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1. Patients with positive result
	Sample Name
	Gender
	Age
	Mutation
	Mutation Type
	Mutation Status
	Final Diagnosis
	Mode Inheritance
	Validation

	WHP1
	Male
	14 years
	PYGM(NM_005609.2):c.1948C>T(p.R650*)
	Hom
	PMID:17324573
	Glycogen Storage Disease type V
	AR
	N.A.

	WHP2
	Female
	33 years
	GJA3(NM_021954.3):c.199G>C(p.D67H)
	Het
	Novel
	Cataract 14
	AD
	N.A.

	WHP3
	Female
	63 years
	GJA3(NM_021954.3):c.199G>C(p.D67H)
	Het
	Novel
	Cataract 14
	AD
	Yes

	WHP4
	Female
	26 years
	MIP(NM_012064.3):c.605G>A(p.W202*)
	Het
	PMID:23508780
	Cataract 15
	AD
	N.A.

	WHP5
	Male
	26 years
	HSF4(NM_001040667.2):c.179C>T(p.P60H)
	Hem
	Novel
	Cataract 5
	AD
	N.A.

	WHP6
	Female
	-
	EVC(NM_153717.2):c.1436C>T(p.P479L)
	Het
	Novel
	Weyers Acrofacial Dysostosis   
	AD
	N.A.

	WHP7
	Male
	9 years
	CFHR1(NM_002113.2)and CFHR3(NM_021023.5):whole genes deletion
	Hom
	Novel
	Hemolytic Uremic syndrome susceptibility to 1
	AD
	N.A.

	WHP8
	Male
	1 years
	ATP6V0A4(NM_020632.2):c.1180G>A(p.A394T)/c.620_621insC(p.L208Sfs*33 )
	Het
	Novel
	Autosomal Recessive Distal Renal Tubular Acidosis
	AR
	N.A.

	WHP9
	Male
	1 years
	BBS1(NM_024649.4):c.1772C>T(p.A591V)/c.1121C>G(p.T374S)
	Het
	Novel
	Bardet-Biedl Syndrome 1
	AR
	Yes

	WHP10
	Female
	3 years
	FCN3(NM_003665.2):c.349delC(p.L117Sfs*65)/c.498G>C(p.E166D)
	Het
	PMID:19535802;  PMID:19501910;  PMID:18289682
	Immunodeficiency due to ficolin 3 deficiency
	AD
	Yes

	WHP11
	Female
	3 years
	TCIRG1 (NM_006019.3):c.1555-2A>C /c.1775G>A(p.W592*)
	Het
	Novel
	Autosomal Recessive Osteopetrosis 1
	AR
	Yes

	WHP12
	Male
	41 years
	PAX6(NM_001258462.1):c.120C>A(p.C40*)
	Het
	PMID:21850189; PMID:16785853 
	Foveal Hypoplasia and Presenile Cataract Syndrome
	AD
	N.A.

	WHP13
	Female
	6 years
	HSF4(NM_001040667.2):c.558C>T(p.G186G)
	Hom
	Novel
	Cataract 5
	AD
	N.A.

	WHP14
	Male
	7 years
	IFT140 (NM_014714.3)):c.1219C>T(p.R407W)/c.2446C>T(p.R816W)
	Het
	Novel
	Short-rib thoracic dysplasia 9 with or without polydactyly
	AR
	Yes

	WHP15
	Male
	9 years
	COL4A4(NM_000092.4):c.1624-1G>A; TSC1(NM_000368.4):c.1460C>G(p.S487C)
	Het
	Novel
	Autosomal Dominant Alport Syndrome;Tuberous Sclerosis 1
	AD
	N.A.

	WHP16
	Female
	27 years
	MIP(NM_012064.3):c.494G>A(p.G165D)
	Het
	PMID:23116563
	Cataract 15
	AD
	N.A.

	WHP17
	Male
	31 years
	PMP22(NM_153322.1):c.319+1G>T; MYH14(NM_001145809.1):c.3040G>C(p.E1014Q)
	Het
	PMID:8012365
	Charcot-Marie-Tooth disease;Peripheral Neuropathy, Myopathy, Hoarseness, And Hearing Loss
	AD
	N.A.

	WHP18
	Female
	37 years
	IMPDH1 (NM_000883.3):c.626C>T(p.S209L)
	Het
	Novel
	Retinitis pigmentosa 10
	AD
	N.A.

	WHP19
	Male
	31 years
	IMPDH1 (NM_000883.3):c.626C>T(p.S209L)
	Het
	Novel
	Retinitis pigmentosa 10
	AD
	N.A.

	WHP20
	Male
	49 years
	VCAN (NM_004385.4):c.7870G>A(p.E2624K)
	Het
	Novel
	VCAN-Related Vitreoretinopathy 
	AD
	N.A.

	WHP21
	Male
	67 years
	LMNB1(NM_005573.3):c.1365C>T(p.R455R)
	Het
	Novel
	Adult-Onset Leukodystrophy
	AD
	N.A.

	WHP22
	Male
	89 days
	SLC2A10(NM_030777.3):c.685C>T(p.R229*)/c.752T>C(p.L251P)
	Het
	PMID:19781076
	Arterial tortuosity syndrome
	AR
	Yes

	WHP23
	Male
	11 years
	GJB1(NM_000166.5):c.8G>A(p.W3*)
	Hem
	Novel
	X-linked Charcot-Marie-Tooth disease 1
	XL
	Yes

	WHP24
	Female
	6 months
	ATP6V1B1 (NM_001692.3):c.368-1G>A/c.1354delT(p.F452Lfs*35)
	Het
	Novel
	Distal Renal Tubular Acidosis with Progressive Nerve Deafness
	AR
	N.A.

	WHP25
	Female
	-
	GUSB(NM_000181.3):c.1192C>T(p.R398C)
	Hom
	Novel
	Mucopolysaccharidosis type VII 
	AR
	N.A.

	WHP26
	Male
	41 years
	RHO (NM_000539.3):c.403C>T(p.R135W)
	Het
	Novel
	Retinitis pigmentosa 4
	AD
	N.A.

	WHP27
	Female
	36 years
	RP1 (NM_006269.1):c.1437G>T(p.M479I)
	Het
	PMID:12048676
	Retinitis pigmentosa 1
	AD
	N.A.

	WHP28
	Female
	60 years
	USH2A (NM_206933.2):c.13465G>A(p.G4489S)/c.8641_8642insTATT(p.S2881Lfs*9)
	Het
	Novel
	Retinitis pigmentosa 39
	AR
	N.A.

	WHP29
	Female
	40 years
	USH2A (NM_206933.2):c.9958G>T(p.G3320C)/c.99_100insT(p.R34Sfs*41) 
	Het
	PMID:25133613; PMID:23661369 
	Retinitis pigmentosa 39
	AR
	N.A.

	WHP30
	Male
	5 years
	OCRL(NM_000276.3):c.1040G>A(p.G347E); SLC7A9(NM_001243036.1):c.829G>A(p.V277M)
	Hem; Het
	Novel
	Dent Disease 2; Cystinuria
	AD
	N.A.

	WHP31
	Male
	3 years
	SLC12A3(NM_000339.2):c.1362_1363insC(p.L457Dfs*68)/c.2029G>A(p.V677M)
	Het
	Novel
	Gitelman syndrome
	AR
	N.A.

	WHP32
	Female
	25 years
	ARHGEF10 (NM_014629.2):c.824G>A(p.R275H); PMP22(NM_153322.1):whole gene duplication
	Het
	Novel
	Slowed Nerve Conduction Velocity;Charcot-Marie-Tooth disease
	AD
	N.A.

	WHP33
	Male
	7 years
	EPHA2 (NM_004431.3):c.944G>A(p.R315Q); MYOC (NM_000261.1):c.1432G>T(p.D478Y)
	Het
	Novel
	Cataract 6;Primary Open Angle Glaucoma 1A
	AD
	N.A.

	WHP34
	Female
	2 years
	NLRP3 (NM_004895.4):c.214G>A(p.V72M)
	Het
	Novel
	Muckle-Wells syndrome
	AD
	N.A.

	WHP35
	Male
	4 years
	ADCK4 (NM_024876.3):c.748G>C(p.D250H)/c.737G>A(p.S246N)
	Het
	Novel
	Nephrotic Syndrome Type 9
	AR
	Yes

	WHP36
	Male
	12 years
	CLCN5 (NM_001127899.1):c.992_993insAGTATTAT(p.F334Xfs*1)
	Hem
	Novel
	Dent Disease 1
	XL
	Yes

	WHP37
	Male
	-
	GJA8(NM_005267.4):c.154T>C(p.F52L)
	Het
	Novel
	Cataract 1
	AD
	N.A.

	WHP38
	Female
	-
	GJA3(NM_021954.3):c.1152_1153insG(p.S385Efs*83)
	Het
	Novel
	Cataract 14
	AD
	N.A.

	WHP39
	Female
	23 years
	CRYBB2(NM_000496.2):c.152C>T(p.S51F)
	Het
	Novel
	Cataract 3
	AD
	N.A.

	WHP40
	Male
	18 years
	ATP7B(NM_000053.3):c.2333G>T(p.R778L)/c.2310C>G(p.L770L)
	Het
	PMID:21796144; PMID:18034201
	Wilson Disease
	AR
	N.A.

	WHP41
	Male
	28 years
	MPZ (NM_000530.6):c.286A>C(p.K96Q);DYNC1H1(NM_001376.4):c.12804C>T(p.F4268F)
	Het
	Novel
	Charcot-Marie-Tooth disease;Autosomal Dominant Lower Extremity-Predominant Spinal Muscular Atrophy 1
	AD
	N.A.

	WHP42
	Male
	6 years
	CFHR5(NM_030787.3):c.508G>A(p.V170M)
	Het
	Novel
	Nephropathy due to CFHR5 deficiency 
	AD
	N.A.

	WHP43
	Male
	11 years
	COL4A4(NM_000092.4):c.4333G>A(p.G1445R)/c.1505delC(p.P502Lfs*151)
	Het
	Novel
	Alport Syndrome
	AD
	Yes

	WHP44
	Male
	
	CYP4V2 (NM_207352.3):c.802-6_810delATACAGGTCATCGCT
	Hom
	Novel
	Bietti Crystalline Dystrophy
	AR
	N.A.

	WHP45
	Male
	7 years
	COL4A5(NM_033380.2):c.3817G>T(p.G1273C)
	Hem
	Novel
	X-linked Alport Syndrome
	XL
	Yes

	WHP46
	Female
	5 years
	COL4A5(NM_033380.2):c.901G>C(p.G301R)
	Het
	Novel
	X-linked Alport Syndrome
	XL
	Yes

	WHP47
	Male
	28 years
	MFN2(NM_014874.3):c.385A>G(p.T129A)
	Het
	Novel
	Charcot-Marie-Tooth disease type 2A2
	AD
	N.A.

