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GENETİK HASTALIKLAR 
Nadir Mi?


•  Dünyada 350 milyon birey

–  %80 Gen

–  %50 Çocukluk Çağı


•  Ölümlerin

–  İlk 1 yıl %35’i

–  %30 hasta ilk 5 yıl kaybedilir.


•  Hastaların ancak %50’sine tanı konulmaktadır.




Periferik Kandan Kromozom Analizi	
  
•  Zeka	
  Geriliği	
  
•  Gelişme	
  Geriliği	
  
•  A.pik	
  Yüz	
  Görünümü	
  
•  O.zm	
  
•  Dirençli	
  Epilepsi	
  
•  Tekrarlayan	
  Gebelik	
  Kaybı	
  
•  IVF	
  Başarısızlığı	
  
•  Tanı	
  Konulamayan	
  Vakalar	
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spliced genes generate only two alternative products, but in some cases, the
number of potential alternatives that can be generated from a single gene is
breathtaking—hundreds (e.g., in the human Slo gene) or even many thou-
sands (for the Drosophila Dscam gene). Alternative splicing is sometimes
used as away of generating diversity, with alternative forms being generated
stochastically. But in many cases, the process is regulated to ensure that dif-
ferent protein products are made in different cell types or in response to dif-
ferent conditions.

Fora simplecaseof alternative splicing, consider thegene for themamma-
lianmuscle protein troponin T. Shown in Figure 14-14 is a region of the pre-
mRNAmade from this gene that contains five exons. This pre-RNA is spliced
to form two alternativematuremRNAs, each containing four exons. Adiffer-
ent exon is eliminated from each of the two mRNAs, thus the two messages
have three exons in common, as well as each carrying one unique exon.

But, as shown in Figure 14-15, alternative splicing can occur in a number
of ways. Thus, in addition to alternative exons, exons can be extended (by
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F I G U R E 14-15 Fiveways to splice an RNA. At the top is shown a gene encoding three exons.
This is transcribed into a pre-mRNA, shown in the middle, and then spliced by five different alter-
native pathways. Thus, by including all exons, an mRNA containing all three exons is generated.
Exon skipping gives an mRNA containing just exons 1 and 3. By exon extension, part of intron 1
is included together with the three exons. In another case, a complete intron is retained in the
mature mRNA. Finally, exons 2 and 3 might be used as alternatives, generating a mixture of
mRNAs, each including exon 1 and either exon 2 or 3.

F I G U R E 14-14 Alternative splicing in
the troponin T gene. Shown is a region of
the troponin T gene encoding five exons
that generates two alternatively spliced
forms as indicated. One contains exons 1,
2, 4, and 5; the other contains exons 1, 2,
3, and 5.
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RNA Splicing
 Alternatif Splicing
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