NINIUNNEGUA b-0) T e atfufi o DA - 0.8, bEE Reg 6-7 Med J Vol. 24 No. 3 July - Sept. 2005

nanudihe | A Case Report

Tsaainanearios lagiugnssy
51Ul 1 59

Autosomal Dominant Cerebellar Ataxia : A Case Report
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ABSTRACT

A 19 year old woman presented with ataxia, 3 months prior to consultation, progressive ataxia, no
weakness and normal sensation, mild headache, no signs of increase intracranial pressure, and no long tract
signs. All cerebellar signs positive both sides. Computerised Tomography of the brain showed brainstem
and cerebellar atrophy. Genetic study showed trinucleotide repeated number 35 and abnormal of SCA1
gene compatible with Autosomal Dominant Cerebellar Ataxia type 1. The patient was treated with vitamin

E and supportive treatment. During 3 years follow up, the neurological signs was stable.
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V/S : BP 115/75 mmHg. Temp 37 °C. PR 77/
min . RR 16/min.
GA : normal
Systemic Examination : normal
Neurological Examination :
Alert, speech normal, Gait : truncal ataxia
Cranial nerve : visual acuity and visual
field normal
EOM full, no nystagmus, Optic fundi :
normal
Pupil 3mm diameter react to light
both eyes
No facial palsy, normal facial sen-
sation
Normal hearing and gag reflex .
Tongue in midline and no atrophy
Motor : tone normal,power grade v/v all
Deep tendon reflex 2+, Babinski sign negative
Normal sensation and no meningeal signs
All cerebellar signs positive both sides, truncal
ataxia, and impaired tandem gait
Finger to nose test : impaired both
Heel to shin test : impaired both
Rapid alternating movement test : im-

paired both
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CT Brain : brainstem and cerebellar atrophy
Genetic study : Trinucleotide Repeated num-
ber 35
Abnomal of SCA1 gene
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Table 1 Genetics of spinocerebellar ataxias (SCA)®
Disease name | Gene, gene-product Locus Comments
SCA1 SCAA1, ataxin 1 6p23
SCA2 SCAZ2, ataxin 2 12924
SCA3 MJD, ataxin 3 14qg24.3-g31 Allelic to Machado-Joseph disease
SCA4 16922.1 Families in the US, Japan, and Germany
SCA5 11p11-qi1 Families in the US (“Lincoin family”),
and Germany
SCA6 SCA6, CACNA1A 19p13
SCA7 SCA?7, ataxin 7 3p21.1-pi12
SCA8 SCA8 13qg21 Caution in genetic testing
SCA9 Not assigned
SCA10 SCA10, ataxin 10 22q13 All families of Mexican origin
SCA11 15q14-921.3 One British family
SCA12 SCA12 5q31-q33
SCA13 19q13.3-q13.4 One French family
SCA14 SCA14, PKCy 19q13.4-gter
SCA15 3p24.2-pter One Australian family
SCA16 8qg22.1-g24.1 One Japanese family
SCA17 TBP, TATA-box 6q27
binding protein
SCA18 7q22-q32 One Irish-American family
SCA19 1921-g21 One Dutch family, might be allelic with
SCA22
SCA20 Reserved
SCA21 7p21-15 One French family
SCA22 1p21-g23 One Chinese family, might be allelic with
SCA19
SCA23 20p One Dutch family
SCA24 Reserved
SCA25 2p15-21 One French family
DRPLA DRPLA, atrophin-1 12p13.31
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Table 2 Ataxic disorders of unknown etiology: correlation of clinical and genetic classifications of autosomal

dominant cerebellar ataxias (onset ususlly after 20 years of age)’

Clinical classification Locus Normal repeat size Disease repeat size
ADCA | : Ataxia with SCA1 (chr 6p) 6-38 39-80
ophthalmoplegia, optic
atrophy, dementia, or
extrapyramidal features
. (including Machado-
Joseph disease) SCA2 (chr 12q) 16-30 36-52
SCA3 (chr 14q) 14-40 60-85
SCA4 (chr 16q) Linkgage only N/A
ADCA Il : Ataxia with SCA7 7-19 37-220°
pigmentary maculopathy
with or without
ophthalmoplegia or
extrapyramidal features
ADCA Il : “pure” ataxia SCAS5 (chr 11p) Linkage only N/A
SCAG62 (chr 19) 5-20 21-28
SCA11 (chr 15q) Linkage only N/A
Periodic dominant ataxia EA 1 (chr 12) Potassium channel Point mutations
EA 22 (chr 19) Calcium channel Point mutations

ADCA = autosomal dominant cerebellar ataxia ; chr = chromosome ; EA = episodic ataxia ; N/A = not available ;

SCA = spinocerebellar ataxia.