	WHP48
	Male
	26 years
	CRYBB2 (NM_000496.2):c.107_115delGGCCCTGCCinsCGAGTTTCCAACCTGAAGTTT
	Het
	Novel
	Cataract 3
	AD
	Yes

	WHP49
	Male
	22 years
	MYOC(NM_000261.1):c.136C>T(p.R46*)
	Het
	Novel
	Primary Open Angle Glaucoma 1A
	AD
	N.A.

	WHP50
	Female
	37 years
	EXT1 (NM_000127.2):c.957T>G(p.Y319*)
	Het
	Novel
	Hereditary Multiple Osteochondromatosis Type I
	AD
	N.A.

	WHP51
	Male
	2 years
	ANLN(NM_018685.2):c.3062A>T (p.D1021V)
	Het
	Novel
	Focal Segmental Glomerulosclerosis 8
	AD
	Yes

	WHP52
	Male
	29 years
	GJA8(NM_005267.4):c.134G>C(p.W45S)
	Het
	PMID:18334946
	Cataract 1
	AD
	N.A.

	WHP53
	Male
	30 years
	CRYBB2(NM_000496.2):c.487C>T(p.Q163*)
	Het
	Novel
	Cataract 3
	AD
	Yes

	WHP54
	Female
	23 years
	BFSP2(NM_003571.2):c.113G>A(p.S38N)
	Het
	Novel
	Cataract 12
	AD
	Yes

	WHP55
	Female
	11 years
	CRYBB2(NM_000496.2):c.463C>T(p.Q155*)
	Het
	PMID:19321936
	Cataract 3
	AD
	N.A.

	WHP56
	Female
	28 years
	COL4A4 (NM_000092.4):c.4214_4215insC(p.G1406Rfs*27)
	Het
	Novel
	Alport Syndrome
	AD/AR
	Yes

	WHP57
	Male
	1 years
	INF2 (NM_022489.3):c.1978C>T(p.R660W); COL4A4 (NM_000092.4):c.3647G>C(p.G1216A); CFH(NM_000186.3):c.3566T>G(p.L1189R)
	Het
	Novel
	Focal Segmental Glomerulosclerosis 5; Alport Syndrome; Hemolytic Uremic syndrome susceptibility to 1
	AD
	Yes

	WHP58
	Female
	22 years
	COL4A5(NM_033380.2):c.232-6_244delTTTCAGGGTGATGATGGAA
	Het
	Novel
	X-linked Alport Syndrome
	XL
	Yes

	WHP59
	Male
	4 years
	NTRK1(NM_002529.3):c.632T>A(p.V211E)/c.1253_1254delTC(p.S419Gfs*80)
	Het
	Novel
	Hereditary Sensory and Autonomic Neuropathy IV
	AR
	N.A.

	WHP60
	Female
	-
	TDRD7(NM_014290.2):c.688_689insA(p.Y230Terfs*1); CRYBA2(NM_057094.1):c.457T>C(p.Y153H)
	Het
	Novel
	Cataract 36;Cataract 42
	AD
	N.A.

	WHP61
	Male
	3 years
	OCRL(NM_000276.3):CDS20-23 deletion
	Hem
	Novel
	Lowe Syndrome
	XL
	N.A.

	WHP62
	Male
	36 years
	AGXT(NM_000030.2):c.332G>A (p.R111Q)/c.815_816insGA(p.S275Rfs*38)
	Het
	Novel
	Primary Hyperoxaluria Type 1
	AR
	N.A.

	WHP63
	Female
	23 years
	PAX6(NM_001258462.1):c.817_818insT(p.S273Ffs*2)
	Het
	Novel
	Aniridia 1
	AD
	N.A.

	WHP64
	Female
	27 years
	FBN2(NM_001999.3):c.4217G>A(p.C1406Y); MYH8( NM_002472.2):c.4288G>T(p.D1430Y)
	Het
	Novel
	Congenital Contractural Arachnodactyly;Distal Arthrogryposis type 7
	AD
	N.A.

	WHP65
	Male
	2 years
	CLCN5 (NM_001127899.1):c.1272delG(p.K424Nfs*5)
	Hem
	Novel
	Dent Disease 1
	XL
	N.A.

	WHP66
	Female
	11 years
	BBS2 (NM_031885.3):c.943C>T(p.R315W)/c.534+1G>T
	Het
	PMID:11567139; PMID:24280758
	Bardet-Biedl Syndrome 2
	AR
	N.A.

	WHP67
	-
	-
	BBS2(NM_031885.3)c.647G>C (p.R216P)/c.534+1G>T
	Het
	PMID:24280758
	Bardet-Biedl Syndrome 2
	AD
	Yes

	WHP68
	Female
	27 years
	CNGA1(NM_001142564.1):c.829G>A (p.D277N)/c.472delC(p.L158Ffs*4)
	Het
	Novel
	Retinitis pigmentosa 49
	AR
	Yes

	WHP69
	Male
	-
	IGHMBP2  (NM_002180.2): c.344C>T(p.T115M)/CDS10-14 duplication
	Het
	PMID:26136520;PMID:26922252
	Autosomal Recessive Distal Spinal Muscular Atrophy 1;Charcot-Marie-Tooth disease
	AR
	N.A.

	WHP70
	Female
	22 years
	EPHA2(NM_004431.3):c.983C>A(p.P328H)
	Het
	Novel
	Cataract 6
	AD
	N.A.

	WHP71
	Male
	5 years
	XPA(NM_000380.3):c.283G>A(p.G95R)/c.631C>T(p.R211*)
	Het
	PMID:1372103 
	Xeroderma Pigmentosum Group A
	AR
	N.A.

	WHP72
	Female
	29 years
	RP1L1(NM_178857.5):c.32C>T(p.P11L)
	Het
	Novel
	Occult Macular Dystrophy
	AD
	N.A.

	WHP73
	Male
	26 years
	GJA8(NM_005267.4):c.163A>G(p.N55D)
	Het
	Novel
	Cataract 1
	AD
	N.A.

	WHP74
	Male
	11 years
	IQCB1(NM_001023570.2):c.1090C>T(p.R364*)/c.1225C>T(p.Q409*)
	Het
	Novel
	Senior-Loken syndrome 5
	AR
	Yes

	WHP75
	Male
	35 years
	USH2A(NM_206933.2):c.4165delG(p.V1389Lfs*43)/c.11156G>A(p.R3719H)
	Het
	PMID:25133613;PMID:26496393;PMID:25649381
	Retinitis pigmentosa 39
	AR
	N.A.

	WHP76
	Female
	26 years
	CRYBB3(NM_004076.3):c.593G>A(p.R198H)
	Het
	Novel
	Cataract 22
	AD
	N.A.

	WHP77
	Male
	21 years
	SLC12A3(NM_000339.2):c.468C>A(p.Y156*)
	Hom
	Novel
	Gitelman syndrome
	AR
	N.A.

	WHP78
	Female
	39 years
	FLG (NM_002016.1):c.5841G>A(p.W1947*)/c.3321delA(p.G1109Efs*13)
	Het
	PMID:25997159; PMID:18841000;PMID:17291859;PMID:19958351
	Ichthyosis Vulgaris
	AD
	N.A.

	WHP79
	Female
	9 years
	FLG (NM_002016.1):c.3321delA(p.G1109Efs*13)
	Het
	PMID:18841000;PMID:17291859;PMID:19958351
	Ichthyosis Vulgaris
	AD
	N.A.

	WHP80
	Male
	42 years
	CRYBB3(NM_004076.3):c.466G>A(p.G156R)
	Het
	PMID:27307692
	Cataract 22
	AD
	N.A.

	WHP81
	Female
	8 years
	WT1(NM_024426.4) :c.1432+5G>A 
	Het
	PMID:15973330;PMID:14646409 ;PMID:27300205
	Denys-Drash syndrome; Meacham Syndrome; Frasier syndrome
	AD
	Yes

	WHP82
	Female
	27 years
	LONP1(NM_004793.2):c.2392G>A(p.G798S)/c.2290G>A(p.V764M)
	Het
	Novel
	CODAS Syndrome
	AR
	Yes

	WHP83
	Female
	35 years
	FLG(NM_002016.1):c.3905C>A(p.S1302*)
	Het
	Novel
	Ichthyosis Vulgaris
	AD
	N.A.

	WHP84
	Female
	62 years
	FLG(NM_002016.1):c.3905C>A(p.S1302*)
	Het
	Novel
	Ichthyosis Vulgaris
	AD
	N.A.

	WHP85
	Female
	8 years
	FLG(NM_002016.1):c.3905C>A(p.S1302*)
	Het
	Novel
	Ichthyosis Vulgaris
	AD
	N.A.

	WHP86
	Female
	3 years
	NHS(NM_198270.2):c.985G>T(p.E329*)
	Het
	Novel
	Cataract 40
	AD
	N.A.

	WHP87
	Female
	29 years
	CFB(NM_001710.5):c.1598 A>G(p.K533R)
	Het
	PMID:20108004;PMID:27064621 ;PMID:20513133
	Hemolytic Uremic syndrome susceptibility to 4
	AD
	N.A.

	WHP88
	Female
	18 years
	COL4A5(NM_033380.2):c.2215C>G(p.P739A)
	Hem
	PMID:10684360
	X-linked Alport Syndrome
	XL
	N.A.

	WHP89
	Female
	48 years
	GJA8(NM_005267.4):c.773C>T(p.S258F)
	Het
	PMID:20597646 ;PMID:25301372
	Cataract 1
	AD
	N.A.

	WHP90
	-
	-
	ALDH7A1(NM_001182.4):c.1279G>C(p.E427Q)/CDS8-13 deletion
	Het
	PMID:22371912 ;PMID:23430810 ;PMID:26995068 
	Pyridoxine-Dependent Epilepsy
	AR
	N.A.

	WHP91
	Female
	3 years
	SCN9A(NM_002977.3):c.4174-1G>C
	Het
	Novel
	Congenital Insensitivity to Pain
	AD/AR
	N.A.

	WHP92
	Female
	7 years
	SCN9A(NM_002977.3):c.850delG(p.E284Kfs*3)/c.129_141delTGAAGAAGCCCCA(p.D43Efs*43)
	Het
	Novel
	Congenital Insensitivity to Pain
	AD/AR
	N.A.

	WHP93
	Female
	2 years
	SCN9A(NM_002977.3):c.296G>A(p.R99H)/c.2749T>G(p.W917G)
	Het
	Novel
	Congenital Insensitivity to Pain
	AD/AR
	N.A.

