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EORS BERF LA LT\ 5 0 2 IR0 BEAIRRE, BT L3RR, (RO, ek & Rt A A
S5,

2.7 BE®RTOER
—UEEE, UGARE (BailE, RIBOGH, v TIEEMRL) OREICOWT, By, B, 77 ' 25,
LZRILPEROFIE, BLOSAMERD 2HEELOFIEEED S,

2.8 #HEH

WEFORNAI LOBHE, MEFRELED D, MENRIL, 1B, PR, fETHY, MROMRICEEL
Gz offaate. PREE, &EHRE, BlE, STEREEZITIEE, TAXBHITE 5.
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2.9 EHIATL
BB OB ZMEFFT 2 Z LICHRKRIREE LIeN— o =7, Y7 b =TRETS.
VAT LERMT LT RTOEBOMERE BH TR L, FIEOT 7 & AHIEROEAERIR & dEh 4 5.
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1.

1)
2)
3)
4)
5)
6)
7)

F28 FEHERE

BE - (EERDBRE
AR X AR OMI A MG & T 5720, BRI ORFEE T TEEICEE L 2Tl 5700,
BEREMEIL 2 ) — o _UFNTIT .
BERIImALR, v A7, PREERAL, FEALSETED
R NI IIEE & RO,
RAENOVGY & AR AL T 5720, MENCFELUINOREE~OHAY ZHIRT 5.
PEFED TN OO FIETHEVE YN AL S .
LW, kR, BLROBRNL, Mgk 0L e L2 M7 5.
—HOEERTHRIZZ V=0 XU FORMYT 20T L, ERT — 7 V&R LIEEA T V2 — L 2 EET

2.

8)

2.

FRANZAE 3 2 KA £ 72130k &35,

BREOEM
2.1 BRALEKEEORSE
@W&&ﬁiéﬁﬁi/&% KEEORLENE, RIEOVERELZ MR T 5. NMgS A AR =N H 555,
KA PRI e ~EDICHER T 5.
2.1.1 ﬁﬁﬁﬁ%w%ﬁ%ﬁﬁ%
1) oA RYE (BEES, K4, M, £F0H)
2) WiAfEH A
3) KilEHoT (EFRHEREAL 72 132KED |, IKIEEMKA
4) WAMEL, PREH
5) MAIHH
6) ERRZWr4 £ ITmA R
) BRIRPTA, A, 1R
8) “HHERAHIE
212 BREEKEE . EEFHRE
FRITMZBEFHIRRE TIZUL TOHEDNTZH SN TND Z L 2R T 5.
1) FERESFE R
2) BREMEL PRECA (HAERTZE Cl3ERiE L)
3) WENBEA Y Y VTVEZITTND
4) AT F—AhL K artr BTV

1

Bt ) o BBRERICET BB IO T o) T OREEZRWT, k5L MR A RV IEL 2N, B

FREEZD SV AELDLEFHH D NTOEMMEZRET 52 L2382 &
PAYT LR 3y b IREDN, RAEIGRICH Y, HYEMOOREICHE TS Fa R e % T, TomED I,
T, WE, S, MROBRTEROCTFRHS AL AR R E2H8EL, ARERICESW TRERLHEIC W TRET 22 L.
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5) MME O R4 ARG TRE R EA LS UMA ZAMBICERET 256818, FICEEEZH .
6) HARTRZIr TITAEREEL

3. BRAHDER

BRI T R CEEPICERIL, TR MASRICIMA LEEERA GO 5. REZEBHICEET 5551,
MIEIZ T 24 RFRHIDINICER B 2 Bl6 35 Z LA E L. MlRZER T 5720, MIKITEE L IR s 2un. B
RO, DHTICHE LIAEADERTE 5 £ THERE 2.

3.1 Mm% CGRH#Mm&, BEHMm, RRRM)
AR ERINAE 3 D UNT AR RLERA L7 R ER T 1~5 mL £ 5.

3.2 B’

WorE & 2 WITIEHEDN D E BRI L, ~ N U LB U724 TERIT 2. fREUE, T 572100 C 85
T 5. TR BTG ONRWGEECARMIMIRIZ RN HEL L TV D56 1213, RIFMILIER T OO RIEER
AT LbHD.

3.3 U\&h
SARHROEIBR £ 7213 E R Lo iR, BERIE S 2 WI3iE PBS ICAN D 2y, RE/AERTHRS LoV —8i2a
HER LN K O ER L CEiRT 5.

3.4 ¥K

IR 15 BB ~18 B Z A, BEW AT A R T CTRIEANICA~NY VAL L 7-ERZ T 15~20 mL & MEEEH9IC
BELL, IRERABREICAND . BHARHEROMILOIBAZRET 5728, SREUE% O mL 1ZHY 750, A L7
NI EREE L.

3.5 FERAEZY
T FEPEWRE, MAME/ &E 1 g DA RERER L, JEREEEHIC 10 (2B OHUEMES 2 TN U7 BEViE e, B
T2 R PR AL TR T 5 .

4. FEEE
TR I IR S T2 T O ED RS HIEIIR D L BY TH 5.
1) JRESA & IR & OIRA, Bl AT 5.
2) IR OABIIRE E Ly FTITY, B0 ONLERICHE, BEELARV.
3) BHO L7282 boL E&RRY) - THER Lz,

P EAAL D NOENFEHRDIES, RIS SUIAMFZEFIEIC K L COMTIZIRIR L7220 L 912, ZO@AEHR @A Z 3T 515
WOEEHXIT IO RE, ROVIMEALEDY ORWERSFEMNTZ 20D . BEALICE, BRET EEADOBEHROX IR
B U 2 R T & il e AL &, SRR AR I R VR AREEA LR H D .
CPUBEEA~ Y o MU U A 20 LRI /mL TERT S, SR - ~R U U OA T 5 BALRTE/mL CTERT 5.
UM E-BUERA (100X)  :penicillin 100 HfiZ/mL, streptomycin 100 pg/mL, amphotericin B 0.25 ug/mL
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4) BYIAR LD ORI ATH, By FOEEZR Lotz nk 91245,

4.1 EER

i, B8, Voo Eiz Rl AR T, 10~20 % 7 IRV MIEGSIN RPMI 1640 55 % {#
T4, BRI/ —L by REEA L, pH7.2~74 TFE®, pH8 LI L THREM, pH 6.8 LLF Tl
BT HOT, BHEFHICT =y 735, PUEWEITMESSEREIC X 27552 B 1R 2 72015 s LN f#E
L, REROIIPTIEFERAZMZ S, BERRIT 4 CTREL, 17 AUNICERT . 742 I U030
LT VO THHERNC 0.3 %DEIATHEMNT . ZF I EBRIEICRET 258136 L, % AUN
RS 5.

4,2 BEEH

EEII2MEU Oy —1L, 779 RAaF 377 AF v 7ilBRELHH LT, 37 CDO 5 %REEH AwHEE;
FHEEBOPTEET S, BEEEEOKED GRIRESTFAHTDIZ 2 DOHREBIT/DIT TEEETH2OPEE L
AN

4.3 BERE
4.3.1 MK

BRFHIMRAE CIE, 1K 0.5~1.0 mL #5538 10 mL 2Nz, T YV > Bk 2EAICTH %
(phytohemagglutinin-M; PHA) # B8 IRICHRAEIRE 10 pg/mL (A —H—fROBEEZSROZ L) 721X
2~3 %IEEEIC/R D L HICIRINL, 72 BT 5. 5T, PHAIC X DR IMEREEE 2R L NAIE 2 —
EEDH0IC, 1H 1 EEEREZ BT & L.

T/, AMEREEEL THET 2854, 200 x g T 10 fEmOoE, WE XAy — Ly hCTREEZREL,
FRIMMERDIEAZRET T EEOAMER~NL » D 0.5 mL 2 8H LRSI 2, PHA 23N L 72 B R
T 5.
FeaBAdh 3 HH, AR 1~2 BEMETIC 7 U —0 XU FHN Tt I R4 0.05~0.1 pg/mL #00 L L% %
fkfe 9 5.
4.3.2 Btk HE®E

JRBIAIZ S A 2 Bs B S AT, B (—B0) 858417 9. BRI oMEIE 1~2x108/mL (2
PR 5. BRI TR 40 43 ~2 FFHETNZ 2/0E I R4 0.02~0.05 pg/mL N9 % . JEGHIAL O AR &
I ROFEEZZE L CIKEED 2/ I K0.002~0.003 pg/mL ZRNL, —¥riE#E T2 HELH 5.
BRAREN 0 ThIuR, Bbh 5 IMEEEBICHEDOE T, LS 3 B, H2WixZnll EoREEE T 5.
EHEIT 2L E I RE 0.02~0.05 pg/mL W00 L 72853805 T, 40 43 ~4 RFEEE 21T 9 23 0 2R O [FI R0
BIIARRTHD. Vo WEEE T, BMIEROEE SIS & & LPS (lipopolysaccharide) % 5 pg/mlL,
T RSN B D & &2 PWM (poke weed mitogen) % 0.1~1 pg/mL, 721X PHA iR OEE T
ML T3 BHMERICEY, EEHIICHER L-DMRE R CE 2548015 5.
4.3.3 1) RER

5x5mmEEOHMETZ v v —LIZB L, BRI, BEEMAMKE 2B BRE, SiRl7LS B2 A
THIEIT 5. FERN OIESEAIN A TX 572000 3. RE QMM e EE2BRET L0 mrfity v
272 ETHBEL, 200 x g T 10 s3fliE O L TR Z [N 3 5. DA OB AEE Y, FRERORTREREICHED
17 9.
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5.

EREE

b.1 IEE%

SFIROE DR ITIE, A OWREF A & LTI SN SREO R VE v LK R 1% & Tk
1 AmnioMAX™ (GIBCO) 72 & 24 5. FHH U7- 5538003 2 M LAPNICHE 4 5. S acigad R 1iafig
BN T LT20CIRAF L, e A LIRNITHE T 5.

JEFSALAR OREEITIE, 20 % ¥ VB VEIMIEASIN D-MEM/F-12 B &2 (4% . FUAEME 2814 5581
WEUNE L, REROITHIEERZMZD. ZVE I 2R UL L » A LINICHEN & 58125
LT, —80 CTHE L CiEmEIT 4 ‘CTIRIFT S,

5.2 MHEEHW
5.2.1 ¥XkoiEkE
25mL 77 AaFEIET 4 v a2 HALTITY. 3200 CTHEETLZO0NEE LW, Miasks b7
AUX 2 DIZ531F T 37 CD 5 %k T ARERIEE O TREET 5. MREENEIE Th H 2 & 2 F LB
TTHERLTEL. 2203 5E1E, VIBIOREIEASHIFIZ HIGEAEO T3 2HEZED. BESEL 5 %
ETHI LT, MO BIFIC /e D, BERIEE OMEN D RIKE ST 572012, ZOORHRIEE 7T 7255
BREE LWV, BINLESDBREIZR D581 A T, FIZ Ay 77 v 7llaoREE 2/l L Tk <.
FIKIL 200 x g T 10 43O 5. MEIX 1558 %4720 0.5 mL OFKEFER LT EEAZEB TS, hiEE2H
FilEL, D& (2 mLFEE) ORBKRE ANEELZHET 5. 4~5 H BICHIEIORRIRE A 5 & TlEiE
L, IRLTEMDS 20, ENTEEMSE CHIE A MR T 125, R OEIKE SR T 5. 2 ORST4A < HYFH
DSFER S AV WAL IR EICHAE L, FROFEREZEOMit 21T, UikiE 2 BIZ 1E], pEETo5#E
WASH A L, ~N—_ A MRTHIC D RERIK 2 T 5. WBHE (77 X alk) CEHEEO L L2 HNTE L.
EHARITEY A 7 OHEBICEFTH Y, MEEISFERIEN R CREOEKENE LS.
1) M#aE (77 2 aik)

26 mL 77 AaZHWEERELAIT) . HBEBRELZB LR EME L. an=—R =2 Lf5bh
HETHBRART D, BEETHIO 2~3 FFfFTNc2/vE 2 F%& 0.05~0.1 ng/mL @45 . RBREICET
DIREEE B L, PBSC)6T 2 FEWE LI-#%IC MY 7Y /EDTAT2 1%, 37 CT 15 SRR L CTHIEEL
TR M Z BRI 2D 5. 200 x g T 10 sy DRI B 24T, (KRLEICE 5.

2) EHHE

T AV abAWEBEELIT) HEERIASR—T T AHDEWNNIT 4 v v aDRmIFEEND 20 =—
O RGBT RS CRHER L2 D, BB L aa=—0NEHED 70 %I/ 5 CREEA T 5. 1%
T D 2~3 BERTIZ 21 2 R4 0.056~0.1 pg/mL it 5.

5.2.2 REHE (FEREY) DR
FOKDOBERBMEICHE L D, B OEAIILL T ORIEALE TH 5. BEREHAVIRILO T CRHAR D By < 1
REEROBE, MBI EES. MEEZEEMICAY I THEUIL, 10 mg OMEBICH LT, R TV

6 Dulbecco’ s phosphate-buffered saline WV UL, TR TULREG. A— b7 L—7WET 5. {ERE, WK T6 » HHE
.
70.05% trypsin—0.53mM EDTA 4Na
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/EDTA 2 mL /%, 15538 X2 L <HEREF L7235 37 ‘COMEEAM T 60 MR 2. OBk Ic
HE2#T, 2745 —E/DNase (%4[3{152875_’/?%7}[1 L7=PBS(-) 8 mL #/x, 37 CT1550Z &2 ;ﬁﬂ@]{m
ﬁb&#%90 TS 5. HOSBERIC RIEE T, BERENZ TR, BERODEERIC G2
T, 32T THEETS.

