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Conclusion

» In this study, we created a new NGS tool for an easy, fast, and reliable diagnostic process of XLH caused by
Inactivating mutations in the PHEX gene and including mosaicisms in PHEX.

» In addition, our approach further enables to reveal molecular changes in ten other candidate genes leading to related
disorders of renal phosphate wasting as differential diagnosis to XLH.

» Molecular genetic proven diagnosis of a disorder of renal phosphate wasting allows not only a certain genetic
counselling, but also to Initiate the most promising therapeutic approach.

Backgrounc
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factor 23 (FGF23)-cleavage enzyme, which reqgulates the phosphaturic splice site mutations (n=4); further small deletions (n=6), small insertions

secretion. Affected individuals present with a broad phenotypic  (n=2), small duplications (n=1), and a large duplication (n=1) (see table 2).
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Sequencing Figure 2: Mosaicism mutation in PHEX-55: NGS reads and confirmed result by Sanger Sequencing

In sample 53 we found two heterozygous mutations in the ENPP1 gene and

i ""’Ef‘?%i’i‘ﬁ;iiige{gwer in sample 54 we revealed an homozygous mutation in DMP1.
i Our results clearly demonstrate, that the panel is a reliable tool, not only for
the molecular genetic diagnosis of XLH, but also for other disorders of renal
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