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1. Heterezigot Ailesel Hiperkolesterolemisi olan Gocuklarda ve Adolesanlarda Atorvastatin‘in Klinik Etkinligini
Deg";erlendifmek icin Ug Yillik, Prospektif, Acik Etiketli Bir Caligma. Hacettepe Universitesi Cocuk Metabolizma ve
Beslenme Unitesi, 2008-2011. , ARASTIRMA PROJESI, Arastirmaci, 01/01/2008 - 31/01/2011, (ULUSAL)
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1. En iyi poster Gclinciiliik 6dili: (Bir Niemann-Pick Tip C olgusu) , BASKENT UNIVERSITESI , 2018

2 . Eniyi arastirma makalesi 6duli: (Phenotypic and genotypic spectrum of Turkish patients with isovaleric acidemia. Eur
J Med Genet 2014;57(10):596-601. doi: 10.1016/j.ejmg.2014.08.006.) , , 2014

3. Eniyi sozlu bildiri birincilik 6dali: (Mukopolisakkaridoz Tip VI hastalarinda enzim replasman tedavisinin etkinligini
degerlendirme de yeni bir biyokimyasal belirteg olarak DS/KS orani) , , 2012

4 . Hasta aileleri ve hastanelerden verilen TESEKKUR yazilari , HASTA VE AILELERI , 2011
5. Eniyi poster Gglincilik 6duli: (Fukosidoz tanisi alan 3 olgunun fenotipik spektrumu) , , 2010

6 . Tirk Pediatri Yeterlik Kurulu (BOARD): BASARI BELGESI , , 2008
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Tipta Uzmanlik
Metabolik Hastaliklara Yaklasim Tirkge 1
2019-2020
Tipta Uzmanhk
Metabolik Hastaliklara Yaklagim Tirkce 1
2018-2019
Tipta Uzmanhk
Metabolik Hastaliklarda Tedavi Yontemleri Tirkce 1
2017-2018
Tipta Uzmanlik
Metabolik Hastaliklara Yaklagim Tirkge 1
2016-2017
Tipta Uzmanlik
Pompe Hastalgi Tiirkce 1
2015-2016
Tipta Uzmanlik
Metabolik Hastaliklar Tirkge 1
2014-2015
Tipta Uzmanhk

Ure Déngusti Bozukluklari Tedavisi Tuirke 1
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Olgu Sunumlari ile Metabolik Hastaliklar Tirkee 1

2013-2014

Tipta Uzmanhk
Metabolik Hastaliklara Yaklasim Tarkge 1

2012-2013

Tipta Uzmanlik

Malnutrisyon Tirkge 1

2011-2012

Tipta Uzmanlik

Mukopolisakkaridozlar Tlrkge 1
Metabolik Hastaliklara Yaklasim Turkge 1
2010-2011
Lisans
Propedétik Egitim Turkge 15
Tipta Uzmanhk
Olgu Sunumlari ile Eser Elementler Tiirkge 1
Mukopolisakkaridozlar Turkge 1
2009-2010
Lisans
Propedotik Egitim Turkge 15
Propedétik Egitim Turkge 15
Tipta Uzmanhk
Mucopolysaccharidosis Ingilizce 1
Eserler

Uluslararasi hakemli dergilerde yayimlanan makaleler:

1.

OLGAC BIKE KILICKAYA MUAZZEZ ASBURCE, KASAPKARA GIGDEM SEHER, DERINKUYU BETUL EMINE, YUKSEL
DENiz, CETINKAYA SEMRA, AKSOY AYSE, CEYLANER SERDAR, GULERAY LAFCI NAZ, YESILIPEK MEHMET AKIF, AYDIN
HALIL IBRAHIM, TEKIN ORGUN LEMAN, KILIC MUSTAFA (2021). Retrospective evaluation of patients with X-linked
adrenoleukodystrophy with a wide range of clinical presentations: a single center experience. Journal of Pediatric
Endocrinology and Metabolism, 34(), Doi: 10.1515/jpem-2021-0032 (Yayin No : 7313650)

BAYRAK HARUN, YILDIZ YILMAZ, OLGAG BIKE KILICKAYA MUAZZEZ ASBURGE, KASAPKARA CIGDEM SEHER,
KUCUKCONGAR YAVAS AYNUR, ZENCIROGLU AYSEGUL, YUKSEL DENiZ, CEYLANER SERDAR, KILIC MUSTAFA (2021).
Genotypic and phenotypic features in Turkish patients with classic nonketotic hyperglycinemia. Metabolic Brain
Disease, 36(), Doi: 10.1007/s11011-021-00718-3 (Yayin No : 7313716)

