Table S7. Major clinical features of patients with AARS diseases

Human Disease Ataxia with leukoencephalopathy Leukoencephalopathy Pontocerebellar Hypoplasia Myopathy, Lactic Acidosis, Charcot-Marie-Tooth Charcot-Marie-Tooth
and Sideroblastic Anemia disease type 2 [CMT2D] disease type 2

[ARSAL] [LBSL] [PCH6] [MLASA] [CMT2D] [CMT2N]

Recessive Recessive Recessive Recessive Dominant Dominant
Chromosome 2q33 1q25.1 6q16.1 12q11.21 Tp15 16q.21-23
Genes MARS2? DARS2 RARS2 YARS2 GARS AARS
Cell Localization Mito. Mito. Mito. Mito. Mito./Cytoplasm Cytoplasm
Age at diagnosis 2-59 childhood 3 days Childhood childhood Adult
Lactate elevation Unknown Yes CSF lactate Yes No No
Dysphagia No Unknown Unknown Yes No No
Myopathy No No No Yes Yes Yes
Spasticity yes Yes Yes No No No
Ataxia Yes Yes Unknown No No No
Dystonia Yes Yes Yes No No No
‘White matter changes Yes Yes Yes Unknown No No
Cerebellar atropy Yes Yes Yes Unknown No No
Corpus callosum atrophy Yes Yes Yes Unknown No No
Sensory involvement No Yes Unknown No Yes Yes
Neuropathy No No No Yes Yes
Liver Disease No Unknown Unknown Unknown No No
Ovarian Dysgenesis No Unknown Unknown Unknown No No
Pulmonary Disease No Unknown Unknown Unknown No No
Renal Disease No Unknown Unknown Unknown No No
Diabetes
Mental retardation Yes Yes Yes Yes Rare No
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Human Disease Charcot-Marie-Tooth Intermediate Peripheral Neuropathy Ovarian Dysgenesis and Infantile Mitochondrial Hyperuricemia, pulmonary hypertension, Type 2 diabetes

disease CMT-Like sensorineural hearing loss Cardiomyopathy renal failure in infancy and alkalosis susceptibility gene

[DI CMT] Perrault Syndrome [CPM] HUPRA

Dominant Dominant Recessive Recessive Complex
Chromosome 1p34-35 16q23-1 5q31 6q21.1 19q13.2 3p21.3
Genes YARS KARS HARS?2? AARS2 SARS2 LARS2
Cell Localization Cytoplasm Mito./Cytoplasm Mito. Mito. Mito. Mito.
Age at diagnosis Children-Adult Children-Adult Adult Childhood Childhood Adult
Lactate elevation No No Unknown Yes Yes Unknown
Dysphagia No No No Yes Unknown No
Myopathy Yes Yes No Yes No No
Spasticity No No No Yes No Unknown
Ataxia No No No Unknown No Unknown
Dystonia No No No Unknown Unknown Unknown
‘White matter changes No No Unknown Unknown Unknown Unknown
Cerebellar atropy No No Unknown Unknown Unknown Unknown
Corpus callosum atrophy No No Unknown Unknown Unknown Unknown
Sensory involvement Yes Yes Yes Yes Unknown Unknown
Neuropathy Yes Yes No Yes Unknown Yes
Liver Disease No No No No No Unknown
Ovarian Dysgenesis No No Yes Unknown Unknown Unknown
Pulmonary Disease No No No Yes Yes Unknown
Renal Disease No No No No Yes Unknown
Diabetes Yes Yes
Mental retardation No Yes No Unknown Yes Unknown
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