Neuro-degeneration with Brain Iron Accumulation in 18 Indian families: a case series highlighting phenotypic and genotypic diversity
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INTRODUCTION

* Neuronal Brain Iron Accumulation (NBIA) are a group of genetic disorders characterized by abnormal accumulation
of 1ron 1n the basal ganglia.
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* 10 genes are known to be associated with various subtypes of NBIA : PANK2, PLA2G6, CI90ORF12, FA2H, CRAT, * Features: neuroregression (11/13); dystonia arthrogryposis
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OBJECTIVES

* To describe the clinical & radiological findings of patients
with NBIA
* Molecular characterization of the underlying genetic etiology.

METHODOLOGY

Study design: Observational study at 2 tertiary level medical Genotype profile of study cohort Pantothenate Kinase-Associated ||| Fatty acid hydroxylase-associated Mitochondrial membrane-
genetics centres 1n India. ID | Gene variants zygosity neurodegeneration (PKAN) neurodegeneration (FAHN) associated neurodegeneration
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