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%@EW%%%@@%’%?%%&%@E@@E ZW B LIS T, BB B ORI
IBRZHR LT L BIEFRAEDOEEIL, EREEATRWELFRERREICK T 2%
%@@ﬁ&%@bk@h%@ﬁ@%t\@h%@ﬁﬁﬁ%#%@ﬂgﬁﬁ AR
BT 2R E R AT RIS O, BIcERICESSHE. BN, A, RR
ORGP BT 2 2R D EEIE | BAR TR A OZROB S IR AR R OB H RGO EE (-
EPHESIL, ThOICER LG OFHEE LRIT TV D,
BT, #ETIE, BPRNSLREO R R BE FRA A 2R L - HIRT 272912, 2007
10 A TPl & 22T HIEHORESYIE] THRIEEnD 14 OBET
A, HR S5 b DO/ FRENAR I NS,

@A —ARNIT

F—Z2 MY T TliE. EmHEifiE] (Gene Technology Act, LA GTA L W&97) 23, 1995
FEATHNL L7, LIE 4 BIOSUEZ R T, BED S D1 2005 4 12 HIZHEZH L T 5D,
GTA CTITEEFREZ, MEMEDNEFIZEZHA4 37 FOBS NG 4 DI L
TWb, XA T 1 X AT 2FBEICHIE L TV DIRBOBEC, TN IARHIIEZ B
TR B Z T D, XA 7 3 L XA T A IIRIIEOREBY A7 ClaERED
X U7 2RO RET, WERPIPIRBENG N6 22 A4 7 3, W6
EHATA4ELELTWD, A7 NOREWKAT 3 LXAT 4 OBREIL FBRESH
T iR D AT FHi S AUVFERI D FIFR & B > Te RO FAZDONIEEZER L T\ D, iz,
B AT 24 ORAETIE, EBMEICEDFEOMHR., MAEFEMATOZEMZRHN, BiEi
R OHEMFICL D202 TR ROOND, £, REZFHT 2 RERICIZ
A TREZFE - B L, BORIESCT — & OREICET 2 FoEMumikz b o=
WHMAZE (FRT P — - v X =V r—) ORENRBMFTONTND, ZDIEN,
JE A RIRBREER 1T K D HEEBBRICKRT 2 B A D BRSO AR R DOINEE %
HIETHRESLT — A REOFELEVIAEFNL TS,

3) BEAFOERUIEIZ K DG

BEfFOEARSEIC L A5HEDF E LT, A=A NZ U T7OHEZ]RY Eif5, A—AF
F U T T, IRV EEMAS (invitro diagnostics medical device, UL IVD device
EWE9) IZBIT A M A OE LT DTC Bm TRRAE IR LT 5,

A=A KZUTOIVD device BT HHMI T, EFEMEERE Y AZICXL > TLUUTD 4 B
BEICT, B FERRETLBIZFREIRY 7 R IS TS

Class 1 IVD : ZA%fE/E (public health) ~D U R 7 Ha AHA~D Y R 27 HIE

Class 2 IVD : AREGEA~D Y 27 BIRLSEAA~D U R 7 PIfifEE

8 http://www. cpigi. or. jp/event/img/08_08_21_mutou. pdf
8 https://www. eshg. org/fileadmin/www. eshg. org/documents/Europe/LegalWs
/Austria_Presentation_VybiralESHG2010. pdf

2 http://www. tga. gov. au/industry/ivd-classification. htm#tfour
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Class 3 IVD : ARMAE~D Y 27 PNHRRETEASD U 27 A3E0

Class 4 IVD : A%H/E (public health) ~D U A7 3E0

L2xL7Ze 35,2010 4@ Therapeutic Goods (Excluded purposes) Specification 2010
~ F2010L01889 12 L » T, FEZEIZBWTHL THIET S IVD device Do H, BLFD Y
DIFEHANREEIL I N D Z & & lpoTolz 8 FEMIT DTC BAR TARAEITHIR NG T H 72,
o3 JERL 450 B B 7 SR YL D AR A

PR B DAL B M DR A

HELREE (BARLHEZE) OZMLE2WMBcHvWbhomE (hfh~—7—%
“ie)

4) ATERESHT A T A A2 X D56

FE TR, BUF ORI Td % HGC 25, [DTC BinF-H& ¥ — XA DOFRANI Y3 5 4k
WOMLA (A Common Framework of Principles for direct—to—consumer genetic testing
services) ] & 2010 FIZAR LM, 72, HARATIIAAREFZSICLD [ERICB T HE
(RAFHIRA - BINCBIT 24 K74 2] (2010 48) % CPPGL (2 K% B AR @4
Hudl 5 ARJEMESFI~ & HEHRAE] (2008 4F) PERDH D, THOHOFEMIC OV TR, 45
FEITA RTA RO | OHETHRIET 5,

5) KENTIIT DB

KETIL, DIC B d & R % 5 %Vﬂw@&ﬁ%w4b74/iffbﬁ
W L LB IR A 2 B DR AE 2R OE 2 RiE 3 28 L L LT, 1988 4E(
INT-EERBAESEEE (Clinical Laboratory Improvement Amendments, LAF CLIA &
B3) 23 5%,

CLIA [ IMRAENARMEEIZEZ DY A7 U TRE L 3BT L., T Ziisxt
IS L7 Bl O FEHEE B TV D, BARMICITRERBE OBKCREN, RETFHE~=27
Jb, AR, BagilB, MWEEHAEEOHBICOWTENENDOEEL 2T
VERH D, Flo, MEEICK L CRERIET 7 77 AOE % F#HMNIT. 2 OIESFR
MEEET DL LT, MADE (OITHZYEME) ZRGET 56D TH D, 72, HKRHR

BRERHIOMGE L LTNDID, B FRAEICK > 7o i 2 e 2 &I L
<L RREMRZIE LN ENWDbITWD, RBY Y hrP=a—3— 27 TiX, CLIA
ERIZEN LD BB OMRESEGEIE T 0 77 A% LT Y, MWL CLIA XV mprS

% http://www. comlaw. gov. au/Details/F2010L01889

% http://www. bshg. org. uk/Principles. pdf

% http://jams. med. or. jp/guideline/genetics—diagnosis. pdf

% http://www. cpigi. or. jp/jisyu/img/jisyu. pdf

7 KENC R B DIC s TRAEICKTT A BHIOBLR L Emic oW Emidr, #E LR — [REERER
TR BT Atk T — 7 LSRR OFEAENTE  pp. 52-62 Rk 21-23 R LA
B REIZE (B) Rk 24 &3 B WFERER ik E]

% http://www. fda. gov/MedicalDevices/DeviceRegulationandGuidance/IVDRegulatoryAssistance
/ucml124105. htm
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KETEE L~ o# GERES) IH0E T, ML~ THEBIR TS, 2007

FIZFEF ST~ Genetics and Public Policy Center O¥REEDCIZ L 5 L DTC BEinFHa
X 13 DM TEEIL, 12 DINTRED T TV —DREDHLBFFAI 4L, 25 O & T

v
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k> DC CIIRFITHBI N 2 E ST g

) DIC BARFMAEIZEAT 2 KEH A T A 20 BAROD L

WO ED XD RIETRMIZEAT 2T EIERE SN TWVZRNWA, Bl FREICEL
THTZ 2B 25 2 DBRCIE, Bl FREICHETOTA T A R MO 7Rz

-
‘(“\

1

ML, FOLIYRBEHEZEVIADRENEZEZZ DA THD, TDO L HRERE
B REICHEE LA R TA R a2 e LT,

) A RTA R KRIG L3 DB
SEFAE LA RTA RORMR, EO X REBLEFHRAEZNRIZL TN DN,

Y — B X DRMIERE M OMA DI OV T~ (R 3-2-6-1), £z, BRI HRL

S

e

NTWHBEE AL H L,
MR LT DHEBELBFMRAIL, EROLG CTiThobiud b o (0ECD, NFEELRFETA KT
V. EREETA RTA %) L DIC B FMA (ACMG, ESHG %) b -7-, F£7-. DIC

Ba A ST IN TV TH, FEEMICDIC OtEEEL & 5 H @ (ACCP, HGC %)

b

b oI, B SE Tl B OHE A A—FT 2580 HGC, [EFEHA KT A CPIGI,

JOCLS %) | fdtBe|c B L 7= & ICRE L2 b (ACMG, ACCP, ESHG. OECD %) 7%, #%7&
PEBIZIRE L7 @ (ASCO (A3 A, NCB XL N TIRA) ENRH -T2,

#3-2-6-1 TA RTA LML+ D8 & B3 D HiAE

WEFR OEPSES Bk xt 5
P— b R DL E RA B

ASHG EEEEEDRECTE O REM RSN U7 | OFEFBICEE L CHERINI2BE @ | MEBEFR (RQERESE
~NIVAT TREE AN S TICEERE SN | BRE EOWREHICEBER D 5 R )
AR DY —E R

ACMG DTC #E(n T IRA B EN TV, ~VAZ TEGE | HER L

ACCP

HEE - BFICHENICEB SN IBE TR | FFe SR TWRWR, ~LAT 7R | f5EZR L
HH—E A

ASCO e L DA OB T 5 EE T RA BEZR L
CoE e L EFEEMTEET 2MRAET, ABKROL | OABIED LERBIRIC
WG L DT B E T *HLTIT 72 9 AR A
OWF7E B OB s TR
ESHG DTC & {nF A R % T3 5 7= D OB s R DTC IZ & % i #xBAfR<IE
tHoOME

% http://www2. kobe—u. ac. jp/ emaruyam/archive/genome/090331SACGHS. pdf
™ http://www. dnapolicy. org/news. release. php?action=detail&pressrelease_id=81
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P — b R DM EE RA 5
HGC B AR OEREMAFE O/ LT, HE | WA, BIEATRE, ¥+ U 7HRA, | - SN OBB A
B RAG TR & AT RE7R 7 — A HIZART2 W, MR/ R R EMRA, & | - Whole genome BiIfiEHT
CHEFE L REREEOMIIAEN 2 | BIEEENRE, ==2— b )7/ 17 2| - EREMFICL DEHM
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FEEFRADN . B 2 ILIRAIRTCRB A~ 2 | BRTE, S nEBERRE. HARE | A0 LT, EERE
T HEMFE R P RN LR S DR FAZEMIETE LI A
HBEEDDIELESND A, EFREMF N
VAT BHZE R Y — B 2 OB S L
TWH R
NCB PR S T — B R ZIRNFIEBOB Y A7 2745 | #ese L
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ABC A H =Ry PN LI BBFREL S/ |~ 20T Bl FEER L
LU A RRE
OECD &R B B0 5y TR TR A - ARG R D DNA B A AR 3R | AFJE B0 A CHM S L
fBL 9257 ) AEHI OB E IR Y g
UAE A ORI B 5 B R R,
- BURAICIE, RBROZBRABRE, IE
AIO T ALARE ., JEHICIRE A~ DR A M
WA, SRENE - BEOTR - bk
Vo7 IR - FRREHESE ISR 5
(RIS RS
NIEE | FRTRERB DR TRV TR EXR | OFREEHRE QREIOMRKIZET | OEROE THRDMHEE
RFEE | LT HBRE T OERMEZE S T EEEE | 2mEhRE D - BRI L LTHE
S i FitshomE OlEESOEMFE ME SN D BAGFAOMRE
TIXZR W ERR - [ERBARE PO AB Ky 71 QRA M R BB
BT 2ELSOTIRN - PHIEZOL HSET DO TIEM SN 5 BT
RitShIRESENEEND e
NfEE | ZEr BEEEDME < IRIBRDEWHE—BEMEE | Common Disease (ZXf9 2
(R8s BOZW DT D5 T -G F IR A DB, R s
HA R FRESONEHRES
A
E¥E | EROL TITRb D EEFRE - 20 | b MEEFEORE L BERE 2 | EE L TiThndiis
A K R FIRE, EWEOZE - BIVEA - G, | ik
T4 TEGESNC B o D BB EHIRE S, &7/
LN F v KU 7THOFRIMIZAE
PR, RS AR RE T 51
R EH (CESFGIAER S O s 1Rt
) &2 LN T B
CPIGL [ R NEEFE#RAEIY 75 BFE « DNA 887 5y B
- NEBET R
. SZRCIRAT oy
JOCLS | F— 2 % WEFEANC 74— Ky 2735 | b b LOBERLEBEEZ AW EZEETF | O~@IconT, HA D

