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® KD IME & Ok Z G RIKOERAMREICHVWO NS Z L2 B E L Bl E T
IFEEOHAE DY THA SRR, RERS, vV T L—%— ar br—
WV I, 35 b, 2R BERR BEE F 72132 A 7 A [ Article 1 Scope, definitions(b) ]

o [pEotlihZ 7% mU A2 (ListA) £7-1xF VY 227 (ListB) & L T4H¥H
[Annex 1]

NME L AEMEFIZET 55K (©) OREETTTIL, LT D@ Y EHRE H AN SRR 2 #

S TW5h,

o [ERHAMOELTEEMRA (B MMEAARREZ W T 21TV BIsHIRHE A TR
HZEEHBELTWDS LD EETe) [Article 2.1]

WNFFRSEEEZESOBE (B) OMYEHIT CIIU TO®mY EZIN TN D,

® 7 LAT—HEGURERT—ZOINE L HELE [2.1 Scope]

c. EEFEERECELLELRHF

o 2R IR E S (D) OFMEFTTIL, IVD & LT Efi%EIcBed 5 2R FIH

DLLTFOHEY mRITWND,

®  rRBLNLIT EC S MERHM T A 8 L T, RROMNIE A HIUE O BRFIH 272 LTV D44
FERH D [Article 3 &N Article 5]

o HILENEFITHHG A LT AR, 2 ORI S D EIN & St emE., £ 0
L DRFE A B SR @I 5 2 &N NE FRICEE FBEMRATDNA v A 7 v
v T EMHT AGAEICE TIEE D) [RN2EH ERERE D ORISCIZI 1T 5 (30)]

BUERET R ORI 2 W A R SR R 22 C U, BIE OIS I H R SR D S et e & 4
LIERBIET TR, FEERSBZNRETH0E I DI O N T hiEmMThi T\ 5,
NFE L AEWIETFICBET 250 (@) OMETT Tk, Bis 7B 2 AR FrEE T
TEMTDH I EDRINTND,
o [ERHMOELFHEMREIXEFHER NN TOAERT S [Article 7]
® EUIRFEM MRS SN DL AIIBIS N RD SN DG ENRH DN 7 TA = FRZED
FHRIZ L > CEEREFIITREE 52 55604 ET 2 RIICEE 2 EL 5
2585, BT 7ev [Article 7]

FONFFEREMEZ RS2 OBE (@) T, B FHHT ORI SW T T oMY EE SN
TW5,
® BUnTMNTIZFE S EIAHRR. 2, TR OHIH TO A5 [6.2 Consent]

20



d. BEFRHEES - BEEH

BEILRFERE - MM R & LCid, MEEO YR, Notified Body (1Y 2 7 LI EDORS 2
PR SR O T AR ATRRRE 2R A% ) . The Committee of Ministers” Recommendation (BRI ZE B £3) |
Convention on Human Rights and Biomedicine, Council of Europe (FRNFEE 2 7% T B -2k
) Bds,

4) EE

a. IFHESEH

FEEICB T 2B FEEMRAICET 21EMIE. EULTD 32O TH S,
O  TAMBHRRE)
v ERXAFR T Human Tissue Act” (2004 4] &)
v ANEHEE OB ONWTEDT-IESTH 5,
@  TERRERIC BT D ENEER |
v IERXAFIT“NHS England STANDARD CONTRACT FOR MEDICAL GENETICS
(ALLAGES)” (2013 4l 7&)
v NHS DA TFITWDHERE CRRIZ KR L W AHE8) 1oxf L ClE i S A R E s
IR 2R TH 5,
@ [DTCHEICEATLHA FTA ]
v IEFRAFRIZA Common Framework of Principles for direct-to-consumer genetic testing
services” (Human Genetics Commission %%, 2010 4=l &)
vV  NEELRFEEESNKE L DTCHREICET AL FT7(4Th b,
v RETIIE YR AERICE T 5 EEFREERE T — BRI RIS TH R,

b. HMREBREDNDEE (TADHNEF)

MNE#ME (D) ORZAEFT TR, IRMADER TITR<, b MEO b DI LT
LITO@Y EZDTNRINTND,
® b MRkDORZE - RE - B - BERICR DTS

BRI EARIC B 2R HERA) (@) ORAEATCIE, BERAM L L CoBERFREERE L L
TUTO®mY EZINTND,
o HEETHRESAERMEFZEREL TWD, FLITZDY A7 DHLHEHFIT, RIKTD
iES QOL Ia) & ARV E LTTHIL 22, BIE 24 2o nEPRn—E X
[2.1 Aims and objectives of service]
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DTC MAEICHT2HA FT 1> (@) DOEAEEFTTIL, MHROBTBEmA L LT,
DTC &S THD L ED T D,
o GEKOERFEMBEOIE R L THRMPIAT S Z LN TX 2186 7B e
[1. Purpose and scope 1.2]

c. EIZFEEREICEOLLELRHF

NIKHHRRTE (D) OFREETT Tl MBRMAEDOEMIZHT-Y . B AOHMEZ A5 RO
BOMLINEZ DWW T TO®@Y EDTWD,
o [FERLOFEADT ) L« B FfT 2 AR E L TH Ak Z HV 5 Z & 13 DNA
BT DTV | EREITH LTI, 3FELLTOBEIIEN®. H2DWITEOW T3
#54% [45Non-consensual analysis of DNA]

B ARSI B 2 AEHERE) (@) DM ET Tl B FEERELZ FET 2FH IOV T
LITO@E) ED TS,
® NHS TR 2B FEEREX. BRABCEMELNEIEI Y 2T —I28-o
ToOH5EfE [2.2 Service description/care pathway]

DTCHAEICEAT 2 H A R A > (@) O%UEF TIE, DTCHADT ET » 2D,
HE~OFRE., fROMR, BREORROBHIHE CIAFEIZTHHITVND,
® AR IR L TV IME L EBEOMFROET V AZFHAREICT 5 Z &
[3. Regulatory Information 3.1]
® FENHREICET 2+ ERES T FENS LN S5E 04 F i [6. Consent 6.2]
® HIROMRITAFR DI Z Z T EKZRA L T L HEMEDOELD T T, @) 725
FEBENE ., EBELL TV D HEHED 727> TEE [10. Interpretation of test results 10.1]
o B TRHEMAEDRIRIIAN S ICHMO TE HATHEICHAT L2 &
[11. Provision of results 11.1]

d. BEREE - BFIEE

BAFRIERE - I R & LCik, NHS (ERMARMEH—E X)), UK Genetic Testing Network :
NHS Oi&fs B AT 5 7 F/31 H—4§BI. Human Genetics Commission (AFHE(S
FEER) Bhd,

22



5 725 VA

a. IFHESEH

7T AR DI FREEREICRE T D EmIE, RICULFD 35 TH D,
O TR
v IER4LFRIZCivil Code” (2015 4FikiE)
vV REOBRNCEWTGEEE FBEREOER ., B IORE & Eii T 5 H OO0
TEHLTND,
@ TARfEAEE
v IER4 FRiZPublic Health Code” (5% 4 %713 2004 £ 1E)
vV O AREEETITVER B EIIRETE R R IR > TRIS FRELITO 2 L 2@
HTWND,
@ [EdAfmEk)
v EXAFriE“Bioethics Law” (2011 4EH]7E)
v EREIED R T AN E IS =F IO L CEIn FIRAEICBE T 2 BUE A BN T
BO, AREEE (Q) Z2ELICHELEARERS>TND,

b. HMREREDNEE (TADANEF)

INRFEEAEE (@) ORUEFT TR, B FBEEREOERLE LT TOMEY EHTWND,
o (EADBELIERBOZK, EAEDOFIKBIL ORI O, A OBIRFHIR % &
I T 2856 Ol -BEBRA [Article L1131]

c. ERFEERZEICEDLDELHRGE

EyE (D) OFMEITCIL. ERE N E IR 2 B IR > TR TREZITH 2 &
ERDTND, B2, BEICKT 2RERTOREORE & 72 2 RIS RE O A 2/
WZOWNWTHRENTWVND,
o HETBEMRAEIL. ERAMELIIRFEMEANICIB N TOAREREZTT AT 5
[Article 16-10)

® AT, HAFIC X DEFIEY - BB O T CHRAEDONE K OH IICBIT 2 1@
fRftSh, BEHICEZAEBEEZEL ZEBLETHS [Article 16-10]

o HBoNnREIXMEANOAEFTIIREST 22 LBLETHS [Article 16-11]

AR (@) OUEFTTIE, UFORERD D,

o [HRBIRHEMESCHIHLF L, B FBERELFET 2I121E, 7/ L BI5 T
WFORER A RRFET D 720 DRI HE S 2 521 5 Z & S E [ Article L1132-1 K OF 2]

® [EAFEIIRERIFIIELSIO B TOBGFBERA, F 72 ZFE DR WIEEE 2T
BHERIE 21T - T GG ORHIAED H % [Article L1133]
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A (@) OFLEAT TR, AEITE =FICK LT, BiaTFREERE o £ B
FIZ DWW TLL T o v s LT b,
0 HAFHITE="FNDNAOT 7 741 7DANCEEFBEERELZ T 5 =
& AR

d. BIRELES - BHELE

BEARRERE - B30 24 J53 1% Agence de la Biomédicine (Jtu 7 )T) . Ministére des Affaires sociales,
delaSant¢ (BA4%) Tho,

6) KA

a. EFHESE

RA BT 58 FEEREICET 2 EHHIT. FICTe MERFRZ KNI 2 kL
(IE3 4 PRIZ“Human Genetic Diagnosis Act” (2009 4Fil7E) ) (2 & b, YUi%iEATIE, ERTD
PIZESTEBT LI EEZED TN D,

b. XWRBREDEER (ITHNDHNEF)

WMIEHE T, B TEEREDOERZLL FTOEY EDTW5D, A% H I TIT 9 #i51B
HREITIEDO G & 72D,
o t [ (MEVIKEELZETD) OB FEERE,K NERFEERED 7 L—LT—2 T
Fhfi S L BIs AT [ § 2 Scope of Application]
® I HMOMARC, TR £ /- 1S THHEN T Sh 2 BE IR Ed 84
[ § 2 Scope of Application]

c. ERTFHEREICELDIILRHE

WA T, B FEEREDEROBIGICE W THWON D Z & EMIZ L > ToOH
FEdZ EEEDTND, THIBEEFREEREZIT O HEIE. BEMORNTHITAD
FEDLEIZHONTED TN S,

® EIECHREFRIR BB O EHIER FBIEMR A X ERANC X > To A FEE

o THIFERTFREMREIINEERTFHME X 21X, EMEREZ RS, 2208 s 1B

BAEZEMT HZ ENTELRE, HMME, BREAHRA L TWDEMIZE > TORZE
fii [ §7 Medical doctor Reservations]

® B THTII RAEREEAE IR AERLEMN O EFELZIT TV DLEIZL -

ToOH3FEN [ §7 Medical doctor Reservations]
0 FHEHETHAHERNEFENEMILLIBEDREZSED Z EMNME [ §8 Consent]
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d. BEFRHEES - BEEH
PICREERE - MM R, EF RS (BMG), FMDOEHTH 5,

7 KE

a. EWESE

KENZEBT 286 TBERAEICET 21551, T3S 5,
@© [FFDCA]
v IEX4 FriZ Federal Food, Drug, and Cosmetic Act”, Fn& Bi#r e LC MEFAN - &
i - ALPESLTE) (1976 FHIEE) . AREF TIX, IFRE LT FFDCA L1 %,
v OEFBUFIC W TIE, GBS FBERAEICR D S ERiES L LT FFDCA B3d 5,
@  THINE]
v EKHETIE, =2—3— 27Nl LT T=a—3 —Z7INAREARE] (EX4LH
IZ“New York Public Health Law”) Z Y EiF %,

b. HMREREDNEE (TADANEF)

FFDCA (D) OZMETTIL, BIEFHRAEZ IVD OFEHEE L TER L TWD,

® JRIL, EIIRELEOFRIEDTRE, B, 1B, E2IE T2 OEFRED
BEZEDTRIUICB W TRWNERT2 2 L2 BT 2R EBR OV AT A

o LeMLMHBEMMIZEY Classl, 1, NI & L TH%E

QOIFAINEICHES D, =2 — I =7 MNAREEEOZ Y E AT T, HIV X C BT RO
HEH LR DTC BIsFRAETFF T STV,
c. ERFEEREICEDLDELRGE

FFDCA (D) DU EIClE. IVD ® EHTOSEHI O W TREN TN A,
o (KA ZWT T EEK S (IVD) ® Eiid7-®121% Class /%812 L W FDA O J@ £ 721358
B VHL

F72. BEaBEEMAICEI L CiX. Laboratory Developed Tests (LDTs) % U A2 Tt U C
BEFHIZAFHL, FDADBHIHIZT 5 Z LIZ oW THFEIR STV D,

Za—I—7MOBITIE, BizTBEERAICET 24 EH (@) T, UTo@Y /RS

TWo,
o Hf{nTRIERAITEFEMEITIETHESNH TV DIERNHLBICL > TORHE
i

o EiLOREEMGDZ LPMBE

2009 FEHE S, =2 — 3 — 27 M EET 13MNICBW T, MEENEESE SR E A 2 4 —
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=T Lat LTS,
F MO TH HEFHENEEA —F — T E LB 6B 2 BEREICRE L T\ D,
FIFELE LT DIMEH D, LLTIZZEDF ZRT,

<DTC A3 —HHIBR S ATV S o fi >

T U FIMTIE INEIZB T, HEEDEEA =X —T 2R EOHRAE Y A FRENT
BO . ZRLSMNE, ERICKVFFT SN EREOEHE (Health professionals) 7217 234 —
H—=F 5 ENTFINTNWD, 7V VIR —EXA/OBEIZE Y, DTCHEAEIL 2, 3
DOFFEDREIZIR LIV TN D T E DR I TV D (FRHILIZL, Ariz. Rev. Stat.  § 36-470, Ariz.
Admin. Code R9-14-102), =D, =2 Z K, 7u U X AWV 74 A= MNELR LT I
VIZHEEN TN 5,

