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Is lysosomal acid lipase activity associated with the presence and severity of coronary artery
disease? Steht die Aktivitit der lysosomalen sauren Lipase in Zusammenhang mit dem Vorliegen und
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The chemical chaperone 4-phenylbutyrate enhances alpha-galactosidase activity subsequent to stop-
codon read-through therapy with triamterene in Fabry R227X fibroblasts
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Two patients from Turkey with a novel variant in the GM2A gene and review of the literature
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High incidence of co-existing factors significantly modifying the phenotype in patients with Fabry
disease.
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Neonatal multiple sulfatase deficiency with a novel mutation and review of the literature
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Asymmetric dimethylarginine (ADMA) and L-arginine levels in children with glycogen storage
disease type I

Kasapkara C. S, TUMER L., BIBEROGLU G., Kasapkara A., Hasanoglu A.

JOURNAL OF PEDIATRIC ENDOCRINOLOGY & METABOLISM, vol.26, pp.427-431, 2013 (SCI-Expanded)
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Analysis of acylcarnitine levels by tandem mass spectrometry in epileptic children receiving
valproate and oxcarbazepine
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The levels of asymmetric dimethylarginine, homocysteine and carotid intima-media thickness in

hypercholesterolemic children
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Carnosine supplementation protects rat brain tissue against ethanol-induced oxidative stress
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Simultaneous succinylacetone-nitisinone measurement in tyrosinemia type I patients and evaluation
of the nitisinone therapeutic range

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

Biochimica Clinica, vol.47, no.3, pp.340-345, 2023 (Scopus)

MITOKONDRIYAL HASTALIK NEDENIYLE TETKiK EDiLEN HASTALARDA M.16189T&gt;C
DEGiSIKLIGININ METABOLIK SENDROM ACISINDAN iNCELENMESi

INCI A, Hasanoglu A, OKUR i, BIBEROGLU G., TUMER L., EZGU F. S.

Kocatepe Tip Dergisi, vol.23, no.3, pp.322-325, 2022 (Peer-Reviewed Journal)

m.3010G&gt;A Degisikliginin Tirk Populasyonunda Siklik Kusma Sendromuna Etkisi

ERGIN F. B, INCI A, OKUR i., BIBEROGLU G., TUMER L., EZGU F. S.

Celal Bayar Universitesi Saglik Bilimleri Enstitiisii Dergisi, 2022 (Peer-Reviewed Journal)
PROPIONYLCARNITINE AND FREE CARNITINE ARE NEW BIOMARKERS IN THE FOLLOW-UP PERIOD
OF MUCOPOLYSACCARIDOSIS TO SCREEN OXIDATIVE STRESS

INCI A, OLGAG A, GENG DERIN B, BIBEROGLU G., OKUR I, EZGU F. S,, TUMER L.

Siileyman Demirel Universitesi Tip Fakiiltesi Dergisi, vol.28, no.4, pp.565-571, 2021 (Peer-Reviewed Journal)
Do cytokines play role in the pathogenesis of mucopolysaccharidosis

INCI A, OLGAG KILICKAYA M. A. B, YILMAZ DEMIRTAS C., OKUR i, BIBEROGLU G., EZGU F. S, TUMER L.
Medicine Science, vol.10, no.4, pp.1492-1497, 2021 (Peer-Reviewed Journal)

The Relationship between Inflammation and Serum Estrogen, Testosterone, and DHEA-S Levels in
Obstructive Coronary Artery Disease

Karaaslan 0. C,, UNLU S,, TOPAL S., BIBEROGLU G., Biberoglu K., CENGEL A.

GAZI MEDICAL JOURNAL, vol.32, no.2, pp.171-173, 2021 (ESCI)

"Double Hit" Homozygous Mutations for Two Different Rare Inborn Errors of Metabolism: A Burden
for Countries with High Prevalences of Consangineous Marriages

Olgac A, TUMER L., Ceylaner S., BIBEROGLU G., Hasanoglu A.

JOURNAL OF PEDIATRIC RESEARCH, vol.5, no.1, pp.47-50, 2018 (ESCI)

L carnitine L propionyl carnitine and malondialdehyde levels of pediatric patients with solid tumor
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Pterin Profiling in Serum, Dry Blood Spot and Urine using LC-MS/MS in Patients
withHyperphenylalaninemia

Oktem R. M,, inci A, Bayrak H., Demir F., Biberoglu G., Mavis M. E,, Okur I, Ezgii F. S,, Tiimer L.

Annual Symposium 2023, Jerusalem, Yerushalayim, Israel, 29 August 2023

3-0 Metil Dopa o6lgiimii ile AADC eksikligi taramasi

Oktem R. M,, Biberoglu G., inci A, Okur 1, Ezgii F. S., Tiimer L.

KBUD Kongre, Lab EXPO 2022, Antalya, Turkey, 03 October 2022

Lysosphingolipids in the screening of sphingolipidoses

Oktem R. M,, inci A, Biberoglu G., Okur i, Ezgii F. S., Tiimer L.

