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BABLFNANMRE ZRWTR BEER HREER Y X+ (Ver3.1.20210815)
Potentially Actionable SF Gene List iﬁj» EMREITUD | 1 only Panelic 51T PGPV 4 ik
— {fiﬁ% ;;é;;;ﬁi LA, SRBRIERAE
Gene Major Phenotype 5% onOneCDx | (Actionability) »* & D3 %%ﬁ’@ﬁ’é%ﬁf%ﬁ IR
. . L|NNecoR. | w21 - 2 -
APC FAP F/N AAA age<30
ATM Cancer Predisposition Synd F/N A ©
BAP1 BAP1 Tumor Predisposition Synd F/N B Melanoma/Mesothelioma
BARDI  |Cancer Predisposition Synd F/N B ©
BMPRIA |Juvenile Polyposis AAA O
BRCAI |HBOC F/N AAA ©
BRCAZ2 |HBOC F/N AAA ©
BRIP1 Cancer Predisposition Synd F A ©
CDH1 HDGC F AA O
CDK4 Melanoma F/N B A
CDKNZA |Melanoma/Pancreatic Ca F/N A A
CHEK2 |Cancer Predisposition Synd F/N A ©
EPCAM |Lynch Deletion AA O
F Hereditary Leiomyomatosis and E 5 Renal Cell Ca/Skin Ca/Soft tissue
Renal Cell Cancer (HLRCC) Sarcoma/Uterine Sarcoma
FLCN Birt-Hogg-Dubé Syndrome (BHD) F B Renal Cell Ca
HNFIA |MODY3 non-tumor(F A O
MAX HPPS AA O
MENI MEN1 F/N AAA O
MET Hereditary Papillary Renal Cancer /N 5 .
(HPRC)
MLH1 Lynch F/N AAA ©
MSH?2 Lynch F/N AAA ©
MSH6E Lynch F/N AAA ©
MUTYH |MAP Biallelic |F AA ©
NBN Cancer Predisposition Synd F A 657del5IZFRE %
age<30 &
NF1 NF1 F/N AA Breast Ca/Glioma/ Nerve Sheeth
tumor/GIST/Pheochromocytoma
NF2 NF2 F/N AA A
PALB2 |Cancer Predisposition Synd F/N AA ©
PMS2 Lynch F/N AAA ©
Polymerase Proofreading-Associated
POLDI ) F/N A O
Polyposis (PPAP)
Polymerase Proofreading-Associated ) )
POLE ) F/N A Endometrial Ca/Glioma/Colon Ca
Polyposis (PPAP)
POTI Malignant Melanoma B O
PTEN PTEN Hamartoma F/N AAA JAN
RAD51C |Cancer Predisposition Synd F/N A ©
RAD51D |Cancer Predisposition Synd F A ©
RB1 Retinoblastoma F/N AAA age<30
RET MEN2 F/N AAA ©
SDHA HPPS F A ©
SDHAF2 |HPPS AA ©
SDHB HPPS AA ©
SDHC HPPS AA ©
SDHD HPPS AA ©
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SMAD3 |Loeys-Dietz non-tumor| A O
SMAD4  |Juvenile Polyposis F/N AAA A
SMARCB1Rhabdoid Tumor Predisposition Synd F/N B AN
STK11 Peutz-Jeghers F/N AAA AN
TERF2IP B O
TERT Inherited Bone Marrow Failure Synd F B O
TGFBR1 |Loeys-Dietz non-tumor A O
TGFBR2 |Loeys-Dietz non-tumor|F A AN
TMEMI127Pheochromocytoma AA O
age<30 & Adrenocortical Ca/Bone
TP53 Li-Fraumeni F/N AAA Sarc/Breast Ca/Breast Sarc/Soft
Tissue Sarc/Uterine Sarc
75C1 Tuberous Sclerosis CompleX F/N AA AN
75C2 Tuberous Sclerosis CompleX F/N AA ©
VHL VHL F/N AAA ©(ARenal tumor) **
wri1 WT1-related Wilms F AA O
F1 ETEMBL RIS B W TR Y 7> b AHETE L 72356 O EFHE S (Actionability) 2 & O FIRH#EREE
Grade a5 RA
AAA FKETHEOANY T Y MREEZEICNS 22BAHOHA F A4 D HFET S
AA ACMGSFv3(73& 1 F) CEIEMEBRREET
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E2 T-only PanellCH W TPGPV* & & H L 7235410, EIEMIARIIMERRE 2 BT 2 HIMELE - EEHERE