<DTC RN IE ST BN f] >

Va—UTINTIE, REKOBRERREOREILT A B AZFROEHR, WIESL, £ Ofh—
o> (Person authorized by law to use the findings of laboratory examinations)(Z & ¥ 174415
ZENFEEIN TS, INRIE —E X BOREIZ LY, DTC MA&AIZEIETH S (Not
permitted) = & SHERE STV D (R#LIX, Ga. Code Ann. § 31-22-4 (a) & TN (c))

2 DTC REZEEIE L TWBINE LTATAM T A ZHIN 7o o —1NENH D,

—J7. DTC &AL L Wi, X=Y =7 M., 9 b, g Ao
WM& 25 N T 5,

d. BEREEES - BHELE

BECRIEEE - B Y R E, Bs 1 B A & R R B a 5 O T > HFFRS P 21T 9 Food and Drug
Administration (FDA) Oftt, £ /F. Center of Medicare and Medicaid Services (CMS)
Thb,

(2) EFREIRSMEREETE R D E

ARETIE, ERRARAEEER EOME L | £ DR TR TFBEEMRADNS &0 X 5 IER
SNTNDD, S HICHRERRFCH T > TOERFHEIZHOWTEA L, iEHA T T
wWY L L,
® lEDHAY « BRALOFEE
AT B
LR - A
FE XS
XI5 & 7 % T B g A oD
SORTEIH (A, BIE, dnEH~ R A B)
EPAREE S
R E A HTH]
A B
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1) RAERRDES

i AR B AT i 5% D AMERERE I L VX EBE A 72 AR HE RS C > % 1SO 15189, KEDENETH
% CLIA ¥, KENOFSIZXVEE SND T 07T LA THD CAP —~A KO LAP D 3
FEEEONREH2HEN & 5,

FNENDOHIEIZ L - T, BEFBERAE DR, BRI ~DZR OFEEEFITEN
23 0 | 1SO 15189 |FERR A X DIEE IR DL~ R A b, CLIAEIZAM ORELE,
CAP H—A [T TIAC SCEE B ICH DN E DN TV D AU S 5, £7-. CAP
P TR — 7 o —ZFH LRI S LT Y RENE OB EiC
AbETTa T ARREICEFRINTND

FHIE & B, FRE OBFHERC #mészﬂm Mgk DRE Lo TR |
%ﬁ@#f&<\W%@t@@:/%w74/7ﬂ%xE*%@%@#?ét@@kﬁ@%
RELaRANELTRERERZEDTVDEEZLND,

7o, BRRER O WY - FEFEFEIREL 3 XA FIpESh, B EICERAL

wéﬁ47#£@ofwé Hﬁfiﬁ*®%ﬁﬁﬁéhfk%?\E%%@ﬁ@ﬁ%ﬁ
TR IR A D EHEFERE (—8) M EINTRELX B LT\ D,
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#* 312 [EBRA 2 SRR E il B O 2

ISO 15189 CLIA £ CAP #—~A1 - LAP
FR I 2L 7 0 TR T RN
B
R 1ISO,/CASCO KEHES KEFREYS (CAP)
A Gl ERS)
R OHR AR KN O R R A iR SRR BRI
SBIE DX R (=1 International CLIA
AT THE
RO ARSI LD FECORE i) v
5T (BU #3555k 4 i)

AARTIER, ZOEERRKIC

H AE & PERRAE B

SN R R AT i 5% DA -
RWEZIToTWAH,
R0 M TIZE D BE &

2. TR, WERE EE
L7 AMEHSED & T O Rk
WA (—HOREZR)
EFRWEREERRE LT
BV | 1988 I K EEHBL

CAP [l R B A pl s e Al
nZ77 5 (LR, TCAP ¥—
A LV ) KUK R
MERFRE T m 7T 5 (LLITF,
LAP] &9 ,) &3 LT

LT IS0 15189 OEfFAaH#E | KA IER L L THIE, W5,
HLTWD, KENOETOBEEMRAN | CAP ¥—~A : CAP {2k Y
o RITIEICHES X CLIA RE | BEFEM STV SRR
BT b e | RO EBR e R EEE,
STy, &M, A | 0 ERMRARKERMKR Y =
R EECRE E BB DI | 7T 4,
WA LTS b DO EFIE | LAP: CAP ¥ —1 % Efifi L
LTW5, TWHZ a4l L, BR
IR SERR ORI D/ ~N— N1
& R i % D
7 NEDELE T 1 T A,
KE B (FREH) CAP ¥ —Af ~DZ : R
e[ K 900 sk (2015 4 | KE : ERARMATNERR 16,441 | THJ 21,500 fiigk (2015 0§
L) W%, FSHEAT 5,767 Hiak AN | ML)
ESP4S KA 1 #9500 fiisk gk (2016 4 1 A KRR
REEK (2011 4= A5) LAP #7E : T8 7,600 Ji
7 Z v A K9 200 gk (2011 % (2015 4 &)
AR
A5 ¢ 5,000 figx Lk
87 fiz% (2015 4F 12 A 21 | (International CLIA FB/E | fAEMRAFTSE 19 fEsk Ll -
EN A Bi7E) Mgk Pk 2 ik (2015 4EEE 9245
PREH (FRBE 53 sk, MAMRETAT | fAMREIT 2 Mizk

34 fi%)

(%) CLIA (Clinical Laboratory Improvement Amendment)
CAP (College of American Pathologists)

28




#£ 3-13 R OME - KEE T E

IS HAA KA T :
R % OB SERBAEELAG O HESE F—DEHER L
KE T 0 A
o GEE, 772 A, RAY | SRERRARTRIC o TR
T %) P - LM

52 & BT

ENOBETEERED S | ME - BEFGCAER T 1 | EICRFE TR S L%
B WEOK - 2M5 2L | 77 2EFHRICERT 24 | & LTORGTRERE B
AV b A RE AN WIRIR DTG IIRASE) O
FHi A ThE

FHUCSE - FEOFEE | 714 K74 L ofEa#H Z | HE L Tlis 1 BERE O M
BRERT 17T LaEpk | DY ERER, F2% | H - MEEH, BRERFHEIN

B UER DD DETER i
. KA Oa A MO | FIERE A HE TIE2 0 | LDT 12 X 2 Bk o f4i &
TAIE . SEAI T - KREEOYE | OWMET - KL RAE A R C X
oL L COBET- Bk | — 23K 720

B (DM OBEFER | SREREO 2 A AHO
AA) DN N Hm

2) BEXH

AN & T > T B % BEAF O FeA TR A AL S 0mE S E o B BB D 7 = 7
YA MEZZMR UL, AETHRETDEATCEITLLTOmED & LT,

7 3-14 FAAEXGSCERO—E ([EIRRA 7o SR8 E il BE OAREEL)

SRE - A A b VERL AR AR URL %%
Mgk
R INTERNATIONAL International 2014 4 https://www.iso.org/
STANDARD ISO Organization for
15189 Standardization
(1SO : ElFFAE AL,
)
FREICET DR H A A REH | 2015 4E http://www.jab.or.jp/files/items/comm
& £ (Japan on/File/N4012015V21 _2.pdf

Accreditation

Board : JAB)
K [H CLIA K E B ER O 1988 4F http://www.fda.gov/MedicalDevices/

DeviceRegulationandGuidance/IVDR
equlatoryAssistance/ucm124105.htm
http://www.ecfr.gov/cgi-bin/text-idx?
SID=1248e3189da5e5f936e55315402
bc38b&node=pt42.5.493&rgn=div5#s
e42.5.493 147
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X ERIE - ZA v ({(Sp AL HiRR A URL %
Hir

COLLEGE OF International 2012 4 http://www.cap.org/apps/docs/statline

AMERICAN Academy of [pdf/genetics_testing_laboratories.pdf

PATHOLOGISTS Pathology

Laboratory

Accreditation Program

Introduction to CAP

Lab Accreditation

Program

CAP Accreditation of Gail Vance, MD, 2007 ¢ http://www.cap.org/apps/docs/statline

Genetics Testing FCAP [pdf/genetics_testing_laboratories.pdf

Laboratories College of American

Pathologists

CAP Accreditation CAP 2015 4 http://www.cap.org/ShowProperty?no

Checklists—2015 dePath=/UCMCon/Contribution%20F

Edition olders/WebContent/pdf/accreditation-
checklists-full-listing.pdf
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List of Approved CMS - https://www.cms.gov/regulations-and-
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Clinical Laboratory

Improvement

Amendments
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organizations under
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ads/CLIA certificate fee schedule.pd
f

T AU IEREICE oA FMSEREF: | 2008 http://www.jaclap.org/newspaper-publ
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a. WHIEDBH - FRIDERE

ISO 15189 (XA SEFE D SE ~ 1V A > b AT Aofh bk A ICB 3 5 RE S DR,
e ORAT h % O LY 5 GRERSBE SR 2 BRI M sk DR O EAHT 2 B L ¢,
E A L RA%  (International Organization for Standardization : 1SO) 25ER L 7= [E Bk T
b5,

BRRAR A MR OB L RE BT R Bk F ARt o & LT, NS Q17025
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(1IS09001) ME~ ¥ Ay h v AT A—FLREIH] Z_X—A L L, 2003 42 ISO OFEAHEE
PHZE 8 1SO/TC212 AMERL L7z, 2012 4EEIED S 3 RN HT T 5,

RN LB CIXBOR & LC IS0 15189 D HUS: 2 HEdtE L T\ 5,

b. REHE

EEABRATERE W /KM (ILAC) NN S E O R RAE MR ZEEL TWb, AR
WCBWTIL, ZOEBEHKICHKSEX, BARBEAMEREWS (JAB) DEEKRMRA R DOFA -
SRIEEFEM L TW5,

c. EEHE - NAE

FORFIHE LT, UFRHESNLTWVD,
o SEHERIDO L B o —ThiL-8a 1L, 1SO OHUEHPHN T, [FIAMIHERI OFHE 16
T B2 e [4.14.8])

4EMORBERB DO Y B, 2RIOEEEZZ T HLEND D,

d. RBEXR

ERRE LTUTRERSNL TV,
o [ (A, MEFARA, AEFRIRE. R TFRIRE, AN PRI,
TRELERIRRAL 72 &) % FEh 9 D BRI A R

HARIZRBW TR, M E SRS I L O RUEX GRS & 7> T D,

e. WRELBDELEFHEREDEH

ISO 15189 D x4 135y B FHIMA iR (ZRET H b DO TlEZRw, 72720, itdiEH
[4.13]). B - FIHBE ~OEHRIEMHE [5.4.2], B{ARAF - W87 - i3 [5.7.2] F5 2 [5.9.1]
BT ALEICIE., Bl FBEICE L CIIENOEENNLETH L L EAINTWS,
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f.

BREE (AM., B®iE. REIRTAVE)

ANMIZBET 2ERFHELE LI FTOHAPHES N TV D,

5.1 k8

5.1.2 kB &k

5.1.3 Hik#san

5.1.4 BB IZxE7 HAARREREE O]
5.15 #HE

5.1.6 MR

517 BEEOREL B a—

5.1.8 kA 72208 Kk OV D B K
5.1.9 AN FHilek

BRARIZET 2 ZRFHE LTI FOEBEPHE SN TV D,

5.4.4 —IKEFOUVE K O
5.4.4.1 3=

5.4.4.2 IAERTOTFEENT DUV T OFLH]
5.4.4.3 IAEIEENZ DWW T O
5.45 ABIOBE

5.4.6 FEIOZITHY

5.4.7 SyHTRIOEER., e & ORE

B~ R A MCHETEREEE L UL E~Y R AL AT LD N KR OH
EREHMENEFAL, WE~=a T /WL ENTEZ R/ ROLNTEY LFOFENE
FNAZENMBELHEINLTWS,

g.

WA s DY — B A O#PH & BfEIC T 5

AR & T RN — A KHEEZ ED 5

B~ R A Y NV AT LD HW

P CEAIE A S, e BT FIRE FICE T 5 2 & A RA T O ERIZER
THLE

RAF2 3655 B B OMERF DK

Z DOEBRE DA MEE D 2 b

E RN ERER

ISO 15189 DFREHIZHOWT, ENDOBEHIILL FTORMTH 5,

KE : EA-hagk

E[E : #9900 fiigx (2015 AERE )
KA 2 9500 figx (2011 AR L)
7 A #9200 fitigk (2011 AR AS)
AR 5,000 fiak DL L
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EANORBEEITILL T ORI TH D,
® 87 gk (Rpe 53 ftigk. AT 34 Jgk) (2015 4 12 H 21 HEAE)

h. REANHME

ISO 15189 DFEEANMEIL 4 FFRITH 5,

i. PRTEHSEEE

ISO 15189 D HUfGFAAAIZ DWW Tk DR, BERELZ T OMAEHAE R EICI VA
7250, BARENOKREIZROSA. YA TH 600~800 HH (¥ vT > 7kEHETe)
BRELE LIRS,

WA R 1 O BItE AR OB AT E A HAFBELUANOSHEEZEHT 25608 A
BB TSNS Z L1t/ d,

4) CLIA &

a. HEDBH - FRIDERE

CLIA MBI TR A iR ORI OB 2 RGET 5 Z & A B L LT, 1988 4RI KEHE AR
BUNDSERE UTHIE LTz, ERNT. AT A T T ROAT 4 A RilETONEERE
W EFERT DA O MBS L L C.CLIAREZBGT 5 Z 8 ESHTWA] §
493.1 } 1* § 493.1773],

CLIA {EIZ X D A8 E X FRe oIl X v T s,
® Centers for Medicare & Medicaid Services (CMS)
v CKEREREAEE (U.S. Department of Health and Human Services : HHS) (ZJ& 3 51
wchod,
® CMS 23R8 L7z IFE FIkERS
v AABB (7> ClIZ“American Association of Blood Banks”. Ei7F i< AABB 23 E=4 #1)
<> AOA (American Osteopathic Association) “5735i%44 %,
v IFEFIREBIC Ko TTRIEZIT O TN TERWEIESHERH 5,

c. EEHHE- AR

CLIA HEIZ X 2B E BRI CMS OEZEE (< D56, TOMOERE) ITLH4E
LaZ I 50 CMS ORE LIZIHFERIME L VBELIUGT 2881 H 5, ZbDHE
FIH{& & LTI College of American Pathologists (CAP) . Joint Commission on Accreditation of
Healthcare Organization (JCAHO). Commission of Office Laboratory Accreditation (COLA) .
American Association of Blood Banks (F#iZ>W\WT) 72 ENRH 5,
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Fo, BRICEHLTUMTBHES N TV,

