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Conclusions

The biochemical and genetic analyses of the VDR in HVDRR
patients has yielded important insights into the structure and
function of the receptor that mediates 1,25(OH)2D action.
Mechanistic studies using the VDR-null mouse, a model of the
human disease, have added much to our understanding of the
molecular biology of the 1,25(OH)2D/VDR mechanism of
action.55 Study of the affected children with HVDRR continues to
provide a more complete understanding of the biological role
of 1,25(OH)2D in vivo in humans. A concerted investigative
approach of HVDRR at the clinical, cellular and molecular level
has proven exceedingly valuable in gaining knowledge about the
functions of the domains of the VDR protein and in elucidating a
detailed understanding of the mechanism of action of
1,25(OH)2D. These studies have been essential to promote the
well being of the families with HVDRR and in improving the
diagnostic and clinical management of this rare genetic disease.
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