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MOH Panel (v34)

| DVIT DY01 DI 827 1 012 285 17T |

2p21 (D'VIT D01 D"V 4)
Hypotonia-cystinuria syndrome

2p21del_PPM1B_3p_SLC3A1_5p LOSS, 2p21del_PPM1B_Exon2-6 LOSS, 2p21del_PREPL_Exon1-15 LOSS, 2p21del_SLC3A1_Exon2-9 LOSS

ABCA4 (D'VIT D011 D"12'W 1)
Stargardt disease 1 including Cone-rod dystrophy 3

c.834delT

ABCB11 (D'VIT 07011 DV1Y'W 1)
Cholestasis; progressive familial intrahepatic 2

€.3268C>T

ABCCS8 (D'VIT' D012 D”1'W 3)
Hyperinsulinemic hypoglycemia, familial, 1

€.2506C>T, €.3989-9G>A, c.4160_4162delTCT

ACADVL (D'VIT' 0"01] DV11'Y 3)
Very long-chain acyl-CoA dehydrogenase (VLCAD) deficiency

€.1096C>T, c.65C>A, ¢.799_802delGTTA

ACP5 (D'VIT D011 D”1I'W 1)
Spondyloenchondrodysplasia with immune dysregulation

€.325G>A

ACSF3 (D'VIT' D701 D'II'Y 2)
Combined malonic and methylmalonic aciduria

c.1411C>T, €. 1412G>A

ADAMTS2 (D'VIT D701 D7IYW 1)
Ehlers-Danlos syndrome, type VII-C

c.673C>T

AGL (D'VIT D01 D'V 2)
Glycogen storage disease llla/lllb (Cori or Forbes disease)

€.3911dupA, c.4455delT

AGXT (D'VIT 0”011 D'I'W 5)
Hyperoxaluria, primary, type 1

C.121G>A, ¢.33_34insC, c.358+1G>A, c.584T>G, c.997A>T

AHSG (D'VIT 0”012 D"1'Y 1)
c.950G>A

AIMP1 (D'VIT' 07012 D712'W 1)
Leukodystrophy, hypomyelinating, 3

€.292_293del

AIRE (D'VIT 0”012 D"1)'Y 2)
Autoimmune polyendocrinopathy syndrome, type I, with or without reversible metaphyseal dysplasia

C.254A>G, c.47C>T

ALDOB (D'VIT' 0”01] DMIY 2)
Hereditary fructose Intolerance

€.448G>C, c.524C>A
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ALPL (D'VIT D012 D"ID'W 2)
Hypophosphatasia, infantile

c1171C>T, ¢.1348C>T

AMT (D'viIT D"002 D"IY'W 1)
Glycine encephalopathy (AMT-related)

c.125A>G

AP4M1 (D'VIT D701 DI 1)
c.203del

AQP2 (D'VIT' D"012 D"I'Y 1)
Diabetes insipidus, nephrogenic

c.83T>C

ARL6 (D'VIT D"01] D"12'W 1)
Bardet-Biedl syndrome 3

€.364C>T

ARSA (D'VIT D012 D"1I'W 7)
Metachromatic leukodystrophy

c.1136C>T, €.2117>G, ¢.292_293delTCinsCT, c.465+1G>A, c.47G>A, ¢.542T>G, ¢.827C>T

ASL (D'vIT D701 DPIY'Y 1)
Argininosuccinic aciduria

c.346C>T

ASNS (D'VIT D011 D"1'Y 1)
Asparagine synthetase deficiency

c.1084T>G

ASPA (D'VIT D012 D"II'Y 3)
Canavan disease

C.693C>A, c.854A>C, c.914C>A

ATM (D'YIT 07012 DV 1D'Y 28)
Ataxia-telangiectasia

€.103C>T, c.1339C>T, ¢.2284_2285delCT, c.3245_3247delinsTGAT, c.3576G>A, c.368del, c.497del17514bp_Exon10-11 LOSS, c.497del17514bp_Exon12-16 LOSS, c.497del17514bp_Exon17-18
LOSS, c.497del17514bp_Exon19-22 LOSS, c.497del17514bp_Exon23-24 LOSS, c.497del17514bp_Exon25-26 LOSS, c.497del17514bp_Exon27 LOSS, c.497del17514bp_Exon29-31 LOSS,
€.497del17514bp_Exon32-33 LOSS, c.497del17514bp_Exon34 LOSS, c.497del17514bp_Exon35-36 LOSS, c.497del17514bp_Exon38 LOSS, c.497del17514bp_Exon40-43 LOSS,
€.497del17514bp_Exon44-45 LOSS, c.497del17514bp_Exon46-49 LOSS, c.497del17514bp_Exon50 LOSS, c¢.497del17514bp_Exon51-54 LOSS, ¢.497del17514bp_Exon55-56 LOSS,
€.497del17514bp_Exon7 LOSS, c.497del17514bp_Exon8-9 LOSS, ¢.6672_6680delGGCTCTACGINSCTC, ¢.7241_7244delAAGC

ATP5MD (D'VIT 07011 D"IYW 1)
c.87+1G>C

ATP7B (D'VIT 001] D”II'Y 16)
Wilson disease

€.1340_1343delAAAC, ¢.1544G>A, ¢.1639delC, c.1934T>G, ¢.2293G>A, ¢.2336G>A, €.2337G>A, ¢.2817G>T, c.3191A>C, ¢.3207C>A, ¢.3451C>T, ¢.3551T>C, ¢.3649_3654delGTTCTG, c.3659C>T,
€.3784G>T, c.845delT

