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In 2016, haploinsufficiency of KMT2B was identified as a cause of early-onset progressive generalized dystonia[1]
        [2] (Online Mendelian Inheritance in Man 61728), it may account for up to 10% of cases.[3] Children usually present with lower limb dystonia, which generalizes within a few years. Cervical, oromandibular, and laryngeal involvement are typical.[4] Inconsistent minor pallidal magnetic resonance imaging (MRI) abnormalities are reported. Response to medical treatment is poor, while deep brain stimulation may be effective. KMT2B haploinsufficiency can be caused either by a heterozygous pathogenic variant in KMT2B or by a heterozygous interstitial microdeletion of 19q13.12 comprising KMT2B, the latter associated with earlier disease onset and a higher rate of additional symptoms including intellectual disability, microcephaly, and dysmorphic features.

A 9-year-old boy with history of speech delay presented with low and pressed voice since 2 years which deteriorated despite intensive speech therapy. Neurological examination revealed spasmodic dysphonia, hand dystonia, and hyperkinetic movements resembling myoclonus dystonia (Video 1) which evolved during the last year. Neurometabolic work up and cranial MRI were normal. Trio exome sequencing identified a de novo frameshift variant in KMT2B: c.521dup, p.(Thr176Aspfs*8) classified as pathogenic.

This boy underlines the importance of careful clinical phenotyping, the role of whole exome sequencing in delineation of childhood dystonia, and contributes to the extending phenotypic spectrum with the unusual initial symptom of laryngeal dystonia.

[bookmark: ]







            
Video 1
          



Patient reading a simple German text (subtitle): low voice and dysphonia due to laryngeal dystonia. Following sequences: hand dystonia while writing, fine motor problems due to myoclonus, and mild dystonic posturing. Online content including video sequences viewable at: www.thieme-connect.com/products/ejournals/html/10.1055/s-0038-1661343.
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