	WHP94
	Male
	8 years
	SCN9A(NM_002977.3):c.2697G>A(p.M899I)
	Het
	PMID:21939494
	Congenital Insensitivity to Pain
	AD/AR
	N.A.

	WHP95
	Male
	15 years
	CBS (NM_001178009.1):c.526G>A(p.E176K)/c.949A>G(p.R317G)
	Het
	PMID:20308073 ; PMID:11359213
	Homocystinuria Caused by Cystathionine Beta-Synthase Deficiency
	AR
	Yes

	WHP96
	Male
	1 years
	CFH (NM_000186.3):c.3643C>G(p.R1215G); CD46(NM_172359.2):c.1114A>T(p.R372W)
	Het
	PMID:9551389; PMID:25261570
	Hemolytic Uremic syndrome susceptibility to 1;Hemolytic Uremic syndrome susceptibility to 2
	AD
	Yes

	WHP97
	Male
	26 years
	RHBDF2(NM_024599.5):c.566C>T(p.P189L)
	Het
	PMID:22265016
	Tylosis with Esophageal Cancer
	AD
	N.A.

	WHP98
	Male
	4 months
	AVPR2(NM_000054.4)whole gene deletion 
	Hem
	PMID:11754100; PMID:8037205; PMID:22879391
	X-Linked  Nephrogenic Diabetes Insipidus
	XL
	N.A.

	WHP99
	Male
	8 years
	IFT172(NM_015662.1):c.2053C>T(p.R685*)/c.5071T>C(p.Y1691H)
	Het
	Novel
	Short-rib thoracic dysplasia 10 with or without polydactyly
	AR
	N.A.

	WHP100
	Female
	12 years
	GSN(NM_000177.4):c.444G>T(p.E148D); COL4A4(NM_000092.4):c.930+1G>A; TNXB(NM_019105.6):c.8201_8202insC(p.E2735Terfs*1)
	Het
	Novel
	Finnish type Amyloidosis;Alport Syndrome;Vesicoureteral Reflux 8
	AD/AR
	N.A.

	WHP101
	Female
	9 years
	TSC2(NM_000548.3):c.977delC(p.M327Wfs*36)
	Het
	Novel
	Tuberous Sclerosis 2
	AD
	Yes

	WHP102
	Male
	53 years
	EYS(NM_001142800.1):c.8545C>T (p.R2849*)/c.5644+5G>A 
	Het
	Novel
	Retinitis pigmentosa 25
	AR
	N.A.

	WHP103
	Male
	46 years
	ABCA4(NM_000350.2):c.4720G>T(p.E1574*)/c.6289C>T(p.P2097S)
	Het
	PMID:19365591
	Age-Related Macular Degeneration 2;Stargardt Disease 1
	AD/AR
	N.A.

	WHP104
	Male
	47 years
	USH2A(NM_206933.2):c.142_143insGA(p.K48Rfs*98)/c.2802T>G(p.C934W)          
	Het
	PMID:21686329 ; PMID:25649381; PMID:25078356 
	Retinitis pigmentosa 39
	AR
	N.A.

	WHP105
	Male
	13 years
	CFB (NM_001710.5):c.1697A>C (p.E566A)
	Het
	PMID:23847193 ; PMID:25400666
	Hemolytic Uremic syndrome susceptibility to 4
	AD
	N.A.

	WHP106
	Male
	32 years
	FBN1(NM_000138.4):c.385T>C(p.C129R)
	Het
	PMID:22539340; PMID:21907952
	Marfan Syndrome
	AD
	N.A.

	WHP107
	Male
	5 years
	ZNF423(NM_015069.2):c.1801G>A (p.A601T)/c.1537G>A(p.G513S)
	Het
	Novel
	Nephronophthisis 14
	AR
	N.A.

	WHP108
	Male
	6 years
	AGXT (NM_000030.2):c.557C>T (p.A186V)/c.590G>A(p.R197Q); OCRL(NM_000276.3):c.808G>A(p.D270N)
	Het/Hem
	PMID:19479957; PMID:19245173
	Primary Hyperoxaluria Type 1;Dent Disease 2
	AR/XL
	N.A.

	WHP109
	Female
	51 years
	NOTCH3(NM_000435.2):c.505C>T(R169C) 
	Het
	PMID:25982499;PMID:19174371
	Cerebral Autosomal Dominant Arteriopathy with Subcortical Infarcts And Leukoencephalopathy Type 1
	AD
	Yes

	WHP110
	Male
	4 years
	PPT1(NM_000310.3):c.722C>T(p.S241L)/CDS9 deletion
	Het
	PMID:22387303
	Neuronal Ceroid-Lipofuscinoses 1
	AR
	Yes

	WHP111
	Male
	4 years
	 MMACHC(NM_015506.2):c.82-2A>G/c.463G>C(p.G155R)
	Het
	PMID:26149271; PMID:23837176
	Methylmalonic aciduria and homocystinuria CblC type
	AR
	Yes

	WHP112
	Male
	50 years
	PKD1(NM_001009944.2):c.7288C>T(p.R2430*)
	Het
	PMID:22508176; PMID:22185115 ; PMID:11012875
	Polycystic kidney disease 1
	AD
	N.A.

	WHP113
	Male
	21 years
	PMP22(NM_153322.1):Whole gene duplication
	Het
	PMID:17620487; PMID:14627690
	Hereditary Neuropathy With Liability To Pressure Palsies
	AD
	N.A.

	WHP114
	Male
	35 years
	FBN1 (NM_000138.4):c.5839T>C(p.C1947R)
	Het
	Novel
	Marfan Syndrome
	AD
	N.A.

	WHP115
	Female
	7 years
	COL4A5(NM_033380.2):c.262C>T(p.P88S) 
	Hem
	PMID:22921432
	X-linked Alport Syndrome
	XL
	Yes

	WHP116
	Male
	52 years
	PMP22(NM_153322.1):Whole gene duplication 
	
	PMID:17620487; PMID:14627690
	Hereditary Neuropathy With Liability To Pressure Palsies
	AD
	N.A.

	WHP117
	Female
	8 years
	PKHD1(NM_138694.3):c.9455delA (p.N3152Tfs*10)/c.5231A>G(p.N1744S)
	Het
	Novel
	Autosomal Recessive Polycystic Kidney Disease
	AR
	Yes

	WHP118
	Male
	6 years
	TTC21B(NM_024753.4):c.1552T>C(p.C518R)/c.895T>C(p.C299R)
	Het
	Novel
	Nephronophthisis 12
	AR
	Yes

	WHP119
	Male
	37 years
	PMP22(NM_153322.1):Whole gene duplication
	Het
	PMID:1674726 ; PMID:1303228; PMID:1303282
	Charcot-Marie-Tooth disease
	AD
	Yes

	WHP120
	Female
	40 years
	CLCN1(NM_000083.2):c.847C>T(p.L283F)
	Het
	PMID:12390967
	Myotonia Congenita
	AD
	N.A.

	WHP121
	Male
	48 years
	DCTN1(NM_004082.4):c.1588G>A(p.V530M)
	Het
	Novel
	Distal Hereditary Motor Neuronopathy type VIIB
	AD
	N.A.

	WHP122
	Male
	2 months
	AVPR2(NM_000054.4):whole gene deletion
	Het
	PMID:11754100 ; PMID:8037205 ; PMID:22879391 
	X-Linked  Nephrogenic Diabetes Insipidus
	XL
	N.A.

	WHP123
	Female
	4 years
	COL4A3(NM_000091.4):c.1106G>A(p.G369D)
	Het
	Novel
	Alport Syndrome; Benign Familial Hematuria
	AD/AR
	Yes

	WHP124
	Male
	7 years
	CFHR1(NM_002113.2):CDS2-6 deletion;CFHR3(NM_021023.5):Whole gene duplication
	Hom
	PMID:19531976; PMID:23243267 ; PMID:26163426
	Hemolytic Uremic syndrome susceptibility to 1
	AD
	Yes

	WHP125
	Male
	8 years
	SLC12A3 (NM_000339.2):c.1856G>A (p.G619D)/c.2451_2458delCCCCAAGG(p.K819Gfs*26)
	Het
	PMID:27454426; 
	Gitelman syndrome
	AR
	Yes

	WHP126
	Male
	10 years
	COL4A5(NM_033380.2):c.5038C>T(p.R1680*)
	Hem
	PMID:12105244 
	X-linked Alport Syndrome
	XL
	Yes

	WHP127
	Female
	14 years
	NOTCH3(NM_000435.2):c.472G>A(p.D158N)
	Het
	Novel
	Cerebral Autosomal Dominant Arteriopathy with Subcortical Infarcts And Leukoencephalopathy Type 1
	AD
	Yes

	WHP128
	Male
	2 years
	MKS1(NM_017777.3): c.1601G>A(p.R534Q)/c.323G>A(p.R108H)
	Het
	PMID:24608809
	Joubert Syndrome 28;Bardet-Biedl Syndrome 13
	AR
	Yes

	WHP129
	Male
	9 years
	PAX2(NM_003990.3):c.418C>T( p.R140W )
	Het
	Novel
	Focal Segmental Glomerulosclerosis 7
	AD
	Yes

	WHP130
	Female
	20 years
	MPZ(NM_000530.6):c.308G>C( p.G103A )
	Het
	PMID:11445635
	Charcot-Marie-Tooth disease
	AD
	N.A.

	WHP131
	Male
	50 years
	NOTCH3(NM_000435.2):c.1010A>G(p.Y337C)
	Het
	PMID:15364702 
	Cerebral Autosomal Dominant Arteriopathy with Subcortical Infarcts And Leukoencephalopathy Type 1
	AD
	Yes

	WHP132
	Female
	2 years
	TTC21B(NM_024753.4):c.1897C>T(p.Q633* )/c.1552T>C(p.C518R )
	Het
	PMID:28124483
	Nephronophthisis 12
	AR
	Yes

	WHP133
	Male
	7 days
	 IMPAD1(NM_017813.4):c.700G>T (p.E234*)/CDS4-5 deletion
	Het
	Novel
	Chondrodysplasia with Joint Dislocations
	AR
	Yes

	WHP134
	Male
	13 years
	COL4A5(NM_033380.2):c.465+5G>T
	Hem
	Novel
	X-linked Alport Syndrome
	XL
	Yes

	WHP135
	Male
	2 years
	COL4A4(NM_000092.4):c.2311G>A(p.G771R)
	Het
	Novel
	Alport Syndrome;Benign Familial Hematuria
	AD/AR
	Yes

	WHP136
	Male
	10 years
	COL4A4(NM_000092.4):c.4333+2T>C
	Het
	Novel
	Alport Syndrome;Benign Familial Hematuria
	AD/AR
	N.A.