Grade
©
(@)

O

A

EBLOZH
FHpOEE
NYT v hDEH

* %

AR

Germline Conversion RateA'& W=, [REIE L THERBE S EMHET %
Germline Conversion Rate /" P EW 728, TX D1 ITHEDREZRET S
Germline Conversion RatelCB8 3 27— 422 LW, BETIRBERAET 58

D&, HERREZEET D

Germline Conversion RatepMEW =&, BIET 2RI[AEA BT IHOA, HREEL

ES)iE )

BEOEES (FRE) A"THOLOTHEBAIE. HRREEZEET S
SEEMPTHORKMOBEIT. HRREZEES 2

5 E DFounder MutationlC—2 4 25413, HERREA*ERT S
BEESDBEICIE. BEMH I W IEZ OMOVHUREORBE A FT 256 ICHERE

BEEET S

* Presumed Germline Pathogenic Variant. T-only /€% L TiEH &7z, £IEMRERIIBFEOAJEELH 2FHNU 7o b &FET, T-only
NEINLEERLTWAESICIE, BImEEEICNA, YUHPGPVOLETEMPERIERREEHEOHIMICESWT, BArdaHE I M

ERET
51]1) TP53

D,
ICPGPVE B STEREAATH 2 1,
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7SI THIE L7,




o8

EHSE IR

1)
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5)
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7)
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Guidelines for reporting secondary findings of genome sequencing in cancer genes: the SFMPP
recommendations. Pujol P, Vande Perre P, Faivre L, et al. Eur ] Hum Genet. 26(12):1732-1742
(2018).

When Should Tumor Genomic Profiling Prompt Consideration of Germline Testing? Deleonardis K,
Hogan L, Cannistra SA, et al. ] Oncol Pract 15:465-473 (2019) (Table 2. Established Cancer
Susceptibility Gene and Primary Associated Cancer Risks. )

Germline-Focused Analysis of Tumour-Only Sequencing: Recommendations from the ESMO
Precision Medicine Working Group. Mandelker D, Donoghue MTA. Talukdar S, et al. Ann Oncol.
30(8)1221-1231 (2019).

Erratum to ‘Germline-focussed analysis of tumour-only sequencing: recommendations from the ESMO
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32(8):1069-1061 (2021).

Tumor-Based Genetic Testing and Familial Cancer Risk. Forman A and Sotelo J. Cold Spring Harb
Perspect Med. 10(8):a036590 (2020) (Table 4. Hereditary cancer risk gene e and screening
implications.)

Identification and Confirmation of Potentially Actionable Germline Mutations in Tumor-Only
Genomic Sequencing. Clark DF, Maxwell KN, Powers ], et al. JCO Precision Oncol Published online:
August 19, 2019 DOI https://doi.org/10.1200/P0O.19.00076 (Table 1. Genes Evaluated for inclusion

in the Somatic Referral Pipeline.)

ACMG SF v3.0 list for reporting of secondary findings in clinical exome and genome sequencing: a
policy statement of the American College of Medical Genetics and Genomics (ACMG). David T. Miller,
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ERMESZE > RFE | 4,
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AT EiEELM
[Za> YL b
T REFTRRRHFELEFIC |
J/EG/N) T o RO
v
°. BRCA1, BRCA2 FE1t-IZ } Ao
- MISI-HADMLH1, MISH2, MSH6, PMS2 ] VAF9>10%
LMV (&L
| |
: VAFd) i VAF9
—IEHEW - <30% —IE R EH : >=30%
A/ REK: <20% HA/REK: >=20%
|
G FIaHle) ._|'APC NF1, PTEN, | | eI E
(JREE - RIEFE) RBI, STK11 EHED
D B 1 | TP53 LE
HY L L HvY
S BRXERE LAELY

£hEfaRI CORRBEREZRTE

ZBOXDFHMIEINTA T RESETH L

a) HEM, ZEM - 2R M REMHOEL,, BHENERBERGKR) R—IXFE). FHFICITE
EEEIFAICa YL+

b) £FEMAERINICE L THEL L -I5EDRRHEREESE

c) ClinVar, MGeNDZ MDA HIDB, ACMG/AMP2015% 52 | Z ¥t

d) Variant Allele Frequency ~ (#1y bA 7 EE(XESMOA A K5 A 2201912 #EH L 12)

e) GeneReviewsJapan, Actionability Working Group-1%# 5% (2, PGPVIZxtIE T HiEEEESDRIT
B2 DUV ETE 5

f) £ RINFERREZE R I SFIMEESR
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JEBEHIRR D A % %F 52 & LT I3 Vi R T/ S VIR AT I 36 1T B IR AT HL o0 ZE FE AT AR SR 5 e 58 A
HIEHFEEE Ver2 A X1 A20210725kK