360 LYSOSOME_FEBS Advanced Lecture Course_2022, izmir, Turkey, 04 October 2022

Retargeting phenylbutyrate, ursodeoxycholic acid, pyrimethamine and betaine for beta-
glucocerebrosidaserecovery in gaucher disease fibroblasts resulting from homozygous p.L483P
mutation

Kili¢ A, BIBEROGLU G., OKTEM R. M., INCi A, Aydogdu S., Udgu Isik B., ISIK GONUL i., OKUR I, TUMER L., EZGU F. S.
SSIEM Annual Symposium, Germany, 30 August - 02 September 2022, n0.1418955

INFANTIL TiP POMPE HASTALIGI ULUSAL KONSENSUS CALISMASI

Aktasoglu E., INCI A, OKUR I, BIBEROGLU G., OKTEM R. M., EZGU F. S., TUMER L., Kili¢ M., Giines S., KAGNICI M., et
al.

VIIL. Uluslararasi Katihmh Lizozomal Hastaliklar Kongresi, Turkey, 25 - 27 November 2021

MPS 6 Hastalarinda Klinik Bulgular, ERT 6nce ve Sonrasi Olay Bazli Degerlendirme

INCI A, OKUR i., TUMER L., BIBEROGLU G., OKTEM R. M,, EZGU F. S.

VII. Uluslararasi Katihmh Lizozomal Hastaliklar Kongresi, Turkey, 25 - 27 November 2021
Triamterene-induced suppression of R227X premature termination codon in Fabry disease
Diindar H., Udgu B, Biberoglu G., Inci A., Ezgu F. S, Isik Géniil ., Okur I, Tiimer L.

16th Annual Research Meeting of the WORLDSymposium(TM), Florida, United States Of America, 10 - 14 February
2020, vol.129

Benefficial effects of Modified Atkins Diet in Glygocen Storage Disorder Type Illa

OLGAG KILICKAYA M. A. B, INCI A, OKUR I, KASAPKARA . S., BIBEROGLU G., OGUZ A. D., AKTAS E, EZGU F. S,,
TUMER L.

SSIEM Annual Symposium 2019, Rotterdam, Netherlands, 3 - 06 September 2019

Screening of twelve lysosomal storage diseases with LC-MS/MS in Gazi university hospital in Turkey:
The firstresults of validation

BIBEROGLU G., INCI A, DERIN B., OKUR i, EZGU F. S, TUMER L.

SSIEM, 3 - 06 September 2019

Beneficial Effects of Modified Atkins Diet in Glycogen Storage Disease Type Illa

OLGAC M. A. B, INCI A, OKUR I, Kasapkara €. S.,, BIBEROGLU G., OGUZ A. D., Aktas E., EZGU F. S, TUMER L.
SSIEM 2019, 3-6th September, 2019, Rotterdam-The Netherlands, 3 - 06 September 2019

Screening of Twelve Lysosomal Storage Diseases with LC-MS/MS in Gazi University Hospital: The
First Results of Validation.

BIBEROGLU G., INCI A, DERIN B., OKUR I, EZGU F. S, TUMER L.

INTERNATIONAL INBORN ERRORS OFMETABOLISM AND NUTRITION CONGRESS10 - 14 April 2019 Istanbul-
Turkey, 10 - 14 April 2019
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Growth Hormone Treatment: Reverses Catabolic Process in Inborn Errors of Metabolism

INCi A., OKUR i, AKKUZU E., DOGER E., BIBEROGLU G., KALKAN G., TUMER L., EZGU F. S.

International Inborn Errors Of Metabolism And Nutrition Congress 10 - 14 April 2019, Istanbul-Turkey, 10 - 14
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Could Targeted Next Generation Sequencing Be A First Line Diagnostic Method for Lysosomal
storage Diseases?

ERGIN F. B,, INCi A, BIBEROGLU G., CIFTCI B, TOPCU YUCE A. B,, TOKGOZ D., YAZAR O.F,, GOKMENOGLU H., RAJ Y.,
OKUR I, et al.

INTERNATIONAL INBORN ERRORS OFMETABOLISM AND NUTRITION CONGRESS 10 - 14 April 2019 Istanbul-
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Could Targeted Next Generation Sequencing Be A First Line Diagnostic Method for Lysosomal
storage Diseases

INCi A., OKUR i,, AKKUZU E., DOGER E., BIBEROGLU G., KALKAN G., TUMER L., EZGU F. S.

INTERNATIONAL INBORN ERRORS OFMETABOLISM AND NUTRITION CONGRESS10 - 14 April 2019 Istanbul-
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Respiratory system involvement of 41 Mucopolysaccaridosis patients with the evaluation of KL-6,
SPA and SPD levels

INCI A., OKUR 1., Yilmaz Demirtas C., BIBEROGLU G., ASLAN A. T, EZGU F. S., TUMER L.
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UNIQUE CLINICAL AND MOLECULAR FINDINGS IN LARGE COHORT OF PATIENTS WITH GAUCHER
DISEASE FROM TURKEY

Akay Tayfun G., OKUR I., BIBEROGLU G., TUMER L., INCI A, Kiigiikcongar A., Hasanoglu A, EZGU F. S.

