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I EBEOREHKEETFRE

281 EBtEtamiw

RNEF—F i R R

1. BamREs

A, ARiEk, [ ekl MREEATLERT, AMmEROS LRI EERIBIY,
IEH O B MLERIC E TRV TE W Sh A Mg (B s ML &b WU ET) 28 R ITHEIH 3 D7
T RIS QBB Z B L s, 5l A M BRI AR L, 1A PN 0D <0 Jif i
128 DElEAFI RN (TR ENVNVET) EEA R I LEbIZ, ARIMER, AIMEK, M/ k7
EDIEF MERDEANFEEIN, Eill, 1EFORIMEROREA, M/ Mrigd 238 Z0ET. 2z
FoT, REBEEK, HEGE, FE, MRl ORERAHBLLES. A MmpEiERE @5k
F L3 &R F LRI T HIVET S, SRR TR RICBAT T 5D L1372,
ZNENHEOIRREE 2 HIVTWET . B A MBSO, BHROMIE N 2187
BRI R MRS, Vo RECR OB 28D S A iR IS S ET. ZhEho
PEEOEL TE LT, B E CML, #%#13 CLL SBSL CMHERLET. WOk Cibif CLL
ML A MFEDOIHOK) 20—30%% (HHHDITHL T, FAETIE CLL (Z2HMBED 2~
3%&/1 72, Wiz CML N WMEANIZHD T

2. BiEEEEsMLE (ML)
1B BEME 0P (CMIL) &1, ZREMEIE fLERAIE  SLH |2 2> TR ERGR AR 3 —
PO FLH BNA R TT . ERMFERIIA L 10 5 ABTKITA TR LAIHENTIE

M Ret A AR IER, EMER, S, TR TEREC BRI E P LD AR 23 Sk - BRI L C
PEAESHET. AR E TN EREBMIE, 1IEF O ietE Esia OB I 720 EE A
PUERRIERGRANND . AMEROD G, AFHPER, AFEEEK, AR ELER A L CRERIERR M S FFOVE T, 47 ERIEAA
WITRALTZHIBE 2 E OB B RLU CTREL TAEREZHELET. E7z, MFBRER, HRERIIT L AF—K
SR LTV ET .

N =M= L, BRI HE—OMIIOEHT, MEOMINED 521 Eo> THFEL /M v —
EEITEITRDET.



2 EamE

HVEE . NETII DB FEl O PRI 50 7%
(LT, ANETIID e BAEFIOHRAEIT 50 AL
TY. FHEH CML EWOIREDHY CML LFEIL T
FI, ML BMEORBEE 2 HILTWET .

1) fER

AR D R, 577 kE, MIEICKDIE
A 72 & DIEIR THRSNDHTEN L, Ml % SitReitE Mt
W 72 8N XD MR 2N ROAVET . il TIE, FEOEO B DIER T, A THRA
\ZH MEREEMAFE RS, FEEMRA T CML E2Wisn s BESANEML QO ET .

) ZEMR
HRPT LU I MAE N T2 C, 20 4RA7RTE CITHETTL T EREN O 2/3 1% 5 52
RELIRSTHS CML EZBIESNDLZENDHY, EMEHINEST (X 1). LrL, Fl TIEAMRE
o773 T A MRS, BHICCMLAIE RENDZENELLpoT-T-0, B TRk
RO T ENERDELT.

AR

AN I\ I\

1 CML EETHONABERLIUVERE

3) mEmR

CML TiEFicAMmERIIEE ML <o, #7954 10 5/ 1 1(IEH TiE 4,000~8,000/ 1 1)
IZHBLEZENHYET. BT A MEREE IO FRITLF TP ER T, 35 IR LI HELL 22
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WEEREER, B REERORTE REERTHHINL, REICIE R SFERD RS IS HBLL CEET (K 2).
A ERE B ICHERIER A HE R 9~ D AT R ER AT M IR ER D BN L 9. BB D T2k b i
(I B BESEER 22 E DS HIBR O MDY B LD IR E9. HIFIITEH TIEH EEAD,
EITTHLEBIZRAMPHOOINTEET . M/ MEUIATINAIT LAEINL THDZEN LD
TTD, EATEEBITLIEWTEA L, KRN n L/ Masib 2 2L ET.

