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Ozet

Tiurkiye’de yaklagik 5 milyon birey nadir bir hastalikla yasamaktadir. Nadir hastaliklarin tanidan
tedaviye uzanan siirecinde yagsanan zorluklar ancak uzun soluklu, ¢ok disiplinli ve kisisellestirilmis
yaklagimlarla ¢oziilebilir. Nadir hastaliklarin en az yarisinda norolojik tutulum goézlendigi igin
norogenetik hastaliklara yaklagim nadir hastaliklar baglaminda 6nemli bir model teskil
etmektedir. Yeni nesil dizileme (YND) teknolojilerinin akilct kullanimi nérogenetik hastaliklarin
heterojen genetik altyapisini anlamlandirmaya yardimer olmustur. YND kisiye 6zel ve ulasilabilir
genetik taniyr miimkiin kilmis, de novo ve mozaik varyasyonlarin tayinine olanak saglamis ve
genotip-fenotip iligkisini biiyiik 6lcekte ortaya koyabilmistir. Nérogenetik hastaliklarin tanisinda
kat edilen bu kilometre taglari, hastaliklarin tedavi siiregleri igin de umut 15181 olmustur. Ozellikle
CRISPR temelli gen diizenleme teknolojilerinin ve yiiksek verimli gen transfer stratejilerinin
YND’ye paralel olarak hizla gelismesi yeni nesil molekiiler tedavilerin de yolunu agmigtir.
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NEUROGENETICS

Abstract

Approximately 5 million individuals in Turkey have been afflicted with a rare disease. Difficulties
experienced from diagnosis to treatment of rare diseases can only be solved with long-term,
multidisciplinary and personalized approaches. Since neurological involvement is observed in at
least half of all rare diseases, neurogenetic diseases constitute an important model in the context
of rare disease research. The practical use of next-generation sequencing (NGS) technologies has
made it possible to determine the heterogeneous genetic background of neurogenetic diseases.
NGS oriented personalized and accessible genetic diagnosis has enabled characterization of de
novo and mosaic variations, and demonstrated the genotype-phenotype relationships on a large
scale. These milestones in the diagnosis of neurogenetic diseases have also been a light of hope
for the treatment options. In particular, the rapid development of CRISPR-based gene editing
technologies and high-efficiency gene transfer strategies in paralel with NGS have paved the way
for new generation molecular treatments.
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