® EZIFHIIMAMERICLL FOFEMEZ FRT D AEEMENH 5 [ §493.1773]

BRI 2 & DR A O L 0 FE i

MREMEE D2 T T7AT ABRICEED D 2 TOWEBE~DA LV F B a—

2T ORETFIAD FERRBLO L Grbran, o8k, o8r%)

REICEADL DR TOXIEA~DT 7 A (FARDFRE « LB FEHE I, AR - 33K -

THEESL - Fo8% - MG FOIRKIR, M O FEHE XIk)

FR SN ETORERT — 4 D a " —0F L OFLEE ~DHRT

o EHEHIIMAEMRND LM CEBTEOREMRLBMILT BN DD 2 & 27 T
BTN TH R MR & AL 5 etk dH 5 [ §493.1773)

® HEFIT CLIA BBEZEUSG L TWARAEEX DN 77— 3 ST L EE 2 3k
IRE N Of[IRFC & FEhE 9~ 5 rlaEE & 5 [ § 493.1780]

0 NUF—L g BHE aLFIATUAREOME, oL TFI74 7 v AERDFERE
Nz E X [7 83— KE] & [§488.11] 276V, CMS P HDOETHO L E 2 —%5%
7% [ §493.1780]

AANIENIN

\

d. REHR

2, PRI, iBRE B E LI AMEEROETORKKRE (—HOBREZR) 2l
ARG L 72D,

KEWNOETORERAEMZITIEICHESE CLIA SBEZBELARTHIERL RS &h
THBO ., B, AEACREEEEOLEIEA L TWDHDEZBELTND,

e. WMRELGIHELFEEREDEHR

G BEREICEAOREIFRENTH Y, MIdEE 75 (Cytogenetics) Dl & 72
Do MRAOFIIIEMEE TN U T 3 BEIC SN TS (Waived, Moderate complexity,
High complexity) , {5 1-BIHEMRADIE & A E A High complexity (233 X T\ 5,

High complexity OFBEEMEE LT FOHEAMHES N TV D,

® Nk
A B Ok Bk
PRI OB (i
KB B O ME
BE, BB, RO SR
BE AT LD RN T TN 2a—TFT 4 VT ROREA T A
R M OVl [ § 493.17]

f. BERBE (AM. BRE, REIRIAV)

AT A ERFHE LI TOHEPHE I N TV D,
® [SubpartM - Non-Waived Testing] (Z35() 2 E&#s [ §493.1351 - § 493.1495]
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UTIORTETOEMRE — AU ERET S Z & (5&kiE, [] RoEIRSLT
WA ESREHZ T HLERH D)

v AR EEE (Laboratory director) [42 CFR 493.1443]

v HAEFEE (Technical supervisor) [42 CFR 4931449]

v K=& >~ (Clinical consultant) [42 CFR 493.1455]

v R (General supervisor) [42 CFR 4931461]

ARICEA T 2 EREHEE LT, AL, BMEAOIESCTRNOERZ2HMET D
TOMM, BE OBRIKOMESZ /2GR & Ol 7R B8 2 PRAET 5 72 O O T #He Ffe
HENBRGHIT TS [ §493.1232 X 1Y § 493.1242],

B~ XY A MCET2ERFEHIZOWTIX, LFOHEBIZOWT, floFds
(Waived, Moderate complexity) {Zkt~<"C High complexity O IE B IZFEMIZ R S LT
ol
N )
on ' B
HERA (PT)
SERDOIRE

g. BERNETEH

KEOFRGEEIZ DWW TIELA T ORI TH 5,
® [EIRMANEY 16,441 iigk . F2UEAT 5,767 Fisk 238 &k (2016 4F 1 H KER)

KE LIS O E DGR R A R 2 CLIA {512 K 2 58GE 2 BuS 3 5 BiZ, International CLIA
REEZ-TVEND S, EHNO International CLIA OFEFFEIILL F ORI TH 5,
® AT 2 ik

h. REAZNHMRE
CLIA JEIZ L 2 REREDO A BRI 2 FERTH B,

i REDMSEEHE

CLIA ¥:IZ X 2 383E D BUS A I AT i % O HSCTEFEIC L - T 150 KL 7,940 RL
F TR D, BRENOBRAE G OHE, PR THE THEE CkEOa Y2 E3
RILTEHmE) BEER D,
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5) CAP #—~A - LAP

a. HEDBH - FRIDERE

CAP X, 1946 fEIZFENL S, B~ AT A Y F VAT K — )LV O$fk MRAE % RERE &
OBESE ERFES L LTW5, CAP IIERKRRAERGEHL 7 7 77 2 (BLF, TCAP #—~
M) L 9,) RORRERRZBE 777 5 (LT, TLAP) Lvv9,) 2FEH L TV 5,

CAP H—~A 1%, CAP T XV AR FEM S 70T 2 SR KB O E RS 2 R LB HE, o
F Y BRRAE MR T 0 7T 5T D LAPILCAP —_o 2 i L T\ D Z & 254
& U BRI AR DO RAR S D /~— Nif & BRI Ak 2 EE T2 Y 7 NaDO&ERE v 77
LD EEWND,

CAP H—~A RN LAP ITHE . FEHEORE & AR A% OB ZRF AT I35
RAEZ il U CHRRAEO Y —E A0 E Zm LS5 2 L THREOLZ DM LaT 252 &
ZHRIE LTS,

b. FREHE

LAP [ CAP 2355 L T\ 5,

c. EBEEHE - AR

REMBDOELIIMETHE ZFAMICHE LT = v 7 U A MIEESWT 1 HREDNT T
Mid %, BEEDRUVMEIZIIMAERBR NI CTELE T2 &Rk d, AL ARNERTE T
HH I,

HERIL, EREBEAOEKRENRT T 47 (Jl2 L, BEITE D IEFELEITML) &L
THEMT 5, &EZIE 1T Director J2 OF Personnel, Physical facilities X U Safety, QC & performance
improvement, Inspection requirement [Z DWW TF = v 7 U A MIiH»> THET S,

Fxv 7 U A MIRERS SRERRILE) & 17 ORESam (MkEEHE ., BIRIET.
JRIGAT, Toxicology, HFERbF. MU/EM, ML, oy, MERmEL, M2 mEL, Jeta kW,
FRE S, 7r—Y A M A NY — SR EE, MK A, Limited service, POC) @ 2 it
& o TS,

d. REHR

CAP #—_A O LAP (T, —F U, Afb5iomd, migids, e emmd. ™
AR, RIRE., FFERRE, BEFRE. 7e—V A MR, WEE - M2 R &SRk
IR (RIS — 7 o — 2 Ve 2 E ) 2 92k L TV D RAER IS LT,

e. WNRELGIHELEFEEREDEHR

BALFBEMR ALy ARSI N TR Y B FEERAEONR L LTIEU T2
/\/VC“I/\%)O
o JHEZE Mk, BUnMERE. KT A% HLA B A v 7 ik
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® EET BTETE 2 SRR TRATFRIRA

o 17 vkA, EXRUKENE, PCR, A, FISH LV ISH, v—/r oo 7% % Hn

Jb =g e P Y

to, R —F o — (NGS) & Mo s 1B A

BnFREERAEOREEM, L LT, FRROBEHMHESA TV S,
®  HTEMME - ERIR Y

®  [EFEAY e H T A UEX

® [HIRIGFHCZ O OWFIE & OFABIEIfR*

o AUk T RONBINRA DOHELE>

® LI E >

(*CLIA IZIZE EN TV R WIARE)

f. BERBE (AM. BRE, REIRIA V)

AMIZBE T2 ERFIHE L I FOHEABMHES LTV D,
GEN.53400 H#MHEAE - HINEE B O&R - ZF:
GEN.53600 B5EF - RAREAEH OBk - 2t
GEN.54000 #Hf#k

GEN.54200 ke 72 8E

GEN.54750 RNk E D&M

GEN.55400 a5

GEN.55450 #JHAnfHiE

GEN.55500 A

GEN.57000 i IEf& 1IEATHE)

FARICBE T 28R EE L LRI FTOEABHES N TV S,
® GEN.40016-GEN.41042 : fRIKINEE, 7 — & DMk, KOS
W~ =27 )V KOO S E

EUNIE S

BEV—EX

BRE R ORRIROZTHRY « Bl « o7

(e e

AN N N N

6 R0 BENMEZ RIS D T2 D ORHRMTIZ R IR 7 ) —= 0 T2 &

E~R VAL MIBETAERFHEE LI, AT LICHEHBZRIT WS, 25T
700 LLEDOESRIAE # /@ L CB Y., K200 070 7T AL TS,

A it e AL —

A0 B BT B9 2 SR EN RIS E N TR Y,

BRAEFNA & OFEMITRAEN ORI — /WTRE ST\ 5,
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g ERNANREH

E 4D CAP H—_ A ~DHNN. LAP OEEEICHOWTIZLL TR TH 5,
® CAP #—~_A ~DOHN : 5T 21,500 iz (2015 K 5)
® LAP : R TH 7,600 gk (2015 4R )

END CAP H—=A ~DZNN. LAP OESEIZ DWW TIILA TR TH D,
® FH/EMAPTSE 19 fisk Ll -

h. REANHME

LAP OFEGEHIRIIL 2 FfE1Th 5,

i REMSEEHE

iR (T ARIE R D ITMER TE oV, MANKICE Y 3 BTSN, ZRFHE R
2% (BIsTBEREITR b M), MAEMRORIZ X > THMiEALET 5,
AARERNOBRA R O%E MRS CCI N —FE L Ta T 4 72 L T\ D,

Q) FENEICE T ECTFHERENDERIAICHRIETFOME

KE T, FANEIC BT 2B FEERE OB L LT, TR O WE S B Es &
DEICEBRLTCVDED, ELICHREEMICH > TOERFIHE L TMARESILTWND
M HDOWTHER L, AEEBIIUTO®EY & LT,

® [ENESE
HL i) e e B
kG & 7o 2 B R A O HPH
MEMT HERY O Ab'E & BT
FUREIH (AM - K - B~ R A R)

ISO 15189 YEHLFEHS

1) RAERRDES

EE R hE R TIT o D B s 1 B OB RAED 7 IEITECHIRIC L > TR > TEH
D, OENESIZEY —#E L CEKRRARROE %ﬁ%#él(*l)(l%ﬂlm%l@
ARAIMSBASE I X 0 PRk ST FEEH 2 HELE T~ 5 2 &I X 0 B R ATHE R (AN RREE O BfS 2 3R
W, BEARTLIE GEE, 770 RA, RAY), O —OEMEITFR - T FRaiizx o 8 &
H 72 SRR RS OTRENC L B AR T 2E (HA) D32 KkEL I D,

RN CIEA&E & b 1SO 15189 ~DYEPLZ HELE T 28 X 3 IE L T v BT RRNR0T
R A% DFR A O FEYE L LT 1S0 15189 BG4 #R LAAD TV 5,

o [
v 23 EFTOHIREE v X —RHL e A ) | EOEEY— 2D L LG
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FHRAENEE STV,

v ORISR U, SEER A 1 1SO 15189 FBE 2RO TRV | FHiE S - A fi
ROIF L A EIENHS OFEETFICH S,

v ORENTEE BRI DWW TOEREOBEN 2 EOEHRHL0HTH S,

v BIfE, 1SO 15189 OFRERAFIZ AT 72 BATHIM T CTH v | 2020 4FF TIZET O
AR iE% TOFRENRD HIL TV 5,

e TR
v ARMEAYE (Public Health Code) (2350 Xl A D& GMEE B OZWr, SEEB DK
BAR T ORI O | E A ORISR S 2 IR IG5 56 OB s 1B iR
TAEXIG L LR O mEEHEZT> T\ 5,
v R BER A O EHEHEBT X ARGEEME] (COFRAC) ORE % 5T e i iud
RHRNEINTEY, BEREERE (HAS) OfEICESWZEAE LW
IR - PFEZE - TUOHANEBOBENHET DL 77 L& (I1SO 15189 £y |z A
S AW EFREFBI OFEFED 72 O O ERFIH 2012 HiR) OIEHEET-TH O
ERELTND,
v L7 7 LRI IS0 15189 FEHEIZ IS W ELRFIHOREN H 0 | FEE
PR R% 0 1SO 15189 ~DHEHLNK D H T\ 5,
v BIfE, 1SO 15189 OFRERSFIZIANT 72 BATHIFIHF CThH v | 2018 - F TIZAT Dl
IR iE% TOFRENRD HIL TN D,
o Krv
v b MEEFZWNICEEIT 5158 (Human Genetic Diagnosis Act) (225X, & b
(R OWR IR % & ) OEAE 1Bl & ONEAS 1B A O T FEHE S b
BAR T-ENT 2 3P ST B IR R A g O B E B 2T > T\ 5D,
v I1SO 15189 T D& RN A YV HHIEAISIZ X VER S, [EROEICE T HEF
DGR BRR O SWE M T A KT A AXFEERNTHEILI RO DTV D,

v CLIAJEIZHSE2Wr, TP, 1BEZ B E LI MEHRO 2T oMmERE (—
HOREEZRL) ZHWT-REZR E LIZBERRAEZ O MEEEZIT-> T
Do

v KENOETOBRKRRERMZITEICIESE CLIA BEZZT 2 b
LINTHRY ., MERN . ANEROREEHEOLEIES LTV b DL
AEL TV D,

vV A OERLEIRIIEHEE TS UC 3 B RIC A S TR Y (Es T BRI T5E
AW I 7 > 7 @ “High complexity” [ZJ& L T\ 5,

2) SEXM

AN & T > T BT 2 BEAF O SeAT iAW IR S5 08 S E oo B B E B D 7 = 7
YA MEEZSZR LT, ARTHRETHETXEIILLTO@EY & Lz (% 3-15),
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# 3-15 ARG RO —F (GBS 1Bk & O SN RRRER B O 2)

XRE - | XA v YRR AR HiRRARE URL %

Hit sk

eS| NHS England. 2013/14 E R — B X 2013 4 https://www.england.nhs.uk/co

NHS STANDARD (National Health mmissioning/wp-content/uploa

CONTRACT FOR Service : NHS) ds/sites/12/2014/04/e01-med-ge

MEDICAL GENETICS n.pdf

(ALL AGES)

