Prof. Dr. 0OZLEM UNAL UZUN

Kisisel Bilgiler

E-posta: ozlem.unaluzun@kocaeli.edu.tr
Diger E-posta: unalozlem@gmail.com

Web: https://avesis.kocaeli.edu.tr/ozlem.unaluzun

Uluslararasi Arastirmaci ID'leri
ORCID: 0000-0001-7937-7721
Yoksis Arastirmaci ID: 168878

Egitim Bilgileri

Tipta Yandal Uzmanlik, Hacettepe Universitesi, Tip Fakiiltesi (Tiirkce), Dahili Tip Bilimleri Béliimii, Tiirkiye 2009 - 2012
Yiiksek Lisans, Ankara Universitesi, Saghk Bilimleri Fakiiltesi, Tiirkiye 2004 - 2007

Tipta Yandal Uzmanlik, Ankara Universitesi, Ankara Tip Fakiiltesi, Tiirkiye 2002 - 2004

Tipta Uzmanlk, Ankara Universitesi, Ankara Tip Fakiiltesi, Tiirkiye 1996 - 2001

Yabanci Diller

ingilizce, C1 Ileri

Arastirma Alanlar:

Saglik Bilimleri

Akademik Unvanlar / Gorevler

Dog. Dr., Kocaeli Universitesi, Tip Fakiiltesi, Dahili Tip Bilimleri, 2020 - Devam Ediyor

Jiiri Uyelikleri

Akademik Kadroya Atama-Yardimc Dogentlik, Akademik Kadroya Atama, Istanbul Atlas Universitesi, Eyliil, 2020

SCI, SSCI ve AHCI indekslerine Giren Dergilerde Yayinlanan Makaleler

I. Evaluation of clinical, laboratory, and molecular genetic features of patients with biotinidase
deficiency.
Yilmaz B., Ceylan A. C,, Giindiiz M., Unal Uzun 0., Kiiciikcongar Yavas A,, Bilginer Giirbiiz B., Onciil U., Giile¢ Ceylan G.,
Kasapkara (. S.
European journal of pediatrics, cilt.183, sa.3, ss.1341-1351, 2024 (SCI-Expanded)

II. A Mild Skeletal Dysplasia Caused by a Biallelic Missense Variant in the SLC35D1 Gene
Esen T. E., UNAL UZUN 0., CEYLAN A. C.



IIL

V.

VL

VIL

VIIL

IX.

XL

XIL.

XIIL

XIV.

XV.

XVIL

MOLECULAR SYNDROMOLOGY, cilt.14, ss.498-503, 2023 (SCI-Expanded)

Difficult to think about but easy to treat: scurvy

Kiigiikkcongar Yavas A, Engin Erdal ., Citak Kurt A. N., Kurt T., Cankurt i,, Unal Uzun 0.

JOURNAL OF PEDIATRIC ENDOCRINOLOGY AND METABOLISM, ss.1-4, 2023 (SCI-Expanded)

Two cases of MEGDHEL syndrome diagnosed with hyperammonemia.

GK M., KAGNICI M., GUNLEMEZ A, Yeni Y., UNAL UZUN 0.

JOURNAL OF PEDIATRIC ENDOCRINOLOGY AND METABOLISM, cilt.36, ss.203-206, 2023 (SCI-Expanded)
Three-Country Snapshot of Ornithine Transcarbamylase Deficiency

Seker Yilmaz B., Baruteau J., ARSLAN N,, Aydin H. I, Barth M., Bozaci A. E,, Brassier A, Canda E., Cano A,
Chronopoulou E,, et al.

LIFE-BASEL, cilt.12, sa.11, 2022 (SCI-Expanded)

CAMLG-CDG: a novel congenital disorder of glycosylation linked to defective membrane trafficking.
Wilson M. P., Durin Z., Unal 0., Ng B. G, Marrecau T., Keldermans L., Souche E., Rymen D., Giindiiz M., Kése G., et al.
Human molecular genetics, cilt.31, ss.2571-2581, 2022 (SCI-Expanded)

Investigating myelin oligodendrocyte glycoprotein antibodies in hereditary citrullinemia

Oncel I, Yousefi M., INCI A.,, ARSLAN GULTEN Z., TEKE KISA P., Karaca M., Unal 0., Gunduz M., KOR D., Mungan N. O,,
etal.

MEDICAL HYPOTHESES, cilt.160, 2022 (SCI-Expanded)

Frequency and status of depression and anxiety in mothers of children with inborn errors of
metabolism with restricted diet, with and without risk of metabolic crises

Kisa P. T., UNAL UZUN 0., Gunduz M., Bulbul F. S., KOSE E., ARSLAN N.

ARCHIVES DE PEDIATRIE, cilt.28, sa.8, s5.702-706, 2021 (SCI-Expanded)

Mitochondrial trifunctional protein deficiency as a polyneuropathy etiology in childhood
UNAL UZUN 0., Cavdarli B.,, Karalok S.

TURKISH JOURNAL OF PEDIATRICS, cilt.63, sa.6, ss.1097-1102, 2021 (SCI-Expanded)

Malonyl coenzyme A decarboxylase deficiency with a novel mutation

KASAPKARA C. S, Civelek Urey B., CEYLAN A. F., Unal Uzun 0., CETIN 1. 1.

Cardiology in the Young, cilt.31, ss.1535-1537, 2021 (SCI-Expanded)

Molecular and clinical findings of Turkish patients with hereditary fructose intolerance
Gunduz M., UNAL UZUN 0., Kog¢ N., Ceylaner S., OzaydIn E., Kasapkara C. S.

Journal of Pediatric Endocrinology and Metabolism, cilt.34, ss.1017-1022, 2021 (SCI-Expanded)
Proteinuria and progressive kidney failure due to an inborn error of metabolism: Questions.
Uzun 0., Cengiz N., Gavdarh B., Bayrakg U., Kiremitci S., Yavas A. K.

