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Ezgii F. S, Osteogenezis imperfekta tanisi ile takip edilen hastalarin klinik, molekiiler, laboratuvar ve radyolojik
ozelliklerinin retrospektif analizi, Expertise In Medicine, LUSTUNDAG(Student), 2023

Ezgii F. S., Niemann-pick tip C tanisi ile takip edilen hastalarin epidemiyolojik, klinik, molekiiler ve laboratuvar 6zellikleri
ile lizosfingolipid diizeylerinin retrospektif analizi, Expertise In Medicine, A.YILMAZ(Student), 2023

Ezgii F. S, Utility of resequencing and reanalysis for unsolved rare diseases, Postgraduate, 0.FARUK(Student), 2022
EZGU F. S, Molekiiler ya da enzimatik analiz ile mukopolisakkaridoz tanis1 almis olgularda bébrek ve iiriner sistem
tutulumunun arastirilmasi, Expertise In Medicine, F.0ZAK(Student), 2016

EZGU F. S., Hiperfenilalaninemili Hastalarda Kan ve Beyin Fenilalanin Diizeylerinin Ol¢iimii ile Farkh Tedavi
Yontemlerinin Etkinliklerinin Degerlendirilmesi, Expertise In Medicine, AKUCUKCONGAR(Student), 2012

EZGU F. S., Alfa-galaktosidaz A eksikliginde genotip fenotip iliskisi, Expertise In Medicine, S.KOCA(Student), 2010
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Appointment to Academic Staff-Professorship, Appointment to Academic Staff-Professorship, istanbul Universitesi-
Cerrahpasa, December, 2022

Published journal articles indexed by SCI, SSCI, and AHCI

I. New perspectives for the treatment and follow-up of glycogen storage disease type V: DL-3-
hydroxybutyric acid with modified Atkins diet and quadriceps femoris shear wave elastography
Ozsaydl Aktasoglu E., Klll¢ A, Emecen Sanll M., Inci A.,, Aktas E., AKDULUM i, Yayll N., OKUR ., EZGU F. S., TUMER L.
Journal of Pediatric Endocrinology and Metabolism, vol.37, no.9, pp.820-824, 2024 (SCI-Expanded)

Il. A very rare presentation of mitochondrial elongation factor Tu deficiency-TUFM mutation and
literature review
GOKALP S., INCI A, KILIG A., Ozsaydi E., ALTUN A. N, DEMIR F., ERGIN F. B,, Ozbek M. N., OKUR I, EZGU F. S,, et al.
Journal of Pediatric Endocrinology and Metabolism, vol.37, no.6, pp.571-574, 2024 (SCI-Expanded)
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Endocrinological and metabolic profile of Gaucher disease patients treated with enzyme replacement
therapy

KILIC A, Emecen Sanli M., Ozsaydl Aktasoglu E., GOKALP S., BIBEROGLU G., Inci A, OKUR i, EZGU F. S, TUMER L.
Journal of Pediatric Endocrinology and Metabolism, vol.37, no.5, pp.413-418, 2024 (SCI-Expanded)

Giant thymic cyst overclouding the diagnosis of fibrodysplasia ossificans progressiva: an
inconvenient coincidence

KUGUKALI B, Tanidir M., Senol P. E,, YILDIZ YILDIRIM (., KARAGAYIR N., BELDER N., GEZGIN YILDIRIM D., EZGU F.
S. BAKKALOGLU EZGU S. A.

RHEUMATOLOGY, vol.63, 2024 (SCI-Expanded)

Efficacy and safety of oral sepiapterin in participants with phenylketonuria on sapropterin
dihydrochloride at time of Phase 3 aphenity study entry

Zori R, Lah M,, Offord S., Lund A, Opladen T., Peters H., Guilder L., EZGU F. S, Breilyn M. S, Manti F., et al.
MOLECULAR GENETICS AND METABOLISM, no.4, 2024 (SCI-Expanded)

Mucopolysaccharidosis type VII (Sly syndrome) - What do we know?

Grant C. L., Lopez-Valdez J., Marsden D., EZGU F. S.

MOLECULAR GENETICS AND METABOLISM, vol.141, no.3, 2024 (SCI-Expanded)

Pterin Profiling in Serum, Dried Blood Spot, and Urine Samples Using LC-MS/MS in Patients with
Inherited Hyperphenylalaninemia

Oktem R. M,, inci A, BAYRAK H., DEMIR F., BIBEROGLU G., Mavis M. E,, Giirsu G. G., Yllmaz H., OKUR I, EZGU F. S,, et
al.

Molecular Syndromology, vol.15, no.3, pp.185-193, 2024 (SCI-Expanded)

Endocrinological, immunological and metabolic features of patients with Fabry disease under
therapy

Emecen Sanli M., Kili¢ A, inci A,, Okur I, Ezgii F. S., Tiimer L.

Journal of Pediatric Endocrinology and Metabolism, no.7, pp.650-658, 2023 (SCI-Expanded)

Clinical characteristics of adult and paediatric patients with familial hypercholesterolemia: A real-
life cross-sectional study from the Turkish National Database

Sonmez A., Demirci I, Haymana C., Tasci I, Ayval M. 0., Ata N,, EZGU F. S, BAYRAM F., Barcin C.,, Caglayan M, et al.
Atherosclerosis, vol.375, pp.9-20, 2023 (SCI-Expanded)

Consensus clinical management guidelines for acid sphingomyelinase deficiency (Niemann-Pick
disease types A, B and A/B)

Geberhiwot T., Wasserstein M., Wanninayake S., Bolton S. C.,, Dardis A., Lehman A, Lidove 0., Dawson C,, Giugliani
R, Imrie J., et al.

ORPHANET JOURNAL OF RARE DISEASES, vol.18, no.1, 2023 (SCI-Expanded)

Long-Term Experience with Anaphylaxis and Desensitization to Alglucosidase Alfa in Pompe Disease
Karagol H. I. E,, Inci A, Terece S. P,, Kili¢ A., Demir F., Yapar D., Kéken G., Okur I., Ezgii F. S., Tiimer L., et al.
International Archives of Allergy and Immunology, vol.184, no.4, pp.370-375, 2023 (SCI-Expanded)
Identification of a novel mutation in the ALDOB gene in hereditary fructose intolerance

Beyzaei Z., EZGU F. S., Imanieh M. H., Haghighat M., Dehghani S. M., Honar N., Geramizadeh B.

JOURNAL OF PEDIATRIC ENDOCRINOLOGY & METABOLISM, vol.36, no.3, pp.331-334, 2023 (SCI-Expanded)
Expert-opinion-based guidance for the care of children with lysosomal storage diseases during the
COVID-19 pandemic: An experience-based Turkey perspective

Akgun A., Gokcay G., Mungan N. 0., Sivri H. S,, TEZER H., Zeybek C. A, EZGU F. S.

Frontiers in Public Health, vol.11, 2023 (SCI-Expanded)

A phase 1/2 study on intracerebroventricular tralesinidase alfa in patients with Sanfilippo
syndrome type B.

Muschol N., Koehn A., Von Cossel K., Okur I, Ezgu F. S., Harmatz P., De Castro Lopez M. ], Couce M. L., Lin S., Batzios
S., etal.

The Journal of clinical investigation, vol.133, 2023 (SCI-Expanded)

A possibly new autoinflammatory disease due to compound heterozygous phosphomevalonate

kinase gene mutation
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Yildiz €., Gezgin Yildirim D., inci A., Tiimer L., Ergin F. B,, Sunar Yayla E. N. S, Esmeray Senol P., Karagayir N., Egritag
Giirkan O., Okur I, et al.

