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•Mix blood 1:1 with 0.9% NaCl containing 10IU/ml heparin
•Incubate at room temperature for 30-120 min on a shaker
•Take 5+ microphotographs from each wet preparation
(phase-contrast microscope)
•Count cells with spicules: normal value < 6.3 %
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•Childhood onset
•Occasional later onset
•Pigmentary retinopathy
•Dystonia
•10% have acanthocytosis

Typical phenotype = dystoniaparkinsonism, but should be
considered in any Filipino with an
unexplained movement disorder,
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•Deafness
•Elevated anti-cardiolipin IgG
•Mutation of NLPR3
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This flow chart does not necessarily indicate the temporal course of
the diagnostic work-up of chorea, especially if the family history is not
known, but should be used a guideline to generate the consideration
of various clinical entities in light of the available information.
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This flow chart aims to present the various factors which facilitate
making the correct diagnosis, and the appropriate testing to consider
depending upon previous test results. The list of differential diagnoses
of chorea is ever-evolving with advances in the molecular biology of
movement disorders. This algorithm which is open to further
development in the light of new knowledge, and may indeed become
somewhat obsolete as whole exome/genome sequencing becomes
more available.
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•Onset in childhood
•Ataxia may be absent
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•hypogonadism
•dementia
•ataxia

Chorea is a common movement disorder, the etiology of which is
rarely identifiable from its appearance. The identification of genetic
causes for some of the inherited choreas has facilitated their
diagnosis, in addition to increasing the spectrum of phenotypes for
other disorders in which chorea may occur less often. A number of
clues in the family and medical history, clinical examination, and
laboratory findings may inform the diagnosis. Whilst we typically
consider these simultaneously when evaluating the patient with
chorea, there is a need for an algorithm to generate consideration of
some of the rarer etiologies.

•Variable phenotype
•Often upper motor neuron
signs
•Reduced penetrance
•Variable age of onset

No

•Ataxia, eye movement abormalities, peripheral
neuropathy etc are typical, but may be pure HD phenocopy
•DRPLA – myoclonus, dementia, dystonia typical
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•Dystonia/parkinsonism/dystonia more common
•Adolescent onset
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•Behavioural changes/psychiatric disease
•May have more dystonia/parkinsonism?
•10% have acanthocytosis
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•Middle-age onset
•Parkinsonism/dystonia
•Occasional ataxia, spasticity
•Dementia rare
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•Iron overload
•Diabetes mellitus in 20’s (from pancreatic iron)
•Middle-age onset
•Retinal degeneration (from iron deposition)
•Parkinsonism/dystonia, orofacial involvement is typical
•Dementia usually later
•MRI may not show Fe accumulation (Skidmore et al. 2007)
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•Full panel of 23 Kell abs usually available
at regional blood centers;
•Ask to “exclude McLeod phenotype”
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