Pediatric nephrology (Berlin, Germany), cilt.36, ss.2053-2054, 2021 (SCI-Expanded)

Proteinuria and progressive kidney failure due to an inborn error of metabolism: Answers.
Uzun 0., Cengiz N., Cavdarh B., Bayrakg U., Kiremitci S., Yavas A. K.

Pediatric nephrology (Berlin, Germany), cilt.36, ss.2055-2058, 2021 (SCI-Expanded)

Alkaptonuria in Turkey: Clinical and molecular characteristics of 66 patients.

Kisa P. T., Gunduz M., Dorum S., Uzun 0., Cakar N. E,, Yildirim G. K., Erdol S., Hismi B. 0., Tugsal H. Y., Ucar U,, et al.
European journal of medical genetics, cilt.64, ss.104197, 2021 (SCI-Expanded)

Management of hypersensitivity reactions to enzyme replacement therapy in children with lysosomal
storage diseases

Yagmur I. T, Uzun 0., Yavas A. K, Celik I. K,, Toyran M., Gunduz M,, Civelek E., Misirlioglu E. D.

ANNALS OF ALLERGY ASTHMA & IMMUNOLOGY, cilt.125, sa.4, ss.460-467, 2020 (SCI-Expanded)

A novel etiologic factor of highly elevated cholestanol levels: progressive familial intrahepatic
cholestasis

Yavas A. K., Cavdarli B., Uzun 0., Uncuoglu A., Gunduz M.

JOURNAL OF PEDIATRIC ENDOCRINOLOGY & METABOLISM, cilt.33, sa.5, ss.665-669, 2020 (SCI-Expanded)
A mysterious case with abdominal pain and syndrome of inappropriate anti-diuretic hormone
secretion

Aksoy 0.Y., Giindiiz M., Unal 0., Bostanal F., Caya F. $., Bayrake U. S.



XVIIL

XIX.

XXII.

XXIIIL.

XXIV.

XXV.

XXVI.

XXVIL

XXVIIL

XXIX.

XXX

Turkish Journal of Pediatrics, cilt.62, sa.3, ss.487-490, 2020 (SCI-Expanded)

Clinical and molecular characteristics and time of diagnosis of patients with classical galactosemia in
an unscreened population in Turkey

Kisa P. T.,, Kose M., Unal 0., Er E., Hismi B. 0., Bulbul F. S,, Kose E., Gunduz M., CANDA E., Kucukcongar A,, et al.
JOURNAL OF PEDIATRIC ENDOCRINOLOGY & METABOLISM, cilt.32, sa.7, ss.675-681, 2019 (SCI-Expanded)
Alpha methyl acyl CoA racemase deficiency: Diagnosis with isolated elevated liver enzymes
Gunduz M., Unal 0., Kucukcongar-Yavas A., Kasapkara C.

TURKISH JOURNAL OF PEDIATRICS, cilt.61, sa.2, ss.289-291, 2019 (SCI-Expanded)

Neonatal form of biotin-thiamine-responsive basal ganglia disease. Clues to diagnosis

Degerliyurt A,, Gunduz M., Ceylaner S., Unal 0., Unal S.

TURKISH JOURNAL OF PEDIATRICS, cilt.61, sa.2, ss.261-266, 2019 (SCI-Expanded)

A Very Rare Etiology of Hypotonia and Seizures: Congenital Glutamine Synthetase Deficiency
Unal 0., Ceylaner S., Akin R.

NEUROPEDIATRICS, cilt.50, sa.1, ss.51-53, 2019 (SCI-Expanded)

Successful sebelipase alfa desensitization in a pediatric patient

Celik I K, Yavas A. K, Uzun 0, Bilgin B. S, Misirlioglu E. D., Gunduz M.

JOURNAL OF ALLERGY AND CLINICAL IMMUNOLOGY-IN PRACTICE, cilt.7, sa.2, ss.732-733, 2019 (SCI-Expanded)
Progressive deafness-dystonia due to SERAC1 mutations: A study of 67 cases

Maas R. R, Iwanicka-Pronicka K., KALKAN UCAR S, Alhaddad B, AlSayed M., Al-Owain M. A, Al-Zaidan H. 1,
Balasubramaniam S., Baric I, Bubshait D. K, et al.

ANNALS OF NEUROLOGY, cilt.82, sa.6, ss.1004-1015, 2017 (SCI-Expanded)

Identification of three novel mutations in fourteen patients with citrullinemia type 1

Kose E., Unal 0., Bulbul S., Gunduz M., Haeberle J., Arslan N.

CLINICAL BIOCHEMISTRY, cilt.50, sa.12, ss.686-689, 2017 (SCI-Expanded)

Successful desensitization of elosulfase alfa-induced anaphylaxis in a pediatric patient with Morquio
syndrome

Guvenir H., Misirlioglu E. D., Capanoglu M., Buyuktiryaki B., Unal 0., Toyran M., Kocabas C. N.

JOURNAL OF ALLERGY AND CLINICAL IMMUNOLOGY-IN PRACTICE, cilt5, sa.4, ss.1156-1157, 2017 (SCI-
Expanded)

Deoxyguanosine kinase deficiency: a report of four patients

Unal 0., 0ZTURK HiSMI B,, KILIC M., Gulsen H. H.,, COSKUN T., Sivri S. H,, DURSUN A, YUCE A, TOKATLI A.
JOURNAL OF PEDIATRIC ENDOCRINOLOGY & METABOLISM, cilt.30, sa.6, ss.697-702, 2017 (SCI-Expanded)
Clinical phenotype, biochemical profile, and treatment in 19 patients with arginase 1 deficiency
Huemer M., Carvalho D. R, Brum J. M,, Unal 0., COSKUN T., Weisfeld-Adams J. D., Schrager N. L., Scholl-Buergi S.,
Schlune A, Donner M. G,, etal.

