
# Variant HPO Specification (cspec) Variant Type Inheritance Tool PVS1 PS1 PS2 PS3 PS4 PM1 PM2 PM3 PM4 PM5 PM6 PP1 PP2 PP3 PP4 PP5 BA1 BS1 BS2 BS3 BS4 BP1 BP2 BP3 BP4 BP5 BP6 BP7 Final Classification Points

Varsome 4 2 1 2 2 Pathogenic 11
Franklin 1 4 2 2 1 2 Pathogenic 12
MobiDetails_hg38_intervar 2 2 1 1 -1 VUS 5
MobiDetails_GeneBe 2 2 2 2 8 Pathogenic 16
VarChat 2 2 4 -1 Likely Pathogenic 7
human_1 2 2 1 1 1 4 2 Pathogenic 13
human_2 1 4 1 1 1 2 2 Pathogenic 12
Varsome 8 1 1 Pathogenic 10
Franklin 8 2 2 Pathogenic 12
MobiDetails_hg38_intervar 8 2 1 Pathogenic 11
MobiDetails_GeneBe 8 2 2 Pathogenic 12
VarChat 8 2 1 1 Pathogenic 12
human_1 8 1 Likely Pathogenic 9
human_2 8 1 Likely Pathogenic 9
Varsome 8 1 1 Pathogenic 10
Franklin 8 2 1 Pathogenic 11
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 2 2 Pathogenic 12
VarChat 8 Likely Pathogenic 8
human_1 8 1 1 Pathogenic 10
human_2 8 2 1 1 Pathogenic 12
Varsome 4 1 2 4 Pathogenic 11
Franklin 2 2 2 1 2 Likely Pathogenic 9
MobiDetails_hg38_intervar 2 2 1 -1 VUS 4
MobiDetails_GeneBe 2 2 2 4 Pathogenic 10
VarChat 2 2 1 4 Likely Pathogenic 9
human_1 1 2 4 1 Likely Pathogenic 8
human_2 2 1 2 4 Likely Pathogenic 9
Varsome 8 1 8 Pathogenic 17
Franklin 8 4 2 Pathogenic 14
MobiDetails_hg38_intervar 8 2 1 1 Pathogenic 12
MobiDetails_GeneBe 8 2 8 Pathogenic 18
VarChat 8 2 1 4 Pathogenic 15
human_1 8 2 1 1 Pathogenic 12
human_2 8 2 1 1 Pathogenic 12
Varsome 1 4 VUS 5
Franklin 2 4 2 Likely Pathogenic 8
MobiDetails_hg38_intervar 1 2 1 1 1 Likely Pathogenic 6
MobiDetails_GeneBe 2 4 2 Likely Pathogenic 8
VarChat 1 2 4 Likely Pathogenic 7
human_1 2 1 1 2 Likely Pathogenic 6
human_2 1 1 2 VUS 4
Varsome 1 2 8 Pathogenic 11
Franklin 2 8 2 -4 Likely Pathogenic 8
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 2 1 8 Pathogenic 11
VarChat 1 2 1 4 Likely Pathogenic 8
human_1 2 1 2 1 Likely Pathogenic 6
human_2 2 1 4 1 Likely Pathogenic 8
Varsome 8 1 4 Pathogenic 13
Franklin 8 2 8 -4 Pathogenic 14
MobiDetails_hg38_intervar 8 Likely Pathogenic 8
MobiDetails_GeneBe 8 8 Pathogenic 16
VarChat 8 2 1 4 Pathogenic 15
human_1 8 2 1 Pathogenic 11
human_2 8 2 1 Pathogenic 11
Varsome 8 1 Likely Pathogenic 9
Franklin 8 2 Pathogenic 10
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 2 Pathogenic 10
VarChat 8 Likely Pathogenic 8
human_1 8 1 1 Pathogenic 10
human_2 8 1 Likely Pathogenic 9
Varsome 8 8 1 2 4 Pathogenic 23
Franklin 2 4 2 2 1 Pathogenic 11
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / 0
MobiDetails_GeneBe 2 1 8 -4 Likely Pathogenic 7
VarChat 2 2 8 -8 -4 VUS 0
human_1 1 2 1 8 1 Pathogenic 13
human_2 1 2 1 8 1 Pathogenic 13
Varsome 1 8 -1 -1 Likely Pathogenic 7
Franklin 1 2 8 1 Pathogenic 12
MobiDetails_hg38_intervar 2 2 -1 VUS 3
MobiDetails_GeneBe 2 8 -1 Likely Pathogenic 9
VarChat 1 4 VUS 5
human_1 2 1 1 -1 VUS 3
human_2 2 1 2 VUS 5
Varsome 4 1 2 Likely Pathogenic 7
Franklin 2 1 2 VUS 5
MobiDetails_hg38_intervar 2 2 1 VUS 5
MobiDetails_GeneBe 2 2 VUS 4
VarChat 2 1 2 VUS 5
human_1 2 2 1 2 2 1 Pathogenic 10
human_2 2 1 1 1 1 1 Likely Pathogenic 7
Varsome 1 1 1 VUS 3
Franklin 2 1 VUS 3
MobiDetails_hg38_intervar 2 2 1 -1 VUS 4
MobiDetails_GeneBe 2 1 VUS 3
VarChat 1 1 VUS 2
human_1 1 1 VUS 2
human_2 1 1 1 VUS 3
Varsome 8 1 1 Pathogenic 10
Franklin 8 2 4 Pathogenic 14
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 2 2 Pathogenic 12
VarChat 8 1 4 Pathogenic 13
human_1 8 2 1 Pathogenic 11
human_2 8 2 1 1 Pathogenic 12
Varsome 1 4 4 Likely Pathogenic 9
Franklin 1 2 8 1 Pathogenic 12
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 2 1 8 Pathogenic 11
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HP:0001067 Neurofibroma; HP:0007565 Multiple cafe-au-lait spots

HP:0001657 Prolonged QT interval

HP:0001067 Neurofibroma

HP:0001903 Anemia; HP:0001935 Microcytic anemia

HP:0000787 Nephrolithiasis; HP:0003072 Hypercalcemia

HP:0000787 Nephrolithiasis; HP:0003072 Hypercalcemia

HP:0000787 Nephrolithiasis

HP:0012265 Ciliary dyskinesia

CYP24A1 (NM_000782.5):c.428_430del

HOGA1 (NM_138413.4):c.208C>T

XDH (NM_000379.4):c.2097del

CFTR (NM_000492.3): c.1521_1523del/N

CCDC103 (NM_213607.3):c.461A>C

F8 (NM_000132.4):c.608T>C
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HP:0008064 Ichthyosis

HP:0012265 Ciliary dyskinesia; HP:0001696 Situs inversus totalis

HP:0003125 Reduced factor VIII activity

HP:0001528 Hemihypertrophy

HP:0008064 Ichthyosis

SPINK5 (NM_006846.4):c.1431-12G>A

AKT1 (NM_001382430.1):c.1099C>T

SPINK5 (NM_006846.4):c.153del

NF1 (NM_001042492.3):c.4974dup

KCNQ1 (NM_000218.3):c.832T>G

NF1 (NM_001042492.3):c.6772C>T

SLC11A2 (NM_000617.3):c.223G>A
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2 LZTR1 (NM_006767.4):c.1078A>T
HP:0001667 Right ventricular hypertrophy; HP:0005143 Anomalous 
origin of right pulmonary artery from ascending aorta; HP:0001639 
Hypertrophic cardiomyopathy

