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	No
	Gene
	Diseases
	Phenotype severity I-IV
	High prevalence Yes (Y) / No (N)
	Screening methods Yes (Y) / No (N)
	Genotype–phenotype correlation
	Available prenatal diagnosis Yes (Y) / No (N)
	Others
	Carrier Screening Recommended Yes (Y) / No (N)

	1
	FLG
	Ichthyosis vulgaris
	Ⅳ
	Y
	N 1
	UN
	N
	Apply Nanopore long-read sequencing
	N

	2
	DUOX2
	Thyroid dyshormonogenesis 6
	Ⅲ
	Y
	Y 2
	UN
	Y
	/
	N

	3
	CD36
	Platelet glycoprotein IV deficiency
	Ⅳ
	Y
	Y 3
	UN
	Y
	/
	N

	4
	IL36RN
	Psoriasis 14, pustular
	Ⅲ
	Y
	Y 4
	UN
	Y
	162 positive cases were all c.115+6T>C
	N

	5
	SERPINB7
	Palmoplantar keratoderma, Nagashima type
	Ⅳ
	Y
	Y 5 
	UN
	Y
	85.5% positive cases were c.796C>T 
	N

	6
	MYO6
	Deafness, autosomal recessive 37
	Ⅱ
	Y
	Y 6
	Definitive
	Y
	99.2% positive cases were c.2751dup 
	Y

	7
	ABCA4
	Cone-rod dystrophy 3
	Ⅱ
	Y
	Y 7
	Definitive
	Y
	/
	Y

	
	
	Fundus flavimaculatus
	Ⅲ
	
	
	
	
	
	

	
	
	Retinal dystrophy, early-onset severe
	Ⅱ
	
	
	
	
	
	

	
	
	Retinitis pigmentosa 19
	Ⅱ
	
	
	
	
	
	

	
	
	Stargardt disease 1
	Ⅲ
	
	
	
	
	
	

	8
	SRD5A2
	Pseudovaginal perineoscrotal hypospadias
	Ⅲ
	Y
	Y 8
	UN
	Y
	65.8% positive cases were c.677G>A
	N

	9
	ABCC6
	Arterial calcification, generalized, of infancy, 2
	Ⅰ
	Y
	Y 9
	UN
	Y
	/
	N

	
	
	Pseudoxanthoma elasticum
	Ⅱ
	
	
	
	
	
	

	10
	SBDS
	Shwachman-Diamond syndrome 1
	Ⅱ
	Y
	N 10
	Definitive
	N
	SBDS/SBDSP1 High sequence homology 
	N

	11
	FMO3
	Trimethylaminuria
	Ⅳ
	Y
	Y 11
	Definitive
	Y
	67.2% positive cases were c.591_592del
	N

	12
	SPINK1
	Tropical calcific pancreatitis
	Ⅳ
	Y
	Y 12
	UN
	Y
	55 positive cases were all c.194+2T>C
	N

	13
	MPZL2
	Deafness, autosomal recessive 111
	Ⅲ
	Y
	Y 13
	Strong
	Y
	84.0% positive cases were c.220C>T
	Y

	14
	COPB1
	Baralle-Macken syndrome
	Ⅰ
	Y
	Y 14
	UN
	Y
	pathogenicity of relevant high-frequency loci c.-57-2A>G is controversial
	N

	15
	SORD
	Neuronopathy, distal hereditary motor, autosomal recessive 8
	Ⅱ
	Y
	N 15
	Definitive
	N
	SORD/SORD2P High sequence homology
	N

	16
	ABCG5
	Sitosterolemia 2
	Ⅱ
	Y
	Y 16
	Definitive
	Y
	/
	Y

	17
	DPYS
	Dihydropyrimidinuria
	Ⅱ
	Y
	Y 17
	UN
	Y
	/
	N

	18
	OTOF
	Auditory neuropathy, autosomal recessive, 1
	Ⅲ
	Y
	Y 18
	Definitive
	Y
	63.2% positive cases were c.5098G>C
	Y

	
	
	Deafness, autosomal recessive 9
	Ⅲ
	
	
	
	
	
	

	19
	ROM1
	Retinitis pigmentosa 7, digenic form
	Ⅱ
	Y
	Y 19
	Definitive
	Y
	Digenic inheritance, and 38 positive cases were all c.339dup, which has controversial pathogenicity 
	Y

	20
	GPNMB
	Amyloidosis, primary localized cutaneous, 3
	Ⅳ
	Y
	Y 20
	UN
	Y
	/
	N

	21
	NR0B2
	Obesity, mild, early-onset
	Ⅳ
	Y
	Y 21
	UN
	Y
	85.7% positive cases were c.157_166del
	N

	22
	MYO15A
	Deafness, autosomal recessive 3
	Ⅲ
	Y
	Y 22
	Definitive
	Y
	/
	Y

	23
	ABCC2
	Dubin-Johnson syndrome
	Ⅳ
	Y
	Y 23
	UN
	Y
	/
	N

	24
	SLC22A12
	Hypouricemia, renal
	Ⅳ
	Y
	Y 24
	UN
	Y
	/
	N

	25
	G6PC1
	Glycogen storage disease Ia
	Ⅱ
	Y
	Y 25
	Definitive
	Y
	55.2% positive cases were c.648G>T
	Y

	26
	CYP4V2
	Bietti crystalline corneoretinal dystrophy
	Ⅱ
	Y
	Y 9
	Definitive
	Y
	/
	Y

	27
	LDLRAP1
	Hypercholesterolemia, familial, 4
	Ⅲ
	Y
	Y 26
	Definitive
	Y
	89.3% positive cases were c.71del
	Y

	28
	CNGA1
	Retinitis pigmentosa 49
	Ⅱ
	Y
	Y 27
	Definitive
	Y
	95.2% positive cases were c.253del
	Y

	29
	SLC7A9
	Cystinuria
	Ⅲ
	Y
	Y 28
	Definitive
	Y
	92.6%  positive cases were c.-26G>T
	Y

	30
	TXNL4A
	Burn-McKeown syndrome
	Ⅲ
	Y
	Y 29
	Definitive
	Y
	27 positive cases were all 18-77748580 upstream_gene_variant
	Y

	31
	BCHE
	Butyrylcholinesterase deficiency
	Ⅳ
	Y
	Y 30
	UN
	Y
	/
	N


Note: Phenotype severity I-IV classified according to the ACMG guidelines; High prevalence: based on the analytical results of this study; Others: additional information.
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