JOURNAL OF INHERITED METABOLIC DISEASE, cilt.39, sa.3, ss.331-340, 2016 (SCI-Expanded)

Clinical findings and effect of sodium hydrogen carbonate in patients with glutathione synthetase
deficiency

Gunduz M., Unal 0., Kavurt S., Turk E., Mungan N. O.

JOURNAL OF PEDIATRIC ENDOCRINOLOGY & METABOLISM, cilt.29, sa.4, ss.481-485, 2016 (SCI-Expanded)
Depression and anxiety among parents of phenylketonuria children

Gunduz M., Arslan N., Unal 0., Cakar S., Kuyum P., Bulbul S. F.

NEUROSCIENCES, cilt.20, sa.4, ss.350-356, 2015 (SCI-Expanded)

Detection of biotinidase gene mutations in Turkish patients ascertained by newborn and family
screening

Karaca M., 0ZGUL R. K., Unal 0., Yucel-Yilmaz D., KILIC M., 0ZTURK Hi$Mi B., TOKATLI A., COSKUN T., DURSUN A,
SIVRI H. S.

EUROPEAN JOURNAL OF PEDIATRICS, cilt.174, sa.8, ss.1077-1084, 2015 (SCI-Expanded)

Two Turkish siblings with MEGDEL syndrome due to novel SERAC1 gene mutation

Unal Uzun 0., Ozgiil R. K, Yiicel Yilmaz D., Yalnizoglu D., Tokath A., Sivri H. S., Oztiirk Hismi B., Coskun T., Dursun A.
Turkish Journal Of Pediatrics, cilt.57, sa.4, ss.388-393, 2015 (SCI-Expanded)



XXXIIL

XXXIIIL.

XXXIV.

XXXV.

XXXVI.

XXXVIL

XXXVIIL

XXXIX.

XL.

XLL

XLIL

XLIIL

XLIV.

XLV.

Sapropterin dihydrochloride treatment in Turkish hyperphenylalaninemic patients under age four.
Unal 0., Gokmen-Ozel H., Coskun T., Ozgiil R,, Yiicel D., Hismi B., Tokath A., Dursun A., Sivri H.

The Turkish journal of pediatrics, cilt.57, ss.213-8, 2015 (SCI-Expanded)

Recurrence of carbamoyl phosphate synthetase 1 (CPS1) deficiency in Turkish patients:
Characterization of a founder mutation by use of recombinant CPS1 from insect cells expression
Hu L., Diez-Fernandez C., Ruefenacht V., Hismi B. 0., Unal 0., SOYUCEN E., COKER M., Bayraktar B. T., Gunduz M.,
Kiykim E,, et al.

MOLECULAR GENETICS AND METABOLISM, cilt.113, sa.4, ss.267-273, 2014 (SCI-Expanded)

Phenotypic and genotypic spectrum of Turkish patients with isovaleric acidemia

0ZGUL R. K, Karaca M, Kilic M., Kucuk 0., Yucel-Yilmaz D., Unal 0., 0ZTURK HiSMi B., Aliefendioglu D., Sivri S.,
TOKATLI A, et al.

EUROPEAN JOURNAL OF MEDICAL GENETICS, cilt.57, sa.10, ss.596-601, 2014 (SCI-Expanded)

A Patient With Pyruvate Carboxylase Deficiency and Nemaline Rods on Muscle Biopsy

Unal 0., ORHAN D., Ostergaard E., TOKATLI A, DURSUN A, OZTURK HiSMi B., COSKUN T., Wibrand F., Kalkanoglu-
Sivri H. S.

JOURNAL OF CHILD NEUROLOGY, cilt.28, sa.11, ss.1505-1508, 2013 (SCI-Expanded)

Vanishing White Matter With Hepatomegaly and Hypertriglyceridemia Attacks

Unal 0., Ozgen B., ORHAN D., TOKATLI A., Hismi B. 0., DURSUN A., COSKUN T., Kalkanoglu-Sivri H. S.

JOURNAL OF CHILD NEUROLOGY, cilt.28, sa.11, ss.1509-1512, 2013 (SCI-Expanded)

Turkish Validation of the PICCOLO (Parenting Interactions with Children: Checklist of Observations
Linked to Outcomes)

Bayoglu B., Unal 0, Elibol F., KARABULUT E., Innocenti M. S.

INFANT MENTAL HEALTH JOURNAL, cilt.34, sa.4, ss.330-338, 2013 (SSCI)

Molecular and clinical evaluation of Turkish patients with lysinuric protein intolerance
Guzel-Ozanturk A, 0ZGUL R. K., Unal 0., OZTURK Hi$Mi B., Aydin H. I, Sivri S., TOKATLI A, COSKUN T., Aksoz E.,
DURSUN A.

GENE, cilt.521, sa.2, ss5.293-295, 2013 (SCI-Expanded)

Detection of other inborn errors of metabolism in hyperphenylalaninemic babies picked up on
narrow-spectrum screening programs.

Unal 0., Oztiirk-Hismi B., Coskun T., Tokath A.,, Dursun A, Sivri H.

The Turkish journal of pediatrics, cilt.54, ss.409-12, 2012 (SCI-Expanded)

Secondary Hemophagocytosis in 3 Patients With Organic Acidemia Involving Propionate Metabolism
Gokce M., Unal 0., 0ZTURK HigMi B., GUMRUK F., COSKUN T., BALTA G., UNAL S., CETIN M., Kalkanoglu-Sivri H. S.,
DURSUN A, etal.

PEDIATRIC HEMATOLOGY AND ONCOLOGY, cilt.29, sa.1, ss.92-98, 2012 (SCI-Expanded)

EEG and MRI findings and their relation with intellectual disability in pervasive developmental
disorders

Unal 0., 0ZCAN 0., Oner 0., Akcakin M., Aysev A, Deda G.