5.2.3 EFEBOEE

MEESHA AR X IR D F ¢, BRI 72 & ORESE LIS O Z B Br&, REEFME 2 M EHAZ D 2 Tk
(2725 F THIYIT 2. IRIC i o TR ISk O BIIG L Ca o A —8 &Mz (2 7 47— OfE, R,
B, QEMIIESOMEIC LY B2 d) , By hTHRWETFSZ LN TELETHIET D, 20 L Sk
D—HOFRRIZZ > T 258 1X DNasel 2z %. =27 7 —E OBERIGMEILMIE THE SN2 0W DT, 5
TR E Mz im0 L TERREZRE, BRIV EOERKREZINA 7 7 A2, 277 —B0Eilz LW
AU, BRIC A2 2 F CILD L7k A B8 7 7 A TP L2 A/ 8—T L TRV T, RSB L7 W
VEDOEIRZ AT, EEEELGT 5. 2~3 B, ML O M T & 72 HRERIR Z 0. B
B CHEE AR O A2 #ERE L2 HAE LT-IIEA 7 7 A aRmD 70 %REIZ/R D5 ETREL, 28I R
Z 0.05 pg/mL #3590, WM OB CiE, MHEERMIae & O IEF MR DMEALIZHEHE L C < 5 ArREtEns
bHZLICETS. BREICETOERREB L, PBSCO) T2 EWE LIZKRIC MY 7Y /EDTA 2z,
37 CT 15 fffRiE U CHRIBE L 7o & & MIa 2 8RE 1T D 5. 200 X g T 10 i O#RIC BIEZ T, KR
WFRZR D

£k - Bl

6.1 {ERQE

2k I PR DMl 2 FBRE IS L, 200 x g T 10 /oL, £ L T REZ RV RS, 0.075
M KCL OffiRik % 3~5 mL Nz, Mldz TEIIE < L 9IS+ s 5. (RRAHIL 37 COHEIEME T
15~20 7 HEFE 3 5.

6.2 EFENE

(IR, TRICIEA TN Y — 27K & 2 1o OISR 5. v TEER(A &
J—=)v HilE =3 DEFET D, BEQBIIEANERE L LT, RIRLHEOKED > 72K 1 %rREOEIG
WCHEERZEET 5 X912, WL TRWE D TEICEIEMT S, 200xg T 5~10 oL, L%
BLCHEERETD. WICHN ) THEEKRE 3~5 mL Mz THIlEZIZ< T L o e HociBfnd 5. EEN
FERICHEC RV RENARIC/R D E T, ml & FEELE A HEE ) KT RENIS, v T EER TV
T AT ARRE L 72D KO MIRIRIARICIRE L, AR T 2. (RMET D551, 2 mLBREORER
AN THEERCHE L, Xv vy 7ORMAEZNT 7 4 VA TERL—20 COBBEIZERFTIUE, B
Mt 7e ERMICKHER ATRETH 5.

8 25 %) —+/ DNase 1L : JREAFIK T2 T 4 —F type 4 & 4,000 HAL/mL 12, DNasel % 0.2 mg/mL (ZFHHL LT 200uL ¢

2|z

O

SR U TSR L TR <.
e EE OBV LY, 3~16 FEl. FE LM O AT T L3 5.
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1.

BREER

1.1 J\AERE

AT A RA T ATZEBEN BIF TRV IRV BAFT LB E 22 L, SRR AR TRFT 5.
RESHMRETIE, BN ENGTICRE L. 6614 COERMNICT v/ 2EBE, AT RHTT7 2%
FHDH. ATARNTTZAO2 r IS F L, 1 0MEREFHE L CHBEIE 5. RO REILH T L7l
W DOPEN DEE &, WS DHE O FICAEA SN D T20, [EEMORE, i~ E CoORRM, MiamingoR
JE L REAMETT 5. JE03 0 BEWEAITIE, T 2 RNCE ST HER F+5 2 &L CUET 5 E01H
D.

2SS RLIRIE T INRE: & 7 VX VIR ER A L, 1B 25 CHIf%, 1BE 30~50 %DEREE FTAICHEDL L
T =B EIZATA RATT 2% EL . MRFEKZ AT A RHT7 A8 1~2cem ESHREI D ERICH T L
HOER%, RIGANCFERRICH T LR ST 2. BB 55604 F Tk, REAERP+HZITIN b TITHni b AR
ERDIEM N D DT, BIAFRIEN Y LR DKM ERET D.

ATA RAT A LI LR oMl %, Hifadis 100~200 fE/5585K (100 fi5) FREL 2D K52 h
IV T [ TER CHM IR DI E A R 5.

1.2 £EBHEE

1.2.1 GHzE

Pt fRIZA T L~V TOD AIT % & GIC %DXGHREY A 7REETH Y, G/ 2 R TITYEHTITREE
EHUTHITZT—V T (h—R=v7Lb\n)) WEHALETHSD. =—T 2 7E, Eii~37 CTHH, 50
~60 CT—WE, 65 C 2 FFAFREITHON TN D . LR OEARZ FRICK L, PBSC) TAR L 72 0.025~0.1 %
U T AR RO~ B BRI T 5. IRIEEE, K ~37 CETORETHEMBIN TS, RiE
REEIL RN Y 7 REE, IREICK VMO RENRED, Mk CRERFMEZRE L, LT 52 L E
TTHDH. WP, 50~T70 %7 Va—/WIRIEL MY 7V OIEfZIED 5. HERIZ 2~5 %F L PIRITSH
~T7 G AL, WARKE LR, MEESES. N 7Y R, fx OBREZ LI L AT AR
W TR 2R M A R0 5.

1.2.2 QHa&k

RN G /R RN = LR U NS — 0 Zom UJEAERS% 2 O £ YA TE 5. pH 4.5 D Mcllvaine's #%
BRI CHREE L7 125 ng/mL %77 U o~ A X — FT 10 04 t4 L Mcllvaine's fEE#Z C 2 BIPEE L, €D F
EHNNR=HFZATEANTSH. 77V r~vAZ— NREH£IC, BIIL T 20 pg/mL ~F & | 33258 C 10 434
B0 ZHEAEZIT O EwtES RSN D, Yethfk, Glycerin & Mcllvain Buffer = 1 : 1 {RGHK TEA
L, HOCHAMEE TR T 5.

1.2.3 Co&ik

C Ay FEEEUTEEICKE L7 DNADZERM L& CTh 5. C Ay FIEIZA T A FEARZ 0.2 NIRRT
TEIR 1 PR U 7-t%, BEHKT 3 EIWEET 5. 50 CIZINR L2 5 %/KEe(k/NY 7 LK T 5 537

0 KUY DIFC0215240
W2 Ak A 1/16M PB (pH6. 8) T

2 McIlvaine s #2818 (pH4.5) 0.1 MZ = fE27. 4 nl & 0.2 M U UfEAKE2F Y 7 A 22.6 nl #1ES
5 %KEE{bL/NY U AW EHIRFIZ Ba(0H) 2 » 8H.0 ZBEAIK T 5 % (w/v) (Z¥AfE L CIER
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VA URLBR ATV, KT 3 BIVEFT 5. 60 CITINE L7z 2xSSCHT 60 43[H A > F 2 — g > L724,
FART3EEFT D, 5 %F LT 20 /s 5. Yok 0 g0 iuUT 45 o £ TRET 5.
71.2.4 NOR 73&i%

B/ MATE AR I NOR  (nucleolusorganizer region) (ZJRfET 25 Rrik7a & B Ry N RGO [ & 7~ .
AT UV ANy MIEEDOETAERITEARES LB 7 F V8K 20 L TChN—H T 2 & T,
70 CIZIMRE L7y R 7 L— b ETHEIZ/R D ETIMET 5. ERICAHN—TT A &0nT7cE EHMMAKTS
M9 5.

8. BESH

8.1 E/ZHYRAH

Yot (R IRHT S AT A 2RI 2 881%, Ty AT s b YR 2 25k L CTHR Y H.
ZDMBRT/NE Ip~— T — P50, RO T o AT HIRAH L CLEDRWE I ICEETH. 7 U —1v
RO~ ZAEAETYI Y B L 21T CHRERE 1R 1T ARIZHT T, BT Y 7 M X0 %2 OYERZ2 78 S
5. IR B YRR EMNT T D720, N RBEEAT, B RO E 0T SRAL 72— X ZIRINT 5.

8.2 T—HMEHN

Guta (R & A o OB RE 7151, AR ENE O ERRHK ISCN  (An International System for Human
Cytogenetic Nomenclature) DOFRFICHEILT 5. G oY LIc YKL X TS T 212H7z> T, A
27 = —XAARDORE (HGFRRK, REEED, Wi, SR, DNSREAERRE) NEVI)EZERL, ik
LTBL.
8.2.1 XRHEMOZHBHH

1) Bz

30 DA T 2 — XEBE L THREAMKEARZ D, BORFTOMERTOLEIL, YA 7 OFRtEnd
=R UM T 2 L L, RETIESHEULDIFET 2D 77— B2, Frxpra—rz2K
FT DM OYE RS & BEMSED XY SO & % 5ok U, RIS 217 5 . 7 — % O & B RIED =912,
VP A Y T NVERERE L, TEEMR] TREE TR 280 b AT 5 v.
2) ShT

400~550 /N> RAT =TT, 1207 m— A2\ T 5 JLL Loz 583 5. WERF 2R ET 57
DIZIE 550 N FAT =V TORNINBETH LD, MERE O FamiGEoi CHIEY 2 & &1, 700
Y RAT =V ETHETS.

3) Fodk
FET DT XTIZHOWT, 2 HLL OO % ik LIRE T 5.
4) FTEHEK

IRACERE E TOMER L 2 BFPEE L. LEIZS U THRIREZT .

4 2X8SC(saline sodiumcitrate) : ¥ifbF F U 7 A 17.5g, 7= 8 N 7 h (2 ki) 8.8 g Z sk 1000mL |[Z¥AAER, IN NaOH
C pH7. 0 IZF%k
B PISF R 2 % B ITFUmEE (1g DY TF N2 50 nl OFEFIKEINZ CTIEEME L=, X% 0.75 oL 12 5) 1 L iZ
50 Y%RHIRERAIR A 2 mLIRA L, 10 pPARICHE WG] 5.
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8.2.2 Ehi& HREEROZELSH
1) Bz

20 DA X 7 = — X5 B L CTRBEREEHX 5. Yl REN RIF MR Clde, RRAX T
T ALBIERT D, ARRAX T =2— XTI, BICERORE (82450, K2 /) < t(9:22) M C =BT
5. 20 DA R T 2 — ANRPEETEXWGEAETYH, 10HU EOBIENEEND. T — X O L WERIED
72Oz, BT F Y U AEBERET D V.
2) ot

300~400 N RRAT—IJTHHT 5. 1 oD 70— ZOWT 5 EDRAZ 72— X205 d 5. &b
A% MR R O JR R B 7oAl S e R 2 R X 72 0 KO ICEE T 5. BB ETEIL, fx0rn—r
ERET LA T 5. BROEBEEEAE(L 2 HEET 5 7o, WHO SIS T 2 B sl HERL-
LT EEHRETS.
3) FoEk

BE 7 a—n—oThUT 2 HOM 2k LIET 2. BELEERO 7 v — 0 RNHUIAT LT A
YO2BOBELL, YA RTA D% 1 HOBRZ s LIRET 5. BE LRWERD 7 o —rBdiug,
KxDATLTA Y QOB BET 29 A RT4 0O L EOMZ ek LIRET 5. BRI S
DEEIX 2 O ZFE L, EFERBRENRET 2561, EFRMRIE 1 BROLE LIRET 5.
4) FTEHEL

RACHREECOMBERIET 1L EMUNET S, BEIZE U THR#REZITS.
8.2.3 )UnNEHORESH
1) #Big

AH T 2= ARG LI WEHANZ VD THOWAEER A X 7 = — NI T X CTBIET 5. Ytk RE % 5
BE 72N T=DIZ, FEREDEY (JERN Y W, ) A X 7 ==X 45095, 7 —% OLRGE & SERIED
7=lz, MY S VEBRERET SV .
2) ot

300~450 /N RAT =Tt 5. JREME 272 & TR EEDIL DI b b b IEF R O
AT, EFHEEEZ DT LT D Z EREZ LD O T, BRIy ZUEtER o LPS, T #ifa/y ZUEtER oo PWM
FIEPHA ZiRINL, 3 HELIZENL LD BEER UIERLZBIETH. 2R THYRGEREFNBIRE TR
WAL, FISH RSB FREZRAD. B 70— OFE, BIOYGREFT ORI NEE 2O
T, FrROGPEEERET THUT 1E LS CERWEE CORAICEERT 2. B O EFIEE LA HitE 3
%72, WHO 53 JEICHS# S T D BRI L2 = & 2 HESE 5.
3) FEk

TnENDO 7 u—T2EU EOBR ZFEE LIRE T 5.
4) FTEHEL

RASCREETCORMBERIEIL LEME TS, BB U THRESMEZITS.
8.2.4 FKOBRELSH (T73R2K)
1) Bz

Wi b 2007 T AT, ENENHK 20, AHOETA0HD A X 7 = — A&l L CQ i
Bz D, W HBORE, MERE CLREET S, VA 7 ZBOTEEIL3 DHD T 7 A 2T 20 D A
27 2 —R%ERRICT T M 5.
2) Hhr
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550 N2 RAT =V TOO A HIEIZT S, et b 220077 2anb, £x3EGbET6 L
DAB T 2= R0 T 5. TV A 7 2RBOTHA1E Hsu OREENZHE SV CERT L. T7hobb, 472
DODT T AATENLIEAER L, % 20 OV TH Ty b5, 175 23 CYEAERE 2R L
e, o2 5077 23T L20 fMid, G560 Mz O>NThI Y ML, LFOXIITHIET .