2 CML BEDXREMTHONDIFRIKRZMABDIEM

B OTOIIT B BERAES DL ET, AL TR, Fricdh ke e o8
KBRS O INAY B SZH E97. A PRI LAY B U T2 A R ER DN A FARZR2 DITKEL

TR EBEER, B REER, ATEREER, EBEIEER AR P ER (BRI ER, 0 BERLER) 1T, B CE R ER— AT
BEEK— B BEER— % B BEER - AR IRAZ R - D SERER O NI AL, AR ER AR RIS S (BB 5. UL,
CML TIZX2D IS DI EBEER, B BEEK, AiESHER, o 52 BR e & O S il A3 A4 12
YD,

BB A ORI IR I R E 2D 6, IR AN LBV ET . B A E B s R L E
BEAERRA LD ET . ATE TN E 72O UGS 282 2R LB B 2% 5§ 260 T, EBENIcHnL <
WO O FEAI A E A B TEDLVIORLER BV ET . %F L, BE IO LROEEZRIL, Fo—ftes
HICH BRI T 20D T, B HOMIERE LB AW OBIZRITE L TWOET . M &6 IR T
T, 10—15 H<BWTLEeIfThET.

E OB



2 EamE

T, MR EINITE SRR 2R E OGO NN AR L2 D2 8T, WA DESHET.
FEALERIRE T, IRIRO S, E4 Bz OREREDRAHLIVET . K fz AT HER
DL DT NAIBRAT 74 =B ENE (NAP {EVELFFONET) 2RAE T 28, BIEHIITIER 12~
KTLTRY, AVEi(E2E8-> TDEREEZ LD IRV ET .

KR IS 12 O CY iR R 2358, 1EEAE (95%NIL) DRETT4TT VT 4T Yethy
K (Ph Yetaff) EEEND B Yt (AN Bon 0 Ed. £72, s A TiL Ph etk BEE
3% BCRABLRAEE TS ET. ZORNI OV I %R L £, SdEliz{bRH2IX Ph
G fRIZNA T, $9—2 Ph YLk 9% double Ph OHEIR, +8, 1(17q), +19, t(3;
21) (q26;q22) DIH78 772 Y bR D B IS B, Zia MG R B SO E T

4) 2
IR ERR O Z EARE L A IMEREIIT CML 23%&i, NAP {EMEOK T, EFikE T
DOYERIER BN, Ph A BN BCR/ABL &80kt T2 Ed.

5) AR

LR T AT 7o 0o AR ad o oL 7228 Ot A B A O 512 K- TR SO ELE
3, 3—4AFEH OB LZBHIE L2 ELE 20T 52 LITREEC LIz, — R R EER L7
gz 4 3 D RIRVE P T O N E LI NN T, oA Z—T7 2ul JFEDON R RA DR HY
FL7. L, Sl EMma B B DM T O HE012720, 16 S B F CE5I0I12>TEE
L7z. &blZ, BCR/ABL @& BT DIHAEDRERLL TR ILHTF ri v —BiHH O it %
FHET DA A ~TF =7 (VR0 27) BEHRESI, ZHUSEIDIE-O ATREED MRS TV0ET .

DB AIMFRCHEAER B ML OIRFICHW S ET. AMFE CIEsRy ERRIEET), [
PRI Z MRS 7%, AMEROATHE HLA OTELETEo7RF—rbi&E mggiiiaz43 <, BF I
ELET. RIS A ST oMl 3B OB BEN O Y 22 55 TS LHEA e, IR 70/ Bk, AMmER,
INRBMELND IR ET . R —bipflilna 15571 L C, BHEZRAZ L CF#E P OB iin & 1525 )7
L&, G-CSF O 5T EOARM MK B Lo a2 8 B 92 07 1k, 72BN S Dl fa 2155
BleEnHET.

0 Fai R —VEME ATP Oy -UVERED, BADORKEDT v OeRafk i Lk~ 4250 % fi
WA DRERIEME A T e X —BIGHEEF W, MRLOR S 1D E RIS EICBE 5 LT ET .
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6) P&

CML (3, BHEHIC IR M Th DT

0, SREBL L DIRF AT 7203 B A

IEEMEFETHZENTHETT. Ll K93—

AR ITIERN, Tl 2 DI Y DIEREEBIT,

Y 1L~ 0D S 5K 0D 1IN % 5 25 W 7 1

i BRI AN, i D EAT, 37 iR

AHBL, Zh AR LEF O ES. BiE

WA Gl B B ER 72 L DB £ 5.