Bt T RO 2l & 7o FPH TRt S
nNo5bDHELe

BhEmEDETT, UFAEEND,
OB FIRE - EEL G &2
EEAS SR I NP S
OB s F A  REREIBIZIRE
L. ke & bICBL LGS —Rpr) el
InFEAL O M
@BIEFHIME : B—BmrRE, ZH
TRE, EMFEOHR - BIFEM - G,
18 AGERN B 2 %, R A
ZAE U2\ W ESERIIE R 51 O 1
At

LIAZIRE

2) HA RTA RO FLHEIA H O ik
ASEIAE LA R A R, EO LS RIEBHPENNLTWND N E, £ 3-2-6-2
R LTz, NEZEEETIC, SUHEE OBOATRERT S &, WA TIE H6C BNixb S
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<. RUNT ESGH, OECD DJETH - 7=,
H%& B — LTz,

HATIL, CPIGI DHA RTA4 Ui bZ%< DIE

#3262 HA RTA URLAMIEHINTWDIEAE

HA KA - R
5 (1)

FLAHH

1

2

3 4

5

6

7

11 12 13 14

BRAE DT 4 M

*ﬁﬁa)ﬁuuﬁﬁ/‘]&‘él i

MR DFRRIIA HYE

A DFHERIRAL

HAZICL DT Y
vIRarvY T 4T

VAT BSOS

NS R A 7R
T OHN

HEE IR~ R

AT Fr—LRearky
h

Ty 7R RERESI D 7R ME
N CREEE, @imE %)
L P (e RS

ZRFREOMREY X2
A

B TRELHOXIE
PRI EIC K 5 1B

MR A LI LIz 2%
A — B 2 it

IR - EBDBHY ST

B R BRI K DM

BARAZER

BRI K D B - R
A4l

() @IXFDHAENRTHINTNDEZLERL TS, BELZTHLDLIENA NF A4 RRMIT, UUT

ﬁ@ 1:

ASHG, 2 : ACMG 3 ¢ ACCP, 4 :ASCO, 5:CoE, 6 : ESHG, 7 : HGC, 8 : NCB, 9 : ABC,

10 : OECD,

CNEEEFERM, 12 NEBBFESTA RIA4 0, 13 EFESHA RF A, 14 : CPIGL, 15: JCCLS

3) HA RTA 05T
O T2 Y

IINTBIZ G ME 2 MR T D720 DT & Uik, A7 MBI IC X 2 BRAEEOFEGE -
a4t (ASHG, ACMG, HGC, CPIGI, JCCLS)., @nWBEfRiE7'm 7 T LDFEMLE=H Y 7

(CoE. ESHG, JCCLS). tMAEDOIEUESERTFIEESE DKE (CPIGL) . M YE DB -
E - Flid (ASHG, CoE . ESHG . HGC, JCCLS) HEMERLDTHD, ZDH Lot
2 Y MEORARIZE L THELSREINTWAHDE LT, 0BCD OHA KT A
JCCLS DA R T A > (CPIGI D H EREE NFBIBZFEZDOHA RIA U RhIT b5,

BARBNCIE, BFEHTA BT A R TLLR D & 5 #EERn s T 5,

ENTWDNED
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A)

B)

AT R D FRRER éﬂ%nﬁ7 =RZ7 AN

CKEATFTAHTT AT 4 A R —E 2B Z— (OMS) %, DIC &Eis N

CLIA BRASHiRR CTIT72 bbb K 51235 LT, T D CLIA AGRIRIIZEET 5V
A NEARTRETHD (ASHG)

s BRARMRA D T A%, CLIA, NP OFRFEALARIC & 2F8GE%E 2 T i nid e & 72

U (ACMG)

CEBETRET RN THERIEO T 0 7T D EEMINTND, 07 RITEW

MR E=F Y v T ESZITTVABENTHOWNWT, BMREIC L DR L S MLET
&% (CoE)

c Bl FREEZRMET S T RIE RSO SNTME DR Z 5 — MMIHEL

TOMENRH D (ESHG)

B FRAET - AZRMET 52 TOIRIL, W TORERIEY AT L& 5

1920 LT, EMZRIMNRERM 2521 5~ Th D (ESHG)

B FREITAREEETEESNALENHY . FORESIE 1S015189 Xk

17025, & DX OECD HA KT A4 v & FJE LW RISEEDORE CYAETE 5, W
B OREZEITR I T-OI21E., HEREZBL T, MEKEO T y—< 1 R
DB EE=F—THLENH D (HGC)

s RAERRRR IRV TIE, SHRA TROFEELO O OIEREEETFIEE (F%

~=a T V), BEORTRBEREEE 2T S (CPIGT)

- A OENM, NEREEE ORI, HEEHEORSTRROEN, ZH - SIREBRO

FEh BT S Rek A ERL T D (CPIGI)

- DNA 5 CHEE B IMREFET 256, AABB XX CAP OB EMBIICEFET 5

ZENEE LV, ENOFERIE L LT IS015189 XX 17025 233 A A3, Yifix
B FEIEVEEEE OB CHANBIE E B 7 1 7T b~D B NEE D FERhMED m O E
W EITH> TS Z LR LT FCHRFETHZ X LUy (CPIGT)

BAHSH OB - ZH - B

c BEFREICRD ATREER AL, DIC B L1725 b o0, DX H i

23 DTC THMETX 200, £ 9 LIZBRENSBEE I L CTERFOEBERN 22 H L IR
FIZONWTDIFRZE L A A= RO 72T L7 5720 (ASHG)

C BT — B R DORME DN T OREZRZTTDITHEUREREALTWD

ZHOWNWT, BREIC L DR L IEBLETH S (CoE)

FBEFREY A TEWVMEZHERT 72010, bR RMIET R EHE

DGR ER, hL—=2 7 LR EFENEEND (ESHG)

IR O T BB T RA DO ZATIC M B EERAVRE ) Z2 TR T 5 72012

B LA S AL, o, BTSN EEITES T DX YR HMAER 2R -
TWLHRENRH D (HGC)
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C) Ml okl
- DTC ML & B o iBAR IR A D AT B2 Ve, BRIRA 2241, BRI A9 FPE 2 e R
T H7DIT, FDAR CMS NEMRZRD D L 5, £, TG IZET 2 ERE R
FTLHEODOLIAN) =%, BEINNOT 7B ARG TIED Z & el
% (ASCO)

QR IA FAE & BEIR R 224

BRIRHOA FMECRRIR A 26 M M, TR 2SI, BB T REE E T 50 L
VIMDEERT TAT VT ERICEBEZ LN TS, D7z, ASCO 1T [ERRA H
PERS TR 2B FREIL, BRI E LTITHO & L LTW5, £7-, ESHG 1E TR
BB FRRA D DIC 1T X DR bizIiZ k] O a &> T, BT, ABCIEZKH
TR BOREMEICONWTOBGFHREDO FHIEENITEL 20 E L, HEEICHL T2
NWHODEBTIEA v H—Ry VAN LTEREEZITHZ E2ZELEXDLLY ) 5L
TW5, 20O LT I LZTH25AI2F., BRFEMEFEICHE LWERM LBRED
EfEZR B E ZDOHIBIZONTOREREAFL, VAT ZH/NRICT 208N H 5 |
ELTW5s,

BRI — B AR HE SR LT, BRRAA A2 R85 2 BH2REIL 2 BH R
TAREEDOERNL (ACMG, HGC, OED, CPIGI, JCCLS), FlFRUREHLOAE R A (RFE
T A0, HGC R CPIGI TiE TE°7 » L E 2 —&Z =R CHkicH D 2 &) 245k
ELTW5D, 78, CPIGLIXEHETE DRV AHIRMLN & 5 O ENEZR | Z L BIAhT
Hr L TW5,

ASCO %> NCB 1%, 5 TR A ET ~DOY OB ML A TR L T\ 5, F7=, 0ECD
K> JCCLS . BEfRFE IR L CRAE DORRKRI 2 4% & A REE LT 2720 T
RELLTND,

HARM 2508 NAIL. LT O@EY TH D,

A)  EEIRAYA HIMESCRE R 09 2 24 1 0D B B

- BB FRAEORKAE ML, MELZEASL 7V — TG T 208 5 0 ERGE
TAHEDDOIEFICEE RV 747 V7 Thb (CoE)

- R DOEERIA AR B A SUIERICRE AR T 2082 02RO Db E
Bl 47 V7 Thd (ESHG)

« ZIRFHREEG AR, BIRS CTIRERAMRE S IEF I N ENWE BN DT
W, T4 U TRIESNOMRAET, BEV A ZIZETAERESEL T E1TEL
ez 5 _&Ths (ABC)

- ESHG 1%, RARBEMRAD DIC IZ X DMFEITIIRKITH D, TR =%
< ORAIZIBWT, BRIAAEOREUISE SN THRNAHTH D (ESHG)
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B)

RHIA RAMERN R/ B RE (B A7 OfHtiZ &Te) 1. BEKIRER
ELTITHRETHD (ASCO)

CBETRES—-ERCBWVW T, BWEE AR T D Z ERNEET, Zzi. (1)

BIAFRAEOE (B 21X 24 M, BRI 4 ME, BIRMA M), (2) &
LFHRETZROE, 3) P—bRAZEMT MY EOBEYRERK, hL—=7
LR R B . NEENn S (ESHG)

- BRICHIEL TWDBEOZBAM & LTIT b 2B PR AL, 2z

M BRI ME, BRI A HAMEZER L. AHREEICHEET S (BT A
RZA )

BRI ROA FAPESC R IR Y 22 B PR DRERL & € D BN

s BIRTREDRIKZ LI OWTERTHLEICIE, 07 L—AFET - L

o — &S e RSO (BRI 2R LA DRI B O E AR L2 b

D) I SN2 2 G K > THFINRITIE R 6w, £, BT
A ER L. ZOCHERIC, X (standard reference) ZfEfld 2~ &
ToH 2 (HGC)

- AR R L, $RHET D MADORIKA G & A MEICE T DRI ORELZ, Y —

EAFIHEIZOND L9l T & ThD (0ECD)

« DIC I FREDRME L, TOR/RTEOMEDIEL R AR T —XIZOWT, £

NETLH L kTR E &bz, BREICHMTE D ERLRIERIE RS20
(ACMG)

- BinFRAE RIS 5 HEE L. RELFETOHEL I LT, BiaFHiED

FHARRAL :Ob\f@%ﬁﬁfﬁﬂﬁﬁﬁi&)é ZLETORMTOLEND D, . R
g 5 B FRAENMKIL T Hin . EDBROMIZEICE VRPN GES Y
FOEDR S b7y \#@%&%#ﬁib\ﬁx BT ORFFEEN A 2 F ISRl S & & B
INOHERZEUNHER A D LENH D (NHEBRE2 RR)
SFBARFRRAEICL D B - FIRICH L THREZE - THRHE - IRERED=E
R - BOHE Z [BLEES 2 72D O FRIRIBRR R A O Fhi - FRFHIOWRIE 72 EI2-o0
T, AARGEERPFONDENYAH L ENEETH L (NEHBIRFETA FT
A )

CHEE CHRER M FRAEZ RIS 25513 E0 X0 itgERcR (RHEEAURIL)

CESEBIEFRETH L0 EWHIC L, HEEICHRRI ST 288 RH 5
(CPIGI)

- BUL T BERE ISR T D EMIED 20, Bdhiag i, M 2 mA D oI %

UPEL BRIRAY 2 YR K ORI A PRI DD T oz SCETHE L Tkl
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., Y= ZFHFEIZOND LT &ETHD (JCCLS)
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FRALOAF M BT 5 JIlT L HE S BRI R BTV B, hﬁf%éﬂ%%@%&
LCiE, (1) Medline WA N—FT2ZET « LB o—%% ) 2R GRICHER S T
%, (2) AARANZXMGER L U7 BT X EEMT TH D, (3) W*H%:o
WCRRD I N—TNOBEEREIN TS, 4) BAOHRIBHRE I ThHhE—
DEADREEBL TS, (5) %YERK%kaﬂme@@%ﬁ%%ﬁﬁé&&%ﬁ
PERREN TS, (6) HWUIRFEHFHFERHONLN TS, ED LT b TS,