B4GALT1 (0'VIT 07012 D"1II'W 1)
Congenital disorder of glycosylation, type Iid

c61CT

BBS2 (D'VIT' 0”01 DMWY 4)
Bardet-Biedl syndrome 2

€.1895G>C, €.224T>G, c.311A>C, c.401C>G

BBS4 (D'VIT 0011 DVIY'W 3)
Bardet-Biedl syndrome 4

€.884G>C, exon 3-4 del_Exon3 LOSS, exon 3-4 del_Exon4 LOSS

11072 {727 W'V '01n (1D
TN ,52621 NIWN TN
035303060 1970 | 035302914 oOy79




BCKDHA (0'vIT 07012 D71'W 1)
Mabple syrup urine disease, type la

c.859C>T

BCKDHB (0'VIT' 07011 D"11'Y 3)
Maple syrup urine disease, type Ib

¢.1016C>T, ¢.356T>G, ¢.548G>C

BLM (D'YIT 07012 DVII'W 2)
Bloom syndrome

€.2207_2212delATCTGAINSTAGATTC, ¢.2407dupT

BLOC1S6 (D'VIT 0011 D1 1)
Hermansky-Pudlak syndrome 9

¢.318_320delinsAT

BSND (D'VIT 07011 D"ID'W 1)
Bartter syndrome, type 4a

€.28G>A

BTD (D'VIT' D011 DMV 1)
Biotinidase Deficiency

c.100G>A
C8ORF37 (0'VIT 07011 DIYW 1)
Retinitis pigmentosa 64

C.545A>G

CAPN3 (D'VIT D701 DI 2)
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Muscular dystrophy, limb-girdle, autosomal recessive 1

€.2257G>A, c.367C>A

CASQ2 (n'viT D01 0"iyYw 1)

Ventricular tachycardia, catecholaminergic polymorphic, 2

€.919G>C

CC2D1A (D'VIT D01] D'V 4)
Mental retardation; autosomal recessive 3

IVS13-16DEL_Exon12 LOSS, IVS13-16DEL_Exon13-14 LOSS, IVS13-16DEL_Exon14 LOSS, IVS13-16DEL_Exon15-17 LOSS

CCDC174 (D'vIT 0”01 D"IY'W 1)

Severe hypotonia-psychomotor developmental delay-strabismus-cardiac septal defect syndrome

c.1404A>G

CDAN1 (D'VIT' 07012 D1Y'W 1)
Dyserythropoietic anemia, congenital, type la

c.3124C>T

CDH23 (D0'VIT' D012 D'I'Y 2)
Deafness, autosomal recessive 12

€.5749G>A, c.7903G>T

CEP152 (D'VIT' D012 D1V 1)
Microcephaly 9, primary, autosomal recessive

€.2281-2A>G

CEP290 (D'VIT' D011 D"1'W 2)
Ciliopathy

c.1225delA, c.1666delA

CERKL (D'VIT D701 D1D'W 1)
Retinitis pigmentosa 26

C.238+1G>A(IVS1_G-A_+1)
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CFH (o'viT ovo1a 0"i'w 1)
Complement factor H deficiency

€.3673_3696del

CFTR (D'VIT' D702 D"'1Y'W 73)
Cystic fibrosis

Exon 19-21 del_Exon19-20 LOSS, Exon 19-21 del_Exon21 LOSS, ¢.1000C>T, ¢.1001G>A, ¢.1040G>C, c.1079C>A/c.1075C>A, ¢.1327G>T, c.1364C>A, ¢.1367T>C, ¢.1418delG, c.1466C>A,
€.1516_1518delATC, ¢.1521_1523delCTT, c.1545_1546delTA, c.1558G>T, c.1585-1G>A, c.1624G>T, c.1646G>T, c.1647T>G, c.1652G>A, c.1657C>T, c.1679G>C, €.1680-1G>A, c.1736A>G,
€.1766+1G>A, ¢.2051_2052delAAinsG, c.2052del, c.2052dupA, c.2125C>T, c.254G>A, €.2657+5G>A, €.273+1G>A, ¢.274G>T, ¢.2834C>T, ¢.2856G>C, €.2988+1G>A, €.2989-1G>A, €.3205G>A,
€.3266G>A, €.3276C>A, €.3276C>G, €.3299A>C, ¢.3472C>T, ¢.3484C>T, ¢.3485G>T, €.349C>T, €.350G>A, ¢.3528delC, ¢.3587C>G, ¢.358G>A, €.3700A>G, ¢.3717+12191C>T, ¢.3731G>A,
€.3764C>A, c.3773dupT, c.3846G>A, ¢.3883_3886delATTT, c.3909C>G, c.4046G>A, c.413_415dup, c.416A>C, c.4251del, c.4364C>G, c.4426C>T, c.489+1G>T, c.523A>G, c.54-
5940_273+10250del21kb, .579+1G>T, c.658C>T, c.675T>A, c.761delA, c.892delA, ¢.935_937delTCT

CHRNE (D'VIT' D012 D"1)'WY 3)
Myasthenic syndrome, congenital, 4C, associated with acetylcholine receptor deficiency

¢.1161_1162insT, c.1319_1326+15del, c.1353dupG

CLCN1 (D'VIT 0”012 OV’ 2)
Myotonia congenita; recessive

C.1444G>A, c.1586C>T

CLCNKB (D0'VIT' 0011 D"1)'Y 2)
Bartter syndrome, type 3

C.1313G>A, c.1830G>A

CLNS8 (D'vIT' D012 D”IY'W 1)
Neuronal Ceroid-Lipofuscinosis (CLN8-Related)

€.766C>G

CLRN1 (D'vIT D012 D"I'W 3)
Usher syndrome, type 3A

€. 144T>G, ¢.349_358del, ¢.528T>G

CNGAS3 (D'VIT 0012 D"IY'Y 2)
Achromatopsia, type 2

€.1585G>A, ¢.940_942del

CNGB1 (D'VIT 07011 D"’1'Y 2)
€.2284C>T, c.2957A>T

COL11A1 (D'VIT 0701 DVIYW 1)
€.4367G>T

COL11A2 (0'vIT' D701 D"I'W 1)
Otospondylomegaepiphyseal dysplasia

€.3991C>T

COL6A2 (0'VIT' 0011 DV1IW 1)
c.1402C>T

COLQ (D'vIT D01 DVIY'Y 3)
Congenital myasthenic syndrome 5

€.1228C>T, ¢.718G>T, ¢.788InsC

CPS1 (D'VIT 0701 D71'W 4)
Carbamoylphosphate synthetase | deficiency

€.3265C>T, €.3392C>T, ¢.3558+1G>C, c.4101+2T>C

CPT1A (D'VIT' D011 D"ID'W 1)
Carnitine palmitoyltransferase deficiency, hepatic, type IA

c.1361A>G
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CPT2 (D'viIT 0”012 D"IY'W 1)
Carnitine palmitoyltransferase deficiency, hepatic, type Il, infantile,lethal neonathal