1. A

D ARG /SRR E O F B, EEMIRO A% 38 L 320, IR & R e s
A2 T THRG LT 520N 57, Druggable/e 23 AUMEREFr BAY AKX U 77 > b 2 4%
352 Licbd, 20D, ARSI TORMANY 7> RO DEAETYH, B
PERE D2 & AR & Lo OBARFERIRAIT i U TR - FRRE & & RHEFENED
SN

ASERFEEHE, MAEORE., AR IIE R Th 5 AlRetEN o WU 7 2 k(P
resumed Pathogenic Germline Variant:PGPV) 23 H S, /> 24 FEMIN RS IHE TH - 7=
& L2 BERRIIIZActionable 2R FIREMED B D I5E1T ., FERZ B LR A IC T 2 & 23 HE
WINDNEIDEHET L ETO—D2DOZEEGEThH D, 1E> THREZ FhiT 5% Rk
BIOEIFIZIS U TMB OREEZIERT 5 Z L 2T 5 DO TiEew, o LAKERKE X
AEHIEH EZSEZIC, KEZEICROVERNDH D,

if:\ B ST 72 RS, RKERE S D WM E ORI S LTRSS TR

RSN GA S AR SIBROIFEI AN T R ThDH Z ERBEINTZDITT

m&wzkéi&%ﬂMET%5

2. MERNIBET 5 & 35 (Box_A, B)

ASEHFEE OFTTE & LT, BEE DMz E ORI DR E§i17fb‘€> &:ﬁ)ié%?TT&b
Do Thbb, W, FEEIZ LA, FIRFTR., WERPT R %, BIRZWICERY 5 587
ROMERZIT> T <, BHFEME, ZEME - 250, FEEEVWolz— m& BARMENE LS D fF
MOIED, RYR— 2E, FrE OB EE T 5 RE 2580 BInERBNED
ﬂéiﬂ/\ (= 75)/VL41:%/\7/I/1°§E& FRNZ, [Fl—& 2 WIS EREIE B O F 2R & 5

BRI ﬂ/ﬁwF%WﬁLT®<o

3. IRIPT LB R R GHEAR T (Box_C)

EFEMIRE R INZIREI N Y 7 RO B VT2 A, Actionable/RiE{n - TlEdH-ThH, #
BRCY—_ A T 2 R TRARIRIE 72 EOXHEBFIEEDN & 9 MEERERE Z L2 2> T D
AREMED B D, T DT, IIMEHEN VBB TSROV AR IR LR BRARHELEEE R U A
(20214F) | ACMG SF v3.0 T3EInTZ 25T, AR L OE DK OIS Z I3 5 45 EH
BERI DI ITIH U CRRET 5,

4. JREHGNTU T b O (Box_C)

MABIR T SIFNVREOEHNTH S, KHIRONNY 72 MIESW - IRARRIUC BN T
(%, COSMICREDAMIIAZ FBDBAVRIFIERFHIICA A TH D, —J5, ZIRMFTAE LTOARY T
¥ MEL AETEIR RS T OIREMEZ I 5 LER B D, ED7-H, ClinVar, MGeNDFE DA
IDBIZ 331} 2 4GRS C DT — 4 BB LoD, ACMG/AMP2015% BB LR FT DT BT v
AN HD XI5,

BE, A7vn—%, BABLRTFARVRETHRHESND, a2 — FEEBIEICAT I 1 v
TEEROMEIEER E/NSTfFA - RKEENGE LTS, BABLGTF/SFVRETIE, 20
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1E2MZ, CNV (Loss, Amplification) LRI SILD 5728, BRFATIIARAZ m—0Dxf%R L L
W(T6. XU T N7 LIVBEE | &8R), FEEICE Y, LossiCBIT A MRS O e
NEREA[RE/R AT, HELEEE I & SOWTBIRE T 5.

