Table 1. Primer sequences used in the Minigene assay
	Primer name
	Primer sequences (5′-3′)

	659-F
	AAATGACGAGGACCAGgtaa

	881-F
	TCAGATGGTGTCTGCTATTG

	3599-R
	aatgcccatcaatggtagac

	3849-R
	acagatgctggtgaggttgc

	pcMINI-CTNNB1-KpnI-F
	ggtaGGTACCcagggaatgaaaggacaagc

	pcMINI-CTNNB1-XhoI-R
	tttcCTCGAGaagaagggaacaacagacac

	CTNNB1-mut-F
	CTATTGTAGAAGCTGAtaagtatatgtatct

	CTNNB1-mut-R
	agatacatatacttaTCAGCTTCTACAATAG

	pcMINI-F
	CTAGAGAACCCACTGCTTAC

	pcMINI-R
	TAGAAGGCACAGTCGAGG







Table 2. Detection Results of Gene Mutations
Gene
Transcript
The location of the genome
Zygotic type
Pathogenicity rating of ACMG
Genetic 
mode
Diseases related 
to gene mutations
CTNNB1
NM_001330729
Exon 8
chr3:41268844
c.1060+1G>A
Heterozygote
Pathogenic
AD
Exudative vitreoretinopathy 
type 7 (MIM: 617572)
NIPBL
NM_015384
Exon 11
chr5:36995732
c.3130G>A
p.D1044N
Heterozygote; Verified; 
By his father
Uncertain
significance
AD
Cornelia de Lange 
syndrome 1 
(MIM: 122470)
CNGA1
NM_001142564
Exon 7
chr4:47945286
c.568G>T
p.E190X
Heterozygote
Likely pathogenic
unknown
Retinitis pigmentosa 49 
(MIM: 613756)
FBN2
NM_001999
Exon 42
chr5:127642879
c.5370A>G
p.I1790M
Heterozygote
Uncertain
significance
AD
Contractual arachnodactyly, congenital (MIM: 121050);
Early-onset macular degeneration 
(MIM: 616118 )