AN IL < AVEBE R T8, UL REERRChoT=l), HEER Cho7-0 LY T3, I
ICT D FERMIER A TR T 22 bbb ET. Yeta i Tl Ph Yeta iR MYt
B NROONET. Ak Z BT E, KOG E MFRANC LD )7L R IEE1T -
THRRITMEN TS0, CML ISR OFANT CEHIZT AR LA 2 &7, 2kl
DR ZES T D LIHDENZ ET

3 TUSTIIT1T7LEBIR(Ph 2E1K)

3. 743 TINT7 1 7EBHK

TATTNT AT YlalR L, 9 b 22 F Y RO BT 1> THEUD BH Yk (K 3)
T, LT Ph AR EMEINET . Ph iR, 12EAED CML & BLO—FHOAMEY
2P M (ALL) B3 CRasb g

1) Ph XBHEEROER

1960 (2, KE7 477 /v 747 D Nowell & Hungerford i3, 2 510> CML #35 C, % Clidh
HNIRVMBUND YR ZFE RILE LT, RWT, AEZ DT )R Baikie , 12 0> CML
BEOMIREREEL, 8 BNZFEROMU N EER AR ELTZ. ZLT, 1961 FRICTIL TR
® Tough (%, CML £ 18 BB FERD FH YR 238, 7477 V74T Jefafk (LR L
Pht YR LIgSIVEL ) LR ST LA RE L L.

2) REEDODH
G R AT E O AT LY, BE RO RPN IND LT, 1973 F1IZ
Rowley |3 CML /3 O Ph Yetafiid, 9 FYLtalkl 22 FYAMRAH A ERHEORE RAELTZHO



2 EamE

THHZEERRALEL. ZOMAREEZBEIT t(9;22) LK, SOIZFHMZEIBREArS S
MNT720, £(9;22)(q34.1;q11.2) L FK LS ET.

3) BIEFOFEHT EARDES

ZDW%, 3 FEMFOEARIZLY, B FOGEAER EONERFESNDEINCRD, 9 FYL
CARDUIBIERALICIE ABL &1, 22 FYAKROEIWHFIALIZIE BCR BI5F2MAET 5L
BNV ELZ. CML T, 9 &L 22 BYRAKROMARIEIZED, @HFITFAELRD
BCR/ABL @& BIn TSN ET. ZORREmWTFrl ox - —BiEELR > BCR/ABL
EAMBEASH, 2h)s CML OFJEICEH > TWDIERHSLNTARVELZ. Z0k512 CML
EVIRRIZES T, LLAT, Ph @RI O~ — 0 — B E 720720 T A, BETITHA
DOFAJRRNCEHZE DD DEZEZ HILTWET .

6T, BCR/ABL & BT O ORE R Eo7o T mi X — R L E 975 5]
A~F =7 (@A 7V~ 27) 5 CML OIGFRISEASH, BETIEARELWEIRZH T TV
F7.

4. BtEY o \EaMmE (CLL)

MY M B R IR L 72— LB E I R A DY BRI B IS R T, U
BKIX, PURZE AR UM 20 3% B fiflal, Motk g 22925 T Mild, B3L0%
DD SERICABESIVET A, %< CLL I B #ifarET, Flcotbv7e CLL &V 213 B
AfatE CLL(B-CLL) Z$5L%7". CLL I, 50 &L Lo thiki @mln a1 2<, BE O R IAEIX
# 60 5 TT . LRI ARBYET 2 2N ESINTNET .

1) fEAR

FIHAIIT SRR THDHZENEL, AR 71D T R EREEINZ Bk S35 A Il
ERHIANC LD oD ERMELAL T, AT T LA MIT 154 05 BRS 5% 597 s i B
L9

SURMESIE - iR E PEAE L CHURZ AR BAN SRR UBERR 2 0B <, IRtz L I £,
SRR M T BUARZ PEAE T DO TR, MR B T2 0B KIS EfRL, VIV ROR7e EE 2 ik
HESNTWET.
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) ZEMR

Vo RENERZ D 2D EL, PIENIZBE Y REERO AT, EIT 7525 DY/ Hi
NEIRZ 2UET (K 4). Vo ENTHMEEC, fEERHY, B B %R, ERITHVETA.
T 2LPELHSDNETA, CMLIFEDEME 2T 52 LTHVEEA.

