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    In 2003 we re-investigated a French family with a progressive adult onset movement disorder and cystic cavitation of the basal ganglia on brain magnetic resonance imaging (MRI).1 The clinical picture was strikingly similar to that which we described in a Cumbrian pedigree transmitting a pathogenic adenine insertion at position 460–461 (460dupA) in the ferritin light polypeptide gene, FTL.2 3 EcoN1 restriction digestion of an FTL polymerase chain reaction (PCR) product from one of the French patients revealed an identical banding pattern to that seen in affected individuals from the Cumbrian family. This led to the diagnosis of neuroferritinopathy.4 Subsequent haplotype analysis revealed a shared microsatellite marker 100 kb telomeric to the FTL mutation, but the more distal telomeric and … 
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