Joint Bone Spine, vol.90, no.1, 2023 (SCI-Expanded)

Expert opinion on patient journey, diagnosis and clinical monitoring in acid sphingomyelinase
deficiency in Turkey: a pediatric metabolic disease specialist's perspective

ARSLAN N,, Coker M., GOKCAY G. F., KIYKIM E,, Mungan H.N. 0, EZGU F. S.

FRONTIERS IN PEDIATRICS, vol.11, 2023 (SCI-Expanded)

Study design challenges and strategies in clinical trials for rare diseases: Lessons learned from
pantothenate kinase-associated neurodegeneration

Videnovic A, Pfeiffer H. C. V., Tylki-Szymanska A, Berry-Kravis E.,, EZGU F. S., Ganju J., Jurecka A, Lang A. E.
Frontiers in Neurology, vol.14, 2023 (SCI-Expanded)

Co-Occurring Atypical Galactosemia and Wilson Disease

Dogulu N, Kése E., Tuna Kirsaghoglu C,, Ezgii F. S., Kuloglu Z., Kansu Tanca A., Eminoglu F. T.

Molecular Syndromology, vol.13, no.5, pp.454-458, 2022 (SCI-Expanded)

Longitudinal Natural History of Pediatric Subjects Affected with Mucopolysaccharidosis IIIB

Okur I, Ezgu F. S, Giugliani R., Muschol N.,, Koehn A, Amartino H., Harmatz P., De Castro Lopez M. ]., Couce M. L., Lin
S, etal.

Journal of Pediatrics, vol.249, pp.50, 2022 (SCI-Expanded)

Chemically modified recombinant human sulfamidase (SOBI003) in mucopolysaccharidosis IIIA
patients: Results from an open, non-controlled, multicenter study

Harmatz P, Muenzer J., EZGU F. S,, Dalen P., Huledal G., Lindqvist D., Gelius S. S.,, Wiken M., Onnestam K., Broijersen
A.

MOLECULAR GENETICS AND METABOLISM, vol.136, no.4, pp.249-259, 2022 (SCI-Expanded)

Assessment of auditory functions in patients with hepatic glycogen storage diseases

SANLI M. E,, YILDIRIM GOKAY N., TUTAR H., GUNDUZ B., 0ZSAYDI AKTASOGLU E., KILIC A., INCi A, OKUR i,, EZGU F.
S., TUMER L.

TURKISH JOURNAL OF PEDIATRICS, vol.64, no.4, pp.658-670, 2022 (SCI-Expanded)

A Patient with a Novel RARS2 Variant Exhibiting Liver Involvement as a New Clinical Feature and
Review of the Literature

Sevinc S, INCI A, EZGU F. S, EMINOGLU F. T.

MOLECULAR SYNDROMOLOGY, vol.13, no.3, pp.226-234, 2022 (SCI-Expanded)

Expected or unexpected clinical findings in liver glycogen storage disease type IX: distinct clinical
and molecular variability

inci A, Kili¢ Yildirim G., Cengiz Ergin F. B,, Sar1 S., Egritas Giirkan 0., Okur I., Biberoglu G., Biikiilmez A., Ezgii F. S.,
Dalgi¢ B, et al.

JOURNAL OF PEDIATRIC ENDOCRINOLOGY & METABOLISM, vol.35, no.4, pp.451-462, 2022 (SCI-Expanded)
Fructose 1,6 bisphosphatase deficiency: outcomes of patients in a single center in Turkey and
identification of novel splice site and indel mutations in FBP1

SANLI M. E., Cengiz B., Kilic A,, Ozsaydi E., Inci A, Okur I, Tumer L., Lebigot E., Ezgu F. S.

JOURNAL OF PEDIATRIC ENDOCRINOLOGY & METABOLISM, vol.35, no.4, pp.497-503, 2022 (SCI-Expanded)
Identification of a novel mutation in the PHKA2 gene in a child with liver cirrhosis

Beyzaei Z., Ezgu F. S, Imanieh M. H., Geramizadeh B.

JOURNAL OF PEDIATRIC ENDOCRINOLOGY & METABOLISM, vol.35, no.3, pp.417-420, 2022 (SCI-Expanded)
Expert opinion on the recognition, diagnosis and management of children and adults with Fabry
disease: a multidisciplinary Turkey perspective

EZGU F. S, ALPSOY E,, Bicik Bahcebasi Z., Kasapcopur 0., PALAMAR ONAY M., Onay H., 0ZDEMIR B. H., TOPCUOCLU
M. A,, Tufekcioglu O.

ORPHANET JOURNAL OF RARE DISEASES, vol.17, no.1, 2022 (SCI-Expanded)

Addressing the need for patient-friendly medical communications: adaptation of the 2019
recommendations for the management of MPS VI and MPS IVA

Bruce L. A, EZGU F. S, Kampmann C., Kenis V., Mackenzie W., Stevens B., Walker R., Hendriksz C.
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ORPHANET JOURNAL OF RARE DISEASES, vol.17, no.1, 2022 (SCI-Expanded)

Safety of sebelipase alfa for the treatment of lysosomal acid lipase deficiency.

Ezgu F. S.

Expert opinion on drug safety, vol.21, no.2, pp.149-155, 2022 (SCI-Expanded)

First successful concomitant therapy of immune tolerance induction therapy and desensitization in a
CRIM-negative infantile Pompe patient

Sanli M. E.,, ERTOY KARAGOL H. I, KILIC A., Aktasoglu E., INCI A, OKUR I, Ezgu F. S., TUMER L.

JOURNAL OF PEDIATRIC ENDOCRINOLOGY & METABOLISM, vol.35, no.2, pp.273-277, 2022 (SCI-Expanded)

A Patient with Recurrent Severe Hypoglycemic Attacks and Mitochondrial Complex III Deficiency,
Nuclear Type 3: a Novel UQCRB Variant

Yekeduz M. K, Oncul U,, Kose E., Ezgu F. S, EMINOGLU F. T.

MOLECULAR SYNDROMOLOGY, vol.13, no.1, pp.64-68, 2022 (SCI-Expanded)

The first case with FBXL4 mutation successfully treated with a parenteral ketogenic diet for lactic
acidosis

INCI A, Aktas E., Cengiz Ergin F. B,, OKUR I,, BIBEROGLU G., EZGU F. S, TUMER L.

JOURNAL OF PARENTERAL AND ENTERAL NUTRITION, vol.45, no.8, pp.1788-1792, 2021 (SCI-Expanded)

The Genetic Analysis of Cystic Fibrosis Patients With Seven Novel Mutations in the CFTR Gene in the
Central Anatolian Region of Turkey.

Erdogan M., KOSE M., PEKCAN S., HANGUL M,, Balta B, Kiraz A, Gonen G. A., Zamani A. G., YILDIRIM M. S., RAMASLI
GURSOY T, et al.

Balkan medical journal, vol.38, no.6, pp.357-364, 2021 (SCI-Expanded)

Clinical and event-based outcomes of patients with mucopolysaccharidosis VI receiving enzyme
replacement therapy in Turkey: a case series

Inci A, Okur I, Tiimer L., Biberoglu G., Oktem M., Ezgii F. S.

ORPHANET JOURNAL OF RARE DISEASES, vol.16, no.1, 2021 (SCI-Expanded)

Natural History of Sanfilippo Syndrome Type B in Young Patients: Ongoing Results from Two Large,
Prospective Studies

Maricich S., Amartino H,, Giugliani R., Muschol N., Harmatz P., Lopez d. C. M,, Couce L. M,, Lin S,, Batzios S., Cleary M,,
etal.