yes nonsense AR/AD

1 PIEZO1 (NM_001142864.4):c.7367G>A HP:0001878 Hemolytic anemia no missense



VarChat 1 4 VUS 5
human_1 2 1 8 1 Pathogenic 12
human_2 2 1 4 2 2 Pathogenic 11
Varsome 8 1 8 Pathogenic 17
Franklin 8 1 2 4 Pathogenic 15
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 2 8 Pathogenic 18
VarChat 8 2 1 4 Pathogenic 15
human_1 8 2 1 4 Pathogenic 15
human_2 8 1 2 1 8 Pathogenic 20
Varsome 8 1 Likely Pathogenic 9
Franklin 8 2 Pathogenic 10
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 2 Pathogenic 10
VarChat 4 VUS 4
human_1 8 1 Likely Pathogenic 9
human_2 8 1 Likely Pathogenic 9
Varsome 8 1 2 Pathogenic 11
Franklin 4 4 2 Pathogenic 10
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 4 8 Pathogenic 12
VarChat 8 1 4 Pathogenic 13
human_1 2 2 1 VUS 5
human_2 4 2 1 Likely Pathogenic 7
Varsome 8 1 Likely Pathogenic 9
Franklin 8 2 Pathogenic 10
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 2 Pathogenic 10
VarChat 8 Likely Pathogenic 8
human_1 8 1 Likely Pathogenic 9
human_2 8 1 1 Pathogenic 10
Varsome 4 1 4 4 8 Pathogenic 21
Franklin 2 2 8 2 1 1 1 Pathogenic 17
MobiDetails_hg38_intervar 4 2 2 1 -1 Likely Pathogenic 8
MobiDetails_GeneBe 2 2 4 8 Pathogenic 16
VarChat 2 2 1 2 4 Pathogenic 11
human_1 1 1 4 2 2 Pathogenic 10
human_2 2 1 2 1 Likely Pathogenic 6
Varsome 1 8 -1 Likely Pathogenic 8
Franklin 2 8 Pathogenic 10
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 2 8 Pathogenic 10
VarChat 2 1 VUS 3
human_1 2 1 8 Pathogenic 11
human_2 2 1 8 1 1 Pathogenic 13
Varsome 8 1 4 Pathogenic 13
Franklin 8 2 2 Pathogenic 12
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 8 Pathogenic 16
VarChat 8 4 2 4 Pathogenic 18
human_1 8 2 1 Pathogenic 11
human_2 8 Likely Pathogenic 8
Varsome 1 2 1 1 VUS 5
Franklin 4 1 2 2 1 Pathogenic 10
MobiDetails_hg38_intervar 2 2 1 VUS 5
MobiDetails_GeneBe 2 1 1 2 Likely Pathogenic 6
VarChat 2 1 1 1 VUS 5
human_1 1 1 1 VUS 3
human_2 1 2 1 1 1 Likely Pathogenic 6
Varsome 8 1 1 Pathogenic 10
Franklin 8 2 4 Pathogenic 14
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 2 8 Pathogenic 18
VarChat 8 1 4 Pathogenic 13
human_1 8 2 1 Pathogenic 11
human_2 8 2 1 Pathogenic 11
Varsome 2 1 4 1 Likely Pathogenic 8
Franklin 2 2 1 1 1 Likely Pathogenic 7
MobiDetails_hg38_intervar 2 2 1 1 1 Likely Pathogenic 7
MobiDetails_GeneBe 2 1 4 1 Likely Pathogenic 8
VarChat 1 1 2 VUS 4
human_1 1 1 2 2 1 Likely Pathogenic 7
human_2 2 2 1 1 2 1 Likely Pathogenic 9
Varsome 2 2 1 2 2 4 Pathogenic 13
Franklin 1 4 2 2 2 1 Pathogenic 12
MobiDetails_hg38_intervar 2 2 1 1 Likely Pathogenic 6
MobiDetails_GeneBe 2 1 2 8 Pathogenic 13
VarChat 2 2 2 1 2 4 Pathogenic 13
human_1 1 2 1 2 Likely Pathogenic 6
human_2 1 2 2 1 1 1 2 Pathogenic 10
Varsome 4 8 1 2 Pathogenic 15
Franklin 4 8 -1 Pathogenic 11
MobiDetails_hg38_intervar 2 1 -8 -4 Benign -9
MobiDetails_GeneBe 8 -1 -1 Likely Pathogenic 6
VarChat 2 1 -2 VUS 1
human_1 1 2 8 Pathogenic 11
human_2 1 2 8 Pathogenic 11
Varsome 4 2 1 4 4 8 Pathogenic 23
Franklin 4 1 2 2 2 2 2 Pathogenic 15
MobiDetails_hg38_intervar 2 2 1 1 Likely Pathogenic 6
MobiDetails_GeneBe 4 2 2 4 8 Pathogenic 20
VarChat 4 2 2 2 4 4 Pathogenic 18
human_1 4 2 1 2 4 Pathogenic 13
human_2 2 2 1 1 1 1 4 Pathogenic 12
Varsome 1 2 8 -1 Pathogenic 10
Franklin 2 2 2 1 1 Likely Pathogenic 8
MobiDetails_hg38_intervar 4 2 1 Likely Pathogenic 7
MobiDetails_GeneBe 1 1 8 -1 -1 Likely Pathogenic 8
VarChat 2 2 2 4 -4 Likely Pathogenic 6
human_1 2 2 VUS 4
human_2 2 1 2 VUS 5
Varsome 2 1 8 -1 Pathogenic 10
Franklin 4 2 4 2 1 1 2 Pathogenic 16
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HP:0011858 Reduced factor IX activity

HP:0001657 Prolonged QT interval

HP:0001931 Hypochromic anemia

HP:0004904 Maturity-onset diabetes of the young

HP:0002721 Immunodeficiency; HP:0001873 Thrombocytopenia; 
HP:0001744 Splenomegaly

HP:0012265 Ciliary dyskinesia

F9 (NM_000133.4):c.234del

KCNQ1 (NM_000218.3):c.568C>T

HBB (NM_000518.5): c.93-21G>A

HNF1A (NM_000545.8):c.863_864insC

STAT3 (NM_139276.3):c.833G>A

DNAH11 (NM_001277115.2):c.5699_5700del
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HP:0011031 Abnormality of iron homeostasis

HP:0002804 Arthrogryposis multiplex congenita

HP:0003477 Peripheral axonal neuropathy

HP:0002926 Abnormality of thyroid physiology

HP:0008155 Mucopolysacchariduria; HP:0002808 Kyphosis; 
HP:0003416 Spinal canal stenosis

HP:0002912 Methylmalonic acidemia

HP:0001627 Abnormal heart morphology

HP:0001636 Tetralogy of Fallot

HFE (NM_000410.3):c.187C>G

COL6A1 (NM_001848.3):c.868G>A

SPG7 (NM_003119.4):c.1529C>T

THRB (NM_001354712.2):c.1148G>A

TRPV4 (NM_021625.5):c.2389G>A

MMAA (NM_172250.3):c.593_596del

FLT4 (NM_182925.5):c.1355del

GDF1 (NM_001492.6):c.909dupC
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MobiDetails_hg38_intervar 4 2 1 Likely Pathogenic 7
MobiDetails_GeneBe 4 4 1 2 Pathogenic 11
VarChat 2 1 2 4 -4 -4 VUS 1
human_1 4 4 1 1 Pathogenic 10
human_2 1 4 4 Likely Pathogenic 9
Varsome 8 1 Likely Pathogenic 9
Franklin 8 2 Pathogenic 10
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 2 Pathogenic 10
VarChat 8 Likely Pathogenic 8
human_1 8 1 Likely Pathogenic 9
human_2 8 1 Likely Pathogenic 9
Varsome 2 2 2 8 Pathogenic 14
Franklin 8 4 2 2 2 2 1 1 1 Pathogenic 23
MobiDetails_hg38_intervar 2 2 1 1 Likely Pathogenic 6
MobiDetails_GeneBe 4 4 2 2 1 1 Pathogenic 14
VarChat 2 2 1 2 4 Pathogenic 11
human_1 4 1 2 2 2 1 2 Pathogenic 14
human_2 8 1 2 2 1 1 1 Pathogenic 16
Varsome 8 1 8 Pathogenic 17
Franklin 8 4 1 2 Pathogenic 15
MobiDetails_hg38_intervar 8 2 1 1 Pathogenic 12
MobiDetails_GeneBe 8 2 8 Pathogenic 18
VarChat 8 2 1 4 Pathogenic 15
human_1 8 2 1 Pathogenic 11
human_2 8 2 1 2 1 Pathogenic 14
Varsome 8 1 4 Pathogenic 13
Franklin 8 2 8 Pathogenic 18
MobiDetails_hg38_intervar 8 2 1 Pathogenic 11
MobiDetails_GeneBe 8 2 8 Pathogenic 18
VarChat 8 2 2 4 Pathogenic 16
human_1 8 2 1 2 Pathogenic 13
human_2 8 2 1 2 Pathogenic 13
Varsome 8 1 8 Pathogenic 17
Franklin 8 2 2 Pathogenic 12
MobiDetails_hg38_intervar 8 2 1 1 Pathogenic 12
MobiDetails_GeneBe 8 2 8 Pathogenic 18
VarChat 8 2 1 4 Pathogenic 15
human_1 8 2 1 Pathogenic 11
human_2 8 2 1 1 Pathogenic 12
Varsome 8 1 8 Pathogenic 17
Franklin 8 2 2 1 Pathogenic 13
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 2 8 Pathogenic 18
VarChat 8 2 1 4 Pathogenic 15
human_1 8 2 1 Pathogenic 11
human_2 8 2 1 Pathogenic 11
Varsome 1 2 1 4 1 Likely Pathogenic 9
Franklin 4 2 2 1 1 Pathogenic 10
MobiDetails_hg38_intervar 2 2 1 1 Likely Pathogenic 6
MobiDetails_GeneBe 2 2 2 4 2 Pathogenic 12
VarChat 2 2 1 -1 VUS 4
human_1 2 2 1 2 1 Likely Pathogenic 8
human_2 1 2 2 1 1 Likely Pathogenic 7
Varsome 8 1 Likely Pathogenic 9
Franklin 4 2 Likely Pathogenic 6
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 2 Pathogenic 10
VarChat 8 2 Pathogenic 10
human_1 2 1 VUS 3
human_2 2 1 VUS 3
Varsome 8 1 Likely Pathogenic 9
Franklin 8 2 Pathogenic 10
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 2 Pathogenic 10
VarChat 8 Likely Pathogenic 8
human_1 8 1 Likely Pathogenic 9
human_2 8 1 Likely Pathogenic 9
Varsome 2 1 2 4 Likely Pathogenic 9
Franklin 2 2 2 Likely Pathogenic 6
MobiDetails_hg38_intervar 2 2 2 1 -1 Likely Pathogenic 6
MobiDetails_GeneBe 4 VUS 4
VarChat 2 2 2 2 Likely Pathogenic 8
human_1 2 1 2 2 Likely Pathogenic 7
human_2 1 1 1 2 VUS 5
Varsome 8 1 2 Pathogenic 11
Franklin 4 2 4 Pathogenic 10
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 2 2 8 Pathogenic 12
VarChat 8 4 Pathogenic 12
human_1 8 1 Likely Pathogenic 9
human_2 1 VUS 1
Varsome 1 1 2 VUS 4
Franklin 2 2 VUS 4
MobiDetails_hg38_intervar 2 2 1 -1 VUS 4
MobiDetails_GeneBe 2 3 1 2 Likely Pathogenic 8
VarChat 1 1 1 VUS 3
human_1 1 1 VUS 2
human_2 1 1 VUS 2
Varsome 8 1 Likely Pathogenic 9
Franklin 8 2 Pathogenic 10
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 2 Pathogenic 10
VarChat 8 Likely Pathogenic 8
human_1 8 1 Likely Pathogenic 9
human_2 8 1 Likely Pathogenic 9
Varsome 8 1 4 Pathogenic 13
Franklin 4 4 2 Pathogenic 10
MobiDetails_hg38_intervar 2 1 VUS 3
MobiDetails_GeneBe 8 8 Pathogenic 16
VarChat 8 1 4 -4 Likely Pathogenic 9
human_1 4 2 1 4 Pathogenic 11
human_2 4 2 1 2 Likely Pathogenic 9
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HP:0004430 Severe combined immunodeficiency

