A 4 Conflicting ClinVar SNVs B
B 2] e sum e PYr— 020 TP53 PAS
PO 7S Lot -4 B [t A
§ 0 UsE DSE | [Mocsz2 331ae 0.00 G
< e mocsf SO, RoXT 280h0c ACAATAAAACTTTGCTGCCACCTGTGTGTCTGAGGGGTGAA
° . HBA AGXT HBA2 98>c | 000000 g3mmmmmsmmma((((= === mmamnaa
= ” 1 @ o oo Gty
2 4
°© ALogodds
C HBA2 PAS (Alpha Thalassaemia) M 0.86
M -1.50
Observed
ersicts TICCHLEZERTRTT TmTMTAﬂH ehoncte-htnen e Eoecefne retefetalece s
- T mgn
CH
$: “IIII- | IIIII- n m |
. L
7 o ' i
92A>G 65.28(16.18) 1.19(1.03) L-104G>T 3.19(1.77) L 136A>G 1.11(1.20)
94A>G 76.04(18.36) 1.89(1.19)
- 82G>A 1.22(1.09
g .09 INS PAS (Neonatal Diabetes) M 0.82

CCCCCTCCTOCACCCACATAGAT:. -AATAAA' [eRan L W A i R _I_ o _:t&;f (0
_ o .l-_= n nm

. ___m RLET
L 42c>T 1.5(1.13) 59A>G 42.46(22.28)

00> 400>

HBB PAS (Beta Thalassaemia) :014“_:50
LOECTTOATCATCTLCATICT T.CTAAT'AAA'A'AKC'ATTT'ATTTTC’A’TT CARTCRTUT AT TEAAH’AH'T'CT BATATTT
é = . (u | = |
TS m |
B o -
O O P e IS | S
96T>C 1.45(1.13) 112A>G 68.25(8.19) 132C>T 1.81(1.18)
113A>G 58.53(10.93)
110delTAAA 236.4(18.91)
D ALogodds
BRCA1 PAS | 0.52
Observed 150
oo THATTTCTOCT T R Attt tastac e hace e
% | || I I
1363A>T 73.27(9.02)
TPMT PAS m 0.44
N -1.50
A oo e e At
c u|
E CSE.25 L 23401>C 1.37(1.39) CSE+50
00 BRCA1 PAS mmmm Observed (Variant) 014 TPM1 PAS mmmm Observed (Variant)
Fold Change 1.50 v = u1 Predicted (Variant) Fold Change 1.73 v = u1 Predicted (Variant)
0.15 Predicted Change 1.38 ¥ s Observed (Wildtype) 0.07 Predicted Change 2.07 ¥ s Observed (Wildtype)
0.00 A e 0.00 é/\ 4\

CAAATAAACTTGGTAGCAAACACT‘T\CCACCATGAATGACTGTTCTTGAGACT ACATTAAACTTTTTCTACTACTTTAAATTCTCACCTGGAATGTTTCAGAGTT



