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Clinical diagnosis of Mendelian disorders using a comprehensive gene—targeted panel

test for next—generation sequencing

(R —or v 7 ORI 28 s FAER SRV 2 L 72 A T VBRI D
R 2 T

(FEE - MR, FEE, F2EBCE, BNAfk. TR AL AR,

FIEEE=CING - 347 S
LRk 284E  Yonago Acta medica 59% 118EH~125H

SEimX
1. Pharmacoresistant epileptic eyelid twitching in a child with a mutation in SYNGAP!
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2. Probing the inhibitor versus chaperone properties of sp2-iminosugars towards human
B —glucocerebrosidase: a picomolar chaperone for Gaucher disease
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