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on 3.38 finnish.A low-density hybridization-based
approach to screening for carriers of long-tandem repeat
disorders and point mutations. The long-tandem repeat
(LTR) disorders include many inherited neurological
disorders, which are usually diagnosed by their clinical
presentation. However, only a fraction of affected
individuals can be clinically diagnosed. In the absence of
a molecular diagnosis, the only way to detect carriers of
an LTR disorder is to use direct LTR sequencing with a
repeat length of less than 45 base pairs. In addition, due
to the frequency of long (approximately 200 base pairs)
homopolymer LTR sequences, rapid methods are
required for the diagnosis of common point mutations.
Furthermore, genetic analysis has identified a high
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incidence of heterozygosity in current populations,
especially in the LTR regions. As a result, the use of
repeat-based screening protocols for identification of
carriers has become increasingly important. We
describe the adaptation of a strategy previously used for
the screening of point mutations to the analysis of
tandem repeats, including design of screening primers,
screening of most common point mutations, and design
of multiplex screening reactions. The screening protocol
was applied to the analysis of repeat-length
polymorphisms in the peripheral blood lymphocyte DNA
of patients with spinocerebellar ataxia type 3 (SCA3),
Friedreich's ataxia (FA), and hereditary spastic
paraplegia (HSP), and the analysis of point mutations in
the SCA3, spinocerebellar ataxia type 17 (SCA17), and
HSP genes. The screening protocol is simple, rapid, and
efficient and does not require high-quality sequencing
data as input information.// Copyright 2011 The Go
Authors. All rights reserved. // Use of this source code is
governed by a BSD-style
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