€.1239_1240delGA

CRADD (D'vIT 0”011 D"IYW 1)
Autosomal recessive non-syndromic intellectual disability

€.52_59delGCAGAGGT

CRB1 (D'VIT D011 D' 4)
Leber congenital amaurosis 8

C.1148G>A, c.1576C>T, c.4121_4130delCAACTCAGGG, c.498_506del

CRB2 (D'VIT 0011 D”1'W 2)
Ventriculomegaly with cystic kidney disease

€.1928A>C, ¢.2400C>G

CRPPA (D'VIT' D"012 D12'W 1)
Limb-Girdle Muscular Dystrophy (CRPPA-related)

c.165dupG

CTNS (D'VIT 0”01 D"IIW 1)
Cystinosis, nephropathic

c.1015G>A

CTSK (D'VIT 07012 D"1'W 1)
Pycnodysostosis

C.990A>G

CYP11B1 (D'VIT 0”011 DMWY 1)
Adrenal hyperplasia, congenital, due to 11-beta-hydroxylase deficiency

c.1343G>A

CYP1B1 (D'VIT D011 D"II'W 2)
Glaucoma 3A, primary open angle, congenital, juvenile, or adult onset

€.1405C>T, c.182G>A

CYP27A1 (D'VIT 0”01 D'II'Y 3)
Cerebrotendinous xanthomatosis

c.355delC, c.819delT, c.845-1G>A

DBT (D'VIT D01] D"1'Y 2)
Maple syrup urine disease, type Il

€.1064T>C, c.581C>G

DCLRE1C (D'VIT 0”011 D1'Y 2)
Omenn syndrome/Severe combined immunodeficiency, Athabascan type

€.1299_1306dupAGGATGCT, c.310G>A

DDHD2 (D0'vIT D012 D"12'W 1)
€.94_101dupGATGCTGG

DDRGK1 (D'VIT D012 D71IY'W 1)
c.408+1G>A

DDX11 (0'VIT D012 D"1I'W 1)
Warsaw breakage syndrome

€.1763-1G>C

DFNB59 (D'vIT 07012 DIYW 1)
Deafness autosomal recessive 59

c.406C>T
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DGUOK (D'viT nruiaa 0”iyw 1)
Mitochondrial DNA depletion syndrome 3 (hepatocerebral type)

c.255delA

DHCR24 (D'vIT D012 D”IY'W 1)
Desmosterolosis

c.307C>T

DHCR7 (D'VIT' D”01] D"II'Y 6)
Smith-Lemli-Opitz syndrome

€.1210C>T, c.452G>A, c.506C>T, c.725G>A, €.755A>G, €.964-1G>C

DHDDS (0'VIT 07011 071Y'W 1)
Retinitis pigmentosa 59

c.124A>G

DLD (D'VIT D012 D”1)'Y 3)
Dihydrolipoamide dehydrogenase deficiency

c.1123G>A, c.1436A>T, c.685G>T

DMD (0'VIT 07012 D"1'Y 156)
Duchenne muscular dystrophy

Exon1 GAIN, Exon1 LOSS, Exon10 GAIN, Exon10 LOSS, Exon11 GAIN, Exon11 LOSS, Exon12 GAIN, Exon12 LOSS, Exon13 GAIN, Exon13 LOSS, Exon14-15 GAIN, Exon14-15 LOSS, Exon16
GAIN, Exon16 LOSS, Exon17 GAIN, Exon17 LOSS, Exon18 GAIN, Exon18 LOSS, Exon19 GAIN, Exon19 LOSS, Exon2 GAIN, Exon2 LOSS, Exon20 GAIN, Exon20 LOSS, Exon21 GAIN, Exon21
LOSS, Exon22 GAIN, Exon22 LOSS, Exon23 GAIN, Exon23 LOSS, Exon24 GAIN, Exon24 LOSS, Exon25 GAIN, Exon25 LOSS, Exon26 GAIN, Exon26 LOSS, Exon27 GAIN, Exon27 LOSS, Exon28
GAIN, Exon28 LOSS, Exon29 GAIN, Exon29 LOSS, Exon3 GAIN, Exon3 LOSS, Exon30 GAIN, Exon30 LOSS, Exon31 GAIN, Exon31 LOSS, Exon32 GAIN, Exon32 LOSS, Exon33 GAIN, Exon33
LOSS, Exon34 GAIN, Exon34 LOSS, Exon35 GAIN, Exon35 LOSS, Exon36 GAIN, Exon36 LOSS, Exon37 GAIN, Exon37 LOSS, Exon38 GAIN, Exon38 LOSS, Exon39 GAIN, Exon39 LOSS, Exon4
GAIN, Exon4 LOSS, Exon40 GAIN, Exon40 LOSS, Exon41 GAIN, Exon41 LOSS, Exon42 GAIN, Exon42 LOSS, Exon43 GAIN, Exon43 LOSS, Exon44 GAIN, Exon44 LOSS, Exon45 GAIN, Exon45
LOSS, Exon46 GAIN, Exon46 LOSS, Exon47 GAIN, Exon47 LOSS, Exon48 GAIN, Exon48 LOSS, Exon49 GAIN, Exon49 LOSS, Exon5 GAIN, Exon5 LOSS, Exon50 GAIN, Exon50 LOSS, Exon51
GAIN, Exon51 LOSS, Exon52 GAIN, Exon52 LOSS, Exon53 GAIN, Exon53 LOSS, Exon54 GAIN, Exon54 LOSS, Exon55 GAIN, Exon55 LOSS, Exon56 GAIN, Exon56 LOSS, Exon57 GAIN, Exon57
LOSS, Exon58 GAIN, Exon58 LOSS, Exon59 GAIN, Exon59 LOSS, Exon6 GAIN, Exon6 LOSS, Exon60 GAIN, Exon60 LOSS, Exon61 GAIN, Exon61 LOSS, Exon62 GAIN, Exon62 LOSS, Exon63
GAIN, Exon63 LOSS, Exon64 GAIN, Exon64 LOSS, Exon65 GAIN, Exon65 LOSS, Exon66 GAIN, Exon66 LOSS, Exon67 GAIN, Exon67 LOSS, Exon68 GAIN, Exon68 LOSS, Exon69 GAIN, Exon69
LOSS, Exon7 GAIN, Exon7 LOSS, Exon70 GAIN, Exon70 LOSS, Exon71 GAIN, Exon71 LOSS, Exon72 GAIN, Exon72 LOSS, Exon73 GAIN, Exon73 LOSS, Exon74 GAIN, Exon74 LOSS, Exon75
GAIN, Exon75 LOSS, Exon76 GAIN, Exon76 LOSS, Exon77 GAIN, Exon77 LOSS, Exon78 GAIN, Exon78 LOSS, Exon79 GAIN, Exon79 LOSS, Exon8 GAIN, Exon8 LOSS, Exon9 GAIN, Exon9 LOSS

