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II. Clinical and molecular characteristics of 26 fetuses with lethal multiple congenital contractures
Turgut G. T., Altunoglu U,, Gulec C., Sarac Sivrikoz T., Kalayci T., Toksoy G., Avci S., Yildirim B. T., Saym G. Y.,
Kalelioglu I. H,, et al.

CLINICAL GENETICS, 2024 (SCI-Expanded)

III. Novel GALT variations and genetic spectrum in Turkish population with the correlation of genotype
and phenotype.
Kalay I, Gulec C,, Balc1 M. C., Toksoy G., Gokcay G., Basaran S., Demirkol M., Uyguner Z. O.
Annals of human genetics, vol.87, no.6, pp.285-294, 2023 (SCI-Expanded)

IV. A novel RNPC3 gene variant expands the phenotype in patients with congenital hypopituitarism and
neuropathy
Abali Z.Y, Ili E. G, Bas F., Ozkan M. U, Giile¢ C., Toksoy G., Oztiirk A. P., Ozturan E. K., Aslanger A. D., Caliskan M., et
al.
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deficiency (IGHD) or multiple pituitary hormone deficiency (MPHD)
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Oztiirk A. P., Abali Z. Y., Aslanger A. D., Bas F., Toksoy G., Karaman V., Bagirova G., Poyrazoglu S., Uyguner Z. 0.,
Darendeliler F. F.

HORMONE RESEARCH IN PAEDIATRICS, 2023 (SCI-Expanded)

A Rare Cause of Hypergonadotropic Hypogonadism: Transaldolase Deficiency in Two Siblings.

Yildiz M., Onal Z,, Yesil G., Kabil T. G., Toksoy G., Poyrazoglu $S., Bas F., Durmaz O., Darendeliler F.

Journal of clinical research in pediatric endocrinology, 2023 (SCI-Expanded)

<i>PROKR2</i> Mutations in Patients with Short Stature Who Have Isolated Growth Hormone
Deficiency and Multiple Pituitary Hormone Deficiency

Kardelen A. D., Najafli A, Bas F., Karaman B,, Toksoy G., Poyrazoglu S., Ava S., Altunoglu U, Yavas Abah Z., Oztiirk A.
P, etal.

JOURNAL OF CLINICAL RESEARCH IN PEDIATRIC ENDOCRINOLOGY, vol.15, no.4, pp.338-347, 2023 (SCI-
Expanded)

Clinical and bi-genomic DNA findings of patients suspected to have mitochondrial diseases
GEDIKBASI A, TOKSOY G., KARACA M., GULEC C., BALCI M. C.,, Gunes D., Gunes S., ASLANGER A. D., UNVERENGIL G.,
KARAMAN B, et al.

FRONTIERS IN GENETICS, vol.14, 2023 (SCI-Expanded)

Investigation of Genes Associated with Multiple Pituitary Hormone Deficiencies <i>via</i> Next
Generation Sequencing Technology

OZTURK A. P., TOKSOY G., BAS F., Abali Z. Y., Bagirova G., KARAMAN V,, YILDIZ M., ASLANGER A. D., YESIL SAYIN G.,
POYRAZOGLU S, et al.

HORMONE RESEARCH IN PAEDIATRICS, no.SUPPL 2, pp.91-92, 2022 (SCI-Expanded)

Evaluation of Genetic Etiology in Children Born Small for Gestational Age with Persistent Short
Stature: Preliminary Results

Ozturk A. P, Aslanger A, Ozturan E. K, Konur E. N,, Gulec C., Karaman V., Yildiz M,, Yesil G., Toksoy G., Poyrazoglu S,,
etal.

HORMONE RESEARCH IN PAEDIATRICS, vol.95, no.SUPPL 2, pp.313, 2022 (SCI-Expanded)

Ovarian and paraovarian adrenal rest tumors are not uncommon in gonadectomy materials of
historical congenital adrenal hyperplasia cases in childhood

Yildiz M., Bayram A., BAS F., Karaman V., TOKSOY G., Poyrazoglu S., Soysal F. G., Onder S., Uyguner Z. O,,
Darendeliler F.

EUROPEAN JOURNAL OF ENDOCRINOLOGY, vol.187, no.1, 2022 (SCI-Expanded)

Mutations in AR or SRD5A2 Genes: Clinical Findings, Endocrine Pitfalls, and Genetic Features of
Children with 46,XY DSD.

Akcan N, Uyguner Z. 0., Bas F., Altunoglu U,, Toksoy G., Karaman B., Avci S., Abali Z. Y., Poyrazoglu S., Aghayev A, et
al.

Journal of clinical research in pediatric endocrinology, vol.14, no.2, pp.153-171, 2022 (SCI-Expanded)

Mutations in AR or SRD5A2 Genes: Clinical Findings, Endocrine Pitfalls, and Genetic Features of
Children with 46,XY DSD

Akcan N, Uyguner 0., Bas F., Altunoglu U, Toksoy G., Karaman B., Avci S., Abali Z. Y., Poyrazoglu S., Aghayev A, et al.
JOURNAL OF CLINICAL RESEARCH IN PEDIATRIC ENDOCRINOLOGY, vol.14, no.2, pp.153-171, 2022 (SCI-
Expanded)

Functional loss of ubiquitin-specific protease 14 may lead to a novel distal arthrogryposis
phenotype.