GAM VEYSEL, OLGAC BIKE KILICKAYA MUAZZEZ ASBURGE, KILIG MUSTAFA, EREL OZCAN, NESELIOGLU SALIM,
KASAPKARA CIGDEM SEHER (2021). Oxidative Stress in Intoxication Type Inborn Errors of Metabolism using Thiol-
Disulfide Ratio. Journal of the College of Physicians and Surgeons Pakistan, 31(), Doi: 10.29271/jcpsp.2021.06.663
(Yayin No : 7313741)

KILIC ESRA, CAVDARLI BUSRANUR, BUYUKYILMAZ GONUL, KILIC MUSTAFA (2021). Acromesomelic dysplasia-
Maroteaux type, nine patients with two novel NPR2 variants. Journal of Pediatric Endocrinology and Metabolism, 34(),
Doi: 10.1515/jpem-2021-0055 (Yayin No : 7313758)

OLGAC BIKE KILICKAYA MUAZZEZ ASBURGE, KASAPKARA CIGDEM SEHER, ACIKEL SADETTIN BURAK, YILDIZ
YILMAZ, KARAKAYA MOLLA GULHAN, KILIGC MUSTAFA (2021). The COVID-19 Pandemic and Enzyme Replacement
Therapy in Lysosomal Storage Disorders. The Journal of Pediatric Research (Yayin No : 7316769)

OLGAG BiK_E KILICKAYA MUAZZEZ ASBURGE, GULENGC NAZLI, KASAPKARA CIGDEM SEHER, KILIC MUSTAFA, SENEL
SALIHA, TUMER LEYLA (2021). The intersection of two global problems: Refugees and Inborn Errors of Metabolism..
Annals of Medical Research, 28(2), (Yayin No : 7316804)
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Uluslararasi hakemli dergilerde yayimlanan makaleler:

7.

10.

11.

12.

13.

14 .

15.
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17.
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19.

20 .

KILIGC MUSTAFA, ERGUNER BEKIR, KOSUKCU CAN, OZGUL RIZA KOKSAL (2020). Detection of allele frequencies of
common c. 511C&gt; T and c.625G&gt;A variants in the acads gene in the turkish population. The Turkish Journal of
Pediatrics, 62(), Doi: 10.24953/turkjped.2020.01.003 (Yayin No : 7312034)

KILIC MUSTAFA, DORUM SEViL, TOPAK ALI, UYSAL YAZICI MUTLU, EZGU FATIiH SUHEYL, COSKUN TURGAY (2020).
Expanding the clinical spectrum of mitochondrial 3-hydroxy-3-methylglutaryl-CoA synthase deficiency with Turkish
cases harboring novel HMGCS2 gene mutations and literature review. American Journal of Medical Genetics Part A,
182(), Doi: 10.1002/ajmg.a.61590 (Yayin No : 7312137)

KILIC MUSTAFA, KASAPKARA CiGDEM SEHER, KILAVUZ SEBILE, ONENLI MUNGAN HALISE NESLIHAN, BIBEROGLU
GURSEL (2019). A possible biomarker of neurocytolysis in infantile gangliosidoses: aspartate transaminase. Metabolic
Brain Disease, 34(), Doi: 10.1007/s11011-019-0391-y (Yayin No : 7311991)

KILIC MUSTAFA, KASAPKARA CIGDEM SEHER, YUCEL YILMAZ DiDEM, ©ZGUL RIZA KOKSAL (2019). Exon 2 deletion
represents a common mutation in Turkish patients with fructose-1,6-bisphosphatase deficiency. Metabolic Brain
Disease, 34(), Doi: 10.1007/s11011-019-00455-8 (Yayin No : 7312018)

KILIG MUSTAFA, DURSUN ALI, COSKUN TURGAY, TOKATLI AYSEGUL, 0ZGUL RIZA KOKSAL, YUCEL YILMAZ DiDEM,
KARACA MEHMET, DOGRU ERSOZ DENiZ, ALEHAN DURSUN, KADAYIFCILAR SIBEL, GENC GULSUM AYDAN, TURAN
DiZDAR HANDAN, GONULDAS BURHANETTIN, SAVCI SEMA, SAGLAM MELDA, AKSOY MEHMET CEMALETTIN, ARSLAN
UMUT ECE, SIVRI HATICE SERAP (2017). Genotypic-phenotypic features and enzyme replacement therapy outcome
in patients with mucopolysaccharidosis VI from Turkey. American Journal of Medical Genetics Part A, 173(), Doi:
10.1002/ajmg.a.38459 (Yayin No : 7311894)

