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Cancer Recommended genes for screening
type included in GALEAS Hereditary Pus

ATM, BARDI, BRCAI, BRCA2, CDHI, CHEK2, NBN,

Eioast NF1, PALB2, PTEN, STKII, TP53
TAPC, AXIN2, BMPRIA, CHEK2, EPCAM, GREMI,
colon MLHI, MSH2, MSHB, PMS2, MSH3, MUTYH, NTLHI,
POLDI, POLE, PTEN, RNF43, SMAD4, STK1I, TP53
Renal BAPI, FH, FLCN, MET, SDHB, VHL
ovari ATM, BARDI, BRCAI, BRCA2, CDHI, CHEK?2, NBN,
varian NF1, PALB2, PTEN, SKTI, TP53, RAD5IC, RAD5ID
brostat ATM, BRCAT, BRCA2, CHEK2, MLH], MSH2,
ostate MSHS, PALB2
Gastric/GIST CDH, KIT, PDGFRA, SDHC, SDHD, SDHA
Brain APC, ATM, MLH, MSH2, MSH8, PMS2, TP53
sarcoma EXTI, EXT2, MTAP, NF1, RECQL4, SQSTMI, TP53
Paediatric* CDKNIC, CTR, REST, TRIM28, WTI
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SNV 99.78%
Indel 100%
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Genotypic

Copy normal Male Copy neutral
MSH2 deletion .
Multi-exon
exons 1-6, Male . Yes
deletion
heterozygous
MSH2 deletion .
exon 7 | Male Single exon Yes
! deletion
heterozygous
MSH2 deletion .
Multi-exon
exons 1-2, female . Yes
deletion
heterozygous
MSH2 deletion, .
exon 1 Male Single exon Yes
! deletion
heterozygous
MLH1 exon 13 ]
amplification (3 Female Mult-exon Yes
q amplification
or more copies)
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c : GALEAS
Key Quality Indicator Hereditary s Company |

Number of genes 146 13
Capture panel size (kb) 809 kb 403 kb
S:v;e:,;i;ed for mean 100x 096b 012 Gb
Percentage coverage >30x 99% 96%
Percentage on or near bait 81% 61.51%
Percent duplication 2.0% 8.99%
SNV recall 99.7% 98.1%
INDELSs recall 100% 97.2%
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HGVS HGVS Genomic
coding protein position

22 BRCA1 cl75_1214del p.Leu392fs*5 chr17:43094317
23 BRCA1 cl75_1214del p.Leu392fs*5 chr17:43094317
64 MSH2 C.942+3A>T p.? chr2:4741442]

C.736_741delins

65 PMS2 p.(Pro246Cysfs*3)  chr7:5997389

TGTGTGTGAAG
66 MLHI cl946dupC  p.(LeuB50Phefs*14) chr3:37048561
67 MSH2 c1213_1217dup  p.(Leud07Thrfs*7) chr2:47429877

68 MSH6 .3562_3563del 1p.(Serll88Tyrfs*5) chr2:47805623
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Whole gene deletion Mosaic partial gene deletion ~ 20% Mosaic multi-exon deletion ~ 30%
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IAC I ToTux:

Enrichment
method

Number of
genes

Capture Panel
size

Sequencing
platform

Targets
Variant types

Input DNA
requirements*
Sample type

Multiplexing
guidance for
sequencing*

Hybridization and Capture

146

809 Kb

lllumina

Genes associated with hereditary cancer

SNVs, CNVs and INDELs
10-200 ng

gDNA from blood or saliva

1 million reads per sample required to
achieve 100x. This equates to 0.2 Gb
per sample
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AlP CDKNIC EXT2 HNF1A MSH6 POLE SDHA TMEM127
ALK CDKN2A EZH2 HOXBI13 MTAP POLH SDHAF2 TP53
APC CEBPA FANCA HRAS MUTYH POTI SDHB TRIM28
ATM CHEK2 FANCB KIF1B NBN PRKARIA SDHC TRIM37
AXIN2 CTNNAI FANCC KIT NF1 PTCHI SDHD TRIP13
BAP1 CTR9 FANCD2 KRAS NF2 PTEN SEC23B TSCl1
BARDI DDB2 FANCE LZTR1 NHP2 PTPNII SHOC2 TsC2
BLM DICER1 FANCF MAP2KI1 NRAS RAD50 SLC25A1 VHL
BMPRIA DIS3L2 FANCG MAP2K2 NSD1 RAD5IC SLX4 WRAP53
BRAF DLST FANCI MAX NTHL1 RADSID SMAD4 WRN
BRCAI EGFR FANCL MDH2 PALB2 RAF1 SMARCA4 WTI
BRCA2 ELP1 FANCM MEN1 PAX5 RBI SMARCBI XPA
BRIPI EPCAM FH MET PAX6 RECQL4 SMARCEI XPC
BUBIB ERCCI FLCN MITF PDGFRA REST SOsl XRCC2
CBL ERCC2 GALNTI2 MLH1 PDGFRB RET SQSTEMI
CDC73 ERCC3 GATA2 MREII PHOX2B RHBDF2 STK
CDHI ERCC4 GPC3 META PMSI1 RNF43 SUFU
CDK4 ERCC5 GPRI161 MSH2 PMS2 RTEL1 TERC
CDKNIB EXTI GREMI MSH3 POLDI RUNXI TERT

For research use only. Not for use in diagnostic procedures.
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