5. 7 LVBEIZ L & TAEFEAIIR SR A 2 HELES 2 R O BA{R T (Box_D)

NYT v RTLIVBEE (VAF) PMEETH - TH AFREHIRSH kO /JREM: 23 @ O B s
& UCBRCAL, BRCAZD2WEAG MY T 5, F-, SEHBREAE CAMMREZiZ~A 7 adT
FTA4 MREZEME MST) BRIV, MO A~y FEEBLE ISR TV EBRBD LI
AR, U O TIEGEREO TREME 2 B L CAER ML R YRR A A T 5, MSIANER
O HNRWGETH, WRER - DOFEEI/NY 7 > b A3 EFEHIRE RV RO FIREME NS E S
LT TIE7Z2 W2 MSSOEEIZIZBOX_E, FIZHEAFFE N7 5,

INSOEGTFEMELETE R L THR-> TWAEHO—DIC, 2 b HROER GBIG
PSRRI BEEEMERE, U FEMERD) (X, WAINY T MREFE ISR D RS E R - Y —
RAFG VAT HZET VARKERE L TND I ENFET BN, FhRICBWTX, 2
B OJFHI N Y T v MEREE T 2 EHRH 2 H L T 2 ENEENS.

6. NUT L T LVKE (VAF) (BOX_E, F)

VAFDIE#HIE, —HEIEE LS/ NS 72 R - AR EDONY 7 v b OEFEHINERFIE K TH
HE D DOFHMIIFIH RIHETH D23, CNVTIZVARE IR DAV W T2 O RIS T & 72
AN

= o 2R DO EIGAIIEI S (purity assessment) 23EAEOLGA X, AL kO
RN T R ThoTh, AT LILOWEEECNRNT T M7 LILOHEEIZ L0 BT kB
EVAF & 72 B Al REMEN B 5, FRICIEBIENE S OB AL, S H kT b SR E A
ERRBEOEE TrRITZenbsb, —FH., BEEMREIENMUMEDLAE., Zhae REBAT
VAR Z /R 335 B IS B o & AT R S ok 2 5 5,

7. RO FFHI (Box_6)

FHLATRE 22 BRERTE S (2 22 H) BNEOLNTWAZ EaMR LIz LT, N T MEHE
&2, FFEEGeneReviewsJapan, Actionability Working Group—JZ &EIZEFHEd 5, ZD
BRIZIZ, Box ATOFMEI L Y & X 0 EERFENZRFMI RO b D70, BIEFEMEL IO
BREA Tl L TR 2 Z E AR E Ly,

Z DBox CORBEIAMIZ, Box EmbD 7 —E | Box HBX O H DO 7 o —|2BW\WT
FRSNDR, TNENDOT7 0 —TERGWRERD Z LITEET D, Box ENbDO7 01—
TIE, BRI KR TH > THIRVAFZ R TIGE0H 5 2 &2 5F %, PPV L EEDIL
B REOBIGHEIER ORBMZ BRI 7 2db Z 2 HIE LTS, —J7, Box HB LI
NEOT7m =k, EFHRICS O TESEEICA DD b OO, AFHIERYIH Kk Ch 2 HE
PMEL 23D, AFEHIERIIH R Th o 72 B I B R R B 2 24 5 812D
WTC, HREEMEEG ORBUN LN L OMRAE B E LTWD,

8. WVAFDIGEIZ KRBV OFEM & HELE 3 5 1815 1 (BOX_H)
Z OBOXIZ R LB lsEEE. IEEMRIC B CEEEIRBRY) 7o hRmEEn5 b
DD H B, AR Z S DNEFTEMIRAB K TH - T285E . MOORHFEBZBIZHA LTS
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o0

FREMEDS BN, F DT, TS OBGTIZPCPVAR H S -5 A 12X, %S T A aE s
BICOWTEHEMAIZHHME L= 9 2 T, MERHIAEMIRIIME 2 171 5,

9. TP53E{nT- (BOX_I)

JEHIANY 7o BRI SN BHEENE . TOFE AL RERIEHKEE SND, T,
UTAE, TPS3DJRIHIN Y 7 o NI —fRERBEERE N Z ENME S, FREREWE SN
% 4R ChompretFEHE (2015) Z 7 & T HAME R RBVL DN 22 VEIAS 2385 1 SR VBB 2 IR
BCTREIN TN D, TPESDIHIIECTOIRNINY T 2 MEENEVETE HRREA 2 5 Tr)
7L RESSFEREUSNORBB G BB 5,

