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Analysis of TBCD gene mutation and deletion in novel neurodegenerative diseases

Ikeda, Toshio
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We evaluated mice with a modified Tbcd gene (KI: point mutation KO: 13 base
deletion). KI heterozygous mice and KO heterozygous mice were normal, and KO homozygous mice (KO-/-)
were fetal lethal. We performed the following analyses as TBCD gene abnormality model mice of
early-onset encephalopathy. 1) Fetal mice evaluations of KO-/-(2) Follow-up of one KI homo-mouse
case in long-term survival.
(1) We analyzed more than dozens of fetuses around 9.5-12.5 days of fetal life. Unfortunately, only
2 cases of KO-/-were obtained, and it was difficult due to early fetal lethality. Although we
changed the analysis methods, it was difficult to continue the study with reproducibility due to
premature fetal death. (2) A KI homozygous mouse developed motor paralysis of the lower limbs after
long-term survival for two years. Evaluation in adults is possible, and future experiments will
mainly evaluate KI mice.
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