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Ozet

Insan genomunda farkl biiyiikliiklerde varyantlar bulunmaktadir. Bu varyantlarin bazilart
benign iken bazilar1 hastaliga neden olmaktadirlar. Kromozom anoploidileri de kopya sayisi
varyantlar1 olup konvansiyonel sitogenetik yontemlerle analiz edilebilirler. Ancak klasik
karyotipleme ile 5Mb’dan biiyiik yapisal anomaliler saptanabilirken, Williams sendromu gibi pek
¢ok mikrodelesyon sendromu i¢in tan1 konamamaktadir. Sitogenetik yontemlerle molekiiler
yaklagimlarin birlikte degerlendirildigi molekiiler sitogenetik alaninda birbirlerine gore
avantajlar1 ve dezavantajlar1 olan Floresan In Situ Hibridizasyon ve mikrodizin analizleri
bulunmaktadir. Bu béliimde bu yontemlerin prensipleri, prenatal/postnatal ve kanserde kullanim
alanlart tartiggthmistir.  Ayrica, mikrodizin analizlerinde saptanan varyantlarin fenotiple
iliskilendirilmesinde kullanilan veri tabanlar: ve yaklasgimlardan kisaca bahsedilmistir.
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Abstract

There are variants of different sizes in the human genome. Some of these variants are benign,
while others cause disease. Chromosomal aneuploidies are also copy number variants and can be
analyzed by conventional cytogenetic methods. However, structural anomalies larger than >5Mb
can be detected by classical karyotyping, but many microdeletion syndromes such as Williams
syndrome cannot be diagnosed. In the field of molecular cytogenetics, where cytogenetic methods
and molecular approaches are evaluated together, there are Fluorescent In Situ Hybridization
and microarray technology that have advantages and disadvantages compared to each other. In
this section, the principles of these methods, their use in prenatal/postnatal and cancer are
discussed. In addition, databases and approaches used in associating variants detected in
microarray analyzes with phenotype are briefly mentioned.
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