HP:0008064 Ichthyosis

HP:0004322 Short stature; HP:0002092 Pulmonary arterial hypertension

HP:0004322 Short stature

HP:0009919 Retinoblastoma

HP:0002240 Hepatomegaly

HP:0001067 Neurofibroma

HP:0001639 Hypertrophic cardiomyopathy

TNFAIP3 (NM_001270508.2):c.634+1G>T

FLG (NM_002016.2):c.6109C>T

BMPR2 (NM_001204.7):c.898_899del

PTPN11 (NM_002834.5):c.794G>A

RB1 (NM_000321.3):c.2359C>T

IDS (NM_000202.8):c.241C>T

NF1 (NM_001042492.3):c.1246C>T

MYBPC3 (NM_000256.3):c.913_914del
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HP:0004322 Short stature

HP:0001935 Microcytic anemia; HP:0011902 Abnormal hemoglobin

HP:0001875 Decreased total neutrophil count

HP:0001657 Prolonged QT interval

HP:0000826 Precocious puberty

HP:0001903 Anemia

HP:0003125 Reduced factor VIII activity

FLNB (NM_001457.4):c.2779del

HBA2 (NM_000517.6):c.89T>G

MYSM1 (NM_001085487.3):c.219-1G>A

SCN5A (NM_000335.5):c.1990A>G

LHCGR (NM_000233.4):c.1723A>C

RPS24 (NM_033022.4):c.3+2T>C

VWF (NM_000552.5):c.2561G>A
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Varsome 1 -1 -1 Likely Benign -1
Franklin 2 1 VUS 3
MobiDetails_hg38_intervar 2 2 1 -1 VUS 4
MobiDetails_GeneBe 1 1 -1 VUS 1
VarChat 1 2 VUS 3
human_1 1 -1 VUS 0
human_2 1 VUS 1
Varsome 2 1 2 4 Likely Pathogenic 9
Franklin 2 1 1 2 Likely Pathogenic 6
MobiDetails_hg38_intervar 2 2 1 VUS 5
MobiDetails_GeneBe 2 2 4 Likely Pathogenic 8
VarChat 2 2 1 2 Likely Pathogenic 7
human_1 1 1 1 2 1 Likely Pathogenic 6
human_2 2 1 2 2 4 Pathogenic 11
Varsome 2 1 -4 Likely Benign -1
Franklin 1 VUS 1
MobiDetails_hg38_intervar 2 2 VUS 4
MobiDetails_GeneBe 2 2 -1 -4 Likely Benign -1
VarChat 1 -1 VUS 0
human_1 1 1 1 VUS 3
human_2 2 1 1 1 4 -1 Likely Pathogenic 8
Varsome 8 1 2 Pathogenic 11
Franklin 8 2 1 Pathogenic 11
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 2 2 Pathogenic 12
VarChat / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
human_1 8 1 Likely Pathogenic 9
human_2 8 1 Likely Pathogenic 9
Varsome 1 2 -1 VUS 2
Franklin 2 VUS 2
MobiDetails_hg38_intervar 2 2 VUS 4
MobiDetails_GeneBe 2 VUS 2
VarChat 1 1 VUS 2
human_1 1 1 VUS 2
human_2 1 1 1 VUS 3
Varsome 8 1 Likely Pathogenic 9
Franklin 4 2 Likely Pathogenic 6
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 2 2 Likely Pathogenic 4
VarChat / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
human_1 2 1 VUS 3
human_2 2 1 VUS 3
Varsome 2 1 4 2 Likely Pathogenic 9
Franklin 2 2 1 1 1 Likely Pathogenic 7
MobiDetails_hg38_intervar 2 2 1 VUS 5
MobiDetails_GeneBe 2 2 4 1 Likely Pathogenic 9
VarChat 2 1 1 2 1 Likely Pathogenic 7
human_1 2 1 2 VUS 5
human_2 1 2 1 2 Likely Pathogenic 6
Varsome 8 2 1 2 1 -1 Pathogenic 13
Franklin 2 2 8 2 1 1 Pathogenic 16
MobiDetails_hg38_intervar 2 2 1 VUS 5
MobiDetails_GeneBe 2 2 8 -1 Pathogenic 11
VarChat 2 2 1 4 -4 VUS 5
human_1 2 2 1 2 1 1 Likely Pathogenic 9
human_2 2 2 1 1 1 Likely Pathogenic 7
Varsome 2 1 1 VUS 4
Franklin 2 VUS 2
MobiDetails_hg38_intervar 2 2 1 VUS 5
MobiDetails_GeneBe 2 1 VUS 3
VarChat 1 1 -1 VUS 1
human_1 1 1 VUS 2
human_2 1 1 VUS 2
Varsome 1 2 -4 -4 -1 Likely Benign -6
Franklin 4 2 1 Likely Pathogenic 7
MobiDetails_hg38_intervar 2 1 1 -1 -1 Likely Benign 2
MobiDetails_GeneBe -1 -4 Likely Benign -5
VarChat 1 1 VUS 2
human_1 2 1 1 VUS 4
human_2 2 1 1 VUS 4
Varsome 1 1 2 4 Likely Pathogenic 8
Franklin 2 4 Likely Pathogenic 6
MobiDetails_hg38_intervar 2 1 -1 VUS 2
MobiDetails_GeneBe 2 2 1 4 Likely Pathogenic 9
VarChat 2 1 4 Likely Pathogenic 7
human_1 2 1 4 Likely Pathogenic 7
human_2 1 4 VUS 5
Varsome 8 1 8 Pathogenic 17
Franklin 8 2 8 1 Pathogenic 19
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 2 8 Pathogenic 18
VarChat 8 2 4 Pathogenic 14
human_1 8 2 1 4 Pathogenic 15
human_2 8 2 1 2 Pathogenic 13
Varsome 8 1 Likely Pathogenic 9
Franklin 8 2 Likely Pathogenic 10
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 2 Likely Pathogenic 10
VarChat 4 VUS 4
human_1 8 1 Likely Pathogenic 9
human_2 8 1 Likely Pathogenic 9
Varsome 8 1 Likely Pathogenic 9
Franklin 8 2 Likely Pathogenic 10
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 2 Likely Pathogenic 10
VarChat 4 VUS 4
human_1 8 1 Likely Pathogenic 9
human_2 8 1 Likely Pathogenic 9
Varsome 1 1 4 2 Likely Pathogenic 8
Franklin 2 2 2 Likely Pathogenic 6
MobiDetails_hg38_intervar 2 -1 VUS 1
MobiDetails_GeneBe 2 2 1 4 2 Pathogenic 11
VarChat 2 1 VUS 3
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HP:0000939 Osteoporosis; HP:0002748 Rickets

