Gene hsembl_gerimble_transtotide_varijtein_variat| Genotype [hromosom{ Start End
ASXL1 [50000017100000306(c.3874G>Ap.Val12921l4  HET 20 32436601|32436601
BLM 5000001971000003551¢c.1847A>Gp.Asn616Se HET 15 90761220]90761220
CD48 [5000001171000006137 c.324C>G p.lle108Me|  HET 1 1.61E+08 | 1.61E+08
CR2  [500000117/00000367(0c.1676G>Ap.Gly559GIy  HET 1 2.07E+08 | 2.07E+08
FANCA [5000001871000003893 ¢.797C>T p.Thr266Mel  HET 16 8979963489799634
FANCM [5000001871000002674c.5440G>A|.Glu1814Ly  HET 14 45196271(45196271
FPR1 [500000171000003047 c.205G>A |p.Val69Met HET 19 51746790(51746790
IL12RB1 [500000096000005939 c.842C>T |p.Thr281llg HET 19 18072291118072291
KLF1  [500000105000002648 c.493G>A p.Alal65Th HET 19 12885737(12885737
LRBA [500000198000003571¢.5031T>A}|.Asn1677L HET 4 1.51E+08 | 1.51E+08
LRBA 300000198'000003571c.2209G>Ap.VaI737IIe HET 4 1.51E+08 | 1.51E+08
MASP2 [500000009000004008 c.352C>T p.Argl18Cy HET 1 11046616(11046616
MEFV [500000103T00000219|c.2082G>Ap.Met6941ld  HET 16 3243405 | 3243405
MEFV  [500000103r00000219|c.2040G>Cp.Met680ll¢ HET 16 3243447 | 3243447
MSH6 [500000116000002344¢.2561A>Tp.Lys854Me|  HET 2 47800544(47800544
NEIL3 [500000109000002645¢.1524T>Ap.Ser508Arg HET 4 1.77E+08 | 1.77E+08
NLRP1 [500000091j000005722 c.760C>T p.Pro254Se HET 17 5559936 | 5559936
POLE [5000001770000003205¢c.1320C>G)p.Asp440GI HET 12 1.33E+08 | 1.33E+08
RET  [300000165T00000340| c.200G>A |p.Arg67His HET 10 43100585(43100585
RTEL1 [50000025800000370(0c.2278G>Tp.Ala760Se HET 20 63690306|63690306
STAT2 [500000170000003141¢c.2191C>Tp.Pro731Se HET 12 56344047|56344047
TINF2  [500000092D00002674| c.734C>A p.Ser245Ty HET 14 24240746|24240746




Ref_Allele prnative_Al| avsnp150 Manually curated ACMG classification SIFT_score | SIFT_pred
G A 514013726 Likely benign 0.023 Deleterious
A G . Likely benign 0.059 Tollerate
G C 513919821 Likely benign 0.025 Deleterious|
G A 514361433 Likely benign 0.025 Deleterious
G A 575279944 Likely benign 0.024 Deleterious|
G A 513907468 VUS 0.135 Tollerate
C T 519953414 Likely benign 0.013 Deleterious
G A . Likely benign . .

C T 10409632( Likely benign 0.631 Tollerate
A T . VUS 0.002 Deleterious
C T 515121344 Likely benign 0.292 Tollerate
G A 514727078 Likely benign 0.017 Deleterious|
C T (s28940578 Pathogenic 0.113 Tollerate
C G s2894058( Pathogenic 0.359 Tollerate
A T [s34374438§ VUS 0.002 Deleterious|
T A . Likely benign 0.079 Tollerate
G A 537466280 Likely benign 0.074 Tollerate
G C 576335022 VUS 0.017 Deleterious|
G A 519248901 Benign 0.611 Tollerate
G T 577665799 Likely benign 0.71 Tollerate
G A 595503031 Likely benign 0.711 Tollerate
G T 514277786 Benign 0.003 Deleterious