	WHP137
	Male
	5 years
	AVPR2(NM_000054.4):c.409C>T(p.R137C)
	Hem
	Novel
	Nephrogenic Syndrome of Inappropriate Antidiuresis
	XL
	Yes

	WHP138
	Female
	4 months
	SLC26A3(NM_000111.2):c.386C>T(p.P129L )/c.270_271insAA(p.G91Kfs*3 )
	Het
	PMID:21394828; PMID:24350656; PMID:9718329
	Familial Chloride Diarrhea
	AR
	Yes

	WHP139
	Male
	9 years
	COL4A3(NM_000091.4):c.4664C>T( p.A1555V); COL4A4(NM_000092.4):c.870G>T(p.K290N )
	Het
	Novel
	Alport Syndrome;Benign Familial Hematuria
	AD/AR
	Yes

	WHP140
	Female
	11 years
	AGXT(NM_000030.2):c.1015delG(p.V339Sfs*2)
	Hom
	Novel
	Primary Hyperoxaluria Type 1
	AR
	Yes

	WHP141
	Female
	5 years
	SLC12A1(NM_000338.2):c.463G>A(p.G155S)/c.3207G>T(p.L1069F)
	Het
	Novel
	Bartter Syndrome 1
	AR
	Yes

	WHP142
	Female
	11 years
	SLC3A1(NM_000341.3):c.1332+2T>A
	Het
	Novel
	Cystinuria
	AD/AR
	N.A.

	WHP143
	Male
	56 years
	SETX(NM_015046.5):c.7114G>A(p.D2372N)
	Het
	PMID:25382069
	Amyotrophic Lateral Sclerosis 4
	AD
	N.A.

	WHP144
	Male
	51 years
	CHM(NM_000390.2):c.1456_1457insG(p.A486Gfs*6 ); GUCY2D(NM_000180.3):c.2375C>T(p.P792L )
	Het
	Novel
	Choroideremia;Cone-Rod Dystrophy 6
	AD
	N.A.

	WHP145
	Male
	2 years
	NTRK1(NM_002529.3):c.851-33T>A/c.1805G>A(p.R602Q)
	Het
	Novel
	Hereditary Sensory and Autonomic Neuropathy IV
	AR
	N.A.

	WHP146
	Male
	14 years
	COL4A5(NM_033380.2): c.3125G>T(p.G1042V)
	Hem
	Novel
	X-linked Alport Syndrome
	XL
	Yes

	WHP147
	Female
	30 years
	SLC7A9(NM_014270.4):c.829G>A(p.V277M);INF2(NM_022489.3):c.1372C>T(p.P458S)
	Het
	Novel
	Cystinuria;Focal Segmental Glomerulosclerosis 5
	AD
	N.A.

	WHP148
	Male
	27 years
	GAA(NM_000152.3):c.953T>A(p.M318K)/c.2184delC(p.L729Wfs*35)
	Het
	Novel
	Glycogen storage disease II
	AR
	Yes

	WHP149
	Female
	45 years
	PMP22(NM_000304.2):CDS2-4 duplication
	Het
	PMID:1674726;PMID:1303228 ;PMID:1303282;PMID:14627690
	Charcot-Marie-Tooth disease
	AD
	N.A.

	WHP150
	Male
	9 years
	LPIN1(NM_145693.2):c.357_358insCT(p.K121Terfs*1)
	Hom
	Novel
	Acute Recurrent Myoglobinuria
	AR
	Yes

	WHP151
	Male
	2 months
	FANCI(NM_001113378.1):c.286G>A(p.E96K)/c.3457C>G(p.L1153V)
	Het
	Novel
	Fanconi anemia
	AR
	Yes

	WHP152
	Male
	3 years
	RS1(NM_000330.3):c.214G>A(p.E72K)
	Hem
	PMID:9618178
	X-Linked Juvenile Retinoschisis
	XL
	Yes



2. Patients with negative result
	Sample Name
	Gender
	Age
	Clinical Diagnosis According to Patient's Phenotype 
	Mutation

	WHN1
	Female
	5 years
	Cerebral Cavernous Malformation
	Negative

	WHN2
	Male
	59 years
	Polycystic kidney and liver
	Negative

	WHN3
	Female
	3 months
	Steroid-Resistant Nephrotic Syndrome
	Negative

	WHN4
	Female
	-
	Angle Glaucoma
	Negative

	WHN5
	Male
	-
	Pentalogy of Cantrell
	Negative

	WHN6
	Male
	6 years
	Hemolytic Uremic syndrome
	Negative

	WHN7
	Male
	4 years
	Hemolytic Uremic syndrome
	Negative

	WHN8
	Male
	-
	Congenital Adrenal Hyperplasia due to 21-Hydroxylase-Deficiency
	Negative

	WHN9
	Male
	3 years
	Medullary cystic kidney disease
	Negative

	WHN10
	Male
	12 years
	Hemolytic Uremic syndrome
	Negative

	WHN11
	Male
	8 months
	Hemolytic Uremic syndrome
	Negative

	WHN12
	Male
	4 years
	Angle Glaucoma
	Negative

	WHN13
	Male
	33 years
	Angle Glaucoma
	Negative

	WHN14
	Female
	35 years
	Retinitis pigmentosa
	Negative

	WHN15
	Female
	67 years
	Spinocerebellar Ataxia
	Negative

	WHN16
	Female
	21 years
	Angle Glaucoma
	Negative

	WHN17
	Male
	9 years
	Familial Exudative Vitreoretinopathy
	Negative

	WHN18
	Male
	13 years
	Familial Exudative Vitreoretinopathy
	Negative

	WHN19
	Female
	9 months
	Hemolytic Uremic syndrome/Congenital Thrombotic thrombocytopenic purpura
	Negative

	WHN20
	Male
	23 years
	Angle Glaucoma
	Negative

	WHN21
	Male
	61 years
	Retinitis pigmentosa
	Negative

	WHN22
	Female
	-
	Cataract
	Negative

	WHN23
	Male
	27 years
	Cataract
	Negative

	WHN24
	Female
	19 years
	Angle Glaucoma
	Negative

	WHN25
	Male
	-
	Nephropathy
	Negative

	WHN26
	Male
	31 years
	-
	Negative

	WHN27
	Female
	28 years
	-
	Negative

	WHN28
	Male
	31 years
	Cataract
	Negative

	WHN29
	Female
	8 years
	Angle Glaucoma
	Negative

	WHN30
	-
	-
	Fetalis hydrops 
	Negative

	WHN31
	-
	-
	Fetalis hydrops 
	Negative

	WHN32
	Male
	36 years
	Eye disease
	Negative

	WHN33
	Male
	28 years
	Charcot-Marie-Tooth disease
	Negative

	WHN34
	Female
	37 years
	Hereditary ataxia
	Negative

	WHN35
	Male
	27 years
	-
	Negative

	WHN36
	Female
	12 years
	Renal Tubular disease
	Negative

	WHN37
	Female
	8 years
	Renal Tubular disease
	Negative

	WHN38
	Female
	-
	Cataract
	Negative

	WHN39
	Female
	-
	Cataract
	Negative

	WHN40
	Male
	26 years
	Hereditary peripheral neuropathy
	Negative

	WHN41
	Female
	39 years
	Hereditary peripheral neuropathy
	Negative

	WHN42
	Female
	33 years
	Cataract
	Negative

	WHN43
	Male
	25 years
	Hereditary peripheral neuropathy
	Negative

	WHN44
	Female
	14 years
	Lysosomal disease
	Negative

	WHN45
	Female
	4 years
	Citrullinemia/Tyrosinemia
	Negative

	WHN46
	Male
	12 years
	Renal Tubular disease
	Negative

	WHN47
	Male
	9 years
	Glomerulosclerosis disease
	Negative

	WHN48
	Male
	2 years
	Renal Tubular disease
	Negative

	WHN49
	Female
	65 years
	Macular Degeneration
	Negative

	WHN50
	Female
	19 years
	Hereditary peripheral neuropathy
	Negative

	WHN51
	Female
	-
	-
	Negative

	WHN52
	Female
	9 months
	Glomerulosclerosis disease
	Negative

	WHN53
	Female
	66 years
	Hypokalemia disease
	Negative

	WHN54
	Female
	3 years
	-
	Negative

	WHN55
	Female
	13 years
	Hereditary peripheral neuropathy
	Negative

	WHN56
	Female
	2 years
	Renal Tubular disease
	Negative

	WHN57
	Male
	43 years
	Thyroid Hormone Resistance
	Negative

	WHN58
	Male
	7 years
	-
	Negative

	WHN59
	Male
	26 years
	Familial Exudative Vitreoretinopathy
	Negative

	WHN60
	Male
	8 years
	Nephropathy
	Negative

	WHN61
	Male
	5 years
	Familial Exudative Vitreoretinopathy
	Negative

	WHN62
	Male
	12 years
	Cataract
	Negative

	WHN63
	Male
	13 years
	Glomerulosclerosis disease
	Negative

	WHN64
	Male
	-
	Cataract
	Negative

	WHN65
	Female
	44 years
	Angle Glaucoma
	Negative

	WHN66
	Female
	-
	Hereditary ataxia
	Negative

	WHN67
	Female
	57 years
	-
	Negative

	WHN68
	Male
	-
	Angle Glaucoma
	Negative

	WHN69
	Male
	32 years
	3-Methylglutaconic Aciduria
	Negative

	WHN70
	Male
	35 years
	Angle Glaucoma
	Negative

	WHN71
	Male
	33 years
	Cataract
	Negative

	WHN72
	Male
	32 years
	Cataract
	Negative

	WHN73
	Male
	5 years
	Cataract
	Negative

	WHN74
	Male
	7 months
	Osteogenesis Imperfecta
	Negative

	WHN75
	Male
	5 years
	Cataract
	Negative

	WHN76
	Female
	26 years
	Nephropathy
	Negative

	WHN77
	Male
	14 years
	Pseudopseudohypoparathyroidism
	Negative

	WHN78
	Male
	11 years
	Renal Tubular disease
	Negative

	WHN79
	Male
	-
	-
	Negative

	WHN80
	Female
	21 years
	Glomerulosclerosis disease
	Negative

	WHN81
	Male
	82 years
	Polycystic kidney and liver
	Negative

	WHN82
	Female
	13 years
	Renal Tubular disease
	Negative

	WHN83
	Male
	4 years
	Renal Tubular disease
	Negative

	WHN84
	Female
	6 years
	Glomerulosclerosis disease
	Negative

	WHN85
	Male
	6 years
	Renal Tubular disease
	Negative

	WHN86
	Male
	31 years
	Steroid-Resistant Nephrotic Syndrome
	Negative

	WHN87
	Male
	2 years
	Renal Tubular disease
	Negative

	WHN88
	-
	-
	Jaundice
	Negative

	WHN89
	Male
	-
	Hereditary muscular disease
	Negative

	WHN90
	Male
	21 years
	Hereditary muscular disease
	Negative

	WHN91
	Male
	65 years
	Retinitis pigmentosa
	Negative

	WHN92
	Female
	4 years
	Renal Tubular disease
	Negative

	WHN93
	Female
	8 years
	Nephropathy/Moyamoya disease
	Negative

	WHN94
	Female
	24 years
	Congenital Thrombotic thrombocytopenic purpura
	Negative

