongresi, Mugla, Tiirkiye, 09 Kasim 2022

Hipoplastik Aneminin Nadir Bir Formu; Ghosal Hematodiafizer Displazi

POLAT H., GEGKINLI B. B, ARSLAN ATES E., ALAVANDA C., Demir S., Dirimtekin E., Bager Z. M., ARMAN A.

1.Ulusal Hematoonkogenetik Kongresi, 25 Kasim 2021

Akut Lenfositik Lésemi Tanili Olgularda Fish Analizi ile Saptanan Kromozomal Yeniden
Diizenlenmelerin Retrospektif incelenmesi

ALAVANDA C., GECKINLI B. B,, Baser Z. M., Dirimtekin E., Demir S.,, POLAT H., ARSLAN ATES E., TOPTAS T., DOGRU
0., ATA P, etal

1.Ulusal Hematoonkogenetik Kongresi, 25 Kasim 2021

Yeni Nesil Dizileme Analizi Ile Saptanan Gen/psédogen Varyantlarinin Ayristirilmasinda Kullanish
Bir Arag¢: Haplotip Analizi

ARSLAN ATES E., ALAVANDA C., POLAT H., Demir §., Dirimtekin E., Bager Z. M., Yildirim 0., SOYLEMEZ M. A,
GECKINLI B. B, ATA P, et al.
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Hipolakrima ve Serebellar Tonsiller Herniasyonun Goriildiigii Cok Nadir Bir Metabolik Hastalik
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Demir $., ALAVANDA C., POLAT H., UGUZDOGAN F., ARSLAN ATES E., GECKINLI B. B, ATA P,, ARMAN A.
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Schimke immuno-osseous dysplasia patient with early renal dysfunction harboring a novel
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ALAVANDA C., Demir $., UGUZDOGAN F., POLAT H., ARSLAN ATES E., SOYLEMEZ M. A, GECKINLI B. B, GUNEY A. 1,
ATA P, ARMAN A.
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Demir S., ALAVANDA C,, POLAT H., UGUZDOGAN F., ARSLAN ATES E., GECKINLI B. B, ATA P, ARMAN A.
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A Novel GJC2 Mutation Causing Pelizaeus-Merzbacher-like Disease

POLAT H., GECKINLI B. B, ARSLAN ATES E., Demir $.,, UGUZDOGAN F., ALAVANDA C., ATA P, ARMAN A.
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A patient with a novel homozygous CD55 gene mutation and its clinical presentation
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ALAVANDA C., UGUZDOGAN F., Demir S.,, POLAT H., ARSLAN ATES E., SOYLEMEZ M. A, GECKINLI B. B., GUNEY A. 1,
ATA P, ARMAN A.
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6.Uluslararasi katilimh Erciyes Tip Tibbi Genetik Kongresi, 16 Eyliil 2021

Two new cases diagnosed with Hermansky-Pudlak Syndrome

ALAVANDA C., ARSLAN ATES E., GEGKINLI B. B.,, Demir §., POLAT H., UGUZDOGAN F., SOYLEMEZ M. A, ATA P,
ARMAN A.

ESHG 2021 Virtual Congress, 28 Agustos 2021

Kompleks Genotipe Sahip Bir Retinitis Pigmentoza Olgusu

ARSLAN ATES E., DEMIR S., GECKINLI B. B, YILDIRIM 0., POLAT H., ALAVANDA C., SOYLEMEZ M. A, ATA P,, ARMAN
A.

14. Ulusal Tibbi Genetik Kongresi (Uluslararasi Katilimli), Tiirkiye, 20 Kasim 2020

Hypomelanosis of Ito with a translocation t(5;20)(q22;p13) mosaicism

GECKINLI B. B, DELIL K., ARSLAN ATES E., ALAVANDA C., POLAT H., DEMIR §., Oztiirk Kaymak ,. A, SOYLEMEZ M.
A, ARMAN A.

14. Ulusal Tibbi Genetik Kongresi (Uluslararasi Katilimli), Tiirkiye, 20 Kasim 2020

A Turkish Family With Hexanucleotide Repeat Expansion in C9orf72 Gene

POLAT H., ALAVANDA C,, DEMIR §., ARSLAN ATES E., GECKINLI B. B.,, ARMAN A.