CPA Transition to UKAS | UKAS (UK 2012 4 https://www.ukas.com/downloa

1SO 15189: 2012 Accreditation Service) d/CPA/Transition%20t0%201S

Frequently Asked 0%2015189 FAQs-Septl4.pdf

Questions

7 Z A | Public Health Code (/A% 2004 4 https://www.legifrance.gouv.fr/

BEAR) affichCode.do?cid Texte=LEGI

TEXT000006072665
KA Human Genetic RS 2009 4= https://www.eshqg.org/fileadmin

Diagnosis Act, 2009 /www.eshg.org/documents/Eur
ope/LegalWS/Germany GenD
G_Law_German_English.pdf
(EN)
https://www.gesetze-im-interne
t.de/bundesrecht/gendg/gesamt.
pdf (DE)

Guideline of the German | German Medical 2104 http://www.qcnet.com/Portals/0

Medical Association on Association [engl-ril.pdf (EN)

Quality Assurance in http://www.bundesaerztekamm

Medical Laboratory er.de/fileadmin/user upload/do

Examinations (RiliBAK) wnloads/Rili-BAEK-Laboratori
umsmedizin.pdf (DE)

K[E] CLIAE K EE IR B 1988 4E http://www.fda.gov/MedicalDe
vices/DeviceRegulationandGui
dance/lI\VVDRegulatoryAssistanc
e/ucm124105.htm

A [SEnk 26 SFEEE/RA 5518 | RS @E (& 2015 4£ http://www.idenigak.jp/researc

FrAmtseteniBha: 8 | & sk IEER h/h26.html
TR R BINTE S | e EER)

¥ BEiERRg-E

O IEERA D=0

ERU b~ T2 BB E
WBERIETE] 2B T34
HME T OBE T BER
EOEHH LD [Eis
THRELCYRR] ~0
1 A
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https://www.england.nhs.uk/commissioning/wp-content/uploads/sites/12/2014/04/e01-med-gen.pdf
https://www.england.nhs.uk/commissioning/wp-content/uploads/sites/12/2014/04/e01-med-gen.pdf
https://www.england.nhs.uk/commissioning/wp-content/uploads/sites/12/2014/04/e01-med-gen.pdf
https://www.england.nhs.uk/commissioning/wp-content/uploads/sites/12/2014/04/e01-med-gen.pdf
https://www.ukas.com/download/CPA/Transition%20to%20ISO%2015189_FAQs-Sept14.pdf
https://www.ukas.com/download/CPA/Transition%20to%20ISO%2015189_FAQs-Sept14.pdf
https://www.ukas.com/download/CPA/Transition%20to%20ISO%2015189_FAQs-Sept14.pdf
https://www.legifrance.gouv.fr/affichCode.do?cidTexte=LEGITEXT000006072665
https://www.legifrance.gouv.fr/affichCode.do?cidTexte=LEGITEXT000006072665
https://www.legifrance.gouv.fr/affichCode.do?cidTexte=LEGITEXT000006072665
https://www.eshg.org/fileadmin/www.eshg.org/documents/Europe/LegalWS/Germany_GenDG_Law_German_English.pdf
https://www.eshg.org/fileadmin/www.eshg.org/documents/Europe/LegalWS/Germany_GenDG_Law_German_English.pdf
https://www.eshg.org/fileadmin/www.eshg.org/documents/Europe/LegalWS/Germany_GenDG_Law_German_English.pdf
https://www.eshg.org/fileadmin/www.eshg.org/documents/Europe/LegalWS/Germany_GenDG_Law_German_English.pdf
https://www.gesetze-im-internet.de/bundesrecht/gendg/gesamt.pdf
https://www.gesetze-im-internet.de/bundesrecht/gendg/gesamt.pdf
https://www.gesetze-im-internet.de/bundesrecht/gendg/gesamt.pdf
http://www.qcnet.com/Portals/0/engl-ril.pdf
http://www.qcnet.com/Portals/0/engl-ril.pdf
http://www.bundesaerztekammer.de/fileadmin/user_upload/downloads/Rili-BAEK-Laboratoriumsmedizin.pdf
http://www.bundesaerztekammer.de/fileadmin/user_upload/downloads/Rili-BAEK-Laboratoriumsmedizin.pdf
http://www.bundesaerztekammer.de/fileadmin/user_upload/downloads/Rili-BAEK-Laboratoriumsmedizin.pdf
http://www.bundesaerztekammer.de/fileadmin/user_upload/downloads/Rili-BAEK-Laboratoriumsmedizin.pdf
http://www.fda.gov/MedicalDevices/DeviceRegulationandGuidance/IVDRegulatoryAssistance/ucm124105.htm
http://www.fda.gov/MedicalDevices/DeviceRegulationandGuidance/IVDRegulatoryAssistance/ucm124105.htm
http://www.fda.gov/MedicalDevices/DeviceRegulationandGuidance/IVDRegulatoryAssistance/ucm124105.htm
http://www.fda.gov/MedicalDevices/DeviceRegulationandGuidance/IVDRegulatoryAssistance/ucm124105.htm
http://www.idenigak.jp/research/h26.html
http://www.idenigak.jp/research/h26.html

XRE - | ZA b TR AR URL %
Hidsk

[pk 24 FEFER/NMEZE | IRIFPEFES 2013 4£ http://www.meti.go.jp/policy/m
XERAE (EAEBE ono_info_service/mono/bio/24i
%ﬁ{%%@f)%f%%%ﬁﬁ? Wz B denshibizinesu.pdf

THIA) MEE (&
m%&ﬁt/zzuﬁ
THIA) | HmEE

3) &E

a. BERESE

R BERAEDOE R R DEDTIIFER T, EORHLRH 0L THD, fHEtE LT
WXELTFD 29035 5,
O  TERRMRAIEX OFRE ST

1E 4 FRI%“CPA Standards” (2004 4E ] &)

v 2012 FE CTHRENOBARRAERR ORERREL L THW LTV, FEMKE
T D CPA 23 1SO 15189 DFREMEEI T 5 UKAS (UK Accreditation Service) %
T&Ze0, 20134510 A XLV 1SO 15189 DFREITH — S 17,

@ R EEICET 2 EERL )

v IERX4L #IZ“NHS England STANDARD CONTRACT FOR MEDICAL GENETICS
(ALLAGES)” (2013 4F#ill7E)

v NHS OZETFITWHHERE G Z RS L Q0 2B 1o LGl S h 2 ik E s
IR 2R TH 5,

b. R BEHE

FRHIBEERERS & L Cid, 2013 4F % T [EWN O IR A s O EMEI Tdh - 72 CPA
(Clinical Pathology Accreditation (UK) Ltd) <°, ISO 15189 DFRERERI T 5 UKAS (UK
Accreditation Service) 733 5,
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http://www.meti.go.jp/policy/mono_info_service/mono/bio/24idenshibizinesu.pdf
http://www.meti.go.jp/policy/mono_info_service/mono/bio/24idenshibizinesu.pdf
http://www.meti.go.jp/policy/mono_info_service/mono/bio/24idenshibizinesu.pdf

c. MRELGDHECFREEREDEH

BRR B ICEE T D EEHESREKY (@) DORRMERT Tk, x4 & 7 28 s+ B A o i pH % L
ToO\EYHESNTND,

® NHS & L T4[H 23 » it Regional Genetic Centres (MiliE{nt > % —) ZHbdt L
TR SN TV D 7-BEMRE [2.2 Service description/care pathway]

® /RIS YRR A S, FrE D ik T S 4 5 Rk 72 AL P RO AR Z DA D FY
FH B RR A CHERR S 4 5 B R S OSRAfiti 5% C OB BEE S — A2 [1 Population Needs]

0 BEETHEESCERMAFEZMEL NS, FEFZDY A7 0H5BHIZ, HIKTO
iESS QOL i Ea HAYE LTTHL. 2. B2 2o nEFRz—E X

[2.1 Aims and objectives of service } UF 2.2 Service description/care pathway]

d. BTEROMEEEAZE

BRR B IZ BT D HESRK) (@) DORMEIT Cld, MTiisx O S EEH EE LT, & 7T
DR SEF 7Y UKGTN (UK Genetic Testing Network) OREAIZSINT 5 Z & 2 HE L TV 5,
[2.2 Service description/care pathway]
Je[E R fd4  (Department of Health) |X CPA (Clinical Pathology Accreditation (UK) Ltd) X%
[ 28 72 78RIE & SR T2 28 [2.2 Service description/care pathway], 2013 4 X ¥V 1SO 15189 (&
X AREICH— NI,

e. ERZFIE (A#. BIK, REIRVAUH)

BRI ERIC BT D AEESRK) (@) ORRLMEIT CIIAMICET 2B RFHE LCLLTFOMEY
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A > & Mental Capacity Act 2005 & #llffE D72 L 512475 Z &
[2.2 Service description/care pathway]

42



Flo, MEYRVAY MIETLERFHEE LTI TOBY HES TS
] fﬁ%ibm TRAFE ST 2 HWTRUEI R ERR THWO N D DIt T 5 2
& [2.2 Service description/care pathway]
o  (FEIERINAMIGHAEY —E R) Clinical Genetics Centre 23~ %2 A 2 hiR Y o —=°
A RIA L, BET v s 7 25%, ERSE5Z L

[2.2 Service description/care pathway]

o (FIEMMWABEBHRAEY —ER) FIKRELHME LIERERT AT L EHET L L
[2.2 Service description/care pathway]

f.  1SO 15189 #HZFE

ISO 15189 ~DHEMFEFE N > 5, WA MR DRRAEZ 1T > TV 72 CPA 23 2009 -7 5 UKAS
DT Lol 2013 4 10 A LV MRAkizk X UKAS @ 1SO 15189 B EA =T H Z & &
Ay

BERERROBITHIRIFTH Y . 2018 4 F TIZETOMRANEH T 1SO 15189 DFEE %
BT 5 0ER’H D,

4h) 25 R

a. BERESF

B PR A OB IRGEICAR 280 & L CTiT TAREAE] (IERA PRIT“Public Health
Code” (RZ4f&PTIL 2004 F-4E) 239 %,

b. R EERE

HLHIBIEAER & L CIXLL T OMRER S 5,

® Comité francais d’accréditation (COFRAC) : 1SO 15189 D78 %R

®  Agence régional de la santé (ARS : Husfrf)m) B F-BIERA AT O BIR (RIK)
FRATHEBE ORI EE R

® Agence de la biomédecine (ZEWEEZIT) : ERICED 8 B s 1 BB MR A O 52t %
FFA. ARS OFB AN L CEIE

c. WRELGDHECFEEREDEH

VBT, BEFBEEREDOFHFICOWTLLFO@Y #LE ST\ 5
o (HANDBEMEEBOZE, HEEROFKEER T DRSO, 8 A D m%M%@%E
ST 256 Offs 7B mA [R1131-1]
o [EHMTOBGETHEEREIZIIUFAEENLTVD
v EANOBETREDODE
v OB REBORIERTSE
v BN DR OIRRIZEE LY 5.2 52 BEFH Y A 7 ORI

43



d.

vV Bz A7 OBEICBWTERETRVWEACB I B FEROB

RO MEEETE

WIRAER TR, TR O M EEB AL LTUTOmY HIES LTV D,

® [EHHMIC L D AOBETBIERAE TR 2% RIS coRiThbh b
Z & [L1131-2-1]

® AL COFRAC 12 X % 1SO 15189 s E A BG4 % = & 348 [R1131-14])

& FH1VAr e L TAFMAY (BFEREHLGMIOEELHY), TORIISFEILIC
W (18 » AZ L oELZH V) [R1131-14])

® SO 15189 DFIREITM A T, BAn T B AR IHERE R L 2 54 2L OFF Al
265 [R1131-14]

® (R BIEREMBIIAEDIEFT OIS ICE SV TEAEABED HZNE LRI
WCERIGE) LR — b 2 AEESLT 2 5 ONC ARS I T 2 %% 23 % 5 [R1131-18])

e. EXRZEIE (AM. BE. REIRDAUER)

WMEEARTIE, AMICET 22 RFHE LTUTO@EYHEIN TN D,

® H{R T BIEHRA ORI Y F X AEME SO FEE TR A R OERM £ 133K (b D
WM BISNNBARF 0T DRE ) A R OB ) THAA A EIRIT OB A 2/ N Th
52 &

® EMEZETOFEANL 5 FEMA R

®  EWEZLITOED D ILMEIHE > Ty 7 R ERLBR O FEA 3 3

o MEVDMREMBE TITONALAIX. LR AIIMREMEOE - IIEMETHDIZ &

o  FH DKL, O s - BIER A D E TOHMES M, @5 R ORI T 5 i

e, Mg, W) 2 SO S TR 2 2 & [R1131-1]

W E~ AR YA MIE L TIE S HEICGERRZERFENRE STV D,

[FepRt ik & L]
NSO 15189 FEVEIZHKE S AMIEFREMEBE ORIEDO O D FERFHL 77 L A |
(COFRAC, 2012 ) TIXLLFDO X 9T REN TV S,

N ENE, MR CTEI< AL BE ORI LS5 - BB

RAEBI DR - Hb - BM L Z DA LT T R

ST R A (REOHR., CE~—27 R REOMHE MR, #ri- 2208 HiEOEA 13K
RBEZIT D, fERORHEFIENEDMKZER L)

MRS EOWERGE (R EE L, OMA R ORSER & DT X 2 AT,
TR AR OB G VTSN B R 2 52 5 )

RARE R ORFE, BEHE

AR O LT > 2T L

44



(&= 7R & L C]
[ARATAD: ) (ERXAFRIT Public Health Code” (R%%4 & HTIL 2004 4E81E) TIELLF D X
INTREINTVND,
® H{RTBIEMRA AT O MAMBIIX. Sein )T OBV E IS W CRAE OE D L ER i
ZFF>Z & [R1131-13]

“Régles de bonnes pratique en génétique constitutionnelle a des fins médicales” (JE¥ [ H#E T
2013 4F) TIHLAFO LIRS TV D,
& WEME~ XY AL MIOWTTBEREM STV 5 HEHE (Norme) (IS L&D

