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SEQU

Normal sequence

hiagall.aaclcoxzlecgeld cece limzecal cece hiadsaizad.ccx.l

Methionine Arginine Proline l Proline l Leucine

Asparagine Arginine Serine Leucine Arginine
Silent mutation

hiazal saaclcarxlecaeclcca l rxce lccoa lissadiszald cax.|

Methionine Arginine Proline l Proline Leucine

Asparagine Arginine Serine Leucine Arginine

Conservative missense mutation

kiaakal aac lcagl.cecl cce hacald cce lsiZadhiEEcd.caxal

MethiJénine Arginine Proiiine l Proline l Leucine

Asparagine Arginine Threonine Leucine Arginine

Nonconservative missense mutation

hasdail.aac lcax lcacl cca lcea lcco lihGadlkEzrzradl ccart..|

Methionine Arginine Proline J' Proline Leucine

Asparagine Arginine Proline Leucine Arginine

Nonsense mutation

hiarsal ananclcarxl.cacl cca | taa |cce hitzadaagad cax.

Methionine Arginine Proline

Asparagine Arginine Stop
Frame-shift mutation

hazcl aaclcerx lcecgeclcce | tce lacc leaxzx ]l axTy |lccac |

Methionine Arginine Proline l Threonine l Isoleucine

Asparagine Arginine Serine Valine Alanine




Nonsynonymous Coding SNP involved

Wild-type
CYP2D6 gene

SNP variant in

CYP2D6 gene

Wild-type
CYP2D6 gene

SNP variant in
CYP2D6 gene

in Drug Metabolism

Jaa BARETTCE EGA CELE .
oo ke G, PEC EGA CGEL ...

168 169 170
Ser  Gly Arg
168 169 170
‘Ser  STOP

4

Associated with:

Droga neurobloqueadora adrenérgica  Inhibilty to metabolise

debrisoquine (Declinax)



Organizacao do Genoma

minissatélite microssatelite

satelite

!

Sequeéncias longas de DNA altamente repetitivas
(>10% copias), de 100 a 2000 pares de bases, que
constituem uma fracao importante do genoma dos

eucariontes superiores, variando de 25% em
algumas espécies ate 50% em outras.



Organizacao do Genoma

|
minissatelite

!

Sequencias de DNA moderadamente repetitivas,

sateélite microssatélite

de 10 a 100 pares de base.



Organizacao do Genoma

satélite minissatélite

microssatélite

!

Sequéncias de DNA moderadamente repetitivas

de 2 a 9 pb. Altamente polimorficas. Arranjos
com menos de 300 pb



MICROSSATELITE

STR
A\GAGAGAGAGAGAGACAG
(Short Tandem
[CICICICICTICTICTCTC Repeats)
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Microssatélites
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Heranca dos STRs ?

Exemplo: Microssatélites =
STR 5D123 (4pb) STRs
Alelos=2a9 e (AGAT)(AGAT) -----

---------- (TCTA)(TCTA) ----

---------- (AGAT)(AGAT)(AGAT)(AGAT) '-----
---------- (TCTA)(TCTA)(AGAT)(AGAT) -----

PAI )

1 2 3 4 5

——
paterna I —— — —



VISUALIZACAO DOS GENOTIPOS (DNA) DOS
INDIVIDUOS DO HEREDOGRAMA EM GEL
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Varlabilidade do DNA

SNP MICROSATELLITE

| |

Male I GTACTAGACTACTACTACTACTACTGGTG...

5 repeats

Male 2 GTACAAGACTACTACTACTACTACTACTGGTG...

6 repeats

Male 3 GTACGAGACTACTACTACTACTACTACTACTGGTG...

7 repeats