3) BERMR

FEAEDBFIF1G 1] Y b0 A MEREINE 2L TRY, BHCHETLF T3 10 il
ICHBESZERHVET . ERITRBALIZYL KT (R 5), 1FLALIE—RIEH OV /ERIC
RAFETH, B CTHEREEZL TODY L RERGIBTELET .

AN
L ]
- =
N
B4 CLLEFETRSN ®5 CLL BZEORMMTH S
S IR NBEIY 2/ EROEM

70— ARAN —{ESTHINL TV RERORE R E Z T 5L, £<D CLLIZCD19 X
CD20 b\ ~7= BAEOE 2 AL CTHY, B-CLL LFFEhEd. Z<—#80> CLL Ti, #hn4
DU 3EKIE CD2 &2 CD3 728D T ML CORE LA AL THY, T itk CLL(T-CLL) &
FEIZAVET . B-CLL (2t~ T-CLL (Z—RICPEAENEE 2 b CWET . T-CLL Off L
L CHNETEEDZ VA T Mild A i (ATL) 2360 £7 .

B Ta— YA RAN =ik ERER E SRR RS H PRI 5F /7 m— T ViR e s R Lol gz A
WTHLERZALERL, 1 ERZS —FNHRARAE THOLEH T, MERO MR Z B FE T 59716 T, Vo ke
Biffae T MRS /33 o7 EICHVET.



2 EamE

—#IZ CLL I3ANIZZEAEE T RLNT, I/ MREGIER T, BT 5LE0IZE 1M
DHEBLL, M/ MRE DB G BN ET . BRI E TIIRAL Y RO RO ET. K
Y 1L S0 6 1.2 F V= e iRk R T, CML 728 L b TRl 2y ZLRE TR0 2T, Tl 4
DFEDE 2 M2 THREERL TREZED T, CML 128115 Ph Y kD L5764 127
RUTFF RO P R B IIHV ER AN, del(13)(q14q23)* 70 & D HE NI Z ST
WET. AR A TIE, LDH (FLERI KSR EESR) 728 D EEA DIV TWVES . HLiRpEE
(CBIRT S B MBS ThoTm, v —/ a7 U AMRMEEZ R LUES . £, FURMERBLA
(77— LAHUR) P MRFUEZRE O B CHUADRIHSNDZ L0 HY, # M AEE <0 /MR
JAE DRI L2 ENHVET .

4) @k

BTV SER ORIV E L LTz (A MRS FEL 7235 81 CLL 2k, Bom—
AEDHIN T T LOTEP B LT B —H A MAN — I KD RE OB A TBII 5
nEd.

5) A&

A L BREE N (V2 SEREIN) A& C, Bifi, fil/ MRS 23 RS U, BB R e
BLLET. B> OO DOFIEOS A, ARG RITENEH QMR TR 7207
MEWEERHVET. B, /M, Vo BRSO R To 8 iidrnT L7y
JVIRE OH A MR A TIE R ZBRAL £

6) F#&

—RECRIEDBNZ &, KD HEITHRER THHZE, CML DOLH7 Ak ks Rbhzau
Z&ApIz XY, CLLAFC B-CLLIE A ME O o TR PR RV EE 2 TERY, Al
LIEBE DR T ARBIEbHYET .

3 del(13)(q14q23): 13 F/YLaARDERE (q) D 14 735 23 R EL TWAZLEFRT.
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3 /NRERAMR

B HEET  m b N N R R SR E

1. MREORKEE

NE BRI A EEZRD 95% L EASEME A IR T . SRR ORI T0%IEaMEY 3
M [ 1 %5 (acute lymphoblastic leukemia : ALL) T, 25 % % &4 & # M B 1L 9% (acute
myelogenous leukemia:AML), 2% 23R4 A 1Y% (mixed lineage leukemia:MLL) C, 12
MB 861 A 197 (chronic myelogenous leukemia: CML)IE 3% < BT, ITAEDIRIEILED
AT, ALL T 60-80%7%, AML Tl 40-50% 0347, A HIfF TS50 EL.