ANNALS OF NEUROLOGY, vol.90, 2021 (SCI-Expanded)

Congenital defects of glycosylation: Novel presentations with mainly neurological involvement and
variable dysmorphic features

INCI A, Cengiz B., BIBEROGLU G., OKUR I, ARHAN E., ONER A. Y., KASAPKARA . S., Kucukcongar A., TUMER L., Ezgu
F.S.

AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.185, no.9, pp.2739-2747, 2021 (SCI-Expanded)
Thinking outside "The Box": Case-based didactics for medical education and the instructional legacy
of Dr John M. Graham, Jr.

Sanchez-Lara P. A, Grand K., Haanpaa M. K, Curry C. ], Wang R,, Ezgu F. S, Rose C. M,, D'Cunha Burkardt D,
Conway R. L., Relan A, et al.

American journal of medical genetics. Part A, vol.185, no.9, pp.2636-2645, 2021 (SCI-Expanded)

Tralesinidase alfa (AX 250) Enzyme Replacement Therapy for Sanfilippo Syndrome Type

Maricich S., Okur I, Ezgu F. S., Lopez d. C. M., Couce L. M., Harmatz P., Batzios S., Cleary M., Solano M., Lin S., et al.
ANNALS OF NEUROLOGY, vol.90, 2021 (SCI-Expanded)

Ultra-Rare Disorder in a Young Girl with Lipodystrophy: Analbuminemia

INCi A, Arslan B., OKUR i, BIBEROGLU G., SANLI M. E., 0ZSAYDI AKTASOGLU E., KILIG A., TUMER L., EZGU F. S.
INDIAN JOURNAL OF PEDIATRICS, vol.88, pp.723-0, 2021 (SCI-Expanded)

Hypophosphatasia: is it an underdiagnosed disease even by expert physicians?

Inci A, Ergin F. B, Yiice B. T,, Ciftci B., Demir E., Buyan N., Okur I, Biberoglu G., Oktem R. M., Tiimer L., et al.
JOURNAL OF BONE AND MINERAL METABOLISM, vol.39, no.4, pp.598-605, 2021 (SCI-Expanded)

A CASE OF GLYCOGEN STORAGE DISEASE TYPE 1a MIMICKING FAMILIAL CHYLOMICRONEMIA
SYNDROME
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Olgac A., OKUR i,, BIBEROGLU G., EZGU F. S., TUMER L.

BALKAN JOURNAL OF MEDICAL GENETICS, vol.24, no.1, pp.103-105, 2021 (SCI-Expanded)

Autism: Screening of inborn errors of metabolism and unexpected results

inci A., Ozaslan A., Okur I, Biberoglu G., Giiney E., Ezgii F. S., Tiimer L., Iseri E.

AUTISM RESEARCH, vol.14, no.5, pp.887-896, 2021 (SCI-Expanded)

Novel mutations in the PHKB gene in an iranian girl with severe liver involvement and glycogen
storage disease type IX: a case report and review of literature.

Beyzaei Z., Ezgu F. S,, Geramizadeh B., Alborzi A, Shojazadeh A.

BMC pediatrics, vol.21, no.1, pp.175, 2021 (SCI-Expanded)

Clinical and genetic spectrum of glycogen storage disease in Iranian population using targeted gene
sequencing.

Beyzaei Z., Ezgu F. S., Geramizadeh B., Imanieh M. H., Haghighat M., Dehghani S. M., Honar N., Zahmatkeshan M,,
Jassbi A., Mahboubifar M., et al.

Scientific reports, vol.11, no.1, pp.7040, 2021 (SCI-Expanded)

Natural history of Sanfilippo syndrome type B in young patients: Ongoing results from two large,
prospective studies

Giugliani R, OKUR I,, Ezgu F. S,, Muschol N., Harmatz P, de Castro Lopez M., Luz Couce M, Lin S., Batzios S., Cleary
M, etal.

MOLECULAR GENETICS AND METABOLISM, vol.132, no.2, 2021 (SCI-Expanded)

The chemical chaperone 4-phenylbutyrate enhances alpha-galactosidase activity subsequent to stop-
codon read-through therapy with triamterene in Fabry R227X fibroblasts

Diindar H., Biberoglu G., inci A,, Isik Géniil i, Okur I, Tiimer L., Ezgii F. S.

MOLECULAR GENETICS AND METABOLISM, vol.132, no.2, 2021 (SCI-Expanded)

Tralesinidase alfa (AX 250) enzyme replacement therapy for Sanfilippo syndrome type B

Muschol N., von Cossel K., OKUR 1, Ezgu F. S., de Castro Lopez M., Luz Couce M., Harmatz P., Batzios S., Cleary M,
Solano M, et al.

MOLECULAR GENETICS AND METABOLISM, vol.132, no.2, 2021 (SCI-Expanded)

Novel PRKAG2 variant presenting as liver cirrhosis: report of a family with 2 cases and review of
literature.

Beyzaei Z., Ezgu F. S,, Geramizadeh B., Alborzi A, Shojazadeh A.

BMC medical genomics, vol.14, no.1, pp.33, 2021 (SCI-Expanded)

Two patients from Turkey with a novel variant in the GM2A gene and review of the literature
INCI A, ERGIN F. B, BIBEROGLU G., OKUR i, EZGU F. S, TUMER L.

JOURNAL OF PEDIATRIC ENDOCRINOLOGY & METABOLISM, vol.34, no.6, pp.805-812, 2021 (SCI-Expanded)
Familial hyperphosphatemic tumoral calcinosis in an unusual and usual sites and dramatic
improvement with the treatment of acetazolamide, sevelamer and topical sodium thiosulfate
SANLI M. E, KILIC A, 0ZSAYDI AKTASOGLU E., INCI A, OKUR i, Ezgu F. S,, TUMER L.

JOURNAL OF PEDIATRIC ENDOCRINOLOGY & METABOLISM, vol.34, no.6, pp.813-816, 2021 (SCI-Expanded)
Beneficial Effects of Modified Atkins Diet in Glycogen Storage Disease Type Illa

Olgac A., INCI A, OKUR i., BIBEROGLU G., Oguz D., EZGU F. S., Kasapkara C. S., Aktas E., TUMER L.

ANNALS OF NUTRITION AND METABOLISM, vol.76, no.4, pp.233-241, 2020 (SCI-Expanded)

Early indicators of disease progression in Fabry disease that may indicate the need for disease-
specific treatment initiation: findings from the opinion-based PREDICT-FD modified Delphi
consensus initiative.

Hughes D. A, Aguiar P, Deegan P. B, Ezgu F. S, Frustaci A,, Lidove 0., Linhart A., Lubanda J., Moon J. C,, Nicholls K,
etal.

BM] open, vol.10, no.10, 2020 (SCI-Expanded)

Expanding the clinical spectrum of mitochondrial 3-hydroxy-3-methylglutaryl-CoA synthase
deficiency with Turkish cases harboring novel HMGCS2 gene mutations and literature review

Kilic M., Dorum S., Topak A., Yazici M., EZGU F. S., COSKUN T.

AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.182, no.7, pp.1608-1614, 2020 (SCI-Expanded)
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A rare case of primary coenzyme Q10 deficiency due to COQ9 mutation

Olgac A, Oztoprak U.,, Kasapkara C. S., Kilic M., Yuksel D., Derinkuyu E. B, Yildiz Y. T., Ceylaner S., EZGU F. S.
Journal of Pediatric Endocrinology and Metabolism, vol.33, no.1, pp.165-170, 2020 (SCI-Expanded)

Posterior fossa horns; a new calvarial finding of mucopolysaccharidoses with well-known cranial
MRI features

Damar (., Derinkuyu B. E,, Olgag Kilickaya M. A. B., Oztiirk M., Oztunali C., Alimli A. G., Boyunaga O. L., Ugar M., Ezgii
F.S. Timer L., et al.