Turgut G. T., Altunoglu U,, Sivrikoz T. S., Toksoy G., Kalayci T., Avci S., Karaman B., Gulec C., Basaran S., Sayin G., et al.
Clinical genetics, vol.101, no.4, pp.421-428, 2022 (SCI-Expanded)

Osteogenesis imperfecta in 140 Turkish families: Molecular spectrum and, comparison of long-term
clinical outcome of those with COL1A1/A2 and biallelic variants

TUYSUZ B., Elkanova L., Uludag Alkaya D., Giileg ., TOKSOY G., Giines N., Yazan H., Bayhan A. I, Yildirim T., Yesil G.,
etal.

Bone, vol.155, 2022 (SCI-Expanded)

BEND4 as a Candidate Gene for an Infection-Induced Acute Encephalopathy Characterized by a Cyst
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and Calcification of the Pons and Cerebellar Atrophy

KARA B,, Uyguner 0., Genc H,, Islek E. E.,, KASAP M., TOKSOY G., AKPINAR G., Yalcin E. U, ANIK Y., Ustek D.
MOLECULAR SYNDROMOLOGY, vol.13, no.1, pp.12-22, 2022 (SCI-Expanded)

Clinical and molecular genetic findings of hereditary Parkinson's patients from Turkey.

Emekli I, Tepge¢ F., Samanci B., Toksoy G., Hasanogullar1 Kina G., Tiifek¢ioglu Z., Basaran S., Bilgi¢ B., Giirvit I. H,,
Emre M, et al.

Parkinsonism & related disorders, vol.93, pp.35-39, 2021 (SCI-Expanded)

Response to growth hormone therapy with high IGF-1-levels and severe insulin resistance in two-
cases with SOFT syndrome: A novel homozygous mutation in POC1A

Karakilic-Ozturan E., Altuoglu U,, Ozturk A. P,, Toksoy G., Turgut G. T., Poyrazoglu S., Bas F., Uyguner 0., Darendeliler
F.

HORMONE RESEARCH IN PAEDIATRICS, vol.94, no.SUPPL 1, pp.317, 2021 (SCI-Expanded)

Skeletal and molecular findings in 51 Cleidocranial dysplasia patients from Turkey

Berkay E. G., Elkanova L., Kalayci T., ULUDAG ALKAYA D., Altunoglu U, Cefle K., Mihci E.,, NUR B., Tasdelen E,,
Bayramoglu Z., et al.

AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.185, no.8, pp.2488-2495, 2021 (SCI-Expanded)
Functional Connectivity Analysis in Heterozygous Glucocerebrosidase Mutation Carriers

Sezgin M,, Kicik A, Bilgic B., Kurt E., Bayram A,, Hanagas1 H. A,, Tepgec F., Toksoy G., Gurvit H., Uyguner O,, et al.
JOURNAL OF PARKINSONS DISEASE, vol.11, no.2, pp.559-568, 2021 (SCI-Expanded)

Follow-up findings and genotype-phenotype correlation in 18 Turkish patients with biallelic
mutation in the FKBP10 gene

Ulker A.Y., ULUDAG ALKAYA D., Yesil G., TOKSOY G., UYGUNER Z. 0., Tuysuz B.

EUROPEAN JOURNAL OF HUMAN GENETICS, vol.28, no.SUPPL 1, pp.238, 2020 (SCI-Expanded)

Cognition of the mothers of patients with Duchenne muscular dystrophy.

Demirci H., Durmus H,, Toksoy G., Uslu A, Parman Y., Hanagasi H. A.

Muscle & nerve, vol.62, no.6, pp.710-716, 2020 (SCI-Expanded)

A case report of a rare nonsense ZP1 variant in a patient with oocyte maturation defect

Berkay E. G., Karaman B., Toksoy G., Selguk B. S., Uyguner Z. 0., Basaran S.

EUROPEAN JOURNAL OF HUMAN GENETICS, vol.28, no.SUPPL 1, pp.155-156, 2020 (SCI-Expanded)

Clinical and Molecular Characterization of Fanconi Anemia Patients in Turkey

Toksoy G., Uludag Alkaya D., Bagirova G., Avcl S., Aghayev A, Giines N., Altunoglu U,, Alanay Y., Basaran S., Berkay E.
G, etal

MOLECULAR SYNDROMOLOGY, vol.11, no.4, pp.183-196, 2020 (SCI-Expanded)

Primary coenzyme Q10 Deficiency-6 (COQ10D6): Two siblings with variable expressivity of the renal
phenotype

Yildirim Z. N., Toksoy G., Uyguner O., Nayir A., Yavuz S., Altunoglu U,, Turkkan O. N,, Sevinc B., Gokcay G. F., Gunes D.
K, etal

EUROPEAN JOURNAL OF MEDICAL GENETICS, vol.63, no.1, 2020 (SCI-Expanded)

Clinical and Genetic Investigation of Premature Ovarian Insufficiency Cases from Turkey

Oral E,, Toksoy G., Sofiyeva N., Celik H. G., Karaman B., Basaran S., Azami A., Uyguner Z. O.

