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Abstract

ACKGROUND
'Alstrom syndrome (AS, OMIM 1D 203800} is a rare' disease invelving multiple organs in
children and is mostly reported in non-Chinese patients. In the Chinese population,
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DNA sequence analysis of ALMS1 | the causative gene in Alstrém syndrome, identified a novel
homozygous disease-causing mutation, c.8164C>=T, resulting in a premature termination codon in exon
10 in each of the three affected sisters. Furthermore, we describe the longitudinal disease progression in
this family and report new clinical findings likely associated with Alstrém syndrome, such as pes planus
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Alstrém syndrome (ALMS1, MIM 203800} is a rare, autosomal recessively inherited monogenic