KAYMAZ NAZAN, YILDIRIM SULE, CEViZCi SIBEL, ERDEM FEHIME, TOPALOGLU NACI, TEKIN MUSTAFA, BINNETOGLU
FATIH KOKSAL, UZUN MEHMET ERDEM, AYLANGC HAKAN, KILIC MUSTAFA (2016). Bebeklerin Besleyici Olmayan Emme
Aliskanliklari ve Cocukluk Cagi Obezitesi. Turkiye Klinikleri Pediatri Dergisi, 25(2), 94-100. , (Yayin No : 7316580)

KARACA MEHMET, OZGUL RIZA KOKSAL, UNAL UZUN OZLEM, YUCEL YILMAZ DIDEM, KILIC MUSTAFA, HiSMI BURCU,
TOKATLI AYSEGUL, COSKUN TURGAY, DURSUN ALI, SIVRI HATICE SERAP (2015). Detection of biotinidase gene
mutations in Turkish patients ascertained by newborn and family screening. European Journal of Pediatrics, 174(),
Doi: 10.1007/s00431-015-2509-5 (Yayin No : 7311029)

OZGUL RIZA KOKSAL, KARACA MEHMET, KILIC MUSTAFA, KUCUK 0ZGUL, YUCEL YILMAZ DIDEM, UNAL UZUN
OZLEM, HiSMI BURCU, ALIEFENDIOGLU DIDEM, SiVRI HATICE SERAP, TOKATLI AYSEGUL, COSKUN TURGAY,
DURSUN ALI (2014). Phenotypic and genotypic spectrum of Turkish patients with isovaleric acidemia. European
Journal of Medical Genetics, 57(), Doi: 10.1016/j.ejmg.2014.08.006 (Yayin No : 7309728)

GONULDAS BURHANETTIN, YILMAZ TANER, SiVRI HATICE SERAP, GUCER KADRI SAFAK, KILINC KAMER, GENGC
GULSUM AYDAN, KILIC MUSTAFA, COSKUN TURGAY (2014). Mucopolysaccharidosis: Otolaryngologic findings,
obstructive sleep apnea and accumulation of glucosaminoglycans in lymphatic tissue of the upper airway.
International Journal of Pediatric Otorhinolaryngology, 78(), Doi: 10.1016/j.ijporl.2014.03.021 (Yayin No : 7310993)

DURSUN ALI, OZGUL RIZA KOKSAL, SIVRI HATICE SERAP, TOKATLI AYSEGUL, GUZEL AYSEGUL, MESCI L, KILIC
MUSTAFA, ALIEFENDIOGLU DiDEM, OZCAY FIGEN, GUNDUZ MEHMET, COSKUN TURGAY (2011). Mutation Spectrum
of Fumarylacetoacetase Gene and Clinical Aspects of Tyrosinemia Type I Disease. JIMD Reports","JIMD Reports - Case
and Research Reports, 2011/1 Doi: 10.1007/8904_2011_10 (Yayin No : 7309213)

KILIGC MUSTAFA, OZGUL RIZA KOKSAL, COSKUN TURGAY, YUCEL YILMAZ DIDEM, KARACA MEHMET, SIVRI HATICE
SERAP, TOKATLI AYSEGUL, SAHIN MURAT, KARAGOZ TEVFIK, DURSUN ALI (2011). Identification of Mutations and
Evaluation of Cardiomyopathy in Turkish Patients with Primary Carnitine Deficiency. JIMD Reports","JIMD Reports -
Case and Research Reports, 2011/3 Doi: 10.1007/8904_2011_36 (Yayin No : 7309122)

KILIGC MUSTAFA, KANBUR NURAY, DERMAN ORHAN, AKGUL SINEM, KUTLUK MUSTAFA TEZER (2011). The relationship
between pubertal gynecomastia, prostate specific antigen, free androgen index, SHBG and sex steroids. Journal of
Pediatric Endocrinology and Metabolism, 24(), Doi: 10.1515/jpem.2011.112 (Yayin No : 7309456)

