Neurodegeneration with brain iron accumulation: Clinical, Genetic, and neuroimaging characteristics in Iranian patients
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Abstract:
Background: Neurodegeneration with brain iron accumulation (NBIA) is a group of inherited neurologic disorders characterized by abnormal accumulation of iron in the basal ganglia. Currently, ten types of NBIA are known. In this study we describe clinical, radiologic and genetic findings of Iranian cohort of NBIA cases.
Methods: Clinical, radiologic and genetic data of cases diagnosed as NBIA in a referral center in Tehran, Iran from 2019-2021 was retrospectively studied.
Results: In this cohort of 16 cases, Panthotenate Kinase-Associated Neurodegeneration (PKAN) was most common type (n=11) then PLA2G6-Associated Neurodegeneration (PLAN) (n=3) was the second most common type followed by Mitochondrial Membrane-Associated Neurodegeneration (MPAN) (n=2).
Walking difficulty and facial dyskinesia were the most common clinical presentations of the PKAN cases but presentation in PLAN, was psychomotor regression from mean of 2 years with prominent cerebellar atrophy and in one case with dystonia-parkinsonism. In the examination, pyramidal signs were  most common (85%), followed by movement disorders (50%), and eye finding (Retinitis Pigmentosa) was found only in one PKAN case. Neuroimaging abnormality was found in 94% of cases and Globus Pallidus hypointensity followed by cerebellar atrophy was the commonest findings.
Conclusions: In children, psychomotor regression with spasticity and pyramiadal/cerebellar signs or movement disorders (specially oromandibular dystonia in adolesense), suspicion to NBIA has a high index. Neuroimaging with close evaluation of basal ganglia is an important tool for diagnosis of NBIA.
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