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Gelsolin FAP

Transthyretin FAP Apolipoprotein A-1FAP
Geographic  Endernicin Portugal, Sweden and Japan; sporadic presentation worlcwide  Rare cases
distribution  Several thousand cases worldwide
Transmission  Autosornal dominant Autosornal dominant
Ageatonset  Earlyonset: third to fourthdecade Fourth to fifth decade
Late onset: sixth to eighth decade
Maindlinical  Length-dependent small-fitre sensory-motor polyneuropathy with Kidneys, liver, and gastrointestinal tract
features life-threatening autonornic dysfunction affected, often leading to organ failure
Frequent cardiac and eye involvernent
Diagnosisin -~ Family history Farnily history
familial cases  DNA testing: >100 mutations in TTR gene DNA testing: 16 mutations in APOAL gene
Diagnosisin - Artyloid deposits in tissues, identified by nerve biopsy or biopsy of salivary - Biopsy of affected organs,
sporadiccases  glandsor ahdominal fat immunohistochemistryof amyloid depositsor
Identification of amyloid type by immunolabelling or mass-spectroscopy-hased proteomic analysis
mass-spectroscopy-hased proteornic analysis DA testing mandatory
DINA testing mandatory
Genetics Yal30Met almost the only mutation in Portugal and Sweden: accounts for 16 mutations in APOAZ gene
50% of mutations worldwide Heuropathic pattern of symptoms associated
with Gly2bArg mutation
Treatment Liver transplantationor tafamidis reglurine Organ transplantation

Treatment of symptoms

Most casesin Finland (400 cases) hut occasional
cases worldwide

Autosomal dominant

Third o fourth decade

Comneal lattice dystrophy, cranial neuropathy, and
cutis laxa

Family history
DNA testing: one mutation accounts for most
cases, another one is extremely rare

Typical eye and skin manifestations
DA testing

Single-hase mutation at nucleotide 6544 in the
gelsolingene on chromosorme 9 in Finland

Plastic surgery
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