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analysis of two different mutations in a family with congenital nephrogenic diabetes insipidus: Association of two novel SPINDEL mutations and MAZ gene analysis. Congenital nephrogenic diabetes insipidus (CDI) is caused by mutations in the X-chromosomal gene SLURP1,
located on chromosome Xp1l1l.2. Mutations in SPINDLE (or SPIND), encoding a chromo domain-containing novel protein, have recently been shown to be associated with CDI. We present a familial case of CDI with two different SPIND mutations and MAZ (MAZ proto-
oncogene) gene analysis as part of the molecular characterization. Prenatal diagnosis was performed by chorionic villus sampling (CVS) by reverse transcription-PCR (RT-PCR) analysis on the maternal sample and a prenatal karyotype was performed. Chromosomal
microarray was performed on a fetus with moderate hypernatremia (152 mmol/L). Finally, a molecular analysis of the MAZ gene was performed. Both mutations were absent in newborn screening and in the grandmother (who was initially only found to have diabetes
mellitus). The fetus was therefore diagnosed prenatally as CDI due to SPIND mutations. c6a93da74d
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