DNAH11 (0'VIT' 07011 D71’ 2)
Primary ciliary dyskinesia, type 7

c.11929G>T, ¢.7267-1G>T

DNAHS (D'vIT D012 0D7IY'Y 2)
Ciliary dyskinesia, primary, 3, with or without situs inversus

€.13432_13435delCACT, c.8011-2A>G

DOCKS (D'vIT 07012 0D7"IY'W 1)
Hyper-IgE recurrent infection syndrome

c.5132C>A

DOLK (0'vIT' 0”012 071w 1)
Congenital disorder of glycosylation, type Im

c.912G>T

DYSF (D'VIT' 0"01) DMI'W 3)
Muscular dystrophy, limb-girdle, type 2B

€.2779delG, c.4741C>T, c.4872_4876delGCCCGinsCCCC

ECEL1 (D'VIT D01 D" 1'W 1)
Distal arthrogryposis, type 5D

€.110_155del

EOGT (D'VIT D012 D"1I'W 1)
Adams-Oliver syndrome

c.1074delA
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EPCAM (D'VIT' D01 D"1I'W 1)
Hereditary nonpolyposis colorectal cancer/Lynch Syndrome

exon 1-9 Del LOSS

ERBB3 (D'VIT' D011 D"1I'W 1)
Lethal congenital contractural syndrome 2

c.1184-9A>G

ERCC2 (D'vIT D012 D"IY'W 1)
Xeroderma pigmentosum, group D

€.2048G>A

ERCC3 (D'VIT 07012 DII'W 1)
Xeroderma pigmentosum, group B

€.325C>T

ERCCS5 (D'VIT' D011 D"IY'Y 1)
Xeroderma pigmentosum, group G/Cockayne syndrome

€.205C>T

ERCC6 (D'VIT' D012 D"1'W 1)
Cockayne syndrome

c.1034insT

ERCC8 (D'VIT’ 0011 0”1’V 3)
Cockayne, type A

€.37G>T, c.843+1G>C, c.966C>A

ETFDH (D'VIT 07012 D71V 1)
Glutaric aciduria type 11C

c.1084G>A

EYS (D'VIT D01 D"1'Y 7)
Retinitis pigmentosa 25

DEL:chr6-65366279-65743530_Exon4-5 LOSS, DEL:chr6-65366279-65743530_Exon6-8 LOSS, DEL:chr6-65366279-65743530_Exon9-11 LOSS, c.403_423delinsC , €.8155_8156delCA,
€.9286_9295del10, c.9405T>A

F7 ('viIT 07012 071w 1)
Factor VIl deficiency

€.1256C>T

FAH (D'VIT D002 D1’V 4)
Tyrosinemia, type |

€.1062+5G>A, ¢.554-1G>T, ¢.707-1G>C, c.782C>T

FAM161A (D'VIT 0701] DY 2)
Retinitis pigmentosa 28

€.1355_1356delCA, c.1567C>T

FANCA (D'VIT 0”011 D"1'Y 7)
Fanconi anemia, complementation group A

€. 189+1G>A, ¢.2172_2173insG, ¢.3382C>T, ¢.3788_3790del, c.4261-2A>C, c.4275delT, c.891_893+1del

FANCC (D'VIT D012 D”12'W 5)
Fanconi anemia, complementation group C

€.1642C>T, ¢.37C>T, c.456+4A>T, ¢.553C>T, c.67del

FERMT1 (D'VIT 07012 DVIYW 1)
Kindler syndrome

g.711-1241del LOSS
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FKRP (D'VIT' D012 D"1'W 1)
Muscular dystrophy-dystroglycanopathy (limb-girdle), type C, 5

c.160C>T

FKTN (D’'viT D"002 D"IY'W 1)
Muscular dystrophy-dystroglycanopathy (congenital with brain and eye anomalies), type A, 4

c.1167dupA

FMR1 (D'VIT D012 DVII'W 1)
Fragile X syndrome

€.-128_-126GGC(n)

FRMD4A (0'VIT 0012 D"1'W 1)
Cornelia de Lange like (Birk Flusser) syndrome

€.2134_2146dupCTGGAGTCCCAGG

G6PC (D'VIT' D012 D"1)'W 6)
Glycogen storage disease la (von Gierke disease)

€.1039C>T, ¢.247C>T, ¢.248G>A, c.508C>T, ¢.562G>A, ¢.562G>C

GAA (D'VIT D011 D"12'Y 4)
Glycogen storage disease Il (Pompe disease)

€.1064T>C, c.1210G>A, c.1942G>A, ¢.340_341insT

GALC (D'VIT 07012 D”1'W 2)
Krabbe disease

€.1630G>A, c.1796T>G

GALT (D'VIT' D011 D"1'W 6)
Galactosemia

5.5-KB_DEL chr9:g.34645658-34651233del LOSS, ¢.253-2A>G, c.563A>G, c.590A>G, c.667C>T, c.855G>T