©® 377A2amoHb, 1 77 AaNT1IMBORFEOES, L-L 1 OBEEYA 2

@ 3772amHb, 177 AaNTHEMEOE CRFEZROTHE, LU 2 DBEEY A2

@ 3772amo5b, 27722l ECR—OEGHRETZRBDIIGE, LIV 3OESREY A7
3) FoEk

2 MRl ORI ZFLERT D, BV A 7 2RO TEHEEITEN TN OV T 2 Ml EAFisk LIRE T 5.
4) PFTELHE

BACHRE ECOMEREIIN 2 @M ET 5.

8.2.5 FKOEHEHH (HREE)
1) Bi%

3ODT 4 yvant, TRENS an=—HD 10 A X 72— AT OEBR L CQROKREEEZD.
PR (EEEMEET) ZROEEI0E, TMROADORE ), au=—2KORENETF =y 7T
5., an=—2KTHIER —T 4 va (WRX—=HF7R) NOTRTOaa=—%o4rL, [[ YRR
WO ar=—1lbH 50T =y 795, WHRLIEORE, MERTCLRET L. VA7 2R
LA, LTOLSICHET 5.

O 174 v vaOHE—MOARIGRERET ZRBOIGEE, L-UL 1 OBEEF A2

@ 174y vallodh, H—an=—|ZF UREERREZEDIES, LL 2 OBEES A2

@ HHOT 1 v v 2R YRR 2RO 56, L-UL 3 DEREY A 7
2) ot

400~550 N RAT =V THHTT 5. 32DT 4 v a (WN=HT7R) b, ZUEN2ET>EDLE 6
ELLEDAZ T = — R e 5.

3) FoEk

2 EHLL OB A GRS 5. BV A 7 ZROTZEAEITE 2 IO T 2 HU LA e LIRE T 5.
4) PFrEHE

MG ETORMERLIL 2 HWE LT 5.

8.2.6 REHME (FEREM)
FROFEICHET 5.

8.2.7 EEMEBORESH
1) Bi%

SRPIERE DN WGEN LN O THHT AR MIIE T N TEIET D, 7 — % ORE & ERFED
=0I2, %P4 DFIVEGERETD D.

2) ST

300~450 N RAT =TT 5. HH L, FISHRESCEE FRELRAD. BE 7 o—r0fF
T, BLOYREREE ORESTNEELOT, FFROPLAARRE THIZ 1T LI TERVEATH
RN FEEkT 5.

3) ok
2 fELL L OO & flgk LIRE T 5.

/
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4) PrE A%
SR £ CORTE AL 3 WA A E LU,

9. HMEBERLET—HER

9.1 WEBOER

1) e oEREMYE (BEFS, K4, Fim, M, E2FAR)

2) KT (EREBEIA F 701X R &g Se) |, IKEERTIR A

3) ZfHH, WiEH

4) MRAMERR O4 R & PTIEHE, g

5) ME4, BREH

6) MAE DR, MAEOMHHIEET 254 1XE A O EFRIE#®

7) AR (A - 22 THYBREZRE L TORWRIEE IC b BfE T & 58I FRIR 2 & 1)
8) MAEDH/REICEINTZETOHRICHEES < BRER L OMR

9) MtrE GEEEKEATHZENEELL)

10) FATEE GEEEKEATHZ L)

11) BARICE->TE, Bt v IR 7 40 —7 v TREDEDZED 5.

9.2 T—AEH

RAEKEE, MARSTEL LOMHET2EAERIE, SEHTIRO»NLREFECEHRT S, EFEARICE
DENERIT, BHR, Wk, WEA, RN OHRET OIS, T—E2ONRy I T v 7, NATU— NMi#l 81T
5. AP ERERBREBRIINGEEDANT 7B XA TELA v F—%y b EICi3#ER. 72, FAE
WOZFPELIZE T A=V ERNTUIR LRV, K OFR y 8T — 7 FEFECHY ODHRIFRE B L 90 H
AREFRNE WP O BRI HREA 9 LE A BT 5.

10. REAREOREEH

Yot RRAE O EE B OV TIE, 2018 4F 12 A 1 BITHifT S iz TEFIES O T2 SOET 218 Pk
29 FRIEMEER 57 B) , BE O TEFESEO—H %2 BOET 2EFRO O I T 5 JBA T 88 BIRE 5 DI
B4 2445)  CFEAk 30 FEEAFS@ES5H 93 5) 1Tfk- TRITSNEER B ERRE @M [ERESO %
BOET 2 A TICAE 5 JEA 74 BIRE D O IZB T 28 B O TIC oW T (BB 0810 55 1 %) % /&HA
WCEEUTEBET 5.

10.1 BEEFEE - REAREORECHERICKRITEENHE

PERT S 7o FERR AT EERT & 2. ReUEBORVE A, BA B - R EREOFMmE (574
FRIEA B A RIER) RORER (3FLL EORBERBL CREFHIZ OV TO 3EL LOEBRE) 2775
fFELFBD 5. AW EZ AR 2 HRTREEE IR LTODE LT 2. i, Bk Ei LkE
WEELERT H2EA S ZHICET S,

24



10.2 REXBFIREDOEMR

RAEER LB L, MAFEBOMAZELMENT 272010, BEEEFINE EEFIRE, IR
E) BERT 5. BEWEBFIEE~= 27 WIEFE L Ea—L, LEISUTEETT5.

RS FIRE 2 L DB F O S PE2 MEE L CRidkicrik LTk <.

10.3 BREREOEE

REE T ARG E, (ROE, WEE, A A7) = N FE I LeFvyexy b, A—F7L—7, 8
TR, w0, BEMEENxIG L s, HEBIEAER L, e OBEREICHE U B SR - B SR & K
T 5. MR OSSR G2 F AR L, SRR OIS AMEIC LT, A TE WA RE L 20 K O e TR
L TEL. BCUTOMBROBERICIIESETS.
1) FRERH AREFRAEE IR AE T 37 £ 0.25 COMMTEHEM T 5. KEEH A LR, HEEENOKIT
H RS % £l LRtsd 5. WIRIRESTOFRRIE, HREENICE W EEREG CHRAES 5. RIBHT AR
UL, RE P ORBICITEET S
2) PRIV & RBREIE, BENTREE O B R & WERIREE FF O AR A F20i LFtekT 5.

10.4 HEOEHE

BEEEMR AR L, TG e v &S L AR Z R L THEDSLT TRE T 5. vy o H
EZRETHEALZRY. vy FE2EETLLEE, Slny befiny bThRC L 2EN L2 EHEREL,
PEREDE W ZRLdkd 5. AZGHRGUE, ERE, (FRE, WGl or v bR 2L, RN NS
HEAER U CHTED LA CRE T 5. FIRITMIEE, SRR OB IR &2 FIV CHIGERE, AR5 G0
M EIER R EE2T = v 7 Lidgk L TE<.

10.5 EEIFOER
SR ETEE A HEHA LRe 3 5. MR O BRI AR O k1L, YA o B 722 5 BB O FR i
EMRAHDT, MIEZ LI —r o — M AERILEERL TBL.

10.6 REBEEEDOER

JRFIITEERIR D v v MERL, IKEEH AREE DN ARERa I F =y 7, EERE (RE - BE) ©
EF=Z VT, REEARIZELD MY 7V I OMERE 72 EOMEEH b NEHRKEEO—R EAESITH
D, AT TRO B FNTIREEERE LT, HEMREFICID2 D) A7 7 L0 HOMR (X7 VF =y
7)) BN T 5.

10.7 BT S LORR, FLEREBFEROMBE

AREZRIR O AR RS S DI A R 7 v 7T & QMR EEEA) 2% 5. R TeEZ oM
EEHT 07T 5 LT, CAP ¥ —~o CRENREIER) , RERIMNTREERE (AARBRERFRAETR)
ENDD. IMBHIEDORAELLK 7 1 7T AP FE LRV EE, N TREFERZHMET L. REFED
Bl& LT, Wl & OB, W OREBRIE (v 7 EERE OMISEEHR) £7013A X 7 = — Xl
B, BATA U EHTLZERETOND.
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10.8 BRERROFE=FZEDONSE

BAEEOBAEHR NEZHBRT 72D, BFEFRECZIGT2Z2ENEE L. flE LT, AAREGHER
EWEIZ L %5 1S015189 FBERIEE, KE LR AR AL T BRI IC K 2 R A EUEE (Clinical Laboratory
Improvement Amendments ; CLIA) F&GEMIE, KEFHESF2E (College of American Pathologists ; CAP)
C X DR RBET 177 L0135 5.

11. BE

ANBBEIIEAEELEARL T2, RELRI LICEZERELED, —EMROIO%ZIZFHIT 5. Fr
(ZEE E%ﬂ@ﬁﬁ%%f%ﬁ)ﬁﬁ7A¢&&#ﬂ£ﬁ_owf@ EFRERNIZTERICEOND,
AR BLE AFRERC & 5, FISH 15X PCR iE7e PR & G -fHMlin CT& 572 L, EARITIL Uz Ry
IREHEEEANE CRREL TR ZENEE LW, FEi LIHE - MO/ REZ A XL~ > FI5sk L, i
ik HAE, EAREREICES ST, MAEL L THEAL LTHAF LM EISERTL2ZENEE LY.
RSB DEEREDN LIS H D, $-4H T, G55 & EHRRZOMME 2 BT .

PR 2 W ENCAT 9 T DI E AR L O 2 R 5 2 L 2 HRV E LIoWNEHE CEFID 7 7 L
VA, BEDEMIEAR ) ZFHELEMT D, Fio, FNHERENT O IHES, WS, 272 EMHRO
BEWHEDOKZBIEHT 5.

2275 3k

1) ERFERCATLOREEEICEATEIAMNIIAUE LR, 7.3 REEOHERIZONT(106-110), EEFBE, TR

29%5A

2) Hsu LY et al: Proposed guidelines for diagnosis of chromosome mosaicism in amniocytes based on data

derived

3) from chromosome mosaicism and pseudomosaicism studies. Prenat Diagn Vol.12,555-573(1992)

4) ZHEBEBREEL (http/kanrishikai.jp)

5) EEIE#HRIREM (http://[jami.jp/jadite/new/index.html)

6) ERERBREICEITEVVZANAO T4 —3 REABEBOEBRKMEFERIE. ARBREEBLZERREE. 39:9.
2014.
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B IE FISH®RE

1. #3% - ERORIE, 24+

PEAREICHEL D, ZoBETHTAER T e —7OfHAIC OV TIRE LTS, HFERE S o —7 O Hlzo0n
TIEZAUCHE D, BHRDOIEEFIEEICESNTITS . /X5 7 ¢ L UIA 2 7= FISH & IC oW T 12, 488k
FISH |2 Cfisi L T 5.

2. ¥ FISH RE

2.1 ®#i#% FISH REOBEG

P FISH MADEIIIL TO LB T, A LET 7 —7 ORI 2 RO 5 2 2435 .
TR IR A AT

~— 7 —Yefafk

EEPIHNCE AN B PP EEREN

B 7 B & 5 Lo AL B Y

I & 7213080 23 By 2 Yt ki 4y

WA

1

O = W N

)
)
)
)
)
)

2}

2.2 $ii% FISH BREDIER

1) B tR7 o —7 2 LI/ SRIRERERORER TIE, 7o —7PERREROERIZD > T4
(25340 L TR W RTRENEDN 8 D D TRARRIEICHIE SN D5 Ea 0 5 5.

2) THIKZ FISH & CUAMRMEEOHIE LT O HEa1E, F7/0 Ry ORI EEIZTD R TR
L7V, FEER OITBIE T HRA CHERT 5.

3) T FISH A& ZZWr BT 25818, o7 e —7OFM, BE & RrRELHE L T
BRIT LR B2V,

2.3 FR—JOBEHMEOHR

T ua—7 OFINED, FHIC T e =T B AT AR THRT S, T e —T Ou y hNERIZR DAL,
—BMESRET A 7DICHIEO R v TR CEEY TV Z2 0 L CHERT 2008 E L.
1) 2=—2F5 70 —7DOHEME  FIK 5 EOTEE T, e —TBERT ) LDIRENATY XA XL,
MDONWDIR L E A TV FA X LRNZ LR T D, V7R ANAT I EA =29 Db L5H 13
FL7Z20,
2) MV IR LA 7 v —7 DA« A 20 (B0 KT LT, 7 a—T PRGOS et TV F A4 XL
RN L EERT D,
3) AYEIRT v —T ORI Bl 20 [HOHHF I T, T u— T NIEFREERO SR E A T Y XA X
LTEY, M8HOYRGERE N, T I EA X LR LR TD.
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2.4 FO—JOREELFRIEORHER

FHC T m—T %M H LG BRI, ENENDT ) MER T a—7 T, BRE L RREZHETS.
ER 725 N EOHT A WT, %2045 7 MEF)Z L2100 BT DDA TV XA X T F 5058 L
T, BELRREOMERZT .
1) &E : V7T ARELWT ) MERONEIZH D FHIEOEIS (%) THD.
2) FrRVE T FANEERMELZTICH Y, RERMEICITENPHEZOESE (%) THL.

2.5 SWOEE
ETOENT ) DONA TV T FURBESI D H I Z BRI L CTotrd 5.
1) RNy 7 70y FICERREEH O 5 P II o Ly
2) AT A ROBEIZ 1K THATHLN, A 7 BRONLIGESTHETIIEORNPI R T 2561
ATA RE&EBEINT 5.
3) IEEVA 7 ORMREZ G S 5E1E, &K 30 HOTh I E ST 5.
4) FHEYVA 7 O~ — N —ROREITIRELR AR ZFET 55681E, &K 10 HOP#EE 53 5.
5) BTOHMHITDR< &b 2 AT L, MAEBREELFERT 2HAMITIEEERLZIGEL TWD 2 ENnEE
Lu.
6) HIE LI Mz oNTIE, FiE 3 >l % FISH Mt 0iték e L CTHRET 5.