14. Ulusal Tibbi Genetik Kongresi (Uluslararasi Katilimli), Tiirkiye, 20 Kasim 2020

A Recurrent SMAD4 Mutation Causing Familial Myhre Syndrome

DEMIR $., ARSLAN ATES E., GECKINLI B. B,, Aslanger A, ALAVANDA C., POLAT H., ATA P, ARMAN A.

14. Ulusal Tibbi Genetik Kongresi (Uluslararas1 Katiiml), Tiirkiye, 20 Kasim 2020

Novel Missense Mutation Related To KBG Syndrome

ALAVANDA C.,, ARSLAN ATES E., GECKINLI B. B, POLAT H., DEMIR §., YILDIRIM 0., SOYLEMEZ M. A,, ARMAN A.
14. Ulusal Tibbi Genetik Kongresi (Uluslararasi Katiimli), 20 Kasim 2020

The Use of Long-Range PCR Protocol in the Diagnosis of Friedreich Ataxia

ALAVANDA C., POLAT H., DEMIR §., ARSLAN ATES E., SOYLEMEZ M. A., GECKINLI B. B., ATA P,, ARMAN A.

14. Ulusal Tibbi Genetik Kongresi (Uluslararasi Katilimli), Tiirkiye, 20 Kasim 2020

Novel splicing mutation in RAB3GAP1 Gene and microduplication of 3q29 in a patient with Warburg
Micro syndrome

GECKINLI B. B, TURKYILMAZ A, ALAVANDA C,, SAGER S. G., ARSLAN ATES E.,, ARMAN A.

14. Ulusal Tibbi Genetik Kongresi (Uluslararasi Katilimli), Tiirkiye, 20 Kasim 2020

Expanding the mutation spectrum of Rickets

ATA P, ALAVANDA C,, KAYGUSUZ S. B, POLAT H., ELTAN M., ARSLAN ATES$ E., GECKINLI B. B.,, DEMIRCIOGLU S.,
ARMAN A.

ASHG 2020, 27 Ekim 2020

Revealing novel splicing mutations in RAB3GAP1 gene causing Warburg Micro syndrome and a case
including microduplication of 3q29

GECKINLI B. B, TURKYILMAZ A., ALAVANDA C., TASLIDERE H., SAGER S. G., ARSLAN ATES E., SOYLEMEZ M. A,
ARMAN A.

ESHG 2020, Avusturya, 6 - 09 Haziran 2020

Expanding the Mutation Spectrum of Muscular Dystrophies: A Turkish Cohort

ALAVANDA C., POLAT H,, Ilker A, ARSLAN ATES E., SOYLEMEZ M. A, GECKINLI B. B, GUNEY A. i, ARMAN A.

ESHG 2020, 06 Haziran 2020

Characterization of BRCA Genes’ Variants In Turkish Hereditary Breast and Ovarian Cancer (HBOC)
Patients

ARSLAN ATES E.,, ALAVANDA C,, TURKYILMAZ A, POLAT H., SOYLEMEZ M. A, GECKINLI B. B, GUNEY A. 1.

ESHG 2020, 06 Haziran 2020

ZBTB24 novel mutation identified in Turkish ICF syndrome patient

flker A, POLAT H., ALAVANDA C,, Yildirim 0., ARSLAN ATES E., SOYLEMEZ M. A, GECKINLI B. B, GUNEY A. 1, ATA P,
ARMAN A.

V.Uluslararasi katiiml Erciyes Genetik Giinleri Kongresi, 20 Subat 2020

A recurrent HPS1 gene mutation in a Hermansky-Pudlak patient with uncommon clinical

presentation.
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ALAVANDA C., ARSLAN ATES E., POLAT H., ilker A., Yildirmm 0., SOYLEMEZ M. A, GECKINLI B. B,, GUNEY A. I, ATA P,
ARMAN A.

V.Uluslararasi katihimh Erciyes Genetik Giinleri Kongresi, 20 Subat 2020

LMNA Gen Mutasyonu Saptanan Nadir Mandibuloakral Displazi Olgusu

GECKINLI B. B., ARSLAN ATES E., ALAVANDA C., POLAT H., Yildirim 0., GONEY A. i,, ARMAN A.

1. Bursa Uluslararasi Katilml Genetik Giinleri Dermatogenetik Sempozyumu, 09 Ocak 2020

SPINK5 Gen Mutasyonu Saptanan Netherton Sendrom'lu Olgu

ARSLAN ATES E., ALAVANDA C., ERTURK B,, SINGER R, Yildirim 0., POLAT H., SOYLEMEZ M. A, GECKINLI B. B,
GUNEY A.1,ATA P, etal.

