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	Associated phenotype(s)
	Gene
	Genomic coordinates (Hg19)
	Identifier
	Effect (Combined)
	HGVS c. (Clinically Relevant)

	Patient 1
	Aicardi-Goutieres syndrome
	IFIH1
	2:163134716
	rs553669430
	LoF
	NM_022168.3:c.1764dup

	Patient 1
	Cancer predisposition, Costello syndrome and Hypoplastic nails
	HRAS
	11:532700
	rs142218590
	Missense
	NM_176795.4:c.75G>A

	Patient 1
	Cancer predisposition and Hypoplastic nails
	ERCC2
	19:45868145
	rs142936491
	Missense
	NM_000400.3:c.545C>T

	Patient 1
	Cancer predisposition
	SERPINA6
	14:94780642
	rs113418909
	Missense
	NM_001756.3:c.344T>A

	Patient 1
	Beckwith-Wiedemann syndrome
	ZNF215
	11:6964873
	rs138660620
	LoF
	NM_013250.2:c.712+1G>A

	Patient 1
	Hepatoblastoma
	CYP1A1
	15:75012979
	rs41279188
	Missense
	NM_000499.4:c.1390C>A

	Patient 1
	Hepatoblastoma
	SLC25A47
	14:100795854
	.
	Missense
	NM_207117.2:c.799C>G

	Patient 1
	Hirschsprung
	ALDH1A2
	15:58254361
	.
	Missense
	NM_003888.3:c.1100A>T

	Patient 2
	Cancer predisposition
	BRCA1
	17:41243509
	rs28897689
	Missense
	NM_007294.3:c.4039A>G

	Patient 2
	Cancer predisposition
	MCC
	5:112769675
	rs34696815
	Missense
	NM_032028.4:c.862G>T

	Patient 2
	Cancer predisposition
	ODC1
	2:10583844
	rs116522452
	Missense
	NM_002539.3:c.568G>A

	Patient 2
	Cancer predisposition
	PLCD4
	2:219495414
	rs114589487
	LoF
	NM_011512012.1:c.1161C>A

	Patient 2
	Cancer predisposition and Hepatoblastoma
	APC
	5:112175240
	rs1801166
	Missense
	NM_001127511.3:c.3895G>C

	Patient 2
	Cancer predisposition and Hirschprung
	ERBB2
	17:37863339
	rs140441229
	Missense
	NM_004448.3:c.170A>G

	Patient 2
	Cataract
	COL4A4
	2:227958993
	rs549802744
	Missense
	NM_020830.4:c.1136G>A

	Patient 2
	Cataract
	ABCA4
	1:94467548
	rs41292677
	Missense
	NM_000350.3:c.6148G>C

	Patient 2
	Cataract
	HGSNAT
	8:43054684
	rs192857413
	Missense
	NM_152419.3:c.1880A>G

	Patient 2
	Cataract
	PCDH15
	10:55581760
	rs145851144
	Missense
	NM_000242.2:c.361C>T

	Patient 2
	Cataract
	RPGRIP1
	14:21792781
	rs34067949
	Missense
	NM_007110.4:c.1658C>A

	Patient 2
	Cataract
	SLC16A12
	10:91203564
	rs551632763)
	Missense
	NM_021179.1:g.96750G>A

	Patient 2
	Cataract
	SON
	21:34922544
	rs149343017
	Missense
	NM_138927.2:c.1007C>T

	Patient 2
	Cataract
	VAT1
	17:41169947
	.
	Missense
	NM_006373.4:c.256G>C

	Patient 2
	Hepatoblastoma
	CEP164
	11:117246436
	rs766713516
	Missense
	NM_014956.5: c.1429C>T

	Patient 2
	Hepatoblastoma
	CYP1A1
	15:75014007
	.
	Missense
	NM_003922.3:c.877C>G

	Patient 2
	Hepatoblastoma
	FASN
	17:80051603
	.
	Missense
	NM_004104.4:c.109G>A

	Patient 2
	Hepatoblastoma
	HGS
	17:79667505
	rs146731960
	Missense
	NM_004712.4:c.1891A>G

	Patient 2
	Hepatoblastoma
	KMT2D
	12:49424533
	rs1317027250
	Missense
	NM_003482.3:c.13690C>T

	Patient 2
	Hepatoblastoma
	SLC6A6
	3:14523255
	rs141978861
	Missense
	NM_001134367.3:c.1931T>C


*All the variants are in heterozygosis
Table 1. Germline variants of uncertain significance (VUS) associated with specific phenotypes of each Patient.


