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The search for novel causative genes of malignant hyperthermia
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We analyzed gene variants of ryanodine receptor (RYR1) and dihydropyridine
receptor (CACNALS) in patients with malignant hyperthermia and family history of malignant
hyperthermia.

We 1dentified 16 known mutations in RYR1 and CACNALS and 17 variants with a high possibility of a
new causative mutation.We also performed functional analysis of variants with a high possibility of
a new causative mutation and confirmed whether it was the causative mutation or not.

Samples with no mutation in RYR1 and CACNALS were submitted to the exome sequence to try to find a
new causative variants. By submitting a total of 16 samples, we were able to narrow down the

candidates for the causative variants.
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BWAD, Samtools?
PolyPhen23), SIFT4 Mutation Taster>

1) BWA http://bio-bwa.sourceforge.net/

2) Samtools http://bio-bwa.sourceforge.net/

3) Annovar http://www.openbioinformatics.org/annovar/

4) PolyPhen2 http://genetics.bwh.harvard.edu/pph2/

5) Mutation Taster http://www.mutationtaster.org/index.html
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