HP:0001943 Hypoglycemia

HP:0008873 Disproportionate short-limb short stature

HP:0008873 Disproportionate short-limb short stature

HP:0000939 Osteoporosis

HP:0002664 Neoplasm

HP:0008321 Reduced factor X activity

HP:0008321 Reduced factor X activity

HP:0001067 Neurofibroma; HP:0007565 Multiple cafe-au-lait spots

LRP5 (NM_002335.4):c.2071T>C

GBE1 (NM_000158.4):c.691+2T>C

NPR2 (NM_003995.4):c.1569_1570insA

NPR2 (NM_003995.4):c.1929del

LRP5 (NM_002335.4):c.2484C>G

DICER1 (NM_177438.3):c.5524A>G

F10 (NM_000504.4):c.141G>C

F10 (NM_000504.4):c.872G>A

NF1 (NM_001042492.3):c.7163_7164del

49

50

51

52

53

54

AR/AD

AR

AR/AD

AD

AR

AR

missense

missense

missense

missense

missense

splicing

no

no

no

no

no

no

HP:0003282 Decreased circulating alkaline phosphatase activity

HP:0001943 Hypoglycemia; HP:0001263 Global developmental delay

HP:0032323 Periodic fever

HP:0004322 Short stature

HP:0000851 Congenital hypothyroidism

HP:0000851 Congenital hypothyroidism

ALPL (NM_000478.6):c.1400T>C

ACADM (NM_000016.6):c.985A>G

MEFV (NM_000243.2):c.1439T>C

LHX4 (NM_033343.4):c.250C>T

DUOX2 (NM_001363711.2):c.2176C>T

TG (NM_003235.5):c.4816+1_4816+3del

57

58

59

55

56

45

46

47

48



human_1 2 1 2 VUS 5
human_2 2 1 2 VUS 5
Varsome 8 1 2 Pathogenic 11
Franklin 4 4 2 Pathogenic 10
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / 0
MobiDetails_GeneBe 2 2 8 Pathogenic 12
VarChat 8 2 2 4 Pathogenic 16
human_1 2 2 1 VUS 5
human_2 2 1 1 1 VUS 5
Varsome 1 1 1 4 -1 -1 VUS 5
Franklin 4 2 1 Likely Pathogenic 7
MobiDetails_hg38_intervar 2 2 1 -1 VUS 4
MobiDetails_GeneBe / / / / / / / / / / / / / / / / / / / / / / / / / / / / / 0
VarChat 4 -1 VUS 3
human_1 1 VUS 1
human_2 VUS 0
Varsome 1 1 1 4 -1 Likely Pathogenic 6
Franklin 4 2 2 1 1 Pathogenic 10
MobiDetails_hg38_intervar 2 2 1 -1 VUS 4
MobiDetails_GeneBe / / / / / / / / / / / / / / / / / / / / / / / / / / / / / 0
VarChat 2 4 Likely Pathogenic 6
human_1 1 1 VUS 2
human_2 1 VUS 1
Varsome 4 2 1 1 4 Pathogenic 12
Franklin 4 2 2 8 1 1 Pathogenic 18
MobiDetails_hg38_intervar 2 2 1 VUS 5
MobiDetails_GeneBe 2 1 1 8 Pathogenic 12
VarChat 2 2 1 2 4 Pathogenic 11
human_1 2 2 1 1 2 Likely Pathogenic 8
human_2 2 1 2 VUS 5
Varsome 8 1 Likely Pathogenic 9
Franklin 8 2 Pathogenic 10
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / 0
MobiDetails_GeneBe 8 2 Likely Pathogenic 10
VarChat 4 VUS 4
human_1 8 1 1 Pathogenic 10
human_2 8 1 Likely Pathogenic 9
Varsome 8 1 1 Pathogenic 10
Franklin 8 2 1 Pathogenic 11
MobiDetails_hg38_intervar 8 2 1 Pathogenic 11
MobiDetails_GeneBe 8 2 2 Pathogenic 12
VarChat 8 1 Likely Pathogenic 9
human_1 8 1 1 Pathogenic 10
human_2 8 1 1 Pathogenic 10
Varsome 8 1 Pathogenic 9
Franklin 8 2 Pathogenic 10
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 2 Pathogenic 10
VarChat 8 1 Likely Pathogenic 9
human_1 8 1 Likely Pathogenic 9
human_2 8 1 Likely Pathogenic 9
Varsome 2 1 4 1 Likely Pathogenic 8
Franklin 2 1 2 1 1 Likely Pathogenic 7
MobiDetails_hg38_intervar 2 2 1 1 Likely Pathogenic 6
MobiDetails_GeneBe 2 2 4 8 Pathogenic 16
VarChat 2 1 1 1 4 Likely Pathogenic 9
human_1 2 2 1 1 Likely Pathogenic 6
human_2 2 1 1 1 VUS 5
Varsome 8 8 Pathogenic 16
Franklin 8 2 1 Pathogenic 11
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 1 -1 Likely Pathogenic 8
VarChat 8 1 1 -4 -2 VUS 4
human_1 8 2 1 Pathogenic 11
human_2 8 2 1 Pathogenic 11
Varsome 2 4 2 4 Pathogenic 12
Franklin 1 2 2 8 1 2 Pathogenic 16
MobiDetails_hg38_intervar 2 2 1 1 -1 Likely Pathogenic 5
MobiDetails_GeneBe 2 2 8 Pathogenic 12
VarChat 2 2 1 2 4 -4 Likely Pathogenic 7
human_1 2 1 2 4 2 Pathogenic 11
human_2 2 1 2 2 Likely Pathogenic 7
Varsome 1 1 4 Likely Pathogenic 6
Franklin 2 2 VUS 4
MobiDetails_hg38_intervar 2 2 1 1 -1 Likely Pathogenic 5
MobiDetails_GeneBe 2 4 -4 VUS 2
VarChat 2 VUS 2
human_1 1 2 VUS 3
human_2 1 2 VUS 3
Varsome 1 2 8 Pathogenic 11
Franklin 1 2 8 1 2 Pathogenic 14
MobiDetails_hg38_intervar 2 2 1 1 Likely Pathogenic 6
MobiDetails_GeneBe 2 2 8 Pathogenic 12
VarChat 1 2 4 -1 Likely Pathogenic 6
human_1 1 4 4 2 Pathogenic 11
human_2 1 2 1 2 Likely Pathogenic 6
Varsome 2 2 1 8 Pathogenic 13
Franklin 2 8 2 2 Pathogenic 14
MobiDetails_hg38_intervar 2 2 1 1 Likely Pathogenic 6
MobiDetails_GeneBe 2 1 8 Pathogenic 11
VarChat 1 2 2 4 -1 -1 Likely Pathogenic 7
human_1 2 1 2 4 2 Pathogenic 11
human_2 1 2 1 2 Likely Pathogenic 6
Varsome 2 1 4 1 8 Pathogenic 16
Franklin 4 1 2 2 2 8 1 Pathogenic 20
MobiDetails_hg38_intervar 2 2 1 VUS 5
MobiDetails_GeneBe 2 2 2 1 1 8 Pathogenic 16
VarChat 2 2 1 4 -1 Likely Pathogenic 8
human_1 2 1 2 1 Likely Pathogenic 6
human_2 2 1 4 1 Likely Pathogenic 8
Varsome 2 1 4 4 8 Pathogenic 19
Franklin 8 4 1 2 2 4 1 1 Pathogenic 23
MobiDetails_hg38_intervar 4 2 2 1 1 Pathogenic 10

AR/AD

AR

XLD

AD

AR

AR

AD

missense

nonsense

missense

missense

missense

missense

splicing

in prep

no

no

no

no

no

in prep

HP:0001929 Reduced factor XI activity

HP:0002725 Systemic lupus erythematosus

HP:0002907 Microscopic hematuria

HP:0004322 Short stature; HP:0002925 Elevated circulating thyroid-
stimulating hormone concentration

HP:0000121 Nephrocalcinosis; HP:0000787 Nephrolithiasis

HP:0000121 Nephrocalcinosis; HP:0000787 Nephrolithiasis

HP:0001067 Neurofibroma

F11 (NM_000128.4):c.1613C>T

C2 (NM_000063.5): c.841_849+19del

COL4A5 (NM_033380.3):c.1871G>A

LHX4 (NM_033343.4):c.475C>T

CYP24A1 (NM_000782.5): c.443T>C

CYP24A1 (NM_000782.5): c.1186C>T

NF1 (NM_001042492.3):c.1527+2T>C
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74