C)  REERAIAT ISR PR A 2 24 M O fife 3T

- BIGTRA OB RS, BIEEE ERTMELORARRIT. £ OMmBET 5
TNh—T L biC, MEOEKNZ Y AR, FRchid R coZy kL
HHAMEE NI T D720k FFT & TH D (0ECD)

- A O, MEREEORELE . ~V AT OHEMFE R OMA KR IL, ol
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2 FLfiE)

D) YFOEAEMIL
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cRAEDZ A TRORBOHEFUICHE LB vt ) 7Rk S i iudze
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DR L7203 A58, RSB E T T, AFRT KA ARERbib
FHEME NS D (ESHG)

- BatE D L <UTBRATRE R B OB TR, MEORRICIY Y 7D

WE 7% 52 DN TWAHEERIZOR, RitEndsEThHsb, vt T
—i%., WO EWNERN AR OVLENH VY | BT 5 EMEBE~ O ET A A
S>TW5 (HGC)

CRARIROAD ) T EMETNETHD, T, YEREORHM, MA

DIRF., HEOAREMIF NCBRERE RO AN & 2 OFEICT 2Bk &
STbOTHY, w7t O TRIFIEZ 5720 (0ECD)

- WENZIG U CHE B 2B Y o' ) B ET S (BEYSTA RTA4 )
C UK BODFRERNEEREM BB T ) TICHRLIEEDRH L,

F—LERELTERMTDLZLEDEE LY (BFESITARTA V)

CHEENOHMAEZRO ONIZY | MREZT 720 LIHEITiE, (RERIEFEE

1) BASUIE - REL - PELESSBOEMZOBICLY, Y- X4
FEDORIRICIRET D Z &< HERIIHIETE DK 2 %H94 2% (CPIGI)

- HAREEHE L [BInh vt ) o7 2179 2 &N TE DKM 2 S ARIREE

9% (CPIGI)

hortl) U TONE

BB FBRAEROBILA Y Y 7T TRTOREMR L EFERFERICELS

WTAT b, AFER &R & FTREMEN B D E SRR - +LEH) « DB R IRHE I
WTOEmRNE ENRITNE RS, BRIy Y 7%, IERRICITRR
HlX7r 5720y (ABC)

BB TR 7R LTOERENSRDR, TREAMIL TIThb s b D

TR < MERIZ TS (JCCLS)

(1) ARARMIEF T T DEBRIEO W REME, RECHRIRE, ik BIFR%
Ze S 2 72 OIS LB IE RO, DA SAIR L O R

(2) BEHER, BEEFIOMRA, BEEHE, TP, HESfER K ORI
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0)

DV T OIE R
(3) WEEAMRSCEMEIRNEZAE L, THICHEINT 5 Z LIS BEMZ
R O

BRENBEICLD DO B V7 OEN

- (1) HBiaREOTHICHET SMAE, (2) REOBIHIRES, KEORK

BEZRET27200KRE,. 3) KRAETEBEBFOEEXY ) 7T E2EET L0
DOHAETIX, WYRELT 7o) v IR ThbigidiiuIi b, EBah v
U 7E, FERERICAT R bR 7 B 72y (CoE),

cREDOXA T ERBICEA LB o) BRI T RS S 2y

(ESHG)

c HTFIY—1-6 DBEWRICHT Y —7 L 8T, NAA 37 FEFHl SN

(AT —SEITINR2EZSBRO L) 1oV TIL, B FRaikia:
FIIHEE I LT, BMEFERFNZEDODHZNSOTH, EBEEREMFOE LR a2V
wr—ya/%xﬁé%Aﬂ%é&womﬁ%k&L&Thi&%ﬁw(mo

s BB o REICRE T D TRENMEN S 2 BE 1T, KNSRI 2 T e EHE D =

YT 4 T BT, BIERNRT AL R E2ZiT5 & bic, LWERLEBEDY
YRV I NLE T ) T BZITHR_RETHD (ABC)

- BRICHIEL TOW D BEOZWMAEM L L TITR DN S BRFMRA TiT, LB

CCHMAFICL DB 7o) IR ERREDT-OOREYZ T o5 L)
WZBLET D (BEFETA RIA4 V)

- IERIELRINE Z W & IERTZINL., FRNCEY BB v o) v 7 ETo 2%

RS D, WARTRZENIL, BARER W AR FE2%EO R ET L, @EEE
ok T EATole ETEMT D, ZRFRAEOBIRTFHIMRA (5REMEZH)
TliX, BEIGUTHEEBEI T B v 7 ORMEFIERICOWTEE LZ BT
T2 (BE¥aHA RKT40)

* DNA 5 Tl BERIRPEN ) 2 KIET 2 L b o 7RiER0E - R e AT

THRHL, BRHTTMESICL DY v O EERT D E L BIT, BENS
FNCBT 2\ EFRE AR E T 5, BHET - P LEHEMAZEN O OZFEERE
DNA $EE DM E AT HWMEFELTMLBICEI DI ) V7 EAHEE T 5,
EREROER T R O TR S LT, L, FHFMESEOHEMZEIC
Lm0 7 THisET S (CPIGT)

- REE AT, ?%%%%§ﬁ>E> AR R OMIRE (2B L TR I Z9 5

Bz KO DL HEITIE, B, KR EFEZHE T DM 2R D Z L
MET@%(WND

BIEFIIREOREF L O R ROBRICIZ, BRI 285 T

RBERREDENRZ T 6L L9 ICHEINRT TR %iﬁb\o AR, HE%
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BEOH., MEORR., 2205640 9 2H%E « ARG NSRS RE T o fE A
L FOBIHR~DEBLZRE LI OTRITIEZR LR, 2B, HREKELE %
BRoMHIE G FRETH, LG LU THEEORSEN LI TH S (JCCLS)

@O~V AT T HEMZ OB S

EERIAE D~V A T R 3T 9 22 B OBR FIRELSN T, M FEMICEE L
T~ NVATTHEMFZOBE 2RO THDDE, UTO#@Y Thsd, B, kikLizh
vV rRearY T 4 IZBWTH, ASVAT THEMFZOERRD 5T
W5,

« B _EOFRTROME KT B E R T OB N VIRFE T, EEREEOE#E S

DG TRELERIET S 2 L3, BEORELER BN L, MAEDHK L
UM, T OAREME LR, B EEMEICET 2 Ho R ERoRIER T 2bn
TWD, bR InD (ESHG)

CHERE R T~ VA T TEMAZEN BB TRAEORIE L MHIRIRD L XETH S,
Gk Ao - ERBERECREN Vot T —ROBREFEMFIL, WEEFEOE
B (bOMAEZZITHXED, MRIIESMIRT200%) 2852 &0
TX 5, £7-, BBEFHEMENEE L CBNL, BB rREICHEI VAT (v
TA—L K arkry hoxM, R RBEAE, SROMES TR, 74—
T ST OXRME) WO TIENTES (AMG)

CBIETREIL. TOTEDICTA RV RAEZTIME TORMTA, O MBERF
MEFRIRF O A ST TR ERIC, R & B OGRS AL Lz
PERTANFEE L7 DA FEMTE 5 (ABC)

R RENRE LEEETREICE VLT, Z0KENSBRMIRE o7 m
2T, FANEARE TREESD D VISR BOEMFE & L CRE SN ERM
% (MREBLHEMES) BEGTRETHL (NEBEBS )

O NEIRE R EW T 7O

T8 NGBS T OB HONTIE, SEHE LA LD A
RIAy - ANRELELTEY, BILWORY >—IZBET2H000, 7T A4 30—
RT =2 DEF a2 VT A IREDTDD BRI FIECEHT 26D E T, a2 b0
FIET 2, HREND TEZ WD, REMRDODOHLETRY BIF5HE L bz, 5
BRI, BB, ZOREEIH ETHMLLT VR ITEENIT R D TH
0. HPR 2B D O EIER,

A A (BR) BIELEMFERY T VIR O FEATT#
8 NBASTE S FR Y > TR OO EARTT T, Fra R T b T %,
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B 21X CoE Tl MEAAFHRIZOWTIZ, ZNDRESINDHHER], Zha DR, 0
BIRVHERS, BEREINARTNIERSRWE LTS, £, T4 NR—F7—X
DEX2 )T AREOT-ODIEARTE (KR v—) ZBRTRELOBERLZ,
cENTHEHOOEANEEZEET OSHEANZFF > TR0 | FICBEFRENSHED
NOMENIERORE KT DM EFAT L, B FmEZITRONTFHETH, 2
DIRENSENND B OREFRIZEAT L 1HME MO RN AT 2, [FWzit4 A
ZLRWADEWVIIEE IR ITHIELR 572y (CoE)
- EANITE D OREFER R & BEHE RIS T 2R D, LLeRE, 20D
MEFNE, A Z RO 72 BRGSO AR B U 2 & 0 B 5T D EMEIC b 47 ICELE
LTIl S i duid e H7a0y (ESGH)
- ENEBEHRE EROCER T —EAFICHW A HEICE, TOBHRWIZ Lo T
R BRAY - {ERY - #EPREEZ AT DR S 5 2 b, HANBEE®RIT. &
AN QMR O NHEDRRBE S HL, R OEfRZ 57 LT, B 2B E O FCHRY
Wb b 0ERH 5 (CIPGI)
- DTC B MRE 2RI 2 2HIE 2 TOBBERICONTT T4 R —2E b,
HIPAA ZESFT AR EBO T OO T TA N —R Y —%FR LTI S
720 (ASHG)
BB TREARMET LI RE, TITAN =R 2 ERTIERL, ZhRES
ZCODHEBEENTIUCHEICT 7 B ATE LI LRTIER B (ASCO)

B) A K ARIEASE DT
BB FREOTZDOAEYZERNY 7L L HNBEEHRIT, EMRReT A 20 200k
AL T IEICABE S 72 T UL 72 B0 o & E RIEZ 0 (HGC, ESGH, JCCLS %),
CEEERIE. BECBRTAEAERCTH- T, LX) T ¢ LR
PeZ B L35, [FERTREZRE A & Ehs TRB 22 (B A R & BRI WA & T RtskiL,
B2 T A 2 AWM N T — Z il & PR ISICE M S DI EICE- T, 7
FTAN—RER X2 )T 4 OXG LT RETHD (HGC)
c NAF AT 4 ANOTE, ~NVATT | =T 4 BT, B L7 i
A Z2 JFAINE NS B s PRI BT 2 EER 2 008 S 2 EEH LR TR 5
N, Fo, EROETORBEEBELZEREDI-TA RIA VEERL,
HUZHED L7 B 72 vy (ESGH)
o« (B NBEAGTE BILME NS RRGELE & 2SS A RT A4 it » THRES N
FHE e B,

0) MHEERFIZLOHEE
HGC, JCCLS % Tid, BUn FRRAIZBIE§ 5 FE-CHITENEIEICAT RN 5 & ik
THIDICMEERRFOREZ RO TND,
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HEHEOAEWFNY L T AENOBIBNT — 2 1%, FEMEEEES (REC) %
DA O BEE T HHERD & 5 4 I K o TRRE N TAFFEICERE L CEH & izis
UL B 720y (HGC)

CHEFIT, FEPMEETHD I EEAHLRT D0, ME O NESTE RIBHRSE
BEEZARERET 50T JBA HANEEHERIBEEZBESEFHE =1L 550
%D X983 % (CPIGI)

D) AEMTFHIY T NNRLBBERORE | FEIE
SEFRE LA T4 2 - BFETIE, EMFENYT o T ASCBBIERORE . FEE
BT X2 VT 0 BRER LT T IEM - fmERAY - SERRY RIS e > TAT O
X LOFRNZ N, iz, EMFENY T ACEBIEROMRE . BIESICET D HEH
(BAEOREZFORNZETe) &, HEHICRIT X LOBERBZ U,
CERTRED D OERFENY VO - B - iRk - BEEEIT. 1R - e
Hy « BEPEEICHE - TIThRR iU e b2y, £, B, BREORED
REHRICOWT, fETD2HLEND D, o, EWTFHY T VO - RAT
WAL - EIEIE, X 2 U T o B LR T IR Y RERH D (HGC)
WY T, IR LNAEROE X 2 U T ¢ L B RFEDS LR T
ELORMETOR, M ERFENRD BN D (0ECD)
B EERAE O OICIUE LI RAEE O, (e, Bis Kk OB, 150 -
PRy - FMPHEEICH > TIThh 2z it iuid/e & 720y (JCCLS)
- DTC /5 FIR A Z Rt 2 SAIHEE I L, ZOTTAN—%5FD | T—X
DN EZRFFL, TOEX 2T 4 255D OFELBER D LT, AN
Kboleb TN e T =252 TH0EHPAL, SENEAI N DIEL
T Ll XY TN ET —ENE S RO T T VRS RT LR
570y (ESGH)
AT =LK a3y FOCEIZEVIADNE ; BELOBER -, AR
Bl B OB By (CPIGI)
BB FRAEMG EE DI AT 5581, HEE OEM TR T B S
IZBEET D, HOHVITHEEP OB/ ONTZRBEONFILMEST, ZOEMLEE
RSH D LD ICKARENH D (HGC)
cZRFaEL T AT A — RAORBMICET BB TRELZ RIS 2T Tos
X, HEENZOREZBEAT AN - LLTOFE#RE - HEENSATFTX DXL
INCTREZLEZRET D, T—FOXa VT 0 ICHTIIHVRD (B0OF
HREDLLGELEDT)

