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Insights into the expanding phenotypic spectrum of inherited disorders of biogenic amines.
Kuseyri Hiibschmann 0., Horvath G., Cortés-Saladelafont E., Yildiz Y., Mastrangelo M., Pons R,, Friedman J.,
Mercimek-Andrews S., Wong S., Pearson T. S., et al.

Nature communications, cilt.12, sa.1, ss.5529, 2021 (SCI Expanded Indekslerine Giren Dergi)

Homozygous missense VPS16 variant is associated with a novel disease, resembling
mucopolysaccharidosis-plus syndrome in two siblings

Yildiz Y., Kosukcu C., Aygiin D., Akgaboy M., Oztek Celebi F. Z., Tasc1 Yildiz Y., Sahin G., Aytekin C,, Yiiksel D., Lay I, et
al.

CLINICAL GENETICS, cilt.100, sa.3, ss.308-317, 2021 (SCI indekslerine Giren Dergi)

DNACJ12 deficiency in patients with unexplained hyperphenylalaninemia: two new patients and a
novel variant

Ciki K, Yildiz Y., Yiicel Yilmaz D., Pektas E., Tokath A., Ozgﬁl R. K., Sivri H. S., Dursun A.

METABOLIC BRAIN DISEASE, cilt.36, sa.6, ss.1405-1410, 2021 (SCI indekslerine Giren Dergi)

Assessment of intellectual impairment, health-related quality of life, and behavioral phenotype in
patients with neurotransmitter related disorders: Data from the iNTD registry

Keller M., Brennenstuhl H., Kuseyri Hiibschmann 0., Manti F,, Julia Palacios N. A., Friedman ],, Yildiz Y., Koht J. A.,
Wong S., Zafeiriou D. 1., et al.

JOURNAL OF INHERITED METABOLIC DISEASE, 2021 (SCI indekslerine Giren Dergi)

Complicated peripartum course in a patient with very long-chain acyl-coenzyme A dehydrogenase
(VLCAD) deficiency

AKAR H.T., Cagan M,, YILDIZ Y., SIVRI H. S.

NEUROMUSCULAR DISORDERS, cilt.31, sa.6, ss.566-569, 2021 (SCI indekslerine Giren Dergi)

Safety and Efficacy of Liver-Directed Gene Therapy in Patients with Mucopolysaccharidosis Type VI
Brunetti-Pierri N,, Ferla R, Ginocchio V. M., Rossi A, Fecarotta S., Romano R, Parenti G., YILDIZ Y., Zancan S.,
Pecorella V., etal.

MOLECULAR THERAPY, cilt.29, sa.4, ss.114, 2021 (SCI indekslerine Giren Dergi)

Genotypic and phenotypic features in Turkish patients with classic nonketotic hyperglycinemia
Bayrak H., Yildiz Y., Olga¢ A., Kasapkara C. S., Kiigiikcongar A., Zenciroglu A,, Yiiksel D., Ceylaner S., Kili¢ M.
METABOLIC BRAIN DISEASE, 2021 (SCI indekslerine Giren Dergi)

Oral health status of children and young adults with maple syrup urine disease in Turkey.

Ballikaya E,, Yildiz Y., Kog¢ N., Tokatli A., Uzamis Tekcicek M., Sivri H. S.

BMC oral health, cilt.21, ss.8, 2021 (SCI indekslerine Giren Dergi)

Brain MR patterns in inherited disorders of monoamine neurotransmitters: An analysis of 70
patients

Hiibschmann O. K., Mohr A, Friedman J., Manti F., Horvath G., Cortés-Saladelafont E., Mercimek-Andrews S, Yildiz
Y. Pons R, Kulhanek J., et al.

JOURNAL OF INHERITED METABOLIC DISEASE, 2021 (SCI Indekslerine Giren Dergi)

Invisible burden of COVID-19: enzyme replacement therapy disruptions

Kahraman A. B., Yildiz Y., Cik1 K,, Akar H. T., Erdal I,, Dursun A, Tokatli A, Sivri H. S.