3. M FISH &%

3.1 FR#i#% FISH RE DS
M FISH MEAOBEIGIZLA TO L B0 T, A L7 0 —7 OB BT 2RO 22 #7469 5.
1) o R
2) EH
3) KRk
4) FHEASNGELR (R iz ETs)
5) MEYLfa A R
6) EVA 7

3.2 MR FISH BREDIESR

YL R K o CHEFEIZRIE ATREZMIRIE, 1TERDYL AR TR+ 2.

1) [FHIE% FISH M CUARNICFE SN2 B O Z 1T 2 WAL, Pl angmion,

2) BYURA VT 4 T u—T E R EERH D WVITEER Y v — 7%, Mk FISH i ClTiEmEc
HIETERWIEENRHHOTHMA L.

3) HOLMUDTu—TOHEME, BELRFREEZHRL TRL.

3.3 To—JnAEMEDHESE
IEZ FISH MATEICHE L CTHERMT 5.
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1) 2=—7f5 70 —7OHME KK 5 Eo i cH I FISH i U T 9.

2) #h R UELH S 1 — 7 DA - 5K 20 A D4y S ik R K FISH Mt o #E U T1T 9.

3) BHEENEMEL WA T —7 (Hz1£18, X YD TFu—7) OFMMEL, K120 7Fa—7 2 & I23
T 5.

3.4 Ay FATEDRELRE - HEMEOHE

PRI T e —T7 2 LG DRI, 4057 7 MERZ LI, Ty bATHE (%) ZROTHELS. 1
T2 DT ) BER T LR 72 10 AL ORI Z VT, 1,000 BT 00N T Y F A X T E
SHLT, By FATME (%) ZRETDH. & FrBZMEICOWTIE, THIE% FISH BAICHET 5. Mkl
I —T7 2RI ALEEICE, FiIHoay NTRICEEY T2 LT, —BMEEZVGET 2008 %EE L.

3.5 SHnE#E

1) flanEEN= Y ,yﬁﬁwﬁiﬁokw VS 7 75 0 RROIERER A 2 R ORI TR L7 u.
2) avbte—L7a—7ZFfHTA5881C%, arhae—LTa—T2 0O EE o T T A
T 5.

3) MIBMNZH TNV Ry FERBETELV 7T IEELTHI Y M T 5.

4) HEOT v —7 ZERHIIE O BEICIE, RRDWEOENIEFERLZHND

5) MV IR LAY 7 v —7 28\ T, U —F ORI ERDOERD K Lﬁ#mﬁ< INE TR 7k LT
Bl éné%A#&é@fgﬁﬁé

6) FHEFE OGN OT=DITIE, X 100 E ORI A 58 5.

7)@(@\ﬁim&<&%2kfﬁﬁb MRASRE FH AT 2 EANIGREER Z IS L TWVWD Z e E
Lo,

8) ME LT ZF e onTiE, &3 ORI, FISHREDTEEE L CRET 5.

4. FISH &&EZX

4.1 BEDOESH

1) B#Y VSEREAOCTER U RaMERE, S8 7 —7ICx L CREFRBREZGL 2N TE
5.

2) EHHED MR EAKITARIRLIRA I L ) 7 R L, A% T 5.

3) WHREHMIEAIIZOE EOMEHANATRETHS.

4) v T EEBICHERAT LICRIR T, A #08 L% C 6 FISH Ml LA A 2 ERl3 5 = &
MNTED.

5) FISH BRAED 72D OEARITMIENE LD SDRWVEREIZEEZ > ONEE L.

6) ERIFINA T XA B— a3 i Lo/ S REIRICHI 241 T8 <.

7) BEARMERIZ 90 CLL EOEE R DT AT T 7200,
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\

4.2 T—o049
BRI, GAoYE L RIREICD— 0 752479, 2xSSC/0.1 % NP-40 % LT 37 °C 20~30 %>
AL 21T 5 Z & CRAAKDIFZELZLE, ettt m B35,

4.3 RTQEE

FEAROIREEDS RUVEAR (B5& U /N BK, EEEDMIKFK, H2DWVITHFT R 72 &) ORTLERIZHEE 2N
N, YT FADOADIZ WRIEDOSAEIZIE, RNasel” (0.1 mg/mL) ALEESC 0.005 %<7 T M b7 E DR
iz 5.

4.4 PRk
=7, BB ORKIZIZ= Z ) —/L %] (70, 85, 100 %) THK % 14MIBAKL, BK#ZIZRT A
Y —CHRERET 5. EMEZOBRKIZOWTHREETHS.

4.5 ZEH

MR T —T ERIAICEMESE L HEE, BALE Y e —T 2 bE THEA ST HEOEL L A2 AN
THRW, AL o —72/b Y CHEEE fiéﬁéﬁ/i%iﬁ%ﬁ@f INATIYEAP—2 g BBV, 7=
7L, HBONTOEEINTWE T a—T7 2T 254120, BRI EEET 5.
4.5.1 RlRIZEMESEDIHE

BEHERBOANST=a 7)) oYy —3F LMD, 30 5L LEEMANICES. Zobx, EREICLELZLTH
ﬂ%%ﬁ#é@ﬁmibw i RFREEARRER 2 2 7 ) Uy —IELIAA TR 73 C (21 C) %1k
RLTEL. 2~ MMET 5. 1 BHERE AND & 1 CHRIBN TRH0DT, —FEITARS D EEAKEIE 3
&umkté.
4.5.2 EHETEEEMHIEDLIHE

WEIX T4 C (£1°C) THY, Ay F7L—FEHWDLIELAIT 1~ HHEMEEES. Ay F T L— o
EEIREREF CHET . ERCTa—T %208, IN—TT7 2T T, WROBEZ(LE LT 57
WITAA—R—AR o RTHEEAZ—L L THL<.

4.6 NATYFLE—Lay

WA TN EA L= g AREREARD, 37 CTE®E—BTITS>. #HE, 37 CT2~3 HHfT>TH
AT IYEAB—=T a3 URRRENC7e D Z 1370, #EREZECHAEIS, MY IRLASY] 1 —7Cix 37 C 30
SRTTHSRy S I NERD ZEINTES.

4.7 &k
Vel T RIIHR NV A7 X REERT 2 HEEHAVLAT I K7 ) —0uEEERH Y, EHLE2HHLTHRV.
4.7.1 FRIWLT S FEAWVWSEE

45 CIZRIR L7Z 3D 50 %A /L L7 X R 2xSSC C, %410 0T oWiE4 5. D%, 45 CITHRIR
723D 2x SSC (1{HHE D 2 x SSCIZIFFmETEMERZ 0.1 %) T, 50T Sdd 5.

16 NP-40: Fid Al
17 RNase A i FiliZ : 2xSSC (2% L 7= RNase A (DNase free) 10 mg/mL 75K %, K 2xSSC C 100 {2 L T4 5.
18 8Pk 1 710% 7L A7 2 K, 2xSSC pH 7.0~8.0 (274
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4.7.2 HRIVLT I FERAVGEWEE

73 C (£1 C) IZfRIRE L7- 0.4 x SSC/0.3 % NP-40 T 24y, [RIREE®D 2 x SSC/0.1 % NP-40 THJ 30 #
e+ 5. 0%, EiEO 2D 2 x SSC T 1 4 okis1 5.

4.8 HA
DAPI/Antifade®ZfEH T 5.

4.9 HEABEWHMLIHFT

SOEBAMSEBE A Y LR, ma v, Iy 7 A AL, BRI A i, F—m AR H ST
W5, BEEO X A T BT IMER T 0 — 7 OEITHIE Lo 7 4 N E — 5 RATHEET D, BRI
(x100) TIT9.

5. T—AREW
1) FEROHEIIEEGKRFICL > THERINAZ ENEE L.
2) K 3 oD%, FISH Dk E L THRIET 5.

5.1 hoY bhoBRSVT SR

1) N7 772 K@il

2) EIL L T THRES SRR 2 MRS, o 7 F L MR L T Sl
3) T FNVEITARRFERIB R B 5 M

5.2 [t

1) WIERBOV T FNERSHS.

2) YITNPHLNIZ TRy FERFETELHDIX 1 OO 7T NVEHET S.

3) 20D T F NN T F IR T 1 {ELLEBEN TALE T 5 break apart probe D551, BZE LTV 7
1I~3 L EBEN T2 B 2 L B 2 D08, A —H—, IEakmEl, <SR, X7 4 MERGIEICL Y B s 0
T, MM OWT HE L THIST 20N EE LU,

5.3 Mtk

5.3.1 dual color dual fusion translocation probe DIF&

1) 2 00@EGY TN ERDD.

2) HRDOMEY 7T ML, 2003 7 F NIRRT T FIVET LIEURNICALET 5.

5.3.2 break apart probe DIFE

1) BRZE LT 7N 1~3 L BN TSGR 2 L B 2 2%, A—H—, FEakiElk, *5fla, 274 K
ERUJNEIC RV B2 0T, Hx THIST2DOREE L.

19 DAPI/Antifade : BB IEH] (PBS(-)10 ml 12 DABCO % 1.25g A B <%/ VU 2 00ml 2%, JHEEEC pH 8.7 IZH
#) <, DAPI Z 2 100~200 ng/ml 2775 L CIER#, -20 CTRIFT 5.
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6. HMEBOERLT—F2EE
B £ TOFE HEUL0 1B &+ 5. ®EEICE, ALY n—74 LML ERAT S, Zoftit

BRREICHEST S, RERS EZERT 2R EER 2 G L TVWD 2 EREE L.

1. BREOREEH

1.1 KEE=429Y25

FISH 7’m—7 OEMICH 7= > TX, WU TOREEZHEE L, BERHIUELHITH R EIT D .
1) IELWF ) MER S T Ens.

2) Tu—TonarIF—ariiel, Ta—70h b0,

3) BRI N7 7T TR, BDWIEIRTE 2 WM OO 22 .

1.2 ®otoBEEER
QafFRAICHEL D,

8. mFISH (multi-color FISH)

8.1 mFISH RED&E&

mFISH (3 1 FD5HT T, FRHCETORANRE 24 AIZESTTOHIETHDH. 24 O RYAEAA
T4 7T u—71%, SEEOENOEOMASDOE TEHLEEHRINTEY, A7 2 —%2@ L THL5
Keowmitg &, stbdetaifg b 2 o0 o — 2B L T 24 FREHO YR 2853 5. mFISH B, 2487k
BERSHTORD D IZIT 72 B2,

mFISH & OisIE, RO LEBY THD.

1) v— I —Y R

2) HORAREA 22 AL fafk

3) [ENT-E5)E & & e sk O AR 2R R A YL R

8.2 mFISH&EDIER

1) mFISH ME O HIRAIL 550 X2 RL-ULTD 1~2 3 RTHD.

2) mFISH ([Z X -> T LND R, G /N FoHr<e FISH 72 S FiEIC L - THERT 5.
3) GIEr A OPE IR O F % FISH A -CEgE N YEnLE Th 5.

4) TR CIIY AR O Z BN 2 BN H 5.

5) YLta fRINEROD B ORI, BRIENLE A RIET H 2 LIXTE AR,

6) L Rz RET D2 LITTERY.

7)) Tu—=73tr b ATEBEIANA TV LA XL,
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9.

8.3 TR—JDHEMEDHEE
R FISH M0, EYk7 n—7 OFMEMRRICHEL 5.

8.4 SiTDOEE

1) RNy 7777y RICHFFREN & 5 TSI L.

2) IEEVA 7 oo T=dlz, Dl &b 5 EOBEEZ 58 Ll 5.

3) EWA 7 ZFHNT 572021E, Al &b 30 o ik A i LRI 5.

4) LE LG CE R o HmEITE, 35 L LTGHIT 5.

5) HIE L7-fERIE, WIK3 SOmiE, MEBOKIZRDLZNTNDA A=Y OMAELEEZFEkE L TRIF
T5.

6) IHTORERITMEE DR AR FTHIIC X - TIT S .

#4 CGH (Comparative Genomic Hybridization)

utafk CGH (cCGH) 1Tk L~ D a ' —8 D) (loss) , HiMM (gain) , HifE (amplification) % 7l

TR 5 515, B HEE, O OA 7 V—=v 7t LTHOWLRS. #ifae2 St L7 DNA &,
ST 5 IEH DNA 25l 2 Oa e F TR L, ERlaosZth o el BT E AL 7 ) XA
AT 5. TOBRPEOROEIZI > Tg TV XA X LTZENZENO DNA OFEREZHEL, ok (3%
SREH) ZEELTY ) L TUNRT U RAERINT 5.

9.1 BECCGHDIAER

1) 2O A b2 WY A RIS 2 5 Z L IEAFRETH D .

2) ZREREFWDOTHZ ENTER.

3) MEEHLHR S L7 DNA 2 W2 0T, A 7T TE e,

4) Jxtfk CGH TR T 2 Z &N TE D DIFREAKR L~V ORE TH Y, M HEKE TR EAL (amplicon)
DREILA—HITED. H\IES 245 (1 28— O5E, 10~20 Mb 2L EOK Z 725818k L 2 H
TERVNR, EEREIEOSS, 1~2Mb OFKTLHIAETHD.

5) WA ORKITIE, 10~20 Mb DK E SOFEENALETHS.

6) IEFMIE % < &ieffE biH L2 DNA 2 W358, BEoRHBREMETT 5.

T By b ATRONT Y v F UEECIIRERSBICERER S Y, wIEIRE O E BN RIT 5720
TN ORIV D BN H D

9.2 #f{4k CGH Do HrE%E

1) #ElE BRI L, 3OEEERE L 72 DNA O K& &A% 300~3,000 bp O#IFHTHH Z L.

2) HOCIREELL DT v A T EIIHIO D HOEBAMEROHIAT O AT AT K DA, 1 BRYE (B HEING 220
E LT, Y (loss) 13<0.8, HN (gain) 13> 1.2, H4hE (amplification) 13> 1.5 ZHWDHGENL.
3) FYBIR, Dl &b 10 RKDOFEEE & 5.
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10. 7UL4 CGH

2EDOHNERTT IV LIEKEE, HHTHORGEERDONRDYIZ, 7o— At DNAWHZELAT A R
TA (wA78T1A) ETHAMIINA 7Y SETat—HEHBERT 2HTHETCcH 5.

