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DISEASE:
Familial primary hypomagnesemia with normocalciuria and normocalcemia

NAME: Familial primary hypomagnesemia with normocalciuria and normocalcemia

DESCRIPTION:
A form of familial primary hypomagnesemia (FPH), characterized by low serum magnesium (Mg) values but 
inappropriate normal urinary Mg values (i.e. renal hypomagnesemia). The typical symptoms are weakness 
of the limbs, vertigo, headaches, seizures, brisk tendon reflexes and mild to moderate psychomotor delay.

ORPHACODE: 34527

XREF(S):

Orphanet
OMIM
OMIM
OMIM
ICD-10

ANALYTE(S):
EGF
CNNM2
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RELATED CONTENT

Related Genetic Tests 

Tubulopathy (gene panel)

Related Laboratories 

Centre de Génétique-Institut de Pathologie et de Génétique (IPG)

Related Analytes 

cyclin and CBS domain divalent metal cation transport mediator 2
epidermal growth factor

Related Gene Panels 

Tubulopathy/Nephrolithiasis (106 genes) - IPG
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