JOURNAL OF PEDIATRIC ENDOCRINOLOGY & METABOLISM, cilt.34, sa.5, ss.539-545, 2021 (SCI indekslerine Giren
Dergi)

Creatine Transporter Deficiency Presenting as Autism Spectrum Disorder

Yildiz Y., Go¢men R, Yaramis A., Coskun T., Haliloglu G.

PEDIATRICS, cilt.146, sa.5, 2020 (SCI indekslerine Giren Dergi)

Recurrent Postinfectious Rhabdomyolysis in a 5-Year-0ld Girl

Torun E, Yildiz Y., Yazici M., Colak F., Kasapkara C.

KLINISCHE PADIATRIE, 2020 (SCI Indekslerine Giren Dergi)

A Rare Cause of Hyperinsulinemic Hypoglycemia: Kabuki Syndrome

Misirhgil M., Yildiz Y., Akin 0., Odabasi G., Arslan M., Unay B.

Journal of clinical research in pediatric endocrinology, 2020 (SCI Expanded indekslerine Giren Dergi)

Predictors of acute metabolic decompensation in children with maple syrup urine disease at the
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emergency department

YILDIZ Y., Akcan Yildiz L., DURSUN A., TOKATLI A., COSKUN T., TEKSAM 0., SIVRI H. S.

EUROPEAN JOURNAL OF PEDIATRICS, cilt.179, sa.7, ss.1107-1114, 2020 (SCI indekslerine Giren Dergi)
Successful management of acute pancreatitis due to apolipoprotein C-II deficiency in a 37-day-old
infant

Yildiz Y., Uysal Y., Cinar H., Ozbay H., Kurt C., Kili¢ M.

PANCREATOLOGY, cilt.20, sa.4, ss.644-646, 2020 (SCI Indekslerine Giren Dergi)

Retrospective evaluation of 85 patients with urea cycle disorders: one center experience, three new
mutations

Nakip O.S., YILDIZ Y., TOKATLI A.

JOURNAL OF PEDIATRIC ENDOCRINOLOGY & METABOLISM, cilt.33, sa.6, s5.721-728, 2020 (SCI indekslerine Giren
Dergi)

Consensus guideline for the diagnosis and treatment of tetrahydrobiopterin (BH4) deficiencies
Opladen T., Lopez-Laso E., Cortes-Saladelafont E., Pearson T. S., SIVRI H. S., YILDIZ Y., Assmann B., Kurian M. A.,
Leuzzi V., Heales S,, et al.

ORPHANET JOURNAL OF RARE DISEASES, cilt.15, sa.1, 2020 (SCI Indekslerine Giren Dergi)

Two cases of Vici syndrome presenting with corpus callosum agenesis, albinism, and severe
developmental delay

Hizal M,, Yeke B,, YILDIZ Y., Oztiirk A., Giirbiiz B. B., COSKUN T.

TURKISH JOURNAL OF PEDIATRICS, cilt.62, sa.3, ss.474-478, 2020 (SCI indekslerine Giren Dergi)

Genotypes and estimated prevalence of phosphomannomutase 2 deficiency in Turkey differ
significantly from those in Europe

YILDIZ Y., Arslan M., Celik G., Kasapkara C. S., Ceylaner S., DURSUN A, SIVRI H. S., COSKUN T., TOKATLI A.
AMERICAN JOURNAL OF MEDICAL GENETICS PART A, cilt.182, sa.4, s5.705-712, 2020 (SCI indekslerine Giren
Dergi)

Comment on: "Multiple acyl-CoA dehydrogenase deficiency in elderly carriers”

YILDIZ Y., TOKATLI A.

