
Both reads are unique

A part of reads contains 
repeat sequences

short tandem repeat

Almost no reads filled 
with repeat sequences

expanded repeat sequence

Both reads are unique

A part of reads contains both repeat 
sequences and unique sequence, which are 
potentially informative for determining the 
position of the repeat expansions

Many reads filled with repeat sequences, 
which, however, do not contribute to 
determine the position of repeat expansions

Read 1 Read 2

Paired-end read

a b

c

CGG…CGG CGG…CGG

(Mb)
120 130 140 150

centromere 1q12 1q21.1 1q21.21p11.21p12

NOTCH2NLC

NOTCH2NLB
NOTCH2NLA

NOTCH2NLR

NOTCH2
chromosome 1

Non-repeat flanking sequence shows 
ambiguous alignment to homologs

Non-repeat flanking sequence 
supports NOTCH2NLC as the origin
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