WORLD JOURNAL OF PEDIATRICS, cilt.5, sa.3, s5.196-200, 2009 (SCI-Expanded)

Thrombophilic Risk Factors in Epileptic Children Treated with Valproic Acid

Uenal 0., Deda G., Teber S., Ertem M., Akar N.

PEDIATRIC NEUROLOGY, cilt40, sa.2, ss.102-106, 2009 (SCI-Expanded)

Juvenile form of myasthenia gravis presenting as recurrent pulmonary infection with atelectasis
Unal 0., Teber S., Kendirli T., Deda G., Anlar B.

PEDIATRICS INTERNATIONAL, cilt.49, sa.6, ss.1007-1008, 2007 (SCI-Expanded)

An unusual cause of hydrocephalus: aqueductal developmental venous anomaly

Yagmurlu B,, Fitoz S., Atasoy C., Erden I, Deda G., Unal 0.

EUROPEAN RADIOLOGY, cilt.15, sa.6, ss.1159-1162, 2005 (SCI-Expanded)

A case of psychosis with temporal lobe epilepsy: SPECT changes with treatment

Oner 0., Unal 0., Deda G.

PEDIATRIC NEUROLOGY, cilt.32, sa.3, ss.197-200, 2005 (SCI-Expanded)



XLVI. Effects of bone mineral density of gonadotropin releasing hormone analogs used in the treatment of
central precocious puberty
Unal 0., Berberoglu M,, Evliyaoglu 0., Adiyaman P., Aycan Z., Ocal G.
Journal of Pediatric Endocrinology and Metabolism, cilt.16, sa.3, ss.407-411, 2003 (SCI-Expanded)

Diger Dergilerde Yayinlanan Makaleler

I. Investigation of the Oxidative Process by Measuring Total Antioxidant Capacity and Total Oxidant
Capacity in Patients with Mucopolysaccharidosis: Cross-Sectional Prospective Study
Mukopolisakkaridoz Hastalarinda Total Antioksidan Kapasite ve Total Oksidan Kapasite Olgiimleri
Yapilarak Oksidatif Siirecin Arastirilmasi: Kesitsel Prospektif Calisma
Kalkan E. §., Kiigiikgongar Yavas A., UNAL UZUN 0., Giindiiz M.

Turkiye Klinikleri Pediatri, cilt.33, sa.1, ss.1-7, 2024 (Scopus)

II. Evaluation of nutritional status in pediatric patients diagnosed with Covid-19 infection
Karakaya Molla G., Unal Uzun 0., Kog N., Ozen Yesil B, Bayhan G. I.

Clinical Nutrition ESPEN, cilt.44, ss.424-428,2021 (ESCI)

III. An altered mental status and hyperammonemia attack in an adolescent girl: Carnitine
Palmitoyltransferase Type 1a (CPT1a) deficiency Ergenlik Déneminde Bir Kiz Cocugunda Biling
Degisikligi ve Hiperamonemi Atagi: Karnitin Palmitoiltransferaz Tip 1a (CPT1A) Eksikligi
Unal Uzun 0., Kiigiikcongar Yavas A., Giindiiz M.

Turkiye Klinikleri Pediatri, cilt.30, sa.2, ss.165-168, 2021 (Scopus)

IV. Diagnostic Yield of Neuroimaging and Electroencephalography in Children with Recurrent
Headaches
Ozturk-Hismi B., Teber S., Ozkan M., Unal 0., Deda G.

Journal of Pediatric Neurology, cilt.19, ss.76-82, 2021 (ESCI)

V. Dietary Management of a Patient with Both Maple Syrup Urine Disease and Type I Diabetes
Gunduz M., Koc N., Unal 0., Ucakturk S. A.

JOURNAL OF PEDIATRIC RESEARCH, cilt5, sa.1, ss.44-46, 2018 (ESCI)

VI. Dysmorphic Facial Features and Other Clinical Characteristics in Two Patients with PEX1 Gene
Mutations
Gunduz M., UNAL UZUN 0.

CASE REPORTS IN PEDIATRICS, 2016 (ESCI)
VII. Glutaric aciduria type 2 presenting with acute respiratory failure in an adult
ERSOY ORTAG E., RAMA D., UNAL 0., SIVRI H. S., TOPELI ISKIT A.
Respiratory Medicine Case Reports, cilt.15, s5.92-94, 2015 (Scopus)
VIII. Pregnancy and Lactation Outcomes in a Turkish Patient with Lysinuric Protein Intolerance
UNAL 0., COSKUN T., ORHAN D., TOKATLI A, DURSUN A., HiSMi B., 0ZYUNCU 0., SIVRi H. S.
JIMD Reports, cilt.13, ss.33-36, 2014 (Scopus)

IX. Metabolik hastalikli cocuklarda g6z bulgular1
TAYLAN SEKEROGLU H.,, UNAL 0.

Selcuk Pediatri, cilt.1, sa.4, ss.312-324, 2014 (Hakemli Dergi)

X. Erken dogan bebeklerin izleminde ortaya ¢ikan yeme beslenme sorunlari
UNAL 0., GUNLEMEZ A.

Cocuk Saghig1 ve Hastaliklar1 Dergisi, cilt.55, sa.1, ss.37-41, 2012 (Scopus)

XI. Multidisipliner beslenme destek ekibi
UNAL 0., SIVRI H. S.

Katki Pediatri Dergisi, cilt.34, sa.2, ss.129-135, 2012 (Hakemsiz Dergi)

XIIl. Epileptik ensefalopatiler ve dogustan metabolizma hastaliklar:
UNAL 0., HALILOGLU V. G., COSKUN T.

Cocuk Saglig1 ve Hastaliklar1 Dergisi, cilt.55, sa.3, ss.141-188, 2012 (Scopus)



XIIL

XIV.

XV.

Enteral beslenme endikasyonlari

UNAL 0., TOKATLI A.

Katki Pediatri Dergisi, cilt.33, sa.5, s5.495-500, 2011 (Hakemsiz Dergi)

Kronik hastaliklarda enteral beslenme

UNAL 0.