TURKISH JOURNAL OF MEDICAL SCIENCES, vol.50, no.4, pp.1048-1061, 2020 (SCI-Expanded)

A new NBIA patient from Turkey with homozygous C190RF12 mutation.

Kasapkara C. S, TUMER L., Gregory A., Ezgu F. S,, INCI A, Derinkuyu B. E., Fox R, Rogers C., Hayflick S.

Acta neurologica Belgica, vol.119, no.4, pp.623-625, 2019 (SCI-Expanded)

Vitamin D Levels and Bone Mineral Density in Inborn Errors of Metabolism Requiring Specialised
Diets

Olgac A, INCI A, OKUR I, Ezgu F. S, BIBEROGLU G., Turner L.

JCPSP-JOURNAL OF THE COLLEGE OF PHYSICIANS AND SURGEONS PAKISTAN, vol.29, no.12, pp.1207-1211, 2019
(SCI-Expanded)

A Spectrum of Clinical Findings from ALPS to CVID: Several Novel LRBA Defects.

CAGDAS AYVAZ D. N., OSKAY HALACLI S., TAN C., Lo B, Cetinkaya P. G., Esenboga S., Karaatmaca B., Matthews H.,
Balci-Hayta B., Arikoglu T, et al.

Journal of clinical immunology, vol.39, no.7, pp.726-738, 2019 (SCI-Expanded)

A 7-YEAR-OLD BOY WITH HAND TREMORS AND A NOVEL MUTATION FOR L-2-HYDROXYGLUTARIC
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CXXVIL. Kistik fibrozis hastalarinin mutasyon analizleri: i¢ Anadolu bélgesinde ii¢ merkezin sonuglari
SISMANLAR EYUBOGLU T., PEKCAN S., ASLAN A. T., KOSE M., EZGU F. S.,, ERDOGAN M.
3. Erciyes Pediatri Akademisi Kis Kongresi, Kayseri, Turkey, 9 - 11 March 2017
CXXVIL. Ailevi Hiperkolesterolemi Olan Tiirk Hastalarda LDLR Gen Mutasyonlarinin Arastirilmasi
OKUR I, EZGU F. S, INCI A, OLGAG M. A. B, TUMER L.
2. Ege Endokrin Hastaliklar ve Genetik Sempozyumu, Turkey, 23 - 25 February 2017
CXXVIIL. In vitro translational readthrough by gentamicin and geneticin improves GLA activity in Fabry
disease
Diindar H., Biberoglu G., Okur I, Tiimer L., Ezgii F. S.
13th Annual Research Meeting on We're Organizing Research for Lysosomal Diseases (WORLD), California, United
States Of America, 13 - 17 February 2017, vol.120
CXXIX. Evaluation of chitotriosidase and high sensitive c reactive protein levels in mucopolysaccharidosis
INCi A, GENG B., YILMAZ-DEMIRTAS C., UDGU B., KARAOGLU A., OKUR i, EZGU F. S., BIBEROGLU G., TUMER L.
13th Middle East Metabolic Group Meeting/ Amman-Jordan, 28 - 30 October 2016
CXXX. Do cytokine levels play a role in the pathogenesis of mucopolysaccharidosis patients
INCi A., TUMER L., YILMAZ-DEMIRTAS C., KARAOGLU A., OKUR i, OLGAG M. A. B, EZGU F. S., BIBEROGLU G.
13th Middle East Metabolic Group Meeting/Amman -Jordan, 28 - 30 October 2016
CXXXI. Evaluation of chitotriosidase and high sensitivity c reactive protein levels in mucopolysaccaridosis
patients
INCi A, DERIN B., YILMAZ C., udgu b., KARAOGLU A., OKUR i, EZGU F. S., BIBEROGLU G., TUMER L.
MEMG, 28 - 30 October 2016
CXXXII. Evaluation of chitotriosidase and high sensitive c reactive protein levels in mucopolysaccaridosis
INCi A, GENC B., YILMAZ-DEMIRTAS C., UDGU B., KARAOGLU A., OKUR i, EZGU F. S., BIBEROGLU G., TUMER L.
13th MEMG Meeting, 28 ekim-30kasim 2016, Amman, Jordan, 28 - 30 October 2016



CXXXIII. Could propionylcarnitine and free carnitinebe used as antioxidative markers in
mucopolysaccaridosis
INCi A, BIBEROGLU G., DERIN B., KARAOGLU A., OKUR i,, EZGU F. S., TUMER L.
MEMG, 28 - 30 October 2016
CXXXIV. Evaluation of gentamycin for stop codon readthrough therapy in Fabry disease
halil d., BIBEROGLU G., giftci b., topcu b., OKUR I, TUMER L., EZGU F. S.
MEMG, 28 - 30 October 2016
CXXXV. The specificity and sensitivity of next generation semiconductor DNA sequencing in detecting
heteroplasmic mitochondrial
EZGU F. S, topcu b, iftci b., diindar H., BIBEROGLU G., OKUR I, TUMER L.
MEMG, 28 - 30 October 2016
CXXXVI. Early initiation of investigational enzyme replacement therapy in a nine month old infant with
mucopolysaccharidosis type VII
KARAOGLU A,, INCI A, BIBEROGLU G., OKUR I, kihigkaya a., TUMER L., king b,, haller ¢, EZGU F. S.
MEMG, 28 - 30 October 2016
CXXXVII. Recent Advances in the Diagnosis and the Management of Inherited Metabolic Diseases
EZGU F.S.
The 16th International Conference of Jordan Pediatric Society In collaboration with International Pediatric
Association Union of Arab Pediatric Societies, 13 October 2016
CXXXVIII. Evaluation of chitotriosidase and high sensitivity c reactive protein levels in mucopolysaccaridosis
INCI A, Geng B, Demirtas C., Udgu B,, KARAOGLU A, OKUR i, EZGU F. S, BIBEROGLU G., TUMER L.
SSIEM 2016: Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Rome, Italy, 6 - 09
September 2016
CXXXIX. Early initiation of investigational enzyme replacement therapy in a 9 month old infant with
mucopolysaccharidosis type VII
KARAOGLU A, INCI A, BIBEROGLU G., OKUR I, Kiligkaya A., KELES E., TUMER L., King B., Hall C.,, EZGU F. S.
SSIEM 2016: Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Rome, Italy, 6 - 09
September 2016
CXL. Identification of a novel mutation in Turkish infant with early onset monocarboxylate transporter 1
MCT1 deficiency as a cause of recurrent ketoacidosis
OKUR I, INCI A, KELES E.,, KARAOGLU A,, Ceylaner S., BIBEROGLU G., EZGU F. S, TUMER L.
SSIEM 2016: Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Rome, Italy, 6 - 09
September 2016
CXLI. Bone mineral density and vitamin D status in inborn errors of metabolism
OLGAG M. A. B, TUMER L., INCI A, KARAOGLU A, OKUR I, EZGU F. S.
SSIEM 2016: Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Rome, Italy, 6 - 09
September 2016
CXLI. Do cytokine levels play a role in pathogenesis of mucopolysaccaridosis patients
INCi A., TUMER L., Demirtas C., KARAOGLU A., OKUR i,, OLGAG M. A. B, EZGU F. S., BIBEROGLU G.
SSIEM 2016: Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Rome, Italy, 6 - 09
September 2016
CXLIII. Type 1 hypersensitivity reaction and desensitization with Elosulphase alpha
INCI A, Kan A, Topuz B., OKUR i,, EZGU F. S.,, TUMER L.
SSIEM 2016: Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Rome, Italy, 6 - 09
September 2016
CXLIV. The specificity and sensitivity of next generation semiconductor DNA sequencing in detecting
mitochondrial DNA heteroplasmy
EZGU F. S., Topgu B, Ciftci B.,, OKUR i, TUMER L.
SSIEM 2016: Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Rome, Italy, 6 - 09
September 2016
CXLV. Identification of a novel mutation in Turkish infant with early onset monocarboxylatetransporter1l



CXLVI.

