Qeios ID: 74XL8F -

Qeios - Definition, February 10, 2020

Open Peer Review on Qeios

Autosomal recessive spastic paraplegia
type 66
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INSERM. (1999). Orphanet: an online rare disease and orphan drug data base. Autosomal

recessive spastic paraplegia type 66. ORPHA:401815

Autosomal recessive spastic paraplegia type 66 is a rare, complex hereditary spastic
paraplegia disorder characterized by infantile onset of progressive lower limb spasticity,
severe gait disturbances leading to a non-ambulatory state, absent deep tendon reflexes
and amyotrophy. Additional signs include severe sensorimotor neuropathy, pes
equinovarus and mild intellectual disability. Cerebellar and corpus callosum hypoplasia, as

well as colpocephaly, are observed on neuroimaging.
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