1. Bursa Uluslararasi Katilmh Genetik Giinleri Dermatogenetik Sempozyumu, 09 Ocak 2020

Schaaf Yang sendromu

Alavanda C,, Arslan Ates E., Polat H., Gegkinli B. B., S6ylemez M. A., Giiney A. I, Ata P., Arman A.

4. Ulusal Cocuk Genetik kongresi, istanbul, Tiirkiye, 25 - 27 Eyliil 2019

FGF3 gene mutations related to two syndromic Congenital deafness cases: Congenital deafness with
inner ear agenesis (Michel aplasia), microtia, and microdontia and Otodental dysplasia
Turkyilmaz A., GECKINLI B. B,, Ates E. A, SOYLEMEZ M. A, GUNEY A. i, ATA P, ARMAN 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, s5.893

TWO NOVEL MUTATIONS IN THREE DIFFERENT GENES ASSOCIATED WITHRETINITIS
PIGMENTOSA/LEBER CONGENITAL AMAROSIS IN ONE PATIENT

ALAVANDA C.,, ATA P., YILMAZ 0., POLAT H., GECKINLI B. B.,, ARMAN A.

13. BALKAN GENETIK KONGRESI, Edirne, Tiirkiye, 16 - 20 Nisan 2019

LAMM syndrome: Two new patients , one novel mutation and one new mechanism

ALAVANDA C.,, TURKYILMAZ A., ARSLAN ATES E., GECKINLI B. B,, SOYLEMEZ M. A, ARMAN A.

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

MARFAN SYNDROME: GENOTYPE-PHENOTYPE CORRELATIONS

GECKINLI B. B., ARSLAN ATES E., TURKYILMAZ A., ALAVANDA C., YILDIRIM 0., SOYLEMEZ M. A, ARMAN A.

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

Von Hippel Lindau Patients

ALAVANDA C.,, TURKYILMAZ A, POLAT H., GECKINLI B. B, GUNEY A. i, ATA P, SOYLEMEZ M. A, ARMAN A.

13. BALKAN GENETIK KONGRESI, Edirne, Tiirkiye, 16 - 20 Nisan 2019

Genetic analysis results of a patient cohort diagnosed with arrhythmia

TURKYILMAZ A.,, ALAVANDA C., ARSLAN ATES E., SOYLEMEZ M. A, GECKINLI B. B, YILDIRIM 0., ARMAN A.

13 ULUSAL TIBBi GENETIK KONGRES], Tiirkiye, 7 - 11 Kasim 2018

IKI LAMINOPATI OLGUSU: LMNA GENI MUTASYONLARI ILE ILISKILI FENOTIPLER

GECKINLI B. B, TURKYILMAZ A, SOYLEMEZ M. A, ATES E.,, YILDIRIM 0., ATA P, ARMAN A.

Uluslararasi Katiimh 13. Ulusal Tibbi Genetik Kongresi, Antalya, Tiirkiye, 07 Kasim 2018 - 11 Kasim 1918
Three genotypes causing three distinct phenotypes in a hereditary cancer family

ARSLAN ATES E., TURKYILMAZ A,, ALAVANDA C,, YILDIRIM 0., SOYLEMEZ M. A, GECKINLI B. B., GUNEY A. .
13 ULUSAL TIBBI GENETIK KONGRES], Tiirkiye, 7 - 11 Kasim 2018

A further case of autosomal recessive brachyolmia having a novel mutation in PAPSS2 gene
Arslan Ates E., Eltan M., Tiirkyilmaz A., Alavanda C., Séylemez M. A.,, Geckinli B. B., Giiney A. I, Giiran T., Arman A.
13 ULUSAL TIBBI GENETIK KONGRESI, Antalya, Tiirkiye, 7 - 11 Kasim 2018

NOVEL RAB3GAP1INTRONIC MUTATION CAUSING WARBURGG MICRO SYNDROME IN TWO PATIENTS
GECKINLI B. B, TURKYILMAZ A., ARSLAN ATES E., ALAVANDA C., TASLIDERE H., SOYLEMEZ M. A, ARMAN A.
13 ULUSAL TIBBI GENETIK KONGRESI, Tiirkiye, 7 - 11 Kasim 2018

REVERSE GENETIK ILE TANI KOYULAN NADIR BIR SPASTIK PARAPLE]I AILESI

ALAVANDA C, ates e, TURKYILMAZ A, GUNEY A. I, GEGKINLI B. B,, ATA P,, ARMAN A.