hen2_HDIVhen2_HDIV)en2_HVARhen2_HVAHRtionTaster_ MutationTaster_pred onAssessoH
0.501 pkibly Damal 0.058 Benign 1 Polymorphism 1.735
0.023 Benign 0.004 Benign 1 Polymorphism 1.745
0.181 Benign 0.774 kibly_Dama; 1 Polymorphism 2.085
1 bably_Damg 0.992 pably_ Damd 0.991 Disease_Causing 2.91
0.389 Benign 0.057 Benign 1 Polymorphism 0
0.236 Benign 0.031 Benign 1 Polymorphism 1.63
0.8 sibly Dama] 0.327 Benign 1 Polymorphism 1.145
0.999 pably Damg 0.974 pably_Damsz 1 Polymorphism 2.135
0.001 Benign 0.001 Benign 1 Polymorphism 0.345
0.999 pably_ Damg 0.994 pably Damsz 1 Disease_Causing 3.2
0.992 pably Damgd 0.989 pably Damg 1 Disease_Causing 1.485
0.202 Benign 0.029 Benign 1 Disease_Causing 3.4
0.786 Fpibly Damal 0.337 Benign 0 Polymorphism Automatic 0.965
0 Benign 0.001 Benign 1 Polymorphism -0.605
1 pably Damg 0.997 pably Dams 1 Disease_Causing 3.14
0.035 Benign 0.038 Benign 1 Polymorphism 1.46
0.005 Benign 0.001 Benign 1 Polymorphism -0.345
0.957 bpably Damg 0.781 Fpibly Dama, 1 Disease_Causing 2.405
0.002 Benign 0.001 Benign 0.926 Polymorphism 0.905
0.529 kibly_Damaj 0.167 Benign 1 Polymorphism 1.245
0.002 Benign 0.002 Benign 1 Polymorphism 1.845
0.907 kibly Damaj 0.264 Benign 0 Polymorphism Automatic 0.69




ionAssessol CADD_raw[ADD_phre¢Var_automAD_genom
Low 1.449 13.05 [tainsignifi{ 0.0005
Low -0.838 0.035 likely benigi .
Medium 1.868 15.39 . 0.0006
Medium 4.809 24.8 ftainsignifi¢ 0.0002
Neutral 2.148 17.17 likely benigi .
Low 1.087 11.15 ftainsignifi{ 0.0001
Low 1.202 11.76 [tainsignifi{ 6.46E-05
Medium 1.732 14.59 ftainsignifi{ 3.23E-05
Neutral 1.841 15.23 . 9.70E-05
Medium 4.133 23.8  ftain signifiq .
Low 3.656 23.2  rtainsignifi¢ 0.0007
Medium 5.129 25.4  ftainsignifi¢ 0.0005
Low -0.499 0.221 ftainsignifi¢ 3.23E-05
Neutral -1.836 0.002 ftain signifig .
Medium 3.028 22.3  ftainsignifi¢ 0.0003
Low 2.121 16.99 [tain signifi .
Neutral -1.638 0.002 ftainsignifi¢ 3.23E-05
Medium 4.324 24 Ftain signifid .
Low 1.507 13.35 [|ikely benig| 0.0008
Low -0.451 0.29  ftain signifi .
Low 0.317 5.859 . 3.23E-05
Neutral 3.206 22.7 likely benigl 0.0001




CLNALLELEID

137336

442703

267279

45169

94763

462860

50278

47519




CLNDN

not_specified

Common_variable_immunodeficiency_7|not_specified

not_specified

Familial_Mediterranean_fever |Familial_mediterranean_fever, |

Hereditary_nonpolyposis_colon_cancer|Hereditary_cancer-prg

Colorectal_cancer,_susceptibility to, 12

Pheochromocytoma|Multiple_endocrine_neoplasia|Hereditar

Dyskeratosis_congenita|Revesz_syndrome|Dyskeratosis_conge




CLNDISDB

MedGen:CN169374

MedGen:C3542922,0MIM:614699 | MedGen:CN169374

MedGen:CN169374

MedGen:C0031069,0MIM:249100,0rphanet:ORPHA342,S

MedGen:C0009405,0rphanet:ORPHA443090 | MedGen:CO(

MedGen:C3554460,0MIM:615083

Human_Phenotype _Ontology:HP:0002666,MedGen:C0031]

MedGen:C0265965,0rphanet:ORPHA1775,SNOMED_CT:74




CLNREVSTAT

no_assertion_provided

criteria_provided, conflicting_interpretations

criteria_provided, single submitter

criteria_provided, multiple_submitters, no_conflicts

reviewed_by expert_panel

criteria_provided,_single_submitter

criteria_provided, conflicting_interpretations

criteria_provided, conflicting_interpretations




CLNSIG

not_provided

Conflicting_interpretations_of pathogenicity

Uncertain_significance

Pathogenic

Uncertain_significance

Uncertain_significance

Conflicting_interpretations_of pathogenicity

Conflicting_interpretations_of pathogenicity




