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	Gene
	Inheritance
	Variants

	POMGnT1 (NM_017739.4)
	AR
	c.1284+2_+19del (het)
c.121-67_265delinsTAG (het)

	POMGnT1 (NM_017739.4)
	AR
	c.1040T>A (p.Val347Glu) (hom)

	POMGnT1 (NM_017739.4)
	AR
	c.704G>C (p.Gly235Arg) (hom)

	CASK (NM_001126055.2)
	XLD
	Microduplication Xp11.4 (het)

	CASK (NM_001126055.2)
	XLD
	c.2302+1 G>A (het)

	AIMP1 (NM_001142416.2)
	AR
	c.160delA (p.Lys54Asnfs) (hom)

	CHD7 (NM_017780.4)
	AD
	Not available

	DHCR7 (NM_001360.3)
	AR
	c.1228G>A (p.Gly410Ser) (hom)

	MCPH5 (NM_018136.5)
	AR
	c.9747_9748del (p.Tyr3250Ginfs*14) (hom)

	NFIX (NM_001365902.3)
	AD
	c.955+2T>C (het)

	OFD1 (NM_003611.3)
	XLD
	c.1168_1171del (p.Asn390GlnfsX10) (hom)

	TSEN54 (NM_207346.3)
	AR
	c.919G>T (p.Ala307Ser) (het)
c.1032dupC (p.Lys345GlnfsStop90) (het)

	VLDLR (NM_003383.5)
	AR
	c.83-1 G>A (hom)



Supplementary Table 1: Pathogenic gene variants found in our PCH cohort.
AD: autosomal dominant, AR: autosomal recessive, XLD: X-linked disorder, het: heterozygous, hom: homozygous
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