TIfToZ &

0 SHEE~Y AR Y AL MIOWTIIENADOMBOIRR I > TEIND Z &

O IEEE~ R VAL NV AT ARG AE, ff%ﬁzmﬁﬁwﬁﬁﬁ% v MU — 7 I,
T A NARB AL L GREFEROMEEBEZ1T S (ZONE R EHIEALT D)
&

f.  1SO 15189 #HEFE

ISO 15189 ~DHEMLFH 3 b 5, WA AR TG EME] (COFRAC) 12X - T ISO
15189 DRAEEN SN D,

YEEAETIE, PBEXESEREREE (HAS) OIS ISV ZEAE 72 b NI - FE
T O NEOEESNHETHL 77 LU AR TR AICh SNb LHESINT
W5 [L6221-1], L7 7 L > R |ZIEBIE COFRAC fERLD T1SO 15189 FEHEIZHE-3< A WlE
FRAKSEADORAFDT- O DESRFEIHL 7 7 L > 2 2012 £ N HESH TH Y., COFRAC
IR AR OFREITIZ 1SO 15189 # A4 5 & LT\ 5,

2T ORISRATRERIX 2020 4 10 A 31 H % TIZ COFRAC 75 1SO 15189 DFRE & 321 72
TR 5720, 2016 4= 10 H K F TITHAD 50%LL Eizxt L TOFRGE, 2018 4= 10 A K F
TIZ T0%DFIFE, & BEFERNCEAT L TE Lo TN D,

5 ka4

a. BERNESEH

BRFREMRAOERIEARDHH & LTI, A RIA L EIETD2O0RH 5,
O [EEETARIA ]
v IERA PRI “Guideline of the German Medical Association on Quality Assurance in
Medical Laboratory Examinations” (German Medical Association, 2014 “F-i1F)
v RAVHEMEMSICEVIER SN T A RT74 0 Th Y RO R %2 £,
@ Tb MEEBEFRZENCEET 51EHE)
v 1FE4 FRiZ“Human Genetic Diagnosis Act” (2009 4E#ill7E)

45



b. R BEHES

HLH BEIERE & LTI, 1SO 15189 DFRERERI Td % DAKKS (Deutsche Akkreditierungsstelle)
N5,

c. WRELDECFHEEREDEHH

ERaTA FF7 42 (D) OEEFT TIXLL T OB Y BUE ST D,
® [ERSEFICHIT D ETFOMIKRE M [ §A-1 Geltungsbereich]
® HERTFITOWTILRHC o BB F R & iaE s FrmE [ §B5]

b NBEFIRZENCET A EE (Q) OMETT CIXLL To@Y BLEI TN D
e t [ (MAVKREZET) OBsTEERE N NEnFEERED Y L—L U —7 T
Il S b afn1iEdT [ §2]
o [ERHRVLIS D BIRITCORMR B, JiE B ORI 2 e ns . WFZEH B ORRAR,
TR = s B s & 7 R ?%%# i S D A X iExT b
[ § 2 Scope of Application]

d. BfEROREEESE

ERiSTA RT74 2 (D) D é@%fiuT®L@ﬁméﬂTMé
o GEIFAR) AN RHE (Z A[F AFHE : %€ Round Robin Test) #5212 Z & 234
% [ §B5-2.2 (1)]

o (EEFAHD RAEE=Z T Do, RINZIEH, & E LRTEe 5720
° i%ﬁuiii%?é_k[§%22®,TT@EELO%IH
o (HEEFAHD 7 AR AR O INGEN &AM £ A RFETRA 5 & B

5z E [§B5-22(4)]
o (HEEFAHD) MAEMICHERFEHHY [ §ES]

bt MEEFIZENCET 2 ERE (@) OMEEFIT TIXLLFO@EY BES N TN D,
BEFBEMAD R CTHEM SN2 M AMAZ B9 & LT BB FT ek 1, B s 1
%@@E%%ﬁ#ét@@ﬂmmﬁ%xié & [§5]
FRMTHERRFERRED S & LT, MY 22 MIRIC X B SV PR & A A Te 2 &

[ §5(1)-4]

e. ERFIHE (A#. BIK, REIRIAUE)

ERiETA RF A4 2 (D) ORSEIT CIIAMICET 2ZRFHE L TUTFO@EY BLE S
T,

® (i) MAMERIZIIT 5 EFMREITIESITED b AN A I

® ILEE¥EFEOZITI-HE Lkl i kT o 2 &

o LFEEEENHICI > TEHMAIN, COXIICHEICEHET 5 2 &I/ 508 - ¢

46



E+srz2 L [§A-5.2])

AU, BRIRICET2ERFHE LTUTOBEYHEINTND
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B-8 RFH 22 R RSB O SMEBFREE (1SO 15189 45) # 4% L7a Wi | MA, FA
B-9 FRIZRND 7 D MO FA

C. BtV v 7 OFERIRGL

c-1 TE - R T OBEB IR A O TR A MA. FA
C-2 7 IA T MIEFEST D NEE (4 0) FA

c-3 BEID Y TICEESI LTV MA, FA

C-4 BEH DY TEMIEA S, REMBLEI 'YV UEE | FA
754 N

C-5 1794y "o O@IEH 7Y o TP ERH FA
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AHA I H

fl

i (MA) - BEGRIR (SA)
S HHEZ (FA)

T o BER S

C-6 BEDA 74— Fartey NORSEE LI T4 ML [F | FA
BRI Z LIz 914 MK

C-7 BFERET LA AY 38 L S L 7o S0 o448 FA

C-8 BFEBIET R o5& I FA

C-9 FEIZRUT 70 D ORI E FA

D.AI v 7 AREDER

D-1 F X 7 AR O FEREIRPL FA

D-2 I v 7 ARED TR DA B SA

D-3 A X v 7 AR O BARRY 7 E RN FA

E. kit —4 o —fRARN

E-1 BETBEERE CHEABEEOR VR — 7 o —0LE 4 - B | FAL SA
5B A S - LR REET -

E-2 - DEA TR Y — S v — 2 AW RE T BIEREZITO | FA

(3) EEZFHENTOT 41—l

TRl TN SN D BURFRIRAEIS SOV T, 5% -

PREHEAL TORE & | (SidiE (s

TR - R RBR R DWW TR R, PRmRE=E S U<, YRR 4
RORRARDLZ HE LI 25 P B 2 K LT,
EIZORBUE, TRPE D 171 fiak (364 fiag . B 47.0%) . FAEMRAT) S 100 gk
(174 g, [ 57.5%) Th D, Wbt (1717364 fisk) &FAMmART (100,174 Ji

%) OEFHAIER (271,538 fiigk) 1£504% CTHD (F 3-21),

EIFE G oY (AR A VI ik age =y T By

A1 AT IR ONGERIE. FFERSRERPE (64,784 fitigk) .
et & bR<) (71,7151 fEsx

@) ik -
I OIERHERIT, TR,

#F 321 T — FiAEA~ORIZARD

PRI AR 200 Mgk~ D

N WS TRBEEE LSRR (RPER
L oD sk R SRR B S DR (36,7129 Jiliik) T D,

AR5 TR RIS B BE %L
JrbE 7t 364 fiEEk 171 Ji gk
R EREREIRDE 84 fiti gk 64 fiti gk
D3 ARSI B L SRR 151 fagk 71 %
(9 BEFEMRERPE 2 FR<)
ik P55 5 AR Bt 129 Jii g% 36 fig%
IR - 200 sk
e AR 174 Jii gk 100 fiig%

e300

AAD SRR (171 MiR) @ O B A-LIC &V Bin 7Bk A

I LTV D LEE LTV D 140 fia 0355 & 72 2 25— A IS DWW TR IS 7% Y
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T DN ICBRE L CEHEIT-> TV D,

F IR RRDOEIE L | O BEEMRERBEICEB T ARIEDOZIMAN LoD EE 2 b
72N HOWTIE, W OB R 2R L T\ b, LA DEIZEE., BIEOH - 72 kP
EIROEIZ L LTS, £EBHEFTIC OV T, B FBEERAEZI1EE A EFEE L TV
ZEnD, WEBELEHOARZEZE#H L TV,

1) B FEEREOERIKT

ARE T, BREOHH ORE & 72 2 IR R ONEELZ HRY & LT, ke - 2EPTICR LT
- BEER A O F2 i O A HE Sy DNVERETFIS SV TR 2 920 L 72 R R 2~ 5,

a. EBEELTEEREOREDNERE

i K OSSR AN 381 2 8 s B 2 0 Sl g s B % OB IC oW TR EL 5

TP, BEFOREZ L L T Db, RRE kR 140 fizk (RSO 5EE
1£81.9%) L7e-oTnd (K 3-1), NEEFHIMAELZEM L2 i3k, 5% bFEETD
TEILA ) JEBEiE 15 sk (8.8%) TH 5,

e, IRIEE TR - RIRIRES TR 2 i LT DB, RIE R 74
Mgk (R EDDEIGILT742%) Lo TWD (¥ 3-2), HAHIES TR « WA
BAFREZEMR L Z 13, A% OLFERT H FEITRV) WP 14 ik (8.2%) T
»H D,

BT I, BEFAIRAE £ I A E R - R RE A RE 2R L TV D &
DEEIT 25 figg (125%) (B E-TRY ., NEa7FREEmA e £ Lz Z &3k, 4%
HFEMT D FEEAR ) & DOREIZIT 86 ik (43.0%) L7e->TW\Wa (K 3-3), —H T, [
FITFRE L7 Z LT 0D, 2~3 e D BRI 72 s 2 3K E L T\ b ) & oEI&iT 11
figk (5.5%) . [ERAZR EREFIENILA2 VA, FEREM L2\ B X TWD] L DRI 70
Mgk (35.0%) &72->THY, B FHERE~O—EDELOEIN I NNRZ D,
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) EfEL-CEFA
BRI R E SBEEmTS
[FeAyAVIRERS 3= FREIFAL, 15,
HBLizWhveEZ TL 8.8%
3,5,2.9%
BERICEBLES
ElFHNAY, 2 ~3
EXDEKRMLE BEICERL
MEEERELT f-cephd
3,2,12% AL REEKLT
LVEELY, 1, 0.6%

EEE, 8, 4.7%

EEL TS, 140,
81.9%

(n=171)

X 3-1 BRFHIRAOEROAE [kl
() SMIZEREIT X % Fhi % e
(1E) DEREEFORE] IZEMMRRIRETRE: b ), BB TRE SRTHRE. E0E0
- BIER - R EABBICEID 5 BREIRAS, & ARO Far Y 7 NOFRINICE
PEZEAL L7\, Z ORI ERA T 2 BRSO (ARSI RIS TARAT L Y 9152
iIcSh o) WO BHmE. (U7 : AAEYS TERICKIT 5 BIEERE - ZHHICH

FHHA T4 1)

EELI-C eI
BmaEmstE < SERVEETS
LA ERE FEIFGL, 14,

8.2%

HLE=LEEZT
W3,5,2.9%

BEITEEL=S

ElE7ELNAY, 2 ~3 -
FEEOERGER EiEL TS, 127,
MEtEEEELT BEITERELES 74.3%
V3, 1,0.6% ENHBAS, B/
[ELTULVELY, 1,
0.6%

(n=171)

X 3-2 {AHIIEE TRE - FEEEE TREOEmOAHE [FHbi]

() AMREFEIC X D FEhi % & e,

(1) MRS S TR 1308 AR O G T ORE R E % 2 3 2 8 F i &k ONEG TREUiE
Mg, BB « MARICIRB L. Bk E & DI LGS — i RBE T IEREH O ST D
H, FEEEERE] 12, b MOSYYEZ 5 & 2 350w B (VA4 VA, MRS ME
¥) O (DNA H5UMERNA) ZRH - fiftrd 28d, (BT : BAESS TERICKIT &
RHIRES - BWHCBET 204 RTA4 )

(1) MEEE Oz 23 (13.5%) H 5720, BIRFEHREOEEEIA & OHEMAR LN TE RN LI
FEALETH D,
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BEICERLC

EDBHBN. ]

[FLTLVRLY, 8,
4.0%

/ﬂfl L=
EIETELAY, 2~3
FHRODERMGE

HEEEERELT
L3, 11,5.5%

EfELTLVS, 25,
12.5%

ERME R E
(E A AVIRERS 35

MLzl B X TLY

(n=200)

¢ 3-3 EinFBEREDOFEMmMOAE [F2HT]

() SNBZEFEIC L D E 25T,

(1) MRS FRE ] 135 AR A OXBIR T O IE R 5 2 M 9 2 8 A ONB s 1 S B
Hrae, BREBFZSES - MARICBRRB L, ke & BICBb LG5 — R8s TEHR A OIS T 5/
2, DREERE A 13, b MORGYEZ 5] S 2 94RO (T4 LA M S
¥) OFlE (DNA &5V RNA) R - fifr o, (WP AAESS TERICBT 28
IR « BWNCBET 20 A4 RIA 1)

b. DEEFHRE] FE IFEREGFRE - RERKECTFRE] OXREEZBLD
5

TR ORI CHEMT 5 NEETFIIMRE] F7203 TSIEE A - W EREE R
| O IR E I O DWW B 5, MO FEAEIEL 2014 £ (201444 A 1 H~
201543 H 31 H) &#xg L LTb\é BEOZIER NG H5A121X, 1 LI EOBER R
B FREERAEZIT> TV AGAICYERELZ I L TWbd eI ML,

1A ?5LM%%L@E®%mMﬁ_owfﬁé&[L@%%@Ejfwwmﬁﬁ
TR - REARE G TRE] OWTHhOREICOWVTH, FEii L TWAIFERES —EEEED 5
o,

FABEIZ BT D BIEFHIMRAE TIE, TH—BETEEOBZWENICET 2 BEF0ME ] OFEhi

MFR B b2 <. 95 Mk kiﬁo’(lﬂé (% 3-22),

BT BT DRSS TR - R REIC OV T, REREE TR 2
b %< 101 sk CEIE SN TV D, RN T TAIEE, U >R ONE TR % o2 Wi B
T HHEEOBMNC BT DY) 23 95 fgak, [,V >/ SHE & OB IS O 2 W
(B9 DRI S TR 28 94 Jifisk CTHE ST\ (3£ 3-23),
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F 3-22 BURTFAIMRA O E i Ok E a5 R [kl

HBEE
Rl s
(n=140)

HEEIA

SHEREEE

fRER
A

fRER
BAsN

fRIR
EH

RI%
BEAs

H—BEFEREODHICETIERENERE

95

73

5,916

3,853

2,709

56, RIEEESOZENICET S EEFHRE

55

0

322

273

632

5t HARTZHICET 2 EEENRE

19

0

56

0

37

CEREE-AREEEOZHICEIIRERRE

79

1,007

545

3,783

5,104

5t HARTZWICET 2 2B ARE (BREMNEAILELEFENR
E(NPT)EL)

42

15

182

780

5,042

. ATEHRR RS OMEME G FRITRE

36

29

853

556

553

55, HARZHICEY S BEFHRE

2

0

41

EXISE M EICRET 2 £ MRS OB EFENRE (RHBARIEZED
ﬁlll-*]‘ﬂ'émk'li‘\bmwﬁﬁﬁ% HIZRET B EE (SNP %) N5
BIREMRE)

82

617

1,503

5,855

1,140

EEBERFOERBRZM (HREMN) DHICET SEEFHRE (B

CRIR. BILEE AFEEROUYRIBEICAVLNSEEREZRND

BIREMBRE)

167

158

5 USNOEANDKREZEICET S EEFHRES (BEDURIP. &

CBEZICEETHEGREAANDELENRE)

2,800

20

319

BHRBEFICHITHEEEORT—/ LYEIUMEHRT HEGFEN

CRE

1,756

4,535

1,138

1,774

8.