	WHN95
	Male
	57 years
	Leukoencephalopathy
	Negative

	WHN96
	Male
	3 years
	Glomerulosclerosis disease
	Negative

	WHN97
	Female
	11 years
	Glomerulosclerosis disease
	Negative

	WHN98
	Female
	5 years
	Nephropathy
	Negative

	WHN99
	Male
	4 years
	Immune system diseases
	Negative

	WHN100
	Female
	41 years
	Spinocerebellar Ataxia
	Negative

	WHN101
	Male
	42 years
	Hereditary muscular disease
	Negative

	WHN102
	Male
	13 years
	Glomerulosclerosis disease
	Negative

	WHN103
	Female
	25 years
	Glomerulosclerosis disease
	Negative

	WHN104
	Male
	13 years
	Glomerulosclerosis disease
	Negative

	WHN105
	-
	-
	Nephropathy
	Negative

	WHN106
	Female
	36 years
	Cerebrovascular disease
	Negative

	WHN107
	Male
	52 years
	Renal Tubular disease
	Negative

	WHN108
	Female
	76 years
	Nephropathy
	Negative

	WHN109
	Female
	49 years
	Nephropathy
	Negative

	WHN110
	Male
	23 years
	Nephropathy
	Negative

	WHN111
	Male
	17 years
	Glomerulosclerosis disease
	Negative

	WHN112
	Male
	26 years
	Albinism
	Negative

	WHN113
	Female
	-
	Albinism
	Negative

	WHN114
	Male
	9 years
	Glomerulosclerosis disease
	Negative

	WHN115
	Male
	37 years
	-
	Negative

	WHN116
	Female
	36 years
	-
	Negative

	WHN117
	Male
	2 years
	-
	Negative

	WHN118
	Female
	12 years
	Glomerulosclerosis disease
	Negative

	WHN119
	Male
	40 years
	-
	Negative

	WHN120
	Female
	39 years
	-
	Negative

	WHN121
	Male
	10 years
	Glomerulosclerosis disease
	Negative

	WHN122
	Female
	5 years
	Glomerulosclerosis disease
	Negative

	WHN123
	Male
	44 years
	Hereditary peripheral neuropathy
	Negative

	WHN124
	Male
	13 years
	Renal Tubular disease
	Negative

	WHN125
	Male
	5 years
	Glomerulosclerosis disease
	Negative

	WHN126
	Male
	1 months
	Renal Tubular disease
	Negative

	WHN127
	Male
	9 years
	Glomerulosclerosis disease
	Negative

	WHN128
	Male
	4 years
	Renal Tubular disease
	Negative

	WHN129
	Male
	9 years
	Glomerulosclerosis disease
	Negative

	WHN130
	Male
	8 months
	Glomerulosclerosis disease
	Negative

	WHN131
	Male
	43 years
	Hereditary peripheral neuropathy
	Negative

	WHN132
	Male
	3 years
	Glomerulosclerosis disease
	Negative

	WHN133
	Male
	33 years
	Hereditary muscular disease
	Negative

	WHN134
	Male
	28 years
	Hereditary muscular disease
	Negative

	WHN135
	Female
	17 years
	Hereditary muscular disease
	Negative

	WHN136
	Male
	9 years
	Glomerulosclerosis disease
	Negative

	WHN137
	Male
	8 years
	Glomerulosclerosis disease
	Negative

	WHN138
	Male
	51 years
	Aneurysm disease
	Negative

	WHN139
	Female
	9 years
	Renal Tubular disease
	Negative

	WHN140
	Female
	9 years
	Glomerulosclerosis disease
	Negative

	WHN141
	Female
	13 years
	Glomerulosclerosis disease
	Negative

	WHN142
	Male
	3 years
	Glomerulosclerosis disease
	Negative

	WHN143
	Male
	45 years
	Charcot-Marie-Tooth disease/
	Negative

	WHN144
	Male
	7 years
	Renal Tubular disease
	Negative

	WHN145
	Male
	61 years
	Hereditary muscular disease
	Negative

	WHN146
	Male
	7 years
	Nephropathy
	Negative

	WHN147
	Female
	12 years
	Renal Tubular disease
	Negative

	WHN148
	Male
	20 years
	Hereditary muscular disease/Charcot-Marie-Tooth disease
	Negative

	WHN149
	Male
	10 years
	Renal Tubular disease
	Negative

	WHN150
	Male
	3 years
	Hereditary ataxia
	Negative

	WHN151
	Female
	28 years
	Hereditary muscular disease
	Negative




3. Gene List
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4. Patients diagnosed by AADSM
	Sample Name
	Mutation
	Final Diagnosis
	Rank of the clearly diagnosed disease in all reported diseases

	WHP3
	GJA3(NM_021954.3):c.199G>C(p.D67H)
	Cataract 14
	1

	WHP9
	BBS1(NM_024649.4):c.1772C>T(p.A591V)/c.1121C>G(p.T374S)
	Bardet-Biedl Syndrome 1
	60

	WHP10
	FCN3(NM_003665.2):c.349delC(p.L117Sfs*65)/c.498G>C(p.E166D)
	Immunodeficiency due to ficolin 3 deficiency
	26

	WHP11
	TCIRG1 (NM_006019.3):c.1555-2A>C /c.1775G>A(p.W592*)
	Autosomal Recessive Osteopetrosis 1
	1

	WHP14
	IFT140 (NM_014714.3):c.1219C>T(p.R407W)/c.2446C>T(p.R816W)
	Short-rib thoracic dysplasia 9 with or without polydactyly
	24

	WHP22
	SLC2A10(NM_030777.3):c.685C>T(p.R229*)/c.752T>C(p.L251P)
	Arterial tortuosity syndrome
	43

	WHP23
	GJB1(NM_000166.5):c.8G>A(p.W3*)
	X-linked Charcot-Marie-Tooth disease 1
	3

	WHP35
	ADCK4 (NM_024876.3):c.748G>C(p.D250H)/c.737G>A(p.S246N)
	Nephrotic Syndrome Type 9
	1

	WHP36
	CLCN5 (NM_001127899.1):c.992_993insAGTATTAT(p.F334Xfs*1)
	Dent Disease 1
	13

	WHP43
	COL4A4(NM_000092.4):c.4333G>A(p.G1445R)/c.1505delC(p.P502Lfs*151)
	Alport Syndrome
	1

	WHP45
	COL4A5(NM_033380.2):c.3817G>T(p.G1273C)
	X-linked Alport Syndrome
	1

	WHP46
	COL4A5(NM_033380.2):c.901G>C(p.G301R)
	X-linked Alport Syndrome
	7

	WHP48
	CRYBB2 (NM_000496.2):c.107_115delGGCCCTGCCinsCGAGTTTCCAACCTGAAGTTT
	Cataract 3
	3

	WHP51
	ANLN(NM_018685.2):c.3062A>T (p.D1021V)
	Focal Segmental Glomerulosclerosis 8
	4

	WHP53
	CRYBB2(NM_000496.2):c.487C>T(p.Q163*)
	Cataract 3
	1

	WHP54
	BFSP2(NM_003571.2):c.113G>A(p.S38N)
	Cataract 12
	4

	WHP56
	COL4A4 (NM_000092.4):c.4214_4215insC(p.G1406Rfs*27)
	Alport Syndrome
	1

	WHP57
	INF2 (NM_022489.3):c.1978C>T(p.R660W); COL4A4 (NM_000092.4):c.3647G>C(p.G1216A); CFH(NM_000186.3):c.3566T>G(p.L1189R)
	Focal Segmental Glomerulosclerosis 5; Alport Syndrome; Hemolytic Uremic syndrome susceptibility to 1
	1

	WHP58
	COL4A5(NM_033380.2):c.232-6_244delTTTCAGGGTGATGATGGAA
	X-linked Alport Syndrome
	3

	WHP67
	BBS2(NM_031885.3)c.647G>C (p.R216P)/c.534+1G>T
	Bardet-Biedl Syndrome 2
	1

	WHP68
	CNGA1(NM_001142564.1):c.829G>A (p.D277N)/c.472delC(p.L158Ffs*4)
	Retinitis pigmentosa 49
	1

	WHP74
	IQCB1(NM_001023570.2):c.1090C>T(p.R364*)/c.1225C>T(p.Q409*)
	Senior-Loken syndrome 5
	1

	WHP81
	WT1(NM_024426.4) :c.1432+5G>A 
	Denys-Drash syndrome; Meacham Syndrome; Frasier syndrome
	10

	WHP82
	LONP1(NM_004793.2):c.2392G>A(p.G798S)/c.2290G>A(p.V764M)
	CODAS Syndrome
	106

	WHP95
	CBS (NM_001178009.1):c.526G>A(p.E176K)/c.949A>G(p.R317G)
	Homocystinuria Caused by Cystathionine Beta-Synthase Deficiency
	1

	WHP96
	CFH (NM_000186.3):c.3643C>G(p.R1215G); CD46(NM_172359.2):c.1114A>T(p.R372W)
	Hemolytic Uremic syndrome susceptibility to 1; Hemolytic Uremic syndrome susceptibility to 2
	6

	WHP101
	TSC2(NM_000548.3):c.977delC(p.M327Wfs*36)
	Tuberous Sclerosis 2
	1

	WHP109
	NOTCH3(NM_000435.2):c.505C>T(R169C) 
	Cerebral Autosomal Dominant Arteriopathy with Subcortical Infarcts And Leukoencephalopathy Type 1
	1

	WHP110
	PPT1(NM_000310.3):c.722C>T(p.S241L)/CDS9 deletion
	Neuronal Ceroid-Lipofuscinoses 1
	28

	WHP111
	 MMACHC(NM_015506.2):c.82-2A>G/c.463G>C(p.G155R)
	Methylmalonic aciduria and homocystinuria CblC type
	1