JOURNAL OF GYNECOLOGY OBSTETRICS AND HUMAN REPRODUCTION, vol.48, pp.817-823, 2019 (SCI-Expanded)
Array-CGH Analizlerinde Saptanan De Novo Degisimlere Klinik Genetik Yaklasim

Kumbasar G., TOKSOY G., BASARAN S., KARAMAN B.

Gazi Medical Journal, vol.30, no.4, pp.361-364, 2019 (SSCI)

Targeted Panel Gene Sequencing for Identification of Genetic Etiology of 46, XY Disorders of Sex
Development

Poyrazoglu S., Toksoy G., Aghayev A., Karaman B., Avci S., Altunoglu U, Yildiz M., Abali Z. Y., Bas F., Basaran S,, et al.
HORMONE RESEARCH IN PAEDIATRICS, vol91, pp.193, 2019 (SCI-Expanded)

Clinical phenotype and genotype association in patients with 21-hydroxylase deficiency

Aghayeva A., TURAN H., Toksoy G., Cakir A. D., Berkay E., Gunes N., Evliyaoglu 0., Uyguner Z. 0., DUNDAR M.,
TUYSUZ B, etal.
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HORMONE RESEARCH IN PAEDIATRICS, vol.91, pp.361-362, 2019 (SCI-Expanded)

Genetic Evaluation of Idiopathic Short Stature

Karaman B, Bas F., Najafli A, Avci S, Al A. D. K, Toksoy G., Altunoglu U, Poyrazoglu S., Uyguner Z. 0., Darendeliler F.
F.,etal

HORMONE RESEARCH IN PAEDIATRICS, vol.91, pp.323, 2019 (SCI-Expanded)

Genotype-Phenotype Correlation and Clinical Findings in 145 Patients with Congenital Adrenal
Hyperplasia: Single Centre Experience

Cilsaat G., Toksoy G., Bas F., Karaman B., Poyrazoglu §., Uyguner 0., Basaran S., Altinoglu U, Darendeliler F. F.
HORMONE RESEARCH IN PAEDIATRICS, vol.91, pp.282, 2019 (SCI-Expanded)

The Clinical Features and Effect of Growth Hormone Treatment in 3-M Syndrome Cases with Severe
Growth Retardation

Ozturk A. P., Altunoglu U,, Ozturan E. K,, Toksoy G., Poyrazoglu S., Bas F., Uyguner 0., Darendeliler F. F.

HORMONE RESEARCH IN PAEDIATRICS, vol.91, pp.452, 2019 (SCI-Expanded)

Mutation spectrum of 260 dystrophinopathy patients from Turkey and important highlights for
genetic counseling

Toksoy G., Durmus H., Aghayev A, Bagirova G., Rustemoglu B. S, Basaran S, Avci S., Karaman B., Parman Y.,
Altunoglu U, et al.

NEUROMUSCULAR DISORDERS, no.8, pp.601-613, 2019 (SCI-Expanded)

Utilization of neurosonography for evaluation of the corpus callosum malformations in the era of
fetal magnetic resonance imaging.

Turkyilmaz G., Sarac Sivrikoz T., Erturk E., Ozcan N., Tath B., Karaman B., Toksoy G., Kalelioglu 1. H.,, Has R., Yuksel A.
The journal of obstetrics and gynaecology research, vol.45, no.8, pp.1472-1478, 2019 (SCI-Expanded)

Mutation spectrum and pivotal features for differential diagnosis of Mucopolysaccharidosis IVA
patients with severe and attenuated phenotype

TUYSUZ B., ULUDAG ALKAYA D., Toksoy G., Gunes N,, Yildirim T., Bayhan I. A, Uyguner Z. O.

GENE, vol.704, pp.59-67, 2019 (SCI-Expanded)

NORMAL KARYOTIPLi PATOLOJiK ULTRASON BULGUSU OLAN FETUSLARDA MLPA (MULTIPLEX
LIGATION-DEPENDENT PROBE AMPLiFiCATiON) UYGULAMALARI

TOKSOY G., KARAMAN B, UYGUNER Z. 0., YILMAZ K., HAS R., KAYSERILi H.,, MINY P., BASARAN S.

Istanbul Tip Dergisi, vol.82, no.1, pp.2-3, 2019 (SCI-Expanded)

Precocious or early puberty in patients with combined pituitary hormone deficiency due to POU1F1
gene mutation: case report and review of possible mechanisms.

Bas F., Abali Z. Y., Toksoy G., Poyrazoglu S., Bundak R, Gulec C., Uyguner Z. O., Darendeliler F. F.

Hormones (Athens, Greece), vol.17, no.4, pp.581-588, 2018 (SCI-Expanded)

Pallister-Killian syndrome: clinical, cytogenetic and molecular findings in 15 cases

Karaman B., Kayserili H., Ghanbari A., Uyguner Z. 0., Toksoy G., Altunoglu U,, Basaran S.

MOLECULAR CYTOGENETICS, vol.11, 2018 (SCI-Expanded)

A Rare Cause of Congenital Adrenal Hyperplasia: Clinical and Genetic Findings and Follow-up
Characteristics of Six Patients with 17-Hydroxylase Deficiency Including Two Novel Mutations
Kardelen A. D., Toksoy G., Bas F., Abali Z. Y., Gencay G., Poyrazoglu S., Bundak R., Altunoglu U, Avci S., Najafli A, et al.
Journal of clinical research in pediatric endocrinology, vol.10, no.3, pp.206-215, 2018 (SCI-Expanded)
Prevalence, clinical characteristics and long-term outcomes of classical 11 B-hydroxylase deficiency
(11BOHD) in Turkish population and novel mutations in CYP11B1 gene.