RERITRVERSNSBEZHRE CRRPTRZERARICE T
DEELFHRE)

362

3

390

206

9.

BFHEE (DNA B 1T D EEFHEE

10.

T

33

84

3,389

5,166

1,090

() *ﬁﬁ@%f‘ﬁ 1% 2014 4EJ% (201444 A 1 H~20154E3 A 31 H) XI5 L LT\ 5, A&

(1)

HHTORZEZKEL TWD72D, HFBIIHEEE & 22> TV S T

73§&?>E>o

MR HD Z &

ICHE

FEREEE « 7 T4 22 MRS FTITHRFM LIZRAEIZ OV TR, AEUZE O TV,

ﬂ“é%g

7% 3-23 KHEE R TR - R TR O S h it e o OSR SEha 5L [ke]
. BB SERREE
BE%E
mRs | R’ | &’ | R’ | R
(n=140) | EA |@EAS | EAH | @A
1. AmE/ Vo NERVERESOZEICET A MIREETRE 94| 15782 4328 29034 1602
Binw/ Vo N\ERUVERESSOZHICET 5. KEDSZEICET S
2 pm ki n 95| 8,746 718 36527 1,136
3. (AR Z AV BEMNECTRITRE 10 738 166 836 873
4. BRISEEDWICETESEBELZAV A ARETTRE 71| 3,647 375, 11,756 851
5 WRAEETFRE 101| 288,618 21,126 162,189 8837

() A FEHIT 2014 FE (20144E4 H 1 H~20154E3 H 31 H) x4 e LTW5, KZFMIC

(1)

REETORIEEZEE L TV A2, HEIIHEEM & 72> TV 5 Al

BB,

EMENRSHDHZ &

WCHE

WRABE 7 T4y MOREPITHIZEFIA LI-BEICOW T, I ED THR,

?‘6%%

—J7. BZRET T, BN A OMIEFEIC LV B FEERAEREH SN THD b DD,

%mm B VTR EI TR © T2,

BRFHIBRAEIC OV T,

(BT REDZ

2B 2B RIMA) & FEh T 22T 8 fiik Th 5 (R 3-24) . MBS T -

fﬁ??w BInFRAIC OV TIE

3-25),
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% 3-24 BRI O F MRS O SRR (FER) [ 7]
BE AL SEREEE
i | REE | ®EE | RIR | RIR
(n=140) | EA | @AY | &R | #EAS
1. B—BEFREOZHICET S EGEMRE 8 14 3 7 8
56, REMHERZEOZEICET 5 EREMNRE 4 4 2 2 2
56, HAERTZEICE T 5 EERZEMRE 3 2 0 0 3
2 AREFR-EEEEZOZHICEIILEHARE 5 0 0 0 27
55, HARZIICET 2 LB ARE (ERENEEIEEEMR 9 0 0 0 9
E(NPT) &)
3. £EMIE R DOMENE L FRITRE 3 0 0 0 28
S5t HARTZEICET 5 EEFRE 2 0 0 0 3
ERISEHZEICET 2 EEMRRIOEEZNRE HRNARIED
4. EH|Zxt 3 2R EMECRMER T RICET 5 EEE (SNP H)2ANS 2 0 0 4 2
BIREHRE)
EEEEREORERZME(BEEN) SWICET L ERZNRE (KB
5. FRiE. BEE. £ FBIBROVRIZHICAVLINDEEREEARD 1 0 0 0 3
BIEENRE)
6 S5 USNDOEADERELZEICET 2 EEENREE BHEOYRIP, K 9 0 0 0 13
CBHICEET S EGREANIECENRE)
7 EHBIEZICRITHEAMORF—/ LIV NEERIT HEEEN 0 0 0 0 0
TRE
8 EERITRVERESINSECFHRE CRER O IREERRRERIZE T 0 0 0 0 0
| BEEFHRE)
9. HFIETE (DNA %) 1T 2 EE2MNBRE 1 0 0 0 3
10. Z Dtk 1 0 0 0 1
() A OFREIT 2014 48 (2014424 A 1 H~20154:3 A 31 H) #%4 & LTW5S, AKRMIZIZFTEE

(1)

REHTOREZEKIFL T D720, FBITHEEE & 722> TV 5 HH

BB,

EMEDNH D 2 LITH Eﬂ“é%g

FEREZEE » 7 T4 22 MRS FTITHRFIM LIZRAEIZ OV TR, AEIZE D TV,

# 3-25 (KHIEEIS TR « T RUARE R TR o S0 it sk ok O b5k [2 9 PT)
. BN SEPEEE
HREZE
mhes | ®ig | R | RE | R
(n=140) | &R |&EASN | ER | EHEN
1. B/ Vo B RUVERESEO DRI ET A EREE TRE 0 0 0 0 0
, B/ U2 \ERUEREBEOBMIET 5. REOBMIETS 0 0 0 0 0
ZEARRE
3. AHIRRE AV BENE G FHRITRE 0 0 0 0 0
4. ZRIGEEZWICETIESEBSEEAV S RERETFRE 0 0 0 0 0
5 WEKELTFRE 6 2 0 162 1
() MO FREIL 2014 [ (20144 H 1 H~20154E3 A 31 H) #%kt&HL LTW\W5b, REMIZIZATEE
TREPH CORZEZEKIHL T D720, HEITHEM E 2> QWD AR H 5 Z L ICEET 03

NHD,

() FRE2RE - 7740 MRS TITHERIA LIZREIZ OV TR, HHRICEH T,
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C. 91"&“*%@/\0) n%a);ﬁm\

JFle M ORI C FhE L 7238 s+ BER A OANHE I ~ D EFE DRI W T ENEh
RAFRNCHER T 2, ZBIEDOFERIL 2014 FHE (2014 4F4 H 1 H~20154F3 H 31 H) %A %f
GLLTW5,

e B AN R ~ DO BIR FHIMAE D LEZERPUCOWNWTH D & Die &b 15 fiigk~
%Eﬁﬁﬁ«@é%ﬁ%wéﬂtoit\ﬁéﬁﬁﬁu%(%@@@IW%%)&&A&<
L b B4 iR ~DEFENHERR I T (R 3-26), ZRtOERBM & LT, AN TEEFH
RAEOBRBENREHR CTH L7201 (T1.3%) ZZ%F 2% <, RWT [EihE e mAs
RBBFEoNsT7eH] (36.9%) Lo TnWD (KM 34), —J7, MEAPMALNLTD) &D
AT 19.3% I8 £ > T\ 5,

F 72, RBED DA R ~ DR HIE S R A - WA R R F R A DR FERBUS DOV T A
DL, Al by BB ~OFAEREFT ~ORLDPHR SNz, £72, FERAELS (2
DO OENEERT) ~137e< &b THIFR~DOFEREH., FAEREITLS (EIMER) ~i3b 7
< &b 1MERRA~OEEDNHGER SN (R 3-27), Zto LM B L LT, NEEN TEEY
FIREDORBEDKIEH CTH H720) (7T1.6%) T HHENEL . RWT [EfE e R
FERDPEONDTZD I KO EARMZ ONDT2D] & DRIZEIZIHIC 261%TH S (X 3-5),

7% 3-26 SMHHEBI~DOFEFERE K O ER TR AES (B FmE) ki)
ZRthiaR 4 Tz thESL
S RIUEFEMGR AR ST, UGTIAL BRI, SR YA AKE (G-band,
FISH), YA a7 ¢ Vilifs -, CYP2CL9 R T2/, o-H T 7 b ¥ —BiEHE,
Quta AL, BRCAL/2, NIPT, SEIRIEEIG B R F1d . PMP22 s 1 HE (CMT)
DMPK &5+ Y E'— &
MEN1, MEN2, ALS, SDHB i#ifx1-. FSHD. Fabry j# O K@= AT |
SERFAEERE, Pnmpe R OJRRBE 7T, I b2 KU T,
ZOMENHE 54 | CMT (Y xba— <1 — - by — ) BE1. EREHEEOERE T2
FIEET S a A F—3 282, FiEEA—% 0 Y 9k, 7 ) st
X—F EERE. U TEEHERERE . CADNABEE T, BEMETRE R

() B OIREITL 2014 4 (2014424 A 1 H~20154E3 H 31 H) A& & LTW5, FOfhE N
LUIRFN 36 B4R, NPO 2 BERH, =i vV —3 7 A 2 8E0. Zofth (KFIRBELIS D E SR 7
MFFEBRR RN, RS 3E) 4B CTH D,

(78) RREITEE T BERE OINBEFCE LS Miskioxt L, W& eX L2 R EBA K OVE ORA TSR
BETHOHEEOLNE DD 3 OF T, FRtHEA K OE a4 OFRADOKEE Lz, Z0
7o, BTOERFEEICOVTIHHEIN TV W LITHEENLETH D,

() LRLSMTBAEEORIZE N H - 1228, BE~ORFETITA2 <. BAREN TOEMMNE E - 1300 5%
MEHEIZ BT~ 230 & 55 A TV D ENORERERT CERE SN TV D SRS 5

() FZEICE, ERRLISMCHEAME R ORI 2 +hdh 5 28, [EINFEMIMEIC BT 2 550 £ 72 130 53250 2 46
ATOWDENOHEERET NS D | HiLhEsk TITh TV D ATREMER 5 5.

IR E AT « 15

71



(%)
0 20 40 60 80 100

BENTEEFHREOREDLS
KREFBTHH=H

ERECRERBRNGONDS

ERANMIZ 5N 51280

Z 0t

O] &
R (n=488)

X 3-4 BRTFHIREOZFERH [Fk]
(T8) ZREACHEBE (HMEZ) ORZERE () ONRE LTRLTND,

* 321 HMBEEBEI~DEREIE KR O L EFERES
(RIS R A - AR s ) [ebe]

ZeREht a2 FleLitmEs

EGFR., ALK, KRAS, HER2, HBV V= / ¥ A 7. %&£ PCR, iR EE TR
. AMFEF A 7B G ERE, M-ber, WTIMRNA, 7 7397

[EINf AR AT « 13

HER2, EGFR, MGMT, C-myc, HBV U 7 /L% A . PCR, HCV U 7 /L % A 1 PCR,
YA AT BT VA DNA, FREER S B AT

T OMENHER : 7

HESMERS (483) 1 | OCP (Oncomine Cancer research Panel) i&fm1-fgtT

() B OIREITL 2014 4E (2014424 A 1 H~20154E3 H 31 H) &R & LTW5, Z DOfhE R
Lt K6, EHRHER (RZELUL) LI CTH D,

() APFEITBE TBHMRAEDINBEEE L&k loxt L, 2l ER LR B KO ORArxS
BARTFADHEDOZ NS DONE 3 DE T, ZIEEHESL K OETEREL OFLADKEE LTz, 2D
7o, BTOEFEIZONTHBEIN TOWARNWI LITHEERLETH S,

HENTEEZHREORES
KREFBTHEO

HAMIRA NS

BRELCRERRISFONSH

Z 0t

EE

=

(n=341)

4 3-5 {RHIIES TRRE - FEREE TREOETLEN [FHk]
(T8) ZRESehB (HmEE) ORZERE () ONRE LTRLTND,
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2) B FEEREDREERONRR

TR « PR PRI HEEATR IR, (T - PRSHRNE S ONE Ry Br A SUBR RS HERE R 2 i = 2, &7
J LEWREFEBT 57O O A BRI E - BRI L CHEtEST 2720, 157 AR
FREBHEE GBS ) KO 17 MMERE AW EREOFZRALHEES 27 7 5 — 2| Z5%T
et atEd T D,

RSN 2006 427 Al E D Lo 17 AEBESMERZRSTRIED LD &
W 17 A EAWEEREOERMEHEES X7 74— TlE, 7 AEHE HZ0E
DRtk & L CEE FEERED MY - %ﬁ@%@ﬂ ﬁ@ﬁﬁ&%&bfréhfw

Z ORFHIE T 2 HEEEERIE ML O 720 SRR 1T 2 BRI AR OB %ﬁ@hﬁ
B L CERM LR RIC O W TER T 5,

a. mBEMLOEHOEE

JRPRIC BV Ol a1 BhE MR & Elii9 2 B0 A R (21T 2 S ) LD 7= O BGEIZ
DOWTCHEEHT 5,

DRENZ BT BB 7B A 2 F2hE 3 5 gk O 58 2 RGET 2 72 O DNE & FikIliH
WL, FREFEEFNEENE AN A RERRREREER SRS LY TEEFREEREICRET 5 AR
JRARA NS TG 7T 4 %« A RTA 0| BRFESATWD, ARAHEE O@RBIL, AY
A RITA NBH SN TOWDEINEEZSHBITER LT,

BRFHIRE K ORI EE R - R RR R FREOWTIOSE | Wt IT 5
B A LD OOEREE LT TREGIZEET 22 TOFBRELE - RIFEL TS, RWNT
[Ehid 2 RADSHTHIZ Y PEFEIZONTOEHRE LEHETHE L TWD 125 T D %
<7poTW5 (X 3-6),