61

62

63

64

65

66

AD

AD

AD

AD

AR

AR/AD

AR/AD

AR/AD

missense

missense

missense

nonsense

nonsense

nonsense

missense

missense

yes

yes

yes

no

no

in prep

yes

yes

HP:0004322 Short stature

HP:0004322 Short stature

HP:0001250 Seizure

HP:0001999 Abnormal facial shape

HP:0012265 Ciliary dyskinesia

HP:0001929 Reduced factor XI activity

HP:0001250 Seizure

HP:0001250 Seizure

PTPN11 (NM_002834.5):c.844A>G

PTPN11 (NM_002834.5):c.922A>G

SCN8A (NM_001330260.2):c.5630A>G

ARID1B (NM_001374828.1):c.4184_4193del

DNAH11 (NM_001277115.2):c.9478C>T

F11 (NM_000128.4):c.1524dup

POLG (NM_002693.3):c.752C>T

POLG (NM_002693.3):c.1760C>T

69

70

71

72

67

68

60



MobiDetails_GeneBe 4 4 2 4 1 1 Pathogenic 16
VarChat 2 1 2 8 Pathogenic 13
human_1 2 2 1 2 4 4 1 1 Pathogenic 17
human_2 2 2 1 4 4 1 1 Pathogenic 15
Varsome 1 4 8 Pathogenic 13
Franklin 1 2 8 1 Pathogenic 12
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 2 1 8 Pathogenic 11
VarChat 1 1 VUS 2
human_1 2 1 2 1 Likely Pathogenic 6
human_2 2 1 2 1 Likely Pathogenic 6
Varsome 2 1 4 Likely Pathogenic 7
Franklin 2 1 4 Likely Pathogenic 7
MobiDetails_hg38_intervar 2 1 VUS 3
MobiDetails_GeneBe 1 1 1 VUS 3
VarChat 2 2 4 Likely Pathogenic 8
human_1 1 1 1 VUS 3
human_2 1 1 VUS 2
Varsome 8 1 8 Pathogenic 17
Franklin 4 4 2 2 Pathogenic 12
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 8 Pathogenic 16
VarChat 8 2 8 Pathogenic 18
human_1 4 1 VUS 5
human_2 4 1 2 Likely Pathogenic 7
Varsome 1 1 2 VUS 4
Franklin 2 1 VUS 3
MobiDetails_hg38_intervar 2 VUS 2
MobiDetails_GeneBe 2 2 VUS 4
VarChat 1 1 -1 VUS 1
human_1 1 VUS 1
human_2 1 VUS 1
Varsome 1 1 1 4 Likely Pathogenic 7
Franklin 2 2 VUS 4
MobiDetails_hg38_intervar 2 2 1 VUS 5
MobiDetails_GeneBe 2 2 4 -1 Likely Pathogenic 7
VarChat 2 -1 VUS 1
human_1 1 2 VUS 3
human_2 1 2 VUS 3
Varsome 1 1 1 2 VUS 5
Franklin 2 1 VUS 3
MobiDetails_hg38_intervar 2 2 1 VUS 5
MobiDetails_GeneBe 1 1 VUS 2
VarChat 1 1 VUS 2
human_1 1 1 1 1 VUS 4
human_2 1 2 1 4 Likely Pathogenic 8
Varsome 8 1 Likely Pathogenic 9
Franklin 8 2 Likely Pathogenic 10
MobiDetails_hg38_intervar 8 2 1 Pathogenic 11
MobiDetails_GeneBe 8 2 Pathogenic 10
VarChat 8 2 Pathogenic 10
human_1 8 1 1 Pathogenic 10
human_2 8 1 4 Pathogenic 13
Varsome 1 4 VUS 5
Franklin 2 VUS 2
MobiDetails_hg38_intervar 2 -1 VUS 1
MobiDetails_GeneBe 2 4 Likely Pathogenic 6
VarChat 2 1 VUS 3
human_1 1 VUS 1
human_2 1 VUS 1
Varsome 1 2 VUS 3
Franklin 2 2 VUS 4
MobiDetails_hg38_intervar 2 2 1 VUS 5
MobiDetails_GeneBe 2 2 VUS 4
VarChat 2 2 VUS 4
human_1 2 1 2 VUS 5
human_2 1 1 2 VUS 4
Varsome 1 -1 VUS 0
Franklin 2 VUS 2
MobiDetails_hg38_intervar 2 VUS 2
MobiDetails_GeneBe 2 VUS 2
VarChat 1 1 -1 VUS 1
human_1 1 VUS 1
human_2 1 VUS 1
Varsome 8 1 2 Pathogenic 11
Franklin 8 2 Likely Pathogenic 10
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 2 1 Pathogenic 11
VarChat 4 VUS 4
human_1 8 1 Likely Pathogenic 9
human_2 8 1 Likely Pathogenic 9
Varsome 8 1 8 Pathogenic 17
Franklin 8 2 2 Pathogenic 12
MobiDetails_hg38_intervar 8 2 1 1 Pathogenic 12
MobiDetails_GeneBe 8 2 8 Pathogenic 18
VarChat 8 4 2 4 Pathogenic 18
human_1 8 2 1 Pathogenic 11
human_2 8 2 1 Pathogenic 11
Varsome 1 1 VUS 2
Franklin 2 VUS 2
MobiDetails_hg38_intervar 2 2 VUS 4
MobiDetails_GeneBe 2 1 VUS 3
VarChat 2 1 VUS 3
human_1 1 VUS 1
human_2 1 VUS 1
Varsome 8 4 1 4 4 -1 Pathogenic 20
Franklin 2 2 1 1 Likely Pathogenic 6
MobiDetails_hg38_intervar 4 2 2 1 Likely Pathogenic 9
MobiDetails_GeneBe 2 1 8 Pathogenic 11
VarChat 2 1 1 4 -4 VUS 4
human_1 2 2 1 1 Likely Pathogenic 6
human_2 2 2 1 2 1 Likely Pathogenic 8
Varsome 1 1 1 VUS 3

AR/AD

AR

AR

AD

AD

AR, AD

missense

missense

nonsense

missense

missense

missense

no

no

no

yes

no

no

HP:0004322 Short stature; HP:0040075 Hypopituitarism

HP:0003225 Reduced coagulation factor V activity

HP:0003225 Reduced coagulation factor V activity

HP:0001342 Cerebral hemorrhage

HP:0004467 Preauricular pit; HP:0009795 Branchial fistula

HP:0001638 Cardiomyopathy

GH1 (NM_000515.5):c.124C>T

F5 (NM_000130.5):c.5521G>A

F5 (NM_000130.5):c.4588G>T

ENG (NM_001114753.3):c.1361T>G

EYA1 (NM_000503.6):c.1708C>A

MYPN (NM_032578.4):c.2894C>T

85

86

87

88

74

75

76

77

78

AR/AD

AR/AD

AR

AR/AD

AR/AD

AD

AD

AR/AD

AD

missense

splicing

nonsense

nonsense

splicing

missense

nonsense

missense

missense

no

in prep

no

yes

in prep

yes

yes

no

yes

HP:0000114 Proximal tubulopathy

HP:0001935 Microcytic anemia; HP:0011902 Abnormal hemoglobin

HP:0001022 Albinism

HP:0001639 Hypertrophic cardiomyopathy

HP:0001935 Microcytic anemia; HP:0011902 Abnormal hemoglobin

HP:0004904 Maturity-onset diabetes of the young; HP:0002608 Celiac 
disease

HP:0007649 Congenital hypertrophy of retinal pigment epithelium

HP:0001928 Abnormality of blood coagulation

HP:0004322 Short stature

SCNN1B (NM_000336.3):c.1310G>C

HBB (NM_000518.5): c.79G>A

OCA2 (NM_000275.3):c.659del

MYBPC3 (NM_000256.3):c.3233G>A

HBB (NM_000518.5): c.316-3C>A

HNF1A (NM_000545.8):c.323T>C

APC (NM_000038.6):c.3927_3931del

COL4A4 (NM_000092.5):c.1668G>T

PTPN11 (NM_002834.5):c.922A>G
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79
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Franklin 2 1 1 VUS 4
MobiDetails_hg38_intervar 2 2 1 VUS 5
MobiDetails_GeneBe 2 1 1 VUS 4
VarChat 2 1 VUS 3
human_1 2 1 1 VUS 4
human_2 1 1 1 1 VUS 4
Varsome 4 1 2 2 8 Pathogenic 17
Franklin 1 2 2 8 1 Pathogenic 14
MobiDetails_hg38_intervar 2 2 1 1 Likely Pathogenic 6
MobiDetails_GeneBe 2 2 2 8 Pathogenic 14
VarChat 2 1 1 2 4 Pathogenic 10
human_1 1 2 1 2 2 Likely Pathogenic 8
human_2 1 1 1 2 2 Likely Pathogenic 7
Varsome 1 1 4 2 Likely Pathogenic 8
Franklin 1 2 4 4 Pathogenic 11
MobiDetails_hg38_intervar 2 1 VUS 3
MobiDetails_GeneBe 2 2 2 4 1 Pathogenic 11
VarChat 4 1 VUS 5
human_1 2 1 1 4 Likely Pathogenic 8
human_2 2 1 1 4 Likely Pathogenic 8
Varsome 8 8 Pathogenic 16
Franklin 4 2 1 Likely Pathogenic 7
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 8 -1 Pathogenic 15
VarChat 8 4 -4 Likely Pathogenic 8
human_1 2 VUS 2
human_2 0 2 0 VUS 2
Varsome 4 2 1 2 8 Pathogenic 17
Franklin 1 2 8 1 1 4 Pathogenic 17
MobiDetails_hg38_intervar 2 2 1 1 Likely Pathogenic 6
MobiDetails_GeneBe 2 2 2 8 Pathogenic 14
VarChat 1 4 4 Likely Pathogenic 9
human_1 2 1 1 1 8 4 Pathogenic 17
human_2 2 1 1 1 4 Likely pathogenic 9
Varsome 1 2 VUS 3
Franklin 2 1 1 VUS 4
MobiDetails_hg38_intervar 2 2 1 VUS 5
MobiDetails_GeneBe 1 2 -1 -4 Likely Benign -2
VarChat 1 1 VUS 2
human_1 1 1 1 VUS 3
human_2 1 1 1 VUS 3
Varsome 8 1 Likely Pathogenic 9
Franklin 2 2 VUS 4
MobiDetails_hg38_intervar 2 1 VUS 3
MobiDetails_GeneBe 2 2 VUS 4
VarChat 4 2 1 Likely Pathogenic 7
human_1 2 1 VUS 3
human_2 2 1 VUS 3
Varsome 1 -1 VUS 0
Franklin 2 VUS 2
MobiDetails_hg38_intervar 2 2 1 VUS 5
MobiDetails_GeneBe -1 -4 Likely Benign -5
VarChat 2 VUS 2
human_1 1 VUS 1
human_2 1 VUS 1
Varsome 8 1 4 Pathogenic 13
Franklin 8 2 2 Pathogenic 12
MobiDetails_hg38_intervar 8 2 1 Pathogenic 11
MobiDetails_GeneBe 8 2 8 Pathogenic 18
VarChat 8 2 2 4 Pathogenic 16
human_1 2 1 VUS 3
human_2 8 2 1 Pathogenic 11
Varsome 8 1 4 Pathogenic 13
Franklin 8 2 2 Pathogenic 12
MobiDetails_hg38_intervar 8 2 1 1 Pathogenic 12
MobiDetails_GeneBe 8 2 8 Pathogenic 18
VarChat 8 1 4 Pathogenic 13
human_1 8 2 1 1 Pathogenic 12
human_2 8 2 1 1 Pathogenic 12
Varsome 1 1 4 Likely Pathogenic 6
Franklin 2 2 VUS 4
MobiDetails_hg38_intervar 2 1 VUS 3
MobiDetails_GeneBe 2 4 Likely Pathogenic 6
VarChat 1 1 2 VUS 4
human_1 1 2 VUS 3
human_2 1 1 2 VUS 4
Varsome 8 1 2 Pathogenic 11
Franklin 8 2 2 Pathogenic 12
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 2 2 Pathogenic 12
VarChat 8 2 2 Pathogenic 12
human_1 8 1 Likely Pathogenic 9
human_2 8 1 1 Pathogenic 10
Varsome 1 2 1 8 Pathogenic 12
Franklin 1 2 2 8 2 1 Pathogenic 16
MobiDetails_hg38_intervar 2 1 1 1 VUS 5
MobiDetails_GeneBe 2 2 8 Pathogenic 12
VarChat 1 1 4 Likely Pathogenic 6
human_1 2 1 2 2 1 Likely Pathogenic 8
human_2 2 1 4 Likely Pathogenic 7
Varsome 8 1 8 Pathogenic 17
Franklin 8 1 2 8 Pathogenic 19
MobiDetails_hg38_intervar 8 8 1 1 Pathogenic 18
MobiDetails_GeneBe 8 2 8 Pathogenic 18
VarChat 8 2 1 4 Pathogenic 15
human_1 8 2 1 8 Pathogenic 19
human_2 8 1 2 1 8 1 Pathogenic 21
Varsome 2 4 4 -1 -1 Likely Pathogenic 8
Franklin 2 2 1 1 Likely Pathogenic 6
MobiDetails_hg38_intervar 4 1 -4 VUS 1
MobiDetails_GeneBe 1 -1 -1 Likely Benign -1
VarChat 2 1 4 -4 -1 VUS 2
human_1 2 1 1 VUS 4

