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ERT nella malattia di Pompe

problemi

Effetti variabili in pazienti differenti.
Scarsi risultati nel muscoli scheletrici

Scarsa correzione nelle fibre muscolari di tipo Il

Variabili risposte cliniche ed etn
murino In stato avanzato di malattia si richiedono dosi molto elevate
(fino a 100 mg/kg/infusione)

Oal terazione del | 0aptakeoefil atcpifiekingl a n n e g
el |

L
d Oenzima ricombinante (r hGAA)



Le malattie lisosomiali
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La terapia enzimatica sostitutiva
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PathoGenetics

Research
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Abnormal mannose-6-phosphate receptor trafficking impairs
recombinant alpha-glucosidase uptake in Pompe disease fibroblasts
Monica Cardone!, Caterina Porto!-2, Antonietta Tarallo!, Mariella Vicinanza3,
Barbara Rossi!, Elena Polishchuk?3, Francesca Donaudy!, Generoso Andria?,

Maria Antonietta De Matteis3 and Giancarlo Parenti*1.2
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Malattia di Pompe (glicogenosi Il)

Nuovi approcci terapeutici

Nuove preparazioni di enzima



Glycoengineered Acid a-Glucosidase With
Improved Efficacy at Correcting the Metabolic
Aberrations and Motor Function Deficits

in a Mouse Model of Pompe Disease

Yunxiang Zhu', Ji-Lei Jiang', Mathan K Gumlaw’, Jinhua Zhang', Scott D Bercury', Robin | Ziegler',
Karen Lee', Mariko Kudo', William M Canfield', Timothy Edmunds’, Canwen Jiang’,
Robert | Mattaliano' and Seng H Cheng'
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New Strategies for Enzyme Replacement Therapy for
Lysosomal Storage Diseases

Jeffrey H. Grubb?, Carole Vogler?, and William S. Sly?!
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Malattia di Pompe (glicogenosi Il)

Nuovi approcci terapeutici

Riduzione del substrato
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Riduzione del substrato




Riduzione del substrato

Modulation of glycogen synthesis by RNA
interference: towards a new therapeutic

approach for glycogenosis type I

Gaelle Douillard-Guilloux'2, Nina Raben3, Shoichi Takikita3, Lionel Batista'-2,
Catherine Caillaud"2* and Emmanuel Richard!2'