JOURNAL OF NEUROLOGY, cilt.267, sa.4, ss.1209-1210, 2020 (SCI indekslerine Giren Dergi)

Oral health status of children with phenylketonuria

BALLIKAYA E,, YILDIZ Y,, SIVRI H. S., TOKATLI A, DURSUN A., Olmez S., COSKUN T., Tekcicek M. U.

JOURNAL OF PEDIATRIC ENDOCRINOLOGY & METABOLISM, cilt.33, sa.3, ss.361-365, 2020 (SCI indekslerine Giren
Dergi)

Inborn errors of metabolism in the differential diagnosis of fatty liver disease

YILDIZ Y, SIVRI H. S.

TURKISH JOURNAL OF GASTROENTEROLOGY, cilt.31, sa.1, ss.3-16, 2020 (SCI Indekslerine Giren Dergi)

When Pancreatitis Stinks A Rare Cause of Acute Recurrent Pancreatitis in a Child

YILDIZ Y., Sahin G., Hosnut F. O.

PANCREAS, cilt.49, sa.1, 2020 (SCI indekslerine Giren Dergi)

Rare cause of high anion gap metabolic acidosis in an infant: Succinyl-CoA:3-ketoacid transferase
deficiency

YILDIZ Y., Azapagasi E.

JOURNAL OF PAEDIATRICS AND CHILD HEALTH, cilt.55, sa.11, s5.1395-1396, 2019 (SCI indekslerine Giren Dergi)
Determinants of Riboflavin Responsiveness in Multiple Acyl-CoA Dehydrogenase Deficiency
YILDIZ Y., TALIM B., Haliloglu G., Topaloglu H., AKCOREN Z., DURSUN A,, SIVRI H. S., COSKUN T., TOKATLI A.
PEDIATRIC NEUROLOGY, cilt.99, s5.69-75, 2019 (SCI indekslerine Giren Dergi)

Maternal phenylketonuria in Turkey: outcomes of 71 pregnancies and issues in management
YILDIZ Y., SIVRI H. S.

EUROPEAN JOURNAL OF PEDIATRICS, cilt.178, sa.7, ss.1005-1011, 2019 (SCI indekslerine Giren Dergi)
Cognitive and behavioral impairment in mild hyperphenylalaninemia

Eving S., Pektas E., Foto-Ozdemir D., Yildiz Y., Karaboncuk Y., Bilginer-Giirbiiz B., Dursun A., Tokath A., Coskun T.,
Oktem F., et al.



