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CHD7 mutations in patients with anosmic or normosmic idiopathic hypogonadotropic hypogonadism
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CONGENITAL ADRENAL HYPERPLASIA IN CYP21A2 GENE: CASE PRESENTATION
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HORMONE RESEARCH IN PAEDIATRICS, vol.88, pp.432, 2017 (SCI-Expanded)
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Mengen E., KOTAN L. D., YUKSEL B,, TOPALOGLU A. K.

HORMONE RESEARCH IN PAEDIATRICS, vol.88, pp.370, 2017 (SCI-Expanded)

THE EFFECT OF RECOMBINANT GROWTH HORMONE TREATMENT ON INTRAOCULAR PRESSURE IN
CHILDREN WITH GROWTH HORMONE DEFICIENCY

GURBUZ F., ERDEM E.,, Mengen E., Simdivar G., YAGMUR M,, Ersoz R, TOPALOGLU A. K., YUKSEL B.

HORMONE RESEARCH IN PAEDIATRICS, vol.88, pp.293, 2017 (SCI-Expanded)

A NOVEL FRAMESHIFT MUTATION IN ESCO2 GENE CAUSE ROBERTS SYNDROME: CASE
PRESENTATION

Mengen E,, KOTAN L. D., TOPALOGLU A. K, YOKSEL B.

HORMONE RESEARCH IN PAEDIATRICS, vol.88, pp.381, 2017 (SCI-Expanded)
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Mengen E.,, KOTAN L. D., TOPALOGLU A. K, YOKSEL B.

HORMONE RESEARCH IN PAEDIATRICS, vol.88, pp.431-432, 2017 (SCI-Expanded)

A RARE CAUSE OF CONGENITAL ADRENAL HYPERPLASIA: CONGENITAL LIPOID ADRENAL
HYPERPLASIA

GURBUZ F., TURAN i, TOPALOGLU A. K., YUKSEL B.

HORMONE RESEARCH IN PAEDIATRICS, vol.88, pp.566, 2017 (SCI-Expanded)

Wolcott-Rallison Syndrome with Novel EIF2AK3 Gene Mutation.

Giirbiiz F., Yiiksel B, Topaloglu A. K.

Journal of clinical research in pediatric endocrinology, vol.8, pp.496-497, 2016 (SCI-Expanded)
Crouzonodermoskeletal Syndrome with Hypoplasia of Corpus Callosum and Inferior Vermis.
Giirbiiz F., CEYLANER S,, Topaloglu A. K, Yiiksel B.

Journal of clinical research in pediatric endocrinology, vol.8, pp.373-4, 2016 (SCI-Expanded)

Sertoli cell only syndrome with ambiguous genitalia.

Gurbuz F., CEYLANER S,, Erdogan S., Topaloglu A. K,, Yuksel B.

Journal of pediatric endocrinology &amp; metabolism : JPEM, vol.29, pp.849-52, 2016 (SCI-Expanded)
Idiopathic Hypogonadotropic Hypogonadism Caused by Inactivating Mutations in SRA1.

Kotan L. D., COOPER C., DARCAN ., CARR I, OZEN S, YAN Y., HAMEDANI M,, Giirbiiz F., MENGEN E., TURAN I, et al.
Journal of clinical research in pediatric endocrinology, vol.8, pp.125-34, 2016 (SCI-Expanded)

CCDC141 Mutation Identified in Anosmic Hypogonadotropic Hypogonadism (Kallmann Syndrome)
Alters GnRH Neuronal Migration.

HUTCHINS B., Kotan L. D, TAYLOR-BURDS C., OZKAN Y., CHENG P., Gurbuz F., TIONG ], MENGEN E,, Yuksel B,,
Topaloglu A. K, etal.

Endocrinology, vol.157, pp.1956-66, 2016 (SCI-Expanded)

Anthropometric findings from birth to adulthood and their relation with karyotpye distribution in
Turkish girls with Turner syndrome.

SARI E,, BEREKET A, YESILKAYA E., BAS F., BUNDAK R, AYDIN B, DARCAN S., DUNDAR B., BUYUKINAN M., KARA
C.,etal

American journal of medical genetics. Part A, pp.942-8, 2016 (SCI-Expanded)

Coexistence of Kabuki Syndrome and Autoimmune Thyroiditis.