7 LA CGH (aCGH) X, A7 A KA TR L0 LI+ bBE T EMOA ) X7 VAT R R
FECELE LEET 57 LA Jiffiz vz CGH Th 5. it L7- DNA &, Z#E9 % 1E% DNA %5~ Ot
FCHEHRL, B EICHEINTZAR Y v U TN TRFEFHEHNAA TV Z A XT 5. AT ) F A XD,
ARy SINOESEITRE ZHE LTS L-IESR DNA & Oz kv, HAYE 925 DNA O =2 B —H D HlE<e /K
BAE R DRI AR TH 5.

DNA fitH#% 7 XV v 7, NA TV HA X, Ax vy =27, Bilfifh, BTEAT O 72018 H %2545, $10kb
DREEDY ) AORHEZEBYOER LV TRIBTE, NACEGHERER T, REakar—HoREE2 27
V==V 7T 57DICHNGNS.

ATGA RATZALEOT LAIZ BACO T v —7 % AW=5E, fMEEEIX 10 THESTh 50, BIERA WL T
WAHF Y IXT LATF R v —7 O EII R 20-80 X TH 5. 6, 257/ MALTZ1 ae—
DELERITHZ L DTELEBIEST ) LT LA bHFE S TND V.

10.1 ZL414 CGHDIER

1) EERRRNTREE DA 0E %2 S45E LT ORI 21T 5 .

2) YR OB RIZE DT ) L s TUNRT U AERETE, A4V I —REREREZRANT LD
TR0,

3) NTUADENT-FERERINTE 220D, BT ERERE Th > TH/NSRT ) b e TUNT VAR
OO SN D ATREMEN H 5.

4) 7 LA CGH Ot R & fgrtd 5 72012, Yetaliootr, FISH A £ 7213 D7 L CGH e £ D
FEERE LT UER b0,

5) BitEDOBIEA T VI NBETHD.

11. SNP7 LA

—Hi % (single nucleotide polymorphism; SNP) Of#E#t i L7285 T, 71+ CGH & #2720 B
DNA OZWTLE L, 7L DNA OB TN 3 ATRETH % . DNA = B — DO HIZ A T, SNP
DA% RDZ LI ~T s oW (loss of heterozygosity; LOH) <2, kU AT X 5 F & A
» X — (uniparental disomy; UPD) OH|EE L RIHETH 5.

SNP il 2 & Telils0 DNA Wi/ (e —7) ZEELLI~A 2717 LAIZ, 7 A CGH & [RBRICEER L
e T IVDNA A T B A XS, st aAFy =079 5. @COME LM L TRk L, FHRED
Labt—#BIOSNP DT L (Aor B) Z¥ET 5.

11.1 SNP7LAMDIER

1) 7 A CGH E[RERIC, 2 B —EOZ b D72 WAL O BRI T E 2.

2) fulv7e DNA 2 B —85OHBA R L725a, A RAEREE 2 212 X2 00l - SRk o fTRett %2 &8
L, YtafRiotrad s s 2 ENEE L.

20 BAC ANT4tafko>—7HE (bacterial artificial chromosome)
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3) M L7ma e —#Z% (copy number variants; CNV) (& FN LG T 2R L, WRMNICEROH D

ZH (pathogenic) MFHANCEE L 72\\WVAER (benign) TH D70, CNV F—H X—RZEEFIH L CHIEZ
179

4) LOH OHIC LY, IBEHIC L 2HAEOHKEPHALNL RDEENRHH 2 & &, BREIZTToICB R L
THHINENRDD.

5) CNVEBLOLOH IZHBWT, BEARHLE SN TWAER (variant of unknown significance; VUS) 73%

SHEL, THIROFTRZMED Tt EBET 2 0ERH D.

12. #B#t FISH

Ay R=F 2k s LT HER2 @51 FISH i AFA3E 2.9, ALK @il &5 i85 FISH M aldE 923 ik S 41T
BY, ZOLICOWTTRIERMICEICE L TREZITO b0 L35, ik, F, BEHERRFPAFESH
AW FRIRENT DS STV D EVAEIX MDM2, FUS, 8IERIE SS18, =—— A > 7 AE/PNET EWSRI,
R E CDKN2A, Z25SBIE 5 1 Jefafk, 5 19 Yefaik7s & OEFEMEERF 1M O TR Y, FrlZHKEIEE;
DR EA TWD. F7iE g RMEE X WHO 5082 L 2 e B OMa kATt T 4. Follicular
lymphoma (% IGH/BCLZ2, Burkitt's lymphoma Ti% IGH/MYC, MALT lymphoma Tl% BIRCS/MALTI 75
EDMr 24T 9 Z & TReWnCHERIFROBH{TOND.

12.1 #¥

R~ U CEENT T 4w R

FANC & 0 OIBR S AUk E, R IR B E e & 4 CTFCRE L, 1RERHRICIN, #< &b 3K
UNICHEZEZITY 2 N E L. ARIC KD RIS NIRRT, SO EERICIEE LEEETT S . Fil
BRI, GI0HLE TICHRSRBEENTZ DREDELE T, BEERNCHETICATIT L Z ERHERINS.
B ERORIEIL, B 1 mm/REHEZZ B TnD . FEOUIER & [EE £ TORE#2Y, ISH{E (HER2) T
X 2 BEH, THCIE (RLVEVZER) T 1IREEZB2D L, REKRICEEZEZDLEINTEBY, Zh
i E 2, FLED ASCO/ICAP DH A KT A ik 1 FEELINO [ E ZHELE L TV 5 5.6,

HEDEE ESE 10 Y% htERE@E AL~ U Ui E VY, 6~48 i DEEE21T5 Z ENEE LW, LaL, &
HOAERIT, AMAE COBERMN 48 ME2BA, MRA/LETHD. B OEEIX DNA OB L
HEHREIITE S 2N ERHDH D,

12.2 #EXRDOEH
HPEIE 2 — P AT A RAT T AES 4~6pm (B¥E : 4 pm, FJE : 5 um, i : 5 pm, £ ORI
L VFEE) ONRTT o O EERL, 56 CT—BET 5.

12.3 HILE

1) FLUThATR, Z—Fy MIDICEATEY RXUTENSHIZSITS (b LLIE, Fu—7%#
B DANCMEE~—F —CHIZ 217 %) .

2) =X ) — L THiF VLY L, 0.2 NHCLIZ 20 43318, FERIK THE.

3) 80 C pH 6.0 U i buffer/0.1 % NP-40{Z 30 /3i={E L, #iRIZ/2 2D £ CTHRIETS.

4) Y%, 37 CITIE L2 0.5 % X720 0.2 N HCLIAIKIC 10 4y iR1E1%, K 3 HEET 5.
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ATALER D BB /2R A o MIBEBLFLCTH 5. BERUFRF R E E R0 T 7 4 VU DES I > TR D,
F 7o ges CHAAFREE AN B2 0 Bl ISR IR EDN BRIy 7T VBN EDIITEE L 2 5.

12.4 E%E
10% PRV~ U /2 10 s3iRiAEE, FERUKIZ 3 igiE L, =% / —/R50 (70, 85, 100 %) TH %147
REL, WAKTD. FIAv—CmEiET%.

12.5 EMENAITIVEFLE—-a Y

BRI a—T%#HtE, W= HT AT T =R R Ty —T5, R —R FEFRESET
735, DAKO thonAg 7Y Z A F—FCEEM S (RE L REIET 2 —7 ORMASCEINES) 5. "7
VEAB—T a0, 37 CTHEFE BT, 2~3 HIE T CHMFNT/R D Z L1780,

12.6 %%

NR—=R—=R Y RERVERE, #HXELT2xSSC/0.3 %NP-40 IZIZIEL, H/X—T 7 ABEBNID,
AR L7z 2x SSC/ 0.3 %NP-40 (2R 2 QREE &L REEIE Y v — 7 ORI SCEITHE D) . FO%EDEL
T 2xSSCIZHT.

12.7 HA

DAPI Z¥IML, B3 —H T A&, &K 5 oMY L CTHRIFT 5. BT a CiBaMsE < 4 BEREILINIZET
320, £721F 20210 CTHRIFL, HEKALETRESHEEZITY. (REFETIHIHE, Bift~=x%=277T
VTR A BT D)

12.8 HABEMBMICKL IS8T

HNBBED 7 A 7 LT 10— T OaNITKIE LTe 7 4 V2 — &8 A TBIET 5.

BRI 10~25 EORH L > X TEHET 2= ) 7T 2ERZHRE L, 60~100 ffOx L XA T2 7 2REL
ST FVOFEAEITD.

T T4 ORI LD FISH it 13 7P VAR T 28030 5. /N7 7 4 VU EARITETNZ L D
BOUMNEC L1207 —F 77 7 FRBET D, MldORE S, HEPROESIZH L5723, 20 %< o
M7 —F 777 AL DZ EHH Y, monosomy, deletion FEHTOFEROFAMIZITEE 2 ET 5. HE
AR IZEL %D monosomy, deletion DR 2T 556, Y KRE &7 —F 7 7 7 FOEHNIIEFIC
W#ELZ % 5. L7223> 7T monosomy, deletion fEMTMEE S 4L D IERNILAIEE CTHAIVTMALZ A X TIEA %
ER 2 2 LM E L.

FIERZ DA A T R0A S 7T RERITHMAE A whole cell DIRFETED L FAEY DNTWB T2, XT 7 ¢ LYl
CITHRBROVBOUIMNZ L7 —F 7 7 7 b OFEEZZTIT W R R RS F N D.

JREREHZ K % FISH 15134 —7 v F T REICI o TIEL AEARIRT 5 2 L AHEE L 0D,

12.9 F—43 @4
HIETE 2 4 OBATATTIT 5.
1) #Afk FISH Mt 7 VO fEIE 7T n—T A= —R k3 2 A4 FE2HT 5.
2) break apart probe D& 1% 50 £721% 100 4 7 > M OGEIEMEOEIS (%) THIE.
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3) HifgiIAORE L LT HDD IZfRFL, HIEMEL L BICHRETDZENEE L.

12.10 FEEHR

1) WL, BUKHIO 5 70, BRVMEE, MR BUCHE S5 2 DNA 2R R 5 2 LB TE
), FISH JEICE BRIETE LR BRI Eiib 5. 47 ABH R TR HR T,
RESHA A SToMIKIL, BOBUKZTBE L, EDTA BUKZ1T5 <& Ths &l ST 5,

2) I A 71 Ko 1ika HE R L, YRARERS CEO=) 7 &R L, 47 %y Ky (F7
A~ —H—) CHIEFHT 5. HER S FISH 274 FEBETHHIC, HE B2 74 KTH—4 > b
=T AR B

3) HIEDBMAT B, BIEMHRBOFRD b\ E ORI, Sy 2 7T 0 KB E B,
JA X (FR) RFROBIFICARS 5 7RI EID B 5 B TH 5.

9 HUERABBEED 7 5 —H A & EF ST, BORR ) BEOVHFERRL, BNO Y71 ET ST
FHzL.

5) AEMHEE RS T ALDICTA YU THAT S L, BREIE D FISH RAESHEFIEL 25 2 L 23
5.

6) JEAETT STV 5 83 LED SIROBEIO hICiy, BEA AT FISH #6710 —7 OBZICHE S 721
bOLHHEDTTHMRL THL LERDS.

12.11 #i& FISH REDHEEEE
FFPE t£A76 ® FISH A IFEARRIC L D REAARDBEZ V03 <, ZORKMAFE LIZS W, £2F
VEENZ L, BRI OYRBHEOEVREI D ENHD. ZOTORBEERIIMEART LTI ZENEEL
W, FIT, HxDRT A FERICHED Z L3 TE DREEEH AN BT OER T EE RN T 5.
12.11.1 REEEAYVI A OEREE
1) A7A4 RATZAZES 4um O ET L2377 ¢ VEIFEBEO 1T THIE - i S 721, JPKE M
A Az (25 x 40 mm TH 0.2 ml F2E) 3 5.
2) AN—HT R %Mo THESBY IS 5.
3) 56 C,30 il xt5.
4) 56 CORIEIZ 20 731z .
5) 1y Z—ThahbHHEWNTNL.
6) ¥— FMROUIFZT NV IETEA—20 CIThFT 5.

12.11.2 BESEERUIFOY +I1F
1) — NROKSEEE BB O A 2 FHETC 2~8 mm DOIEIZE] - T 5. REORXBIDMT L L 95 12wt
HES T FEENTELS ER.
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2) RTT7 4 U (T a— NOMBIENT S E e — L TR E, KERY, HEEFEAYNZEY
7 %.

3) 65 CT1 KL ERX—F 7 %2179

4) BERFFICGITOMEGR A RS T D720, FEEEHAUN 280 T 280 EN S L A4 TE S KX T
—% > 7 (cont DXFHHEL)EATH.

1 [

-

12.11.3 BEEEOAX
1) fEnlkRaiy

TRTORT A FIZRIESIRZ ALY AT, BRI & BIROBRE 2 5 BePERTl TRisk 2. HIE FNA & i
DRAEZLITITRT .

BEEERRNE $2BIROMBENEALNEIS, HECLBERE, /\1
WESME | = TV A DRELHMSEHRL CEREET
lYeS 5. BN S LBENHIBEFRBOSILEERS.
RISIEE S ILE I:> REBAOME EEEHS) HEXLNDD, BIOR

No ATOBRENSDE.

lLMS
HEROHIE

2) MR DRLYE
BEEE 2 LU ITHERRE L 5.

B s B 52 B o5 B o5 PE oax
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3) A 11q]
B AR & 7o 13— 7R D MR L7356 1%, MIEH I OFE % Gt 5 7o kit B & Biikmia 2 4
v hL, RREKICIRT
4) A 1[ELLE
RIEOIG EF TR O 7 > NEERE
*HER2, ALK IZEL CUTHESEBEROVWERBEEHHARX 74 RAHRSATVWEDT, ZhEHIEL,
IEREE 2 HERTD.

