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Variants in genes with established disease phenotypes in humans

RNU4ATAC, PCNT, AARS, BRCA2, PLK4, XRCC4, DDX11, RTTN, ASNS,
NDE1, PQBP1, TSEN15, DONSON, PHGDH, PSAT1, TUBA1A, OCLN,
PNKP, KATNB1, EP300, IGF1, CRIPT, SLC25A19, CTSD, BLM, VRK1,
INO80, ERCC4, FOXG1, NSUN2, SBF1, RARS, ALDHG6A1

Variants in MCPH genes:

MCPH1, WDR62, CDK5RAP2, ASPM, STIL, CEP135, CEP152, CENPJ, CIT,
MFSD2A

Variants in genes with reported previously as candidate genes:

DNA2, CTU2, SPDL1, WDR4, PHC1, ANKLE2, THG1L, YARS, FRMD4A

Variants in novel candidate genes:

BPTF, MAP1B, CCNH, PPFIBP1
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Pie chart showing the grouping and distribution of the
variants identified in this cohort into four categories:

variants in MCPH genes, variants in genes with
established disease phenotypes in humans, variants
in genes reported previously as candidate genes,
and variants in genes with no established disease
phenotypes in humans.
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