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The hereditary sensory and autonomic neuropathies (HSAN) are rare inherited neuropathies presenting with sensory loss and complications, including ulcers, infections, osteomyelitis and amputations. Usually, sensory symptoms predominate although motor involvement can occur. Autonomic features may be minimal (then hereditary sensory neuropathy, HSN, is preferred). HSAN has been classified into five subtypes depending on clinical presentation.1
Hereditary sensory and autonomic neuropathy II (HSANII or HSNII) is an early onset, autosomal recessive sensory neuropathy with ulcero-mutilating complications due to mutations in the HSN2 isoform of the WNK1 gene.2 Recently, a similar phenotype was described in a Saudi-Arabian family, and a homozygous nonsense mutation found in a new gene, FAM134B (family with sequence similarity 134, member B), encoding a newly identified Golgi protein. The index case in this family was initially thought to have leprosy. Three additional families (out of 75 patients) with similar phenotypes were found to have homozygous loss of function mutations in FAM134B.3
Here, we report the clinical and pathological findings in a further patient with HSNII due to a homozygous mutation in FAM134B.
Case report
The patient (III-2) is from a consanguineous Somalian family (figure 1A) and had a normal birth and developmental milestones. She had recurrent foot infections and ulcers from the age of 5 years, and a right forefoot amputation aged 10 years. She started using a wheelchair aged 11 years. She described feeling pain and sweating normally. A cousin (III-7) had similar symptoms of recurrent infections and amputations.

Figure 1 (A) Filled symbols=affected; empty symbols=unaffected; cross-slashed symbols=deceased; double line=consanguinity. The proband is indicated by the arrow. (B) Radiographs of the hands and ankles. (C–E) Sural … 
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