Katk Pediatri Dergisi, cilt.33, sa.5, ss.545-553, 2011 (Hakemsiz Dergi)

Behget s disease as a cause of sinovenous thrombosis in a pediatric patient
TEBER S., UNAL 0., DEDA G., FITOZ S., UYSAL L. Z., AKAR N.

Journal of Pediatric Neurology, cilt.4, ss.139-142, 2006 (Scopus)

Hyponatremia as a cause of prolonged seizures in a child with sickle cell anemia
KENDIRLI T., UNAL 0., ILERI D. T., ERTEM M., SPHAKOVA N., DEDA G., EKIM M.
Journal of Pediatric Neurology, cilt.2, sa.4, ss.231-233, 2004 (ESCI)

Kitap & Kitap Béliimleri

L

IL.

1L

Iv.

VL

VIL

VIIL

IX.

METABOLIK HASTALIKLAR -PATOGENEZ, TANI VE TEDAVi YAKLASIMLARI

Unal Uzun 0.

Cocuk-Ergen Saghg ve Hastaliklari, Prof. Dr. Cengiz YAKINCI Dog. Dr. Siikrii GONGOR, Editér, Nobel Tip Kitapevi,
Istanbul, ss.731-734, 2023

Piriivat ve Trikarboksilik Asit Dongiisii Bozukluklar:

Unal Uzun 0.

Dr. Behget Uz Cocuk Hastanesi Pediatri, Mahmut Coker,Sema Kalkan Ucar, Editor, Nobel Tip Kitapevi, Ankara,
ss.461-465, 2022

Noérometabolik Aciller

UNAL UZUN 0., SENBIL N.

Pediatrik Norolojik Aciller: Tan1 ve Tedavi, Sefer Kumandas, Mehmet Canpolat, Editér, Akademisyen Yayinevi,
Ankara, s5.283-292, 2022

Mitokondriyal Norogastrointestinal Ensefalomiyopati ve Gastrointestinal Sistem Tutulumu
UNAL UZUN 0.

COCUKLUK GAGINDA MITOKONDRIYAL HASTALIKLAR, Ozlem Unal Uzun, Editor, Tiirkiye Klinikleri, Ankara, ss.74-
79,2022

Norometabolik Aciller Tan1 ve Tedavi Algoritmasi

Unal Uzun 0., Yilmaz Senbil N.

Pediatrik Néroloji Algoritmalar ve ilag Rehberi,, Sefer Kumandas,Mehmet Canpolat, Editdr, Akademisyen Yaynevi
Kitabevi, Ankara, ss.303-310, 2022

Piriivat Dehidrogenaz Kompleks Eksikligi ve Beslenme Tedavisi.

Esgi M., Unal Uzun 0.

Kalitsal Metabolik Hastaliklarda Beslenme Tedavisi., Fatma Tuba Eminoglu,Yusuf Kenan Haspolat,Coskun
Celtik Kiirsat Bora Carman,Ulas Emre Akbulut,Taskin Tas., Edit6r, Orient Yayinlari, Ankara, ss.689-700, 2021
Metabolik Asidoz

Unal Uzun 0.

Dr. Sami Ulus Pediatri, Ziilfikar Akelma, Editér, Nobel Tip Kitapevi, Ankara, ss.1122-1124, 2021

Hipoglisemi

Unal Uzun 0.

Dr. Sami Ulus Pediatri, Ziilfikar Akelma, Edit6r, Nobel Tip Kitapevi, Ankara, ss.1117-1122, 2021

Fosfolipid yeniden modellenme hastaliklari ve hareket bozukluklari

Unal Uzun 0.

Kalitsal Metabolik Hastaliklarda Hareket Bozukluklari, Prof. Dr. Ali Dursun, Editér, Tiirkiye Klinikleri Yaymevi,
Ankara, ss.63-71, 2020

Metabolik Asidoz



XL

XIL

XIIIL.

XIV.

Olgag M. A. B, Unal Uzun O.

Birinci Basamakta ve Aile Hekimliginde Giincel tan1 ve Tedavi, Cifci A,0zkara A, Tursun S,Demirel B., Editér, Nobel
Tip Kitapevi, Ankara, ss.2191-2194, 2019

Kolesterol Metabolizmasi Bozukluklari

Unal Uzun 0.

Yenidoganda Kalitsal Metabolik Hastaliklar, Turgay Coskun,Murat Yurdakok, Editor, Giines Kitabevi, Ankara, ss.157-
164, 2014

Kolestaz

Unal Uzun 0, Sivri H. S.

Yenidoganda Kalitsal Metabolik Hastaliklar, Turgay Coskun,Murat Yurdakok, Editor, Giines Kitabevi, Ankara, ss.201-
207,2014

Epileptik Ensefalopatiler

Unal Uzun 0., Haliloglu V. G., Coskun T.

Yenidoganda Kalitsal Metabolik Hastaliklar, Turgay Coskun,Murat Yurdakok, Editor, Giines Kitabevi, Ankara, ss.221-
261,2014

Organik Asidemiler

Unal Uzun O, Sivri H. S.

Yenidoganda Kalitsal Metabolik Hastaliklar, Turgay Coskun,Murat Yurdakok, Editor, Giines Kitabevi, Ankara, ss.97-
102,2014

Hakemli Kongre / Sempozyum Bildiri Kitaplarinda Yer Alan Yayinlar

L

IL

11

Iv.

VL

VIL

VIIL

Eklem yakinmalari ile bagvurup Farber hastalig: tanisi alan bir olgu

BAYRAKY. E., UNAL UZUN 0., KARAKAYA MOLLA G., SAHIN N., SONMEZ H. E.

