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DISEASE:
Pseudohypoparathyroidism type 1A

NAME: Pseudohypoparathyroidism type 1A

DESCRIPTION:

Pseudohypoparathyroidism type 1A (PHP1a) is a type of pseudohypoparathyroidism (PHP; see this term) 
characterized by renal resistance to parathyroid hormone (PTH), resulting in hypocalcemia, 
hyperphosphatemia, and elevated PTH; resistance to other hormones including thydroid stimulating 
hormone (TSH), gonadotropins and growth-hormone-releasing hormone (GHRH); and a constellation of 
clinical features known as Albright hereditary osteodystrophy (AHO; see this term).

ORPHACODE: 79443

SYNONYMS:
AHO-PHP syndrome Ia
Albright hereditary osteodystrophy-PHP syndrome Ia

XREF(S):
Orphanet
ICD-10
OMIM

ANALYTE(S): GNAS
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RELATED CONTENT

Related Genetic Tests 

Albright hereditary osteodystrophy
Thyroid disgenesis (38 genes)

Related Laboratories 

Centre de Génétique Humaine - Erasme ULB 
Centrum Medische Genetica - UZ Brussel VUB

Related Analytes 

GNAS complex locus

Related Gene Panels 

Thyroid disgenesis (38 genes) - VUB
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