AR

AR/AD

AR/AD

AR

AD

AR/AD

AR/AD

missense

missense

nonsense

missense

missense

nonsense

missense

no

no

no

no

no

no

no

HP:0010837 Decreased circulating ceruloplasmin concentration; 
HP:0200032 Kayser-Fleischer ring; HP:0002240 Hepatomegaly

HP:0000121 Nephrocalcinosis

HP:0001047 Atopic dermatitis

HP:0001987 Hyperammonemia

HP:0004756 Ventricular tachycardia

HP:0004322 Short stature

HP:0004322 Short stature

SERPINA1 (NM_000295.5):c.1096G>A

SLC34A1 (NM_003052.5):c.1223T>A

FLG (NM_002016.2):c.2282_2285del

ASS1 (NM_054012.4):c.1168G>A

RYR2 (NM_001035.3):c.3767C>T

FLNB NM_001457.4:c.7760G>A

ACAN (NM_001369268.1):c.7492G>A

97

98

99

100

101

102

89

90

AR

AR/AD

AR

AR/AD

AD

AR/AD

AR/AD

AR/AD

missense

splicing

missense

nonsense

nonsense

nonsense

missense

missense

no

yes

in prep

in prep

no

in prep

no

no

HP:0001943 Hypoglycemia

HP:0004904 Maturity-onset diabetes of the young

HP:0001928 Abnormality of coagulation

HP:0001935 Microcytic anemia; HP:0011902 Abnormal hemoglobin

HP:0025169 Left ventricular systolic dysfunction

HP:0001929 Reduced factor XI activity

HP:0004322 Short stature

HP:0004322 Short stature

SLC5A1 (NM_000343.4):c.188G>A

GCK (NM_000162.5):c.863+1G>C

F7 (NM_019616.4):c.995C>T

HBB (NM_000518.5): c.118C>T

ANKRD11 (NM_013275.6):c.3931C>T

F11 (NM_000128.4):c.1556G>A

NPR2 (NM_003995.4):c.430C>G

ALPL (NM_000478.6):c.542C>T

103

93

94

95

96

91

92



human_2 1 2 2 1 Likely Pathogenic 6
Varsome 2 1 2 2 Likely Pathogenic 7
Franklin 2 2 2 1 1 Likely Pathogenic 8
MobiDetails_hg38_intervar 2 2 1 VUS 5
MobiDetails_GeneBe 2 1 2 VUS 5
VarChat 2 2 1 1 Likely Pathogenic 6
human_1 2 1 1 1 VUS 5
human_2 2 1 1 1 1 Likely Pathogenic 6
Varsome 8 1 Likely Pathogenic 9
Franklin 4 2 Likely Pathogenic 6
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 4 2 Likely Pathogenic 6
VarChat 4 VUS 4
human_1 4 1 VUS 5
human_2 4 1 VUS 5
Varsome 8 1 Likely Pathogenic 9
Franklin 8 2 Likely Pathogenic 10
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 2 Pathogenic 10
VarChat 4 VUS 4
human_1 8 1 Likely Pathogenic 9
human_2 8 1 Likely Pathogenic 9
Varsome 1 2 2 2 Likely Pathogenic 7
Franklin 2 2 2 Likely Pathogenic 6
MobiDetails_hg38_intervar 2 1 VUS 3
MobiDetails_GeneBe 2 2 2 2 Likely Pathogenic 8
VarChat 2 VUS 2
human_1 2 1 1 VUS 4
human_2 1 2 VUS 3
Varsome 1 4 1 Likely Pathogenic 6
Franklin 2 2 4 Likely Pathogenic 8
MobiDetails_hg38_intervar 2 1 1 VUS 4
MobiDetails_GeneBe 2 4 2 Likely Pathogenic 8
VarChat 2 2 -1 VUS 3
human_1 1 1 1 VUS 3
human_2 4 1 1 1 Likely Pathogenic 7
Varsome 2 1 1 1 1 Likely Pathogenic 6
Franklin 1 4 2 2 1 Pathogenic 10
MobiDetails_hg38_intervar 2 2 VUS 4
MobiDetails_GeneBe 1 1 VUS 2
VarChat 1 1 4 Likely Pathogenic 6
human_1 2 1 1 2 Likely Pathogenic 6
human_2 1 2 2 1 Likely Pathogenic 6
Varsome 1 4 VUS 5
Franklin 2 2 VUS 4
MobiDetails_hg38_intervar 2 1 VUS 3
MobiDetails_GeneBe 2 4 -4 VUS 2
VarChat 2 VUS 2
human_1 1 1 2 VUS 4
human_2 1 1 2 VUS 4
Varsome 1 2 4 1 Likely Pathogenic 8
Franklin 4 1 VUS 5
MobiDetails_hg38_intervar 2 2 1 -1 VUS 4
MobiDetails_GeneBe 2 2 4 1 Likely Pathogenic 9
VarChat 2 2 2 2 1 Likely Pathogenic 9
human_1 1 1 VUS 2
human_2 4 1 1 Likely Pathogenic 6
Varsome 8 1 Likely Pathogenic 9
Franklin 8 2 Pathogenic 10
MobiDetails_hg38_intervar 8 2 1 Pathogenic 11
MobiDetails_GeneBe 8 2 Pathogenic 10
VarChat 8 2 Pathogenic 10
human_1 8 1 Likely Pathogenic 9
human_2 8 1 Likely Pathogenic 9
Varsome 1 4 -1 VUS 4
Franklin 2 1 2 VUS 5
MobiDetails_hg38_intervar 2 2 1 VUS 5
MobiDetails_GeneBe 2 4 Likely Pathogenic 6
VarChat 1 2 VUS 3
human_1 2 1 1 2 Likely Pathogenic 6
human_2 2 1 1 2 Likely Pathogenic 6
Varsome 8 1 4 Pathogenic 13
Franklin 8 2 2 Pathogenic 12
MobiDetails_hg38_intervar 8 2 1 1 Pathogenic 12
MobiDetails_GeneBe 8 2 8 Pathogenic 18
VarChat 8 2 4 Pathogenic 14
human_1 8 2 1 Pathogenic 11
human_2 8 2 1 Pathogenic 11
Varsome 1 2 VUS 3
Franklin 2 2 VUS 4
MobiDetails_hg38_intervar 2 1 VUS 3
MobiDetails_GeneBe 2 2 2 Likely Pathogenic 6
VarChat 1 2 -1 VUS 2
human_1 1 1 2 VUS 4
human_2 1 1 2 VUS 4
Varsome 1 4 1 Likely Pathogenic 6
Franklin 2 1 2 VUS 5
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 2 1 VUS 3
VarChat / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
human_1 2 1 2 1 1 Likely Pathogenic 7
human_2 2 1 2 1 1 Likely Pathogenic 7
Varsome 8 1 4 Pathogenic 13
Franklin 8 2 2 Pathogenic 12
MobiDetails_hg38_intervar 8 2 1 Pathogenic 11
MobiDetails_GeneBe 8 8 Pathogenic 16
VarChat 8 4 Pathogenic 12
human_1 8 2 1 2 1 Pathogenic 14
human_2 8 2 1 2 1 Pathogenic 14
Varsome 8 1 1 Pathogenic 10
Franklin 8 2 Likely Pathogenic 10
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 2 Pathogenic 10