TURKISH JOURNAL OF PEDIATRICS, cilt.60, sa.6, ss.617-624, 2018 (SCI Indekslerine Giren Dergi)
XXVIII. Post-mortem detection of FLAD1 mutations in 2 Turkish siblings with hypotonia in early infancy
YILDIZ Y., Olsen R. K. ]., SIVRI H. S., AKCOREN Z., Nygaard H. H., TOKATLI A.
NEUROMUSCULAR DISORDERS, cilt.28, sa.9, ss.787-790, 2018 (SCI indekslerine Giren Dergi)
XXIX. Oral health status in patients with mucopolysaccharidoses
BALLIKAYA E., Eymirli P. S., YILDIZ Y., AVCU N,, SIVRI H. S., Uzamis-Tekcicek M.
TURKISH JOURNAL OF PEDIATRICS, cilt.60, sa.4, ss.400-406, 2018 (SCI indekslerine Giren Dergi)
XXX. Hyperinsulinemic Hypoglycemia in Congenital Disorder of Glycosylation Type-1a (CDG-1a)
Vuralli D, YILDIZ Y., SIVRI H. S., ALIKASIFOGLU A.
HORMONE RESEARCH IN PAEDIATRICS, cilt.90, ss.362-363, 2018 (SCI indekslerine Giren Dergi)
XXXI. Hereditary Dopamine Transporter Deficiency Syndrome: Challenges in Diagnosis and Treatment
YILDIZ Y., Pektas E., TOKATLI A., Haliloglu G.
NEUROPEDIATRICS, cilt.48, sa.1, ss.49-52, 2017 (SCI indekslerine Giren Dergi)
XXXII. Partial hydatidiform mole in a phenylketonuria patient treated with sapropterin dihydrochloride
YILDIZ Y., DURSUN A., TOKATLI A., COSKUN T., Sivri S.
GYNECOLOGICAL ENDOCRINOLOGY, cilt.33, sa.1, ss.19-20, 2017 (SCI Indekslerine Giren Dergi)
XXXIIl. Late-diagnosed phenylketonuria in an eight-year-old boy with dyslexia and attention-deficit
hyperactivity disorder
YILDIZ Y., DURSUN A., TOKATLI A,, COSKUN T., SIVRI H. S.
TURKISH JOURNAL OF PEDIATRICS, cilt.58, sa.1, s5.94-96, 2016 (SCI Indekslerine Giren Dergi)
XXXIV. Periostin is temporally expressed as an extracellular matrix component in skeletal muscle
regeneration and differentiation
OZDEMIR C., Akpulat U., SHARAFI P,, YILDIZ Y., ONBASILAR 1., Kocaefe C.
GENE, cilt.553, sa.2, ss.130-139, 2014 (SCI indekslerine Giren Dergi)
XXXV. Localized acute generalized exanthematous pustulosis with amoxicillin and clavulanic acid
Ozkaya-Parlakay A., Azkur D., KARA A, YILDIZ Y., ORHAN D., CENGIZ A. B., Ersoy-Evans S.
TURKISH JOURNAL OF PEDIATRICS, cilt.53, sa.2, s5.229-232, 2011 (SCI Indekslerine Giren Dergi)

Diger Dergilerde Yayinlanan Makaleler

I. Infant Acute Lymphoblastic Leukemia with Atypical Presentation

YAMAN BAJIN H. 1., YILDIZ Y, akin 5., AYTAG EYUPOGLU S. S., UNAL CANGUL S, KUSKONMAZ B. B., Cetin M., SIVRI
H.S., GUMRUKF.
Acta Medica, cilt.50, sa.4, ss.57-59, 2019 (Diger Kurumlarin Hakemli Dergileri)

II. Mukopolisakkaridozlarda ortopedik sorunlar
YILDIZ Y, SIVRI H. S.
TOTBID Dergisi, cilt.15, sa.4, s5.303-310, 2016 (Diger Kurumlarin Hakemli Dergileri)

III. Kalitsal Metabolik Hastaliklarda Dental Bulgular
YILDIZ Y, SIVRI H. S.
Tiirkiye Klinikleri Cocuk Dis Hekimligi - Ozel Konular, cilt.2, sa.2, ss.28-33, 2016 (Diger Kurumlarin Hakemli
Dergileri)

Kitap & Kitap Boliimleri

I. Erken Metabolik Programlama, Fetal Beslenme ve Cocuk Gelisimi

Yildiz Y., Sivri H. S.

Temel Gelisimsel Cocuk Norolojisi, Kalbiye Yalaz, Editér, Hipokrat Kitabevi, Ankara, ss.343-351, 2021
II. Amino Asit Metabolizmasi1 Bozukluklar:

Yildiz Y., Kilig M.