CXLVIL

CXLVIIL

CXLIX.

CL.

CLL

CLIL

CLIIL

CLIV.

CLV.

CLVL

CLVIL

CLVIIL

CLIX.

MCT1 deficiencyasacauseofrecurrent ketoacidosi

OKUR i, INCI A, KELES E., KARAOGLU A, CEYLANER S., BIBEROGLU G., EZGU F. S, TUMER L.

SSIEM 2016: Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Rome, Italy, 6 - 09
September 2016, vol.39, pp.35-284
BonemineradensityandvitaminDstatusininbornerrorsofmetabolism

OLGAC M. A. B, TUMER L., INCI A,, KARAOGLU B., OKUR i., EZGU F. S.

SSIEM 2016: Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Rome, Italy, 6 - 09
September 2016

Fabry Hastalarinda Subklinik Sol Ventrikiil Disfonksiyonunun Speckle Tracking Ekokardiyografi ile
Degerlendirilmesi

GOKALP G., OKUR I, UNLU S., INCI A, EZGU F. S, SAHINARSLAN A., TUMER L.

V. Uluslararasi Katiimh Lizozomal Hastaliklar Kongresi, Turkey, 14 - 17 April 2016

Kistik fibrozisin ilk bulgusu "agir anemi’: Altta yatan ne?

SISMANLAR EYUBOGLU T, ASLAN A. T., KOSE M., PEKCAN S., EZGU F. S, BUDAKOGLU I. i, YENiCESU i.
Tiirk Toraks Dernegi 19. Yilik Kongresi, Turkey, 6 - 10 April 2016

Fibulanin situs inversusu

ATALAR H.,, TURANLI S, ATiK 0. S, EZGU F. S.

1. Ulusal Cocuk Ortopedi Kongresi, Turkey, 11 - 13 March 2016

At risk screening for Fabry Disease

EZGUF.S.

2015 LSD Masterclass, Abu Dhabi, United Arab Emirates, 20 - 21 November 2015

Plasma acylcarnitine levels Are there New inflammatory markers in lysosomal storage disease
BiBEROGLU G., DERIN B,, iNCi A, udgu b., kurnaz p., OKUR i, EZGU F. S., TUMER L.

MEMG, 29 October - 01 November 2015

Hepatopulmonary syndrome may mask cystic fibrosis

ASLAN A. T, SISMANLAR T., SARI S, DALGIC B, OGUZ A. D., EZGU F. S.

European Cystic Fibrosis Society Congress 2015, 10 - 13 June 2015, vol.14, pp.143

Severe anemia in infancy may be the first sign of cystic fibrosis

SISMANLAR T., ASLAN A. T, EZGU F. S, siftci b.

European Cystic Fibrosis Society Congress 2015, 10 - 13 June 2015, vol.14, pp.142

Is there any effect of acylcarnitines on proinflammatory process in obese children
BIBEROGLU G., DERIN B., INCI A, DOGER E., OKUR I, EZGU F. S.,, TUMER L.

SSIEM, 1 - 04 September 2015

Dihydrolipoamide dehydrogenase deficiency diagnosed byusing new generation sequencing
technology

INCI A, TUMER L., OKUR I, OLGAG M. A. B, SARI S, ciftci b., topgu b., EZGU F. S.

SSIEM Annual Symposium, 1 - 04 September 2015

Mucopolysaccharidosis Type VII at an Early Age A good candidate for investigational enzyme
replacement therapy

Abdulbaki K., EZGU F. S., BIBEROGLU G., OLGAG M. A. B, INCi A, TUMER L.

SSIEM, 1 - 04 September 2015

A novel mutation for L 2 hydroxyglutaric aciduria in a 7 year old patient

OLGAC M. A. B, TUMER L., EZGU F. S., BIBEROGLU G., alev h.

SSIEM, 1 - 04 September 2015

Lysinuric protein intolerance An overlooked diagnosis

TUMER L., OLGAG M. A. B, O0ZGUL R. K, YENIiCESU i., EZGU F. S., BIBEROGLU G., hasanoglu a.

SSIEM Annual Symposium, 1 - 04 September 2015

A completely new approach to the diagnosis of inbornerrors development of a 450 gene all
metabolic disorders next generation sequencing panel

EZGU F. S, ciftci b., topcu b., OKUR i, INCI A, OLGAC M. A. B,, KARAOGLU A, BIBEROGLU G., TUMER L., hasanoglu a.
SSIEM Annual Symposium, 1 - 04 September 2015



CLX.

CLXI.

CLXIL

CLXIIL

CLXIV.

CLXV.

CLXVL

CLXVIL

CLXVIIL

CLXIX.

CLXX.

Impact of sebelipase alfa on survival and liver function ininfants with rapidly progressive lysosomal
acid lipasedeficiency

simon j.,, sandra r., anthony q., EZGU F. S., zaki 0., Gargus J., Hughes J., Dominique P., Vara R,, Eckert S., et al.

SSIEM Annual Symposium, 1 - 04 September 2015

Patient with Niemann Pick type C presenting with lymphatic in volvement with Niemann Pick cells in
the left jaw

INCi A, OKUR i,, ESENDAGLI G., OKUR A., EZGU F. S, TUMER L.

Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Lyon, France, 1 - 04 September
2015

EFFICACY AND SAFETY OF SEBELIPASE ALFA IN CHILDREN AND ADULTS WITH LYSOSOMAL ACID
LIPASE DEFICIENCY: RESULTS OF A PHASE 3 TRIAL

Rojas-Caro S., Balwani M., Bialer M., Camarena Grande C., Consuelo Sanchez A, EZGU F. S., Kostyleva M., Laukaitis
C., Malinova V,, Neilan E,, et al.

83rd Congress of the European-Atherosclerosis-Society (EAS), Glasgow, United Kingdom, 22 - 25 March 2015,
vol.241

Sol ¢genede Lenfatik tutlum ile giden Niemann Pick tip C olgusu

INCi A, OKUR i, ESENDAGLI G., OKUR A, OLGAC M. A. B, EZGU F. S., TUMER L.

XIIL.Ulusal Metabolik Hastaliklar ve Beslenme Kongresi, Adana, Turkey, 14 - 18 April 2015

EFFICACY AND SAFETY OF SEBELIPASE ALFA IN CHILDREN AND ADULTS WITH LYSOSOMAL ACID
LIPASE DEFICIENCY: RESULTS OF A PHASE 3 TRIAL

Rojas-Caro S., Baric I, Camarena Grande C., Coker M., Deegan P., DiRocco M., Ezgu F. S, Feillet F., Malinova V.,
Mengel E,, et al.

50th International Liver Congress of the European-Association-for-the-Study-of-the-Liver, Vienna, Austria, 22 - 26
April 2015, vol.62

Identification of novel mutations and prevalence for Fabry disease (FD) via screening studies using
dried blood samples (DBS) among hemodialysis patients in Turkey

Okura I, BIBEROGLU G., EZGU F. S, Turner L., ERTEN Y., Bicik Z., Akin Y., Ecder T., Hasanoglu A.

