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GENETIK HASTALIKLAR
Nadir Mi?
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FISH Williams Syndrome
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Mikrodelesyon Sendromu
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Mikrodelesyon Sendromu

Rubinstein Taybi




Mikrodelesyon Sendromu
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Array SNP & CGH
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Array CGH
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Array CGH
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Array CGH
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Approximate # of gene discoveries by method
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TEMEL GENETIK MEKANIZMALAR



REPLIKASYON
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Proofreading
(sentezin dogrulugu)
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gtgtgtgtgtgtgtatatatatatettgtatatatigggggttggccc
ctcttaatcttaataccctctactcctctgcaagaggecctgaccca

actggtggggactagggtgggactagagggtattcc



TRANSKRIPSIYON




MRNA
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Alternatif Splicing
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RNA Splicing
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RNA Splicing Exon Skipping Alternatif Splicing




PCR

AGCACGTTATGGAGACG CTGdACAATGAGTCCTTTTACAG CAAAG dGTCTG CAGGCAAATCGGTTCAAC




PCR




PCR

[TATG GAGACGCTGGACAATGAGTCCTTTTACAGCAAAGCGTCTG CAGGCAA%TCG GTTCAAC

AG CACGﬁATG GAGACGCTGGACAATGAGTCCTTTTACAGCAAAGCGTCTG CAGGCAA%




PCR 400-1000bp

TATGGAGACGCTGGACAATGAGTCCTTTTACAGCAAAGCGTCTGCAGGCAAA
TATGGAGACGCTGGACAATGAGTCCTTTTACAGCAAAGCGTCTGCAGGCAAA
TATGGAGACGCTGGACAATGAGTCCTTTTACAGCAAAGCGTCTGCAGGCAAA
TATGGAGACGCTGGACAATGAGTCCTTTTACAGCAAAGCGTCTGCAGGCAAA
TATGGAGACGCTGGACAATGAGTCCTTTTACAGCAAAGCGTCTGCAGGCAAA
TATGGAGACGCTGGACAATGAGTCCTTTTACAGCAAAGCGTCTGCAGGCAAA
TATGGAGACGCTGGACAATGAGTCCTTTTACAGCAAAGCGTCTGCAGGCAAA
TATGGAGACGCTGGACAATGAGTCCTTTTACAGCAAAGCGTCTGCAGGCAAA




Sanger Sekans
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Sanger Sekans

TATGGAGACGCTGGACAATGAGTCCTTTTACAGCAAAGCGTCTGCAGGCAAA




Sanger Sekans

TATGGAGACGCTGGACAATGAGTCCTTTTACAGCAAAGCGTCTGCAGGCAAA
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Sanger Sekans

TATGGAGACGCTGGACAATGAGTCCTTTTACAGCAAAGCGTCTGCAGGCAAA
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 http://www.ensembl.org/index.html|

e https://genome-euro.ucsc.edu/index.html







TRANSLASYON (PROTEIN SENTEZI)




Sonlanma Kodonu

U G A
Anlamsiz
Mutasyon
C
Yanhs Serin Aminoasidi Sessiz
Mutasyon Mutasyon
A U

Prolin Aminoasidi Serin Aminoasidi



50S rRNA tRNA
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50S rRNA
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P bolgesinde Peptid Bagi Yapilr Peptidil Transferaz

RIBOZIM
50S rRNA
E Met‘P AlaA Lo
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30S rRNA

23 s ribozomal RNA

28 s ribozomal RNA



PROTEIN




1-PRIMER YAPI




2— SEKONDER YAPI




B- kivrim

B- tabaka

http://www.uniprot.org/
http://swissmodel.expasy.org/
http://www.rcsb.org/pdb/home/home.do

a- heliks




3— TERSIYER YAPI




POST TRANSLASYONEL KONTROL




Post Translasyonel Kontrol

Fosforilasyon
— Serin treonin tirozin

Glikolizasyon

Karboksillenme

— Kvit, gama karboksi glutamat,
varfarin

Hidroksilasyon

— Kollojen, lizin prolin
Metillenme

— Metil histidin
Sulfatasyon

— PAPS

Prenilasyon




EPIGENETIK KONTROL




Epigenetik Mekanizmlar

* DNA baz dizisinde degisiklik (mutasyon) olmaksizin gen
ifadesindeki degisimlere epigenetik mekanizmalar denir.

1-DNA metilasyonu
2-Histon modifikasyonu

3-miRNA ve siRNA
4-Genomik imprinting
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