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Alteracoes do patrimonio genético
MUTACOES

O que € uma mutacao?

Uma mudanca fisica na sequéncia de nucleotidos de DNA.

Pode néo afectar o fendétipo (Mutacao silenciosa)

Pode afectar as células somaticas (mutacao somatica) ou células
sexuais (mutacao germinal)

Pode ser espontanea ou induzida por um mutagéneo.
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(Transcricao)
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(Splicing)
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(Traducao)
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(Traducao)
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(Traducao)
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MUTACOES GENICAS

ﬂSu bstituicdo

TAC TAA GCACG CTCATT - DNA

AUG AUUCGGUGC GAG UAA - RNA
Met le Arg Cys Gly STOP - Péptido normal

TAC TAA GCWACG CTCATT

AUG AUU CGMUGC GAG UAA

<~
Met lle Arg Cys Gly STOP

Mutacao Pontual Silenciosa

(sem expressao fenotipica)
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MUTACOES GENICAS

ﬂSu bstituic&o

TAC TAA GCCACG CTCATT - DNA

AUG AUUCGGUGC GAG UAA - RNA
Met le Arg Cys Gly STOP - Péptido normal

TAC TAAGCCI|TCG CTCATT

AUG AUU CGGWGC GAG UAA

<~
Met lle Arg Ser Gly STOP

Mutacao Pontual Missense
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MUTACOES GENICAS
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MUTACOES GENICAS

@Su bstituicdo

TAC TAA GCCAC@ CTCATT - DNA

AUG AUUCGGUGC GAG UAA - RNA
Met le Arg Cys Gly STOP - Péptido normal

TAC TAAGCCACT|ICTCATT

AUG AUUCGG|UGIA|GAG UAA

Met lle Arg STOP

Mutacao Pontual Nonsense
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MUTACOES GENICAS

@ Deleccao

TAC TAA GCCAC@ CTCATT - DNA

AUG AUUCGGUGC GAG UAA - RNA
Met le Arg Cys Gly STOP - Péptido normal

TAC TAAGCCAC|] [ CTCATT

AUG AUU CGG UG GIAG UAA

Met lle Arg Trp ée}r

Mutacao Pontual Frameshift
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MUTACOES GENICAS

l | Insercao

TAC TAAGCCO |ACG CTCATT -DNA

AUG AUUCGG UGC GAG UAA - RNA
Met le Arg Cys Gly STOP - Péptido normal

TAC TAA GCC

AUG AUU CGG

Met lle Arg
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CARIOTIPO




Alteracoes do patrimonio genético
MUTAGOES CROMOSSOMICAS NUMERICAS
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http://learn.genetics.utah.edu/units/disorders/karyotype/downsyndrome.cfm
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MUTACOES CROMOSSOMICAS NUMERICAS

»: sl R gL fff
1 nitaii
(O P )

medgen.genaticz.utah.edu

rmadgan.genatics.utah.edu
http://learn.genetics.utah.edu/units/disorders/karyotype/turnersyndrome.cfm
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MUTACOES CROMOSSOMICAS NUMERICAS
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http://learn.genetics.utah.edu/units/disorders/karyotype/klinefelter.cfm
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MUTAGOES CROMOSSOMICAS ESTRUTURAIS
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Cri-du-chat Chromosome 5 pair http://learn.genetics.utah.edu/units/disorders/karyotype/criduchat.cfm
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MUTAGOES CROMOSSOMICAS ESTRUTURAIS
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Motae: This karvolype was preparad uzsing a FISH technique
known s “chromosome painting”. As weall as having a
translocation from chromosome 22, chromosome 9 also
hats translocated matenal from chromosome 8.
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MUTAGOES CROMOSSOMICAS ESTRUTURAIS

The Philadelphia Chromosome and Chronic Myelogenous Leukemia (CML)

Normal Chromosomes Translocated Chromosomes
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The translocated abl gene inserts into the ber gene.The two genes fuse.
The altered abl gene functions improperly, resulting in CML.
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MUTAGOES CROMOSSOMICAS ESTRUTURAIS

FISH (Fluorescent In Situ Hybridization)

Chromosome prepared using FISH technique
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MUTACOES