Giirbiiz F., Ozalp Y., CEYLANER S., Topaloglu A. K., Yiiksel B.

Journal of clinical research in pediatric endocrinology, vol.8, pp.105-6, 2016 (SCI-Expanded)

A Novel Glucokinase Gen Mutation: Mody Type-2 Case

Yilmaz A. A, Elmaogullari S., Demirel F., Tayfun M., Ucakturk S. A., Gurbuz F,, TOPALOGLU A. K.

HORMONE RESEARCH IN PAEDIATRICS, vol.86, pp.247, 2016 (SCI-Expanded)

Effects of methylphenidate on appetite and growth in children diagnosed with attention deficit and
hyperactivity disorder
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GURBUZ F., GURBUZ B. B,, CELIK G. G., Yildirim V., UCAKTURK S. A.,, SEYDAOGLU G., UCAKTURK E. M., TOPALOGLU A.
K, YOKSEL B.

JOURNAL OF PEDIATRIC ENDOCRINOLOGY & METABOLISM, vol.29, no.1, pp.85-92, 2016 (SCI-Expanded)
Complete idiopathic hypogonadotropic hypogonadism due to homozygous GNRH1 mutations in the
mutational hot spots in the region encoding the decapeptide

MENGEN E., TUNC S., KOTAN L. D., NALBANTOGLU 0., Demir K., GORBUZ F., TURAN 1, SEKER G., YUKSEL B.,
TOPALOGLU A. K.

Hormone Research in Paediatrics, vol.85, no.2, pp.107-111, 2016 (SCI-Expanded)

Kallmann Syndrome Due to a Homozygous Missense ¢.217C > T (p.R73C) Mutation Detected in the
Exon-2 of the PROK2 Gene

Ozturk M. N,, Demirbilek H.,, KOTAN L. D, Baysal B, Ocal M,, TOPALOGLU A. K.

HORMONE RESEARCH IN PAEDIATRICS, vol.86, pp.431-432, 2016 (SCI-Expanded)

Genetics of Hypogonadotropic Hypogonadism

TOPALOGLU A. K, KOTAN L. D.

PUBERTY FROM BENCH TO CLINIC: LESSONS FOR CLINICAL MANAGEMENT OF PUBERTAL DISORDERS, vol.29,
pp-36-49, 2016 (SCI-Expanded)

Genotypic and phenotypic features of the cystinosis patients from the South Eastern part of Turkey.
Onenli-Mungan N., KOR D., KARABAY-BAYAZIT A., CENGIZ N., YAVUZ S, NOYAN A, CEYLANER G., SEKER-YILMAZ B.,
TOPALOGLU A. K, Yuksel B,, et al.

The Turkish journal of pediatrics, vol.58, pp.362-370, 2016 (SCI-Expanded)

Growth curves for Turkish Girls with Turner Syndrome: Results of the Turkish Turner Syndrome
Study Group

Darendeliler F., Yesilkaya E., BEREKET A, Bas F., Bundak R,, Sari E,, Aydin B. K, DARCAN §., Dundar B., Buyukinan
M, etal.

JOURNAL OF CLINICAL RESEARCH IN PEDIATRIC ENDOCRINOLOGY, vol.7, no.3, pp.183-191, 2015 (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. O, Darendeliler F., Aycan Z., Cetinkaya E., BERBEROGLU M., SIKLAR Z,, Ocal G., DARCAN §S.,
Goksen D,, et al.

ENDOCRINE, vol.49, no.2, pp.479-491, 2015 (SCI-Expanded)

Normosmic idiopathic hypogonadotropic hypogonadism due to a novel homozygous nonsense
c.C969A (p.Y323X) mutation in the KISS1R gene in three unrelated families

Demirbilek H., Ozbek M. N., Demir K., KOTAN L. D., Cesur Y., Dogan M., Temiz F., Mengen E., GUORBUZ F., YUKSEL B,,
etal

CLINICAL ENDOCRINOLOGY, vol.82, no.3, pp.429-438, 2015 (SCI-Expanded)

Turner Syndrome and Associated Problems in Turkish Children: A Multicenter Study

Yesilkaya E., BEREKET A., Darendeliler F., Bas F., Poyrazoglu S., Aydin B. K., DARCAN $., Dundar B., Buyukinan M,,
Kara C,, et al.