2. MNREMFEOEBEREEDFHEH

/NR A LR o G R REI IR KOS B E 2 &<, ALL Ti& 70-80%12, AML Tl
50-80% (ZYL AR BT N A B, ENE N DO RFITIRTUFF R T (R 1). ZhHDRF O
G, ALL T t(9;22), t(&1D)PIE PR AR T, t(12:21), 0@ 2 M58 (it 51 ALLE)
T BIFESHL, AML TiX-7/7g- 3 AR T, t(8:21), t(15:17)X° inv(16) X T1% B4t
T

H LRI 36T DY R R I L T L LSHB T 22 EDALNNIRY, Flf TlX, M7k
FRVESOE ML M AR O DT O EEEARFEE L2 2 5N COET. £, ZhbD Lk
B DY\ ARAE T DS T8, BB IC L0 LA BE T 2TUR L, Z s [ i o

% 1(9;22), t(4;11):t IF#i5EE (translocation) D= & T, 1(9;22)1% 9 FYe iRl 22 F YR O M CH AIZHERENEL
TWAZEZRLTCONET. 37205 9 FYAIRO D 22 FYIRITAHEL, 22 FYaRO—TN 9 Yt
RITAAELET . (41D RIBRIC 4 &L 11 BYEKROREELRLET .

% inv(16):inv (X7 (inversion) DZETY . OEDDYLEAIK, ZOHE1T 16 FY KO 2EFT CHIN Y,
Qe R SIS B LI AU D R T

ST A A RS - HURE A ORI Coe R BRI DI o T 50, BR LG AREIITh DA TT.
REBOHIEAIR B FIGREZAT>C, AMFHMIBZARMEL 72212, JiRp ADE MBI BT, B
SADENTIEFERMIEMIEZELEDGIETY . BB b —RAITT A, OIS, I B,
KA ML MR DD £



3 /MNRBEMmfF

FIEIZB G- L TCWAZEDRHLNI > TEELE. FLEASNIZ@ a8 752 HWT, 1k
RIE ORI B O &M N R 2 (minimal residual disease:MRD)?iEBF2 Al AEE
720, FR EXR<FIHESh TOET .

x1 MNEAMKRTRONDEBAREELERKE

S 5 (R ER HE % ®MEeEET BRERIR 1R
X Y MIAL A= ik
t(12;21) (p13;q22) 15~20 TEL/AML1 BHIEEMREE, FEBIT
Pre-B #ifE%!, BMIEkIE%, CNS 3

t(1;19) (g23;P13. 3) 5 E24/PBX1 -
B RiERHARAEY (B (Z mixed lineage),
t(9;22) (q34.1;q11.2) 3 BCR/ABL
ERB, AMKESZ, TEFRR
CD10 214 B RIEEMAAREY, 3R,
t(4;11) (q21;q23) 2 MLL/AF4
AMmkiELZ, FERAE
B #HfaEY, L3, BESMEIE,
t(8;14) (q24;q32. 3) 1 IGH/MYC
HH R AOEEICEYTREE
t(11;14) (p13;q11) 1 TCRD/TTG2 THIRRE, HifmigiE, BMEkiE%
=2 3K 20~25 B AIERMIAREY, TR BT
ot A =RinkeS
t(8;21) (q22;q22) 10 AMLI/MTGS M2*, Auer IMK, BER R, T1REIT
1FEETRkIE £ M4Eo, CNS 2,
inv(16) (p13q22) 10 CBF/MYHI1
FEBEIF
MA*FEf=% M5*, ZLIR, CNS %,
t(9;11) (p22;q23) 7~9 MLL/AF9
BERE
M3*, Auer /MK, ERIR, BMEKELD
t(15;17) (q22;21) 5 )
ATRA THMLFHE
Tql-T 5 MDS. MP¥, M2%, M4*, FHTR

*M1~M5 (X FAB ©%EX0  CNS: X% % (central nervous system)