GATC (0'vIT D01 0"1Y'W 1)
Combined oxidative phosphorylation deficiency 42

€.233T>G

GBA (D'VIT D012 D"IY'W 7)
Gaucher disease, type |

C115+1G>A, ¢.1226A>G, ¢.1297G>T, ¢.1342G>C, ¢.1448T>C, c.1604G>A, c.84dupG

GCDH (D'yIT 07012 D" 1YW 3)
Glutaricaciduria, type |

€.1173delG, c.301G>A, c.505+1G>A

GH1 (0'yIT D012 D71Y'W 1)
Growth hormone deficiency, isolated, type IA (GH1-related)

C.456+5G>C

GJB2 (D'VIT 0’012 D"IY'W 9)
Deafness, autosomal recessive 1

€.-23+1G>A, c.109G>A, c.167delT, ¢.229T>C, c.269T>C, c.35delG, c.51del12insA, c.614T>C, c.71G>A

GJB6 (D'VIT 0L 0"IYW 1)
Deafness, autosomal recessive 1

342Kb del(GJB6-D1351830) LOSS

GLDC (D'VIT 07011 D"1'W 3)
Glycine encephalopathy (GLDC-related)

€.2531T>G, ¢.2607C>A, c.2T>C

GMPPA (D'VIT 0”012 DVIYW 1)
c.1000A>C
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GNE (D'VIT D012 D"IY'W 2)
Inclusion body myopathy, autosomal recessive

€.2135T>C, c.529C>A

GNPTG (D'vIT D01 D7IYW 1)
Mucolipidosis Ill gamma

¢.500insC

GPR56 (D'VIT' D701 D"I'Y 1)
Polymicrogyria

c.1167+3G>C

GUCY2D (D'VIT 0”011 DV1'Y 2)
Leber congenital amaurosis 1

€.2129C>T, c.389delC

HEXA (D'vIT 07012 D"1)'W 12)
Tay-Sachs disease

€1274_1277insTAT, c.1421+1G>C, ¢.1528C>T, c.459+2dupT, c.496delC, c.509G>A, c.571-2A>G, c.749G>A, c.749G>T, ¢.805G>A, ¢.835T>C, ¢.910_912delTTC

HEXB (D'VIT 07012 D"1'W 1)
Sandhoff disease, infantile, juvenile, and adult forms

c.1082+5G>A

HMGCL (D'VIT 07011 D"1'W 1)
HMG-CoA lyase deficiency

c.122G>A

HOGA1 (D'VIT 0”01 07I'Y 1)
Hyperoxaluria, primary, type Il

€.944_946delAGG

HPD (D'VIT 07012 D"1'W 1)
Tyrosinemia, type Il

c.415(-1)G>A

HSD17B4 (D'viT 0”012 07IY'W 1)
D-bifunctional protein deficiency

€.944-1G>A

HSPD1 (D'VIT' 0”012 D"I'W 1)
Leukodystrophy, hypomyelinating, 4

C.86A>G

IDUA (D'VIT 07012 D71 1)
Mucopolysaccharidosis |h

c.1096A>C

IGHMBP2 (0'VIT 07012 D"1)'W 2)
Neuronopathy, distal hereditary motor, type VI

c.114delA, c.707T>G

IKBKAP (D'VIT 07012 D"1I)'Y 2)
Dysautonomia, familial

€.2087G>C, ¢.2204+6T>C

IL10RA (D'VIT 0011 D"1V'W 1)
Inflammatory bowel disease 28; early onset; autosomal recessive

c.537G>A

IL7R (D'VIT' D012 D"1'Y 2)

€.120C>G, ¢.222T>G
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INSR (D'VIT D012 D”1'W 1)
Leprechaunism

c.167T>C

INVS (0'VIT 07012 D"1'W 1)
Nephronophthisis 2, infantile

c.2719C>T

ITGB4 (D'vIT D012 D1Y'W 1)
Epidermolysis bullosa; junctional; with pyloric atresia

€.3279_3793+180del LOSS

IVD (D'VIT D012 DV 1YY 4)
Isovaleric acidemia

C.148C>T, €.286+2T>C, c.456+2T>C, c.932C>T

KCNJ1 (D'VIT D012 D”1'W 2)
c.1076T>G, c.658C>T

KRT14 ('VIT' 07012 D"1I'W 1)
Autosomal recessive epidermolysis bullosa simplex

c.915G>A

KY (o'viT o7on o"i'w 1)

€.51_52insTATCGACATGTGCTGTATCTATCGACAT(28)

LAMA2 (D'VIT D012 D7ID'Y 4)
Limb-Girdle Muscular Dystrophy (LAMA2-related)

€.3718C>T, c.5259delA, c.8665G>A, ¢.8689C>T

LAMA3 (D'VIT D011 D1’ 2)
Epidermolysis bullosa, junctional, Herlitz type (LAMA3-related)

€.1981C>T, c.2975delA

LAMBS3 (D'VIT' 07012 D1Y'W 2)
Epidermolysis bullosa, junctional, Herlitz type (LAMB3-related)

C.124C>T, €.3247C>T

LIFR (D'VIT D002 D"IY'W 1)
Stuve-Wiedemann syndrome/Schwartz-Jampel type 2 syndrome

€.2472_2476delTATGT

LIPA (D'VIT 07011 D'1I'W 2)
Wolman disease

€.260G>T, c.398delC

LONP1 (D'VIT 0”011 D"1'W 2)
CODAS syndrome

€.1939G>A, ¢.2009C>T

LTBP3 (D'VIT D012 D”I'W 1)

C.1346-1G>A

MADD (0'yIT 07012 D"1IW 1)
DEEAH syndrome

€.2816+1G>A

MAN1B1 (D'VIT 07022 D712 1)
Mental retardation; autosomal recessive 15

c.1863G>A
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MAN2B1 (0'VIT 07011 D"1'W 1)
Alpha-Mannosidosis

