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glycoprotein Ib (platelet), alpha palypeptide

Bernard-Soulier syndrome, type A1 (recessive); {Monarteritic
anterior ischemic optic neuropathy, susceptibility to};
Bernard-Soulier syndrome, type A2 (dominant); von Willsbrand
disease, platelet-type

MM _000173.5:¢.905G >A ' 0.0002

rs185903059

4837070 |GP1BA |alycoprotein Ib (platelet), alpha polypeptide

2645735 very low density lipoprotein receptor

Bernard-Soulier syndrome, type A1 (recessive); {Nonarteritic
anterior ischemic optic neuropathy, susceptibiiity to};
Bernard-Soulier syndrome, type A2 (dominant); von Willebrand
disease, platelet-type

Cerebellar hypoplasia and mental retardation with or without
quadrupedal locomation 1

NM_000173.5:c. 1171C>T

NP_000164.5:p.Pro391Ser 3 0.0009

MM _003383.3:c. 1474G >A 0.0001
MM_001018056. 1.c. 1474G>A

rs147455264(0.005969

rs141757226

het.

9.0 17/30

2535542 VLDLR

1 |240371443 FMN2 formin 2

very low density lipoprotein receptor

1G; Tibial muscular dystrophy, tardive; Muscular dystrophy,
lmb-girdle, type 23; Myopathy, proximal, with early respiratory
muscle involvement; Myopathy, early-onset, with fatal
cardiomyopathy

Mental retardation, autosomal recessive 47

NM_001267550.1:c.34192G>T
MNM_001256850.1:c.33241G>T
NM_003319.4:c. 13283-35403G>T
NM_133437. 3:c. 13853-35403G T

NP_598869.4:p. Val10154Phe

Cerebellar hypoplasia and mental retardation with or without NM_001018056. 1:c. 172_173del NP_001018066. 1:p.Val5aTer
quadrupedal locomation 1 NM_003383. 3:c.172_173del NP_003374. Val53Ter

MNM_133378. 4:c. 30460G>T

1M _020086. 4:c. 3331_3363del

16 79633085 |MAF v-maf avian musculoaponeurotic fibrosarcoma oncogene Cataract 21, multiple types NM_005380.4:¢. 715G >A 3 0.0002 0.0 het. |13.0 5/6
] homolog NM_001031804.2:c. 715G>A
79633099 |MAF v-maf avian musculoaponeuratic fibrosarcoma oncogene Cataract 21, multiple types NM_005360. 4:¢.690_70 1del ' Gly235_Gly238del 3 0.0000 0.0 het. |74.0 2/4
homalog MM_001031804, 2:c.690_70 1del NP_001026974, 1:p.Gly235_Gly235del
179542447\ TTH titin Cardiomyapathy, familial hypertrophic, 9; Cardiomyopathy, dilated, |MM_133432,3:c, 13658-35403G =T 3 0,0002 0.0 het. |99.0 27[82

|11 240370975 |Funz

|Mema\ retardation, autosomal recessive 47

MM _020086, 4:c. 2863C>G

22 |50660214 |TUBGCP& tubulin, gamma complex assodated protein &

titin
ITTN antisense RNA 1

Microcephaly and chorioretinopathy, autosomal recessive, 1

Cardiomyopathy, familial hypertrophic, 9; Cardiomyopathy, dilated,
1G; Tibial muscular dystrophy, tardive; Muscular dystrophy,
limb-girdle, type 23; Myopathy, proximal, with early respiratory
musde involvement; Myopathy, early-onset, with fatal
cardiomyopathy

NM_001267550.1:c. 70435C>T
NM_001256850.1:c.65512C>T
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