AR/AD

AR

AR

AR/AD

AD

AR/AD

AD

AD

AD

missense

splicing

nonsense

splicing

missense

nonsense

nonsense

missense

splicing

no

no

no

no

no

no

no

yes

yes

HP:0001382 Joint hypermobility

HP:0000822 Hypertension; HP:0000846 Adrenal insufficiency

HP:0000822 Hypertension; HP:0000846 Adrenal insufficiency

HP:0001513 Obesity

HP:0001250 Seizure

HP:0000256 Macrocephaly

HP:0000717 Autism

HP:0000098 Tall stature

HP:0000421 Epistaxis; HP:0100026 Arteriovenous malformation

COL6A2 (NM_001849.4):c.2009C>T

CYP11B1 (NM_000497.4):c.799+5G>C

CYP11B1 (NM_000497.4):c.1066C>T

LEPR (NM_002303.6):c.1752+2T>C

GABRA1 (NM_001127644.2):c.824A>G

IHH (NM_002181.4):c.568_569insGACG

MYT1L (NM_001303052.2):c.2853dup

PIK3R2 (NM_005027.4):c.1669G>C

ENG (NM_001114753.3):c.1311G>T

109

110

111

112

113

114

AR

AR/AD

XLR, XLD

AD

AD/AR

AD

splicing

nonsense

missense

nonsense

missense

missense

yes

no

no

no

no

no

HP:0001382 Joint hypermobility

HP:0001252 Hypotonia; HP:0001382 Joint hypermobility

HP:0011675 Arrhythmia; HP:0001638 Cardiomyopathy

HP:0001252 Hypotonia; HP:0001999 Abnormal facial shape

HP:0001513 Obesity

HP:0001382 Joint hypermobility; HP:0000974 Hyperextensible skin

ATM (NM_000051.4):c.901G>C

COL12A1 (NM_004370.6):c.6823C>T

FLNA (NM_001110556.2):c.7112C>T

ARID1B (NM_001374828.1):c.3673C>T

MC4R (NM_005912.3):c.380C>T

TGFB2 (NM_003238.6):c.1052C>T

117

118

115

116

105

106

107

108

104



VarChat 8 2 Pathogenic 10
human_1 8 1 Likely Pathogenic 9
human_2 8 1 Likely Pathogenic 9
Varsome 1 2 1 -2 VUS 2
Franklin 2 2 2 1 -1 Likely Pathogenic 6
MobiDetails_hg38_intervar 2 VUS 2
MobiDetails_GeneBe 2 -1 -2 Likely Benign -1
VarChat 1 1 -2 VUS 0
human_1 1 -2 Likely Benign -1
human_2 2 1 1 -2 VUS 2
Varsome 2 1 2 VUS 5
Franklin 1 2 1 1 VUS 5
MobiDetails_hg38_intervar 2 2 1 VUS 5
MobiDetails_GeneBe 2 1 2 VUS 5
VarChat 2 1 2 VUS 5
human_1 2 1 1 2 Likely Pathogenic 6
human_2 1 1 1 2 VUS 5
Varsome 1 1 2 4 1 Likely Pathogenic 9
Franklin 1 2 1 1 1 1 Likely Pathogenic 7
MobiDetails_hg38_intervar 2 1 VUS 3
MobiDetails_GeneBe 2 2 4 8 Pathogenic 16
VarChat 1 1 2 4 Likely Pathogenic 8
human_1 1 1 VUS 2
human_2 1 VUS 1
Varsome 1 2 1 2 4 8 Pathogenic 18
Franklin 2 4 2 1 2 Pathogenic 11
MobiDetails_hg38_intervar 2 1 VUS 3
MobiDetails_GeneBe 4 1 4 2 Pathogenic 11
VarChat 1 2 1 2 8 Pathogenic 14
human_1 4 1 4 Pathogenic 9
human_2 1 4 1 Likely Pathogenic 6
Varsome 1 4 -1 VUS 4
Franklin 2 2 VUS 4
MobiDetails_hg38_intervar 2 2 1 VUS 5
MobiDetails_GeneBe / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
VarChat 2 VUS 2
human_1 1 2 VUS 3
human_2 1 2 VUS 3
Varsome 2 1 1 VUS 4
Franklin 2 2 1 1 Likely Pathogenic 6
MobiDetails_hg38_intervar 2 1 -1 VUS 2
MobiDetails_GeneBe / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
VarChat 2 1 1 1 VUS 5
human_1 2 1 1 VUS 4
human_2 1 VUS 1
Varsome 1 2 1 4 4 Pathogenic 12
Franklin 2 2 8 1 2 Pathogenic 15
MobiDetails_hg38_intervar 2 2 1 VUS 5
MobiDetails_GeneBe 2 1 1 1 VUS 5
VarChat 2 1 1 4 4 -1 Pathogenic 11
human_1 1 2 2 1 8 2 4 Pathogenic 20
human_2 1 2 1 1 4 4 Pathogenic 13
Varsome 1 4 VUS 5
Franklin 2 2 VUS 4
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 2 1 VUS 3
VarChat / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
human_1 1 VUS 1
human_2 1 2 VUS 3
Varsome 2 1 2 -4 VUS 1
Franklin 1 2 VUS 3
MobiDetails_hg38_intervar 2 2 1 -1 VUS 4
MobiDetails_GeneBe 2 1 -2 VUS 1
VarChat 1 1 -2 VUS 0
human_1 1 1 VUS 2
human_2 2 1 VUS 3
Varsome 8 1 4 pathogenic 13
Franklin 8 2 2 pathogenic 12
MobiDetails_hg38_intervar 8 8 pathogenic 16
MobiDetails_GeneBe / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
VarChat 8 2 4 pathogenic 14
human_1 8 2 1 4 1 pathogenic 16
human_2 8 1 1 1 pathogenic 11
Varsome 2 2 -4 -1 -1 Likely benign -2
Franklin 2 1 8 Pathogenic 11
MobiDetails_hg38_intervar 2 1 VUS 3
MobiDetails_GeneBe 2 1 1 -1 -1 VUS 2
VarChat 1 4 -4 -4 Likely benign -3
human_1 2 VUS 2
human_2 1 2 2 1 Likely pathogenic 6
Varsome 1 1 1 VUS 3
Franklin 2 VUS 2
MobiDetails_hg38_intervar 2 2 1 VUS 5
MobiDetails_GeneBe 1 VUS 1
VarChat 1 VUS 1
human_1 1 VUS 1
human_2 1 1 VUS 2
Varsome 8 1 2 Pathogenic 11
Franklin 8 2 1 Pathogenic 11
MobiDetails_hg38_intervar 8 2 1 Pathogenic 11
MobiDetails_GeneBe 8 2 8 Pathogenic 18
VarChat 8 2 1 Pathogenic 11
human_1 8 1 Pathogenic 9
human_2 8 1 1 Pathogenic 10
Varsome 8 1 8 Pathogenic 17
Franklin 8 2 2 Pathogenic 12
MobiDetails_hg38_intervar 8 2 1 1 Pathogenic 12
MobiDetails_GeneBe 8 8 Pathogenic 16
VarChat 8 1 4 Pathogenic 13
human_1 8 2 1 Pathogenic 11
human_2 8 2 1 Pathogenic 11
Varsome 4 1 1 Likely pathogenic 6
Franklin 4 2 4 Pathogenic 10

AR/AD

AR

AR/AD

AR

AD/AR

AD

AR/AD

AD

missense

nonsense

missense

missense

nonsense

nonsense

missense

missense

no

no

yes (vWD tip 2)/no (vWD 
tip1/3)

no

no

no

no

no

HP:0001928 Abnormality of coagulation

HP:0012146 Abnormality of von Willebrand factor

HP:0001873 Thrombocytopenia

HP:0001513 Obesity

HP:0001382 Joint hypermobility

HP:0001382 Joint hypermobility

HP:0000098 Tall stature

HP:0001999 Abnormal facial shape; HP:0001263 Global developmental 
delay

PROC (NM_000312.4):c.1181G>A

VWF (NM_000552.5):c.2435del

VWF (NM_000552.3):c.4751A>G

LEPR (NM_002303.6):c.1061A>G

LZTR1 (NM_006767.4):c.1768C>T

TNXB (NM_001365276.2):c.2461C>T

MC4R (NM_005912.3):c.19C>T

NIPBL (NM_133433.4):c.7340T>G

121

122

123

124

125

126

AD/AR

AD

AR

AD

AR

AR

missense

missense

missense

splicing

missense

splicing

no

yes

no

Yes

yes

yes

HP:0001513 Obesity

HP:0001382 Joint hypermobility

HP:0012024 Hypergalactosemia

HP:0000098 Tall stature; HP:0000842 Hyperinsulinemia; HP:0001943 
Hypoglycemia; HP:0001520 Large for gestational age