10. FleRBAR AL FHE D B (BOX_J)

ARGV ZRIFTREEB R HESEE U 2 MBI 5 [T-only PanellZ®s
WNTPGPV A R L 72355501, AR SR AR IR A 2 bt~ D fIlbr e (£ 2) | 2235
(2, WA S O MM A B 5, Box _JIZZE o 72 EVAFOPGPY X, JRAI L L CEhEER
PR O R BV OF 82 I 6 TATMIAMZEME L T 508, —HOBR - TIEFRE DR
RIPIA T A TEA I RSN SR OB IMEN 2 & b5k 2 MR 06 O W BEVE 2 Mid
Do
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IZH 1T 5 RIIFFR QA FEME R 5| HERREEREE Ver 1

B TREMESEESRRE | s
(FIE - RIEFE)

L EEEELY
(a2 YL b+

v
C ZRMIFTRBRXRELFIC
VAF9) >=30%®M f&AG/\N1) 7 > FIfRH

° APC, NF1, PTEN, RB1, AL D
STK11 BEiLF
|

E TP53

" ®B|AL
(S - RIEFE)
DI

72| %Y

T | &R RS T
L LA HERE LT

ZBOXDEMIIATA T RESEBTHI L

a) BEM, ZEM - 2R ME REEHOEL,, BHEHLGRBARGKRY R—IXF). FHFICITE
EEMEICaVYIL +

b)EJEMARINIZHE LN THRE L-I5EDRERESR

c¢) Variant Allele Frequency

d) ClinVar, MGeNDZ D A HIDB, ACMG/AMP2015% 5% | $I| i

e) GeneReviewsJapan, Actionability Working Group-1#2%& (2, PGPVIZxtIitd HiEGMEESDRIR
B2 DULNTEH 9
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MR IEBRIEE DNAZ %5 & LD AEE 3% A (Liquid Biopsy) (2315 “IRPT
FLOAFEMIE RV MR AE RS Verl A #2 2202107250K

1. A

i FEBRESEDNA 2 6f G2 & U 778 VA -/ SRR O £ H A9, DruggableZ2 73 AAHAaHs
BB A 7 et T o2 Lich D, 2ok, iEREEZHWDS D0, D5y
Wt SUTIEEDNAT & 0 . ARSI T ORI AN Y 7 M REDLNLAGAE TH, BinMEE
BOZWEZ B E LB OBEFARAEICIEE U RIS « FRRE & S RN
AN

ASERFEEHE, MAEORER., AR IIE R Th 2 AlRetE o W U 7 2 k(P
resumed Pathogenic Germline Variant:PGPV) 23kH SAv. 2 >45EAIIERF|HE TH - 7=
& L7 BERRIIICActionabile /e AIREMEN B D 5A 1T, FERZ BR LR A IZETe 2 &
HRINENEI DEHWT 25 ETO—2DZEEETHDH, o THRAEL LT 5 KIEE
FEEA D EIE IS U T B OFEEZERT D Z L2515 O TIE RV, KRBT, AE
Hiadta 525 1c, RAEEZHMICL T BERD D,

Flo, RHSNTEANY T b, RERTEH O D5 WM B OFEKEIZH S U CBR5 T2
W EHIET S NG A S ARSI HSROIFEI AN T R THD Z ENBEINT DT T
FRNWZ EIIFEENLETH D,

2. MAFNIEE T 5 XX 3H (Box_A, B)

AEHFEE OFE & LT, BERLEDOMBEE ORBIADFHER I N TNDLZ ENLETH
Do Thbb, W, FEEITZ LA, FIRFTR., WEPT R %, Mg o IRZ W
B 9 DT ROMERR AT > TR <, HHEME, ZEM - 280, Rk E Vo e —Ki7RE
BN DR OIE), RY R— A% FrEDOBMEMHEEGICEET 2 REA 2, B
PEREBNEDN DAL, DAEB T SRRE LTINS, F—H 5 WITMERERERE O
FIZ2HEL B 2 WITEBE TR 2 L P 2RI L Tl <,

3. IRIPT LB R R GHEAR T (Box_C)

Actionable/2iBIa T TlddH > TH. EERITXKHLATEED E 9D NIEEKE Z L IR > T
HAREMEDR DD, Z DT, IMZEEN VBIR T/ RV A IR AUFT RS B RHESEEE R U A
~ (20214F) | ACMG SF v3.0 T3EInTF2ZEIZ, MAERB I NZDOROXISE T 55 E
BRER D EIFIS U TRET 5,