PSR T X AT B FEOVWET . PO REREIC L > TENENOYREEKRO YR I H BT EIL
DAL, EFICHFELROVEEFEEVET. 2O CERE BB FAfeBE L0y, A
MIFEOIFE L7V ET . IEBINTWDDMR, ber/abl A TBIZTTT D, ZIWVNBIELGNDZ L /3713 H L
MRZAED LW S EAEZ 72K L E Y. 2070 RN T A MBHIIEAE AL AT O ET
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3. M/NERFRE (MRD) &I(&

BRI AR G RIS C IR B CRBETH o B In S 5%LL FIZ722 LEEIAR R IE
FERTIRENNET . LLRBSEZOBME THIANIZIE 100 o 3 fmMia s ET 5LV
MCUWVET . 2O BMEE T/ IR B R A MRD &V ES. il TlE, MRD O
EIXBETRED1I S THHERMARY AT — B HEHE G5 (polymerase chain reaction :
PCR) T4 THY, 1 555 100 S {EOEFMAEIZ 1 EFE T2 8 F s H el gEL 725
TWET. BRORKRITITEL TTOLORFEAFIEE IO FIEHIC b DEE X IV TVVET .
L RIEZ B IEBE A ORMZ DI U T, ARG EMEL, LVIRWEMET72bb 5y /&
WA I LET (X 1), IBIT, W% OREREDOHEEND THRNHEE TEET.
ALL TIZIR#E B A MRD 233002 T 2IE G ClE 712 BA4FTHY, MRD &3\ Vil
TIEHEFRDOV A3 ELRDES. MRD ZHIE $ 528K > TEBI ORI D RS 4
PRAFES DA E LU TR 22 80%, 16T #HOWREIZERL COIEFITAE M7 — 2L E
¥ 72&20E MRD 585 CIIERR IS BIE T DRI AR R L SHITIR A 7R2iniR 2@ IR T 52 L
NCEET. —F, BHIZ MRD At k37U, SrlEEHloRE-CIE IR OB T
TET.

4. NEEmMFEOFEERREE
NE A MIRICHABNL 5 AR R E T, ARIRBDIZOWTHERLL £

1) SEEHEEAmLE (AML)

(1) 8; 21 8gfE (AML1I/ETO RI&RE)

/N AML D 20~40%% 58, TERESFERIZ A Bl BRI B s (M2) IZ S ET .
8 FYLtalk q22 12D AMLIBEIR 1-& 21 FYMK q22 1285 ETO A5 123 et ARiin 12 &
W AMLI/ETO BhGEETZRLET. TOME BB I OIELNTE B ez TN
AMLI BTN IEH 122 o N\ E DB E 21 E 5282 K> TH MR DOIEIE IR 5
LTCWDESITWET . AMLI BIRFOEBINDIER 22 R~ ITE Iz W THEE & H
EHSTOET.



3 /MNRBEMmfF

EREASK

0% s EE
g 0\
M
fi 108 \ BT REBR R
5 : L ReER
% 10¢ PCR &R LB R
Rt | S sz

ELER
107 |
100 .............................. E—— - -
................... ’

1 ARBMAEDERNR

(2) 15; 17 8z (PML/RARCBIERE)

/NRCAML O 4~T%% 5, TEREFRIICEMERTE #EERE B s (M3) IZ SV E 7.
15022 ([ZAFET % PML &R T-& 17921 IZHDHVF /A EEZ AR o ${(RAR o )& 5103 A
B FZBRLET. @GR ICED A MIRIEIED AN =X LD G, LF /A BB R
MEETEBEME A Y% (acute promyelocytic leukemia:APL)DFEJEIZES 5L CWAZENBHS G
720ELIZ. 1990 TR T ARLT /A B (ATRA) ICEDIRIE DL ST, THEITELL
L EL. ATRA (A MBEHINaZ b, BRASEREME~EANT 0T, LB ERIELD
b CNET.