E) BEAbIC X b eEPiEE
BTSSR AR ET AT D DELILIC LA LG R IOV T, CPIGL &
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JOCLS MFE L Wb _T W5, filZ1E, CPIGI TIIMEE N DRAESICTH W LB 2%
BT AT ETEAET 2 EIICHEL TV D, TD LT, DNAEESOEEZ¥E5
ZRtT 551l BBHIEA L LR ICEBR AT~ U, BRERITAMEIC
THB PN EEEM T 2FORAEHRFE 2L & & LTS, £72, HGC, CPIGI,
JCCLS T, MEEZ T LD LT 2HBEE I LT, BALE BT 2 FATEIZH
TOHMERMET RE L LTND,

F) REO ZRIIHBID 7= DOEH
WY TR NGB A . MAIO B & IER e D TIRIVERY (S A I
1772 9 BF225) (T 2B E8121%, HiizlicA > 7+ —L K 3wy FERY ET
&, BENCZOFRESEEHEET IEBADZ L, HHBMOFEMEEER IBAD D
ERENPBRENATWNES,
B LY TART —H EMEHRICHN 2O THIULX, 2O BIXHEEFICHAI
B2 BNDHRET, £, HMEOREZIERE THRSE IR 5720 (ESGH)
- BAR T RAEMS EE DNHEEHE OEW Y o VOB T B AT AE T
BEWT — 2 2MEEROTOIFEHLE S & T2 & XE, HEFIZUTOAR
HMOEINLUEND D, OFOMIIEL, HFEMEEZES, b L IXfhomtl ik
MR L S THEGBEN TV D, QEMTFHIY T VT =2 PRI SE L 50,
HDHNINA TR INT =B R=RRAFEIND D, QMY T D
X2 VT 4 R TATDOTFE, £, HWEEIIMRIZISINTAZ L TED
%Y A7 RBTEN 72, BITIXZ D ICBE LI D7 4 — Ry 7 %
ZTWDNE I MIZHONTH, HHENDHXETHDH (HGC)
BB TREOAEZ G T AN, BETREMGES DHEE IR X
() AT T VR B 7 AR O R B I T 5 RN
WD E D hOIFH (HGC)
AT H—A Rty FOBPSCEICEDHNE ()  HBEESHO AN T
DEAALTOME %D —REE A o FEeME (JCCLS)

G) I~ MR
BIETFREORKRIZ, MAELZZ T ERALSNOMGE I HEE RIETTIHERD D,
MEE DR T 4y MZORNBHHEEITIE, HAOEEB FREMRZ., m&EHF ISR
THZEETTOLIEAGD LN, HERBIFOWNRKEL TS,
- WA O WS RS MR OB EICR LD, T Ol LIS R TR
BRITHEODIT 2 2 LB TERNVEZZ N LAICIE., MEEECERTS 2
EHLEBEIND, TORE, BRERANDORBEZHFZOBICMEESFICHRT S Z
EBRAITH 5, BISMIIZ, HRE OFRENHE LR VIRI T Th - T MixE
DOARFILE ZBG 1T 28R D IMGE SE~OR R REEET2HE1H V155,

119



H)

Z DA DOMEEF~DBRRIZOWTIE, Y3 5 EATO B OHE T3k <,
BHEFREEOMMEZEERICH LR EORENLETH LD (AAREFER)

BT ORI A IE L FHlT 2 72 O E O ik E OS5 BLETH 5 Y5

B, ZREOMBEEDEBORE R R 2RI TVDHLEEZSHEET. £
DIDZRA K LT, Migd PR FRESCh v e ) 725200 5 LD IR
MR 5 ENNERGEITIL, BB TREEZRE L EMOBE 52345 CTHh 5 (ABC)

« HDHANTH L THE LI2BE TREORERN, FHEOMD A 2 — OISR D

DA BMEZZTEANIZOZLEZMBLINDNETHLD (CoE)

WY L DR NS

A B =%y MEZ LT DIC B A Tl BB L 72l MERSE o4

Y TIVBRARNE KD OHERDINETH S Z ERREEN TS,

D)

- B FRAEMGES T, RETLAERREN, 7 ARMtE L LTREShE

BENLR/OLNIZLDOTHD Z L E2RIET H70IC, FHEINLHEL L LRIFRDL
724 (HGC)

« DNA $E7E D 7= D I3 2 12k U724 E O RIC W TR, BEAHE ORI F 4

W GEERGRFFE, ~AR— b ERERBRED — ., SMECREGENESE) (12
L oMEREEARE L, ST D0 EZETA L WEE, EERICEFRER
PerRpREE, BTFR, EREOGELFEL LT D, o, HFEHOMRBITIL,
FREOHGFEAE D 2 E—TREE 5 OEZ DIEN, KANOFBEROER
FREENFAD . ANUIREE OB EARANMEBOREL E U TRl T 2 L &
9% (CPIGI)

s f U H—F v PR—=ADBIETREOFE 2 D FENLREEIL, MEOT a4 %

— BN IO T OIZ BV DNA 28, BB REARAAND L DONE ) DR TE
RWNETH D (ABC)

- DIC BB FRAEDOEMIT, MEBEEKBEEDO LD L LT T T X =hbiG

TS TN, FOANDLDTHD Z L RFET DV AT L& FF-> T
72\uy (ESGH)

A =Ky FRA—NEFEOEIRZ T DIERIREIZ BT 2 ZEME~DORE

- B FRAMGEE L. EAFREBLET — 2 OWELE AR TE L HIET, M

BRERZIRIET I2MER D D, HREZEFICRIET 2551, 7 — 2 OEE
EHEFFT 272010, WUt X 2 Y T o JIREMBE LT TR D20, BT A
—NEN LU TREBEZEET2HAIE. TR BROUICEETIT RN L%,
HEFIZKONPEDL LT RETHD (HGC)

A sy MRS LA TRE TR, RO ART =5 (AR O
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\CEEGHTOFEM) 17 782452 L2522 EIXTE ARV (ABC)

OHBEF TR T R E HH

BIEFREZZT L) ETHMEBEEICH LT, A v Tr—Lb R -arvkr b, v
YRY VT AR E S FRAERESESEE T LA X —Ry Mo NEEZ
UC, BETREICET 2 Ef»OHoRER a5 2 LIIEFRICEETH D,
ZOH, AERELEETONA RT A VRRMET, WEREICRIT & EHE
LTS, oD b, FRCFELLSRRE L TWD DI, HC DA KT A4k
CPIGI B FHHMETH D (F 3-2-6-3),
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% 3-2-6-3

A RIS U CIHEE TR~ &

S3H

WA RT AR5

HEE I A DR

1

2

3

4

5

10

11

12

13

14

15

EsT
A —
5

RS TR T 5
— XA

s

RERR L T HHEFHED
K FR, RAEAERE SRS TE A
E D

LESSES (MR

RRDIEFREIZONT (AFA]
etk XUTIEFIEO T L)

e

un
(3

BAED BB L ZDORR

WA FERIAED VA7 (1) 4
B

MRAEMIZED VA7 (2) £
RCTEA~DA %7 DT
fetk

BAFERIZMED V22 (3) M
BE~DHE

FRAFEMIZES U A7 (4) web
ZRHLUTIERZHBRT DY R

BEEEIZ L DT 4 v b

TR D
H et

IIMNTHI S S M BT AR (fR
HEOKGR, A LD SoP b
%)

W PR B 22 24 PERC IR PR A AT F 1
2B

BRI HT= > TORHH
FIEHL

WA G
RO
|7

RO T F—~ v MEONCE
Bk

it RO & Z OFF AV E

Va4
nET
— XD
W

T NAF R OB & Y 7 v
DEX=2UT 4

T INRT — 2 DRIk
RORAFIAIH]

MEKRTHOY T NR0TF —
A DO

F—= B OY T RIS
WCHWD ATREME L | Z DR DT
frx %

PO > 7
O B D AT HERE

EBEENY TR T—H T
TR AT HAREMEE DT
foe =

DAL HEFAT IR HEN A
Do BB O T NRT—
Z O

Z D

B FHREZ TR0, HHN
T & 0 9 BRI

VAT TEMFICL DD
VY IO ANFARENE

TR — X R T 5 85
Bl FORFERR L
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NN
<2
Bk
i)

HA R A =05 1 2 3 4 5 6 7 8 9 [ 10 | 11 |12 | 13 | 14

HEEIEA DGR

HEE OFE~OXIE [ ]

HEBRRFHIZ L DR [ J [ J

() @YU THHENMHEEIBADIRNEERE LTRSS TWDZ 2R T, B ThobbL
TA RTA R ME, LFO@®Y 1 : ASHG, 2 : ACMG, 3 : ACCP, 4 : ASCO, 5 : CoE, 6 : ESHG, 7 : HGC,
8 :NCB, 9 :ABC, 10 : OECD, 11 : NFHBMRFERRM, 12 NFBIBEFPARTA KT 13 EERAA K
F A, 14 :CPIGI, 15 : JCCLS

Dt RFERIDOZRNMEN CRIVEE . milinE %) (X1 2 8InFRd
ZHIUZOWTIE, CoE, ESHG, HGC, NCB, ABC., AJEEInFDRME, EFX2HA T
A2, CPIGI WEK LTS, FEZ CoE DHA RTA ik, [RERES DI WENDOR#
ICHRZEW TV D,
RAEMIZSHT=>CTE, [FAERIOS HMRENEIC L DMERE KD, REFITK L
T (FERIOFFERRVIRY) FERDDBERIND ETREZEN T2 Lo A
RN H5 % 5 D, ELSTIX, ESHG 13X DTC Bn T-REIXENZR R ACEL T
PUVMEANCIREE SN D RETIHARWVWE LTS, F72, ABCIE [ CERR AR
AR ERR IO MEN A D DNA o TV AL, A ¥ —% v N &N LIZBEH
BIZEDZ &2 ELERD] Ko, MCHEREL WD, BIZNB G, ZRFaE -
TAT A —AOREMERELZ T L5 E60FMEZHRT 25T, BRATIZIOL
I RBEFRAEIR. FHNRIZE o TEE A Z B2 5O LITE v L LT
W5,

A RAEOHIR
- FIERR I D7 NICkET 288 FR AL, A Z ST 28 AN SxEd 2 EEER e
WRBHLGETTERTED, 72720, W DDLOFREN T SNcGE1TiE,
BIANBNFIRDOFRE DT DI A 2B D Z ENTE D (CoE)
< RAAEF LCEERE ) FH T D2 N A 2B S Te i, RO ENR IO D
RETh D, DIC BInFRAEIL, IERRAICEL TWRWEANZRE S D~ &
TlE7evy (ESHG)
< /NRED DNA B 1L, Bl UK National Screening Committee D27 7 A 7
U7 %71) fil= L, D OBOBEERFRBENREOLNLTNDILAEOARERT XX TH
% (NCB)
CBIRER TR, ZRTFa2EY c TAT 4 —AD Y RT T a7 7 A )V ERET 2B
FRRAIE, FHONRIZE > TEIZRFIE A2 52 2 b D LT 2 720 (NCB)
- TESCTERI T RS R RAECRIERE I OB AN D DNA o TV EERL, A~
Z—Fy NEIS LTEBEREICIED Z Eid, ZLEZ 2072 5720 (ABC)

™ UK National Screening Committee (NSC) (X, BT A7 V—= %G, ERAZ V—= 72
T279A4707 (BIR1) Z%EL, BUFE NIS GEEEFR—ER) ICHREL D,
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B) WA SRR OIEH] R & Xt 4)