JOURNAL OF CLINICAL RESEARCH IN PEDIATRIC ENDOCRINOLOGY, vol.7, no.1, pp.27-36, 2015 (SCI-Expanded)
MCM9 Mutations Are Associated with Ovarian Failure, Short Stature, and Chromosomal Instability
Wood-Trageser M. A, GURBUZ F., Yatsenko S. A, Jeffries E. P., Kotan L. D., Surti U,, Ketterer D. M., Matic ]., Chipkin J.,
Jiang H., et al.

AMERICAN JOURNAL OF HUMAN GENETICS, vol.95, no.6, pp.754-762, 2014 (SCI-Expanded)

Loss-of-Function Mutations in PNPLA6 Encoding Neuropathy Target Esterase Underlie Pubertal
Failure and Neurological Deficits in Gordon Holmes Syndrome

Topaloglu A. K, Lomniczi A., Kretzschmar D., Dissen G. A, Kotan L. D., Mcardle C. A, Kog A. F., Hamel B. C,, Guclu M.,
Papatya E. D, et al.

JOURNAL OF CLINICAL ENDOCRINOLOGY & METABOLISM, vol.99, 2014 (SCI-Expanded)

Mutations in FEZF1 Cause Kallmann Syndrome

La Kotan L. D., Hutchins B. I, Ozkan Y., Demire F., Stoner H., Cheng P. ], Esen L, GURBUZ F., BICAKCI Y. K., Mengen E,,

etal



XLIL

XLIIL

XLIV.

XLV.

XLVI.

XLVIL

XLVIIL

XLIX.

LL

LIL

LIIL

AMERICAN JOURNAL OF HUMAN GENETICS, vol.95, no.3, pp.326-331, 2014 (SCI-Expanded)

Etiological Evaluation of Patients Presenting with Isolated Micropenis to an Academic Health Care
Center

Aslan T. B,, GURBUZ F., Temiz F., YUKSEL B., TOPALOGLU A. K.

INDIAN JOURNAL OF PEDIATRICS, vol.81, no.8, pp.775-779, 2014 (SCI-Expanded)

A rare variant in human fibroblast activation protein associated with ER stress, loss of enzymatic
function and loss of cell surface localisation

Osborne B, Yao T., Wang X. M., Chen Y., KOTAN L. D, Nadvi N. A, Herdem M., McCaughan G. W., Allen J. D, Yu D. M.
T., etal.

BIOCHIMICA ET BIOPHYSICA ACTA-PROTEINS AND PROTEOMICS, vol.1844, no.7, pp.1248-1259, 2014 (SCI-
Expanded)

Quantitation of fibroblast activation protein (FAP)-specific protease activity in mouse, baboon and
human fluids and organs

Keane F. M, Yao T, Seelk S, Gall M. G., Chowdhury S., Poplawski S. E, Lai J. H, Li Y., Wu W, Farrell P, et al.

FEBS OPEN BIO, vol.4, pp.43-54, 2014 (SCI-Expanded)

The Novel Mutation p.Trp147Arg of the Steroidogenic Acute Regulatory Protein Causes Classic
Lipoid Congenital Adrenal Hyperplasia with Adrenal Insufficiency and 46,XY Disorder of Sex
Development

YUKSEL B., Kulle A. E,, GURBUZ F., Welzel M,, Kotan D., Mengen E., Holterhus P., TOPALOGLU A. K., Groetzinger J.,
Riepe F. G.

