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Novel molecular basis of cardriac conduction disturbance associated with a
collagene gene mutation
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We found a mutation in type 6 collagen (COL6A2) in several families with
progressive cardiac conduction defect. COL6A2 was evenly expressed in mouse ventricular wall during
the embryonic stage, which became more restricted at the endocardial wall, age-dependently. At the
age of one month, COL6A2 was observed nearly exclusively at the cardiac conduction system. Contrary
to our expectation, COL6A2 mutation knock-in mice established by using CRISPR/Cas9 system showed no
ECG abnormalities even 12 months after birth.
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