CFHBAEHZDH I ENTERVDRBREICHT 2B TREL, REOLEH PR
FRICENEEL 5 2R VRY . ZOANEBEDZEST 5 E CEMTH &
T % (CoE)

s BT Y —1-6 ORAET2) (RN HT Y —T7 & 8 T, /NAA 37 RT3 LG
SNTBE) 13 MOERS/NEHICHREL T 5 2 L AIKRNICERD D LR
D OHNRNGEIZIE, REREIDERSIND £ CREZIEH T 5 LENH D (HGC)
- RIS D IFIEIRRE OBWC, I AR IZHIE T 2 B ORIERTZ
Wric oW ik, JRATE L TARADERA L BEEAICHIET & 5 £ CHEi 4 L8 3~
T, WBEORFE TREL FET & Tlidlwn (BEFSTA RITAMY)

C) MRAENEDFF AT

© RECEE I ONC OIS, EESCEU OB CERETREICFHELY 5 X 580
IRVETRE LT, REEADN, HJRos, IERICHE - TR S LD ARk o v
THOPRDIHEIZOH, BIETREZIT/RH)ZENTED, o, ZOFFA
XBART D NDEEDOFIZEDBLRENG, WOTHIMVIETZ LN TES (CoE)

- RAEEMEICIE, BEREMTOAELZS LT, RAOFRERESF» LRI THE
ZGHZ ENMETH S (CPIGI)

* TTITRIE L TV HREOZK BRI ORAE & . RN IEAE T D B CIIERT

PWIMERE I ERERAAERD D Z EBRTHENIBRETIE. AN D-
TREDFEMEZAKFTHZ LD TEX LG HEORELHRITNILR DA,
U E OREOFIREZEBLE L, RANOTHE (> 7+—ALF-TEUN) %

B/BHZENEELWY (BFEEHTA KT AV)

D) Zft
- FIERRAIDN 2 VE AR 2 BE FREL, TOMA, YF,. ZORFNRMLE
n‘ﬂf& X LT, @MU EHmNFNCGZONDIRETH D, ZOHFRITHMA ISR
FERENNZRVEANICK LT, TOEMENIIS L TRLEN I RETH D

(COE)
s BT AV —1-6 OffE (RN HT IY —T7 & 8 THAAA 37 b EFHl S LT
E)?@\@E@@%ﬁmﬁ®@%’ﬁif&é%é% FRATHE B3 /N T O Rl B
BHIZKREREFEZ L0 THEIE, HOPIEZHNNAITIAZ ) —=2 7

2 HCC DHA KT A DI NA—=FT HBIFHREIL., HT TV —1-11 ITHEEN TS, TOHFEZDING2
\ZReE L7,

BHGC OHA KT A > Tid, RERMLER T, BT 2BREOHE L. RENG X517 NOR %
ERLRTNERORNE LTS, AT F « 754 F U TIE, BIR3ICEH LI,
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FPREL, E20®%OT T OTOIHEYRAEEZITR ) 2 EICEE AR OERE
BZIC L > THRENFHE ST 7z 57220 (HGC),

LR FHEBDOREY X7 pd

NCB DA RFA4UNF, ZRFaEL - T 4T 4 —RADOBBREZ G E L TND,
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(BJ#s 1) UK National Screening Committee DEIGF AT UV —=F « Tl I LDY
7 4 7 U 7 (UK National Screening Committee: criteria for genetic screening

programmes)

(FE30)

The NSC criteria include:

+ the condition should be serious;

+ the condition should be understood;

* psychological implications of carriers should be understood;

« the test should be simple, precise and validated;

* the programme should be acceptable to health professionals and the public;

* there should be an effective treatment or intervention available for people
identified through early detection;

* the screening programme should be effective in reducing mortality or morbidity;
» evidence—based information, explaining the consequences of testing, investigation
and treatment, should be made available to potential participants to assist them
in making an informed choice;

« the benefit should outweigh any physical and psychological harm caused;

* the programme should represent value for money; and

«all other options for managing the condition should have been considered.

(FR30)
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B 2) HGC DHA KT A VIR AN—F DB HREDO T IV —

(Z£30)

Genetic tests covered by these Principles may be categorised in the following way:

1 Diagnostic tests

Tests intended to diagnose a medical condition in a person with
symptoms and/or signs.

2 Pre—symptomatic
tests

Tests intended to predict that an asymptomatic person has a high
probability of developing a condition, for example, BRCA tests
for breast cancer and mutation testing in some autosomal dominant
This is

single - gene disorders, such as Huntington Disease

sometimes referred to as predictive testing.

3 Carrier testing

Tests intended to show that a person is a carrier of a condition,
so that although they are not themselves affected, there is a
risk they may have affected children.

4 Prenatal
diagnostic tests

Tests intended to identify medical information about a fetus or
to establish fetal sex.

5 Susceptibility/
Predispositional
health tests

Tests intended to provide an indication of the absolute lifetime
risk and/or relative risk of an individual developing a condition
compared with the general population for example, APOE tests for
and tests for Age Related Macular

Alzheimer’ s disease

Degeneration.

6 Pharmaco—
genetic tests

Tests intended to predict the response profile of an individual
to a drug or course of therapy

7 Nutrigenetic tests

Tests intended to provide information about an individual’ s
responsiveness to a particular nutrient or diet and how this
affects metabolism, health

8
Lifestyle/behaviour
al test

Tests intended to provide information about an individual’ s:
e behavioural propensities
e performance capacities (physical or cognitive) or

e response to certain environmental conditions and that are
designed to assist the individual to modify the outcomes of
any of these by elective changes in behavior (not including

the administration of prescribed medicines)

9 Phenotype tests

Tests intended to provide information about how an individual’ s
phenotype is conditioned by their genotype, for example, tests
that indicate the genetic basis of a person’ s eye color

10 Genetic
relatedness tests

Tests intended to determine/or provide information about a
genetic relationship, including paternity and maternity tests

11 Ancestry tests

Tests intended to provide information about an individual’ s
relatedness to a certain ancestor or ancestral group and/or how
much of an individual’ s genome is likely to have been inherited
from ancestors from particular geographical areas or ethnic
groups.

(FR20)
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(B 3) HGC DHA RIA i ESnizA v X7 b« 27347V 7T

(F30)
In considering what additional support is appropriate, test providers should take

the following impact criteria into account:

« if used for diagnostic purposes, the severity of the condition to be diagnosed and
the likely impact of the diagnosis on the person diagnosed

« if used for predictive purposes, the degree of reliability of the prediction

+ if the test is intended to predict the development of a progressive disorder, the
likely speed of degeneration

* the potential for the test to have a significant impact on the clinical management
of the individual taking the test

+ the potential of the results of the genetic test to have a significant or
life—altering impact on the behavior of the individual taking the test

* the potential for the results of the genetic test to provide health-related
information about a third party, such as a biological relative

* the potential for the test to provide genetic information about a fetus whether
the test is a stand—alone test or if there are other confirmatory tests

* the potential of the test to have a significant impact on personal relationships

and the stability of families

The APOE test for Alzheimer’ s disease is an example of a test that would evoke the
impact criteria; the results of this test are likely to have significant impact on
the individual taking the test and have the potential to create significant anxiety,
both for the individual tested and their close biological relatives, even though the

