A B N C \Y N R/C \
AATTGTGTG AATCHGTGTG

Patient Mother

N R/C \Y% N R \
AATCHGTGTG AATCGTGTG

7 +[+ +[- /-
c.94G>A, p.Arg32Cys

Sister Brother

[sP Extracellularldomain |TR] D |

I | L— preutoaval ws .
p.Ser96Ter :I NQF—tsyn?ron(]lc
p.His67_Cys68delinsArg - uniiateral and asym-
p.Val33Ala, p.Thi34Pro, pThr3dlle E;g: heanng;Iess
p.Thr34Asn,p.Asn36Ser, p.VAI37Gly
p.Arg32Cys  WS2 (present case)




