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Freeman-Sheldon syndrome (Z{%3¢ X 2 N BEi##EAE (Distal arthrogryposis, DA)
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WEXRE Ly, KREY A ZI2o0nTIANY Ty ha—F—TRIHTE 2L DI
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W, 72721 MYHS(NM_002472) exb K ON PIEZ02(NM_022068) ex4 [3AH [RIGEIR S & 5 7= O fFHT
PO D, 7z BRI A, FRLOMEIR S SETICEMT 5,

B4 position (hg38) HGVS. ¢

MYH3 chr17:10643215-10643387 c. 1411-391_1411-219del1173 (N\M_002470. 4)
MYH3 chr17:10656089 c. —9+1G>A (N\M_002470. 4)
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https://www. kazusa. or. jp/genetest/index. html
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