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An ultra-rare cause of severe hypotonia mimicking Pompe disease in an infant: RRM2B related
mitochon- drial DNA depletion syndrome with a novel mutation

INCi A., OKUR i, DEMIR E., BIBEROGLU G., TUMER L., SERDAROGLU A., EZGU F. S.
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EPILEPSY & BEHAVIOR, vol.112, 2020 (SCI-Expanded)

Temporary Seizure in an Infant Who Had Been Exposed to G-Amino Butyric Acid Receptor
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Prepubertal Children With Epilepsy

Ozcelik A. A, SERDAROGLU A, Bided A, ARHAN E,, Soysal S.,, DEMIR E., GUCUYENER K.

PEDIATRIC NEUROLOGY, vol.51, no.2, pp.220-224, 2014 (SCI-Expanded)

Matrix Metalloproteinase-7, Matrix Metalloproteinase-9, and Disease Activity in Pediatric Multiple
Sclerosis Response

Yilmaz U., GUCUYENER K., Gurkas E., DEMIR E., SERDAROGLU A, Atak A., Aral A, Oner Y. A.
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Matrix Metalloproteinase-7 and Matrix Metalloproteinase-9 in Pediatric Multiple Sclerosis

Unsal Y., Kivilcim G., Aysegul A., Arzu A, Esra G., Ercan D,, Ayse S.
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etal.
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Are serum nitric oxide and vascular endothelial growth factor levels affected by packed red blood
cell transfusions?

Ergenekon E., Bozkaya D., Goktas T., Erbas D., ATAK YUCEL A, Turan 0., Hirfanoglu I, Onal E. E,, TURKYILMAZ C,,
KOCE,, et al.

HEMATOLOGY, vol.15, no.3, pp.170-173, 2010 (SCI-Expanded)

An unusual presentation of Muscle-Eye-Brain disease: Severe eye abnormalities with mild muscle
and brain involvement

DEMIR E. GUCUYENER K, Akturk A., TALIM B., Konus 0. L., Del Bo R., Ghezzi S., Comi G. P.
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Novel truncating and missense mutations of the KCC3 gene associated with Andermann syndrome

Uyanik G., Elcioglu N., Penzien J., Gross C., Yilmaz Y., Olmez A., Demir E., Wahl D., Scheglmann K., Winner B., et al.
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NEUROLOGY, vol.66, no.7, pp.1044-1048, 2006 (SCI-Expanded)

Ultrastructural defects of collagen VI filaments in an Ullrich syndrome patient with loss of the alpha
3(VI) N10-N7 domains

Squarzoni S., Sabatelli P., Bergamin N., Guicheney P., Demir E., Merlini L., Lattanzi G., Ognibene A., Capanni C,,
Mattioli E,, et al.
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Effect of antiepileptic drugs on plasma lipids, lipoprotein (a), and liver enzymes
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JOURNAL OF CHILD NEUROLOGY, vol.21, no.1, pp.70-74, 2006 (SCI-Expanded)

Benign familial infantile convulsions: phenotypic variability in a family.

Demir E, Turanii G., Yalntzoglu D., Topcu M.

Journal of child neurology, vol.20, no.6, pp.535-8, 2005 (SCI-Expanded)

Giant axonal neuropathy: clinical and genetic study in six cases
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Demir E,, Prud'homme J., Topcu M.

PEDIATRIC NEUROLOGY, vol.30, no.5, pp.349-353, 2004 (SCI-Expanded)

Collagen VI status and clinical severity in Ullrich congenital muscular dystrophy: Phenotype analysis
of 11 families linked to the COL6 loci

Demir E, Ferreiro A, Sabatelli P., Allamand V., Makri S., Echenne B., Maraldi M., Merlini L., Topaloglu H., Guicheney
P.

NEUROPEDIATRICS, vol.35, no.2, pp.103-112, 2004 (SCI-Expanded)

Andermann syndrome in a Turkish patient

Demir E,, Irobi ., Erdem S., Demirci M., Tan E,, Timmerman V., De Jonghe P., Topaloglu H.

JOURNAL OF CHILD NEUROLOGY, vol.18, no.1, pp.76-79, 2003 (SCI-Expanded)

Exon deletions in the GCHI gene in two of four Turkish families with dopa-responsive dystonia

Klein C., Hedrich K., Kabakci K., Mohrmann K., Wiegers K., Landt 0., Hagenah ]., Schwinger E., Pramstaller P., Ozelius
L, etal

NEUROLOGY, vol.59, no.11, pp.1783-1786, 2002 (SCI-Expanded)

Mutations in COL6A3 cause severe and mild phenotypes of Ullrich congenital muscular dystrophy
Demir E,, Sabatelli P, Allamand V., Ferreiro A.,, Moghadaszadeh B., Makrelouf M., Topaloglu H., Echenne B., Merlini
L., Guicheney P.