test itself can only weakly predict the likelihood of developing Alzheimer’ s disease.
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Genelex WA, USA [ ) [ ) [ ] [ ) Yes and AABB, CLIA, CAP, NYSDOH AASZHHY (Y=L | http://www. healthanddna. com
No v 7 ARkt
Gene SNP USA [ ] Yes CLIA http://yourgenesnp. marketam
erica. com/index. cfm?action=
main. gsHome
Warrior Roots MD, USA [ ] [ ] Yes IR—B_R—=iE# e L http://www. warriorroots. com
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/index. html
Atlas Sports Genetics CO, USA Yes R— A=V EE#e L http://www. atlasgene. com/in
dex. php
Athleticode CA, USA Yes A==Vl L http://athleticode. com/
Affiliated Genetics UT, USA [ ] [ ] [ ] Yes and AABB http://www. affiliatedgeneti
No cs. com/
African Ancestry Washington DC, [ ] Yes A==Vl L http://www. africanancestry.
USA com/
AfricanDNA Texas, USA [ ] Yes R— A= DR L http://www. africandna. com/
AllTest AZ, USA [ ) [ ) [ ) [ ) [ ) Yes and AABB  (f2#£5E) http://www. alltestsonline. c
No om/
Ancestry. com UT, USA [ ] Yes R— B_R— DR L WS ENC AT 4 A d> http://www. ancestry. com/
D (BAZRL)
AncestrybyDNA OH, USA [ ] Yes = L= DR L http://www. ancestrybydna. ne
t/
Andergene Labs CA, USA Yes and AABB, CAP http://www. andergene. com/in
No dex. html
Boston Paternity NH, USA [ ] Yes and AABB http://www. bostonpaternity.
No com/
BRT Laboratories, Inc. MD, USA [ ] [ ] Yes and AABB, CLTA, NYSDOH, State of http://www. brtlabs. com/
No Maryland Department of
Health & Mental Hygiene
Chromosomal Labs Bode VA, USA [ ] Yes and ISO/TEC 17025, NYSDOH, http://www. bodetech. com/
Technology No ASCLD/LAB, TEXAS DPS, FQS,
State of Maryland
Department of Health &
Mental Hygiene
Clinical Testing and Research NJ, USA [ ] [ ] No AABB http://www. clinicaltesting.
(Forensic Consultants) com/.
Consumer Genetics CA, USA e |0 [ ] Yes and AABB, /IS0 IEC 17025 97 E LA E(Zshipping®] | http://www. consumergenetics
No e (AAET) -com/
Determigene WA, USA [ ] [ ] [ ] [ ] [ ] Yes and AABB. CLIA, CAP, ACLASS/ISO http://www. determigene. com/
No IEC 17025,
ASCLD/LAB-International
NYSDOH (PEAURESL IV 2 1
AT, RS ODDCTITS)
DNA Diagnostics Center (DDC) OH, USA [ ] [ ] [ ] [ ] [ ] Yes and AABB, CLIA, CAP, ACLASS/ISO 186 W [ELL ki 74T http://www. dnacenter. com/
No IEC 17025, VBV, ARDZAT
ASCLD/LAB-International, PEl =ttt PAVE S
NYSDOH U a—va AR
DA & &,
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DNA Identity Testing Center TX, USA [ ] [ ] [ ] [ ] Yes and AABB, CAP http://www. 800dnaexam. com/
(bioSYNTHESTS#:0>—FFq) No
DNA PLUS CA, USA [ ] [ ] Yes and AABB http://www. dnaplus. com/
No
DNA Reference Laboratory TX, USA [ ] [ ] Yes and AABB http://www. dnareferencelab.
No com/
DNA Services of America LA, USA [ ] [ ] Yes and AABB, 1S0 17025, CLIA, CAP, http://www. dnasoa. com/
No ASCLD/LAB
DNA Solutions, Inc. OH, USA [ ] [ ] [ ] [ ] Yes and AABB, FQS-1 https://www. dnasolutionsusa
No -com/.
DNA Tribes VA, USA [ ] Yes R L=\ R L http://www. dnatribes. com/
DNA True Results CA, USA [ ] [ ] [ ] Yes and AABB, IS0 17025 http://www. dnatrueresults. ¢
No om/index. html
easyDNA CA, USA [ ] [ ] [ ] Yes and AABB, IS0 17025 WSS I [ENZ A 7 4 A http://www. easy—dna. com/
No bY (HAZL)
Fairfax Identity Laboratories VA, USA [ ] [ ] [ ] [ ] Yes and AABB, CLTA, NYS-DOH, ISO http://www. fairfaxidlab. com
No 17025, FQS-1 /
Family Tree DNA/Genealogy by TX, USA [ ] [ ] Yes TR— L= DR L http://www. familytreedna. co
Genetics m
Genetica DNA Laboratories OH, USA [ ] [ ] [ ] [ ) Yes and AABB, CAP, NYSDOH, FQS-T http://www. genetica. com/
No (ISO/IEC 17025), CLIA
Genetic Profiles Corp CA, USA [ ] No AABB http://www. geneticprofiles.
com/index. htm
Genetic Technologies, Inc. MO, USA [ ] [ ] [ ] Yes and A ABB, NYSDOH, http://www. genetictechnolog
No ASCLD/LAB, FQS-I (ISO ies. com/
17025)
GFI Lab PA, USA [ ) Yes AABB, CAP http://www. gfilab. com/
homeDNAdirect CA, USA [ ] [ ] [ ] Yes and AABB, IS0 17025 W3 A ECA T 4 A http://www. homednadirect. co
No bY (HAZRL) m/
IDENTIGENE UT, USA [ ] [ ] Yes and AABB, TSO 17025, NYSDOH http://www. dnatesting. com/
No (Sorenson Genomics o [¥5#
Ein)
ImmigrationTesting USA [ ] No AABB. FSQ-1. NYSDOH, State 171 EOBRFR X1 http://www. immigration—test
of Texas DPS. ®hs (ARG T) .com/
Independent Forensics 1L, USA [ ] [ ] Yes and AABB. CLIA, FSQ. FQS-I. Wbz 7 A4 7 b http://www. ifi-test. com/
No NYSDOH, CAP Y (AATIE=E, K5,
FKH D BT R L)
IntelliGenetics, LLC SC, USA [ ] Yes and AABB., ASCLD/LAB http://iglab. info/
No
Laboratory Corporation of NC, USA No AABB, ASHI, FQS—T. NYSDOH, HASHHY (TR a— | https://www. labcorp. com/wps
America Holdings (LabCorp) CAP, ASCLD/LAB, 18017025 7 Dy oA RER) | /portal/
Legal Genetics, Inc. MS, USA [ ] No AABB, CAP http://www. legalgenetics. co
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Metaphase Paternity Test WA, USA [ ] [ ] AABB. ISO 17025, CAP http://www. metaphasegenetic
s. com
Orchid Cellmark, Inc. TX, USA [ ] [ ] AABB, 15010725, CLIA | http://www. orchidcellmark. ¢
NYSDOH, FQS-T, ASCLD/LAB om/
Paternity Testing Corporation MO, USA [ ] [ ] AABB. 18010725, CAP, NYSDOH, WS 9B [EZA 7 4 A http://www. ptclabs. com/
FQS-1 HY (AARKAEDY <
R=FT AT AT 4T
a—RL—v a3 rHA)
The Genographic Project Washington DC, R L= DR L https://genographic. nationa
USA lgeographic. com/
Universal Genetics CA, USA [ ] [ ] AABB HESF D FBEHRHTIZDNA http://www. dnatestingforpat
collection sitesd ¥ ernity. com/
Verinata Health CA, USA [ ) CLIA, CAP http://www. verinata. com/
Ariosa Diagnostics CA, USA [ ) CLIA, CAP http://www. ariosadx. com/
Navigenics CA, USA TechnologiesiZ EIX 7=o 20124E8 A LAKE, Bl O@c F-REXZ T FT 20, CLIA http://www. navigenics. com/
DNA Clinics Liverpool, UK [ ] [ ] IS0 17025 (UKAS). IS0900, UK & irelandd B2 % A http://www. dnaclinics. co. uk
Mol BOES /
DNA Worldwide Frome; UK [ ] [ ] [ ] [ ] [ ] 1SO 17025, IS0 900 http://www. dna-worldwide. co
m/
International Biosciences Kent, UK [ ] [ ] [ ] AABB, ISO/IEC 17025 http://www. ibdna. com
Nimble Diagnostics London, UK [ ] [ ] [ ] AABB, IS0 17025, NATA International orders http://www. nimblediagnostic
i s. co. uk/
Oxford Ancestors Oxford, UK [ ] = L=\ R L http://www. oxfordancestors.
com
Roots for Real Cambridge, UK [ ] K= A= VR L http://www. rootsforreal. com
/
Accu-metrics/Viaguard ON, Canada [ ] [ ] IS0 17025 http://www. accu-metrics. com
/index. php
DNA Testing Centres of Canada ON, Canada [ ] K= A=V L http://dnatestingcanada. com
/
Genebase BC, Canada [ ] K= A= VTR L http://www. genebase. com
GeneTrack Biolabs Inc./Genex BC, Canada [ ] [} AABB, SCC. ISO 17025 AAKHEH Y (A A A http://www. genetrack. com/
Diagnostics, Inc. VI7FEYay)
Maxxam ON, Canada [ ] [ ] IS0 17025, FQS-I, SCC http://www. thednalab. com/de
fault. asp
DNA 11 ON, Canada hizd [X, St ARl L g —kon/S—a— K| %) K= A= VR L http://www. dnall. com/
DNA Bioservices Australia [ ] NATA, ISO 17025 http://www. dnabioservices. ¢
om. au/
DNA Solutions VIC, Australia [ ] NATA, ISO 17025 WSRO W [ECA T 4 A http://www. dnasolutions. com
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No bbb (HAZL) .au/
Genetic Technologies Vic. Australia [ ] [ ] [ ] [ ] [ ] [ ] Yes and NATA. RCPA http://www. gtglabs. com/
Corporation Pty Ltd No
Lumigenix NSW, Australia [ ] [ ] [ ] Yes NATA, CLIA, ISO 17025 (42 International orders | https://www. lumigenix. com/
#5255 ¢ Australian Genome i
Research Facility)
mygene VIC, Australia [ ) [ ] [ ] [ ] No NATA, RCPA http://www. mygene. com. au/
deCODE genetics Reykjavik, ) [ Yes CLIA, CAPISO/IEC 27001 AAZ S 0 (R4t | http://www. decodeme. com/
Iceland V=T v7)
GenePlanet Dublin, [ ] [ ] [ ] [ ] [ ] Yes = L= DR L http://www. geneplanet. com/
Ireland
DNA Ireland Cork, Ireland [ ] [ ] [ ] Yes and R— A= L http://www. dnaireland. ie/
No
Gonidio Tender, [ ] [ ] [ ] [ ] Yes R— A= L http://www. gonidio. com/
Denmark
Labgenetics Madrid, Spain [ ] [ ] [ ] [ ] Yes and UNE-EN ISO/IEC 17025, 1SO http://www. labgenetics. com.
No 15189 es/en/Default. htm
Asper Biotech Estonia [ ] Yes IS0 9001:2008, EMQN http://www. asperbio. com/
dnaTEST Umhlanga, [ ] [ ] [ ] [ ] Yes and IS0 17025 http://www. dnatest. co. za/
South Africa No
GENEdiagnostics Stellenbosch, [ ] [ ] [ ] [ ] Yes and R— L= DR L http://www. genediagnostics.
South Africa No co. za/index. html
Arab DNA Ancestry and Family UAE, Saudi [ ] Yes A==Vl L Saudi Arabia&UAEIZA | http://www. dnaancestry. ae/i
Origin Arabia T4 AHY ndex_eg. php
Fastern Biotech & Life Sciences | Dubai, UAE [ ) [ ] [ ] [ ) [ ] Yes and CLIA, CAPISO/IEC 27001 (#& | UAE, Saudi Arabia, http://www. easternbiotech. ¢
No #5% © Iceland®deCODE KuwaitiZA~7 4 A0 om/
genetics)
Advanced Health Care Tami INadu, [ ] [ ] [ ] [ ] Yes and AABB, CAP (#2455 : K[EIDNA http://www. advanceddna. in/d
South India No Tdentity Testing Center) efault. aspx
BioAxis DNA Research Centre Andhra [ ] [ ] [ ] [ ] @® | Yes and AABB, ISO/IEC 17025, http://www. dnares. in/index.
Private Pradesh, India No ASCLD/LAB-International, php
CAP
Eastern Innovative Bangalore, .In [ ] [ ] Yes and IS0 17025 http://www. paternitytestind
dia No ia. com/index. php
NutraGene Delhi, India [ ) [ ) [ ] [ ] Yes K= A= VR L http://www. nutragene. com/
INFINITECH CENTER Philippine [ J [ J [ ] [ J Yes and IS0 17205 (H#:?) . AABB http://www. dnatestph. com/in
No (F24E5 - KIEIDNA Identity dex. html
Testing Center)
i-DNA Singapore [ ] [ ] Yes AABB, 1SO 17025 http://www. i—genetics. com/d
efault. asp
Map My Gene Singapore [ ] [ ] [ ] Yes A==Vl L http://www. mapmygene. com/
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00GENE Singapore Yes A==Vl L http://www. oogene. com/index
_html
Shanghai Biochip Co., Ltd. Shanghai, [ ] (F : AT B B ARERE 20 6 o) Yes R A= DR L http://www. superchip. com. cn
(National Engineering Center China /webE/index. asp
for Biochip)
Genetic Center Company Hong Kong [ ] [ J [ ] [ ] [ ] Yes R— A=A L AR A HX—, 47 4 | http://www. genetic—center. ¢
AlXHong Kong & om/index_moduleld-114_pageN
Malaysia, ame—home_pIld—0_uld—4. html
United Gene International Hong Kong? [ ] [ ] [ ] [ ] [ ] Yes R— L= DR L http://www. ugi. hk/eng/index
. php
YusuBio Nanjing, China [ ] [ ] Yes and A==Vl L http://www. ginzi jianding. co
No m/english/index. htm#
Pharmigene Taiwan [ ] No IS0 13485/9001 http://www. pharmigene. com/i
ndex. htm

(1) EOBERMEY 27
(2) BH—HEREDOF Y ) THE

(3) Zota, BoEmE, B, 73— kFHsE
(4) AR—YEEEEERVEES) (1Q, THEEER EQ. =i, XA L)
(5) Immigration. Paternity, Maternity. Grandparentage. Siblingship. Twin Zygosity. Cousin., Identification Profiling, . Prenatal Paternity % & E 7=

A, FHPTCIHLE LTEHATE 5250 (legal, court—approved),
(6) (5) LIFARTZA, FHIFT CiFHLE L CTEHRATEX W D (peace of mind test, private test, non-legal test, home test 72 &)

() ZZTIIHEEE L mESHEOMIC, EA° DNA FREVEMAFNANIE LR WEEE % DTC & L7, Yes and No (X, MiFDE YR A EIT>THHA,

(8) W&

AABB : American Association of Blood Banks

ASCLD/LAB-International : American Society of Crime Laboratory Directors/Laboratory Accreditation Board-International
ASHI : American Society for Histocompatibility and Immunogenetics

CLIA : Clinical Laboratory Improvement Amendments
CAP : College of American Pathologists

EDNAP : European DNA Profiling group

EMQN : European Molecular Genetics Quality Network

ENFSI : European Network of Forensic Science Institutes

ISFG : International Society for Forensic Genetics
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NATA : National Association of Testing Authorities (Australia)
NIST : National Institutes of Standards and Technology
NYSDOH : New York State Department of Health
RCPA : Royal College of Pathologists of Australia (Australia)
SCC : The Standards Council of Canada SCC (Canada)
SafeHarbor : U.S.-EU & U.S.-Swiss Safe Harbor Frameworks
Mol : The Ministry of Justice (UK)
UKAS : The United Kingdom Accreditation Service (UK)
(9) WAMERICBIT H1EH (R HAR L OB BRI TWDHH DDA
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HP7 KL XA https://www. 23andM | http://www. decodem | https://www.pathwa | http://www.genepla | http://www.ancestr | http://www.dnasolu | https://www. lumige
e. com/ e. com/ y. com/ net. com/ y. com/ tions. com. au/ nix. com/

AP H CA, USA Revkjavik, Iceland | CA, USA Dublin, Ireland UT, USA VIC, Australia Sydney, Australia
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$99 (Personal genome | & kDT T 2L $399, ni-fg ) © S 1E R EAETHY
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T, BEFHRAEY | GINAVEMLIZ L 58 | - CLIAM~OYEUC & |« CLIAM~OYEHLIC K |« CLIA~OHEUZ & | - CLIA~OYERUZ L |+ CLIA~OYERLC K |« NATA~OD HELC X
FADERIZ YTz > | fBFEREE 5E DIRFE 5E DIRFE 2 E DIRFE 2 E DIRFE 5E DIRFE 5E DIRFE
TOMSFF &I « CLIA~DHERLZ L * Privacy
B A KT % | DEOMRGE Legislation
OHE (FOLAX Amendment Act 2006
ZORE) | RREk - kBT TA Ry —
Jei HH D 6 B > A 4 Prité
* Disability
Discrimination Act
LB TAN—
1R
7. RO HTE T < MR T < BRI T L CRENKT LIS T =X ORAE, | ik L FhdiZ L MY
TORBIOEINT | EDNAIE, KELS 472 | EDNAIT, (K Sz | EERgd o7 uid | L i oilfe T, EDNAIZ, KBS T
oz BMAEOK THICERE | MEOK THRICERE | LS5 W 1E 72 I A & RAE DK TIPS
75 75 « JhHE L 72DNAKE, Jiti U C e At & pefR 75
- BERIOEEL - S3HT EHAEROT—F | SHMOBBINED S | T2, BB T ERTT D
BT, ADDNA | R—=2i2T7 72T | BIMEFRGET S CkEOV—E RS F AT, HAEFr
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LTHY, HAEHR | b, BERObHMA FEhad 20, Eak L7220
& OEFE IR ATEE HWwERDZ LXT DOIRAETITH . M
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HrORETRIES 72T, AR &
THY ., mAEKEE KOTF—2%E) T
MNEZIWZT 7EAL SHD,
TS, YT HA
LT S5,
=. B HTITH + I11lumina * I1lumina Human IM | - FC#k7e L ‘R&DHEFHASBHZE L i 2 RLfliZR L * I1lumina iSelect
HLTWDEEE KT | OmniExpress Plus BeadchipZ{# fH, 7= E ODNA chips% + I1lumina

ZDIED ANy 7
W52 L

Genotyping BeadChip
A,

*FDAO T—)L K « A
ZUH—RThD2
FEH o= v—
I TEE
Nanogen Centaurus X
1ZABI TagMan7g & @
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EEOFH

it

OmniExpress Plus
Genotyping BeadChip
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the published literature and findings from nine
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Alfred T et al.
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Association analysis of the ACTN3 R577X
polymorphism and complex quantitative body
composition and performance phenotypes in
adolescent Greeks.