HORMONE RESEARCH IN PAEDIATRICS, vol.80, no.3, pp.163-169, 2013 (SCI-Expanded)

Chromium levels in healthy and newly diagnosed type 1 diabetic children

Karagun B. S., Temiz F., Ozer G., YUKSEL B., TOPALOGLU A. K., Mungan N. 0., Mazman M., Karagun G. M.
PEDIATRICS INTERNATIONAL, vol.54, no.6, pp.780-785, 2012 (SCI-Expanded)

Relationship between metabolic control and neurocognitive functions in children diagnosed with
type I diabetes mellitus before and after 5 years of age

TOLU-KENDIR 0., KiRi§ N., TEMIZ F., GURBUZ F., Onenli-Mungan N., TOPALOGLU A. K., YUKSEL B.

TURKISH JOURNAL OF PEDIATRICS, vol.54, no.4, pp.352-361, 2012 (SCI-Expanded)

Inactivating KISS1 mutation and hypogonadotropic hypogonadism.

TOPALOGLU A. K, Tello J. A, KOTAN L. D., 0OZBEK M. B,, YILMAZ M., ERDOGAN §$., GURBUZ F., TEMIZ F., Millar R. P.,
YUKSEL B.

The New England journal of medicine, vol.366, no.7, pp.629-35, 2012 (SCI-Expanded)

Distribution of Gene Mutations Associated with Familial Normosmic Idiopathic Hypogonadotropic
Hypogonadism

GURBUZ F., KOTAN L. D., Mengen E., SIKLAR Z., BERBEROGLU M., Dokmetas S., Kilicli M. F., Guven A., KiREL B., Saka
N, etal.

JOURNAL OF CLINICAL RESEARCH IN PEDIATRIC ENDOCRINOLOGY, vol.4, no.3, pp.121-126, 2012 (SCI-Expanded)
Neurokinin B signalling in the human reproductive axis

TOPALOGLU A. K, Semple R. K.

MOLECULAR AND CELLULAR ENDOCRINOLOGY, vol.346, pp.57-64, 2011 (SCI-Expanded)

A homozygous recurring mutation in WISP3 causing progressive pseudorheumatoid arthropathy
Temiz F., Ozbek M. N,, Kotan D., Sangun 0., Mungan N. 0., YUKSEL B., TOPALOGLU A. K.

JOURNAL OF PEDIATRIC ENDOCRINOLOGY & METABOLISM, vol.24, pp.105-108, 2011 (SCI-Expanded)

Temtamy Preaxial Brachydactyly Syndrome Is Caused by Loss-of-Function Mutations in Chondroitin
Synthase 1, a Potential Target of BMP Signaling

LIY, LAUE K, TEMTAMY S., AGLAN M, KOTAN L. D,, YIGIT G., CANAN H.,, PAWLIK B, NUERNBERG G., WAKELING E.
L. etal

AMERICAN JOURNAL OF HUMAN GENETICS, vol.87, no.6, pp.757-767, 2010 (SCI-Expanded)

Neurokinin B signaling in puberty: Human and animal studies

Topaloglu A. K.

MOLECULAR AND CELLULAR ENDOCRINOLOGY, vol.324, pp.64-69, 2010 (SCI-Expanded)
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Molecular causes of hypogonadotropic hypogonadism

TOPALOGLU A. K, KOTAN L. D.

CURRENT OPINION IN OBSTETRICS & GYNECOLOGY, vol.22, no.4, pp.264-270, 2010 (SCI-Expanded)
Neurokinin B Signalling in Human Puberty

TOPALOGLU A. K, KOTAN L. D., YUKSEL B.

JOURNAL OF NEUROENDOCRINOLOGY, vol.22, no.7, pp.765-770, 2010 (SCI-Expanded)

Wolcott-Rallison syndrome due to the same mutation (W522X) in EIF2AK3 in two unrelated families
and review of the literature*

Ozbek M. N, Senee V., Aydemir S., Kotan L. D., Mungan N. 0., Yuksel B,, Julier C., TOPALOGLU A. K.

PEDIATRIC DIABETES, vol.11, no.4, pp.279-285, 2010 (SCI-Expanded)

The recent genetics of hypogonadotrophic hypogonadism - novel insights and new questions
Semple R. K., TOPALOGLU A. K.

CLINICAL ENDOCRINOLOGY, vol.72, no.4, pp.427-435, 2010 (SCI-Expanded)

Novel Growth Hormone Receptor Gene Mutation in a Patient with Laron Syndrome

ARMAN A, YUKSEL B., Coker A, Sarioz 0., Temiz F., TOPALOGLU A. K.