Gaucher Symphosium, istanbul, Turkey, 21 - 22 October 2018

An early diagnosis cerebretendinous xanthomatosis in a patient at the age of 15 years

INCI A, BIBEROGLU G., OKUR i, TUMER L., EZGU F. S.

SSIEM, 4 - 07 September 2018

Respiratory system involvement of mucopolysaccaridosis patients with the evaluation of KL-6, SPA
and SPD levels

INCI A, OKUR I, YILMAZ-DEMIRTAS C., BIBEROGLU G., aslan A. T., EZGU F. S, TUMER L.

SSIEM, 4 - 07 September 2018

Sphingolipidosis : phenotypic and genotyping spectrum of patients from a single centre experience
kili¢ m., kasapkara ¢. s., kabatas e, yiiksel d., aksoy a., BIBEROGLU G.

SSIEM, 4 - 07 September 2018

Glycogen storage disease type 9: Insidious onset,mild form

TUMER L., INCI A, OKUR i, BIBEROGLU G., EZGU F. S.

SSIEM, 4 - 07 September 2018

The clinical evaluation of Fabry patientswith Mainz severity score index and DS3 score

OKUR I, INCI A, biitiin s., BIBEROGLU G., EZGU F. S., TUMER L.

SSIEM, 4 - 07 September 2018

A new case from Turkey with glutathione synthetase deficiency complicated by necrotizing
enterocolitis

kasapkara ¢. s, dinlen f,, ¢avdarh b., OLGAC M. A. B, kili¢ m., BIBEROGLU G.

SSIEM, 4 - 07 September 2018

Determination of succinylacetone in dried blood spot: preliminary results of our laboratory
BIBEROGLU G., TUMER L., OKUR I, EZGU F. S., INCI A.

SSIEM, 4 - 07 September 2018

The Relationship between Inflammation and Serum Estrogen, Testosterone, and Dhea-S Levels in
Obstructive Coronary Artery Disease

CAKMAK KARAASLAN 0., UNLU S., TOPAL S., BIBEROGLU G., BIBEROGLU 0. K, CENGEL A.

14th Congress of Update in Cardiology and Cardiovascular Surgery, Antalya, Turkey, 5 - 08 April 2018, vol.121,
pp-104-105
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RENAL INVOLMENT IN FABRY DISEASE

INCI A, BIBEROGLU G., PASAOGLU 0. T, TUMER L., PASAOGLU H., EZGU F. S.

14 th middle east metabolic group (MEMG) meeting Athens GREECE, Atina, Greece, 9 - 11 February 2018

In Vitro Stopcodon Readthrough ofAlfa-Galactosidase and Alfa-GlucosidasePremature Termination
Codons UsingGentamicin, Geneticin, and Ataluren:Therapeutic Potential for Fabry and
PompeDiseases

dundar h,, BIBEROGLU G., OKUR I, TUMER L., EZGU F. S.

ICIEM, 5 - 08 September 2017

Renal Involvement in Fabry Disease

INCi A, BIBEROGLU G., OKUR ., PASAOGLU 0.T., TUMER L., PA$AOCLU H., EZGUF.S.

ICIEM, 5 - 08 September 2017

Short Chain Fatty Acid OxidationDefect in an Adult Patient With RefractorySeizures

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

ICIEM, 5 - 08 September 2017

Screening ALPL Gene Differences byNext Generation Sequence Techonology inPatients Having Low
ALP Levels

INCi A, EZGU F. S, topcu b, ciftci b., OKUR i,, BIBEROGLU G., TUMER L.

ICIEM, 5 - 08 September 2017

DiagnosticCapability ofNextGenerationDNA Sequencing With A 450 Gene Panel forInborn Errors of
Metabolism

EZGU F. S,, ciftci b., topcu b., INCI A., OKUR i., BIBEROGLU G., hasanoglu a.
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Preliminary Results of Our Laboratoryfor Bile Acid Metabolism Disorders

BiBEROGLU G., DERIN B,, iNCi A, OKUR i, EZGU F. S, TUMER L.

ICIEM, 5 - 08 September 2017

Carnitine Acyl Carnitine TranslocaseDeficiency With Severe Hyperammonemiaand Hypoglycemia
INCI A, OKUR I, OLGAG M. A. B, AKKUZU E., BIBEROGLU G., EZGU F. S., TUMER L.

ICIEM, 5 - 08 September 2017

Ciddi hiperammonemi ve hipoglisemi ile giden karnitin-acil translokaz olgusu

INCI A, OLGAG KILICKAYA M. A. B, OKUR I,, AKKUZU E., BIBEROGLU G., EZGU F. S, TUMER L.
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