3SCA6 can also be classified as ADCA | because occasional additional features are found. Also the CAG

repeat is in the 3’ region of the calcium channel responsible also for EA 2

‘blntermediate allele 28-35 has been reported ; these may expand in paternal transmission into the disease

range.

wdannsazuenain SCA auldean wsnng
m394 motor evoked potential AautNANIZARAZNL
slowed peripheral or central motor conduction times

MIRTAaN1eadINase 1aevin MRI brain 3

Ustlamilumsdtaduuenisnauaantyl Multiple
sclerosis, cerebrovascular disease %39 malignancy
usi MRI brain a1aazinsludaetiun - vesnsaniiv
Tsn Aeflaznuldann now MRI S 3 dnwois Ae spinal
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Table 3 Typical clinical findings of SCA subtypes®

Disease | Mean age at onset Characteristic signs CT or MRI

Name in years (range) findings

SCA1 37 (4-74) Ataxia, dysarthria, nystagmus, slow saccades, OPCA
ophthaimopiegia, spasticily, PNP, executive
dysfunction Increase in PMCT and CMCT

SCA2 32 (1-65) Ataxia,dysarthria, slow saccades, OPCA=+spinal
hyporeflexia, titubation, dementia, atrophy some ’
(rarely) parkinsonism cortical atrophy

SCA3 36 (5-70) Ataxia, dysarthria, nystagmus, lid retraction, OPCA
diplopia, faciolingual fasciculation, dystonia, (mild), 4th
parkinsonism, restless legs, temperature ventricle
discrimination ; onset < 35 years with enlarged
ataxia+spasticity, onset > 45 years with
ataxia+PNP

SCA4 ?(19-72) Ataxia, dysarthria, sensory axonalv CA
neuropathy, pyramidal signs

SCA5 30 (10-68) “Pure” ataxia, dysarthria, normal life CA
expectancy ; early onset, bulbar signs

SCA6 52 (30-71) “Pure” ataxia, dysarthria, nystagmus, normal life CA

' expectancy, (commonly) diplopia, (rare and mild)

PNP, pyramidal signs.

SCA7 35 (0-70) Ataxia, dysarthria, visual loss owing to pigmentary OPCA
retinopathy, slow saccades, pyramidal signs

SCA8 40 (1-73) Ataxia, dysarthria, nystagmus, tremor CA

SCA10 | 36 (26-45) Ataxia, dysarthria, nystagmus, epilepsy CA

SCA11 25 (15-43) “pure” ataxia, dysarthria, nystagmus, normal life CA
expectancy, (rarely) hyperreflexia

SCA12 | 35(8-55) Ataxia, nystagmus, tremor, bradykinesia, CA+cerebral
Hyperreflexia atrophy

SCA13 | Childhood Ataxia, dysarthria, nystagmus Hyperreflexia, OPCA

(L1-45) mental+motor retardation, slow progression
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Table 3 Typical clinical findings of SCA subtypes®

Disease | Mean age at onset Characteristic signs CT or MRI

Name in years (range) findings

SCA14 | 27 (12-42) Ataxia (slow progression) + head tremor or CA (vermis)

‘ myoclonus (early onset)

SCA15 | 26 (10-15) “Pure” ataxia, dysarthria, nystagmus, normal life CA (vermis)

expectancy ; some patients with hyperreflexia
. SCA16 | 40 (20-66) “Pure” ataxia, dysarthria, nystagmus, normal life CA

expectancy ; some patients with head tremor

SCA17 | 33 (6-48) Ataxia, dysarthria, nystagmus with dementia, CA, some :

slow saccades or epilepsy, hyperreflexia, akinesia,

dystonia, chorea, psychosis, mutism

SCA18 | 15(12-25) Ataxia, dysarthria, nystagmus sensory-motor
axonal neuropathy, Babinski sign

SCA19 | 34 (11-45) Mild ataxia, dysarthria, nystagmus, cognitive
impairment, myoclonus, tremor, hyporeflexia,
hyperreflexia

SCA21 18 (7-30) Ataxia, dysarthria, akinesia, rigidity, postrual and
rest tremor, hyporeflexia, cognitive impairment

‘ SCA22 | ?(10-46) Ataxia, dysarthria, nystagmus, slow progession,

hyporeflexia

SCA25 | ?(1-39) Ataxia, dysarthria, nystagmus, sensory neuropathy

FGF14 | 34 (27-40) Ataxia, dysarthria, nystagmus, tremor, psychiatric
episodes

DRPLA | 30 (0-62) Ataxia, onset < 20 years with myoclonus, epilepsy ;

onset > 20 years with choreoathetosis, demenia,

psychosis

general atrophy

CA

CA, some :

general atrophy

CA

CA

CA
CA

OPCA, cerebral
white-matter

lesions

CA = cerebellar atrophy ; OPCA = olivopontocerebellar atrophy ; PMCT = peripheral motor conduction time ;

CMCT = central motor conduction time ; PNP = peripheral neuropathy.
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atrophy, olivopontocerebellar atrophy, Wa< cortical
cerebellar atrophy
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