DERMAN ORHAN, CINEMRE ALPHAN, KANBUR NURAY, DOGAN MUHSIN, KILIC MUSTAFA, KARADUMAN ERDEM
(2008). Effect of swimming on bone metabolism in adolescents. Turkish Journal of Pediatrics (Yayin No : 7309259)

OZMERT ELIF N, KILIC MUSTAFA, YURDAKOK KADRIYE (2008). Environmental Tobacco Smoke: Is It a Risk Factor for
Diarrhea in 6-18 Months Old Infants?. Central European Journal of Public Health, 16(), Doi: 10.21101/cejph.a3450
(Yayin No : 7309379)

B. Uluslararasi bilimsel toplantilarda sunulan ve bildiri kitaplarinda (proceedings)
basilan bildiriler

1.

KILIC MUSTAFA, DOGAN YASAR (2019). Hyperornithinemia-Hyperammonemia-Homocitrullinuria Syndrome in a
Turkish Patient. ] Inherit Metab Dis 2019;42(1):5S331, E-055. (SSIEM, Annual Symposium, 2019, Rotterdam, The
Netherlands)., (Ozet bildiri) (Yayin No:7362360)
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11.

12.

13.
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15.

16 .

17.

KILIC MUSTAFA, YILDIZ YILMAZ, OLGAGC BIKE KILICKAYA MUAZZEZ ASBURGE, KASAPKARA CiGDEM SEHER (2019). B
-ketothiolase deficiency in three Turkish patients. J Inherit Metab Dis 2019;42(1):5S346, E-091. (SSIEM, Annual
Symposium, 2019, Rotterdam, The Netherlands)., (Ozet bildiri) (Yayin No:7362385)

KILIGC MUSTAFA, EZGU FATIH SUHEYL (2019). Hyperammonemia secondary to Mitochondrial HMG-CoA Synthase
Deficiency. J Inherit Metab Dis 2019;42(1):5S346, E-092. (SSIEM, Annual Symposium, 2019, Rotterdam, The
Netherlands)., (Ozet bildiri) (Yayin No:7362413)

KILIC MUSTAFA, KASAPKARA CIGDEM SEHER, YUCEL YILMAZ DiDEM, 6ZGUL RIZA KOKSAL (2019). Exon 1 deletion
represents a founder mutation in Turkish patients with fructose 1-6 bisphosphatase deficiency. J Inherit Metab Dis
2019;42(1):5173, P-303. (SSIEM, Annual Symposium, 2019, Rotterdam, The Netherlands)., (Ozet bildiri) (Yayin
No0:7362471)

KILIC MUSTAFA, KASAPKARA CIGDEM SEHER, EVIRGEN SAHIN GULSEREN (2019). PHGK2 gene mutation in a Turkish
siblings with glycogen storage disorder IXc. J Inherit Metab Dis 2019;42(1):5340-341, E-078. (SSIEM, Annual
Symposium, 2019, Rotterdam, The Netherlands)., (Ozet bildiri) (Yayin No:7362494)

KILIC MUSTAFA, KASAPKARA CIGDEM SEHER, OZBAY HOSNUT FERDA (2019). PHKB gene mutation in a Turkish
patient with glycogen storage disorder IXb. J Inherit Metab Dis 2019;42(1):S340, E-077. (SSIEM, Annual
Symposium, 2019, Rotterdam, The Netherlands)., (Ozet bildiri) (Yayin No:7362514)

KILIGC MUSTAFA, YILDIZ YILMAZ, OLGAG BIKE KILICKAYA MUAZZEZ ASBURGE, KASAPKARA CIGDEM SEHER, EZGU
FATIH SUHEYL (2019). Adenylosuccinate lyase deficiency in Turkish siblings. J Inherit Metab Dis 2019;42(1):S357, E-
119. (SSIEM, Annual Symposium, 2019, Rotterdam, The Netherlands)., (Ozet bildiri) (Yayin No:7362539)

BAYRAK HARUN, KILIC MUSTAFA, KASAPKARA CIGDEM SEHER, OLGAG BIiKE KILICKAYA MUAZZEZ ASBURCE, YILDIZ
YILMAZ, ZENCIROGLU AYSEGUL (2019). A single center experience in Turkish nonketotic hyperglycinemia patients. J
Inherit Metab Dis 2019;42(1):S121-122, P-188. (SSIEM, Annual Symposium, 2019, Rotterdam, The Netherlands).,
(Ozet bildiri) (Yayin No:7362563)