	WHP115
	COL4A5(NM_033380.2):c.262C>T(p.P88S) 
	X-linked Alport Syndrome
	11

	WHP117
	PKHD1(NM_138694.3):c.9455delA (p.N3152Tfs*10)/c.5231A>G(p.N1744S)
	Autosomal Recessive Polycystic Kidney Disease
	2

	WHP118
	TTC21B(NM_024753.4):c.1552T>C(p.C518R)/c.895T>C(p.C299R)
	Nephronophthisis 12
	38

	WHP119
	PMP22(NM_153322.1):Whole gene duplication
	Charcot-Marie-Tooth disease
	1

	WHP123
	COL4A3(NM_000091.4):c.1106G>A(p.G369D)
	Alport Syndrome
	1

	WHP124
	CFHR1(NM_002113.2):CDS2-6 deletion;CFHR3(NM_021023.5):Whole gene duplication
	Hemolytic Uremic syndrome susceptibility to 1
	1

	WHP125
	SLC12A3 (NM_000339.2):c.1856G>A (p.G619D)/c.2451_2458delCCCCAAGG(p.K819Gfs*26)
	Gitelman syndrome
	1

	WHP126
	COL4A5(NM_033380.2):c.5038C>T(p.R1680*)
	X-linked Alport Syndrome
	1

	WHP127
	NOTCH3(NM_000435.2):c.472G>A(p.D158N)
	Cerebral Autosomal Dominant Arteriopathy with Subcortical Infarcts And Leukoencephalopathy Type 1
	1

	WHP128
	MKS1(NM_017777.3): c.1601G>A(p.R534Q)/c.323G>A(p.R108H)
	Joubert Syndrome 28; Bardet-Biedl Syndrome 13
	33

	WHP129
	PAX2(NM_003990.3):c.418C>T( p.R140W )
	Focal Segmental Glomerulosclerosis 7
	4

	WHP131
	NOTCH3(NM_000435.2):c.1010A>G(p.Y337C)
	Cerebral Autosomal Dominant Arteriopathy with Subcortical Infarcts And Leukoencephalopathy Type 1
	1

	WHP132
	TTC21B(NM_024753.4):c.1897C>T(p.Q633* )/c.1552T>C(p.C518R )
	Nephronophthisis 12
	1

	WHP133
	 IMPAD1(NM_017813.4):c.700G>T (p.E234*)/CDS4-5 deletion
	Chondrodysplasia with Joint Dislocations
	1

	WHP134
	COL4A5(NM_033380.2):c.465+5G>T
	X-linked Alport Syndrome
	3

	WHP135
	COL4A4(NM_000092.4):c.2311G>A(p.G771R)
	Alport Syndrome
	5

	WHP137
	AVPR2(NM_000054.4):c.409C>T(p.R137C)
	Nephrogenic Syndrome of Inappropriate Antidiuresis
	1

	WHP138
	SLC26A3(NM_000111.2):c.386C>T(p.P129L )/c.270-271insAA(p.G91Kfs*3 )
	Familial Chloride Diarrhea
	1

	WHP139
	COL4A3(NM_000091.4):c.4664C>T( p.A1555V); COL4A4(NM_000092.4):c.870G>T(p.K290N )
	Alport Syndrome
	1

	WHP140
	AGXT(NM_000030.2):c.1015delG(p.V339Sfs*2)
	Primary Hyperoxaluria Type 1
	1

	WHP141
	SLC12A1(NM_000338.2):c.463G>A(p.G155S)/c.3207G>T(p.L1069F)
	Bartter Syndrome 1
	2

	WHP146
	COL4A5(NM_033380.2): c.3125G>T(p.G1042V)
	X-linked Alport Syndrome
	1

	WHP148
	GAA(NM_000152.3):c.953T>A(p.M318K)/c.2184delC(p.L729Wfs*35)
	Glycogen storage disease II
	1

	WHP150
	LPIN1(NM_145693.2):c.357_358insCT(p.K121Terfs*1)
	Acute Recurrent Myoglobinuria
	1

	WHP151
	FANCI(NM_001113378.1):c.286G>A(p.E96K)/c.3457C>G(p.L1153V)
	Fanconi anemia
	54

	WHP152
	RS1(NM_000330.3):c.214G>A
	X-Linked Juvenile Retinoschisis
	1



















5. Population frequencies of the identified variants
	Sample Name
	
	
	Mutation Information
	
	Frequency in 1k Genome
	Frequency in gnomAD
	Frequency in esp6500
	Frequency in ExAC

	
	Gene
	NM Number
	CDS
	Amino acid
	
	
	
	

	WHP1
	PYGM
	NM_005609.2
	c.1948C>T
	p.R650*
	-
	-
	-
	8.25E-06

	WHP2
	GJA3
	NM_021954.3
	c.199G>C
	p.D67H
	-
	-
	-
	-

	WHP3
	GJA3
	NM_021954.3
	c.199G>C
	p.D67H
	-
	-
	-
	-

	WHP4
	MIP
	NM_012064.3
	c.605G>A
	p.W202*
	-
	-
	-
	-

	WHP5
	HSF4
	NM_001040667.2
	c.179C>T
	p.P60H
	-
	4.07E-06
	-
	-

	WHP6
	EVC
	NM_153717.2
	c.1436C>T
	p.P479L
	-
	3.66E-05
	-
	8.25E-06

	WHP7
	CFHR1
CFHR3
	NM_002113.2
NM_021023.5
	whole genes deletion
whole genes deletion
	

	N.A.
N.A.
	N.A.
N.A.
	N.A.
N.A.
	N.A.
N.A.

	WHP8
	ATP6V0A4
ATP6V0A4
	NM_020632.2
NM_020632.2
	c.1180G>A
c.620_621insC
	p.A394T
p.L208Sfs*33 
	-
-
	-
-
	-
-
	-
-

	WHP9
	BBS1
BBS1
	NM_024649.4
NM_024649.4
	c.1772C>T
c.1121C>G
	p.A591V
p.T374S
	0.0002
-
	0.0001
8.12E-06
	0.0002
-
	0.0003
8.24E-06

	WHP10
	FCN3
FCN3
	NM_003665.2
NM_003665.2
	c.349delC
c.498G>C
	p.L117Sfs*65
p.E166D
	-
0.005192
	-
0.0024
	-
0.0002
	-
0.0026

	WHP11
	TCIRG1
TCIRG1
	NM_006019.3
NM_006019.3
	c.1555-2A>C
c.1775G>A
	
p.W592*
	-
-
	2.05E-05
-
	-
-
	3.31E-05
-

	WHP12
	PAX6
	NM_001258462.1
	c.120C>A
	p.C40*
	-
	-
	-
	-

	WHP13
	HSF4
	NM_001040667.2
	c.558C>T
	p.G186G
	-
	4.25E-06
	-
	-

	WHP14
	IFT140
IFT140
	NM_014714.3
NM_014714.3
	c.1219C>T
c.2446C>T
	p.R407W
p.R816W
	-
0.0002
	7.40E-05
0.0003
	-
-
	9.35E-05
0.0003

	WHP15
	COL4A4
TSC1
	NM_000092.4
NM_000368.4
	c.1624-1G>A
c.1460C>G
	
p.S487C
	-
0.0002
	-
0.0004
	-
0.0002
	-
0.0005

	WHP16
	MIP
	NM_012064.3
	c.494G>A
	p.G165D
	-
	-
	-
	-

	WHP17
	PMP22
MYH14
	NM_153322.1
NM_001145809.1
	c.319+1G>T
c.3040G>C
	
p.E1014Q
	-
-
	-
-
	-
-
	-
-

	WHP18
	IMPDH1
	NM_000883.3
	c.626C>T
	p.S209L
	0.0002
	9.44E-05
	-
	4.43E-05

	WHP19
	IMPDH1
	NM_000883.3
	c.626C>T
	p.S209L
	0.0002
	9.44E-05
	-
	4.43E-05

	WHP20
	VCAN
	NM_004385.4
	c.7870G>A
	p.E2624K
	-
	1.22E-05
	-
	1.65E-05

	WHP21
	LMNB1
	NM_005573.3
	c.1365C>T
	p.R455R
	-
	8.16E-06
	-
	8.30E-06

	WHP22
	SLC2A10
SLC2A10
	NM_030777.3
NM_030777.3
	c.685C>T
c.752T>C
	p.R229*
p.L251P
	-
-
	1.63E-05
-
	-
-
	3.31E-05
-

	WHP23
	GJB1
	NM_000166.5
	c.8G>A
	p.W3*
	-
	-
	-
	-

	WHP24
	ATP6V1B1
ATP6V1B1
	NM_001692.3
NM_001692.3
	c.368-1G>A
c.1354delT
	
p.F452Lfs*35
	-
-
	-
-
	-
-
	-
-

	WHP25
	GUSB
	NM_000181.3
	c.1192C>T
	p.R398C
	-
	2.44E-05
	-
	5.77E-05

	WHP26
	RHO
	NM_000539.3
	c.403C>T
	p.R135W
	-
	-
	-
	-

	WHP27
	RP1
	NM_006269.1
	c.1437G>T
	p.M479I
	-
	4.06E-05
	-
	6.60E-05

	WHP28
	USH2A
USH2A
	NM_206933.2
NM_206933.2
	c.13465G>A
c.8641_8642insTATT
	p.G4489S
p.S2881Lfs*9
	-
-
	-
-
	-
-
	-
-

	WHP29
	USH2A
USH2A
	NM_206933.2
NM_206933.2
	c.9958G>T
c.99_100insT
	p.G3320C
p.R34Sfs*41
	-
-
	-
-
	-
-
	-
-

	WHP30
	OCRL
SLC7A9
	NM_000276.3
NM_001243036.1
	c.1040G>A
c.829G>A
	p.G347E
p.V277M
	-
0.000998
	-
0.0006
	-
0.0002
	-
0.0005

	WHP31
	SLC12A3
SLC12A3
	NM_000339.2
NM_000339.2
	c.1362_1363insC
c.2029G>A
	p.L457Dfs*68
p.V677M
	-
-
	-
1.22E-05
	-
-
	-
8.31E-06

	WHP32
	ARHGEF10
PMP22
	NM_014629.2
NM_153322.1
	c.824G>A
whole gene duplication
	p.R275H

	0.002596
N.A.
	0.0013
N.A.
	-
N.A.
	0.0012
N.A.

	WHP33
	EPHA2
MYOC
	NM_004431.3
NM_000261.1
	c.944G>A
c.1432G>T
	p.R315Q
p.D478Y
	0.0002
-
	0.0014
-
	0.0017
-
	0.0016
-

	WHP34
	NLRP3
	NM_004895.4
	c.214G>A
	p.V72M
	0.002196
	0.0007
	-
	0.0006

	WHP35
	ADCK4
ADCK4
	NM_024876.3
NM_024876.3
	c.748G>C
c.737G>A
	p.D250H
p.S246N
	-
0.0002
	4.51E-05
6.54E-05
	-
-
	2.51E-05
9.19E-05