Bas F., Toksoy G., Ergun-Longmire B., Uyguner Z. 0., Abali Z., Poyrazoglu $., Karaman V., Avc $., Altunoglu U,
Bundak R, et al.

The Journal of steroid biochemistry and molecular biology, vol.181, pp.88-97, 2018 (SCI-Expanded)

Evaluation of Three Patients with 46,XY Gonadal Dysgenesis due to Desert Hedgehog Gene Mutations
Poyrazoglu S., Aghayev A, Toksoy G., Karaman B., Avci S., Kardelen A. A. D., Ozturan E. K, Altunoglu U, Bas F,,
Basaran S, et al.

HORMONE RESEARCH IN PAEDIATRICS, vol.90, pp.558-559, 2018 (SCI-Expanded)

PROKR2 Mutations in Patients With Growth Hormone Deficiency and Multiple Pituitary Hormone
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Najafli A, Bas F., Karaman B., Kardelen Al A. D,, Toksoy G., Poyrazoglu S., Uyguner 0., Avci S., Altunoglu U,, Ozturan
E.K, et al

HORMONE RESEARCH IN PAEDIATRICS, vol.90, pp.500, 2018 (SCI-Expanded)

Evaluation of Genetic Etiology in Patients with 46,XY Disorders of Sex Development: One Center
Experience

Aghayev A, Toksoy G., Poyrazoglu S., Karaman B,, Avci S,, Yildiz M., Abali Z. Y., Altunoglu U,, Bas F., Darendeliler F.,
etal.

HORMONE RESEARCH IN PAEDIATRICS, vol.90, pp.542, 2018 (SCI-Expanded)

Copy-Number Variations of the Human Olfactory Receptor Gene Family in Patients with Macromastia
and Prepubertal Gynecomastia

Bas F., Karaman B,, Kardelen A. A. D., Heidargholizadeh S., Najafli A,, Toksoy G., Poyrazoglu S,, Yildiz M., Uyguner O,,
Basaran S,, et al.

HORMONE RESEARCH IN PAEDIATRICS, vol.90, pp.560, 2018 (SCI-Expanded)

Clinical, Laboratory and Molecular Genetic Findings of Patients with 17 beta-Hydroxysteroid
Dehydrogenase 3 Deficiency

Poyrazoglu S., Toksoy G., Aghayev A,, Karaman B,, Avci S, Altunoglu U,, Kardelen A. A. D, Ozturan E. K, Bas F,,
Basaran S,, et al.

HORMONE RESEARCH IN PAEDIATRICS, vol.90, pp.562, 2018 (SCI-Expanded)

Homozygous, and compound heterozygous mutation in 3 Turkish family with Jervell and Lange-
Nielsen syndrome: case reports

Uysal F., Turkgenc B., Toksoy G., Bostan O. M,, Evke E., Uyguner 0., Yakicier C., Kayserili H,, Cil E,, Temel S. G.

BMC MEDICAL GENETICS, vol.18, 2017 (SCI-Expanded)

PRIMARY COENZYME Q10 DEFICIENCY-6 (COQ10D6): CASE REPORT

Yildirim Z. Y., Nayir A, Uyguner 0., Toksoy G., Yavuz S., Altunoglu U,, Turkkan O. N., Sevinc B., Gokcay G. F., Gunes D.
K, etal

PEDIATRIC NEPHROLOGY, vol.32, no.9, pp.1763, 2017 (SCI-Expanded)

The Application of array CGH for Monogenic Disorders; Clinical and Molecular Cytogenetic
Characterization of Twenty Patients

Karaman B, Kayserili H., Najafli A., Altunoglu U., Kumbasar G., Avci S., Heidargholizadeh S., Uyguner Z. O., Satkin B.
N, Toksoy G., et al.

MOLECULAR CYTOGENETICS, vol.10, 2017 (SCI-Expanded)

Cleidocranial dysplasia: Clinical, endocrinologic and molecular findings in 15 patients from 11
families.

Dingsoy B., DINCKAN N., GUVEN Y., BAS F., ALTUNOGLU U.,, KUVVETLI S, Poyrazoglu S., TOKSOY G., KAYSERILI H.,
UYGUNER Z. O.

European journal of medical genetics, vol.60, pp.163-168, 2017 (SCI-Expanded)

A RARE CAUSE OF CONGENITAL ADRENAL HYPERPLASIA: CLINICAL AND GENETIC FINDINGS AND
FOLLOW-UP OF SIX PATIENTS WITH 17 HYDROXYLASE DEFICIENCY

Kardelen A. D., Bas F,, Toksoy G., Poyrazoglu S., Bundak R., Altunoglu U,, Najafli A., Uyguner O., Darendeliler F. F.
HORMONE RESEARCH IN PAEDIATRICS, vol.88, pp.429-430, 2017 (SCI-Expanded)

Holt-Oram syndrome because of the novel TBX5 mutation c.481A&amp;gt;C.

Kocak E., ALTUNOGLU U., Toksoy G., KAYSERILI H.