AMERICAN JOURNAL OF HUMAN GENETICS, vol.70, no.6, pp.1446-1458, 2002 (SCI-Expanded)

A case of Sandifer's syndrome with hand tremor.

Demir E., Saka E., Aysun S.

The Turkish journal of pediatrics, vol.43, no.4, pp.348-50, 2001 (SCI-Expanded)

The gene encoding gigaxonin, a new member of the cytoskeletal BTB/kelch repeat family, is mutated
in giant axonal neuropathy

Bomont P., Cavalier L., Blondeau F., Hamida C., Belal S., Tazir M., Demir E., Topaloglu H., Korinthenberg R., Tuysuz
B, etal

NATURE GENETICS, vol.26, no.3, pp.370-374, 2000 (SCI-Expanded)

Giant axonal neuropathy locus refinement to a < 590 kb critical interval

Cavalier L., BenHamida C., Amouri R, Belal S., Bomont P., Lagarde N,, Gressin L., Callen D., Demir E., Topaloglu H,, et
al.

EUROPEAN JOURNAL OF HUMAN GENETICS, vol.8, no.7, pp.527-534, 2000 (SCI-Expanded)

A cross section of autosomal recessive limb-girdle muscular dystrophies in 38 families

DINGER P. R, Akcoren Z., Demir E., Richard I, Sancak 0., Kale G., 0zme S., KARADUMAN A. A,, Tan E,, Urtizberea J.,, et
al.

JOURNAL OF MEDICAL GENETICS, vol.37, no.5, pp.361-367, 2000 (SCI-Expanded)

Weight gain associated with valproate in childhood



Demir E,, Aysun S.
PEDIATRIC NEUROLOGY, vol.22, n0.5, pp.361-364, 2000 (SCI-Expanded)
XL. Effect of alendronate treatment on the clinical picture and bone turnover markers in chronic
idiopathic hyperphosphatasia
DEMIR E,, Bereket A., Ozkan B., Topcu M.
Journal of Pediatric Endocrinology and Metabolism, vol.13, no.2, pp.217-221, 2000 (SCI-Expanded)
XLL. Clinical and genetic correlate in childhood onset Friedreich ataxia
Alikasifoglu M., Topaloglu H., Tuncbilek E., Ceviz N., Anar B., Demir E., Ozme S.
NEUROPEDIATRICS, vol.30, no.2, pp.72-76, 1999 (SCI-Expanded)
XLI. A new case of oculocerebral hypopigmentation syndrome (Cross syndrome) with additional findings
Tezcan L, Demir E, Asan E, Kale G., Muftuoglu S., Kotiloglu E.
CLINICAL GENETICS, vol.51, no.2, pp.118-121, 1997 (SCI-Expanded)
XLIII. Infantile spasms as the initial symptom of biotinidase deficiency
Kalayci 0., Coskun T, Tokatli A., Demir E., Erdem G., Giingér C., Yiikselen A., Ozalp L.
Journal of Pediatrics, vol.124, no.1, pp.103-104, 1994 (SCI-Expanded)
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I. The Relation of Epilepsy Type with Depression and Anxiety in Children

Ozturk Z., Soysal S., GUCUYENER K., DEMIR E.,, ARHAN E,, SERDAROGLU A.
GAZI MEDICAL JOURNAL, vol.32, pp.273-275, 2021 (ESCI)

II. SMN1 gen delesyonu diglanmis Spinal Muskiiler Atrofi 6n tanili ¢ocuklarda etiyolojinin tiim ekzom
dizi analizi verilerine dayanarak retrospektif olarak arastirilmasi
SEZER A., DEMIR E,, KAYHAN G., ERGUN M. A, TUG E.
Gazi Medical Journal, 2020 (ESCI)

III. Dikkat Eksikligi Hiperaktivite Bozuklugu olan Hastalarin Noropsikolojik Test Performansinin
Degerlendirilmesi
GUCUYENER K., SOYSAL ACAR A. S., 6ztiirk z, DEMIR E., ARHAN E., SERDAROGLU A.
Gazi Medical Journal, vol.30, no.2, 2019 (Scopus)

IV. Evaluation of Neuropsychological Test Performance of Patients with Attention Deficit Hyperactivity
Disorder
SOYSAL ACAR A. S, Ozturk Z., GUCUYENER K., DEMIR E., ARHAN E., SERDAROGLU A.
GAZI MEDICAL JOURNAL, vol.30, no.2, pp.114-118, 2019 (ESCI)

