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Rett syndrome is caused by mutations in X-linked MECP2, encoding methyl-CpG-binding protein 2.
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the alpha 1A-voltage-dependent calcium channel. Nature Genetics, 1997, 15, 62-9 363 144
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Glutamine repeats and neurodegeneration. Annual Review of Neuroscience, 2000, 23, 217-47
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Dysfunction in GABA signalling mediates autism-like stereotypies and Rett syndrome phenotypes.
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The DNA sequence of the human X chromosome. Nature, 2005, 434, 325-37 50.4 822

Chaperone suppression of aggregation and altered subcellular proteasome localization imply
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Requirement of Math1 for secretory cell lineage commitment in the mouse intestine. Science, 2001, 2y
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330 Postnatal neurodevelopmental disorders: meeting at the synapse?. Science, 2003, 302, 826-30 333 532
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3 Ataxin-1 with an expanded glutamine tract alters nuclear matrix-associated structures. Nature, 3
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DJ-1is a redox-dependent molecular chaperone that inhibits alpha-synuclein aggregate formation.
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Learning and memory and synaptic plasticity are impaired in a mouse model of Rett syndrome.
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Regulation of RNA splicing by the methylation-dependent transcriptional repressor methyl-CpG
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. Interaction of Akt-phosphorylated ataxin-1 with 14-3-3 mediates neurodegeneration in 6
314 spinocerebellar ataxia type 1. Cell, 2003, 113, 457-68 502 344

Sensitivity to oxidative stress in DJ-1-deficient dopamine neurons: an ES- derived cell model of
primary Parkinsonism. PLoS Biology, 2004, 2, €327

Failure of neuronal homeostasis results in common neuropsychiatric phenotypes. Nature, 2008,
312 455,912-8 504 301
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The role of Math1 in inner ear development: Uncoupling the establishment of the sensory

310 primordium from hair cell fate determination. Development (Cambridge), 2002, 129, 2495-2505
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Abnormalities of social interactions and home-cage behavior in a mouse model of Rett syndrome.
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Influence of mutation type and X chromosome inactivation on Rett syndrome phenotypes. Annals »8
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302 Proprioceptor pathway development is dependent on Math1. Neuron, 2001, 30, 411-22 13.9 250
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Recovery from polyglutamine-induced neurodegeneration in conditional SCA1 transgenic mice.
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SCA7 knockin mice model human SCA7 and reveal gradual accumulation of mutant ataxin-7 in
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Partial loss of ataxin-1 function contributes to transcriptional dysregulation in spinocerebellar
ataxia type 1 pathogenesis. PLoS Genetics, 2010, 6, e1001021

Polyglutamine diseases: protein cleavage and aggregation. Current Opinion in Neurobiology, 1999,

229 9 566-70 76 94
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Neuroscience, 2002, 22, 2753-63

Mapping of the gene for a novel spinocerebellar ataxia with pure cerebellar signs and epilepsy.

216 Annals of Neurology, 1999, 45, 407-11 S G
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embryonic lethality. Journal of Cell Biology, 2003, 163, 1033-44

Altered trafficking of membrane proteins in purkinje cells of SCA1 transgenic mice. American

208 Journal of Pathology, 2001, 159, 905-13

Human-specific regulation of MeCP2 levels in fetal brains by microRNA miR-483-5p. Genes and

Development, 2013, 27, 485-90




HupA Y Z0GHBI
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