Clinical dysmorphology, vol.25, pp.192-4, 2016 (SCI-Expanded)

Molecular analysis of PROP1, POU1F1, LHX3, and HESX1 in Turkish patients with combined pituitary
hormone deficiency: a multicenter study.

Bas F., Uyguner Z. 0., Darendeliler F., Aycan Z., Cetinkaya E., Berberoglu M,, Siklar Z., Ocal G., DARCAN §., Goksen D.,
etal.

Endocrine, vol.49, no.2, pp.479-91, 2015 (SCI-Expanded)

A new hereditary congenital facial palsy case supports arg5 in HOX-DNA binding domain as possible

hot spot for mutations.



LIV.

LV.

LVL

LVIL

LVIIL

LIX.

LX.

LXIL

LXIL

LXIIL

LXIV.

LXV.

LXVI.

Uyguner Z. 0., Toksoy G., Altunoglu U,, Ozgur H., Basaran S., Kayserili H.

European journal of medical genetics, vol.58, pp.358-63, 2015 (SCI-Expanded)

Idiopathic angioedema with F12 mutation: is it a new entity?

Gelincik A, Demir S., Olgac M., Karaman V., Toksoy G., Colakoglu B., Buyukozturk S., Uyguner Z. O.

Annals of allergy, asthma &amp; immunology : official publication of the American College of Allergy, Asthma,
&amp; Immunology, vol.114, no.2, pp.154-6, 2015 (SCI-Expanded)

Prevalence of X-aneuploidies, X-structural abnormalities and 46, XY sex reversal in Turkish women
with primary amenorrhea or premature ovarian insufficiency

GECKINLI B. B, GECKINLI B. B.,, TOKSOY G., Toksoy G., SAYAR C., SAYAR C., SOYLEMEZ M. A, SOYLEMEZ M. A, YESIL
G., YESIL G., et al.

EUROPEAN JOURNAL OF OBSTETRICS & GYNECOLOGY AND REPRODUCTIVE BIOLOGY, vol.182, pp.211-215, 2014
(SCI-Expanded)

Skull Defects, Alopecia, Hypertelorism, and Notched Alae Nasi Caused by Homozygous ALX4 Gene
Mutation

Kariminejad A, Bozorgmehr B,, Alizadeh H., Ghaderi-Sohi S., Toksoy G., Uyguner Z. 0., Kayserili H.

AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.164, no.5, pp.1322-1327, 2014 (SCI-Expanded)

Novel indel Mutation in the GDF5 Gene Is Associated with Brachydactyly Type C in a Four-
Generation Turkish Family.

UYGUNER Z. 0., KOCAOGLU M., TOKSOY G., Basaran S., KAYSERILI H.

Molecular syndromology, vol.5, pp.81-6, 2014 (SCI-Expanded)

Familial Microdeletion of 3 Mb at 22q11.2 With Unusual Phenotype

Toksoy G., Satkin B. N,, Kayserili H., Karaman B., Basaran S.

CHROMOSOME RESEARCH, vol.21, 2013 (SCI-Expanded)
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7th European Cytogenetics Conference, Stockholm, Sweden, 4 - 07 July 2009, vol.17, pp.195-196

Moebius sendromu ile 13q11.2-q13.3 kromozomal bélgesi iliskisinin delesyon haritalamasi1 yéntemi
ile incelenmesi

Uziimcii A, Toksoy G., Candan $., Uyguner Z. 0., Karaman B, Eris H., Tath B., Kayserili H., Geckinli B., Yiiksel Apak M.,
etal.

8. uluslararasi katilimli Ulusal Genetik Kongresi, 2008, Canakkale, Turkey, 6 - 09 May 2008, vol.1, no.1, pp.198
Unusual prenatal case with multiple marker chromosomes

Toksoy G., Turkover B, Sayar C., Soylemez M. A, Yardimci T., Tarhan N., Cesur S., Uludogan M.

6th European Cytogenetics Conference, istanbul, Turkey, 7 - 10 July 2007, vol.15, pp.127

The proportion of various types of chromosome anomalies detected in amniotic fluid samples; The
results of a series with 17655 cases

Basaran B., Toksoy G., Karaman B., Aytan M., Engur A., Kalelioglu H. I, Has R, Ermis H., Aydinli K,, Yuksel A.

6th European Cytogenetics Conference, istanbul, Turkey, 7 - 10 July 2007, vol.15, pp.254-255

Case presentation: the pregnancy of a Down syndrome mother

YARDIMCI T., TURKOVER B,, SAYAR C,, Toksoy G., ULUDOGAN M, TANDOGAN B.

6th European Cytogenetics Conference, Iistanbul, Turkey, 7 - 10 July 2007, vol.15, pp.126

A prenatal case of a 46,XX[44]/48,XX,+2XMAR[11].ish(D14Z1/D22Z1+,WCP+)mat karyotype, with
marker chromosome effects on the phenotypes in three generations

Sayar S., Toksoy G., Turkover B., Yardimci T., Sahinoglu Z.

6th European Cytogenetics Conference, Istanbul, Turkey, 7 - 10 July 2007, vol.15, pp.122

Biyokimyasal Tarama Testlerinde Amniyotik Sivida Saptanan Kromozom Anomalileri

Aytan M., Engiir A, Ozkan K., Toksoy G., Dehgan T., Basaran S.

