Hucre Trafigi Bozukluklari

Cell Trafficking Disorders

ICINDEKILER - CONTENTS

Hiicre I¢i Molekiil Trafigi Mekanizmalari ve Lizozomal Etki
Intracellular Molecular Trafficking Mechanisms and Lysosomal Effect

Hatice Asuman OZKARA

Hiicre Trafigi Bozukluklarinda Vezikiiler Trafigin in vitro Takibi
in vitro Tracing of Vesicular Traffic in Cell Trafficking Disorders

Selda AYHAN

Molekiiler Anatomiden Klinige: Vezikiil Olusum Bozukluklari; Baslangic
From Molecular Anatomy to the Clinic: Disorders of Vesicle Formation; Introduction

Pinar YAVUZ, Ali DURSUN, Dilek YALNIZOGLU

Molekiiler Anatomiden Klinige: Motor Proteinler ve Bozukluklari
From Molecular Anatomy to the Clinic: Motor Proteins and Disorders

Elif Perihan ONCEL, Ilknur EROL

Molekiiler Anatomiden Klinige: Kilavuz Protein iliskili Genetik Hastahklar, Rab Proteinler
From Molecular Anatomy to the Clinic: Guide Protein-Related Genetic Diseases, Rab Proteins

Pelin Ozlem SIMSEK KIPER

Hiicre Trafigi Bozukluklarinda Fenotipik Ozellikler
Phenotypic Features in Cell Trafficking Disorders
Beyhan TUYSUZ

11

16

24

28



Hiicre Trafigi Bozukluklarinda Norolojik Bulgular 34
Neurologic Findingsin Cell Trafficking Disorders
Gokge CIRDI, Biilent KARA

Laboratuvar Uygulamalari: Hiicre Trafigi Laboratuvar Yaklasimi 45
Laboratory Applications: Laboratory Approach to Cell Trafficking
Dildar KONUKOGLU

Membran Trafigi Proteini Olan Fosfoinositidlerin Bozuklugunun Neden Oldugu, 52
Lowe Sendromlu Bes Olgunun Prognostik Bulgularinin ve

Genotip-Fenotip iliskisinin incelenmesi

Investigation of Prognostic Findings and Genotype-Phenotype Correlation in Five Cases of

Lowe Syndrome Caused by Phosphoinositide Dysregulation, a Membrane Trafficking Protein Disorder

Hilal ONUR, Beyhan TUYSUZ

Nadir Bir Hiicresel Trafik Bozuklugu: NGLY1 Eksikligi 57
A Rare Cell Trafficking Disorder: NGLY! Deficiency

Esra ER, Pelin TEKE KISA

Adolesan Norodejeneratif Baslangich Nieman-Pick Tip C Olgusu 59
A Case of Nieman-Pick Type C with Adolescent Onset Neurodegeneration
Aliye GULBAHCE, Sezin CANBEK

Vezikiiler Trafik Bozukluklarinda Fenotipik Heterojenite: Tek Merkez Deneyimi 63
Phenotypic Heterogeneity in Vesicular Trafficking Disorders: A Single Center Experience

Seyda BESEN, Elif Perihan ONCEL, [lknur EROL

Klinik Takip ve Yeniden Degerlendirmenin Onemi: Global Gelisim Geriligi, 70
Mikrosefali ve Davrams Problemleri ile izlenilen TRAPPC6B Gen Defektli iki Kardes

The Importance of Clinical Follow-up and Re-evaluation: Two Siblings with

TRAPPC6B Gene Defect Presenting with Global Developmental Delay, Microcephaly, and

Behavioral Problems

Halil Tuna AKAR, Can KOSUKCU, Riza Koksal OZGUL, Ali DURSUN

Kronik Diyaresi Olan Sendromik Bir Cocukta SKIV2L Mutasyonunun Yol Actig1 73
Vezikiiler Trafik Bozuklugu

Vesicular Trafficking Disorder Caused by SK/V2L Mutation in

A Syndromic Child with Chronic Diarrhea

Salih TURK, Beyhan TUYSUZ



Ekzom Analizi ile Hiicre Trafigi Bozuklugu Tanis1 Alan

Hastalarda Genetik Defektlerin ve iliskili Molekiiler Yolaklarin Degerlendirilmesi
Evaluation of Genetic Defects and Associated Molecular Pathways in Patients Diagnosed with
Cell Trafficking Disorders by Exome Analysis

Didem YUCEL YILMAZ

Hiicre Iskeleti Yapisinda Gorevli NDE1, LISI ve TUBAIA Mutasyonlar1 Sonucu
Ortaya Cikan Kortikal Malformasyonlarda Klinik ve Molekiiler Ozellikler
Clinical and Molecular Features of Cortical Malformations Resulting from Mutations in
Cytoskeletal Components NDEI, LIS1, and TUBAIA

Biisra KASAP, Dilek ULUDAG ALKAYA, Beyhan TUYSUZ

Pulmoner Alveolar Proteinozis Gelisen Niemann-Pick Tip C Tamh iki Kardes Olgu
Two Sibling Cases of Niemann-Pick Type C with Pulmonary Alveolar Proteinosis

Merve KOC YEKEDUZ, Engin KOSE, Fatma Tuba EMINOGLU

Vezikiiler Trafik Bozukluguna Yol A¢can LZTR1 Mutasyonuyla Ortaya Cikan
Noonan Sendromu

Noonan Syndrome Caused by LZTR I Mutation Leading to

Vesicular Trafficking Disorder

Salih TURK, Dilek ULUDAG ALKAYA, Beyhan TUYSUZ

Troyer Sendromu: Nadir Bir Spastik Parapleji Olgusu
Troyer Syndrome: A Rare Case of Spastic Paraplegia
Hatice GUNES, Aliye GULBAHCE, Munis DUNDAR, Fatih KARDAS

Ribozomal Proteini Kodlayan NBAS Mutasyonuna Bagh Sendromik Akut Karaciger Yetersizligi
Syndromic Acute Liver Failure Caused by NBAS Mutations Encoding A Ribosomal Protein
Hilal ONUR, Beyhan TUYSUZ

Bu kitapta yayimlanan sekil/resimlerin renkli hali i¢in:

http://www.turkiyeklinikleri.com

77

83

87

91

95

99



