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Contribution to clinical characteriza-
tion of autosomal recessive hereditary  
ataxias (Abstract)*. Theses. São Paulo, 
2009.

Emília Katiane Embiruçu**

Autosomal recessive hereditary ataxias belong to a 
group of heterogeneous disorders, for which detailed 
clinical evaluation, ancillary exams, and sometimes, ge-
netic tests, are required for diagnosis. After literature re-
view, an algorithm was built to help the investigation of 
this group. The objective of this thesis is to present the 
results of investigation of three forms of recessive atax-
ias: [1] Joubert syndrome is a condition characterized by 
early hypotonia, developmental delay, ataxia and neona-
tal respiratory disturbances or abnormal eye movement. 
It has a wide clinical spectrum and is a genetically het-
erogeneous. Renal, hepatic and retina abnormalities are 
often seen. A combination of midline cerebellar vermis 
hypoplasia, deepened interpeduncular fossa, and thick, 
elongated superior cerebellar penduncles gives to the ax-
ial view of the midbrain an appearance of a molar tooth 
at brain magnetic resonance image (MRI) study. Molar 
tooth sign is considered as obligatory radiologic criteria 
to diagnosis. In this study we present a series of five pa-
tients that have clinical and radiologic criteria to Joubert 
syndrome and a large phenotypic variability: two children 
have a pure form (subgroup 1), one child has an associ-
ated retinopathy (subgroup 2), the other has Leber con-
genital amaurosis and kidney abnormalities (subgroup 4), 
and another has chorioretinal coloboma and hepatic ab-
normalities (subgroup 5); [2] Ataxia with vitamin E defi-
ciency, which has a phenotype similar to Friedreich ataxia 
but slowest progression, is characterized by low levels of 
serum α-tocopherol and is treatable with vitamin E. This 
ataxia is common in South Italy and North Africa, but 
was not reported in Brazil. Four patients from two differ-
ent families were studied. Three of them have typical clin-
ical features and hands dystonia, a probably underreport-
ed feature which might helps its distinction from Fried-
reich ataxia. The other case was identified in a pre-symp-
tomatic stage, after family investigation. After five years 
of treatment with vitamin E, subtle balance disturbance 
was still present. The reaming three patients improved 
with vitamin E supplementation and disease progression 

stopped; [3] Cerebrotendinous xanthomatosis (CTX) is a 
disorder of cholesterol metabolism, characterized by re-
duction of bile acid synthesis and accumulation of cho-
lestanol, a toxic metabolic. Congenital or juvenile cata-
ract and chronic diarrhea are early manifestations. Cer-
ebellar ataxia, spastic paraplegia, cognitive impairment 
and tendinous xanthomatosis are also seen. Brain MRI 
T2-weghted and FLAIR sequences disclosed dentate nu-
cleus hypersignal, a quite feature in CTX. Three patients 
from two different families, with clinical and radiologic 
features were studied. In all, serum cholestanol was ele-
vated. MRI spectroscopy demonstrated in cerebellum a 
peak in 1.2-1.4 ppm, which is a possibly a lipid, not pre-
viously described. Treatment with chenodeoxycholic acid 
improved their gait. 
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Restless legs syndrome (RLS) is a sensorimotor disor-
der with prevalence between 2.5% and 10% in white pop-
ulation. The pathophysiology of RLS involves a dysfunc-
tion of the dopaminergic neurotransmitter system. Mi-
graine attacks may also be influenced by dopamine. We 
developed a study to evaluate a possible association be-
tween migraine and RLS. Patients were recruited among 
the employees of the Clinic Hospital - Medical School of 
Ribeirão Preto - University of São Paulo, Brazil. We in-
terviewed employees with migraine (n=72) and a control 
group without migraine (n=72) matched by sex and age, 
aiming to diagnose RLS according to the International 
RLS Study Group criteria. We registered clinical and de-
mographic data in a structured form, and all subject an-
swered the Beck’s Depression Inventory. RLS frequency 
was significantly higher in patients with migraine than in 
control subjects [25% vs 8%; p=0.01; odds ratio 3.67 (1.36; 
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