VIL Ulusal Tibbi Genetik Kongresi. 2006, Kayseri, Turkey, 17 - 20 May 2006, vol.1, no.1, pp.134
45,X[9]/46,X,idic(Y)(q11.2)[36] Karyotipine Sahip Bir Olgu

Sayar C., Toksoy G., SOylemez M. A., Berkil H., Yilmaz K., Tiirkover B.

VIL Ulusal Tibbi Genetik Kongresi, Kayseri, Turkey, 17 - 20 May 2006, pp.72

Dogal ve ICSIgebelik kayiplarinda kromozom anomalileri
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Toksoy G., Engiir A, Kirgiz M., Ozkan K., Dehgan T., Basaran S.

VIL Ulusal Tibbi Genetik Kongresi, Kayseri, Turkey, 17 - 20 May 2006, pp.77

A new syndrome? A case report with short broad terminal phalanges

Soylemez M. A, Sayar C., Tirkover B. B, Toksoy G., Yardimcl T., Giray A.

European Human Genetics Conference, 2006, Amsterdam, Netherlands, 6 - 09 May 2006, vol.14, no.1, pp.156
A case of intrachromosomal insertion on chromosome 7 involving five breakpoints.

Toksoy G., Tiirkdver B. B,, Sayar C., S6ylemez M. A, Yardimc1 T,, Giray A.

European Human Genetics Conference, 2006, Amsterdam, Netherlands, 6 - 09 May 2006, vol.14, no.1, pp.179
A case of intrachromosomal insertion on chromosome 7 involving five breakpoints

TOKSOY G., TURKOVER B,, Sayar C., SOYLEMEZ M. A, YARDIMCI T., GIRAY A.

Eurpean Human Genetics Conference 2006, Amsterdam, Netherlands, 6 - 09 May 2006, vol.14

Fetal kromozom analizlerinde saptanan marker kromozomlar

Karaman B., Aytan M., Yilmaz K., Toksoy G., Onal E. P,, Kayserili Karabay H., Yiiksel Apak M., Bagaran S.

Fetal Tip Prenatal Tani Kongresi Maternal Fetal Tip ve Perinatoloji Dernegi Fetal tip Prenatal Calisma Grubu, Fetal
Tip Prenatal Tan1 2005 Kongresi, Antalya, Turkey, 30 April - 02 May 2005, vol.1, no.1, pp.109

Fetal Kromozom Anomalilerinin Siniflandirilmasi;6926 Amniyotik Sivi Ornegi Sonuglar:

Toksoy G., Engiir A, Aytan M., Ghanbari A., Ozkan K, Dehgan T., Cenani A., Bagaran S.

VI. Ulusal prenatal Tani ve Tibbi Genetik Kongresi- 2004, Antalya, Turkey, 21 - 24 April 2004, vol.1, no.1, pp.74
6926 Amniyotik Siv1 Ornegi Sitogenetik Sonuglar:

Toksoy G., Engiir A., Aytan M., Ghanberi A., Ozkan K, Dehgan T., Cenani A., Bagaran S.

. VL. Ulusal Tibbi Genetik Kongresi, Antalya, Turkey, 21 - 24 April 2004, pp.25

“Fetal Karyotip analizinde saptanan marker kromozomlarin aydinlatilmasi: 20 olgunluk seri
sonuglar1”

Karaman B., Ghanbari A, Engiir A, Aytan M,, Yilmaz K, Toksoy G., Kayserili Karabay H., Yiiksel Apak M., Bagsaran S.
V. Ulusal Prenatal Tani ve Tibbi Genetik Kongresi, 2002 , Konya, Turkey, 9 - 12 October 2002, vol.1, no.1, pp.3
A case report: Amyoplasia "Classical artrogryposis”

Yardimal T., Sayar C., Toksoy G., Sarak K,, Alkanat F., Sen A.

V. Ulusal Tibbi Genetik Kongresi, Konya, Turkey, 9 - 12 October 2002, vol.1, no.1, pp.9
Okulo-Aurikulo-Vertebral Spektrum’ a Uyan Bir Olgu

Tiikover B., Toksoy G., Sayar C.

IV.Ulusal Prenatal Tan1 ve Genetik Kongresi, 2000, izmir, Turkey, 3 - 06 May 2000, vol.1, no.1, pp.145
Identification of de novo structural chromosome abnormalities using “Chromoprobe Multiprobe”
slide technique,”

Toksoy G., Aytan M., Kili¢ G., Karaman B., Basaran S., Yiiksel Apak M.

Second European Cytogenetics Conference, 1999, Vienna, Austria, 3 - 09 June 1999, vol.1, no.1, pp.159
Zeynep Kamil Hastanesi ilk Y1l Kromozom Analiz Sonuglari

Toksoy G., Uludogan M., Ozden S., Kuyumcuoglu U, Cantekin D., Bagaran S.

3. Ulusal Prenatal Tani ve Tibbi Genetik Kongresi- 1998 , Mugla, Turkey, 26 - 30 April 1998, vol.1, no.1, pp.111
De Novo Kromozom Anomalilerinin Tanisinda Yeni Bir Sistem “Chromoprobe Multiprobe”

Kili¢ G., Karaman B., Basaran S., Toksoy G., Hacthanefioglu S., Yiiksel Apak M.