Moran et al.
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(IDEAL) and Division of Molecular Genetics,
Faculty of Biomedical & Life Sciences,
University of Glasgow,UK.
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meta—analysis.
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Dose—dependent effect of the Val66Met
polymorphism of the
brain—derivedneurotrophic factor gene on
memory-related hippocampal activity.

Hashimoto R et al.

The Osaka—Hamamatsu Joint Research
Center For Child Mental Development, Osaka
University Graduate School of Medicine, Suita,
Osaka, Japan.
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BDNF polymorphism rs6265 and hippocampal
structure and memory performance in healthy
control subjects.
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Department of Psychiatry, Washington
University School of Medicine, St. Louis, MO,
USA.
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Effect of BDNF Val66Met polymorphism on
digital working memory and spatial localization
in a healthy Chinese Han population.
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Biotechnology in Western Ch, Institute of
Population & Health, College of Life Science,
Northwest University, Xi'an, China.

A 7T AFREAN)
B ENER 22 ZE0REA

ABR: 711 B(5R 14 324 & &1 387 £)

TCEWIHDNEM T,
V/V DREEERELD
BAM/M OREEERKE
L0 L TEEAR
A '8 A T LWL I
(P=0.019), LMW LEHIFCIE
HEIZDNTIE#HETMIC
BEELGKREGLEM-
1=

4. CBP & CBD
EEFA B3 BREANSCEELL-HEMNESE
BRFR | ZIR—L EZ] =] BEE R WX -EPEERL EIRE
D TOMB-wXE1hL Bk wE
CBPC | CBP: BETE | BFER| “colr Science. 1986 Apr 11;232(4747):193-202. ABDOBEIX. I DDOIBREERLLTHEY. ChoDBERDT
BD Colorblindn | & & brindness” REAIK. BEFERIICE>TRESA TN,
ess, partial, AND Molecular genetics of human color vision: the | *FREFHKDBFRIZDNTIE 96%ERFIN—BILI=M, HFERIZDNT
Protan ERER “gene” genes encoding blue, green, and red pigments. | (& 43%U M E—ZRSEMoT=,
series / SHRBRICDONTIE 1 DLAERFERFLZLHNCBP)., FBHRITD
(OPNIMW: | JEZE8R % =46 Nathans J et al. WTIEBEFEL. Z0BYRLEIHIEANICES>THEMNEL>TL
OPsiN1, -3 B
Medium-Wa Department of Biochemistry, Stanford
ve—sensitiv University School of Medicine, Stanford, CA,
e) USA.
Am J Hum Genet. 1992 October; 51(4): [ P 3 A0V 1~4 DRAEN
CBD: 687-700. F/RARI—TFIZLEHBEEREDR | HEHNATUVMNEEREFD
Colorblindn REDHE FvUTIEHRBEETH
ess, partial, 1=
Deutan Genotype—phenotype relationships in human ORI RE *IOIU5 @7%{5@_®5§
(OP'\” LW:0 red/green color-vision defects: molecular and A& BA R LM, /\{7 JyREEF
PsiNT, psychophysical studies. B AREEHEDXELALEN CBD DEENKRBER(FEEM
Long-wave BIEFORERIELS BONAT vk | HEEMICEEL TV,
-sensitive) S S Deeb et al BEEFOXYIT EEICEELNGUT B
’ A FBREEEEEE 64 ZRUE | I2BVLT. N1TUYNEE
Department of Medicine, University of | BICEEINLZIVEM 129 £ FEEHOENBBEEL
Washington, Seattle,USA. 1=
Biochem Biophys Res Commun. 2002 Jun [ BTy FREEHD 4 5. HBEE
7;294(2):205-9. FREBEEEREIZHTH.CBP EEF | HD19BIEEHE%CBPE
& CBD B FDEEDHEDEHM EFELOTLV,
Novel missense mutations in red/green opsin O RE FEED232DSL. SR E

238




genes in congenital color—vision deficiencies.

Ueyama H et al.

Department of Medical Biochemistry, Shiga
University of Medical Science, Seta, Otsu
520-2192, Japan.
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The molecular basis of dichromatic color
vision in males with multiple red and green
visual pigment genes.

Jagla WH et al.

Department of Neuro—Ophthalmology,
University Eye Hospital, Roentgenweg 11,
D-72076 Tubingen, Germany.
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Blue cone monochromatism: a phenotype and
genotype assessment with evidence of
progressive loss of cone function in older
individuals.

Michaelides M et al.

Institute of Ophthalmology, University College
London, London EC1V 9EL, UK.
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Evidence of common and specific genetic
effects: association of the muscarinic
acetylcholine receptor M2 (CHRM2) gene with
alcohol dependence and major depressive
syndrome.

Wang JC et al.

Department of Psychiatry, Washington
University School of Medicine, USA.
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Genetic variation in cholinergic muscarinic—2
receptor gene modulates M2 receptor binding
in vivo and accounts for reduced binding in
bipolar disorder.

Cannon DM et al.

Clinical Neuroimaging Laboratory, Department
of Psychiatry, National University of Ireland,
Ireland.
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Depression Case Control (DeCC) Study fails
to support involvement of the muscarinic
acetylcholine receptor M2 (CHRM2) gene in
recurrent major depressive disorder.

Cohen—-Woods S et al.

MRC SGDP Centre, Institute of Psychiatry,
King's College London,UK.
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Association between the CHRM2 gene and
intelligence in a sample of 304 Dutch families.

Gosso MF et al.
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Universiteit, Amsterdam, the Netherlands. AN#:667 &304 KR)
Hum Mol Genet. 2007 Jul 1;16(13):1557-68 [ By 1 2O T470547T

CHRM2 variation predisposes to personality
traits of agreeableness and
conscientiousness.

Luo X et al.

Department of Psychiatry, Yale University
School of Medicine, New Haven, CT, USA.
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polymorphism and cognitivefunction in
healthy females.

Tsai SJ et al.

Department of Psychiatry, Veterans General
Hospital-Taipei, Taipei, Taiwan
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Am J Med Genet B Neuropsychiatr Genet.
2004 Jul 1;128B(1):84-9.

Family—based and case—control association
studies of DRD4 and DAT1polymorphisms in
Chinese attention deficit hyperactivity
disorder patients suggest long repeats
contribute to genetic risk for the disorder.

Qian Q et al.

Institute of Mental Health, Peking University,
Beijing China.
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Medicine, The University of Hong Kong, Hong
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Multicenter analysis of the SLC6A3/DAT1
VNTR haplotype in persistentADHD suggests
differential involvement of the gene in
childhood and persistent ADHD.

Franke B
Department of Human Genetics, Radboud

University Niimegen Medical Centre,
Nijmegen, The Netherlands.
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Genet. 2007 Jun 5;144B(4):453-17.

Novelty seeking and
the dopamine D4 receptor gene (DRD4)
revisited in Asians: haplotype
characterization and relevance of the
2-repeat allele.

Reist C et al.

Biomarker and Clinical Pharmacology Unit,
Long Beach VA Healthcare System,USA.
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for the GJB2 mutation35delG cannot be
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Role of genotype in the cycle of violence in
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Developmental Psychiatry Research Centre,
Institute of Psychiatry, King's
College,London,UK.
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associations and MAOA promoter activity.

Guo G et al.
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Hill, Chapel Hill, NC 27599-3210, USA.

Proc Natl Acad Sci U S A. 2006 Apr
18;103(16):6269-74.

Neural mechanisms of genetic risk for
impulsivity and violence in humans.
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Liolitsa D et al. 5 MERAS LIE SR I RIBEIC | FBICBEDERER I DE
LB —ERBEEELL—N\—8 | FIzEE®EoT-,
Neuromuscular Unit, Institute of Neurology, HREBOERLTARNLTL CHZEEIIXFHRIZBLNTAT
University College London, United Kingdom. 5, OJSAI—MNFERIIT-,
@:2 2 (12770 ZE2:489,13045 %
DB HmEETRETHO =M, £IZ | B820E-. MERIFFNTE
MERAS DiERAHLONIZER | hOBHROMKIZIEAL5N
QREmBEM,MEENT=, Thot=,
MERAS &L —/\—1H#IREHED
mAEE2BEIR
14. MT-CO1
b FHi IR BREARICEEL-HFERSER
B | FLR—L EZd B BEE A WX -EBEEEL REAR
D TOFRE-WXAM(IL hiE R
MT- | MT-CO1: rs1994748 | BEE ”co1” Hum Mutat. 1994;3(3):243-7. [ Eliba3 LT EL LHONTAMA TR
coft 18 AND B W, REHIEOERRIERD
NIII'tOChond” A/C/G NPBearmg A A novel mitochondrial point mutation in a :gﬁiux* fgg?\ﬁ\rbj_‘ KR
ay ” ” maternal  pedigree  with  sensorineural ol T o Ty P e A <an®b il .
encoded gene deafness B DRBOBRKERERS | -CHoDEE(L 600 % LLE
Cytochrom ) AR DHMETHMEEEICIZER
e =2 ABAARIERIEE 1I3ABE | HONT . Ffz. ShaLFUT
C Reid FM et al. # 600 &AL DNA Dt DERLLIE R AR
Oxidase1 HENDREEIERRAIZE
“hearing” Robertson Institute of Biotechnology, FELEA DT,
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AND
“7445”

=9

“deafness”

AND
“7445"

=8

Department of Genetics, University of
Glasgow, Scotland, UK.

Br J Dermatol. 2000 Oct;143(4):876-83.

Inherited palmoplantarkeratoderma and
sensorineural deafness associated with
A7445G point mutation in the mitochondrial
genome.

Martin L et al.

Department of Dermatology, Trousseau
University Hospital, 37044 Tours Cedex,
France.
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J Med Genet. 2000 Sep;37(9):692-4.

A novel mutation in the mitochondrial
tRNA(Ser(UCN)) gene in a family with
non—syndromicsensorineural hearing
impairment.

Hutchin TP et al.

Molecular Medicine Unit, St James's
University Hospital, Leeds LS9 7TF, UK.
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Mitochondrion. 2008 Sep;8(4):285-92

Mutations at position 7445 in the precursor of
mitochondrial tRNA(Ser(UCN)) gene in three
maternal Chinese pedigrees with
sensorineural hearing loss.

Chen J et al.

Department of Otolaryngology, Chinese PLA
General Hospital, Beijing, China.
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Mitochondrial tRNASer(UCN) gene is the hot
spot for mutations associated with
aminoglycoside—induced and non—syndromic
hearing loss.