13 http://www.jccls.org/techreport/bestpractice _guideline.pdf
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B/EE

=
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() B EFHIRE 2 T 2 REMR O WE 2R 5720 ONA L HIECOW T, HARRFR R
WSy, D FEEFHIRAEICR T 5 BERFEIET 5 OECD U A K7 A v ORI % X,
WAF LoD, TEETFEEREIZETI2ARIRNANTF 7T 42 - TA RIA4 0] PREINT
W5, RAPHEEB OBRREIL, RAA T4 ICHEEINTWLINEESZITER LT,

() EEOEE - LR E L OO E. 1 DU EOEE - BEAHT B W TEHA TN TV D551
B hLT,

b. BEFRTDEIENET HER

FBEIZ BN T, BB TN OB E N ED K 5 B ZH LT D 0, ZDORUIZHONT
MARERNCEE L. (X 3-7),

BT 1T D BB FHIMAED EIEIZH 7= 0 | MEIELSNCIE, BB T O L EH G T
Lk E LT T2t (21.4%) Z230F Ak kb2, [Zofth) o BlHEZ & LT,
BRI 2 28 20BN %< 72> T b, [Zofth) LS Tk B s O RERtE

(WI#%) | (8.6%) ZEDEHENZHEN > TUND,

— 77, R G R - R ARSI FREDOERICH 720 | BT O E NG
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[Zofth) 72> T 5D, 20O OABEIE E LT, BIRRAE AR Z 2T 5 HB3 %0,
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PWHCBT 2 Yt idr ) RO [3EFRMINE R A O MRS TR A ) D EREH I >VW T

NIEERMTH S,
(%)

—B& L TIBE 2 RETIUTo b ooeTEaT,

87

A4y T, EEEBRR LT BAE L I E AT R LTWE, 72, B vkl 7T

IERRCTEIEA D ) 7R E LCE LD, BEZEE LTEBLIZLD, BHEZRED



e. 134T bHEYDTEHDEELHY V) VT HRERRE

ke B 9 LRFEREERPL) ICBIT D, L7 74 = bbb OFEHOBLBEA 7
T U TRFTERIC OW TS 5, AFHED 5 BREMAERPE) (X TRPil OWNET
H5,

bl O [9 BEFEREERRE) \CBID 127 74 b= OO EIEh v &
U v AT ERE (P E) 12, EOREOREICENTH, REMO T BREKR LY E
{7poTWd (F 3-32, # 3-33),

F 17942 OV OBEBH T Y THPTERE (FPRAE) 2OV THD &,
Dpbel & 19 BEEEERE SO TIRFEALEVRR SR,

¥, REMOBEI D Y o TR OF/IMED /NS WELH & LT, BIOZER TR
BT COOREEZTD I —ANGHZ ENEZLNS,

# 332 774 B OVEEOBIEHI T Y v T RRETERR [FEPE]

BER (BfL:53)
=/ME RXI{E Rl
BB TRBEOZHICETIEEFNRE (REMEEEZRRC) (n=74) 5.0 180.0 60.7
RiEMEER D ZEICE T 2B EFHRE (n=65) 0.0 2400 67.6
SREE-EBEEEZ0OZHICETIEBRRE (HAERMZEERO (n=61) 0.0 1200 490
HARTEZIRIZBE 9 5 B FIRE (n=56) 0.0 150.0 52.7
AT RS DEFEBGFRITIRE (n=34) 0.0 90.0 4638
BmE% (Bfr:53)
=/ME =AE R {E
H—BETREBOZHICETAEEFNRE (REMEEEZERC) (n=75) 10.0 1200 448
KitEES D LI 2B EFHRE (n=65) 0.0 90.0 41.1
HRREE-EEEEZODWICETIEERBRE (HERMZHERO (n=60) 0.0 90.0 396
HARTEZEIZBE Y 5 R B FIRE (n=53) 0.0 90.0 343
A EHRE R 5 D RFEABERTFRTIRE (n=32) 0.0 130.0 406

(B) BEFHRAED S S [LE-BEFREODENICET 2 BEBFHMA] 128 KE - AMEESED
PWHCB T DR RO T3 AN RS O MBRRNE R MR 1) O FEHEARHIZ OV T
Nl TH 5,

(JB) 774> MR, BEEERE LZEAL 1MEI T P LTS, £, B vrtv) 70
IR TR T o) IR LTEM LD, AEZIRE LTEBLEZ LD, BHEZHED
—E & LTHIRIEZERETI T b OO TEET,

(1) BPOMEIL, FREA (BHOBERRSEN G D 5A13F OFHE) ChRAME, f/ME, 9REz it
FLIEERTH D,



# 333 774 NHTYOVHOBIEI T Y T RATERER]

[ 5 BFrERERPL]

RERI (B 5)

Fx/ME =AIE P R{E
BB FEREDORHICET L ERFHRE (RKREESZR (n=53) 20.0 180.0 615
RIEEESE DI 5 EEFHIRE (n=46) 0.0 2400 65.5
EXRER-LBEEEZ0ODHMICETIEBREE HARZHERS (h=47) 0.0 120.0 519
AR I SR BFERE (n=42) 0.0 150.0 55.7
4SRRI DMENEETRITRE (n=28) 0.0 90.0 456
BE% (B 5)

Fx/ME =AIE P R{E
BB FEREDOZHICET L EEFHRE (RKREESZRS (n=55) 150 1200 440
RIEMEES D WICE T 5B EFHIRE (n=46) 0.0 90.0 397
EXRER-LEEEZ0OZMICETIEBREE HARNZIERS (h=47) 0.0 90.0 393
HARZHICET SR BEERE (n=41) 0.0 90.0 347
4R R I D MBI EETRITRE (n=27) 0.0 1300 389

(F) BARFHRAED I H TLHE—EEFREDE

NRIEBTH 5,
(FB) 7 74 = MR, BRIk L=85E

HLIMHET T P LTWD, Fiz,

BTIZ B 2 BAR PRI AL (200 REE - 400
SN D et ki) KO I3RS OMRIES T ITR A ) O IR

IR CHEEI DBV TMEE L TEB LD, AEZEE L TEBLIZLO,

—ERE LB EFHRETIT o booeTE2E T,
(F) Rh o, WbtEAL (ERODERERH 55
HLEMERTH S,

P ESE D

DN T

@ﬁﬁﬁyt)yﬁk

EHFZED

BIXEOFEIE) THRAME, HKME, PRIEZE

f. BEDAVIA—LFAVEFOMBELEYVSAIY M. AERICEHEZEZL

02410 MK

Dbl KON T[99 BREREHERPE) |
Lim7 94 = N RIE#L
LEFERMERBE 1% TRkt OWNETH b,

ﬁ@%bt774i/bﬁ

BID, MEDA T r—Lb Farky hOREGE

(COWTHEHES 5, ABHEDT D

RilE) To BRFERREERET) OV IFRbEE b, REDA Y 7 r—L Rarr hOM

Ba Ly 74 =2 Mux THARTZ I
(B REDZI

T DR RAE) PR £ <,
BT 2 BARTEROMRA (GRS 2 <) | TR - ATEEES OB

(BT DRt A (HARBWZER<) ) &hoTWnD (F 3-34, £ 3-35),

Fio. AEGEMIE RS OMERERES TTiR ] 2B BRI T,

LT IA T IR —ERND I ENbnd,

[ER=¥C:

W THE—i

(Zml




# 334 A7 —2FRarty hoORE B2 742 M [REbt]

A TA—LRAEIh 1HEERHFVD A2 T+—LRAY 1ERH-YD

DEIFIFATUN
(F%0

U ORE TS5
TR0

FHfE
(#%0)

B
(#%0)

%;;ég&i% PHI-E T SREHIRE 3,854 (n=72) 5353 56 (n=72) 0.78
R BE OB SRIEEMIRE 702 (n=63) 11.14 8 (n=63) 0.13
gff;ﬁiﬁﬂg: f DBEIHT HREME 2524 (n=64) 39.44 5 (n=64) 0.08
AT 2R B ARE 6,263 (n=56) 11184 29 (n=56) 052
BRI DRI T RIS 1393 (n=50) 2786 0 (n=50) 0.00

() BEFIRED S L [LE-BEFREOBENCET 2B F0MRE ] 200K RY - AJEEESEO

PWHCB T DR ) RO T3 ARSI O HERAE R TR ) O EIEAHIZ oV T
NRERMTH D,

7oAy MInE, EEEDR LI-GES LEI Y LTS, Fi, ﬁfﬁﬁ‘?‘/ﬂz YISt
IR CEEI T o /MEE LTEBLZL D, BEZEE LTERLAZLO, @HZEO
—BR& LTI RETIUTo b ooeTEaT,

(1)

# 33 ArT74—bLRartvry VoS fEZ A Mk

[ 5 bRFERRERPT]

(7F) 1

(1)

AV TA—LRaAvtoh 1ERHYD

DERIGITATUN
(F%0

FHfE
(#%0)

AV TA—LEAY 1fEERHTI=YD

T rOEE IS
TR (HRED)

FfE
(#8550

B—EETFREOZHICET 5 EEENRE _ _
(R B ERC) 3,252 (n=51) 63.76 23 (n=51) 045
REMESOZHWICET 5 EEFHIRE 500 (n=43) 11.63 2 (n=43) 0.05
REREE-LEETZOZWHICETILEHFER _ _
& (MDA 1,236 (n=42) 2943 5 (n=42) 0.12
HAERTZHICRET 52 BAKRE 6,067 (n=40) 151.68 9 (n=40) 0.23
HREMIE RS OBEMB R FRITRE 829 (n=38) 21.82 0 (n=38) 0.00
h%%@ﬁ@j%fiﬁ BATRBOZKNICET 2 BEFEORE) 12 6KEY - EFHEESO
BT B A YL R RAT ) R OY T3 A5 R A O8N BAR fATRRAT ) DO EfEIREIZ OV T
M Th 5,
T4y MNNE, EEERR LIS AL 1E AT LTS, Fim, E{ﬁﬁv‘/tuyﬁ"

IR Tl T ) T INE

90

ELTERMLEZLD, BEZDEE L TEMLEZLD,
—E & LTHIEIEZ5ERETIIT o2 b o0& TEET,

EHFZED



0. BEMAE (ZXRMAR) FAERINI-FH

B2 D & > T2 JiBE D 9 B 9B5NDIRFEIZ IV TERFEHIFT R (CRAIFTA) Z/&EBR L Twn
v (K03-19), 7o — FaAEO B HRRE HIE, B L2 H IR, BEAETR (2
WEJETR) R SHhIUT, TR 2 v 7 BRIRAZ v 7 L THREL, ST S £
TERELTER I 7 7 o LV RAETRIT 57— AR R Sz (& 3-36),

»5,7,5.0%

EEIEF=IE
7L, 133,
95.0%

(n=140)

BJ 3-19 RFEAVATR (CRPTA) 0358 AL S AL S o5 O 04 [k ]
() BEFMRED S H 11 BE—EE T REREOBWHNICHET 2 BEENRA] 2R - AREESO
P e m A RO 3TN RSO MRS G TR ) OFEEHIco VT
nrEMTH 5,
(GB) 794 =y M, BERESER LZHAG 1MED T P LTWS, £z, EEIv k) 7
IR Tl Yo ) MBS LTEM L0, AERERE LTCERLZLO, @HZRO
—BRL L THEEZHERETIITo b o0& TEE T,

#* 3-36 WFEMPTR (CRAIFTR) %2R S Baosmpl [l

HEFHI 2R S 5D . WIAET OB A2 E D TV D L0 S [BIEBIXLL T O

WY Tho,

® TV V—Lh NPV SRR RIS — 7 o RIZEE LT, BAERTO T T
U T RICIZEBWT, BBMATROMREMNEZ VIR, F10 7200 E D hOFR
PEMNTWD, BIRMFTANRLEIIUE, T2y v 7, BIRAY v 7 LT
WL, HFMTREN, EOFEREEREG I T 7 L AETRETT 5,

o MEREMPTAN R INIIT, T AL v 7, IRASZ v 7 & Tk L, HHT &
D, EOFEREERRFT D (Bl 7 7 L ZET)

® HREMHEHMM COMAIIMRG, LEITS LT, FENmEZESITHRATRZIX
PIRTS)

® MAATOHM - FEXFEICHWT, MBI AORROFLEOFEIOVTOER
B AT > T D, HERRHLOLGAIL, MREMFEECLNT, T M A
B T RENTFTEIC BT 2 fHifaet) O3 D8 D (4) OMANIHEU -xhita & 2
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4) BRIZHEITEZA I v ABREORK

a. FIVIABREDER

I v ABRBICOWTIL, EERRV, DL RWEDEIEND I b HE S,
(=®) 7 AEHR, bT AT VT h—L, TaTd—Ah, AZRO—L7 EOADLE
IRIERORERA RN (7213 E) TH D L ORIENEHEN O FEE LN (F 3-37,

# 3-38), A v/ AMBDOERITIL MRRIZ L > THEA R BN H D Z D2 02 5,

7 3-37 A v I AREDOEZROH [FHi]

® Uit CEIMA RO H D [F I vy Agdr) & L, Bkt —r o —
ERWZS 2 AR ONNT A7 Y7 h—2 (MRNA) ORERER) 70 B As 1T

O 7 ARHUNRIEIR EDEMT X OETEEN L, T ok - Bilst (7
J L) RN CER LN DRET — X

o HIZTFZELEDS ) AEH,. DNA X F b/r Yo v/ 7 L. Non-coding
RNAZEDNT A7 YT h—Ah, TaTd—Ah, AXFa—L7zEOFANDAE
RIS A REERACIE L, 25 2 EICERESIT 5 2 L1 & » TE A O BIE,
FIEL Y A7 5l ULIREIREE =2V 7T LIt 5 50

® /A FNTUARZ VT M=, BHANZRMEOMR (REGES7R E) KA v
THART AT ADT Ty N7 4 — AP SNAURERT RERELE XD, FEh
IIMETHEETH 20, FEMAIOBLBEI Y ) v 7, FEfigOT —Z 0, K
WA T ) TRENN S DHERRICIRET HRE TH D,