2.Romatoloji'ye Panoramik Bakis Sempozyumu, Sapanca, Tiirkiye, 4 - 07 Mayis 2023, ss.134

Taliglucerase-alfa experience with 34 Gaucher disease patients from Turkey

Mungan N. 0,, COKER M,, KILIG YILDIRIM G., UNAL UZUN 0., Ersoy M., Zeybek A. C. A, Gunes S., ARSLAN N., TUMER
L., Kilic M,, et al.

19th Annual World Symposium, Florida, Amerika Birlesik Devletleri, 21 - 26 Subat 2023, ss.98

Tiirkiye'de Alkaptoniiri: 66 Hastanin Klinik ve Genetik Ozellikleri

Kisa P. T,, Giindiiz M., Dorum S., Unal Uzun 0., Cakar N. E., Kili¢ Yildirim G., Erdél S., Yarkan Tugsal H., Ucar U,
Goriikmez 0., et al.

Saglikh Biiyiiyen Cocuk Kongresi, Izmir, Tiirkiye, 18 - 20 Aralk 2020, ss.1

Successful desensitization of sebelipase alfa-induces infusion related reaction in a pediatric patient
with Wolman disease.

Kiilhas Celik I, Kiigiikcongar Yavas A., Unal Uzun 0., Siyah Bilgin B., Dibek Misirhoglu E.

SSIEM 2018: Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Athens, Yunanistan, 4
- 07 Eylul 2018

Yenidogan déneminde bulgu veren bir liziniirik protein intoleransi vakasi: Olgu sunumu.

Yara E, Arayica S., Unal Uzun 0, Giindiiz M., Alyamag Dizdar E., Oguz S. S.

24. Ulusal Neonatoloji Kongresi (UNEKO-24) , Antalya, Tiirkiye, 17 - 20 Nisan 2016, ss.135

Evaluation of Elevated Serum Lipoprotein A in Children: Which Options Are Available in Treatment?
Akbaba B., Kucukcongar Yavas A., Unal Uzun 0.

International Inborn Errors of Metabolism and Nutrition Congress, Istanbul, Tiirkiye, 10 - 14 Nisan 2019, ss.442
Efficacy of Ketogenic Diet Therapy in an Adult Patient With Type 3a Glycogen Storage Disease (GSD)
Kog N,, Kiiciikcongar Yavas A., Unal Uzun 0., Giindiiz M.

SSIEM 2019: Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Rotterdam, Hollanda,
3 - 06 Eyliil 2019, ss.42

Mitochondrial Trifunctional Protein Deficiency as a Polyneuropathy Etiology.

Unal Uzun 0., Karalék Z. S., Cavdarh B.



SSIEM 2019: Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Rotterdam, Hollanda,
3 - 06 Eyliil 2019, ss.349
IX. Essential Fatty Acids in Phenylketonuria and Their Relations with Clinical Findings.
Zengin A., Unal Uzun O, Kilig E. K,, Kiigiikkgongar Yavas A., Giindiiz M.
SSIEM 2019: Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Rotterdam, Hollanda,
3 - 06 Eyliil 2019, ss.324
X. Essential Fatty Acids in Organic Acidemia and Their Relations with Clinical Findings.
Kilig E. K,, Unal Uzun 0., Selek Zengin A., Kiigiikgongar Yavas A., Giindiiz M.
SSIEM 2019: Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Rotterdam, Hollanda,
3 - 06 Eyliil 2019, ss.161
XI. Eight-year follow-up of the patients with abetalipoproteinemia.
Ozaydin E., Unal Uzun 0., Kiigiikgongar Yavas A., Giindiiz M.
SSIEM 2019: Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Rotterdam, Hollanda,
3 - 06 Eyliil 2019, ss.161
XII. Bicytopenia, Diabetes and Cardiac Abnormalities in an Infant
Unal Uzun 0., Kiigiikcongar Yavas A, Zabun M., Pag A.
SSIEM 2019: Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Rotterdam, Hollanda,
3 - 06 Eyliil 2019, ss.287
XIIl. Essential Fatty Acids in Phenylketonuria and Their Relations with Clinical Findings
Zengin A., Unal Uzun 0., Kili¢ E. K, Kiigiikkcongar Yavas A., Giindiiz M.
International Inborn Errors of Metabolism and Nutrition Congress, Istanbul, Tiirkiye, 10 - 14 Nisan 2019, ss.484
XIV. Mitochondrial Trifunctional Protein Deficiency (MTPD) as a Polyneuropathy Etiology
Unal Uzun 0.
International Inborn Errors of Metabolism and Nutrition Congress, istanbul, Tiirkiye, 10 - 14 Nisan 2019, ss.104-
105
XV. A GSD Type 1b Case with Atipic Clinic Presentation
Kiiciikkcongar Yavas A., Unal Uzun 0.
International Inborn Errors of Metabolism and Nutrition Congress, Istanbul, Tiirkiye, 10 - 14 Nisan 2019, ss.444
XVI. Essential Fatty Acids in Organic Acidemia and Their Relations with Clinical Findings
Kili¢ E. K., Unal Uzun 0., Zengin A., Kiigiikkcongar Yavas A., Giindiiz M.
International Inborn Errors of Metabolism and Nutrition Congress, istanbul, Tiirkiye, 10 - 14 Nisan 2019, s5.486
XVII. Efficacy and Complications of Plasmapheresis in Two Patients with Familial Homozygous
Hyperlipidemia
Eyican E., Unal Uzun 0., Kiigiikcongar Yavas A., Sayh T. R., Kara A.
International Inborn Errors of Metabolism and Nutrition Congress, istanbul, Tiirkiye, 10 - 14 Nisan 2019, s5.492
XVIII. Argininemia: Four Siblings Case Report
Giimiis M., Unal Uzun 0.
International Inborn Errors of Metabolism and Nutrition Congress, Istanbul, Tiirkiye, 10 - 14 Nisan 2019, ss.344
XIX. Hypoglycemia, hyperammonemia and metabolic acidosis attack in an adolescent girl.
Unal Uzun 0.
Middle East Metabolic Group MEMG Meeting 15th, Bayrut, Liibnan, 29 Kasim - 02 Aralik 2018, ss.126
XX. A mild form adenylosuccinate lyase deficiency with non-specific neurological symptoms
Kiiciikcongar Yavas A., Giindiiz M., Unal Uzun 0.
SSIEM 2018: Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Athens, Yunanistan, 4
- 07 Eylul 2018
XXI. A very rare etiology of hypotonia and seizures: Congenital glutamine deficiency.
Unal Uzun 0., Kiiciikcongar Yavas A, Ceylaner S., Akin R.
SSIEM 2018: Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Athens, Yunanistan, 4
- 07 Eyliil 2018, ss.112
XXII. Sebelipase alfa treatment in a patient with Wolman disease.
Unal Uzun 0., Kiiciikcongar Yavas A., Giindiiz M., Siyah Bilgin B., Goniilal D., Unal S.



