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Box 1. Recommendations for genes to be included for germline-focussed analysis and triggering of germline sample laboratory confirmation

Any tumour type Associated tumour type only
Tumour arising any age BRCA1  RADSIC FLCN
BRCA2  RAD5ID FH
BRIPT RET BAP1
MLH! ~ SDHA POLE
MSH2  SDHAF2
MSHé  SDHB
PALB2  SDHC
PMS2  SDHD
VHL® TsC2
MUTYH®
Tumour arising age <30 only RB1 TP53¢
APC NF1

“Renal tumours to be excluded.

PMUTYH should be included for germline-focussed tumour analysis but reporting and germline follow-up testing should only be performed on detection
of two pathogenic variants,
“Brain tumours to be excluded.
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s — |T-only panel (Z
Potentially Actionable SF Gene List NCC Oncopanel Fgﬁgdg‘gc:{n ?ggg;g #1113 Germline
s test DL B
Gene | Major Phenotype 5% | tumor [[germline)|  tumor ET E2
APC | FAP o - 5 o AAA A
ATM |Breast Ca @) - ) A | ©
BAPYT | gilignant Mesothelioma o o B
BMPR1A | Juvenile Polyposis ) AA
BRCAT HBOC B O | O AAA ©
BRCAZ HBOC ) O O O AAA Q
BRIP1 Ovarian Ca - | @) A Q
CDH1 Diffuse Gastric Ca O AA O
CDK4 Melanoma B o 8] B o
CDKNZA | Melanoma/Pancreatic Ca O O A O
CHEKZ2 Breast Ca | O | @] A O
EPCAM | Lynch Deletion | | AA
Hereditary Leiomyomatosis =
i and Renal Cell Ca - . Q = - -
FLCN Birt-Hogg-Dube syndrome i O B | O
MAX HPPS | B |
MENT MEN1 - Q AAA
MET GIST O O B
MLH1 Lynch O O O AAA ©
MSHZ2 | Lynch _ O O O | AAA ©
— MSH6 _ |Lynch - i O [ AAA ©
MUTYH | MAP ] __Biallelic . O [ AaA | ©
NBN Breast Ca ! 0 A
NFT NF1 @) | © A A
NFZ2 NF2 O AA O
PALB2 Breast Ca O O AA o
PMS2 Lynch O AAA @)
POLD1 Colon Ca . O 1 O = S
POLE Colon Ca @) - @) B @)
POT1 Malignant Melanoma B
_ _PTEN PTEN hamartoma | O O ®) AA | A
" RAD51C | Ovarian Ca g O A | (€]
RAD51D | Ovarian Ca ' O A ©
RB1 Retinoblastoma | © o @) AAA | A
RET MEN2 ) o | © O AABA [ ©
SDHA HPPS ; O A
SDHAF2 | HPPS i ' o AA 5
SDHB HPPS o AA ©
SDHC _ |HPPS @) AA o
SDHD __ |HPPS — o AA ©
____SMAD3 _|Loeys-Dietz non-tumor | A
SMAD4 | Juvenile Polyposis QO o | @] AA O
STK11 Peutz-Jeghers O O i O AA A
TERFZIP - ’ . B
TERT | Acute Myeloid Leukemia ; | B i
TGFBAT | Loeys-Dietz non-tumor ; | A -
TGFBR2 | Loeys-Dietz | non-tumor 1 o T A
TMEM127 | Pheochromocytoma | B ’ | B
TP53 | Li-Fraumeni O O o AA -
7sc1 Tuberous Sclerosis O @) O AA O
__.Tsc2  Tuberous Sclerosis O AA ©
VHL | VHL ) O O O AAA © —
WT1 | WT1-related Wilms O AA O
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13 MENT1
14 RET
15 CDKN2A
16 CDK4
17 STK11
18 CDH1
19 BMPR1A
20 SMAD4
21 PALB2
22 CHEK2
23 ATM
24 NBN
25 BARD1
26 BRIP1
27 RADS1C
28 RADS1D
29 POLD1
30 POLE
31 NF2
32 TSC1
33 TSC2
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35 NF1
36 BAP1
37 FH
38 FLCN
39 MET
40 POT1
41 TERF2IP
42 TERT
43 SMARCB1
44 VHL
45 MAX
46 SDHA
47 SDHB
48 SDHC
48 SDHD
50 SDHAF2
51 TMEM127
52 SMAD3
53 TGFBR1
54 TGFBR2
55 HNF1A
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