3 3CHR
1) Manning M, Louanne Hudgins L, FACMG, for the Professional Practice and Guidelines Committee.

Array-based technology and recommendations for utilization in medical genetics practice for detection of
chromosomal abnormalities. 12: 742—-745. 2010.

2) HER2 &N A K N—t 7 F L OMIEREFRIRO =D O =/ 200949 A T AV X< 7S ER

3) HER2 &N A N N—t7F U OBEIEIEGIEROZOIC Bl BE 72V X~ 7RI EK

4) ALK FISH, HER2 FISH #3EIRI3GE TAHRY FYy S

5) Hammond ME, Hayes DF, Dowsett M, et al. American Society of Clinical Oncology/College of American
Pathologists guideline recommendations for immunohistochemical testing of estrogen and progesterone
receptors in breast cancer. J Clin Oncol. 2010;28: 2784-95.

6) Khoury T, Sait S, Hwang H, et al. Delay to formalin fixation effect on breast biomarkers.Mod Pathol. 2009;
22: 1457-617.

) 7 LA R B OHRE RN A AR
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F4E EBETFRE

1. BEFREOSE

AR, WENRERDIMESLEZDOHMICEY, U A - MESEOINAMER T % 2 H R RS E T
A (RRAEBRA) &, b FOBKETFE2HRAET 2t MEEFRED 2 B KIS, BFILS HICHRRIVE
fGA DEBSREBIRE 2R D RIS TRAE L, EFNFfo BB FORMERE T 28 EF20RE
FRIEGE T HRE) ICKyEh5 .

1) FRIREE A ORIR ISR A)

U4V A, R, HE, FAEBRREARE MUIFE LW AR S 2 - ffir 9 2 .
2) b MEMIREE A

55 A A I B A A e &R RIS S O M 2 Xt R & L 7B m P A RSCEB T RBEAE 2 T 5 A& T,
TR B D B 72 VB G TR
3) BARTFHIMRA (R RAES )

AEFEAIRIC R T D BB T2 E L, EOMEENAERRA L T2 BEFHER GEIERS%E) 2T 5
FRA.

INOBEEFHRAEO TRIIE, WEM 7 A (K, BARE, 77, ATLR, BEEfts) , WE7 ek
Z (BZmRYEDE, e, @), MER 7 e e X (FREE, R O3 07t 2A03H%.

ZoDob, MIET vt X TOREREE, SHOMRERIECH AR SRR I 22T 20 THYZLL >0 H 508,
BERT7 vt A, MEMKRICKEREELEX 5200 0bLT, TOIFEALEREiZOFECERLNT
W5,

WERE S A & SHIRE S FRAL, BIRICIEF T D OSHEWE OB 2 Ak L, SR CREMED R
WEBTREER RO BTN D, —F, BEEFIREIEAOEREREZFHLIRETHY, RHKELY b
BEMEOBWERSRERENRO NS, £12, REOHERAICHV, BRENSHELNDIEROFRESCIRA %
ZEL, EAOEECERFIIEROMMEL C IR REEZ LS DIEEICIT ) BRERD .

2. BEFREEDRE

BARFRADITE AL, T<HMEBRBREEEL THRET S, LN T, BIE~DOHI D OB
@AT%@%I&TW%éM#*ﬁﬁ REBe KFT. £, BRIETICEWEPREA LIS A1E, »<
SRR R 2V CTORIND R TREL R DGR D 5.

2.1 BREADOREYME

D sk¥ (e bORE, Z20%, WEE, HAERLLS)
2) MR s Ra L H I Fx—a v

3) TR IR PEY) D FAT

2.2 BATHHHK
1) EXvH— Fv7, Fa—TTvr, PR ERELREDOREME
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2) HEHH
3) Bk

2.3 BARLEOXE

1) B HRAEE, WEEREDSCE M, BE R E R EEEIR O 720, BRIROADFIEREC
Wi UTe A AP — RAFPRN & G lRi a0 E LT 5.

2) Efgide FOFCHERR EICEENDIX 7 LT —BRICL Y BREIND DT, REIXHERLBRELR, <2
IBIXN e —TEERTS. INOIFEBFRESEHEL, HBRLEGELIZH LW LT 5.

3) MAEMEIOB Y WMNNTITEE L, =7 1 ApRFAE LTV TR E TiIZe$ vy MW TH
EZAT D .

4) K7 4 NF—ftE&F 7R, X7 L7 —+F (DNase, RNase) 7V —HRzMHT 5. F=—7 DM
REDEAE, RS, BIEFIHICOEET S.

5) WA, JEFICHRIRDIGYRZRBDIZH, EHIZT0 %iH@mH 7 Va3 —/L £721%0.05 %R O ik #iE
N U T AR ORERETG Yk i 7 U CRIELY , WICREBRREZIERICR O L 5 LT 5.

6) MAERNI~DIEYWE DAL Z LT 5720, BREBMRELNOREBEE~OH AV IZTTE HIRY
HIBRT 5.

*AERE TR OBEREY LT 5720, A= (LD WHMERT Y T) XKL, EETEMA-FICER X 512
RET D (FTHREW) . AR SITRERRY £ OAX—2HH L L, I X206 DG %21k
2.

BN
e % te fi&
EEI  — *& [m— E = *ﬁ
& Hi T T
T T ') 1)
1) 1) 7 7
7 7

3. mEDERSN

3.1 REBETERIRNERI U

1) BREEEEOLHENE

2) BIrFERIEERR EWIRE DT T A N —(REDTTE
3) MANAIZIS U AR K OBRIRIE DR

AL F AP =R EYRRERIE L bV, EORERE (FEM, EYM) 1208 U T BSLLI~BSLA IC STV D, KK
B iE DD, ENENO LS UTIEZEeEF vy EXy MRKETHSD. ENTIE, R REEE (WHO) 226 IitTn
DEBAA A —7 T 1 15EF (www.who.int/csr/resources/publications/biosafety/Biosafety3) % % & 12, BHHE S CHFIEHERR CRARRIIC
fREHAERL TV D,

2 Xy LT — R E SR DEERORF. DNA X7 L7 —¥, RNA X7 L7 —RIZHT b, & OICHERRMAEIC K o
HMFEENTVD. FIHRETHBEL SN TWDDIERNAXZ LT —ETHY, iR (K , BRRENLHWINTEY, @
WOA— 7 L—T7 TIERIE LR,
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3.1.1 BREKEE
— AR ANBEIILL T O LB LT 5.
1) s oRAARRYE (BEES, K4, M, AFEHH)
2) HiAfEH A
3) K T (EIEMEEI4 £ 72132 0RD , (K ERI4
4) BAEMEA, REA
5) MAIHH
6) A& HR
) BRRETR, MRANE, B
8) Z DA
A2 BT D ERRIVE R ERFEHE SN TN D 2 & 2R T 5. BEFHIREOSL AL, LI UT
DOEAMNLMSNTND Z &b L, #iE o DERSrTEEA L] 217 5. MEZINNICEET 258135
WCHEET 5.
a. FIRFELF KK
b. BN Z T BT Y T DI
c. {1V 7H—LR-artr NOFE
3.1.2 B®E=HM
FRIRSZAS T, BIR 7 -~V OFEHEEH & RAEKEE N RIC L TWD Z 2R LT D 2, MAENE & Miike
AW ENATONTNWD Z L 2R T 5. MIKITEGFRAERH S L, thotid L T 55618, BIEKOE
GBIk D T D EESRINZ  HT 5.

. TRIEERER

4.1 REBETERIRERSI Vb

1) BAENAEITIE ok osiR
RAENBLCENE S T OFESET (I - W, MEP) T, SREUREE ORMRIKRTLELS 272 5.

2) PREUA G DERIR
WHEFEH TR LT =87V =D&z M5, RIEOMERICEDE, BBk, /17 - BERICELE L7z
BIRTHDHZ &, &bIS, ERIEEE~DBENELEELIZAGTHDLZ L

3) MRS DTRIELANT « PREURF
REHOMR « 07 B, BE S OMIEEREUIZIX D E N RE VDT, MERIZERITE 5 AL
T 5. EEL EOWET, EITEK L EOFREGE OHEE S D PIREL, PO X A I 7IiE 6o
ENHOLNLDT, KIK2 UL EER L THRIEZRIT 22 EORENLETH 5.

4.1.1 REEDSEmMEKL

1) Ik
77 AF v 7 5o EDTA AV BIME 29 5. Y1072 o2 o E N e E L.
2) i

MYESEERIA Y OF L— 2 OFRIME 2T 5. mBONEER, 79 AF v 7 Fa—T7 10T 5. ik
DIELS D 7= OB T = — 7 CORIM & BN EE L.
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3) Ik
77 AF v 7 WoGEEA] (EDTA, 7 = @) hU 7 A, ACD, CPD 72 &) ANVERMEEZHEHT 5. =
DB, TIATF v I Fa—TIHET S, BRSO LD, Y ERT 2 — 7 TOERIML & 4y ER
DEE L.
4) ‘BRER
AR & AT 2720~ VRIS THOILTWD. IR T T AT v 7 Fa—T1C8T. Ik, ~°
U R MLRARIE PCR RS2 EZBRET 50T, BB OBRITENICA~ Y U175 0, U
WAL E~oX Y U EBRETE DR ML 2 BRI 5.
5) RIEHK
SUESUEAHR, Mk, MEAR. BIR, R, IR, BB, iR 7R E1F, MIROEERE T, KRR EICED
GYICHEE L, [UEEOEOIBEARCERT 5.
6) KAk, ZERE
DNA BREDYEIE, MfkZ MY LIRERRICAN, T —€o L2 i LXK 9124 CTRIFT
%. RNA REDLEI, SI%, EHIZ KT A T A ATESET 2 0RRERICAN TRHIZHEE L, —80 C
T CRAFT 5. F£io, BREEMERR (TRRMFAR, T T VBT =V IR ICANTRET S 2 &
HLTED.
7) #fE
BN OYFITERIL, WA AL THRE CRIFET 5.

. BREDOKRE

51 REEHETERIRERSIVE

1) MENEICE DA E (EIR, WL ) OX5l

2) WREPRTFIZAN 2 T BRAIR D Bl

51.1 ®REAE

1) ik, B, B
%, 2~8 COMEE TIRFET S, DNA X 24 BERILIN, RNA 1L TE 5721 #oncmhh 217
9. Mikix EDTA $#if1 &k W CPD %7213 ACD £ILD F BHIKDOMRIFIREEN L & ST, Ikt 58
AL, HEORBIRICANESR L CRTFT 5. BB E CICRMBRTET 28581, 74 2— 7 ETH
faz L, 1EIOMRBICKLEREIT/NPT L TERNTELZXVEROBET T AT v 7 F2—TI AN
—80 CUAF CTHAERIFET 5. RNA OBA1E, MikzE2 A ORAAR (TR , &5 W3R AEEMEK (T
T T BRI T V) \ZRITT—20 CLULFTIRAFT D HIENARTH L. MIOBIESETe & TSI X
7 VT —EMERT 50T, FERMHSECNIITZAD LIS S0 U AR ZHE L TB<.

2) i, e
A TR, 6BFMRRENE L CHT — X IRV E SN TVDA, E% TE 52000 CE
DL, RVEROBET T AT v 7 F 2 —T1Z08 L TRIFT 5. 2 BUNICREZT 5 BH TN (2
~8 C) L, TnULRMMARET 2551, 1 RIOREICKLEREIT/NFT L, XVERDOBE T T AT
v 7 F2—7TDNA X -20 CLLF, RNA 1Z—80 CLLF CHUFERIFT 5. N TORRIEfiECRAR RO
GRERE T2, MIRASRZ EAL S ERETHAET 5. MIEOBHERMOBOR LIL, ZOMEX 7 L7 —
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EOIER %% 5D THET 5.

3) e, Zofth

Ve, B, MR, IR, WK, miR7e E1%, /B & FERZR IR A S TR L, BOA 722 S msirtr (2
~8 C) 5. BEHFEMRGFET 25481, 1 BIOREICKLE 2RI/ L, R VHEXREFHITHE LT -80 C
LT CRFT 5. (RIFERRITBERNTE, BHICZVER LRWHMEE V5.

4) ARk, ZERpTE

DNA A TiE, MfEEMD L CREARRICAN, BRIEOGERZET, BH 7 bmisikfs (2~8 C) +5.
EWHRGFET 25632 VERDOT T AF v 7 HEAIRICAIL, —80 CLLFTHRFT 5. RNAMETIE, #M
WLt EHIZRTA T A ATHEETDH, WEKRERICAN TRHEITHE L, -80 ‘CLLF CHifER1T
5. ZFOIED, BEICKLERREITNYT L, EHIZ RNA BESHORAEE)VE A BEEMEKIZRT, 20 C
LT CHHRGTET20OLA8TH 5.
5) #Efd

1 HUNICERB I 217 5 581E, R AR ICANGERAE (2~8 C) §2. BEHIRRGFET 258 1XME 41
FRVERIREELRC 1 FOREICHERSEIT/NIT LT -80 CLULT THASRTT 5. (RIFRITERN
TE, BSICEVER LWHEZHWS.

6. BIEDEW L #x

6.1 REEHETEREIRERSIVL

1) s O W ELRY L ENE

2) WIS R OO IR A

3) BRIRDELY EWH R OB I

6.1.1 MEHREMHOHER

1) BMEEIHROME

BRI LR ORBOWHEFH A IET D720, REEROMEILT 7 AT v 7 ®RHE L TN 5.