13.ULUSLARARASI KATILIMLI ULUSAL TIBBI GENETIK ANABILIM DAL], Tiirkiye, 7 - 11 Kasim 2018

Genetic analysis results of the patient cohort diagnosed with cardiomyopathy

TURKYILMAZ A., ALAVANDA C., ARSLAN ATES E., SOYLEMEZ M. A., GEGKINLI B. B., YILDIRIM 0., ARMAN A.



XLL

XLIIL

XLIIL

XLIV.

XLV.

XLVI.

XLVIL

XLVIIL

XLIX.

LL

LIL

LIIL

LIV.

13 ULUSAL TIBBI GENETIK KONGRESI, Tiirkiye, 7 - 11 Kasim 2018

NOROMOTOR GELISME GERILIGI VE DISMORFIK BULGULARI OLAN HASTALARDA ARRAY-CGH
ANALIZI

ATA P, ALAVANDA C., ATES E., GECKINLI B. B, GUNEY A. I, SOYLEMEZ M. A, CABUK P., ARMAN A.

Uluslararasi Katiliml 13. Ulusal Tibbi Genetik Kongresi, Antalya, Tiirkiye, 7 - 11 Kasim 2018

Chromosomal array-CGH analysisin patients having neurodevelopmental delay and dysmorphic
features

ALAVANDA C., ARSLAN ATES E., TURKYILMAZ A., GECKINLI B. B, ATA P., GUNEY A. i, SOYLEMEZ M. A, 0ZYAVUZ
CABUK P, ARMAN A.

13 ULUSAL TIBBI GENETIK KONGRESI, Tiirkiye, 7 - 11 Kasim 2018

BBS10 frameshift mutation in a turkish girl with bardet biedl syndrome

SOYLEMEZ M. A, GECKINLI B. B, Delil K, Ates E., Turkyilmaz A., AVSAR M,, Girgin G., ATA P,, ARMAN A, Guney L
50th European-Society-of-Human-Genetics (ESHG) Conference, Copenhagen, Danimarka, 27 - 30 Mayis 2017,
cilt.26, ss.457

Evaluation of BRCA1/BRCAZ2 test results for Turkish breast cancer families

Ates E. A, Turkyilmaz A., GECKINLI B. B,, Ozgumus G. G., SOYLEMEZ M. A, Delil K., ATA P, ARMAN A, GUNEY A. 1.
50th European-Society-of-Human-Genetics (ESHG) Conference, Copenhagen, Danimarka, 27 - 30 Mayis 2017,
cilt.26, ss.966

A novel HNF1B mutation in a family with two MODY patients

Ates E. A, Turkyilmaz A., GECKINLI B. B, SOYLEMEZ M. A, Delil K,, ATA P, GUNEY A. L.

50th European-Society-of-Human-Genetics (ESHG) Conference, Copenhagen, Danimarka, 27 - 30 Mayis 2017,
cilt.26, ss.863

A novel intronic ATM genemutation aXecting splicing in a patient withAtaxia-Telangiectasiaf

ATES E,, TURKYILMAZ A, ATA P., GECKINLI B. B,, SOYLEMEZ M. A, GUNEY A. I, ARMAN A.

ESHG2018, 16 - 19 Haziran 2018

Follow up four cerebrotendinous xanthomatosis patients importance of early diagnosis and
treatment.

DUMAN N,, AKYUZ E., GECKINLI B. B, ZUBARIOGLU T,, YESIL G.

The European Society of Human Genetics, European Human Genetics Conference, 27 - 30 Mayis 2017
Evaluation of BRCA1/BRCA2 test results for Turkish breast cancer families.

ARSLAN ATES E., TURKYILMAZ A., GECKINLI B. B, GIRGIN 0ZGUMUS G., SOYLEMEZ M. A, DELIL K, ATA P, ARMAN
A, GUNEY A. 1.

The European Society of Human Genetics, European Human Genetics Conference, 27 - 30 Mayis 2017

BBS10 frameshift mutation in a Turkish girl with Bardet Biedl Syndrome.
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