V. Sepsis-Associated Encephalopathy in a Child with the Torsion of Meckel's Diverticulum
Gurkas E,, Yilmaz U, DEMIR E,, GUCUYENER K.
JOURNAL OF CLINICAL AND ANALYTICAL MEDICINE, vol.7, pp.158-160, 2016 (ESCI)

VI. Case: Valproat-Induced Hyperammonemic Encephalopathy
Aksu A. U, ARHAN E, DEMIR E., Ozcelik A. A,, Serdaroglu A, GUCUYENER K.
GAZI MEDICAL JOURNAL, vol.27, no.2, pp.85-86, 2016 (ESCI)

VII. Spastic Paraplegia with SPG11 Gene delE39 in a Turkish Patient
Ozturk Z., Havali C,, DEMIR E., GUCUYENER K.
GAZI MEDICAL JOURNAL, vol.27, no.4, pp.205-206, 2016 (ESCI)
VIII. Autism Spectrum Disorder Management Practices and Level of Knowledge Among General

Pediatricians
Ozcelik A. A, Soysal S., ARHAN E., DEMIR E., GUCUYENER K,, SERDAROGLU A.
GAZI MEDICAL JOURNAL, vol.26, no.4, pp.158-162, 2015 (ESCI)

IX. Reactive haemophagocytic syndrome in a child with acalculous cholecystitis
ERDURAN E, DEMIR E,, SARI A, girisken i.
Haema, vol.8, no.1, pp.113-117, 2005 (Peer-Reviewed Journal)
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ARTROGRIPOZiS TANI VE TEDAVI ALGORITMASI

0ZBUDAK P.,, DEMIR E.

in: Pediatrik Néroloji: Algoritmalar ve ilag Rehberi, Kumandag Sefer, Cankurtaran Mehmet, Editor, AKADEMISYEN
KITABEVI, Ankara, pp.501-502, 2022

SMA TANI VE TEDAVi ALGORITMASI

DEMIR E., 0ZBUDAK P.

in: Pediatrik Néroloji: Algoritmalar ve ilag Rehberi, Kumandags Sefer, Cankurtaran Mehmet, Editor, AKADEMISYEN
KITABEVI, Ankara, pp.509-511, 2022
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KITABEVI, Ankara, pp.2973-2983, 2022

ON BOYNUZ MOTOR NORON HASTALIKLARI

DEMIR E,, 0ZBUDAK P.

in: Temel Pediatrik Néroloji: Tan1 ve Tedavi, Kumandas Sefer, Cankurtaran Mehmet, Editor, AKADEMISYEN
KITABEVI, Ankara, pp.3003-3029, 2022

40. Bolim. DEHB ve Norolojik Bozukluklar

oztiirk z, DEMIR E.

in: DIKKAT EKSIKLiGI HIPERAKTIVITE BOZUKLUGU EL KiTABI, A. Sebnem Soysal Acar, Editor, Nobel Akademik
Yaymcilik Egitim Danigsmanlik Tic. Ltd. Sti., Ankara, pp.455-464, 2019
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18-36 ay arasi saglikli cocuklarda ekran maruziyetinin dil gelisimi iizerine etkisinin arastirilmasi
Kili¢ R. K, Kiiciikiinal I. S., Cuhac1 Cakir B., Duyan Camurdan A., Serdaroglu E., Serdaroglu A., Demir E., Arhan E.,
Hirfanoglu T.

67. Tiirkiye Milli Pediatri Kongresi, Girne, Cyprus (Kktc), 18 - 22 October 2023, pp.61

FIRST LATE ONSET CEREBRAL FOLATE TRANSPORTER DEFICIENCYWITH A NOVEL MUTATION
MIMICKING SSPE AND WILSON’SDISEASE

Kili¢ R. K, Arhan E,, Kayhan G., Demir E., Hirfanoglu T.

SSIEM Annual Symposium 2023, Ashdod, Israel, 29 August - 01 September 2023, vol.46, no.1, pp.247

SSPE yi Taklit Eden Ge¢ GCocukluk Déneminde Klinik Bulgular ile Ortaya Gikan Nadir Tedavi Edilebilen
Bir Norometabolik Hastalik: “Serebral Folat Transportu Eksikligi” (PS-033)

Kilig R. K, Hirfanoglu T., Kayhan G., Demir E.,, Arhan E.

24. Ulusal Cocuk Norolojisi Kongresi 17-21 Mayis 2023, Mugla, Mugla, Turkey, 17 - 21 May 2023, vol.1, pp.187
KONJENITAL CD59 EKSIKLiGi: KLINiK BULGULAR, TANI VE TEDAVI

AKBAS S., CALIK M., KiPOGLU 0., 0ZCAN N., KILIC R. K., YILMAZ C., DEMIR E.

