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Neuropatie ereditarie

Charcot-Marie-Tooth: From Molecules to Therapy, 2019
https://pubmed.ncbi.nlm.nih.qov/31336816/

The neuropathy in hereditary transthyretin amyloidosis: A narrative review, 2021
https://pubmed.ncbi.nim.nih.gov/33960565/

Hereditary Neuropathies: Clinical Presentation and Genetic Panel Diagnosis, 2018
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC5832893/

Emerging Therapies for Charcot-Marie-Tooth Inherited Neuropathies, 2021
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC8199910/

SMA
Diagnosis and management of spinal muscular atrophy: Part 1: Recommendations for diagnosis,

rehabilitation, orthopedic and nutritional care, 2017
https://pubmed.ncbi.nim.nih.gov/29290580/

Spinal muscular atrophy - insights and challenges in the treatment era, 2020
https://pubmed.ncbi.nlm.nih.gov/33057172/

Distrofie muscolari

Duchenne muscular dystrophy, 2021
https://pubmed.ncbi.nim.nih.gov/33602943/

Diagnosis and management of Duchenne muscular dystrophy, part 1: diagnosis, and neuromuscular,
rehabilitation, endocrine, and gastrointestinal and nutritional management. 2018
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC5869704/

Diagnosis and management of Duchenne muscular dystrophy, part 2: respiratory, cardiac, bone
health, and orthopaedic management. 2018
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC5889091/

The Classification, Natural History and Treatment of the Limb Girdle Muscular Dystrophies, 2015
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC5271430/

Myotonic dystrophies: An update on clinical aspects, genetic, pathology, and molecular
pathomechanisms, 2015
https://pubmed.ncbi.nlm.nih.gov/24882752/

Facioscapulohumeral muscular dystrophy: genetics, gene activation and downstream signalling with
regard to recent therapeutic approaches: an update. 2021
https://pubmed.ncbi.nlm.nih.gov/33712050/
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Malattie mitocondriali

Molecular Genetics Overview of Primary Mitochondrial Myopathies, 2022
https://pubmed.ncbi.nim.nih.gov/35160083/

Emerging therapies for mitochondrial disorders, 2016
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4892756/

Leber Hereditary Optic Neuropathy: Review of Treatment and Management, 2021
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC8187781/

Consensus-based statements for the management of mitochondrial stroke-like episodes. 2019
https://pubmed.ncbi.nlm.nih.gov/32090171/

Paraparesi spastiche ereditarie

Hereditary Spastic Paraplegia: An Update, 2022
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC8835766/

Recent advances in understanding hereditary spastic paraplegias and emerging therapies, 2021
https://www.ncbi.nlm.nih.gov/pmc/articless/PMC8009193/

Atassie

Spinocerebellar ataxias (SCAS) caused by common mutations, 2021
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC8426233/

Spinocerebellar ataxia: an update, 2019
https://www.nchi.nlm.nih.gov/pmc/articles/PMC6373366/

Diagnosis and management of progressive ataxia in adults, 2019
https://www.ncbi.nlm.nih.gov/pmc/articlessPMC6585307/

Friedreich Ataxia: current status and future prospects, 2017
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC5383992/

Leucoencefalopatie e malattie metaboliche

Fabry Disease, 2022
https://www.nchi.nlm.nih.gov/books/NBK1292/

Practical approach to the diagnosis of adult-onset leukodystrophies: an updated guide in the
genomic era, 2018
https://pubmed.ncbi.nim.nih.qov/30467211/
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The rapidly evolving view of lysosomal storage diseases, 2021
https://www.nchi.nlm.nih.gov/pmc/articles/PMC7863408/

Pompe Disease: From Basic Science to Therapy, 2018
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC6277280/

Monogenic cerebral small-vessel diseases: diagnosis and therapy. Consensus recommendations of
the European Academy of Neurology. 2020
https://pubmed.ncbi.nlm.nih.qov/32196841/

Distonia, malattia di Wilson e corea di Huntington

Huntington's disease: a clinical review, 2017
https://onlinelibrary.wiley.com/doi/10.1111/ene.13413

Huntington disease: new insights into molecular pathogenesis and therapeutic opportunities, 2020
https://www.nature.com/articles/s41582-020-0389-4

Hereditary Dystonia Overview, 2017
https://www.nchi.nlm.nih.gov/books/NBK1155/

Wilson's disease and other neurological copper disorders, 2015
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4336199/

Facomatosi

Tuberous sclerosis: a review of the past, present, and future, 2020
https://pubmed.ncbi.nim.nih.qov/32222129/

Neurofibromatosis: A Review of NF1, NF2, and Schwannomatosis, 2106
https://pubmed.ncbi.nlm.nih.gov/27617150/

X-fragile, sindrome di Rett

Fragile X Syndrome: From Molecular Aspect to Clinical Treatment, 2022
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC8875233/

Consensus guidelines on managing Rett syndrome across the lifespan, 2020
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC7488790/
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