2) HHER v 7 A

WL > 7 AWNIZ AR Ve EOFEERM 2 AfL, Bk OERIC L DMERGOMEEZ LT 5. ReslE 1
DERZH T80, MREHEI0 0S5 7 v 7 ICESN LT-E EMaT 5.
6.1.2 EEEHE

iR, W, HERENENOREICHS LT BERAEER v 7 22T 5. Ay 7 ANEEIXERER, £
IRIREE L — L CEHET 5. SR 20°CRiItR, WIBIIHROMICT 2~8 C, WL NT7 474 A T20 CUT %
HEFFCE DL 9IT 5. MIECHRANAIC L 0 EBIRE N RD 50TV D O T, F5E S AV BRIRA SR ER I,
FBEDIRETHET 5. £, kT OREL(LE V72 T5720, MAEHEIC XV ERE CER © X 2k
FERLERTD.
6.1.3 KEELRAEDBEERE

RIEE & RAR O IEfE72 IRA O1ED, TIRIRZ T H AR S REERL & R RS TR WA L HH DT,
FEH EZEAEMCTREDONL— L ERDTEL . EHMEEITIIRIE S REEORAROIZH, BkaiOREKD
Kbtk L TE<.
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1. BRIEORTLE & KB

ZOTRRIE, NA AP — RRZBE L UUrbhe i iude 5720, BERORER L OVE&MRAE ClImAR
FICHR O RERPELZRFTTRTHY, WEEFHECIRELINRTNIZRDRVWFETHS. REAMNICK
D &IG L7 5840 (DNARNA) (3R, MIKOFEHE G £ 2 TH L. EREOBRIKE v, SMiay ha—
VETEINE 2 > b a— LRI, LA OB DB ERIEOMEREE & 52 LRk L TH <.

1.1 REEBRTEREIRERIVE
1) BRoOMHBROmWTTIE
2) BREORMEDNmWITE (TFWWEIZ XD IS ~DREDENES 5 7-0)
3) BEWe DIGYL D72 JT ik
1.1.1 BEOMmtzhE
BZIE ORI DR AR T IIM R E DR T 272203 5. MHERE IR L RFTER E LT TOZ L%
bhb.
(1) Hlial
TV DR R, BiIROE LR S0 & D RMEERE TR ONEITIENT 5. 72720, ZO#EEICZLY
BAERIAFAET HIHEMEORE BN T 52 RNb LD THEET S.
(2) HiliHws
1) BRAAE ORI
MR, Bk ERMED B D IRIT, BRI ORNIRIRORMEL T T —b L Tk <. £72, MR
MDA T 5 & E1X, REEZ CTE D720 Bk L, MlEmR Rmisrksl s 7 e 7 A —
) THlRZ oML T b 21T 9. RNA X, RTLEERFOZEE iR E M2 518, B EE AT
ICRIRZRIE LR AT D .
2) Y7 hhH 7 iR O EER
MRAEMEHS Ui 7 A2 IR T 5 Z E RN EETH 5. i E IR OENWEF D < f
RSN TWD D, AR it 7 E DM A E RN RN ED 256, AR ORI E i, A
FERICE KRR L KITT. AL, BB E oo TEREEZ 7 Va—L (=4 ) —L £k
A Y T ax ) —)u) REICHEE T0 %X ) — /LT L CRfE T 23y FHRE, VU Iki+, £720%
A FRWRINE FIRE LT T L, AT Ly, BEE—XBPHWLND) ITKBEZWE S 2T
L —) LT P LTt DEOBRMR CIET 2 7 —2b— (i F) FRUTKBI S b, % THE
WE ZNEHNPRETE D L WDOIBFHITET 5.
1.1.2 BEOHE
1) WO EERIELS K 2 R
F RS S 7 B2 13 280 nm (5% % 260 nm DL EE i (Aseo/A2so) 78 DNA Tl 1.8 PA_E RNA T/ 2.0
LLESHIUTEAEORAND 72 @l & ShTnd. £72, 230 nm (%17 % 260 nm DWW H(Azeo/Azso)
N 1L T CHIVX EBHTICHW T = ) — oA VT T VW77 = (guanidine isothiocyanate)
DIBABPRKEN LEZRL TS, PCR Tid, 1.5~2.0(A260/A2s0) THAMEA AIHE & S TE Y, Asso/Asso bt 1.8
UTRF L HRAD ] « A OHWEEE TV, BEMEREDONDMRPHTEHGEIISE LT REETH
5.
2) EARVKENT X 25
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BBOE %R~ 5Z ENEMNTHS. DNA ITMIRECORBBMEIZL Y, 7R M= 2ARHEITL, 7
v — AEESPKENC & 0 AR5 TR 500 bp AifEO 7 X —n4E L 5. F£72, RNA Tix 28S rRNA 2370 L
K FICZ < O RNA Wi 232 2 TRICEIND. 2T mRNA OFEEBREIILL TN TEY, &t
B BRI ORMIC S SZ LT RETHD.

1.1.3 BBOFBEMNDEVEE

i TR CET DM OE Y E i/ NRICI 2 57280, F2— 7 TRIKOB LEZ N7 <, BENER

FEREE LW, L, BBOMENMET TR, BREE 2258150 THEETD.

8. NGSZRAW-HRELSHFOREGFHEREICOLVTOEER (BREDKEET)

BUE, oy THRIIE R & OTRIIE OIS FIBTC R IA 2 O 1B S T BIER B ThN T . Zhid=a s
=AUl LTI & 72 DR BLRR RIS 6 LIRS & R > b &RV BREMTON TS DO TH
%.

B, R — 27 =% — (next generation sequencer; NGS) % HWERRRAE~DBEANEALTEY,
20184F 12 H 1T BEAY B C NGS % FIW 72018 T D 1 o = S B I/ NI ME I 0 BRAF LRI S 41,
201946 HIiZi%, EGFR & ALK, ROS 17 EBMMST-. S BIZENONAYT ) LEFROURHIEERE DA, [F]RF
TIC NGS % Vv A5 ARG TSR0 2 BRI STV BIRIRE 72 o T3 2, 4ff, F5E0F
DA T BREMRAOILAITHET & b b, Z 2T, NGS &AW HES I OBA T BERAIC BT 2 Mk
DIEIAE TIZOWTORE ST N TR S,

8.1 MEBILT7FVIVIR, MEBT7F ) RADR

BRI SN D BTt oM 2Rk, s~V CEERNT 7 0 e (formalin-fixed
paraffin-embedded; FFPE) % HWTHEAMER IS, Z OEAER OB CEBOMWENELT 5 Z En
MHNTEY, —MAEEAN ARSI ) 2RISR T D RBEEAER OS5 157 2320 A0
PAR AR R B VB 8 I BT v R TR LTV S,

T, EARERTREEZ T LT T Y CREREE T U R E T, LT U REEEE 1) BEERTY
ntA, 2) WEFRER, 3) HEZETatwAL L, 7V REREE, DFFPE 71 v 7 ORIR & EDR XL
O'HE LR ~D~—F% 7, 2)FFPE MiF0 6 O E LT\, et X2 LI25 AT
L 729 ER AR O ) 22 AL BRI W CRER ST 5.

HEME 15 AR AR BRI R BRI Tz,

8.2 BEFHEEREICIRHT S FFPEYI FOBER

1) @EURHIa I x—va VIEET D, arZIx—a ViR, iRk EmE» SO LT —8
D2ODTREMENRH 5. BHIEH E U CHIE AR OKDAH, IO, %EIT~ 27, FROEMREND
2.

2) MHREIIMAE Z LT R D%, MIHTTRE & 72 D BARIEG IR O LLR AN R 5 O THERT 5. F 75
faD T, BIARHFFORABERE L TRELERDIGERH 5.

3) MEMIDLREZED D OB LT A B v a v BE T 5.

4) IR OMEEFIEE LT, MRIEOTEBGHAL, MRS, WEMREORIE, U/ o, v/ edAEr
varyOfR%, FFPEUFoVERE (FUORES, K 2ERH 5.
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5) FFPE Ul Oififg a2 EORE L 75 L 00 H 575 DNA T 23546, U Ed LIdHEE=
U7 NOREGMROBNEE TH Y, G OmfEITXMED 722 < THHIRE DIV, IBINOEEIA M L 7
LEENRDD.
6) SN D O FFPE U1 R 086, ZEERFHEZED DH. £ ER BT 272V RO IRIZ DV T O
FIEGED L.

8.3 BREDKE (RESHU~ADINBEFELEE)

1) MAZRN THRAE H I & FRITRS & 722 DK L BUR 7236 > TV DR T 5.

2) NGS | CgMT lREZ 18 T35 & LTI, 1HEEZ R (single nucleotide variants; SNV) <o > 7 /L
(insertion/deletion; Indel) , = &*—#i&% (copy number abnormality; CNA), ~A 7 %7 7 A4 N RZE
£ (microsatellite instability; MSI) , & (fusion) , HEEEIs A& (tumor mutation burden; TMB)
RERDL. BMEEICKXVBRHEND AN T MIERRD %, RAESROMEEHEZ#ERT 5.

3) At SAKEGE, BRI LG, ERER EZMHERE LEFE LT 5.

4) FRIRAE L OWAT RREOSE, AL D O 51k K OMKERE ~O@E ik = T 5.

5) 2019 4F 6 H L 0 R S NIe S ABIR A SRUREDO T v 7 7 A U & T, BAT/ LAERER T

v 4 —(C-CAD) ~D x4k, BHHEEDOEM, =X A — MBSO EFHA MRS D 4.

9. RET—SDOEHE
UML) TR TRAFIE) 20 DI, RS 5 9.

9.1 REEHETERIRERSIVE

1) BRFHRAEOEAL

EHEE L RIRZ RA L2, gD ID & K4 DIE), MAREETE 2 HRITd ~ s rae /2 E 41k
ZLTCEMEITY. SMTICREZTLEZ T 2551, HOLUDELLLEKEEOKRLEZROTEL. £/, B
BIFHROBTIILL T OITEIHES .
2) BENHMOME L ME

BRI BT 2REFROMEL, ID &/8AT— REFANRE LZEAR L ORESZIEICHE D 7=
BANBONE TS, CEOMBEICBONTHHEANOREE LAY v ZIZRE L, EONT DD B B TRk
HIRAFT D,

10. REDRFEEE

10.1 REFETEREIRERKRIVE

1) FEEEELOD =D O AH] OREST

2) MRA O R F L OVH M E) 2 45 B 2 R B8 BE VA O RS

10. 1.1 #REEH & BROER

1) MRS Oz

AT REITET OREHYEOIINS, Y0 HOEMBEBKEATIHEEOXT TITHIZ ENEEL
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V. HEKEIIRE TROGEE RICRENSBEIEICI TN 2 L 2R L, REKEOHENEETHL Z &
EF v/ T 5. BEFORETE, SEEOERICHY, BARBFEMEOEREZRDD Z L HLEET
D.
2) M ORLEk
MBI EEE RN T 5130, MAEDOIREAEEREE GUREHAIR, W FHBEEHAR IR
JEEHAR, MARGRTTEREEAGE WEFEERBICET 258 IRl LAE LT b0,
10.1.2 HBEEEFEOMHIL
TTHGREE LIS O AR TR CIE, A HERR A B3R LS Bk 2 ERL L, REZIT-> T\ 5D, #ix
TR VIR O - B - R EOTRERH Y, £ TROBEZHENLERAIKR 2D, BEFHEITR
9 HEE LR EERE 2 V2 HIE & NEEERIR T2 W2 FIER R H 5.
1) EEEE A TR R B
© HW
Rk & RRF IO BRR 2 ET 5 2 & T, HIE (O8hE - M) AEEITON TV D aiH iy 5. &
BB OMRICERT 2L CILEAIZIE, OABNIX, QRBEORES, @HEDOHLREDEN)®E X
BALD O TIRIL A HIW U ClEUNC LT 5 0BRSS,
© MHEHFE
a. [tkslet
B OFRE « BRI, TR & B T BRAT T DA FE RGO 0> 2 FlifE 2 218 O il
HAT v TBERT 5. PEREOEM 2 b o — TSRO 7LD E S A g PERIE R
DRERIAZERT D~ KBEEOBM 2 b o — IR0 B EUSEIEO O 7 25
72 ERRHRE A~ DR B A BT 2 REEE FREHT, Bk & MRS L TV D 2 E R E LV,
AT TERVGAE, BRI RO Y 7 2 (DNA £721X RNA) , &5V TR fER % &1~
7 A X FDNA, &k (DNA £7213 RNA) ZREME L THWD. ZBRETCIX, BAMORE
B AR D 5V A AT DR EE RO 2 B AT 2.
b. FEMERUE
Bk & MRS L L T B FaMEEUENC, BRI & RARICREDO 2 TREZ1TY. av X Ix—T a3
DBLZERTD.
2) PIEMERS 1% A oG B
© HW
B TR ORR O v AR50, SOSHEWEORALEICL D Mokt & THEEM & oHjH)

WCHWS. 72, BBoo AL 2 EEEOIK FE2NEEa2 Y be— L EDRIZ I DV EORIES
179.
@ HHAE

RO ELE 1 DR & 7] —F 2 — T TBEEAT 5. A 2R — B L ZBIET22 2, RIKNON
FEMEEAR T2 AU 2 ERERT B BIAURL 012 75, FTRIRIEAR THRZE0) 1 5 Lo BB HHEC I 2.2 TN
TR R 8 5

a. PSLERERS B

BNG2ZAX—E U TBET  MROAEFOTZOIZ, OB BEIfR 7 < FIREEEL L TW D EE T
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BARTORBEEEMAETIE, NVAF—EUZBETFHEHAIATWD. FIRIZELH, "y AX
— B BT ARRBREI% T, H25WITHIIER CORBLEICRE RN RN & AR L CRIR
T5.

b. WRINRLRE A BUR

USINRDNES B2 A8 BRERE & I 2> DRRIRICIRIN T 2 O EE LWA, eslidmiEficx s vy —
BIZ LY DR SN HEBIMTERH D DT, TOLEAEE, X7 L7 —EBRKIELIEAT v 7 BRI
T 5. HHIFEIC Lo TIE, AT & ORI A BEEURL 2SR ATRE ©,  BEEe iR IR S RN
EHBEZIRINL, DBEORHKIGEITORITIIR O RWEERH 5.