11th Annual WORLD Symposium of the Lysosomal-Disease-Network, Florida, United States Of America, 9 - 13
February 2015, vol.114

The results of enzyme studies in the diagnosis of lysosomal diseases: 8 years experience of Gazi
University, Ankara, Turkey

Hasanoglu A., BIBEROGLU G., OKUR I, Turner L., EZGU F. S., Udgu B,, Olgac A.

11th Annual WORLD Symposium of the Lysosomal-Disease-Network, Florida, United States Of America, 9 - 13
February 2015, vol.114

Importance of family screening in Fabry disease: Reaching the bottom of the iceberg

Ezgu F. S, Koca S., OKUR I, BIBEROGLU G., TUMER L., Bakkaloglu S. A, ERTEN Y., Hasanoglu A.

11th Annual WORLD Symposium of the Lysosomal-Disease-Network, Florida, United States Of America, 9 - 13
February 2015, vol.114

PREVALENCE OF FABRY DISEASE AMONG HEMODIALYSIS PATIENTS IN TURKEY

Okur I, BIBEROGLU G., Ezgu F. S, TUMER L., Hasanoglu A, Bicik Z., Akin Y., Mumcuoglu M., Ecder T.

50th European-Renal-Association - European-Dialysis-and-Transplant-Association Congress, Istanbul, Turkey, 18 -
21 May 2013, vol.28, pp.321

Phase 3 study of migalastat HCI for Fabry disease: Stage 1 results

Nicholls K., Germain D. P., Feliciani C., Shankar S., Ezgu F. S, Janmohamed S. G., Laing S. M., Schroyer R. O., Bragat A.
C., Sitaraman S., et al.

9th Annual World Symposium of the Lysosomal-Disease-Network (LDN), Florida, United States Of America, 12 - 15
February 2013, vol.108

Apheresis inducible cytokine pattern change in children with homozygous familial
hypercholesterolemia

KUCUKCONGAR A., YENICESU i, TUMER L., KASAPKARA S., EZGU F. S., PASAOGLU 0. T., YILMAZ-DEMIRTAS C.,
CELIK B., DILSIZ G., HASANOGLU A.



14. International Congress of the world Apheresis society /istanbul, 13 - 15 September 2012
CLXXI. Fabry Disease Mutations Addressable with Migalastat HCl, an Investigational Chaperone Therapy.

Screening Results from FACETS, a Phase 3 Study in Male and Female Patients
Bichet D., Boudes P., El Din S., Ezgu F. S,, Feliciani C., Zampetti A., Lourenco C. M,, Nicholls K, Castelli J., Overton C,, et
al.
8th Anuual Research Meeting of the WORLD Symposium on Lysosomal Disease Networks, California, United States
Of America, 7 - 10 February 2012, vol.105

CLXXIl. Three siblings with extl CDG
EZGU F. S, KASAPKARA (., OKUR I, KUCUKCONGAR A., TUMER L., OKUR A., SARAC A, WUYTS W, HULE. V.,
HASANOGLU A.
Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Switzerland, 30 August - 02
September 2011

CLXXIII. The consistency of tutors’ and committee members’ scores related to small groups
COSKUN 0., BUDAKOGLU I. ., HAZNEDAROGLU S, EZGU F. S, YETKIN I, BIDECI A.
AMEE2011, 27 - 31 August 2011

CLXXIV. TWO NOVEL MUTATIONS IN TWO PATIENTS WITH MEDIUM-CHAIN ACYL-CoA DEHYDROGENASE
DEFICIENCY
Hasanoglu A., Okur 1, Largiader C., Biberoglu G., Tumer L., Eminoglu F. T, EZGU F. S.
11th International Conference of Inborn Errors of Metabolism, California, United States Of America, 29 August - 02
September 2009, vol.98, pp.52

CLXXV. Down syndrome: Disassociation from dementia in a 65 year-old man with partial trisomy 21
including SOD1-Telomere but not APP
Dai L., Doran E,, Ezgu F. S, Korbel J. O,, Korenberg J. R, Lott L. T., Shaffer L. G., Snyder M., Tirosh-Wagner T., Urban
A.E.
37th Annual Meeting of the Child-Neurology-Society, Santa-Clara, Cuba, 5 - 08 November 2008, vol.64

CLXXVI. The Co-existence of Satoyoshi Syndrome and Myoadenylate Deaminase Deficiency
Ezgii F. S, Tiimer L., Serdaroglu A., Hasanoglu A., Cansu A, Hirfanoglu T., Dalgi¢ B.
SSIEM 42st Annual Symposium,, Paris, France, 6 - 09 September 2005, vol.28, no.1, pp.253

Supported Projects

Yazol M,, Ezgii F. S., Other International Funding Programs, Osteogenesis Imperfecta’li Goniillillerde Setrusumab’in
Etkililigini ve Giivenliligini Degerlendiren, Bir Faz 2 Tek Kor, Doz Degerlendirme Fazi ile Bir Faz 3 Cift Kér, Plasebo
Kontrollii Faz'dan Olusan Operasyonel Olarak Kesintisiz, Randomize Faz 2/3 Calisma, 2023 - 2026

Okur I, Tiimer L., Inci A, Ezgii F. S., Industrial Organizations of Other Countries Supported Project, Fenilketoniiride
PTC923-MD-PKU Faz 3 Agik Etiketli Uzatma Caligmasi, 2022 - 2025

Ezgii F. S., Okur I, inci A, Tiimer L., Arhan E, Soysal Acar A. S., Industrial Organizations of Other Countries Supported
Project, Venglustatin ge¢ baslangich GM2 gangliosidoz (Tay-Sachs hastaligi ve Sandhoff hastaligi) ile ayr1 bir kolda
juvenil/adolesan ge¢ baslangich GM2 gangliosidozda ve, ayn1 ve benzer glukozilseramid bazh sfingolipid yolag icindeki
ultra-nadir hastaliklardaki etkinlik, farmakodinamik, farmakokinetik, guvenlilik ve tolere edilebilirligini degerlendirmek
icin cok merkezli, uluslararasi, randomize, ¢ift-kér, plasebo kontrolli bir ¢alisma, EFC15299, 2021 - 2025

Okur I, Arhan E,, inci A, Tiimer L., Ezgii F. S., Other International Funding Programs, En az 6 Aydir Tedavi Almamis veya
Hi¢ Tedavi Edilmemis Fabry Hastalig1 Bulunan Erkek ve Kadin Yetigkinlerde Venglustat'in Néropatik Agri ve Karm Agrisi
tizerindeki Etkisini Degerlendiren Randomize,Cift Kér, Plasebo Kontrollii, 12 Aylik Faz 3 Calisma-PERIDOT, 2023 - 2024
Oktem R. M., Ezgii F. S., Tiimer L., Biberoglu G., TUBITAK Project, Kiitle Spektrometresi i¢in Biyokimyasal Tani Kitlerinin
Gelistirilmesi Hiperfenilalaninemi Ayirici Tanisinda Kritik Role Sahip Pterin Biyobelirteclerinin Ol¢iilmesine Yénelik LC-
MS/MS Temelli Tani Kitinin Gelistirilmesi, 2022 - 2022

Okur I, Ezgii F. S., Tiimer L., inci A., Industrial Organizations of Other Countries Supported Project, K020-218---Standart
Bakimda Yeterince Kontrol Aluna Alinamayan Bir Ure Déngiisii Bozuklugu Olan Géniillilerde KB195'in Etkinliginin ve
Giivenliginin Degerlendirildigi Faz 2, A¢ik Etiketli Calisma, 2021 - 2021



