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Optimization of a next generation sequencing innovative protocol for the accurate detection
of punctual mutations and copy number variant in children with developmental delay
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Background and aims:

Although next generation sequencing (NGS), in particular exome sequencing, is becoming widely used and relatively inexpensive for the
molecular diagnosis of punctual coding mutations, the use of microarrays is still the gold standard method for the detection of copy
number variants (CNVs). Here, we developed a NGS-based tool for an accurate detection of both punctual mutations and CNVs in only one
step for the molecular diagnosis of patients with genetic disorders.
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