4. JFHINY T 2 s OfiEER (Box_C)

DABILTF SN EDOTEER TH D, KHROANY T o MIEDWTIEALRIRIZ BN T
L. COSMICZE DARHIIIZE DB RIFMERHICA I Ch D, —FH, ZRFTAE L ToONY T
VML, AFEIE SRS T OIREMSE AT A BN H D, E DT, ClinVar, MGeNDZEDZA
HIDBIZ 1T B AEEAIIAR A CHOT — X B LoD, ACMG/AMP20152 B E IR FTDT LT
ANZEE S E YW %,

B, R7a—L, PABLBTF SFAURETHREINDS, a— REBIEGNICA T T4 v
TEEROEIEI L /NSHFAN - REZHNGE LTS, BDABLGF SRVBRETIE, 20

10
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1ENNZ, CNV (Loss, Amplification) HAH IV 23, Z LD DIERITHERRAGTE D%t
BN THHTD, K7a—0xH L XL TU Ly,

5. mVAFOLEIC KRB OGN 2 HELE T 5815 1 (BOX_D)

Z OBOXIZ AR LIz 1B is FRAE. BEEAIICB W TEBEEITRIANY 7o R BB IS b
DD H B, AR H N BRI K TH - 28HA, MOPORFMEBIZAEL TS
ATREMEN BN, F DT, 25 DBIEFITPCPVAEE Y S -8B 2E, ks 2 8B MR
FBIZ DWW CREFIAGICEH L 72 9 2 C. SERHC A RYIIRE 24217 5,

6. 7TPs3EAs+ (BOX_E)

JEHIARY T RS SN AHENELS . TOIEE AL IIERMRERE ShD, —F, I
. TPSSDIFRHIANY 70 M —REMBEENENZ EARE SN, FEEERGNEEIND
ETChompret 5648 (2015) Z-ili7- & BARE /2 KRB 70 WBI S L8R TS % VIR RO A
TRIESN TS, TPE3OEHIFLTORII Y 72 MEEN S ER GRRE A 2 5 de) 72
& RBERFBEEUSN ORI B E (R D,

7. KB OFHT (Box_F)

SR RIS (2 2 B0 AMFHN TG = & 2R LA LT, AU 7 MEHA
t 12, FFEGeneReviewsJapan, Actionability Working Group—J&Z&EIZFHMET 5, Z D
BRIZIE. Box ATORHEL Y & X 0 REFFEALFHIA RO b 720, BHEMEL LT
B CTHA ) LGRS 2 Z L R E Ly,

11
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[ERMNRDLTY /LERZZITH-HD
HEERRICHIT-MELZRERE &
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i FE

WAT ) LEBRP IR AR S ERRHSFWGE K

INEZ E ]

F)LEERICEITAa3 22— 3o70vRICETARHARSA
O ED1 AT/ LBREEFRIDIZ[HRETE 3 k1210908
http://sph.med.kyoto-

u.ac.jp/gccrc/pdf/k102 guidelines partl v3 210908.pdf

) LAEEIZBITAa32 2= —2307avR(ICEATHAARSA
VED2:RER—V T Y —ZF AL EEHE RS BERE
EEMBREICETHEMARM A [RET2hk]
http://sph.med.kyoto-

u.ac.jp/geerc/pdf/k103 guidelines part2 v2 210908.pdf
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ZRIET R BRETER

Ver 1.0

2021 8 H 16 H

BALBELEFAANMRE —XWFTR BERR SRR Y X+ Ver3.l 2
JEEAIID &2 NR L L7203 AEE T3 2 VIRE I B 1T 3 ZRIFT R © 45l 5
R H\ SR fE# Ver 2

JEEAIAE D 22 R L L 72 ABE TS A VREIC BT 5 XIAT RO 5 6
fa Ry R R A E TS Ver2 H'4 X v % 20210725 fiR

M EEEE DNA 23R & L 7225 A 85 -5 4 A ## (Liquid Biopsy) ic 51 9
% R R o A GEA e R 5 g sE R E A fe #F Ver 1

M EERIERS; DNA %R E L7z AER T34 A 8#E (Liquid Biopsy) ic 51 10

% R R A hEife £ S i R R EE A FE # Ver 1

HA XA 20210725 kR

BABEGF S AVERE —“XKWPTR BEET #HEERVXF  (Verd.1_20210815)