HP:0004430 Severe combined immunodeficiency

HP:0004430 Severe combined immunodeficiency

MC3R (NM_019888.3):c.503T>A

FBN1 (NM_000138.5):c.467A>G

GALT (NM_000155.4):c.563A>G

MTOR (NM_004958.4):c.3944+3A>G

ADA (NM_000022.4):c.247G>A

ADA (NM_000022.4):c.845G>A

129

130

131

132

127

128

119

120



MobiDetails_hg38_intervar 2 1 1 VUS 4
MobiDetails_GeneBe 2 2 2 Likely pathogenic 6
VarChat 8 1 1 Pathogenic 10
human_1 2 1 1 1 1 Likely pathogenic 6
human_2 2 1 1 1 VUS 5
Varsome 8 1 likely pathogenic 9
Franklin 1 2 VUS 3
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 1 -4 -4 benign -7
VarChat -1 likely benign -1
human_1 1 VUS 1
human_2 1 VUS 1
Varsome 8 1 1 Pathogenic 10
Franklin 8 2 2 1 Pathogenic 13
MobiDetails_hg38_intervar 8 2 1 Pathogenic 11
MobiDetails_GeneBe 8 1 -4 VUS 5
VarChat 8 4 Pathogenic 12
human_1 8 2 1 Pathogenic 11
human_2 8 2 1 pathogenic 11
Varsome 8 1 Likely pathogenic 9
Franklin 8 2 Likely pathogenic 10
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 2 1 Pathogenic 11
VarChat 4 VUS 4
human_1 8 1 Likely pathogenic 9
human_2 8 1 Likely pathogenic 9
Varsome 1 1 4 2 Likely pathogenic 8
Franklin 4 2 2 Likely pathogenic 8
MobiDetails_hg38_intervar 2 2 1 1 -1 Likely pathogenic 5
MobiDetails_GeneBe / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
VarChat 2 VUS 2
human_1 1 1 4 Likely pathogenic 6
human_2 4 1 4 Likely pathogenic 9
Varsome 8 8 Pathogenic 16
Franklin 4 2 1 Likely pathogenic 7
MobiDetails_hg38_intervar 1 -4 VUS -3
MobiDetails_GeneBe 8 8 -1 Pathogenic 15
VarChat 8 4 -4 Likely pathogenic 8
human_1 2 VUS 2
human_2 4 2 Likely pathogenic 6
Varsome 4 4 1 4 4 4 Pathogenic 21
Franklin 1 4 2 2 2 1 2 Pathogenic 14
MobiDetails_hg38_intervar 2 2 1 1 1 Likely pathogenic 7
MobiDetails_GeneBe 2 2 2 1 4 8 Pathogenic 19
VarChat 2 2 2 1 4 4 Pathogenic 15
human_1 1 2 2 1 1 4 1 Pathogenic 12
human_2 1 2 2 1 1 4 1 Pathogenic 12
Varsome 8 1 8 Pathogenic 17
Franklin 8 2 8 Pathogenic 18
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 8 Pathogenic 16
VarChat 8 2 1 4 Pathogenic 15
human_1 8 2 1 1 Pathogenic 12
human_2 8 2 1 1 pathogenic 12
Varsome 8 1 4 Pathogenic 13
Franklin 8 2 2 Pathogenic 12
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 1 8 Pathogenic 17
VarChat 4 VUS 4
human_1 8 1 1 Pathogenic 10
human_2 8 2 1 pathogenic 11
Varsome 8 1 Likely pathogenic 9
Franklin 8 2 Likely pathogenic 10
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 2 VUS 2
VarChat 8 Likely pathogenic 8
human_1 8 1 Likely pathogenic 9
human_2 8 1 likely pathogenic 9
Varsome 1 2 8 -1 Pathogenic 10
Franklin 4 4 2 1 Pathogenic 11
MobiDetails_hg38_intervar 1 -8 -4 Benign -11
MobiDetails_GeneBe 2 2 8 -1 Pathogenic 11
VarChat 2 4 -8 -4 -1 Benign -7
human_1 1 2 1 -1 VUS 3
human_2 1 2 1 -1 VUS 3
Varsome 8 8 1 2 4 Pathogenic 23
Franklin 2 4 2 2 1 Pathogenic 11
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 2 1 8 -1 Pathogenic 10
VarChat 2 2 8 -8 -4 VUS 0
human_1 2 1 1 VUS 4
human_2 2 1 VUS 3
Varsome 8 1 Likely pathogenic 9
Franklin 8 2 Pathogenic 10
MobiDetails_hg38_intervar 8 2 Pathogenic 10
MobiDetails_GeneBe 8 2 Pathogenic 10
VarChat 8 2 Pathogenic 10
human_1 8 1 Likely pathogenic 9
human_2 8 1 Likely pathogenic 9
Varsome -4 -4 -1 Benign -9
Franklin 2 -4 -2 Likely benign -4
MobiDetails_hg38_intervar 2 2 1 VUS 5
MobiDetails_GeneBe -1 -4 Likely benign -5
VarChat 2 1 -4 Likely benign -1
human_1 2 1 2 VUS 5
human_2 2 1 2 VUS 5
Varsome 1 1 1 VUS 3
Franklin 2 2 VUS 4
MobiDetails_hg38_intervar 2 2 1 1 Likely pathogenic 6
MobiDetails_GeneBe 1 1 VUS 2
VarChat 1 2 VUS 3
human_1 1 2 VUS 3
human_2 1 1 2 VUS 4

XL

AR/AD

AD

AD

AD

AD

missense

nonsense

nonsense

nonsense

missense

deletion

in prep

in prep

in prep

no

no

no

HP:0001878 Hemolytic anemia

HP:0001935 Microcytic anemia; HP:0011902 Abnormal hemoglobin

HP:0001067 Neurofibroma

HP:0001638 Cardiomyopathy

HP:0001733 Pancreatitis

HP:0001733 Pancreatitis

G6PD (NM_000402.4):c.1268G>A

HBB (NM_000518.5): c.135del

NF1 (NM_001042492.3):c.7784_7785del

FHOD3 (NM_001281740.3):c.1906_1907dup

PRSS1 (NM_002769.5):c.86A>T

CFTR (NM_000492.3):c.1521_1523delCTT

145

146

147

133

134

135

136

137

138

AD

AD

AD

AD

AR/AD

AR/AD

AR/AD

AR

AR

missense

nonsense

missense

nonsense

nonsense

missense

nonsense

nonsense

nonsense

no

no

no

no

no

no

no

no

no

HP:0001657 Prolonged QT interval

HP:0004322 Short stature

HP:0001873 Thrombocytopenia

HP:0001644 Dilated cardiomyopathy

HP:0001644 Dilated cardiomyopathy

HP:0031097 Abnormal thyroid-stimulating hormone level

HP:0001047 Atopic dermatitis

HP:0001513 Obesity

HP:0001928 Abnormality of coagulation

CAV3 (NM_033337.3):c.449A>T

CTCF (NM_006565.4):c.1569C>G

TUBB1 (NM_030773.3):c.326G>A

RBM20 (NM_001134363.3):c.2176C>T

TTN (NM_001267550.2):c.94055del

ALB (NM_000477.7):c.725G>A

FLG (NM_002016.2):c.1501C>T

INPP5E (NM_019892.6):c.1897C>T

ANO6 (NM_001410973.1):c.2T>A

141

142

143

144

139

140



Varsome 8 1 Likely pathogenic 9
Franklin 4 2 Likely pathogenic 6
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 4 2 Likely pathogenic 6
VarChat 8 Likely pathogenic 8
human_1 4 1 VUS 5
human_2 1 2 VUS 3
Varsome 2 1 4 8 4 Pathogenic 19
Franklin 4 1 2 8 1 1 2 Pathogenic 19
MobiDetails_hg38_intervar 2 1 1 VUS 4
MobiDetails_GeneBe 2 2 2 1 4 8 Pathogenic 19
VarChat 2 2 1 2 4 Pathogenic 19
human_1 4 1 2 1 1 Likely pahtogenic 9
human_2 4 1 2 1 2 1 Pathogenic 11
Varsome 8 2 8 Pathogenic 18
Franklin 2 2 2 Likely Pathogenic 6
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 8 Pathogenic 16
VarChat 1 1 4 Likely Pathogenic 6
human_1 2 2 1 VUS 5
human_2 2 2 1 VUS 5
Varsome 1 1 2 1 VUS 5
Franklin 2 1 VUS 3
MobiDetails_hg38_intervar 2 2 1 -1 VUS 4
MobiDetails_GeneBe 2 2 2 1 Likely Pathogenic 7
VarChat 2 2 1 VUS 5
human_1 1 1 1 VUS 3
human_2 1 1 1 VUS 3
Varsome 2 1 4 4 4 Pathogenic 15
Franklin 4 2 2 2 1 2 Pathogenic 13
MobiDetails_hg38_intervar 2 1 1 -1 VUS 3
MobiDetails_GeneBe 2 2 2 1 4 2 Pathogenic 13
VarChat 2 2 2 1 4 1 Pathogenic 12
human_1 2 4 1 1 1 1 Pathogenic 10
human_2 1 4 1 1 1 likely pathogenic 8
Varsome 8 1 likely pathogenic 9
Franklin 2 VUS 2
MobiDetails_hg38_intervar / / / / / / / / / / / / / / / / / / / / / / / / / / / / / /
MobiDetails_GeneBe 8 -4 VUS 4
VarChat 2 1 VUS 3
human_1 8 1 likely pathogenic 9
human_2 8 1 likely pathogenic 9

AD

AD

153 FGFR2 (NM_001320654.2):c.8_12del HP:0001999 Abnormal facial shape no nonsense AD

missense

missense

no

yes

HP:0006530 Abnormal pulmonary interstitial morphology

HP:0002616 Aortic root aneurysm; HP:0001083 Ectopia lentis; 
HP:0000098 Tall stature

TSC2 (NM_000548.5):c.5194C>G

FBN1 (NM_000138.5):c.7954T>C

148

149

150

AD

XL

AD/AR

nonsense

missense, 
splicing

nonsense

no

Pilot Rules In Prep

no

HP:0100021 Cerebral palsy

HP:0001987 Hyperammonemia

HP:0003201 Rhabdomyolysis

TBR1 (NM_006593.4):c.1625del

OTC (NM_000531.6):c.386G>A

RTEL1 (NM_001283009.2):c.3730_3731del

151

152


