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GENETIC TEST:

Congenital generalized lipodystrophy type 2 / Spastic paraplegia-17 / Hereditary motor
neuronopathy type VA / Silver spastic paraplegia syndrome (hot spot mutation -
p.Asn88Ser; p.Ser90; p.Arg96His)

Congenital generalized lipodystrophy type 2 / Spastic paraplegia-17 / Hereditary motor neuronopathy type

FULL NAME: VA [/ Silver spastic paraplegia syndrome (hot spot mutation - p.Asn88Ser; p.Ser90; p.Arg96His)
TEST TYPE: Clinical
TEST SPECIALTY: Molecular Genetics

TEST PURPOSE:

Post-natal Diagnosis

SPECIMEN:

Peripheral (whole) blood on EDTA

METHOD CATEGORY:

Sequence analysis: entire coding region

METHOD TECHNIQUE:

Next Generation Sequencing (NGS)

RIZIV CODE:

565390-565401

ACCREDITATION (ISO 15189):

2022-10-07 / 2027-10-06

TURNAROUND TIME (MAXIMUM):

20 - 60 days

CREATED:

07 Aug 2019 - 12:10




CHANGED: 04 Nov 2022 - 10:44

Source URL: http://gentest.healthdata.be/genetic_test/441
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RELATED CONTENT

Related Diseases

Autosomal dominant spastic paraplegia type 17
Congenital generalized lipodystrophy

Distal hereditary motor neuropathy type 5

Severe neurodegenerative syndrome with lipodystrophy

Related Laboratories

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

Related Analytes

e BSCL2 lipid droplet biogenesis associated, seipin
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