


Disease

Major Clinical Features

Affected Regions

Causative
Protein

Gene
{Locus)

Huntington's disease
(HD)

Chorea, cognitive deficits,
psychiatric disturbances

Striatum, cerebral cortex

Huntingtin

IT1a
{4p16.3)

Spinal and bulbar muscular
atrophy
(SBMA, Kennady disease)

Weakness, muscular atrophy,
bulbar palsy

Spinal cord, brainstem

Androgen
receptor

AR
(Xq13-g12)

Spinocerebellar ataxia type

(SCAT)

Ataxia, bulbar palsy, pyramidal
signs,
muscular atrophy

Cerebellum, brainstem

Ataxin 1

SCA1
(Bp23)

Spinocerebellar ataxia type
2

(SCAZ)

Ataxia, slow eye movement,
neurcpathy

Cerebellum, brainstem

Ataxin 2

SCA2
(12g24.1)

Spinocerebellar ataxia type

{SCA3, Machado-Joseph
disease)

Ataxia, bulging eye, parkinsonism,
spasticity, fasciculations

Cerebellum, hasal ganglia,
brainstem,
spinal cord

Ataxin 3

SCAIMID
(14g32.1)

Spinocerebellar ataxia type
]

(SCAG)

Ataxia

Cerebellum

ol A-voltage-
dependent
calcium chan-
nel subunit

CACNATA
{19p13)

Spinocerebellar ataxia type
7

(SCAT)

Ataxia, retinal degeneration

Cerebellum, retina, brainstem,
visual cortex

Ataxin 7

SCAT
(3p12-p13)

Spinocerebellar ataxia type
17
(SCATT)

Afaxia, cognitive deficits, dystonia,
parkinsonism

Cerebellum, striatum

TATA box hin-
ding protein

TBF
(G027

Dentatorubral-
pallidoluysian atrophy
{DRPLA)

Ataxia, myoclonic epilepsy,
choreoathetosis, cognitive deficits

Cersbellum, cerebral cortex, globus
pallidus,
red nuclei, subthalamic nuclei

Atrophin 1

DRFPLA
(12p13.21)
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Euopean Journal of Neurology 2002, 9:

SHORT COMMUNICATION

Homozygous Machado—Joseph disease presenting as REM sleep
behaviour disorder and prominent psychiatric symptoms

T. Fukutake® H. Shinotoh®®, H. Nishino®, Y. Ichikawa®, J. Goto®, |. Kanazawa® and T. Hattori®




Vestibulo-ocular arreflexia in families with spinocerebellar
ataxia type 3 (Machado-Joseph disease)

C R Gordon, V Joffe, G Vainstein, N Gadoth

4 Neurol Neurosurg Psychialry 2003,74:1403-1406

Table 1 Clinical and genetic features of patients with Machodo-Joseph disease

Age at Posture
Patient/ Age ot examination Ataxia rating and goit Kinetic Dysarhric  Oculomotor

Sex onset [yl [yl score frotall  score score  score SCOre

/M 28 36 45/100 24/34  11/52 5/8 5/6
2/MT 44 5% 63/100 30/34 23/52 5/8 5/6
3/M 4D 46 20/100 7134 7/52 2/B 4/6
4/F 5 43 29/100 14/34 8/52 2/8 5/6
— WM 51 5% 1o 9/ 1357 376 Z/8 g/ 88
/M 42 48/100 13/34  28/52 4/6 3/8
7/iM™ 28 40 72/100 30/34  33/52 5/6 4/8

*Brothers; *“cousins.
F, femals; M, mals; y, years.




Letters to the editor

Homozygosity in Huntington's disease

JOSUE FEINGOLD
Nt




PolyQ protein
l Protease(s)

B
Fragment (native)

’

V
ragment (misfolded)

'
=

Oligomers
(micro-aggregates)

!

L

Inclusions




Cell survival (%)
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Fusheng Li, Todd Maecfarlan, Randall N. Pittman#, and Debabrata Chakravarti$
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Energy dependent cellular processes
(e.g. axonal transport)

|

Mitochondrion

Energy dependent cellular processes
(e.g. axonal transport)
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Transcriptional dysregulation
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Figure 2 Effects of trehalose on polyglutamine-mediated pathology im v, iy
(a) Reduction of body weight loss of R&/2 transgenic mice resulting from
TFE'r'IdeE' treatment. Concentrations of trehalose were 0% (@), 0. 2"*— {ll
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doi: 10.1111/5.1469-1809.2007 00388.x

Machado-Joseph Disease Enhances Genetic Fitness: A
Comparison Between Affected and Unaffected Women
and Between MIJD and the General Population

P.R. Prestes!, M. L. Saraiva-Pereira®24, |. Silveira®, J. Sequeiros® and L. B. Jardim'3.4"






Frequéncia por
100.000 habitantes

General Camara 100

53

o \ Palmeira das Missdes 29

10
Santa Maria 49

Porto Alegre 49
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Europaan Joumal of Neurology 2008 dod: 10,111 1/).1 4681331 2008 02078, x

A neurological examination score for the assessment of spinocerebellar
ataxia 3 (SCA3)

C. Kieling®, C. R. M. Rieder®, A. C. F. Silva®, J. A. M. Saute®, C. R. Cecchin® T. L. Monte® and
L. B. Jardim®*
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Short Report

Survival estimates for patients with
Machado—Joseph disease (SCA3)

Kieling C., Prestes PR, Saraiva-Pereira ML, Jardim LB. Survival C Kieling®, PR Prestes®,
estimates for patients with Machado-Joseph disease (SCA3). ML Saraiva-Pereira®®©
Clin Genet 2007, © Blackwell Munksgaard, 2007

and LB Jardim®?
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