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Myopathy, lactic acidosis and sideroblastic anemia
syndrome 1 (MLASA1): clinical hallmarks in a large
pedigree with a novel PUST R144Q mutation, remarkable
response to somatropin, and review of the literature
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Supplemental table 1. Published MLASA1 cases with mutations, laboratory data and clinical features.
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#, Annotation following Ensemble genome annotation database >ENST00000376649.8 (PUS1).
##, R116W in the original publication; R144W according to Ensemble genome annotation database >ENST00000376649.8 (PUS1).

ref, reference; m, male; f, female; hom, homozygous; het, heterozygous; y, years; oxphos, oxidative phosphorylation; GH, growth hormone; rcc, respiratory chain complexes; cyt, cytochrome; mms, muscle

mitochondrial suspension; def, deficiency; act, activity; EPO, erythropoietin; GI, gastrointestinal; ap, abdominal pain; mp/g-i, milk protein and gluten intolerance; v, vomiting; d, diarrhoea; td, thyreoid
dysfunction; ioc, iron overload cardiomyopathy; k, kyphoscoliosis; gma, generalized muscle atrophy; nppr, non-progressive pigmentary retinopathy; cmp, cardiomyopathy; iddm, insulin-dependent
diabetes mellitus; POTS, postural orthostatic tachycardia syndrome; pgp, parotid gland pathology; P, pyridoxine; VitE, vitamin E; n.e., not effective; tr, transfusion; tr-dep, transfusion-dependent
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