JOURNAL OF PEDIATRIC ENDOCRINOLOGY & METABOLISM, vol.23, no.4, pp.407-414, 2010 (SCI-Expanded)

The Effects of Neurokinin B upon Gonadotrophin Release in Male Rodents

Corander M. P, Challis B. G, Thompson E. L., Jovanovic Z., Tung Y. C. L., Rimmington D., Huhtaniemi I. T, Murphy K.
G., TOPALOGLU A. K, Yeo G.S. H, etal.

JOURNAL OF NEUROENDOCRINOLOGY, vol.22, no.3, pp.181-187, 2010 (SCI-Expanded)

Neurokinin B and Its Receptor in Hypogonadotropic Hypogonadism

Semple R. K, TOPALOGLU A.K.

KALLMANN SYNDROME AND HYPOGONADOTROPIC HYPOGONADISM, vol.39, pp.133-141, 2010 (SCI-Expanded)
Thyroid Peroxidase Gene Mutations Causing Congenital Hypothyroidism in Three Turkish Families
Ozbek M. N,, Uslu A. B., Onenli-Mungan N., YUKSEL B., Pohlenz J., TOPALOGLU A. K.

JOURNAL OF PEDIATRIC ENDOCRINOLOGY & METABOLISM, vol.22, no.11, pp.1033-1039, 2009 (SCI-Expanded)
Hypogonadotropic Hypogonadism due to a Novel Missense Mutation in the First Extracellular Loop
of the Neurokinin B Receptor

GURAN T, Tolhurst G., BEREKET A., Rocha N., Porter K., Turan S., Gribble F. M., KOTAN L. D., Akcay T., Atay Z., et al.
JOURNAL OF CLINICAL ENDOCRINOLOGY & METABOLISM, vol.94, no.10, pp.3633-3639, 2009 (SCI-Expanded)
Ambulatory Blood Pressure Monitoring and Serum Nitric Oxide Concentration in Type 1 Diabetic
Children

Horoz 0. 0, YUKSEL B., Bayazit A,, ATTILA G., SERTDEMIR Y., Mungan N. 0., TOPALOGLU A. K., OZER G.
ENDOCRINE JOURNAL, vol.56, no.3, pp.477-485, 2009 (SCI-Expanded)

TAC3 and TACR3 mutations in familial hypogonadotropic hypogonadism reveal a key role for
Neurokinin B in the central control of reproduction

TOPALOGLU A. K, REIMANN F,, Guclu M,, Yalin A. S, KOTAN L. D., PORTER K. M,, SERIN A, MUNGAN N. 0., COOK J.
R, OZBEK M. N, etal.

NATURE GENETICS, vol.41, no.3, pp.354-358, 2009 (SCI-Expanded)

Metabolic acidosis in a patient with type 1 diabetes mellitus complicated by methanol and
amitriptyline intoxication

Celik U, Celik T., Avci A, Annagur A, YILMAZ H. L., KIGUKOSMANOGLU 0., TOPALOGLU A. K., DAGLIOGLU N.
EUROPEAN JOURNAL OF EMERGENCY MEDICINE, vol.16, no.1, pp.45-48, 2009 (SCI-Expanded)

TAC3 and TACR3 mutations in familial hypogonadotropic hypogonadism reveal a key role for
neurokinin B in human puberty

TOPALOGLU A. K, Reimann F,, Guclu M, Yalin A. S, KOTAN L. D., Porter K. M., SERIN A, MUNGAN N. 0., Cook . R,
OZBEK M. N,, et al.

HORMONE RESEARCH, vol.72, pp.49-50, 2009 (SCI-Expanded)

A novel missense mutation in the first extracellular loop of the neurokinin B receptor causes
hypogonadotropic hypogonadism

GURAN T, Tolhurst G., BEREKET A., Porter K, DEMIiRCiOGLU S., Gribble F. M., KOTAN L.D., Akcay T., Atay Z., CANAN
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H., et al.

HORMONE RESEARCH, vol.72, pp.402, 2009 (SCI-Expanded)
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