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GENETIC ANALYSIS OF NEUROMUSCULAR DISEASES
USING DIFFERENT GENETIC MODELS

Satoko MIYATAKE

Clinical Genetics Department, Yokohama City University Hospital

After the introduction of next generation sequencing technology in the beginning of this century, around 2005, it

became possible to examine, with greater details, approximately 20,000 known genes that constitute the human

genome. Numerous mutant genes have been found responsible for genetic disorders of unknown etiologies using

Whole Exome Sequencing, where all known coding exonic regions are sequenced for a given individual genome. In

this study, we investigated possible genetic causes for two neuromuscular diseases: moyamoya disease and nemaline

myopathy; using modern sequencing technologies, combined with different genetic models consideration.



