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DISEASE:
Miller-Dieker syndrome

NAME: Miller-Dieker syndrome

DESCRIPTION:
Miller-Dieker Syndrome (MDS) is a contiguous gene deletion syndrome of chromosome 17p13.3, 
characterised by classical lissencephaly (lissencephaly type 1) and distinct facial features. Additional 
congenital malformations can be part of the condition.

ORPHACODE: 531

SYNONYMS:
Lissencephaly due to 17p13.3 deletion
Monosomy 17p13.3
Telomeric deletion 17p

XREF(S):

Orphanet
OMIM
MeSH
MedDRA
ICD-10

ANALYTE(S):
HIC1
YWHAE
PAFAH1B1
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RELATED CONTENT

Related Genetic Tests 

Epilepsy (gene panel)

Related Laboratories 

Centrum Medische Genetica - UZ Antwerpen

Related Analytes 

HIC ZBTB transcriptional repressor 1
platelet activating factor acetylhydrolase 1b regulatory subunit 1
tyrosine 3-monooxygenase/tryptophan 5-monooxygenase activation protein epsilon

Related Gene Panels 

Rare epilepsy with developmental delay (> 240 genes) - UZA
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