Okur I, Ezgii F. S., Diindar H,, Tiimer L., TUBITAK Project, Metilmalonil Koenzim A Mutaz Enziminin Konformasyonel
Bozukluguna Bagli Olarak Gelisen Metilmalonik Asidemi Hastaligin’xxda Farmakolojik Saperon Uygulamasi ile Enzim
AKktivitesinin Yeniden Kazandirilmasi, 2017 - 2021

Okur I, Ezgii F. S., Tiimer L., Ozger ilhan S., Sivgin V., Soysal Acar A. S, inci A., Project Supported by Private Organizations
in Other Countries, An Open, Non-controlled, Parallel, Ascending Multiple-dose, Multicenter Study to Assess Safety and
Tolerability, Pharmacokinetics and Pharmacodynamics of SOBI003 in Pediatric MPS IIIA Patients (SOBI003-001) ,2018 -
2020

Okur I, Bércek A. 0., Ezgii F. S., Tiimer L., Inci A, Soysal Acar A. S., Arhan E., Tutar H., Giindiiz B., Project Supported by
Private Organizations in Other Countries, A Phase 1/2 Open-Label Dose-Escalation Study to Evaluate the Safety,
Tolerability, Pharmacokinetics and Efficacy of Intracerebroventricular BMN 250 in Patients with Mucopolysaccharidosis
Type IIIB (MPS IIIB, Sanfilippo Syndrome Type B) (BMN250-201) https://clinicaltrials.gov/ct2 /show/NCT02754076?
term=BMN250draw=2rank=2, 2017 - 2020

Okur I, Ezgii F. S, Tiimer L., Soysal Acar A. $., Sivgin V., Kurtipek 0., Giindiiz B., Inci A, Tutar H., Arhan E., Other
International Funding Programs, BMN250-901-A Study of Mucopolysaccharidosis Type IIIB MPS IIIB
(Mukopolisakkaridoz tip IIIB’xxye yonelik uluslararasi ¢ok merkezli, prospektif gézlemsel ¢alisma)-(BMN250-901 nolu
proje kodu), 2015 - 2020

Okur I, Ezgii F. S., Tiimer L., Inci A,, Project Supported by Private Organizations in Other Countries, HAUSER-OLE---
Heterezigot Ailevi Hiperkolesterolemisi (HeAH) veya Homozigot Ailevi Hiperkolesterolemisi (HoFH ) Olan 10 ve 17
yaslar1 arasindaki pediatrik Géniillilerde LDK-K ‘ nin azaltilmasinda diyete ve lipid diisiiriicii tedaviye ek olarak
Evolocumabin giivenligi tolere edilebilirligi ve etkinligini degerlendiren agik etiketli, tek kollu, cok merkezli calisma
(20120214 protokol numaral ¢alisma), 2016 - 2019

Okur I, Ezgii F. S., Tiimer L., Other International Funding Programs, HAUSER-RCT Heterezigot Ailevi Hiperkolesterolemisi
(HeAH) Olan 10 ve 17 yaslarindaki pediatrik Géniilliillerde Diisiik Yogunluklu Lipoprotein-Kolesterol (LDL-C)’iin
azaltilmasinda diyete ve lipid diisiiriicii tedaviye ek olarak 24 haftalik Evolocumabin uygulamasinin etkililigi, giivenliligi
ve tolere edilebilirligi belirlemek amach c¢ift kér, randomize, cok merkezli, plasebo kontrollii, paralel grup ¢alismasi
(20120123 protokol numaralr), 2016 - 2019

EZGU F. S., Project Supported by Higher Education Institutions, MOLEKULER YA DA ENZIMATIK ANALIZ iLE
MUKOPOLISAKKRIDOZ TANISI ALMIS OLGULARDA BOBREK VE URINER SISTEM TUTULUMUNUN ARASTIRILMASI, 2015
-2016

EZGU F. S, Project Supported by Higher Education Institutions, BIRDEN FAZLA BIREYINDE “KARDIYOFASIYOKUTANOZ
SENDROM” FENOTIPI GOZLENEN BIR AILEDE MOLEKULER BAGLANTI ANALIZi ILE SENDROMA YOL ACAN
GEN/GENLERIN BELIRLENMESI, 2010 - 2015

EZGU F. S, Project Supported by Higher Education Institutions, Hiperfenilalaninemili Hastalarda Kan ve Beyin Fenilalanin
Diizeylerinin Degerlendirimesi ve Tedavi Etkinliginin Saptanmasi, 2011 - 2014

EZGU F. S., Project Supported by Higher Education Institutions, ALFA GALAKTOSIDAZ A EKSIKLIGINDE GENOTIP-
FENOTIP ILISKiSi, 2010 - 2011

EZGU F. S., Project Supported by Higher Education Institutions, Prebubertal Obez Gocuklarda Karotis Intima-Media
Kalinhig1 ve Kan Okside LDL Diizeyleri, 2004 - 2006

Activities in Scientific Journals

TURKISH JOURNAL OF PEDIATRICS, Committee Member, 2022 - Continues
Turkish Journal Of Medical Sciences, Committee Member, 2018 - Continues

Tiirkiye Klinikleri Pediatri Dergisi, Publication Committee Member, 2013 - Continues

Memberships / Tasks in Scientific Organizations

Cocuk Genetik Hastaliklar1 Dernegi Yonetim Kurulu, Board Member, 2018 - 2023, Turkey



Scientific Refereeing

ORPHANET JOURNAL OF RARE DISEASES, Journal Indexed in SCI-E, November 2023
TURKISH JOURNAL OF PEDIATRICS, Journal Indexed in SCI-E, November 2023
ORPHANET JOURNAL OF RARE DISEASES, Journal Indexed in SCI-E, June 2023
Horizon Europe Project, Horizon Europe Project, Avrupa Birligi, Netherlands, March 2023
TURKISH JOURNAL OF PEDIATRICS, Journal Indexed in SCI-E, December 2022
ORPHANET JOURNAL OF RARE DISEASES, Journal Indexed in SCI-E, November 2022
TURKISH JOURNAL OF PEDIATRICS, Journal Indexed in SCI-E, September 2022
TURKISH JOURNAL OF PEDIATRICS, Journal Indexed in SCI-E, September 2022
ORPHANET JOURNAL OF RARE DISEASES, Journal Indexed in SCI-E, June 2022
TURKISH JOURNAL OF PEDIATRICS, Journal Indexed in SCI-E, April 2022
ORPHANET JOURNAL OF RARE DISEASES, Journal Indexed in SCI-E, April 2022

Scientific Consultations

Ankara Universitesi Nadir Hastahklar Uygulama ve Arastrma Merkezi, Scientific Consultancy, Gazi University, Tip
Fakiltesi, Dahili Tip Bilimleri, Turkey, 2023 - Continues

ACURARE, Scientific Consultancy, Gazi University, Tip Fakiiltesi, Dahili Tip Bilimleri, Turkey, 2021 - Continues
TITCK, Scientific Consultancy, Gazi University, Tip Fakiiltesi, Dahili Tip Bilimleri, Turkey, 2020 - Continues

Tasks In Event Organizations

Okur I, Ezgii F. S., 10. Ulusal Tip Ogrenci Kongresi, Hiicre ve Gen Tedavileri, Scientific Congress, Ankara, Turkey, Mayis
2024
Ezgii F. S, EMPOWER MPS Meeting, Scientific Congress, London, England, Kasim 2020

Metrics

Publication: 422
Citation (WoS): 1591
Citation (Scopus): 1800
H-Index (WoS): 18
H-Index (Scopus): 20

Invited Talks

Overview: State of the Field in AADCd , Conference, PTC-Experiental Learning Program, England, December 2021
Overview of Current & Future Therapies of MPSII, Conference, Hong Kong, December 2021