XXIIIL.

XXIV.

XXV.

XXVL

XXVIL

XXVIIL

XXIX.

XXXI.

XXXIL

XXXIIL

XXXIV.

XXXV.

SSIEM 2018: Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Athens, Yunanistan, 4
- 07 Eyliil 2018

A rare cause of neuromotor regression: COG4-CDG.

Kiigiikkgongar Yavas A., Has S., Unal Uzun 0., Giindiiz M.

SSIEM 2018: Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Athens, Yunanistan, 4
- 07 Eylil 2018

A novel etiologic factor of highly elevated cholestanol levels: Progressive famial intrahepatic
cholestasis.

Kiigiikkgongar Yavas A., Giindiiz M., Uncuoglu A., Unal Uzun 0.

SSIEM 2018: Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Athens, Yunanistan, 4
- 07 Eylul 2018

Wolman Hastaligi Olan Gocuk Olguda Sebelipaz-Alfa ile Infiizyon-iliskili Reaksiyon Ve Bagarili
Desensitizasyonu.

Kiilhas Celik I, Kiigiikgongar Yavas A., Unal Uzun 0., Siyah Bilgin B., Dibek Misirhoglu E., Giindiiz M.

VL. Uluslararasi katiimh Lizozomal Hastaliklar Kongresi, Antalya, Tiirkiye, 11 - 15 Nisan 2018, ss.122

Wolman Hastaligi Tanisi ile izlenen Bir Vakada Sebelipaz Alfa ile Enzim Replasman Tedavisi.

Unal Uzun 0., Giindiiz M., Kiigiikcongar Yavas A., Siyah Bilgin B., Géniilal D., Unal S.

VI. Uluslararasi katithmh Lizozomal Hastaliklar Kongresi, Antalya, Tiirkiye, 11 - 15 Nisan 2018, ss.79
Lizozomal depo hastaliklarinda molekiiler tani: Klinik tani ve mutasyon spektrumu korelasyonu.
Unal Uzun 0., Cavdarh B., Topgu V., Kasapkara C. S., Giindiiz M., Kiig M., Olgag A, Kiiciikcongar Yavas A.

VI. Uluslararasi katiimh Lizozomal Hastaliklar Kongresi, Antalya, Tiirkiye, 11 - 15 Nisan 2018, ss.79
Lizozomal depo hastaliklarinda kemik mineral yogunlugunun degerlendirilmesi.

Has S, Kiiciikcongar Yavas A., Unal Uzun 0., Giindiiz M.

VL. Uluslararasi katiimh Lizozomal Hastaliklar Kongresi, Antalya, Tiirkiye, 11 - 15 Nisan 2018, ss.65

A rare cause of newborn hypoglycemia and hyperammonemia: CACT deficiency.

Unal Uzun 0., Kiigiikcongar Yavas A, Giindiiz M.

ICIEM 2017: 13th International Congress of Inborn Errors of Metabolism, Rio De Janeiro, Brezilya, 5 - 08 Eyliil
2017, ss.234

The effect of home visiting to the ketogenic diet compliance in multidrug resistant epilepsy.

Kog N., Giindiiz M., Unal Uzun 0, Kii¢iikcongar Yavas A., Degerliyurt A.

ICIEM 2017: 13th International Congress of Inborn Errors of Metabolism,, Rio De Janeiro, Brezilya, 5 - 08 Eyliil
2017, ss.72

Would congenital disorders of glycosylation incidence be higher than expected?

Kiiciikkcongar Yavas A., Giirkas E., Unal Uzun 0., Giindiiz M., Jaeken J.

ICIEM 2017: 13th International Congress of Inborn Errors of Metabolism, Rio De Janeiro, Brezilya, 5 - 08 Eyliil
2017, ss.375

Evaluation of clinical and genetic findings of patients with galactosemia.

Teke Kisa P., Kése E., Unal Uzun 0., Kése M., Oztiirk Hismi B., Biilbiil S. F., Giindiiz M., Kii¢ciikcongar Yavas A., Arslan
N.

ICIEM 2017: 13th International Congress of Inborn Errors of Metabolism, Rio De Janeiro, Brezilya, 5 - 08 Eyliil
2017, ss.201

Maternal depression and anxiety of patients under restricted diet and having risk of metabolic
decompensation.

Teke Kisa P., Kose E., Unal Uzun 0., Biilbiil S. F., Giindiiz M., Arslan N.

ICIEM 2017: 13th International Congress of Inborn Errors of Metabolism. September 5-8, 2017 Rio de Janeiro,
Brazil., Rio De Janeiro, Brezilya, 5 - 08 Eyliil 2017, ss.72

Dogumsal Glikozilasyon Bozukluklarini Tahminimizden Daha mi Sik Goriyoruz?

Kiiciikcongar Yavas A., Giirkas E., Unal Uzun 0., Giindiiz M.

XIV. Ulusal Metabolik Hastaliklar ve Beslenme Kongresi, Mugla, Tiirkiye, 26 - 30 Nisan 2017, ss.177

Ketojenik Diyet Tedavisi Uygulanan Direngli Epilepsili Cocuklarda Evde Takibin Rolii.