Pediatri, Ziilfikar Akelma, Edit6r, Nobel Tip Kitapevi, Ankara, ss.1124-1129, 2021
III. Akut Metabolik Kriz
Yildiz Y., Haliloglu V. G.
Klinik Akut Pediatrik Noroloji Elkitabi, Deniz Yiiksel, Editor, Nobel Tip Kitapevi, Ankara, ss.57-65, 2020
IV. Norotransmitter Bozukluklarinda Klinik Yaklagim
Yildiz Y., Sivri H. S.
Kalitsal Metabolik Hastaliklarda Hareket Bozukluklari, Dursun,Ali, Editér, Tiirkiye Klinikleri Yayimnevi, Ankara, ss.20-
29,2020
V. Sifiliz
Yildiz Y.
Neonatoloji El Kitabi, Murat Yurdakdk, Editor, Giines Tip Kitabevleri, Ankara, ss.664-671, 2014
VI. Lyme Hastalig:
Yildiz Y.
Neonatoloji El Kitabi, YurdakokMurat, Editér, Glines Tip Kitabevleri, Ankara, ss.683-685, 2014
VI. Gocuga Kotii Muamele: ihmalden istismara
Yildiz Y.
Rudolph Pediatri, Yurdakok Murat, Editor, Glines Tip Kitabeleri, Ankara, ss.137-143, 2013

Desteklenen Projeler

TOKATLI A, DURSUN A, SIVRI H. S., LAY i,, 0ZGUL R. K., YOCEL YILMAZ D., GULBAKAN B., YILDIZ Y., Yiiksekégretim
Kurumlari Destekli Proje, HACETTEPE UNIVERSITESI ILERIi METABOLIK TESTLER LABORATUVARI ALTYAPISININ
YENILENMES]I, 2020 - Devam Ediyor

Auricchio A, Sivri H. S., Yildiz Y., 7. Cerceve Programi Projesi, MEUSix Agir bir lizozomal depo hastalig1 olan MPS tip VI i
hastalarda gen tedavisi, 2014 - 2017

Bilimsel Kuruluslardaki Uyelikler / Gérevler

Cocuk Beslenme ve Metabolizma Dernegi, Uye, 2019 - Devam Ediyor , Tiirkiye
Society for the Study of Inborn Errors of Metabolism, Uye, 2015 - Devam Ediyor , Ingiltere

Bilimsel Hakemlikler

SUREKLI TIP EGITIMI DERGISI STED, Hakemli Bilimsel Dergi, Eyliil 2021

TURKISH JOURNAL OF PEDIATRICS, SCI-E Kapsamindaki Dergi, Agustos 2021

SUREKLI TIP EGITIMI DERGISI STED, Hakemli Bilimsel Dergi, Temmuz 2021

Cukurova Medical Journal, ESCI Kapsamindaki Dergi, Haziran 2021

TURKISH JOURNAL OF PEDIATRICS, SCI-E Kapsamindaki Dergi, Haziran 2021

TURKISH JOURNAL OF PEDIATRICS, SCI-E Kapsamindaki Dergi, Haziran 2021

PLOS ONE, SCI Kapsamindaki Dergi, Nisan 2021

JOURNAL OF PEDIATRIC ENDOCRINOLOGY & METABOLISM, SCI-E Kapsamindaki Dergi, Ocak 2021
JOURNAL OF INTERNATIONAL MEDICAL RESEARCH, SCI-E Kapsamindaki Dergi, Agustos 2020
TURKISH JOURNAL OF PEDIATRICS, SCI-E Kapsamindaki Dergi, Agustos 2020

JOURNAL OF INTEGRATIVE NEUROSCIENCE, SCI-E Kapsamindaki Dergi, Haziran 2020

Journal Of Pediatric Endocrinology & Metabolism, SCI-E Kapsamindaki Dergi, Nisan 2020

ANNALS OF INDIAN ACADEMY OF NEUROLOGY, SCI-E Kapsamindaki Dergi, Agustos 2019
EUROPEAN JOURNAL OF PEDIATRICS, SCI-E Kapsamindaki Dergi, Haziran 2019

Diger Ulkelerdeki Ozel Organizasyonlar Tarafindan Desteklenmis Proje, Telethon Vakfi, italya, Haziran 2019



Bilimsel Arastirma / Calisma Grubu Uyelikleri

International Working Group On Neurotransmitter Related Disorders, Hacettepe Universitesi, Turkey, http://intd-
online.org/, 2017 - Devam Ediyor

Atiflar
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