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CONCLUSIONS:

While the interpretation and assessment of pathogenicity can be challenging, causative
mutations can be filtered from ES data

40 p.Arg1652Cys
40 p.Arg1656His
40  p.Asn1662Tyr
40 p.Ala1669Thr
43 p.Pro1767Ser
44 pleu1800Ser
44 p.Glu1837Ala
ﬁ p.Pro1839Ser

pSerlgSAsn o « Clinically relevant mutations can be identified as secondary (so-called incidental)
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