Kog N,, Giindiiz M., Unal Uzun 0., Kiiciikcongar Yavas A.



XXXVI.

XXXVIIL

XXXVIIIL

XXXIX.

XL.

XLL

XLIIL

XLIIL.

XLIV.

XLV.

XLVI.

XLVIL

XLVIIL

XLIX.

XIV. Ulusal Metabolik Hastaliklar ve Beslenme Kongresi, Mugla, Tiirkiye, 26 - 30 Nisan 2017, ss.173

Savas ve malniitrisyon: Suriyeli iki kardes olgu.

Kog N, Giindiiz M., Aksoy A. B., Unal Uzun 0., Kiigiikcongar Yavas A.

XIV. Ulusal Metabolik Hastaliklar ve Beslenme Kongresi, Mugla, Tiirkiye, 26 - 30 Nisan 2017, ss.180

Agir Kolestaz ve Hizl Seyir ile Erken Donemde Kaybedilen Niemann Pick Tip A Vakasi

Unal Uzun 0,, Yigit M., Kiigiikcongar Yavas A., Ceylaner S., Giindiiz M.

XIV. Ulusal Metabolik Hastaliklar ve Beslenme Kongresi, Mugla, Tiirkiye, 26 - 30 Nisan 2017, ss.145
Galaktozemili hastalarin klinik ve genetik bulgularinin degerlendirilmesi.

Teke Kisa P., Kése E., Unal Uzun 0., Oztiirk Hismi B., Biilbiil S. F., Giindiiz M., Kiigiikcongar Yavas A., Arslan N.
XIV. Ulusal Metabolik Hastaliklar ve Beslenme Kongresi, Mugla, Tiirkiye, 26 - 30 Nisan 2017, ss.139

Koma Riski Olan Metabolik Hastalik Tanili Cocuklarin Annelerinde Depresyon ve Anksiyete Siklig1.
Teke Kisa P., Kése E., Unal Uzun O, Biilbiil S. F., Giindiiz M., Arslan N.

XIV. Ulusal Metabolik Hastaliklar ve Beslenme Kongresi, Mugla, Tiirkiye, 26 - 30 Nisan 2017, ss.16

Alfa Metil A¢il-CoA Rasemaz Eksikligi: Vaka Sunumu.

Giindiiz M., Mutlu S., Unal Uzun 0., Kiigiikkcongar Yavas A.

XIV. Ulusal Metabolik Hastaliklar ve Beslenme Kongresi, Mugla, Tiirkiye, 26 - 30 Nisan 2017, ss.147

Arag i¢i trafik kazasi sonrasi servikal kord hasari olan hastada beslenme destegi

Kog N, Giindiiz M., Yarar A., Aldemir E. S., Ball F., Unal Uzun 0., Kii¢iikcongar Yavas A.

XIV. Ulusal Metabolik Hastaliklar ve Beslenme Kongresi, Mugla, Tiirkiye, 26 - 30 Nisan 2017, ss.190

Biotinidaz eksikligi hastalarinin genetik ve biyokimyasal profillerinin degerlendirilmesi.

Kése E., Onay H., Unal Uzun 0., Teke Kisa P., Giindiiz M,, Biilbiil S. F., Arslan N.

XIV. Ulusal Metabolik Hastaliklar ve Beslenme Kongresi, Mugla, Tiirkiye, 26 - 30 Nisan 2017, ss.8

Smith Lemli Opitz Sendromu: 4 yillik izlem.

Kog N, Giindiiz M., Karadepe F. N., Unal Uzun 0., Kiiciikcongar Yavas A.

XIV. Ulusal Metabolik Hastaliklar ve Beslenme Kongresi, Mugla, Tiirkiye, 26 - 30 Nisan 2017, ss.174

Yeni bir vezikiiler trafik bozuklugu; AP3B2 gen defektine bagh epileptik ensefalopati.

Yiicel Yilmaz D., Ozgiil R. K, Yalnizoglu D., Oztiirk Hismi B., Unal Uzun 0., Serdaroglu E., Dursun A.

XIV. Ulusal Metabolik Hastaliklar ve Beslenme Kongresi, Mugla, Tiirkiye, 26 - 30 Nisan 2017, ss.158

Influenza A (H1N1) virus associated acute pancreatitis and posterior reversible encephalopathy
syndrome (PRES) in a patient with mut0 methylmalonic acidemia (MMA)

Unal Uzun 0., Giindiiz M., Kog N., Bayrakci U. S, Gen¢ H., Yaman A., Ademhan D.

SSIEM 2016: Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Rome, italya, 6 - 09
Eyliil 2016, ss.255

Dysmorphic Facial Features and Other Clinical Characteristics in Two Patients with PEX1 Gene
Mutations.

Unal Uzun 0., Giindiiz M.

SSIEM 2016: Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Rome, italya, 6 - 09
Eyliil 2016, ss.264

The multiple faces of lysinuric protein intolerance with a novel mutation.
Ozaydin E., Giindiiz M., Tural D., Altan H., Unal Uzun 0.

SSIEM 2016: Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Rome, italya, 6 - 09
Eyliil 2016, ss.251

Identification of three novel mutations in patients with citrullinemia type 1.
Arslan N, Kése E,, Unal Uzun 0., Giindiiz M., Haberle ], Biilbiil S. F.

SSIEM 2016: Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Rome, italya, 6 - 09
Eyliil 2016, ss.254

Evaluation of genetic and biochemical profiles of patients with biotinidase deficiency.
Kése E., Onay H., Unal Uzun 0., Giindiiz M., Biilbiil S. F., Arslan N.

SSIEM 2016: Annual Symposium of the Society for the Study of Inborn Errors of Metabolism, Rome, italya, 6 - 09
Eyliil 2016, ss.233

GNAL gene mutation and dystonia in Two Turkish siblings diagnosed by exome sequencing.
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