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Patients 1 2 3 4 5 6

Year of referral 1994 1995 1996 1996 1997 1997
Family history - + + + + +
Sex M F F M M M
Age at onset (years) 53 54 49 45 52 57
Duration (months) 10 11 21 17 8 20

Clinical features at onset

Sleep disturbances + + + - + R
Dysautonomia + - - - - -
Psychiatric disturbances + + - - R R
Ataxia - - - + R R
Oculomotor disturbances - - - + - +
Cognitive impairment - - - - - R
Clinical signs during the course of disease

Sleep disturbances + + + + + +
Dysautonomia + + - - +
Cognitive impairment + + - + - -
Myoclonus + + + - + -
Pyramidal + + - + + +
Extrapyramidal - + - - - -
Visual + - - + - +
Cerebellar + - + + + +
Diagnostic tests

Periodic EEG activity - - - - - R
Codon 129 polymorphism m/m m/m miv miv m/m miv
14-3-3 brain protein ND ND ND - - -
Post-mortem confirmed + + + + + ND

ND, not done; - absent; + present.

Table 1. Clinical features and diagnostic tests of FFI cases
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: H . . - 2. Golarar , Petersen , labaton M, brown P, Leblanc
Iog|cal_ disease) or is _absent (@s in Case_ 1). Genetlg AC, Montagna P, Cortelli P, Julien J, Vital C, Pendelbury
analysis for the screening of D178N mutation and the  \ww, Haltia M, Wills PR, Hauw JJ, McKeever PE, Monari
polymorphism at codon 129 of the PRNP gene should L, Schrank B, Swergold GD, Autilio-Gambetti L, Gajdusek

therefore routinely be done in all patients where there is ~ DC, Lugaresi E, Gambetti P (1992) Fatal familial insomnia
a clinical suspicion of EEI and familial Creutzfeldt-Jakob disease: Disease pheno-

type determined by a DNA polymorphism. Science 258:
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