KASAPKARA CIGDEM SEHER, OLGAG BiKE KILICKAYA MUAZZEZ ASBURCE, KESICI SELMAN, KILIC MUSTAFA,
CEYLANER SERDAR (2019). Fructose 1,6-bisphophatase deficiency: clinical, biochemical and genetic features. J
Inherit Metab Dis 2019;42(1):S179, P-317. (SSIEM, Annual Symposium, 2019, Rotterdam, The Netherlands)., (Ozet
bildiri) (Yayin No:7362593)

KASAPKARA CIGDEM SEHER, OLGAG BiKE KILICKAYA MUAZZEZ ASBURCE, KILIC MUSTAFA, CAVDARLI BUSRANUR,
YILDIZ YILMAZ, CEYLANER SERDAR (2019). Novel PEX mutations and genotype-phenotype correlations in patients
with peroxisome biogenesis disorder. J Inherit Metab Dis 2019;42(1):5216-217, P-403. (SSIEM, Annual Symposium,
2019, Rotterdam, The Netherlands)., (Ozet bildiri) (Yayin No:7362642)

OLGAC BIKE KILICKAYA MUAZZEZ ASBURGE, KILIC MUSTAFA, AKSOY AYSE, AYCAN ZEHRA, CETINKAYA SEMRA,
YESILIPEK MEHMET AKIF, CEYLANER SERDAR, KASAPKARA GIGDEM SEHER (2019). Clinical Characteristis of
Childhood Cerebral X-linked Adrenoleukodystrophy Patients. J Inherit Metab Dis 2019;42(1):5S305-306, P-601.
(SSIEM, Annual Symposium, 2019, Rotterdam, The Netherlands)., (Ozet bildiri) (Yayin No:7362680)

KILIGC MUSTAFA, KURT COLAK FATMA, AKSOY AYSE (2019). An infant with developmental delay and epilepsy caused
by a mutation in HIBCH gene. J Inherit Metab Dis 2019;42(1):5334, E-063. (SSIEM, Annual Symposium, 2019,
Rotterdam, The Netherlands)., (Ozet bildiri) (Yayin No:7362711)

KILIGC MUSTAFA, KASAPKARA CiGDEM SEHER, OLGAC BIKE KILICKAYA MUAZZEZ ASBURCE, AKSOY AYSE, EZGU
FATIH SUHEYL (2019). Mild hyperammonemia due to Antiquitin deficiency. J Inherit Metab Dis 2019;42(1):S385, E-
184. (SSIEM, Annual Symposium, 2019, Rotterdam, The Netherlands)., (Ozet bildiri) (Yayin No:7362907)

KASAPKARA CIGDEM SEHER, OLGAG BiKE KILIGKAYA MUAZZEZ ASBURGE, KESICI SELMAN, KILIC MUSTAFA,
CEYLANER SERDAR (2019). Clinical and molecular characterization of patients with fructose 1,6-bisphosphatase
deficiency. P-58, International Inborn Errors of Metabolism and Nutrition Congress, 2019, Istanbul-Turkey
(Uluslararasi Metabolik Hastaliklar ve Beslenme Kongresi, 2019, istanbul, Turkiye)., (Ozet bildiri) (Yayin No:7363139)

KASAPKARA __C;iéDEM SEHER, OLGAC BIKE KILICKAYA MUAZZEZ ASBURGE, OZBAY HOSNUT FERDA, KILIC MUSTAFA,
CAVDARLI BUSRANUR, CEYLANER SERDAR (2019). Glycogen storage disease type IX: High variability in clinical
phenotype. International Inborn Errors of Metabolism and Nutrition Congress, (Ozet bildiri) (Yayin No:7363173)

KASAPKARA CIGDEM SEHER, AKSOY AYSE, OZBAY HOSNUT FERDA, KILIC MUSTAFA, OLGAG BIiKE KILICKAYA
MUAZZEZ ASBURCE, YILDIZ YILMAZ, JAEKEN JAAK (2019). MAN1B1-CDG with increased serum transaminases. P-
117, International Inborn Errors of Metabolism and Nutrition Congress, 2019, Istanbul-Turkey (Uluslararasi Metabolik
Hastaliklar ve Beslenme Kongresi, 2019, istanbul, Turkiye)., (Ozet bildiri) (Yayin No:7363202)

KASAPKARA CIGDEM SEHER, OLGAG BIiKE KILICKAYA MUAZZEZ ASBURGE, GENG SEL GiGDEM, DERINKUYU BETUL
EMINE, KILIC MUSTAFA, EZGU FATIH SUHEYL (2019). Marinesco-Sjégren Syndrome: Case report. P-118,
International Inborn Errors of Metabolism and Nutrition Congress, 2019, Istanbul-Turkey (Uluslararasi Metabolik
Hastaliklar ve Beslenme Kongresi, 2019, istanbul, Turkiye)., (Ozet bildiri) (Yayin No:7363216)
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21.