3. Ulusal Prenatal Tan1 ve Tibbi Genetik Kongresi, 1998, Mugla, Turkey, 26 - 30 April 1998, vol.1, no.1, pp.116
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UYGUNER Z. 0., TOKSOY G., YAVAS ABALI Z,, Project Supported by Higher Education Institutions, Coklu hipofiz hormon

eksikligi olan olgularda Yeni Nesil Dizileme Tekniklerinin molekiiler patolojinin aydinlatiimasina katkisi ve genotip fenotip

iliskisinin arastirilmasi, 2022 - Continues
DARENDELILER F. F., BAS F., ASLANGER A. D., KARAMAN V., TOKSOY G., YESIL SAYIN G., KARAMAN B., 0ZTURK A. P.,
Project Supported by Higher Education Institutions, Biiylimede Yakalama Yapamayan Gestasyon Yasma Gore Diisiik

Dogum Agirlikh (SGA) Cocuklarda Boy Kisaligi Etiyolojisinin Arastirilmasi, 2022 - Continues



TOKSOY G., DEMIR K., TUNA INCE E. B,, Project Supported by Higher Education Institutions, Osteogenezis imperfekta
Olgularinda Agiz Dis Saghg Bulgular1 ve Genotip Iliskisinin Arastirilmasi, 2022 - Continues

YESIL SAYIN G., GULEG C., ASLANGER A. D., SALMAN S. B, DURMAZ D., TOKSOY G., AVCI F., Project Supported by Higher
Education Institutions, Tibbi Genetik Anabilim Dalinda Degerlendirilen Olgularin Retrospektif Analizi, 2021 - Continues
ASLANGER A. D., GEDIKBASI A., YESIL SAYIN G., TOKSOY G., UYGUNER Z. 0., YAVUZ B. T., KINA B. G., Project Supported by
Higher Education Institutions, Fenilketoniiri, Fruktoz 1-6bifosfataz eksikligi, Herediter Fruktoz intoleransi, Galaktozemi,
Krabbe ve Propiyonik Asidemi hastaligina sahip olgularda biiyiik delesyon ve duplikasyon tipi mutasyonlarinin
dislanmasi, 2021 - Continues

BAYRAK A. E.,, ASLANGER A. D., DINDAR A, TOPALOGLU P., YESIL SAYIN G., TOKSOY G., SiRiN INAN N. G., BEBEK N.,
BAYKAL B,, BILGE A. K, et al, Project Supported by Higher Education Institutions, Yeni Nesil Dizileme Teknigi fle Ani
Oliim Riski Yiiksek Olan Néro-Kardiyolojik Kanalopatilerin Molekiiler Patogenezinin Arastirilmasi, 2021 - Continues
Uyguner Z. 0., Karakas Z., Yesil Sayin G., Bayrak A. E., Eryilmaz C. C., Tanyildiz H. G., Uniivar A., Tugcu D., Sahin §., Yilmaz Y.,
et al, Project Supported by Higher Education Institutions, Hemofilide Gen Mutasyon Spekturumu ve Klinikle iliskisi, 2023
-2025

Bayrak A. E., Toksoy G., Yiicel E,, Yesil Saym G., Aslanger A. D., Karacan A., Research Project of the Presidency of Turkey
Health Institutes (TUSEB), Mikobakteriyel Enfeksiyona Mendeliyen Yatkinhgin Genetik Etiyolojisi ve {lgili Gen
Varyantlarinin immiinopatogenezdeki Rollerinin Belirlenmesi, 2023 - 2025

Sentiirk H., Bayrak A. E,, Karaman B,, Toksoy G., Kalayci T., Selcuk B. S., Sarag Sivrikoz T., Research Project of the
Presidency of Turkey Health Institutes (TUSEB), Fetal Kardiyak Anomalilerin Genetik Etiyolojisinin Yeni Nesil Dizileme
Yontemi Ile Arastirilmasi, 2023 - 2025

KARAMAN B., TOKSOY G., NAJAFLI A, Project Supported by Higher Education Institutions, Boy Kisaliginin Genetik
Etiyolojisinin Arastirilmasi, 2017 - 2018

UYGUNER Z. 0., AGHAYEV A,, TOKSOY G., Project Supported by Higher Education Institutions, Cinsiyet Gelisim
Bozukluklar ile iliskili Genlerin Yeni Nesil Dizileme Teknigi Ile Arastirilmasi, 2017 - 2018

UYGUNER Z. 0., TEPGEC F., TOKSOY G., TOKSOY G., Project Supported by Higher Education Institutions, Parkinson
Hastalig Ile iliskili Bilinen Genlerin Hedefli Gen Paneli Ve Yeni Genlerin Tiim Ekzom Analizleri ile Aragtirilmasi, 2016 -
2018

UYGUNER Z. 0., SEVINC B., TOKSOY G., Project Supported by Higher Education Institutions, Subkortikal Enfarkt ve
Lokoensefalopati ile giden Serebral Arteriyopati CADASILCARASIL hastaligi ile iligkili NOTCH3 ve HTRA1 gen
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KARAMAN B, BASARAN S., UYGUNER Z. 0., ALTUNOGLU U., AVCI ., TOKSOY G., KAYSERILI H.,, HEIDARGHOLIZADEH S.,
KUMBASAR G., SATKIN B. N,, et al,, Project Supported by Higher Education Institutions, The Application of array CGH for
Monogenic Disorders Clinical and Molecular Cytogenetic Characterizations of Twenty Patients, 2017 - 2017

