©
2018 2020

Search for endogenous retroviruses involved in FSHD

Mitsuhashi, Hiroaki

3,400,000
(FSHD)
FSHD DUX4-F1
ERV MalLR
DUX4-FI DUX4-F1
ERV MalR LINE Alu

DUX4-FI
LINE Alu HSATII

FSHD FSHD

DUX4-F1

Facioscapulohumeral muscular dystrophy (FSHD) is one of the most common
types of muscular dystrophy. The causative gene, DUX4-fl, acts as a transcription factor, activating
transcription of early embryo-specific genes and endogenous viral elements (EVEsS) such as ERVs and

MaLRs. However, the full extent of EVEs activated by DUX4-fl remained unclear. In this study, we

performed transcriptome analysis of DUX4-fl using a long-read sequencer and identified DUX4-fl
induces the expression of repetitive elements such as LINE and Alu as well as ERVs and MalLRs. In
addition, we identified many fusion transcripts of genes with repetitive elements. The result of
this study was published in a British scientific journal.
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