22.

23 .

24 .

25.

26 .

27 .

28 .

29.

30.

31.

32.

33.

34 .

35.

KASAPKARA CIGDEM SEHER, OLGAG BiKE KILICKAYA MUAZZEZ ASBURGE, YUKSEL DENiZ, KILIC MUSTAFA, YILDIZ
YILMAZ, CEYLANER SERDAR (2019). Zellweger spectrum disease with a mutation in PEX6. P-80, International Inborn
Errors of Metabolism and Nutrition Congress, 2019, Istanbul-Turkey (Uluslararasi Metabolik Hastaliklar ve Beslenme
Kongresi, 2019, istanbul, Tirkiye)., (Ozet bildiri) (Yayin No:7363247)

KASAPKARA CIGDEM SEHER, KILIC MUSTAFA, OLGAC BIKE KILICKAYA MUAZZEZ ASBURCE, KESICi SELMAN,
CEYLANER SERDAR (2019). Three new cases of carnitine palmitoyl-transferase II deficiency with the homozygous
point mutation S113L. P-36, International Inborn Errors of Metabolism and Nutrition Congress, 2019, Istanbul-Turkey
(Uluslararasi Metabolik Hastaliklar ve Beslenme Kongresi, 2019, istanbul, Tirkiye)., (Ozet bildiri) (Yayin No:7363264)

KASAPKARA CIGDEM SEHER, YILDIZ YILMAZ, KILIC MUSTAFA, OLGAG BIiKE KILICKAYA MUAZZEZ ASBURCE,
LARGIADER C (2019). Clinical features and ACADVL gene mutation spectrum analysis of 4 Turkish patients with very
long chain acyl-CoA dehydrogenase deficiency. P-37, International Inborn Errors of Metabolism and Nutrition
Congress, 2019, Istanbul-Turkey (Uluslararasi Metabolik Hastaliklar ve Beslenme Kongresi, 2019, istanbul, Turkiye).,
(Ozet bildiri) (Yayin No:7363295)

KASAPKARA CIGDEM SEHER, OLGAG BIKE KILICKAYA MUAZZEZ ASBURGE, KILIC MUSTAFA, YILDIZ YILMAZ,
HAEBERLE JOHANNES (2019). Presentation and management of urea cycle disorders. P-7, International Inborn Errors
of Metabolism and Nutrition Congress, 2019, Istanbul-Turkey (Uluslararasi Metabolik Hastaliklar ve Beslenme
Kongresi, 2019, istanbul, Tirkiye)., (Ozet bildiri) (Yayin No:7363316)

KASAPKARA CIGDEM SEHER, OLGAG BIKE KILICKAYA MUAZZEZ ASBURGE, YILDIZ ISMAIL, KASAPKARA HACI AHMET,
KILIG MUSTAFA (2019). Clinical and Molecular Characterization of 10 Patients with Fabry Disease.. International
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KILIGC MUSTAFA, SiVRI HATICE SERAP, DURSUN ALI, TOKATLI AYSEGUL, COSKUN TURGAY,
MUCOPOLYSACCHARIDOSIS STUDY GROUP (2011). Outcome of Enzyme Replacement Theraphy in Patients with
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Pediatri, Bolim adi: (Amino asit Metabolizmasi Bozukluklari) (2021). ,YILDIZ YILMAZ, KILIC MUSTAFA, Ankara
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1.