AE:FOTA(FEAN)
BRI —Z MR EITH
EnHHERMI) VI LYED
SNT-BEREE 1542 BT, S5l
Hanf-EEH8 &

G7444A & A1555G DEHD
ZEEELDILDON 2 &Ltio
1=

-A7445C & G7444A DER%E
RiIGHICHEODRRTERR

A8 4 RIZHEDRKERLHZE
Jin L et al. DNFEEAERDOLNT B
WEBRBRLGLIEMNTRS
Zhejiang Provincial Key Laboratory of Medical nt-.
Genetics, School of Life Sciences, Wenzhou
Medical College, Wenzhou, Zhejiang, China.
1 5. SLC6A4
EBiZF4 EF{MIR BREABICEZEL-FIFEHNESE
B#¥ | ZIF—L EZ] B PE S B X MW -EIEEEL EEAR
DB ZTOFRE /X2 ik [L
SLC6 | SLC6A4: 44bp-VNT | Music “SLC6A4” | PLoS One. 2012;7(2):¢31763. doi: 10.1371 [ 35573 ‘L/LREESKRES/SEHE
A4 R sense AND TIF17EBEOIHRF BEAROMEICHITHEE
SOLUTE INS/DEL “music” AVPR1A and SLC6A4 polymorphisms in choral | @X &R & =I2X. HBEE%HLP=05)
CARRIER L/L AND singers and non—musicians: a gene association | AfE: B A AbAY 2285115 VNTR
FAMILY6 L/S “gene” study. B EERB@—SRAEAE)E DYE— I, mERICE
(NEUROTR | S/S EEERE (HIsRREOBE) E=HY(P=0.006)
ANSMITTE =4 Morley APet al. A$:5234 (H82628 . B8 261 | -BEREMNIREIZREZED
R 17bp-VNT ) HTHEENSZ M =DIZHL
TRANSPOR | R King's Health Partners Academic Health (P=0.04), FFEERHETIE
TER, 9R Sciences Centre, London, United Kingdom. 10R DEFEMNE o1
SEROTONI | 10R (P=0.04),
N, 12R J Hum Genet. 2011 Apr;56(4):324-9. Ol A& "BEODHEEERITT-F
MEMBER 4 EEEE. TANEREARAEDN: | B, JUBEBMICERICET

Association of the arginine vasopressin
receptor 1A (AVPR1A) haplotypes with
listening to music.

Ukkola—Vuoti L et al.
Department of Medical Genetics, Haartman

Institute, University of Helsinki, Helsinki,
Finland.
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PLoS One. 2009 May 20;4(5):e5534.
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Musical aptitude is associated with
AVPR1A-haplotypes.

Ukkola LT et al.

Department of Medical Genetics, University of
Helsinki, Helsinki, Finland.
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PLoS Genet. 2005 Sep;1(3):e42.

AVPR1a and SLC6A4 gene polymorphisms are
associated with creative dance performance.

Bachner—-Melman R et al.

Department of Psychology, Mount Scopus,
Hebrew University, Jerusalem, Israel.
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1 6. SNAP25

BEFA BTt BRENBICEELLHPHNEE
B | IR —L EZ | BEE R WX -EEERL BRERNE
D ZTOFRB-WX2AMIL Hik #wE
SNAP | SNAP25: rs363050 Imagina | “SNAP25” Genes Brain Behav. 2012 Oct:11(7):767-71. [ BTy lQ70 LTORMMEEZIR
25 tion AND 1Q70 L FOHEE R D E T EE F
Synaptoso A>G “gene” Supporting the generalist genes hypothesis OXRE G/G:O.227,G/A0.484,A/A:0.28
mal-associa B [E for intellectual ability/disability: the case AR ASUF A 9 THo=DIxL . thEsE
ted protein | AA (D& | =251 of SNAP25, BTN 77 ROMMEETIR S
25 AG & A28:997 B(Q70 LA MDEE636 % | G/G:0.174,G/A:0.473,A/A:0.3
GG Rizzi TS et al. (BR 5184, %R 118 &), FHLL | 53 Liiot=,
FTRY “SNAP25” LCEHIE 107.3) D 361 H(BR | -WRIFTLILTHSGTLIL
— LB ESR | A=0.473 AND Functional Genomics, Centre for | 170 &,%&!8 191 8)) HEL. 047 £ 041 LEIRE
INDE 25, “gene” Neurogenomics and Cognitive Research, VU TaElHY., BELGHEREG
AND Medical Center and VU University, De 1=(p=0.020),
“19” Boelelaan 1087, 1081 HV, Amsterdam, The
Netherlands.
=2 Genes Brain Behav. 2008 Apr;7(3):355-64. [ E20iF3 3 DDHEETARTITHULT,

Common variants underlying cognitive ability:
further evidence for association between the
SNAP-25 gene and cognition using a
family—based study in two independent Dutch
cohorts.

Gosso MF et al.

Department of Biological Psychology, Vrije
Universiteit, Amsterdam, The Netherlands.

INR D HRS—IRERAEE
E&U:;.:.TZF 1T§JJTZI~
AT RS—ABEERE
RUEETAL, TEITAE
OxRE
A& 4S5 A
W EEE 124 5D 177 $2D
WFEZTDRH. FHEHS 36.35
BD112HORFRU=DFEZ
DI 57 . TDH 109 &
AB:762 BUNE 371 8, KA 391
%)

INRERATADET
A/AA/G,G/G DIETEEMN
(=Y oY =l
"ATLUIVEEL R #EF LR
FH5E MEEBIZIDTART
DTAMIBT, 1y 2~3
REEY ., FEMICERLE
>7=(p<0.05),
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11285320 SNP IZEELT
3. TUIVEEE LEHMIRIEL
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Mol Psychiatry. 2006 Sep;11(9):878-86. Epub
2006 Jun 27.

The SNAP-25 gene is associated with
cognitive ability: evidence from a family—based
study in two independent Dutch cohorts.

Gosso MF et al.

Department of Biological Psychology, Vriie
Universiteit, Amsterdam, The Netherlands.
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A%:667 A(/MR 391 B, KA 276
%)

H3E. TRTOEEMIEEIC
BULTEY 2~385<HY.
A ZUIVEEE LD BEEMS A H
HiT=, (p<0.05)
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S5HTT | GHTT: 44bp-VNT | WM | "SLC6A4” | Am J Med Genet B Neuropsychiatr Genet. [ V53 -2 WBEHNEHRESTHE.
R AND 2004 May 15;127B(1):85-9. BT AMZI&S S/S DREREWEFDEIT
SERT5- INS/DEL | $43& 10> | “shyness” *NEO-PI,PI-R,FFI*! E.TRa7DEH R A EL
:$B$A0;A(KQT L/L g éND ” Meta—analysis of the association between a :'%CJ)/;@PS:Q KSP.SRQ-AD® Tigﬁg(i;%ﬁ)f]%%ﬂﬂ’ll'ﬁ*
A s gene serotonin transporter promoter polymorphism @%X(DZ:I%’&Y R DS i ;“75\ 1:.. HBIZHE
- _|_ (5-HTTLPR) and anxiety—related personality = s PO ¢l INDT=
TRANSPOR | S/S 3332z | =2 traits TYREELTT X2a7I#i—L1= | (P=0.943,0.763),
TER r— ) MIMEHE RBEEBTHD ER | -FHEAZNDTT DL,
avh “SLC6A4” FRDSUE LT AR, ROV EAECZ Y LA oI
AND Sen S et al. OxXRE NEO ML\ 10 /XEHS
“persistenc AE-FITHATHRX. 7PN | T5E EBEFRETRITD
e” Neuroscience Program, University of Michigan, | 6 33X (5B5HAAN S H/X. FEAN | EFHEHORBIZEEENR
AND Ann Arbor, Michigan 48109, USA. 1 5/30) 5N 1=H%(P=0.00016),
“gene” . 199872003 [CH KRS, TC/TPQ ZRAULV= 4 3/, F
PubMed THREEVLLIzHD, Dth 3 /X TIEHETHIICH
=1 A5 5629 & BLbiEhotz
(P=0.166,0.944),
“SLC6A4” | Mol Psychiatry. 2005 Apr;10(4):415-9. [ iy -S/STHREESARELDEL
AND NEO,TCI/TPQ IZkDMAEZEI TR | /L REEEERELDEHD.

“ optimism”
AND

"gene"

=1

Does measurement instrument moderate the
association between the serotonin transporter
gene and anxiety-related personality traits? A
meta—analysis.

Munafé MR et al.

Cancer Research UK GPRG, Department of
Clinical Pharmacology, University of Oxford,
Oxford PX2 6HE, UK.
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Arch Gen Psychiatry. 2005 Jan;62(1):85-94.

Influence of the serotonin transporter
promoter gene and shyness on children’s
cerebral responses to facial expressions.

Battaglia M et al.

Department of Psychology, Vita—Salute San
Raffaele University at the Department of
Neuropsychiatric Sciences,Milan, Italy.
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Neuropsychobiology. 2005;51(4):243-7. Epub
2005 May 18.

Serotonin transporter gene polymorphism and
personality traits in a Korean population.

Kim SJ et al.

Department of Psychiatry, Yonsei University
College of Medicine, Dogok—Dong,
Gangnam—Gu, Seoul 135-720, Korea.
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Neuropsychobiology. 2001;43(4):248-53.

Polymorphisms in the dopamine, serotonin,
and norepinephrine transporter genes and
their relationship to temperamental
dimensions measured by the Temperament
and Character Inventory in healthy volunteers.

Samochowiec J et al.

Department of Psychiatry, Pomeranian
Academy of Medicine, Szczecin, Poland.
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1 8. HHT2A

BiEFH B2t BREABICEELLFEPHNEE
%73 IR —L EZ] B BEE SR R -EIREEL EBAR
(2% ZTOFRE-WX2M(L Fik [L
5HT2A | 5HT2A: rs6313 RS “HTR2A” Acta Neurobiol Exp 2010;70(1):86-94 [ B33 DRD1,DRD4,COMT BTt
AND Wisconsin Card Sorting Test(2%1 | SERT Bz FDEEFERILR
HT2A T102C | EEH | “memory” Influence of dopaminergic and serotoninergic | TAMIZKBZRT—F U J BN | MTAMDERICEELZRIF
5-hydroxytr | Sel34Se AND genes on working memory in healthy subjects. | {fi& SHT2A Z &L 7 DDEEFE | LI=A, SHT2A IZDWLZTIEHE
ypyamine(s I “gene” DEEMEDESR ELEEEAAONLEID
erotonin) Witkos$é M et al. [ Fop £ 1=
receptor 2A | Sel=TC =5 AN R—FUFA
4 37 s
. -I_— Department of Clinical Neuropsychology, !ﬁé& TR 344 RORES
Hok=>2 | Sel=TC Nicolaus Copernicus University in T A$:200 & (B 100 &, &H&
B AR E G “UTROA” ‘ pernicus University in Torun, 100 )
e AND Collegium Medicum in Bydgoszcz,Poland
1T “ADHD” Can J Neurol Sci. 2011 Mar;38(2):303-8 [ g3 rs6313 &, rs491573 M 2 D
TC AND ZTERRHMEEN R U Hegarty’ s DERIPRABEEINT-HER. B
cc “gene” Variations in 5-HT2A influence spatial | paradigm [CkBT—FJED | HIZBWTIIEADZE(Z
cognitive abilities and workingmemory B ERIZEMEE N E DB EED
=13 X% #H BN 1=(p=0.009),
T:0.43 Gong P et al. A 7T A(HREAN) =X EEICDONTIE

Laboratory of Resource Biology and
Biotechnology in Western China,College of Life
Science, Institute of Population and Health
Henan University of Science and
Technology,China
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Neurosci Behav Physiol. 2010
Oct;40(8):934-40

Polymorphism of serotonin receptor genes
(5-HTR2A) and Dysbindin (DTNBP1) and
individual components of short—term verbal
memoryprocesses in Schizophrenia.

Alfimova MV et al.
Scientific Center for Mental Health, Russian

Academy of Medical Sciences, Moscow,
Russia.
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Polymorphism of the serotonin—2A receptor
gene (HTR2A) associated with childhood
attention deficit hyperactivity disorder
(ADHD) in adult women with seasonal
affective disorder.
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University of Toronto, Department of

Psychiatry, Toronto, Ontario, Canada.
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Meta—analysis of association between the [ Fop EMEMNHBHN(p=0.015), 4FIZ

T102Cpolymorphism of the 5SHT2a receptor
gene andschizophrenia

Abdolmaleky HM et al.
Department of Psychiatry, Harvard Medical

School, Massachusetts Mental Health Center,
Boston, USA
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