CASAA>T

MCOLN1 (D'vIT 07012 D7IY'Y 4)
Mucolipidosis IV

€.1207C>T, c.406-2A>G, c.874_788del6433 LOSS, c.964C>T

MECR (D'VIT D"02) DVI)'Y 2)
€.695G>A, ¢.830+2dupT

MED17 (D'vIT D001 D"IY'W 1)
Microcephaly, postnatal progressive, with seizures and brain atrophy

c.11127>C

MED25 (D'VIT 07011 D7IYW 1)
Basel-Vanagait-Smirin-Yosef syndrome

c.116A>G

MICOS13 (o'viT D701 D"1IYW 1)
c.44delG

MLC1 (D'vIT D011 D"ID'Y 2)
Megalencephalic leukoencephalopathy with subcortical cysts

c.176G>A, c.274C>T

MMACHC (o'viT 0701 07w 1)
Cobalamin C disease

c.271dupA

MMUT (0'VIT 07021 D712 1)
Methylmalonic acidemia

c.1091A>C

MOCS1 (0'VIT 07011 D71'W 1)
Molybdenum cofactor deficiency A

c.971G>A

MOCS2 (D'VIT 07011 DVIYY 1)
Molybdenum cofactor deficiency B

€.226G>A

MPL (D'VIT D012 D?1I'W 1)
Congenital amegakaryocytic thrombocytopenia

C.79+2T>A

MRE11 (D'VIT 07011 D712V 1)
Ataxia-telangiectasia-like disorder

C.290A>G

MTHFR (D'VIT D701) DV1Y 2)
Homocystinuria due to MTHFR deficiency

c.16delA, c.474A>T

MYBPC1 (D'VIT 07012 DY 1)
Lethal congenital contracture syndrome 4

€.952C>T

MYO15A (D'VIT D012 D"II'Y 4)
Deafness, autosomal recessive 3

C.4198G>A, c.8183G>A, c.8467G>A, c.9861C>T
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MYO7A (0'VIT 07011 D"11'Y 9)
Usher syndrome, type 1B

C.1190C>A, c.1969C>T, c.1996C>T, €.2187+1G>A, c.2476G>A, ¢.29T>C, c.620A>G, c.640G>A, c.6487G>A

NARS2 (D'VIT' D012 D"II'Y 2)
Combined oxidative phosphorylation deficiency 24

C.434T>G, c.500A>G

NBEAL2 (D'VIT D012 D"1Y'W 1)
Gray platelet syndrome

c.2701C>T

NCF1 (D'VIT 07012 D"1'W 1)
Chronic granulomatous disease (cytochrome b-positive, type 1)

c.579G>A

NDUFA11 (D'VIT 0”012 D7II'W 1)
Mitochondrial complex | deficiency (NDUFA11-related)

c.97+5G>A

NDUFS2 (D'VIT 07012 D" 1YW 1)
Mitochondrial complex I deficiency

€.1237T>C

NDUFS6 (D'VIT 07011 0710w 1)
Mitochondrial complex | deficiency (NDUFS6-related)

C.344G>A

NEB (D'VIT 07011 D)W 2)
Nemaline myopathy 2, autosomal recessive

€.7431+1917_7536+372del LOSS, c.9619-2A>G

NGLY1 (0'VIT 07012 D"1'W 1)
Congenital disorder of deglycosylation

c.1294G>T

NHEJ1 (D’'viT D"002 D7IY'W 1)
c.588+18131A>G

NPC1 (D'VIT 07012 D1’ 2)
Niemann-Pick disease, type C1

c.1211G>A, ¢.2972_2973delAG

NPHP1 (0'VIT D702 D"1I'W 1)
Nephronophthisis

del exons 2-7 LOSS

NPHS1 (0'VIT 07012 D' 4)
Nephrotic syndrome, type 1

c.1138C>T, ¢.2104G>A, ¢.2160dupC, c.514_516delACC

NTRK1 (0'VIT' D012 D"1I'W 3)
Insensitivity to pain, congenital, with anhidrosis

€.1860_1861insT, c.207_208delTG, c.2084C>T

NUP62 (D'VIT D012 D"I'W 1)
Striatonigral degeneration, infantile

c.1172A>C

OCA2 (D'yIT D011 D"1I'W 1)
Albinism, oculocutaneous, type Il/Albinism, brown oculocutaneous

c.1327G>A
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OPA3 (D'VIT D01 D"1I'Y 1)
3-methylglutaconic aciduria, type Il

€.143-1G>C

OTOF (D'VIT D011 D"IY'Y 2)
Autosomal recessive non-syndromic sensorineural hearing loss

¢.5193-1G>A, ¢.5332G>T

PAH (D'vIT D012 DP1D'W 12)
Phenylalanine hydroxylase deficiency (including phenylketonuria)

€.1066-11G>A, ¢.1222C>T, c.143T>C, c.165delT, c.168+1G>A, c.441+5G>T, c.442-5C>G, c.473G>A, c.722G>A, c.782G>A, c.842C>T, g.22736_29335delinsGGCACCTG (exon3del) LOSS

PAX7 (0'VIT 07012 D"1'Y 1)
c.1403-2A>G

PCDH12 (D'VIT 001 DMWY 2)
Diencephalic-mesencephalic junction dysplasia syndrome

€.2515C>T, c.995delT

PCDH15 (D'VIT' 0011 D"V 1)
Usher syndrome, type 1F

c.733C>T

PCNT (D'VIT D012 D"12'W 1)
Microcephalic osteodysplastic primordial dwarfism, type Il

€.3465-1G>A

PDE6G (D'VIT D01 D"1II'W 1)
Retinitis pigmentosa 57

c187+1G>T

PEPD (D'VIT' D011 D"1I'Y 2)
Prolidase deficiency

¢.1103T>G, c.605C>T

PEX2 (D'VIT D011 D"1'Y 2)
Peroxisome biogenesis disorder 5A (Zellweger)

€.355C>T, c.550delC

PEX6 (D'VIT 07011 D"1'W 1)
Peroxisome biogenesis disorder 4A (Zellweger)

€.1947delG

PGAP3 (D'VIT' D012 D"12'W 1)
Hyperphosphatasia-intellectual disability syndrome

C.845A>G

PGM1 (0'VIT 07011 D"1Y'W 1)
c112A>T

PIP5K1C (D'VIT' D01 D"1D'W 1)
Lethal congenital contractural syndrome 3

c.757G>A

PKHD1 (D'vIT D012 D"1'W 8)
Polycystic kidney disease, autosomal recessive

€.10444C>T, .1350delC, c.1486C>T, €.2279G>A, ¢.3761_3762delCCinsG, c.4870C>T, ¢.6122-12G>A, c.8870T>C