1. BEFREOMHRERA

BEFBEERAED S b, MEOXMRLERDLOFBEFIRETHD. LrL, DA (GEMIRELS - FRES)
DEEFRETH->TH, WREDEFERIIFM L ST L CREr§2 2 LD, MEBEDORNCA V74 —4 K- 2
BV ESTESZENEE L. BB FRTIIE, BIEFEMREICET 2 MBI, AREREEE RSN
A KT A4 R0mBfEd & L TEERENTWAHDT, ZOERLLDOE TORITR LI, 2 b OfREHIERR
WCRESNDDT, FITRFOHERZED L OILB T,
T ITHEE LRAEREEE B> TR T UL HRWNE 2 RICER L7-.
1) BFHIMRER, MEOBRR, MENE, MEICIVEONLOR, B vtV o 7ef 0T — LK -
arkr FOFE REMROMRTE BESCHRERRORETIEZOWTH L COGHEEZ/ER L, ER
WEHOEN KRB EZGTE LERD D.
2) WEFHIMEIL, EREO—EE L TR 7t ) o 7 OERFINE S - ERER ) S lE S h -k %
HBRIATOND. BTHE, MHHE, LR EELR CEEFIRETNRE L.
3) BRFEMMEOHIGE, BRIV V7 E2BLEWVEIEL > CTHEHEICRFI SN2 R&ETH 5.
4) AT F—LKarvr G EEE, 7 I7A4T Y MY RBERERERIL, WRESHELE D
2T, BREMRBERICZVRETE 2 L) XELARTFE R GR. £, B TREZTIETSZ L0, ik
Buol&mEBBEAV ) VT EZT LM LET .
5) WiE OBIE T HEHRITHEICHRES N TEY, KAOKFR LICE =F a2 T by (Fiskdbo). £
, IR Z PR (W C AN L2 0 i AICREIE L= 0 L TiER B 7R,

IR

*  WEIEHB IOV KT 1

faet, A KT A~ JEF I

TN & k5 &3 2RO BRI 20134 ~Lv U EE (R EMS)
M fmfm P & AFEICBIT 2 A E S 20054F axAaEE (EHERES)
Mt MNEEEHRICET OEERES] 20034F axAaEE (ERES
[EFICE T D2BEFIRE - ZBWNCETIHA 74 BHAREZS

>] 20114

TNZ SRR LT 5 EFRIIEICEE T 2 MmBLFEEE) 2017 4 GRS - A A

e N7 L B FRRATHRIEIC B D fmBRFE £H) 2017 SCHIRLEE - RAT@E - R ERE
4

Me MR OIERR 21T 5 G ERIIIEIC BT D SCHIREE - BAETWE

49



BRFEET) 2017 4

[ FRFSe I B3 2 B FE$t) 20084
[ESRIRAFZEIC BE 3 2 fm PR £ 20084F
MBRFHIRAIZET 2014 K7 A ) 20034

Mt MERTRAESZIEICET 2 MEEe 20164
SR - BRI 23817 D8 NG H o3 B 72 Hudl
WDTZHDITA KT A 2] 20044

(77 —~alk ) I7 Ap&OERERH] 20124

7 ) NERPRE %58 3 5 iR
KZA42] 20104

WHIE & A IS T 2 A

MR ICH KT DHRBERIRORE - 2 - FIRICBET 2
AARB Y SmMEEZRSORM | 2015 4

NEMANEE Y ) DRETA RT7 4] 2018 4
157 ) Wi2 i I BEAR AR AR I D 0 BFR 2018 4R
MBS IR ERRIRIFCIC BT 2 8t 2015 4

Mt MR RO BT A B 2 AV D BF58C B
LfmEFER) 20194

(F/ D AR RO BB E 2 Ehii 3 2o~
ANTTIT 4 A HALRKTA 2] 2010 4
MRRIE B DB T2 TA FZ7 4] 2009 4

[REA L 2 V72 A A& A (NIPT) (242
F5EF T 2019 4F
[ERETZWncBE T 2/A)) (PGT-A) 2019 4

SCERRYEE - IR T EAE
AT A
IR RH 105
HAG ERAEAT S
JRA T

H A R A A [
IR AR e i s
AARANEHERRTS, A ARBRREES, AR
B AR SREE2 HA TDM %2, H AR R
IEE R

H AR B2

H A

H A

H A B

JRA T
SCERLEA - AT

HANEGEY R

H AR e
HAER m AR 22 mEEE R =

HAER m AR 22 mEEE R =

fIEEFB L OTA FI A4 0%, EHMMICEFRINL O CTRIDIEHREZ ATFT 5.
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12. BEEFREBROIUEK

IR BER A I SRR ORBE, IR TEHE, IWRARE=2 ) 72 CIRINVCHETITbS.
E 7o, SRR L BB BRA R & O BIRIZ SV TR & BRI B 1 ST — 2 = AL SR T
5. BIAFBERAE O RRICIZI I N SR OEREZ N T L2LERDH Y, TOLDITFMERT —F =D
FTEZ 12 LB fERE R L INETEIRHI 2B TBL ZEREETHDH. 29 LTHELNIZEH MO
ELWVERZ - TERESCBRERE 7 T4 72 MIBRBERREAGADVERDH S, UTICERT —F =2
A4 FERT. ZLOT—FX—AY A MIAWZY 7 LEWBBI 2 EANFREE > TN D,

12.1 1BEEIHER

1) Entrez Gene (https://www.ncbi.nlm.nih.gov/gene)

National Center for Biotechnology Information NCBI) M4 %, &0yl EofrE, By,
i, tiE, BEE, FERY—T A REDT—HRX—R, fHxOEPEOBETERNS L 2 — NI T 5.
v N7 A28 (RefSeq) HEHFALD.

2) ENSEMBL (https://asia.ensembl.org/index.html)

European Bioinformatics Institute (EMBL-EBI) & Sanger Centre 23 3:[FiEM 32 BEEM 2 xtG L Lz
B TESIEH T — % X—A. Entrez Gene ® = —1 v /Vfiff.

3) Locus Reference Genomic ; LRG (https://www.lrg-sequence.org)

FENTIZ L 0 153 DAV IR SRS O R Y 7 2 MRAED T2 DIZ R S 5 2 EY| 07 — &2 X—Z . (4) HGVS ®
AU T NEHIE TS RIS T —4 & LTLRG #3252 Z L i s sg.

4) Sequence Variant Nomenclature (http://varnomen.hgvs.org)

Human Genome Variant Society (HGVS) 23#E5E9 2 SR HER 70l EERA 813 U 77 o b OFCEED B &
ns.

12.2 N7 FMEAEER

FRHTIZ K0 & DN ERLT N Y 7 o b OB DL 2t 2881, RENZB T 5200 7 O
B HIIEECTHD.
1) dbSNP (https://www.ncbi.nlm.nih.gov/snp/)

NCBI &89 5 & b ® single nucleotide variation, microsatellite, small-scale insertion and deletion
mEDONY T N OEEEHICK T HHEF RS B ST D
2) gnomAD (https://gnomad.broadinstitute.org)

KET v — NFEFTEE TS, 12 77 5 TAD Exome T &K 177 6 TADERT ) LMEiT CRbILZ
NY Ty MEBROT —F =X,
3) TogoVar (https://togovar.biosciencedbc.jp/)

B R BLEERE (JST) NA AV A = AF—F _X—2 %% — (NBDC) L5 - 27 LWF7etits 5
— 2 A o ZILFER B T A 7 A = ARAET —Z =2t % — (DBCLS) 73 3&:[FEM T % A
AKNDT ) XY T v NOT —H~N—Z . gnomAD @ HARR.

12.3 EiGHEREER
1) OMIM (https://www.omim.org)
NCBI 8#EE TS5 NOBETFLBETFICE s THESNLIREMDO I 0 7. BEMOBEMHEEE LS 1776
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TEBALBIETOT M) =R 25 (2019 4 9 ABIL).
2) Gene reviews (https://www.ncbi.nlm.nih.gov/books/NBK1116/)

NCBI 23 E 3 2 B R B OFERLZ R, BiaFiRd, Bl vt 772 81ionT, FEMAZEICK
HIRFANSBCTE D EFRAZ v 70T OBGEREEBE#RT A -,
3) Gene reviews H A&GEK (http:/grj.umin.jp)

Gene reviews DFF A] & 52 (T EIN KR FEFERIE BB 1 BRI e o Z — 03 EE § % Gene reviews D
HAGER A b

12.4 [EBHLEERNNN)TUE
1) COSMIC (https://cancer.sanger.ac.uk/cosmic)

IRHAREAS AN BT~ 2 HEHEELAN N Y 7 o R O M E RSB LT — 2 N—2. N T v NORFESHE,
LU AN, NUT BB LN TN, NS L OERENDY TN, BT AT
FOENENDY TN ERIERS TN 5.

12.5 BEEIIN) 7Y FOBEKRHER
1) ClinVar (https://www.ncbi.nlm.nih.gov/clinvar/)

NCBI 73 &EE § SRS ANY 70 FORKRER 2B LT — 2 X=X, RNU 7 h ORI
(classification), & = L' — 3 3 R (review status), 225N HE SR L 22— R EBINERS LTV D,
2) CIViC (https:/civicdb.org/home)

DN AN BT 2 RSN Y 7 o N OERIRIER Z D 1A —T > T VB ADT —Z X=X, BROKFSy
, BAOFES, NV 7y hoY~ U —, IREEOHEE, BRIKNER, 7 ALV LT 5
i, FIU R Nl ahEte.

12.6 BEBINNVT U FDOE NI BRE~OEEEZFATEIVITY—
1) PolyPhen-2 (http://genetics.bwh.harvard.edu/pph2/)

2) PROVEAN (http://provean.jcvi.org/index.php)

3) PANTHER (http://pantherdb.org/tools/csnpScoreForm.jsp)

SRR & 2 ORKER T, —HHEN & SR IRANS B, G & B FARR ST 5 1R
EHA TSN TODR, KK, BESCRIERT DN AARIER 2. 7 747 MIIEM CTRAOE iz is
Z, REOIBFRIZORT H720121%, EWNSOEREEC SR b B i i a — R <AFL, BRICEILTE
HYAT LEWETHZENKRUITHD.

13. REONZREEH

13.1 £ynEiRmE

AR PRI, RELPIEE L2 S TRE DRI 5720, EWFNERMEIZS b S5 ER
PEASE. Led > T, MIRORTLELR L OO T L 2x v By FORTIT O . RENEMICHE L
ZaE, EOICHEBEAT v a—Adp, 0.5 %REORERERET ) v ATHREML L1295, £, K
FIERRET P U LA Lcd &iE, WEHT7La—1Th ) —EREES.

52



13.2 feERME

1) =F vy A7 a3 R (EtBr: Y HREE)

B O VRVEER H D, 19 L XTI T FRE RV EERT 5. BRABITEERICTE S+
TEHRERE & LTS T 5.
2) 7=/ —/v (Bl

Z N MR D B 5 O TRIEITFREZ LT D . BUFITLZ HIEHIZREDK TRV Y. FEKIE
RY Z 7B L, RETEMERIKET 5.
3) Zuudb (R

KRE#IERET H1E0, WAZEZERD ELTIERNBINTZY, FHRICEEL 52720 35, RIEOFRIL R
77 hOHFTITS.
4) RV T 27 IVAT K (BRIKERZ L)

MRITIRB LT <SWAT D LMRFERD. FREATVEEMLTRT 7 PN THRIEGR AT S .

13.3 YENERYE

1) 4R (T AR

IREIROD L RGO DNAICHEEZ 525, I—/ LV CHEZR# L, KERLT 7 VAR CTHE % 3
T 5.

2) Wt (=7, TIA <=7 EOREHERN TR & D)

R R A B & T 5720, RILIEHE Y EbIAR. RO T AT A Y b= T EEBEIC e —
EOFRE ST 125 2 THEk .

14, HEED

BARFRAESINOSERERIC LY, ERNRMAPFEL B LERSNL TS, ZOX R TIZBNT
B FBEMRAI R T DR AR, &FONRE R AFL, LVEHORWT /) MRz R~
Thd. ZOOIZ, BinTEERADMS L SAffom LIcs ), Bin B e R BT L E S PHERIC
FEMBENCSINL, 45 HOWIEA TV & 50 5 e FEECIE A 2 2 MBI 2 SUEN H D, S b2, BELR
BT — 5 ety 5720, BEARNFHT 2REBKEBET DL 0B L& THL @REEKZ TR
=) .

PEk 30 4 12 A 1 BIChEfT Shvie TEFRIEO — 2 WIET SiE/) 128V T, BinT - S Ok L E
EHERT D 2 LT oo, REOHERICE T 2 BEE OBLE, WEREEIOEN, 1#EY7ebHE D FZRECIMTE
EEBDZRDOENFG 2 ENBE L2, FHEFHIZET MO M L2 BT > BLENHDH. £z, 1%
HEMREE, (EREHECHRBEMBOERICE TS, FMAEHE O NEk) THRKRER] THESER LOHE
JREE) TN TEMEHPH JOHIE e IR U CREICIER T 2 B3 & 0, Bin B A D& IH
IOV T OGN B AT 5 BERH D,

GBEER) BERAROKRELR AN (REES - KPR) , BEFOoNRFEEL (BARBRRBRA R,
Wik, 1#%) , EERAMIEETYRE L BEBBI VT —, V) AAT 4 AN —Fa—F 1 x—%— (H
ANFEBIEFE) , VoxT 4 v 72X A= FRERE (A AEGT2HEER)
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BEER}

1) BEFEERE RAKEEET=17/L Approved Guideline(RKiEXE MM5-A1) B AEERBREZE GBS
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