Rz-Genes

Treatment Guidance at the Point of Care

Disease

Congenital adrenal hypoplasia*

Gene

NROB1

Inheritance

Current
Treatments

Evidence for
Treatment

Non-Molecular
Testing
Availability

Non-Molecular
Test

Disease
Frequency
(per 100,000)

Genes
Included in
Disease
Frequency

Experimental /
Investigational
Therapies

References

XL

Hydrocortisone, 9a-fludrohydrocortisone, oral supplements of sodium chloride

expert opinion

yes

serum ACTH level, cortisol level, ACTH (cosyntropin) stimulation test!

0.82

NROB1

https://clinicaltrials.gov/ct2/results?cond=Congenital+Adrenal+Hypoplasia&term=&cntry=&state=&city=&

1 https://www.ncbi.nlm.nih.gov/books/NBK1431/

2 https://www.ncbi.nlm.nih.gov/pubmed/16684822
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