Potentially Actionable SF Gene List ﬁj» ;ﬁﬁﬁ?fi' ‘;i’{;f T-only Panell= #5 LT PGPV* £ 11
FfwmmiLt%émﬁimﬁ; LABEE, AR AR S
Gene Major Phenotype "% onOneCDx | (Actionability) £ & @5 ERRTE *U%‘TEE i
. . Jnnecor. | mEE Gx1) - b2 .
APC FAP F/N AAA age<30
ATM Cancer Predisposition Synd F/N A ©
BAP1 BAP1 Tumor Predisposition Synd F/N B Melanoma/Mesothelioma
BARDI  |Cancer Predisposition Synd F/N B ©
BMPRIA |Juvenile Polyposis AAA O
BRCAI |HBOC F/N AAA ©
BRCAZ |HBOC F/N AAA @]
BRIPI Cancer Predisposition Synd F A O
CDHI1 HDGC F AA O
CDK4 Melanoma F/N B FAN
CDKNZA |Melanoma/Pancreatic Ca F/N A FaN
CHEKZ |Cancer Predisposition Synd F/N A ©
EPCAM |Lynch Deletion AA |
£ Hereditary Leiomyomatosis and . B Renal Cell Ca/Skin Ca/Soft tissue
Renal Cell Cancer (HLRCC) Sarcoma/Uterine Sarcoma
FLCN Birt-Hogg-Dubé Syndrome (BHD) F B Renal Cell Ca
HNFIA MODY3 non-tumor|F A O
MAX HPPS AA O
MENI MEN1 F/N AAA @]
VET Hereditary Papillary Renal Cancer /N 5 -
(HPRC)
MLHI1 Lynch F/N AAA ©
MSHZ Lynch F/N AAA ©
MSHE Lynch F/N AAA ©
MUTYH |MAP Biallelic |F AA O
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X2 T-only PaneliZ 5 LW TPGPV* &l L 12355 (C, AREHlR R RER R 2 R 2 HIMTEHE - EfHEE

Grade SHEA
(@) Germline Conversion Rated’S WL /=8, REIE L THEZRETE*EET 5
(3] Germline Conversion Rated* g8, T2 L ERRESEET 2

Germline Conversion RatelcBd 27— XA Z L W8, BETIRBE+*HTIH

H D, BEREERET 5

% Germline Conversion RatehMEW 78, BET 2 RBAEEZHT 2RO H, HERBEET
EET 5

fERAOEH BREOESR (FRE) AFEROLOTHEHE1E. BERREELEET S

FHOEE EEERLPRHOEH DS, ERRTFLERT S

ST bOEH ¥E OFounder Mutationlc—E 3 25513, HEFEEEAEKT 2

- BREBDSSICE. SFEEH IV ETOMOVHUFEORBER 28T 2155 ICHERE
TEEMRT2

* Presumed Germline Pathogenic Variant. T-only /¥ 3 )L T S/, FEHERIBEOREMNH SHRI/ ) 7 F&2fET. T-only
NEAEFERALTVAEEICE, BREEEICMR, LYTPePvOETMRRT RIREEROFEICKIVT, ERTHIHNE S D
HRFET S,

1) TPS3ICPGPVE M SHEEEAMATH 20, BFEIesiET, LISEREESETLAR W, £EMRRIEEREEETTIEENR
MPELEHETL, LBPGPVICOWNT [BIRLAWL] T X R4— F8RILTHIER L,

{52) RAD51DICPGPVE I HH>E R HAL BT R & LT 586, LFPCGPVO LIEM A RTIERETOEMEHIMEZONEILT,
ERREESZICERTT S0, UFPGPVIZOWT [BIRT 5] £ ¥ R/8— bR THETL 7.

fI3) PTENICPGPVE R STEREAATH 54, EIEMERERTEEREREOFIEIELENATH 2720, BFEESHMICERRED
FEEEEL:, FOBE, PIENESESASETREMOZRE A ShAELES, HTPePVICOWT [ERLAEWL] LT F 28—}
73 LTI L 7=,