1. BT V=LA, 5% BBREL L THEE D, B, — KRR SRR
BETHELERDIBETEEDBADT ONRWGEEICIE, ROFERE L TR MEAT
DLRT VORI ORETHD EBEZTND,

A1 THERBOFIK L AT LERERLONSRNEAICIR, &7 MR LERS
Ve LMLEHEONRYT U N (LTARUT U hEEDT) ZRE LSS, £
DERERENCETHI T 2 72O O F 72 FENBIEIL /2, TN RRRES i S
AT, FHITRETHD, (HFEL, 20T — X=X 5T 5720121,
2 DERESAE TIEF) RFOBANRSKEL R, EEF 7oy =7 bE LTH
HFTREXTHY , DTC & LTYTo TV DFRABEEDOEEN AT 5 Z & I3l TidR
V)

3. NIV ARV VT F—LFTEELWA, 7V T ORIEWNENLE X TRIF M
FEETRERAL TORWELETFIZOVWTIRETH 5, b L<IE. Biopsy Ffff
UIBREEANEH CTE 5 L ZITR BN D, R - AR, BREAEROBRIZIZ, A%
R LD, FEEICB LT, MR E OBEDOELE LR b OMRGE
2%,

4, 7272 L, EREAHAERMRA L LTTH O, #IETEZR,

5. 7usAd—2A, AX RO —LIZONTE, KEZ EOENRMERTZD, BEin2
& LT b L TR 2 FRIZIT AR 0 iz <y,

N
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# 338 I v I AMEBEDOERDOE [FAMAET]

& — RO RS TIEel, ZHEMNLOYORITNARERIRE TH D, ST
LR EE AT I T o T ey,

® EFE L VRIEMINIONT LT — %% b L ICMNcE K )i LB 25, AlD
REBORBRIZH L, 7/ b, ZUoTE R E0RTOT—& &0 FHx
v hT—7{b L., W M

® Jife - BRI A TR, BEIZHESTRE - IRFEZBIE LI2RE

® A IvrAfE OEFRELTUL, —o0REZTIC, THEERY £LOTUTD
£ DR S NI BN % RIRFIAT WS O T — X 2 2w+ 2 b D &
BEZTEY, 2O XD BRNTITOE R H 0 REERIISH SN THNDEH 0
EIEEWVEENEE X TS, 728, BEFOBRMRA K A7 BEMmA L 7 LR
BTROA I v 7 ARENEMHEICERSIND Z LR RAESTHEDNLTWD Z &£
LIFFIZHMTEIZAWED ER>TWVD, (THIRY EEDICBITLIERE : I
7 AT - AARHICAEET % DNA, RNA, # V87 'E | (R T AR OMEFRT) 7o fif
#r.)

& L TuTFd—Lh AZRu—LOLRSTIEREAWNT, BEOTH, 2
Wriai, THROEEZRD D720 DREMICIH W TIERIZERITIL TW RV, 7
BT TR, RFURAZ VT b—Ah, TuaTh—Lh AFHRv—LOHER (1
AT 25 ) R & L T2 SICEA+T5 2 &

b. #IVvIAREDEFKMLGERERNE

A2 v 7 AREO BRI BN & L CUEEREFT S ORE TG TH -T2, — .
JRBEICEBWNTIL 20 UL EoRIE N H Y . ZIETITZR IR E LT ThIuTnWa &
D7p < Ipey (3 3-39),

# 3-39 A3 v AREOEANEOH [FEHE]

® (L2 DT — 4 > P —HiSeq2000 % f L 7= DNA OfEREAfRITIC X -
T, FRE R TR RSRBEM 2 B4 58 FERORE IOV T E i,

® U Ladk— NeHWeas s AT Z1T, BET 286 AR - 2 A
EL, BEIY A7 A7 %52 AW CEERISHIZEDY fTe, 2HIEHEARERIFIEH
FEERE D D OB CRH 2 VTV 5,

O NHIAD A 2R v — MMEM (L a— | HERET E O AT AN, B
O HFTERHE) .

® JNHFRERE H - A X R I 7 A& RS L OJLFEME L LTI,

® KA T A 237 A% Sweetblot ZH\WToHMr, #H OIS,

® DAKMBRDEFHBLT v 7 7 A VMY (FEdh4: CUREbest) % BEIRAFFE & L T3
L7z (At Fhi) .

® (/L X7 HighSeq2000 (2 &5 =2 V—Lfiffra, 7/ LKk CORREE R
HRFATEIEANTE) & T IS,

o ABHFIMFICIV LY Y Y —LFD~A 27 1 RNA fi#tT, Total RNA fifiHif% D
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FEMT IS OMFZERT (B2E) (TIHE, FHITE - PO BhAE 2,

® [(LiEHEZ X7 BEH A MR CE ERNT 5 7 T4 a7 A% BT ENEERE
EXRICFEmML TWVWDH, AA— 7y METHLE L MALDI-TOF-MS THE &%
it LT\ 5,

o NARKIEHME L CAEEME, MENAMBEOMT. (E ORI 2 — 55
% FEht, ARSI FENOEIRIC X VIR CIT- 72,

® RFEEFHMOHAI v~ N7T7 74— HEoirdsad Mo T, IMIERGOM, #EiK
TAZ R — M7 Z, R~V TER, Hikix, BEotr¥2—o7a ha
AZIENFE R, BRI RERIC X 5,

5) XML —7 28— (NGS) OFRAKRF

WA — 5 o —DRAIRBUT DN T A HFEERACHEE Z R & 2 A, 37 DFFFEN
W =T =% RA LD 2 &, Fo, WFgRE, K5, SRR RERE, 44
RS [ZB T DD ERE S L7 (R 3-40)  IRHEAR S — 7 o — OB FEIC DU T,
Illumina #1:. LifeTechnologies tt, B> = « XA T 7 ) AT ¢ v 7 A8 AMEH ST
%, FROBY, £HfE2Z HWcBEEFEERENFHINTND (& 341),

#£ 3-40 WK —F Y —ORAKE - BE&OHETEE [REk]

- o e 1BHEYORRBE (B ZLmRR)
— BH |y URORAMM (R BUERE) | o omidss. FRERAQREEE)
| = | K2 | S8 B2-3m| BI=1 | Al | BT |#rAIC
FRZ | o | semn | TP FEE ol | T |2om | m |imuE| REE
. . 1 3 5 5 8 0
MiSeq(llluminatt) 25 26 9 11 2 3 1 1) ) @) ) 2)
HiSeq(1500,2000,2500%F) 1 0 4 3 6 1
(luminait) 1816 5 ! o 0 o () @ o @ o
Ion PGM(LifeTechnologies$t 9 1 2 3 3 1
(;i"y—;r:*z){)‘y‘/‘v—"j"fI/T{ 10 12 2 7 2 1 0 ) ) ) (0) 0) 1)
Ion Proton (LifeTechnologiestt ] 0 1 2 2 0
(P—FETvIe—PAIUTo 6 6 4 2 0 0 0
b)) 1) M| @]
GS junior(AY B ATH /R
F B R (BE)) 1 1 1 0 0 0 0 0 0 0 0 1 0

() S MRisx L, EHSEEOSWRERS —F o9 —3 aE T AR ULV SRR TH S,
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K 341 KR —7 o —Z W ol s T BEE R A O BARR 22 52 ) [File]

A &%@a a% EEFEIERE D B )

BT/ L—DIVR MRFREEGFORE. BRAEETF. MY

FU7ROELF2H. RETHOREMES SRBEERE, £XEH
%, ffifEEGFR, KRAS. ALK, RET#A:&E MLH1, MSH2, MSH6. PMS2, %X
HAETLE. ML EBICET 2RBNEGTFRENT. YA —RA

A=) o—0 T X (BEAE#IER BT F113&EF. RHEEFE
ERMONDIBERESE) . TVV—LERT (BMNECFEEREOAND D
EE.FRRTHOREHER  SRBERE) . AVITILIVFRE. Fv
ILIE

BRI DB GRS HEBR B TEGT - MR T 498G T - TR/ NEN
FEAGEIEF DI—7T YN o—O T R AABEEEEFERE - 188"

MiSeq(llluminatt) 25 2

(=2}

HiSeq(1500,2000,2500%)
(Iluminatt)

Ion PGM(LifeTechnologiestt

YA 0 grpn BARBRREETFIEETOI—S v~ IO B

. MERFRREREEFORE. FyrrLK. #EHLDEEDEGTFRE
Ion Proton (LifeTechnologies#t BE A R REEF6EEF DI YN O—O IO R, v)La—
(—FT4viv—HAIoT1 6 6| —b—RRDEEFEZH. BHNOEEREECFOEREDNDEERE. 2
J499%t)) W R EA D R R B FRER

GS junior(AS - HATH /A
TAVIR(HR))

-

HLAfZHT

() B Miggioxt U, FRAEEOESW KRy —7r o —3 AL T2 ERTERRIc L VSR FERTH D,
F7-, FIRICHT-> TOERPEE LT, UTFRER->TWNDS (F 342),

# 342 iR —F oY —oFHITH Tz > ToiE [Fbi)

® RIARNE, A AN (WFZEE D S 2 - R CERIRIE 7R TS 5) | 1
P DLRSTF IR E

® T —XDRAFERR - BEENIR FIEOMESNL, T — X OENTFIE, FERWRE O, #
FERIFT FLA~D S

@ VINU—RRE (77— BT T AT =T 4T BN T
= o OB O R BEE)

() #FhERIod L, AR LY SR REREORZE 7 TV ITER LT,

() BEBRER

1) BFEEREOERIRKR

a. EBEEFEEREBEOEROERE

FAERA T 2 Bs 7 BE MR A O FEh s O DWW T BT 5,

BUE, BB 2 i L W DAL, BEE R 73 ik (REZEICE
DLEEIE 73.0%) &> TWD (K 3-20), IEfsFBERAEL I L7 &3l 4
BHIERT D TEXRV ] FEMRAITIL 19 izt (19.0%) Th o, 72k, MBEICEM L=
ZERHDLN, BUEITZLTWRW ] O 2 JaeZiZ- OV Tid, 2014 FFEE IS L TV 5203,
BEIIAT - TR,
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ERELI=Z &

{.SHRLERETD

FREILELY, 19,
19.0%

|MEE, 1,1.0%

ERMAERETE
[E7EVAS, 33k E
ML=\ ERXT

N3, 4,4.0%

BEICERELIZC
ENHBH. BE
[ELTLVELY, 3,
3.0%

LTS, 73,
73.0%

(n=100)

3-20 B FEEBREOFEROFE [FHARAR]
() AN L5 Efi % &,
() THEFEERE 13 EEZORE] RO [AHIEEETRE  BERRERE) 28T,

b. DEEFMRE] FE IFEREGFRE - REKECTFRE] OXREEZBLD
a8 &R

BEMER CERT S NEEEORE] 7203 HESIEEEHRE -« BRI E G R
D FEREHFEE I AT DWW THEEPES 5, A O FEHEIL 2014 2% (2014 -4 A 1 H~2015
£3A31H) ZRRELTVD,

AT T 2 B s 1-BEEMR A O EHRPUZ DN TH D & EEIN TV DHRAEDK
PAL A B TR - FEARER TRECH D (R 343, £ 344), TOMmOBREIZS
WTh, FEME L TWADRAEMRATT N —EHGEEO b b,
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K 3-43  BARTFAURRA O M s E e O S5 (BRI [ E M FT]

BEZ HEEA AN SNEREEE
MRS | R ®REE | R | ®RIR
(n=75) WA | &R | &R | EAN
1. B—BEFREOZEHICET 2 EEENRE 8 1523, 3,252 1 90
56 R ESOZWICET 5 ETEMRE 4 0 270 0 2
56, HARZEHICET 28 EZNRE 2 0 0 6
2. ERER-ABEETZOZHICETILEHFRE 22| 32915/ 13,077 530| 7,857
OEB(NI?TH)EEI@)%( T EBARE (REREME EINEEZNR 9 ol 12194 ol 8362
3. £IEMIRR R DOMEE L FRETRE 3 0 155 0 0
5% . HARZEICET 58 E2NRE - 0 0 0 0
ERISEHZWHICET2EBEHRRIIOETENRE MLKAFIZED
4. EH|IZxt 3 AREMECRMERFRICET 5EEE (SNP %) %55 11| 20,800; 7,126 366 30
BIEEHRE)
EEEEREOERERZE(ZEEN) ZSHICHT 5 E8EENRE (FE
5. FRiE. BEE. £ FBEROVRAIZHICAVLONSEGEHER RS 7 0, 4421 0 1
BIZFPHRE)
6 S5 USNDOBEADEEZEICET I ECEMRES EHDYRIL, &R 9 ol 12003 0 46
CBEFICEAETIEGHEEANIELFNIRE) '
- gg@*ﬁ%t:a‘sﬁ%i@éﬁbﬁ-—/ LYEIVNERRT SEEREN o 36 46,930 : 67
ERZRITRVERESNDECRFHRE CREROTIREBERKRHARICHT
8. ZEESMRE) 1 2,000/ 7,800 0 0
9. HF%E (DNA #7E) 1T D EEEMBRE 2 455 0
10. ZDfth 5 0, 2091 0
(7E) BEDOFEREIT 2014 4FFE (201444 A 1 A~20154E3 H 31 A) %4 & LTW5, KEHIC
RFAH CORZEZEIH L TWD 7D, HEITHEEE L 72> TV A RN H D Z & _%’%‘ﬂ“éﬂé\g
N5,
344 RMlELTRE - WRRR G TR O S e O OSR SEfE -5 (FERI)
(A=A ]
wmE BN NEREEE
MR | RER ®RE | R | ®RER
(n=140) | @A |@EAS | EA | BEAN
1. alfE/ Yo R\ EBERUVERESOZEICET 2 AMREEFRE 17| 284394, 14293 3,059 58
BAmfE/ Yo ERVERESSEOZEICETS. mEDOZKICETS
2 s ia 18| 281,773, 1329, 2039 0
3. AR E AV -RENECFREITRE 4 314 790 76 0
4. BRISEMZHICETESABELAV S ABEL FRE 12| 105881, 12,150, 4811 0
5. RRRECTRE 56| 5,351,500! 3% 65316] 60289, 2,162
(X)) MAEOFEREIZ 2014 FEE 0144 H 1 H~20154E3 A 3L H) X% L LTW5D, ARMICIZATHE
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