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DISEASE:
Autosomal recessive primary microcephaly

NAME: Autosomal recessive primary microcephaly

Autosomal recessive primary microcephaly (MCPH) is a rare genetically heterogeneous disorder of
DESCRIPTION: neurogenic brain development characterized by reduced head circumference at birth with no gross
anomalies of brain architecture and variable degrees of intellectual impairment.

ORPHACODE: 2512

MCPH

Microcephalia vera
Microcephaly vera
True microcephaly
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e minichromosome maintenance complex component 7
e microcephalin 1

o methyltransferase 5, N6-adenosine

e MFSD?2 lysolipid transporter A, lysophospholipid
e non-SMC condensin |l complex subunit D3

e nucleoporin 37

¢ polyhomeotic homolog 1

e pyrroline-5-carboxylate reductase 2

¢ seryl-tRNA synthetase 1

e SAS-6 centriolar assembly protein

e STIL centriolar assembly protein

e TATA-box binding protein associated factor 13
o trafficking protein particle complex subunit 10

o trafficking protein particle complex subunit 14

o tryptophanyl-tRNA synthetase 1

e WD repeat domain 62

Related Gene Panels

e Brain malformations (34 genes) - ULB
e Growth retardation/short stature (genepanel) - UZA
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