PLA2G6 (D'VIT' D011 D1V 2)
Infantile neuroaxonal dystrophy 1

€.2070_2072delT, c.2251G>A
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PLAA (D'VIT 0”011 D”1'W 1)
Complex hereditary spastic paraparesis

€.2254C>T

PMM2 (O'VIT' D002 D"1I'W 1)
Congenital disorder of glycosylation type la

C.422G>A

POC1A (D'yIT D012 D1Y'W 1)
Short stature, onychodysplasia, facial dysmorphism, and hypotrichosis

c.512T>C

POMGNT2 (D'VIT D701 D”1I'W 1)
€.1232_1233delAG

POR (0'VIT D012 DP1Y'W 1)
Disordered steroidogenesis due to cytochrome P450 oxidoreductase

c.1615G>A

PPP1R13L (D'VIT 07011 DIV 1)
Cardio-cutaneous syndrome

€.2241C>G

PRCD (D'VIT D01 D"1D'W 1)
Retinitis pigmentosa 36

C.64C>T

PRF1 (D'vIT D012 0712w 1)
Familial hemophagocytic lymphohistiocytosis

c1122G>A

PUS1 (D'vIT D011 D"1IY'W 1)
Mitochondrial myopathy and sideroblastic anemia 1

c.430C>T

RAG1 (D'VIT D012 DP1I'Y 2)
Omenn syndrome / T- B- severe combined immunodeficiency

€.1361T>A, c.555delG

RAG2 (D'VIT' 0”012 D"’ 2)
Omenn syndrome / T- B- severe combined immunodeficiency

€.379A>T, c.685C>T

RAPSN (D'VIT D012 D711'W 2)
Myasthenic syndrome, congenital, 11, associated with acetylcholine receptor deficiency

€.-210A>G, c.264C>A

RARS2 (D'VIT' 0”01 D712'W 1)
Pontocerebellar hypoplasia, type 6

c.110+5A>G

RBL2 (D'VIT D011 D"1'Y 1)
c.926dup

RDH12 (0'VIT 07011 D1 3)
Leber congenital amaurosis 13

c.146C>T, ¢.377C>T, ¢.821T>C

RFX5 (0'vIT 07012 D"1'W 1)
Bare lymphocytoe syndrome, type Il

c.715C>T
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RNASEH2B (D'VIT 07012 D7IY'Y 1)
Aicardi Goutieres syndrome 2

€.529G>A

ROGDI (D'viT D701 D7IY'W 1)
Kohlschutter-Tonz syndrome

C.469C>T

RPE65 (D'VIT' D01 DP1'Y 2)
Leber congenital amaurosis 2

€.227A>C, c.95-2A>T

RYR1 (D'vIT 0”012 D"1IY'W 1)
Minicore myopathy with external ophthalmoplegia

€.9623C>T

SAMDO9 (D'VIT 0701] DVIY'Y 2)
Tumoral calcinosis, familial, normophosphatemic

c.1030C>T, c.4483A>G

SARS2 (D'VIT 07012 DVIYW 1)
Hyperuricemia, pulmonary hypertension, renal failure, and alkalosis

c.1169A>G

SCAPER (D'VIT D012 D”1I'W 1)
Bardet-Biedl syndrome

€.2806delC

SCNOYA (D'VIT' 0”012 D”II'W 1)
Insensitivity to pain, congenital

€.2687G>A

SDHA (0'VIT 07012 D"1'W 1)
Cardiomyopathy, dilated, 1GG

c.1664G>A

SELENOI (D'viT D701 07iy'w 1)
Autosomal recessive Spastic paraplegia 81

€.732-2A>G

SEPSECS (D'VIT' D701 DIV 2)
Pontocerebellar hypoplasia, type 2D (Progressive cerebello-cerebral atrophy, type 2D)

c.1001A>G, c.715G>A

SGCA (D'VIT 0”012 D"1Y'W 1)
Muscular dystrophy, limb-girdle, autosomal recessive 3

C.600G>A

SGCG (D'VIT' D012 D"1I'W 1)
Muscular dystrophy, limb-girdle, type 2C

c.525delT

SGSH (D'VIT' 0”012 D"1'Y 5)
Mucopolysaccharidisis type IlIA (Sanfilippo A)

€.1093C>T, c.1231C>T, €.1298G>A, c.267C>A, c.416C>T

SGSM3 (D'vIT D01 0" 1)
c.981dup

SLC12A1 (n'vIT D"01A D"II'W 1)
€.2759G>A
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SLC17A5 (D'vIT D701 D7IY'W 1)
Sialic acid storage disorder, infantile

C.983G>A

SLC18A3 (D'vIT D"V D"IYW 1)
c.1078G>C

SLC1A4 (D'VIT 07011 D"1'W 2)
Spastic tetraplegia, thin corpus callosum, and progressive microcephaly

€.766G>A, c.944_945del

SLC25A20 (0'VIT 0”012 071w 1)
Carnitine-acylcarnitine translocase deficiency

c.713A>G

SLC26A4 (D'VIT' D01 DIV 2)
Pendred syndrome

c.1198delT, c.349C>T

SLC29A3 (D'VIT D"V D"IVY 2)
€.1279G>A, c.1309G>A

SLC30A9 (D'vIT D701 D7IYY 1)
Birk-Landau-Perez syndrome

€.1049_1051delCAG

SLC37A4 (D'VIT D701 D7IY'Y 2)
Glycogen storage disease |b

€.1042_1043delCT, c.83G>A

SLC38A8 (D0'VIT' 001 DY 2)
Foveal hypoplasia 2, with or without optic nerve misrouting and/or anterior segment dysgenesis

C.848A>C, c.95T>G

SLC4A4 (D'VIT 0701 D"1'W 1)
Renal tubular acidosis; proximal; with ocular abnormalities