	WHP36
	CLCN5
	NM_001127899.1
	c.992_993insAGTATTAT
	p.F334Xfs*1
	-
	-
	-
	-

	WHP37
	GJA8
	NM_005267.4
	c.154T>C
	p.F52L
	-
	-
	-
	-

	WHP38
	GJA3
	NM_021954.3
	c.1152_1153insG
	p.S385Efs*83
	-
	-
	-
	-

	WHP39
	CRYBB2
	NM_000496.2
	c.152C>T
	p.S51F
	-
	-
	-
	-

	WHP40
	ATP7B
ATP7B
	NM_000053.3
NM_000053.3
	c.2333G>T
c.2310C>G
	p.R778L
p.L770L
	-
-
	0.0001
0.0001
	-
-
	0.0002
0.0002

	WHP41
	MPZ
DYNC1H1
	NM_000530.6
NM_001376.4
	c.286A>C
c.12804C>T
	p.K96Q
p.F4268F
	-
-
	-
1.22E-05
	-
-
	-
1.65E-05

	WHP42
	CFHR5
	NM_030787.3
	c.508G>A
	p.V170M
	0.001198
	0.0006
	-
	0.0006

	WHP43
	COL4A4
COL4A4
	NM_000092.4
NM_000092.4
	c.4333G>A
c.1505delC
	p.G1445R
p.P502Lfs*151
	-
-
	-
-
	-
-
	-
-

	WHP44
	CYP4V2
	NM_207352.3
	c.802-6_810delATACAGGTCATCGCT
	
	-
	-
	-
	-

	WHP45
	COL4A5
	NM_033380.2
	c.3817G>T
	p.G1273C
	-
	
	-
	-

	WHP46
	COL4A5
	NM_033380.2
	c.901G>C
	p.G301R
	-
	-.
	-
	-

	WHP47
	MFN2
	NM_014874.3
	c.385A>G
	p.T129A
	-
	-
	-
	-

	WHP48
	CRYBB2
	NM_000496.2
	c.107_115delGGCCCTGCCinsCGAGTTTCCAACCTGAAGTTT
	
	-
	-
	-
	-

	WHP49
	MYOC
	NM_000261.1
	c.136C>T
	p.R46*
	0.001398
	0.0007
	-
	0.0007

	WHP50
	EXT1
	NM_000127.2
	c.957T>G
	p.Y319*
	-
	-
	-
	-

	WHP51
	ANLN
	NM_018685.2
	c.3062A>T 
	p.D1021V
	-
	1.69E-05
	-
	-

	WHP52
	GJA8
	NM_005267.4
	c.134G>C
	p.W45S
	-
	-
	-
	-

	WHP53
	CRYBB2
	NM_000496.2
	c.487C>T
	p.Q163*
	-
	-
	-
	-

	WHP54
	BFSP2
	NM_003571.2
	c.113G>A
	p.S38N
	-
	4.07E-06
	-
	8.27E-06

	WHP55
	CRYBB2
	NM_000496.2
	c.463C>T
	p.Q155*
	-
	-
	-
	-

	WHP56
	COL4A4
	NM_000092.4
	c.4214_4215insC
	p.G1406Rfs*27
	-
	-
	-
	-

	WHP57
	INF2
COL4A4
CFH
	NM_022489.3
NM_000092.4
NM_000186.3
	c.1978C>T
c.3647G>C
c.3566T>G
	p.R660W
p.G1216A
p.L1189R
	0.001997
-
-
	0.0001
-
-
	-
-
-
	0.0003
-
-

	WHP58
	COL4A5
	NM_033380.2
	c.232-6_244delTTTCAGGGTGATGATGGAA
	
	-
	-
	-
	-

	WHP59
	NTRK1
NTRK1
	NM_002529.3
NM_002529.3
	c.632T>A
c.1253_1254delTC
	p.V211E
p.S419Gfs*80
	-
-
	-
-
	-
-
	-
-

	WHP60
	TDRD7
CRYBA2
	NM_014290.2
NM_057094.1
	c.688_689insA 
c.457T>C
	p.Y230Terfs*1
p.Y153H
	-
0.0002
	-
0.0001
	-
-
	-
0.0001

	WHP61
	OCRL
	NM_000276.3
	CDS20-23 deletion
	
	N.A.
	N.A.
	N.A.
	N.A.

	WHP62
	AGXT
AGXT
	NM_000030.2
NM_000030.2
	c.332G>A
c.815_816insGA
	p.R111Q
p.S275Rfs*38
	-
-
	2.92E-05
-
	7.70E-05
-
	3.47E-05
-

	WHP63
	PAX6
	NM_001258462.1
	c.817_818insT
	p.S273Ffs*2
	-
	-
	-
	-

	WHP64
	FBN2
MYH8
	NM_001999.3
NM_002472.2
	c.4217G>A
c.4288G>T
	p.C1406Y
p.D1430Y
	-
-
	-
2.03E-05
	-
-
	-
8.24E-06

	WHP65
	CLCN5
	NM_001127899.1
	c.1272delG
	p.K424Nfs*5
	-
	-
	-
	-

	WHP66
	BBS2
BBS2
	NM_031885.3
NM_031885.3
	c.943C>T
c.534+1G>T
	p.R315W

	-
-
	1.63E-05
9.75E-05
	-
-
	1.65E-05
0.0001

	WHP67
	BBS2
BBS2
	NM_031885.3
NM_031885.3
	c.647G>C
c.534+1G>T
	p.R216P

	-
-
	4.07E-06
9.75E-05
	7.70E-05
-
	8.29E-06
0.0001

	WHP68
	CNGA1
CNGA1
	NM_001142564.1
NM_001142564.1
	c.829G>A
c.472delC
	p.D277N
p.L158Ffs*4
	-
-
	-
0.0001
	-
-
	-
9.13E-05

	WHP69
	IGHMBP2
IGHMBP2
	NM_002180.2
NM_002180.2
	c.344C>T
CDS10-14 duplication
	p.T115M

	0.002396
N.A.
	0.0009
N.A.
	7.70E-05
N..A
	0.0009
N.A.

	WHP70
	EPHA2
	NM_004431.3
	c.983C>A
	p.P328H
	-
	-
	-
	-

	WHP71
	XPA
XPA
	NM_000380.3
NM_000380.3
	c.283G>A
c.631C>T
	p.G95R
p.R211*
	-
-
	-
4.07E-06
	-
7.70E-05
	-
8.26E-06

	WHP72
	RP1L1
	NM_178857.5
	c.32C>T
	p.P11L
	0.000799
	0.0008
	0.0013
	0.0008

	WHP73
	GJA8
	NM_005267.4
	c.163A>G
	p.N55D
	-
	-
	-
	-

	WHP74
	IQCB1
IQCB1
	NM_001023570.2
NM_001023570.2
	c.1090C>T
c.1225C>T
	p.R364*
p.Q409*
	-
-
	4.88E-05
-
	-
-
	4.94E-05
-

	WHP75
	USH2A
USH2A
	NM_206933.2
NM_206933.2
	c.4165delG
c.11156G>A
	p.V1389Lfs*43
p.R3719H
	-
-
	-
5.28E-05
	-
-
	-
5.77E-05

	WHP76
	CRYBB3
	NM_004076.3
	c.593G>A
	p.R198H
	0.000399
	7.34E-05
	-
	7.64E-05

	WHP77
	SLC12A3
	NM_000339.2
	c.468C>A
	p.Y156*
	-
	-
	-
	-

	WHP78
	FLG
FLG
	NM_002016.1
NM_002016.1
	c.5841G>A
c.3321delA
	p.W1947*
p.G1109Efs*13
	-
0.001398
	2.84E-05
0.0007
	-
8.00E-05
	3.30E-05
0.0007

	WHP79
	FLG
	NM_002016.1
	c.3321delA
	p.G1109Efs*13
	0.001398
	0.0007
	8.00E-05
	0.0007

	WHP80
	CRYBB3
	NM_004076.3
	c.466G>A
	p.G156R
	-
	-
	-
	-

	WHP81
	WT1
	NM_024426.4
	c.1432+5G>A 
	
	-
	-
	-
	-

	WHP82
	LONP1
LONP1
	NM_004793.2
NM_004793.2
	c.2392G>A
c.2290G>A
	p.G798S
p.V764M
	0.002796
-
	0.0009
8.15E-06
	-
7.70E-05
	0.0009
8.33E-06

	WHP83
	FLG
	NM_002016.1
	c.3905C>A
	p.S1302*
	-
	0.0001
	-
	9.06E-05

	WHP84
	FLG
	NM_002016.1
	c.3905C>A
	p.S1302*
	-
	0.0001
	-
	9.06E-05

	WHP85
	FLG
	NM_002016.1
	c.3905C>A
	p.S1302*
	-
	0.0001
	-
	9.06E-05

	WHP86
	NHS
	NM_198270.2
	c.985G>T
	p.E329*
	-
	-
	-
	-

	WHP87
	CFB
	NM_001710.5
	c.1598A>G
	p.K533R
	0.019169
	0.0092
	0.0044
	0.0105

	WHP88
	COL4A5
	NM_033380.2
	c.2215C>G
	p.P739A
	0.003444
	0.0011
	-
	0.0028

	WHP89
	GJA8
	NM_005267.4
	c.773C>T
	p.S258F
	-
	-
	-
	-

	WHP90
	ALDH7A1
ALDH7A1
	NM_001182.4
NM_001182.4
	c.1279G>C
CDS8-13 deletion
	p.E427Q

	0.0002
N.A.
	0.0004
N.A.
	0.0005
N.A.
	0.0004
N.A.

	WHP91
	SCN9A
	NM_002977.3
	c.4174-1G>C
	
	-
	-
	-
	-

	WHP92
	SCN9A
SCN9A
	NM_002977.3
NM_002977.3
	c.850delG
c.129_141delTGAAGAAGCCCCA
	p.E284Kfs*3
p.D43Efs*43
	-
-
	-
-
	-
-
	-
-

	WHP93
	SCN9A
SCN9A
	NM_002977.3
NM_002977.3
	c.296G>A
c.2749T>G
	p.R99H
p.W917G
	-
-
	4.07E-06
-
	-
-
	-
-

	WHP94
	SCN9A
	NM_002977.3
	c.2697G>A
	p.M899I
	0.0002
	4.07E-06
	-
	8.24E-06

	WHP95
	CBS
CBS
	NM_001178009.1
NM_001178009.1
	c.526G>A
c.949A>G
	p.E176K
p.R317G
	-
-
	0
8.13E-06
	-
-
	-
8.26E-06

	WHP96
	CFH
CD46
	NM_000186.3
NM_172359.2
	c.3643C>G
c.1114A>T
	p.R1215G
p.R372W
	-
-
	-
-
	-
-
	-
-

	WHP97
	RHBDF2
	NM_024599.5
	c.566C>T
	p.P189L
	-
	-
	-
	-

	WHP98
	AVPR2
	NM_000054.4
	whole gene deletion 
	
	N.A.
	N.A.
	N.A.
	N.A.