B EF IR
E1L) EFEHRRRIICE VTR T UMD EELI-ISEDES
HYER s (Actionability )N DEREREE L, (F2) (FEE) (& gEIL
LI-EETHLH_EITER
SE2)T-only/ SR JLIZE LT, PGPVERHE LI-E & IZAEMa R 5
EEREBEZEMT SFIMTEZE - EEHEEE . GPVTHAIERD LY
SWVLDIZRETE, CCIZBEZALIGRE. EERENERETESED
RADBENNDLE
— B DAUNRILBREIEZDAVEBEDBEMTTZILIYX LA DN
TS0, CNT2RFFENFEONLG N EN ., PGVEBET 5
] bl = 922V A A
[RIERENEVND CEGHERIZEEMNIEWLSREENIX/ART
BrZRoNAM., EDOEELEDe novot, ZLND T, N IEFE, [ RIEFE
NHE2OTEEHLLNDOHADIELLY
R RIEEFESAICT2RRL. BRBESE L, BNA/T LR
BELMITIEEHEEICH T AR RIEGFENRENDE




BEMEROHEHRE Lf;fﬁz@%ﬁ%%;bﬁﬁt:wm
TRMFTR D ATEME R I ERBRE BRI ver2

] TREMESEESEREY |,
(R - FIREE) !
T & = E A
[Za>H)L k-

CCREYFR RBARH REETFIC
RN T o OB
!
®. BRCA1, BRCA2 ET-I% ]— o

« MSI-HAN DMLH1, MSH2, MSH6, PMS2 | VAFY>10%)
| [RIKES [F{8)

[ |
E VAF? F VAFd)
—IEHEW : <30% —IEHEMR : >=30%
18 AR5 <20% A/ R >=20%

—

& FEIFHReN . ['APC, NF1, PTEN, Jﬁgggmﬁ
(JREE - RIEEE) RB1, STK11 E 0]

DB -—|' P53 DHEMD

HY L L &Y
——4ﬁﬁﬁ§tbﬁukj
| £MMIRS T ORBRE % T |

EFoOxOBETH F oA EEMT L

a) HEEHE ST - SRE FEMOES, FENEEWRB(AY F—R%) FHEICEE
EE&SMIZD YL

b) EREERERIICEVTHRE L SSORTHERSHE

¢} ClinVar, MGeNDS# D44 RIDB, ACMG/AMP2015 % 3% Z 1B

d) Variant Allele Frequency  (F1w b 7 BEFESMOH 1 K5 A 20192 #H L 1)

e) GeneReviewslapan, Actionability Working Group-1% %12, PGPVIZHET HilliEEEHOED
Bz 2WVWTHE 5

NERHERIIFEIREZEET HMBEST
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Table 5: Post-natal genetic test report rates for residents of England and Scotland, 2016/17

Country Post-natal genetic test report counts and rates per 100,000 population
Age standardised Cllower  ClUpper Number of valid test reports that met inclusion criteria
rate
England 293.2 291.8 294.6 169,183
Scotland 387.6 3824 393.0 20,923

A 20164F4H~201743H
& UK Genetic Testing Network (UKGTN) HIEEMREFATREEEN, NHSTEL TRHSNIARE

Source: NHS Digital, Genetic test activity in England and Scotland, 2016/17 (July 2018)

st AA (20174FKf=)  England 169,18344,55,619,430 A
Scotland 20,923,/ 5,424,800A

® NHSTI(&1,000f24E L OEEFHEAZRE (R
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BE A-ZAPSUFPLCHBIHERFHNREORR

IREHEBDTESRRCL2MEREE (1 July 2016 to 30 June 2017)

Table 3: Total number of tests across industry sectors

Number of tests (percentage of row total) by laboratory type

Test category Private Public fesiarc!ﬂ sg:::;:::ga Total
Constitutional 385227 (70.68) 157494 (28.90) 916 (0.17) 1392 (0.26) 545029
Cancer 32737 (28.44) 69230 (60.14) 1776 (1.54) 11378 (9.88) 115121
Total 417964 (63.32) 226724 (34.34) 2692 (0.41) 12770 (1.93) 660150
Biochemical
NBS 79230 (25.74) 228540 (74.26) 307770
MSS 120413 (82.07) 26306 (17.93) 146719
Diagnostic 15479 (23.01) 51805 (76.99) 67284

Abbreviations: MSS Maternal serum screening; 'NBS Newborn bloodspot screening

A=ZARSU7 AE 25697 (20204F)

Royal College of Pathologists of Australasia, 'Australian Health
Genetics/Genomics Survey 2017 Report of Key Findings: to Department

of Health' (May 2019)

There are now several thousand different
genetic/ genomic tests available that have

clinical utility

RBEEAOMIRE (20116FL2016/7FNDLEE)
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