L. Tiirk Diinyasi Erciyes Cocuk Norolojisi Kongresi, Kayseri, Turkey, 15 - 19 March 2023

ANTI-NOBET ILACLARIN ALER]JiK REAKSIYONLARINA KARSI COCUK HEKIMLERININ
FARKINDALIKLARI, BiLGi DUZEYLERI VE TUTUMLARININ DEGERLENDiRiLMESi

KILIC R. K., AKBAS S., SERDAROGLU E., ARHAN E., HIRFANOGLU T., DEMIR E.

L. Tiirk Diinyasi Erciyes Cocuk Norolojisi Kongresi, Kayseri, Turkey, 15 - 19 March 2023

COViD-19 iligkili ADEM ve LETM Kkliniginde Adenovirus koenfeksiyonlu bir olgu

Akkuzu E, Uysal Yazic1 M, Azapagasi E., Hirfanoglu T., Derinkuyu B. E., Tezer H., Demir E.

66. Tiirkiye Milli Pediatri Kongresi, Girne, Cyprus (Kktc), 5 - 09 October 2022, pp.59

PERONEAL NERVE PALSY DUE TO OSTEOCHONDROMA OF THE FiBULAR HEAD: A RARE CAUSE OF
FOOT DROP

Kilig R. K., Akbas S., Oztiirk A. M., Demir E.



17th International Child Neurology Congress, Antalya, Turkey, 3 - 07 October 2022
VIII. PRIDOSTIGMIN TREATMENT IN X-LINKED MYOTUBULAR MYOPATHY
Akbas S., Kili¢ R. K, Giiciiyener K, Serdaroglu E., Demir E.
17th International Child Neurology Congress, Antalya, Turkey, 3 - 07 October 2022
IX. Neonatal Amplitude Integrated EEG (aEEG): Contribution to Clinical, Etiologic, and Prognosis
Cankurt I, Arhan E., Kilig R. K., Serdaroglu E., Demir E., Hirfanoglu T.
17th International Child Neurology Congress, Antalya, Turkey, 3 - 07 October 2022
X. NEONATAL EEG: IMPORTANCE AND UTILITY IN DIFFERENTIAL DIAGNOSIS and PROGNOSIS
Kilig R. K, Arhan E,, Cankurt i, Serdaroglu E., Demir E., Hirfanoglu T.
17th International Child Neurology Congress, Antalya, Turkey, 3 - 07 October 2022
XI. PRE-SURGERY PHASE 1 EVALUATION RESULTS AND CONTRIBUTION TO SURGERY IN PEDIATRIC
PATIENTS WITH DRUG-RESISTANT EPILEPSY
Cankurt i, Hirfanoglu T, Kilig R. K, Serdaroglu E., Demir E., Serdaroglu A., Arhan E.
17th International Child Neurology Congress, Antalya, Turkey, 3 - 07 October 2022
XIl. Epilepsy prevalence and trends in antiepileptic medication use among children in Turkey between
2015-2020
Simsek I, Yapar D., Hirfanoglu T., Serdaroglu E., Demir E., Arhan E.
17th International Child Neurology Congress, Antalya, Turkey, 3 - 07 October 2022
XIlI. THE RELATIONSHiP BETWEEN FiRST TRIMESTER MATERNAL SERUM PAPP-A LEVEL AND
POSTNATAL NEUROLOGICAL DEVELOPMENT LEVEL
Kili¢ R. K, Hirfanoglu T., Menderes D., Serdaroglu E., Terece C., Taner M. Z.,, Serdaroglu A,, Demir E., Arhan E.
17th International Child Neurology Congress, Antalya, Turkey, 3 - 07 October 2022
XIV. COMPARISON OF CORTICOSTEROIDS VERSUS CLOBAZAM TREATMENT OF EPiLEPTIC
ENCEPHALOPATHY WiTH ELECTRICAL STATUS EPILEPTICUS FOR ELECTROCLINICAL REMISSION
Cankurt I, Hirfanoglu T., Kilig R. K, Serdaroglu E., Demir E., Serdaroglu A, Arhan E.
17th International Child Neurology Congress, Antalya, Turkey, 3 - 07 October 2022
XV. COVID-19 RELATED ADEM AND LONGITUDINAL EXTENSIVE TRANSVERSE MYELITIS WITH ACUTE
ADENOVIRUS CO-INFECTION IN A NINE-YEAR-OLD CHILD
Kili¢ R. K, Arhan E,, Cankurt i, Serdaroglu E., Akkuzu E., Azapagasi E., Uysal Yazic1 M., Demir E., Hirfanoglu T.
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