RAD50 loss of function variants in the Zinc hook domain associated with
higher risk of familial esophageal squamous cell carcinoma
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Table 2: Familial ESCC has significantly higher frequency of p.Q672X/p.K722fs mutations compared to sporadic
ESCC and controls, East Asian and all populations from genomAD.
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Fig. 5: Dominant negative effect of DSB repair by over- (b) inhibited colony forming ability; (c) increased pan-nuclear 1. Two pathogenic RADS0 LOF variants, p.Q672X and the other

YH2A.X response after AZD7762 (CHK1 inhibitor) treatment. recurrent p.K722fs variant at the zinc hook domain were
significantly associated with iIncreased risk of familial ESCC

Fig. 1: Schematic diagram showing the positions of mutations concerned, relative to
key motifs of RAD50. expression of Zinc hook RAD50%%7?X mutant.
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