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Establishment of basic approach for genetic diagnosis of holoprosencephaly by
targeted sequence method
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By the end of the fiscal year of 2019, we identified 2 typical cases of HPE,
17 cases of Binderoid complete cleft lip / plate and suspected cases. Among them, We collected
blood samples from the patients and their parents in 2 cases of HPE (1 case of ALOBAR, 1 case of
SEMILOBAR) and 1 case of Binderoid complete cleft lip / plate among them. We confirmed that their
karyotypes were normal by the G-staining method. Targeted NGS panel was performed to identify
mutations in genes included in the major pathways involved in the development of HPE, and a
frameshift mutation was identified in the SIX3 gene in 1 case of HPE.
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