Patient Identification and Referral , Conference, PTC-Experiental Learning program, England, December 2021
Approach to MPSII: Diagnosis from organomegaly & short stature, Conference, takeda-MPS II Tutorial, Hong Kong,
November 2021

Niemann-Pick Tip C: Tany, izlem ve Tedavide Neler Degisti?, Conference, VII. Lizozomal Hastaliklar Kongresi, Turkey,
November 2021

AADC deficiency: a disorder with multiple signs and symptoms, Conference, PTC Therapeutics- Treatment Advances in
AADC Deficiency: a rare neurotransmitter disorder, Kuwait, October 2021

What do you do with a floppy infant?, Conference, 10th Europaediatrics, Croatia, October 2021

Lizozomal depo hastaliklarinda yeni tedavi stratejileri, Conference, 5. ulusal Cocuk Genetik Kongresi, Turkey, October



2021

Nadir Genetik Hastalik Aragtirmalarinda Ozellikler, Seminar, Klinik Arastirmalar Dernegi-Akademika-ileri Diizey Iyi Klinik
Uygulamalar (IKU) Egitimi, Turkey, September 2021

Makale Okurken, Seminar, Klinik arastirmalar Dernegi - Akademika- ileri Diizey lyi Klinik Uygulamalar (iKU) Egitimi,
Turkey, September 2021

Current & Future Treatment Options in MPS II, Conference, MPS Academy Digital 2021 “Current & Future Treatment
Options in MPS II, Ukraine, September 2021

Viewpoints: Management/Practices Pattern, Conference, Takeda-LSD 21, England, August 2021

Fabry Gastropathy: prevalence and response to ERT, Conference, England, August 2021

Diagnosis of skeletal dysplasias, Conference, Biomarin-Differential diagnosis of skeletal dysplasias, England, July 2021
Case examples of differential diagnoses, Conference, Biomarin-Differential diagnosis of skeletal dysplasias, England, July
2021

Nadir nérotransmitter hastaliklar; Hareket bozukluklar: belirti ve bulgulari, Conference, Tiirk Pediatri Kurumu-
Noérotransmitter Hastaliklar Toplantilar1, Turkey, June 2021

AADC eksikliginin etyolojisi, genetik ve metabolik temelleri-AADC eksikliginin prevalans ve temel klinik belirtileri,
Conference, Tiirk Pediatri Kurumu-Noérotransmitter Hastaliklar Toplantilar:, Turkey, June 2021

Challenges in management of patients during Covid-19 pandemic, Conference, Sanofi-Practical Solutions for Managing
Patients with Gaucher Disease During COVID-19 Pandemic, England, June 2021

Challenges associated with MPS IVA: transition to adult care , Conference, England, June 2021

Guidance for the management of MPS IVA: key takeaways , Conference, ISMPS 2021-Improving patient care in MPS IVA
through knowledge and empowerment, England, June 2021

Diagnostic and therapeutic update on Neurotransmitter disorders, Conference, The 1ST MENA Metabolic & Genetic
Conference, Qatar, June 2021

Fabry Hastalig), Conference, 43.Pediatri Giinleri, Turkey, May 2021

Bebeklik Donemi Karaciger Hastaliklarinda Genetik ve Metabolik Testler, Conference, 13. ulusal Cocuk Gastroenteroloji,
Hepatoloji ve Beslenme Kongresi, Turkey, May 2021

Neurotransmitter-related disorders - a focus on non-ketotic hyperglycinemia, Conference, PTC-The road less
travelled:Finding a path to diagnosis in rare neurotransmitter disorders, England, May 2021

Yeni Normal ile Tecriibeler Giincellemesi, Conference, Sanofi-Yeni Normal ile Tecriibeler, Turkey, May 2021

Fabry Hastaliginda Spesifik Tedaviler Ve Giincel Yaklagimlar, Conference, PARTNERSHIP IN FABRY, Turkey, April 2021
¢ Fabry disease in general (briefly with Fabry awareness month perspective)  Challenges in the diagnosis of Fabry
disease, Conference, Fabry Tedavisinde Fark Yaratan Bilgiler |20.Yilinda Fabrazyme Global Deneyimi, Turkey, April
2021

Kadin Hastaya Tanisal Yaklasim, Conference, PARTNERSHIP IN FABRY, Turkey, April 2021

Fabry Hastaliginda Genetik, Kardiyak Varyantlar ve Temel Pedigri, Conference, PARTNERSHIP IN FABRY, Turkey, March
2021

Overview of Gaucher disease and its current management, Conference, Takeda-ICMEA Engage VPRIV Speaker Program,
England, March 2021

Genetik ve Klinik Baglantisi, Conference, Tiirk Hematoloji Dernegi-Gaucher Hastaligi: Sik Belirtilerin Nadir Sebepleri,
Turkey, March 2021

Management Options for MPS II: A Practical “Step by Step” Approach, Conference, Takeda-MPS II Tutorial, Hong Kong,
March 2021

Gen Tedavisi Ile lgili Son Gelismeler, Conference, Prof. dr. Hifz1 Ozcan 8. Uluslararasi1 Katthml Cerebral Palsy ve
Gelisimsel Bozukluklar Kongresi, Turkey, February 2021

Long-term management of Gaucher - what we’ve learned so far, Conference, 6th Gaucher Disease Regional Forum,
England, December 2020

Pitfalls: MPS II can be missed as it is less common than other MPS diseases, Conference, The Yin and Yang of Diagnosing
MPS II, England, December 2020

Diagnostic challenges: -Laboratory testing, - Classical and non-classical cases, Conference, EMPOWER MPS Meeting,
England, November 2020

Gaucher disease biomarkers - available options and utility in clinical practice, Conference, 6th Gaucher Disease Regional



Forum, England, November 2020

Given Its rarity-Are Gaucher Disease Patients under-Recognized?, Conference, 56th Annual Meeting of the Thai Society of
Hematology, Thailand, September 2020

Mukopolisakkaridoz ve Oligosakkaridozlarin Tedavisinde Yeni Ufuklar, Conference, CUKUROVA, GUNEYDOGU ANADOLU
ve DOGU ANADOLU BOLGELERI COCUK METABOLIiZMA ONLINE OLGU SUNUMLARI - II,, Turkey, September 2020
Cocuklarda Biiyiime Geriligi ve Organomegalinin Gériinmeyen Nedenleri, Conference, istanbul Universitesi, Turkey,
September 2020

Challenges in Diagnosis of Gaucher Disease, Conference, Thailand, September 2020

Overview of treatment options for management of MPS II patients, Conference, MPS Academy: “Mucopolysaccharidosis
type II: past, present and future”, Kazakhstan, August 2020

Practical aspects of ERT applications, Conference, MPS Academy: “Mucopolysaccharidosis type II: past, present and
future”, , Kazakhstan, August 2020

Non Academic Experience

Ministry, Tipta Uzmanlik Kurulu, Cocuk Metabolizma Hastaliklar: Tipta Uzmanlik Kurulu Miifredat Olusturma Komisyonu
GAZI UNIVERSITESI TIP FAKULTESI

Ministry, Nadir Hastaliklar Bilimsel Damisma Komisyonu, Nadir Hastaliklar Bilimsel Danigma Komisyonu

UNIVERSITY OF CALIFORNIA LOS ANGELES

GAZI UNIVERSITESI TIP FAKULTESI

GAZI UNIVERSITESI TIP FAKULTESI

GAZI UNIVERSITESI TIP FAKULTESI

GAZI UNIVERSITESI TIP FAKULTESI

GAZI UNIVERSITESI TIP FAKULTESI
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