KASAPKARA CIGDEM SEHER, OLGAG BIiKE KILICKAYA MUAZZEZ ASBURCE, YILDIZ ISMAIL, KASAPKARA HACI AHMET,
KILIGC MUSTAFA (2021). Klinigimizde takip edilen Fabry Hastalarinin molekuler ve klinik 6zelliklerinin geriye donik
olarak incelenmesi. Tirkiye Cocuk Hastaliklari Dergisi (Kontrol No : 7363487)

OLGAC BIKE KILICKAYA MUAZZEZ ASBURGE, KASAPKARA CIGDEM SEHER, KILIC MUSTAFA (2021). Nadir,
multisistemik ve zor tani alan dogumsal metabolik hastaliklara 6rnek olarak peroksizomal hastaliklar.. Turkiye Cocuk
Hastaliklari Dergisi (Kontrol No : 7363709)

E. Ulusal bilimsel toplantilarda sunulan ve bildiri kitaplarinda basilan bildiriler

1.

HAS OZHAN SELEN, OLGAGC BIKE KILICKAYA MUAZZEZ ASBURCE, KILIC MUSTAFA (2021). Eklem Kisithiligi ile
Basvuran Bir Mukolipidoz Tip Illy Olgusu. VII. Uluslararasi Katiiml Lizozomal Hastaliklar Kongresi, 25-27 Kasim
2021, Ankara (Cevrimici Kongre)., (Ozet bildiri) (Yayin No:7343863)

HAS &ZHAN SELEN, OLGAC BIKE KILICKAYA MUAZZEZ ASBURCE, KILIC MUSTAFA (2021). Mitokondriyal Kompleks I
eksikligi. Cocukluk Caginda Her Yéniyle Mitokondriyal Hastaliklar Sempozyumu, 15-16 Ekim, 2021, Ankara CMAK
(Cevrimigi Kongre)., (Ozet bildiri) (Yayin No:7343862)

KILIC MUSTAFA, DEDEOGLU OZGE, GOCMEN RAHSAN, KESICI SELMAN, YUKSEL DENiz (2019). Etilmalonik
ensefalopati tanisi alan bir vaka sunumu. I. Metabolik hastaliklarin Nérolojisi Kursu, 2019, Ankara., (Ozet bildiri)
(Yayin No:7343852)

KILIGC MUSTAFA, CEYLAN AHMET CEVDET, ORUN UTKU ARMAN, KILIC ESRA (2019). Hipotoni-Sistinuri Sendromu
tanisi alan bir vaka sunumu. I. Kalitsal Metabolik Hastaliklarin Nérolojisi Kursu, 2019, Ankara., (Ozet bildiri) (Yayin
No:7343853)

DANIS AYSEGUL, OLGAGC BIKE KILICKAYA MUAZZEZ ASBURGE, KILIC MUSTAFA, AKSOY AYSE, YUKSEL DENiz (2019).
Distonik Sit Cocugu: Glutarik Asidari Tip 1. I. Kalitsal Metabolik Hastaliklarin N6rolojisi Kursu, 2019, Ankara., (Ozet
bildiri) (Yayin No:7343854)

KUCUR OZGE, KILIC MUSTAFA, KASAPKARA CiéDEM SEHER, YILDIZ YILMAZ, OLGAG BIiKE KILICKAYA MUAZZEZ
ASBURCE, TASCI YILDIZ YASEMIN, YUKSEL DENIZ (2019). Norogdriintuleme bulgulari ile bir MSUD olgusu. I. Kalitsal
Metabolik Hastaliklarin Norolojisi Kursu, 2019, Ankara., (Ozet bildiri) (Yayin No:7343856)
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KILIGC MUSTAFA, OLGAC BiKE KILICKAYA MUAZZEZ ASBURGE, KASAPKARA CIGDEM SEHER (2018). Tay-Sachs
Hastaligi: Genotip-Fenotip Iliskisi, Prognoz, Biomarker Arayiglari. P-63, sayfa-101, VI. Uluslararasi Katilimli Lizozomal
Hastaliklar Kongresi, Belek, Antalya, 2018., (Ozet bildiri) (Yayin No:7380111)

KILIC MUSTAFA, OLGAC BIKE KILICKAYA MUAZZEZ ASBURCE, KASAPKARA giéDEM SEHER (2018). Sandhoff
Hastaligi Tanisi Alan Hastalarimizin Klinik, Biyokimyasal, Molekiler Genetik Ozellikleri ve Prognoz. P-67, sayfa-106,
VI. Uluslararasi Katilimli Lizozomal Hastaliklar Kongresi, Belek, Antalya, 2018., (Ozet bildiri) (Yayin No:7380117)

