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Objective Large deletion patient (analyzed by MLPA)
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251 unrelated Korean HA patients having identified mutation.
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Conclusions

All most of all mutations showed severe phenotype except

missense mutation. 47.9% (105/219) of severe HA patients Genotype were closely correlated with clinical severity.

had Inv(22) and 15% in Inv(22) have developed inhibitors. Although Inv(22) was wellknown risk factor in inhibitors, it seems

Although Inv(22) is the most common mutation in inhibitors of
HA, large deletion, frameshift and nonsense were also high
risky mutation in inhibitor developments (35.5%<16/45>).

to be essential to evaluate the risk of inhibitor development in
the HA patients with null mutations such as large deletion,
frameshift and nonsense mutations.
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