TUYSUZ B., ULUDAG ALKAYA D., GUNES N., TOKSOY G., UYGUNER Z. 0., Project Supported by Higher Education
Institutions, Clinical and molecular findings in Turkish patients with MPS IV, 2017 - 2017

TOKSOY G., BAGIROVA G., ALTUNOGLU U., PARMAN F. Y., UYGUNER Z. 0., OFLAZER Z. P., AVCI $., YAPICI Z,, AGHAYEV A,
DURMUS TEKCE H., et al,, Project Supported by Higher Education Institutions, 32 novel pathogenic sequence variants in
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UYGUNER Z. 0., AGHAYEV A, TOKSOY G., CELKAN T. T., TUYSUZ B., BASARAN S., ULUDAG ALKAYA D., Project Supported
by Higher Education Institutions, Tiirkiye'den 11 Fanconi anemili olguda iligkili genlerde mutasyonlarin arastirilmasi,
2017 - 2017

UYGUNER Z. 0., TOKSOY G., Project Supported by Higher Education Institutions, RADIYAL ISIN DEFEKTLERININ KLINIK
SINIFLANDIRMASI VE ETYOPATOGENEZININ ARASTIRILMAS]I, 2015 - 2016

UYGUNER Z. 0., TOKSOY G., Project Supported by Higher Education Institutions, Fankoni Anemili olgularda iligkili
genlerin yeni nesil dizileme teknolojisi ile taranmasi ve mutasyonlarin saptanmasi, 2015 - 2016

ORAL E, KARAMAN B., BASARAN S., UYGUNER Z. 0., TOKSOY G., SOFIYEVA N., Project Supported by Higher Education
Institutions, Prematiir Ovaryan Yetmezliginde Genetik Etiyoloji, 2013 - 2016

Kayserili Karabay H., Toksoy G., Uyguner Z. 0., Karaman B., FP1 Project, Kraniofasiyal Malformasyonlara Klinik ve
Genetik Yaklasim II, 2012 - 2016

TOKSOY G., Project Supported by Higher Education Institutions, Familial microdeletion of 3 Mb at 22q11.2 with unusual
phenotype, 2013 - 2013



TOKSOY G., Project Supported by Higher Education Institutions, FETAL KROMOZOM ANOMALILERININ TANISINDA
MULTIPLEX LIGATION-DEPENDENT PROBE AMPLIFICATION TEKNIGININ ETKINLIGININ ARASTIRILMASI, 2012 - 2012
TOKSOY G., EU Framework Program Project, Kraniyofasiyel Malformasyonlara Klinik ve Bilimsel Yaklasim, 2009 - 2012
BASARAN S., TOKSOY G., Project Supported by Higher Education Institutions, 13. Kromozomun q12.2-q13 Boélgesinin
Moebius Sendromu ile Olan {liskisinin Arastirilmasi, 2007 - 2011

Memberships / Tasks in Scientific Organizations

Tibbi Genetik Dernegi, Member, 1999 - Continues

Scientific Refereeing

GAZi MEDICAL JOURNAL, National Scientific Refreed Journal, October 2020

Experimed, Other Journals, July 2020

TUBITAK Project, 1512 - Progressive Support Program for Entrepreneurship, Osman Tiirkyillmaz, Turkey, April 2017
TUBITAK Project, 1511 - TUBITAK Priority Fields Research Technology Development and Innovation PDP, MEDSANTEK
LAB MALZ. SAN TiC LTD. STi,, Turkey, July 2014

TUBITAK Project, December 2013

Metrics

Publication: 210
Citation (WoS): 309
Citation (Scopus): 377
H-Index (WoS): 10
H-Index (Scopus): 12

Congress and Symposium Activities

13. “Uluslararasi Katihmh” Ulusal Tibbi Genetik Kongresi, Invited Speaker, Antalya, Turkey, 2018

Kisisellestirilmis Tip ve Molekiiler Tan1 Sempozyumu ve Biyoinformatik Analizlerin Simiilasyon Kursu , Invited Speaker,
istanbul, Turkey, 2018

Erciyes Medical Genetic Days, Invited Speaker, Kayseri, Turkey, 2018

Ion World Tour, Next Generation Sequencing, Attendee, Moskva, Russia, 2015

Non Academic Experience

ISTANBUL ZEYNEP KAMIL KADIN VE COCUK HASTALIKLARI EGITIM VE ARASTIRMA HASTANESI

Other Public Institution, Zeynep Kamil Eah, Sitogenetik Laboratuvari

University, University Children's Hospital of Basel, Medical Genetics

Business Organization (private), Bioscientia Institute for Medical Diagnostics GmbH Ingelheim-Almanya, Genetics
Bioscientia Institute- Aristogen Genetik Tan1 Merkezi _ Ingelheim-Almanya

Basel Universite Cocuk Hastanesi - Basel-isvicre

ISTANBUL ZEYNEP KAMIL KADIN VE COCUK HASTALIKLARI EGITIM VE ARASTIRMA HASTANESI

Other Public Institution, Saglik Bakanlig1 Hastaneleri
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