Polineuropatia Amiloidética Familiar

Bases moleculares de uma doenca portuguesa

“...adormecimento, formigueiro, falta de sensibilidade...”

Assim € a Paramiloidose...
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As doencas amiloidoticas
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A descoberta...
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“Doenca dos pezinhos”. no Mundo e em Portugal

P s, ) e AT 7 AT W = S s
- d : = ml i v et Sl

=

ESBINEA

DISTRIBUICAD GEO-
GPAFICA DA
FARAMILOIDOSE
716 PORTLGYES
[M PORTUGAL
CONTINENTAL



Polineuropatia Amiloidotica Familiar

Sintomatologia
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Bases Genéticas
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Outras mutacoes do gene

TRANSTEYFETIN MUTATIONS
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A Transtirretina (TTR)
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O mondmeroda TTR
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Odimeroda TTR

The transthyretin dimer

Expert Reviews in Molecular Medicing
2002 Cambridge University Press
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O tetramero de TTR
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FuncOes da TTR

Transthyretin (1ttr) dimer
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Assoclacao com a RBP

Transthyretin Tetmumer
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A proteina mutada
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Processo hipotético de agregac;éio '
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Substancia Amiloide
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Atenuacao da Doenca
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Alteracoes patologicas
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TranSplante HepétICO uma hipotese terapéutica
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Reducao da evolucao da sintomatologia

(

>>(

#$$-



Polineuropatia Amiloidética Familiar

Possibilidades para o futuro
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Atenuacao com a DES
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Interaccao TTR - DES
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O evitar da transmissao da doenca...
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Diagnostico Genético Pré-Implantorio
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Caso Clinico
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Intervencao Cirdrgica
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Tratamento da amostra
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Pos-Operatorio
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