€.2321G>A

SMN1 (D'VIT D701 D7IY 2)
Spinal Muscular Atrophy

Exon7 LOSS, Exon7-8 LOSS

SMPD1 (D'VIT' D01) D1'W 5)
Niemann-Pick disease, types A/B

€.1493G>T, ¢.1828_1830delCGC, c.573delT, c.911T>C, c.996delC

SNAP29 (D'VIT 07011 D"1I'W 1)
Cerebral dysgenesis, neuropathy, ichthyosis, and palmoplantar keratoderma syndrome

c.223delG

SPEG (D'VIT D01 D"I'W 1)

c.5038G>A

SPG11 (D'VIT' D011 D"II'Y 2)
Charcot-Marie-Tooth disease, axonal, type 2X

€.4339C>T, c.5986dupT

SPINKS5 (D'VIT DV0I] DVIYW 4)
Netherton syndrome

€.2240+5G>A, ¢.2557C>T, €.649C>T, c.691delC
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SUMF1 (0'VIT 07012 D"1I'Y 2)
Multiple sulfatase deficiency

€.1043C>T, c.463T>C

SZT2 (0'vIT DO D"I'W 1)
c.73C>T

TAF2 (D'VIT D012 D"IY'W 2)
€.1247C>A, c.557C>G

TBCB (D'VIT 07011 DVIYW 1)
C.589T>A

TBCD (D'vIT D01 D"1Y'W 1)
Early-onset progressive diffuse brain atrophy-microcephaly-muscle weakness-optic atrophy syndrome

c.1423G>A

TBCE (D'VIT D01 D"1)'Y 2)
Hypoparathyroidism-retardation-dysmorphism syndrome

€.154_165delAGCCACGAAGGG, c.355_356del

TBX19 (D'VIT' D701 D"1'Y 1)
Adrenocorticotropic hormone deficiency

€.574_577delATAG

TCIRG1 (D'VIT D012 D'1ID'W 2)
Osteopetrosis, autosomal recessive 1

C117+4A>T, c.674delG

TCTN2 (D'VIT' 07012 D712 1)
Joubert syndrome 24

c.1506-2A>G

TECPR2 (D'VIT D011 D"1Y'W 2)
Spastic paraparesis 49, autosomal recessive

c.1319del, c.3416delT

THG1L (D'VIT D"0)) D"1D'Y 2)
Spinocerebellar ataxia 28

c.153C>G, c.164T>C

TIMMS50 (0'VIT 07012 D710'W 1)
3-methylglutaconic aciduria, type IX

C.734T>C

TK2 (0'vIT 07011 D71 3)
Mitochondrial DNA depletion syndrome 2 (myopathic type)

€.360_361delGCinsAA, c.361C>A, c.635T>A

TKT (D'vIT D012 D"1'W 1)
€.769_770insCTACCTCCTTATCTTCTG

TMC1 (D'VIT D012 DP12'Y 5)
Deafness, autosomal recessive 7

€.100C>T, c.1165C>T, ¢.1210T>C, c.1810C>T, ¢.1939T>C

TMEM216 (D'VIT 0”011 D711 2)
Joubert syndrome 2 / Meckel syndrome 2

€.218G>T, ¢.230G>C
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TMEM38B (0'VIT 0”012 0D"1Y'W 1)
Osteogenesis imperfecta, type xiv

€.454+279_543-5092delinsAATTAAGGTATA LOSS

TMEMG67 (D'VIT D011 D7IY'W 3)
Joubert syndrome 6

€.1065+1delG, c.1975C>T, c.725A>G

TNNT1 (D'VIT D022 D"II'W 1)
€.606_607insTAGTG

TRPM6 (D'VIT D012 D"1'Y 1)
Hypomagnesemia 1, intestinal

€.2009+1G>A

TSEN54 (D'VIT D"01] D71)'Y 2)
Pontocerebellar hypoplasia

c.371G>T, c.919G>T

TSPEAR (D'VIT' D012 D"IY'W 3)
€.1788_1790del, c.1852T>A, c.1877T>C

TTN (0'VIT 07002 D"1'W 1)
Dilated cardiomyopathy / Limb-Girdle Muscular Dystrophy (TTN-related) / Tibial Muscular Dystrophy

c.36122delC

TYR (D'VIT 07002 D"'1Y'W 19)
Albinism, oculocutaneous, type IA

€.1037-1G>A(IVS2-1G>A), c.1037-7T>A, ¢.1059del, c.1118C>A, c.1204C>T, c.1217C>T, €.1299C>G, ¢.1342G>A, ¢.1357C>T, ¢.140G>A, ¢.149C>G, c.1A>G, c.649delC, c.650G>A, c.74dupT,
€.757G>A, ¢.832C>T, c.880G>A, c.896G>A

UNCS80 (D'viT D"01a 0"ir'w 1)
Hypotonia-speech impairment-severe cognitive delay syndrome

c151C>T

UPB1 (D'VIT 07012 D'1I'W 1)
Beta-ureidopropionase deficiency

c917-1G>A

UQCRQ (D'VIT 07012 DP1I'W 1)
Mitochondrial complex Il deficiency, nuclear type 4

c.134C>T

USH1C (D'VIT' D011 D"I'Y 2)
Usher syndrome, type 1C

€.1220delG, c.238insC

USH2A (D'vIT 0012 0717'Y 10)
Usher syndrome, type 2A

€.1000C>T, €.12067-2A>G, c.12575G>A, ¢.2209C>T, €.236_239insGTAC, ¢.3368A>G, c.4544C>T, c.5519G>T, c.5776+1G>A, c.8719A>C

VDR (O'viIT 0”011 D"V 1)
Rickets, vitamin D-resistant, type IIA

c.885C>A

VPS37A (D'IT 001 071I'W 1)
Spastic paraplegia 53, autosomal recessive

c.1146A>T

VPS53 (D'VIT D011 D"IY'Y 2)
Pontocerebellar hypoplasia, type 2E

C.1556+5G>A, ¢.2084A>G
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WISP3 (D'VIT' D012 D"1'Y 1)
Arthropathy, progressive pseudorheumatoid, of childhood

€.536_537delGT

WWOX (D'vIT 07011 07IYw 1)
c.517-2A>G

XRCC2 (D'VIT' 07011 D"I'W 1)
Fanconi anemia, group U

€.643C>T

YARS1 (D'VIT D012 D71'W 1)
c.1099C>T

ZNF341 (0'VIT 0012 0PI 1)
Hyper-IgE recurrent infection syndrome 3

€.904C>T
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