KILIC MUSTAFA, KASAPKARA CIGDEM SEHER (2018). Erken infantil Baslangigli GM1 Gangliosidoz Tanisi Alan Bir Vaka
Sunumu. P-68, sayfa-107, VI. Uluslararasi Katilimh Lizozomal Hastaliklar Kongresi, Belek, Antalya, 2018., (Ozet
bildiri) (Yayin No:7380126)

KILIC MUSTAFA, OLGAGC BIKE KILICKAYA MUAZZEZ ASBURGE, KASAPKARA GIGDEM SEHER (2018). Erken baslangicli
Metakromatik Lokodistrofi Tanisi Alan Bir Vaka Sunumu. P-69, sayfa-108, VI. Uluslararasi Katihmli Lizozomal
Hastaliklar Kongresi, Belek, Antalya, 2018., (Ozet bildiri) (Yayin No:7380129)

KILIC MUSTAFA, KASAPKARA CIGDEM SEHER, AKSOY AYSE (2018). Erken infantil baslangicli Krabbe hastaligi tanisi
alan iki vaka sunumu. P-70, sayfa-109, VI. Uluslararasi Katilimli Lizozomal Hastaliklar Kongresi, Belek, Antalya,
2018., (Ozet bildiri) (Yayin No:7380133)

KILIC MUSTAFA, OZTOPRAK ULKUHAN (2018). Niemann-Pick Tip C tanisi alan bir vaka sunumu. P-71, sayfa-110, VI.
Uluslararasi Katiliml Lizozomal Hastaliklar Kongresi, Belek, Antalya, 2018., (Ozet bildiri) (Yayin No:7380139)

KILIC MUSTAFA, KASAPKARA CIGDEM SEHER, OZTOPRAK ULKUHAN, YUKSEL DENizZ (2018). Niemann-Pick Tip C
Tanisi Alan Hastalarimiz. P-72, sayfa-111, VI. Uluslararasi Katiliml Lizozomal Hastaliklar Kongresi, Belek, Antalya,
2018., (Ozet bildiri) (Yayin No:7380143)

KILIC MUSTAFA, KASAPKARA CIGDEM SEHER, KABATAS EMRAH UTKU, YUKSEL DENiz, AKSOY AYSE (2018). infantil
ve Cocukluk Déneminde Tani Alan Sfingolipidozlarin Ozellikleri, Prognoz ve Biyobelirteg Arayislari. P-73, sayfa-112,
VI. Uluslararasi Katilimli Lizozomal Hastaliklar Kongresi, Belek, Antalya, 2018., (Ozet bildiri) (Yayin No:7380149)

KILIC MUSTAFA, POLAT EMINE, AKCABOY MELTEM, KASAPKARA CiGDEM SEHER (2018). infantil D6nemde Gaucher
Tanisi Alan Hastalarimiz. P-75, sayfa-114, VI. Uluslararasi Katilimli Lizozomal Hastaliklar Kongresi, Belek, Antalya,
2018., (Ozet bildiri) (Yayin No:7380154)

KILIC MUSTAFA, KASAPKARA CiéDEM SEHER (2018). infantil Gangliosidozlarda Nérositolizi Géstermede Basit Ama
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Hastaligi: Olgu Sunumu. P-06, sayfa-43, VI. Uluslararasi Katilimli Lizozomal Hastaliklar Kongresi, Belek, Antalya,
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Katilimli Lizozomal Hastaliklar Kongresi, Belek, Antalya, 2018., (Ozet bildiri) (Yayin No:7380166)
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DEMIRCI HUSEYIN, SAGIROGLU MAHMUT SAMIL, DURSUN ALI (2017). Bilinmeyen Genetik, Metabolik/Nérometabolik
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Hastaliklar ve Beslenme Kongresi, Adana, 2015;S:329, P-158., (Ozet bildiri) (Yayin No:7377729)
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Metabolik/Nérometabolik Hastaliklarda CDG Insidansi. XIII. Ulusal Metabolik Hastaliklar ve Beslenme Kongresi,
Adana, 2015;5:299, P-129., (Ozet bildiri) (Yayin No:7377844)
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Mutasyon Saptanan Olgu. XIII. Ulusal Metabolik Hastaliklar ve Beslenme Kongresi, Adana, 2015;S:217, P-49., (Ozet
bildiri) (Yayin No:7378077)

KASAPKARA CiéDEM SEHER, KILIC MUSTAFA, SENEL SALIHA (2015). Glutarik As_idi,'lri Tip 2: Olgu Sunumu. XIII.
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