	WHP99
	IFT172
IFT172
	NM_015662.1
NM_015662.1
	c.2053C>T
c.5071T>C
	p.R685*
p.Y1691H
	-
-
	1.63E-05
4.07E-06
	-
-
	8.24E-06
-

	WHP100
	GSN
COL4A4
TNXB
	NM_000177.4
NM_000092.4
NM_019105.6
	c.444G>T
c.930+1G>A
c.8201_8202insC
	p.E148D

p.E2735Terfs*1
	-
-
-
	8.13E-06
-
-
	-
-
-
	1.66E-05
-
-

	WHP101
	TSC2
	NM_000548.3
	c.977delC
	p.M327Wfs*36
	-
	-
	-
	-

	WHP102
	EYS
EYS
	NM_001142800.1
NM_001142800.1
	c.8545C>T
c.5644+5G>A 
	p.R2849*

	-
-
	-
3.16E-05
	-
-
	-
-

	WHP103
	ABCA4
ABCA4
	NM_000350.2
NM_000350.2
	c.4720G>T
c.6289C>T
	p.E1574*
p.P2097S
	-
-
	4.06E-06
-
	-
-
	-
-

	WHP104
	USH2A
USH2A
	NM_206933.2
NM_206933.2
	c.142_143insGA
c.2802T>G
	p.K48Rfs*98
p.C934W
	-
0.000799
	-
0.0002
	-
-
	-
0.0002

	WHP105
	CFB
	NM_001710.5
	c.1697A>C
	p.E566A
	0.010184
	0.0112
	0.0073
	0.0111

	WHP106
	FBN1
	NM_000138.4
	c.385T>C
	p.C129R
	-
	-
	-
	-

	WHP107
	ZNF423
ZNF423
	NM_015069.2
NM_015069.2
	c.1801G>A
c.1537G>A
	p.A601T
p.G513S
	-
0.000998
	-
0.0002
	-
-
	-
0.0002

	WHP108
	AGXT
AGXT
OCRL
	NM_000030.2
NM_000030.2
NM_000276.3
	c.557C>T
c.590G>A
c.808G>A
	p.A186V
p.R197Q
p.D270N
	0.026158
0.025959
-
	0.0111
0.0111
-
	0.0007
0.0007
-
	0.0114
0.0114
-

	WHP109
	NOTCH3
	NM_000435.2
	c.505C>T
	R169C
	-
	-
	-
	-

	WHP110
	PPT1
PPT1
	NM_000310.3
NM_000310.3
	c.722C>T
CDS9 deletion
	p.S241L

	-
N.A.
	1.22E-05
N.A.
	-
N.A.
	2.47E-05
N.A.

	WHP111
	MMACHC
MMACHC
	NM_015506.2
NM_015506.2
	c.82-2A>G
c.463G>C
	
p.G155R
	-
-
	-
-
	-
-
	-
-

	WHP112
	PKD1
	NM_001009944.2
	c.7288C>T
	p.R2430*
	-
	-
	-
	-

	WHP113
	PMP22
	NM_153322.1
	Whole gene duplication
	
	N.A.
	N.A.
	N.A.
	N.A.

	WHP114
	FBN1
	NM_000138.4
	c.5839T>C
	p.C1947R
	-
	-
	-
	-

	WHP115
	COL4A5
	NM_033380.2
	c.262C>T
	p.P88S
	-
	7.32E-05
	-
	0.0001

	WHP116
	PMP22
	NM_153322.1
	Whole gene duplication 
	
	N.A.
	N.A.
	N.A.
	N.A.

	WHP117
	PKHD1
PKHD1
	NM_138694.3
NM_138694.3
	c.9455delA
c.5231A>G
	p.N3152Tfs*10
p.N1744S
	-
-
	-
2.85E-05
	-
-
	-
2.53E-05

	WHP118
	TTC21B
TTC21B
	NM_024753.4
NM_024753.4
	c.1552T>C
c.895T>C
	p.C518R
p.C299R
	-
0.0002
	-
3.34E-05
	-
-
	-
3.92E-05

	WHP119
	PMP22
	NM_153322.1
	Whole gene duplication
	
	N.A.
	N.A.
	N.A.
	N.A.

	WHP120
	CLCN1
	NM_000083.2
	c.847C>T
	p.L283F
	-
	-
	-
	-

	WHP121
	DCTN1
	NM_004082.4
	c.1588G>A
	p.V530M
	-
	4.06E-06
	-
	-

	WHP122
	AVPR2
	NM_000054.4
	whole gene deletion
	
	N.A.
	N.A.
	N.A.
	N.A.

	WHP123
	COL4A3
	NM_000091.4
	c.1106G>A
	p.G369D
	-
	-
	-
	-

	WHP124
	CFHR1
CFHR3
	NM_002113.2
NM_021023.5
	CDS2-6 deletion;
Whole gene duplication
	

	N.A.
N.A.
	N.A.
N.A.
	N.A.
N.A.
	N.A.
N.A.

	WHP125
	SLC12A3
SLC12A3
	NM_000339.2
NM_000339.2
	c.1856G>A
c.2451_2458delCCCCAAGG
	p.G619D
p.K819Gfs*26
	-
-
	-
-
	-
-
	-
-

	WHP126
	COL4A5
	NM_033380.2
	c.5038C>T
	p.R1680*
	-
	-
	-
	-

	WHP127
	NOTCH3
	NM_000435.2
	c.472G>A
	p.D158N
	0.0002
	3.71E-05
	-
	3.55E-05

	WHP128
	MKS1
MKS1
	NM_017777.3
NM_017777.3
	c.1601G>A
c.323G>A
	p.R534Q
p.R108H
	0.000799
0.000599
	0.0002
0.0001
	-
8.40E-05
	0.0003
0.0002

	WHP129
	PAX2
	NM_003990.3
	c.418C>T
	p.R140W 
	-
	4.78E-06
	-
	-

	WHP130
	MPZ
	NM_000530.6
	c.308G>C
	p.G103A 
	-
	-
	-
	-

	WHP131
	NOTCH3
	NM_000435.2
	c.1010A>G
	p.Y337C
	-
	-
	-
	-

	WHP132
	TTC21B
TTC21B
	NM_024753.4
NM_024753.4
	c.1897C>T
c.1552T>C
	p.Q633*
p.C518R
	-
-
	-
-
	-
-
	-
-

	WHP133
	IMPAD1
IMPAD1
	NM_017813.4
NM_017813.4
	c.700G>T
CDS4-5 deletion
	p.E234*

	-
N.A.
	-
N.A.
	-
N.A.
	-
N.A.

	WHP134
	COL4A5
	NM_033380.2
	c.465+5G>T
	
	-
	-
	-
	-

	WHP135
	COL4A4
	NM_000092.4
	c.2311G>A
	p.G771R
	-
	4.06E-06
	-
	-

	WHP136
	COL4A4
	NM_000092.4
	c.4333+2T>C
	
	-
	4.06E-06
	-
	8.30E-06

	WHP137
	AVPR2
	NM_000054.4
	c.409C>T
	p.R137C
	-
	5.81E-06
	-
	1.15E-05

	WHP138
	SLC26A3
SLC26A3
	NM_000111.2
NM_000111.2
	c.386C>T
c.270_271insAA
	p.P129L
p.G91Kfs*3 
	-
-
	1.63E-05
-
	-
-
	2.47E-05
-

	WHP139
	COL4A3
COL4A4
	NM_000091.4
NM_000092.4
	c.4664C>T
c.870G>T
	p.A1555V
p.K290N
	0.000399
-
	4.88E-05
-
	8.10E-05
-
	4.15E-05
-

	WHP140
	AGXT
	NM_000030.2
	c.1015delG
	p.V339Sfs*2
	-
	-
	-
	-

	WHP141
	SLC12A1
SLC12A1
	NM_000338.2
NM_000338.2
	c.463G>A
c.3207G>T
	p.G155S
p.L1069F
	0.0002
-
	0.0002
0.0002
	7.70E-05
-
	0.0002
0.0002

	WHP142
	SLC3A1
	NM_000341.3
	c.1332+2T>A
	
	-
	8.13E-06
	-
	8.25E-06

	WHP143
	SETX
	NM_015046.5
	c.7114G>A
	p.D2372N
	0.008387
	0.006
	7.70E-05
	0.0056

	WHP144
	CHM
GUCY2D
	NM_000390.2
NM_000180.3
	c.1456_1457insG
c.2375C>T
	p.A486Gfs*6
p.P792L
	-
-
	-
2.85E-05
	-
-
	-
8.26E-06

	WHP145
	NTRK1
NTRK1
	NM_002529.3
NM_002529.3
	c.851-33T>A
c.1805G>A
	
p.R602Q
	-
-
	3.45E-05
-
	-
-
	3.35E-05
-

	WHP146
	COL4A5
	NM_033380.2
	c.3125G>T
	p.G1042V
	-
	-
	-
	-

	WHP147
	SLC7A9
INF2
	NM_014270.4
NM_022489.3
	c.829G>A
c.1372C>T
	p.V277M
p.P458S
	0.000998
-
	0.0006
0.0017
	0.0002
-
	0.0005
0.0004

	WHP148
	GAA
GAA
	NM_000152.3
NM_000152.3
	c.953T>A
c.2184delC
	p.M318K
p.L729Wfs*35
	-
-
	-
-
	-
-
	-
-

	WHP149
	PMP22
	NM_000304.2
	CDS2-4 duplication
	
	N.A.
	N.A.
	N.A.
	N.A.

	WHP150
	LPIN1
	NM_145693.2
	c.357_358insCT
	p.K121Terfs*1
	-
	-
	-
	-

	WHP151
	FANCI
FANCI
	NM_001113378.1
NM_001113378.1
	c.286G>A
c.3457C>G
	p.E96K
p.L1153V
	0.002796
0.000399
	0.0017
2.03E-05
	0.0002
-
	0.0016
1.65E-05

	WHP152
	RS1
	NM_000330.3
	c.214G>A
	p.E72K
	-
	1.68E-05
	-
	1.14E-05


“-" means the population frequency in the database is not found.