(3) 1123 ERFE (MLL BEEEE)

/N AML O 7~9%% 58, ‘B BB (R (M4), BLERYE (13 (M5) IS Ed
73, AML 7213 Tl372< ALL T AL PR E T3, 11923 Z UM R & 280 AR 38
JEFBFNZART, ZHETIZ 30 FELL EAMAESILTOET R, (911080 T, t(9511D1X
T BAFTIT N, A FICE > TETFERARERVET. 11923 ([JITREH A MW (mixed
lineage leukemia: MLL) &5 1D FEL, ZTORE DN AMBRBIEICE 5L TET. LR A
MR TR ALND FHE TT .
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(4) 16 HbiMELFEAL, 16;16 BxEE (CBF AIMYH11 A& RHE)

/INEAML @ 10%% (58, TEREF A AT BRERE 2 4 145 B B L ER P 1 9% (M4Eo) T
16 F Aol R CUIWNBIY, 2O HIZ2>THMAEAGLET. 16922 LD
CBF 5L 16pl13 =D MYH11 3B GEIG F 2T 2Z8128k->T, CBF B/ MYH11 #2737
HITHME T AMLL #2 " 7 B LFEA LT, ZORNBATARESIL A BN EIELET.

(5) 7EBRX%, 7TERBBARK (-7/79-)
B B BAMEGERE (myelodysplastic syndrome: MDS) Ik BN A YLK E T, T
BIIAR BT, @B OIS T

2) AU \tERmE (ALL)

(1) 9; 228 (BCR/ABLRAAEE) (PhGtatamm (X2, 3)

/INFEALL @ 3%IZE T, BRI B ABSHARE, RZIZREME A MR A 3. B Hkg
BEME A 177 (chronic myelogenous leukemia: CML) &[RIU Ph YR (7477 V7 4T Yt
R) AL, Phifth ALLEMHE COET. PRITRRT, B i Miafk s %88 c
. 9934 \TIFHET D ABL &1L 22q11.2 ISIF(ET % BCR {517 BCR-ABL & 815
FTEKRLET. ZOfE BB 1) BIEGILS BCR-ABL @l &4 VB IXWFras ) —
PIEHAALTEY, TN AMBOFIEICE G L TWET. T4, Fai v —EoEHK
ThHHA~TF =7 NRFEI I, CML 7217 T7e< Ph Btk ALL THRIRBHVIER SN TWET .

2 OBLEIRE 22 BLEBRDODHEEERE t(9;22)(g34.1,911.2)



3 /MNRBEMmfF

3 922 BREEICHITHIT4TTIVI«TEBAK, BCR/ABL RGBT FDR AL
BCR/ABLRAESEBIEZFNOREERBEDHA

(2) 1; 198z (E2A/PBX1@A&R%E) (pre-B i3t A IMIR)

/NS ALL 0 5%7% b, 13EAE M pre-B Ml B A R L ET . IRIIGHRISHIME T, FHX
FRRE OB S B O PR T, 19p13 KV E2A BIE 1773, 1923 £V PBX1 815 13
WIEEN, E2A/PBX1 & AR 23Z20 | IR OFIEICEE T,

(3) 12 ; 21 ¥gfE (TEL/AML1 BA&£%) (B ATEE#IAIME ALL)

/N ALL O CIIBEER RK 16~20%% 56, 1ZEAL N B AiMIeEEARLET. @
HOYLAARSHTCILFE TE 9, FISH %° RT-PCR THH T&%4. 12p13 (2% TEL #&is
1& 21922 (28D AMLI BT DEA LT TEL/AMLI A BE T2 L CWET. Tkl
BT

(4) & 2 f{ka MK
2 R BRI/ N ALL 0 20~25%% 58, Sy 50 ARLLEITHEMLE3. 138
AE1E B IBRIAIEE A2RL, THRITRAFTT.

(5) 8; 148 (MYC RIEFETHERE) (B #paME ALL)
B IR 1%LHWTT. BHIJEEZRL, S—F v U oREO [ i b L TS TUVVvE
9. 8q24 IZITFE B T MYC HHY, 14932 ITHEAET D50E /a7 ) O LT 528
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(28D, MYC BAn+ M EHEALS N THILADIEIE T 5288300 TOET . il I bR %
DHERL, PRIZEFELLUHESN TOET .

(6) 4; 11 8xEE (T #BAME ALL)

BAEEITARS 1%<HW T, T HifafE ALL IZABALRERRET TT. 14911 1IZHD T #l
RS BRI G- L CONET . ZOREEZ AT A MFITER RIS 2, HEREE R
HEX- LT WVZENHMBILTWNET .

3) FLIRAME (11923 EEER B MR)

LI AR N B0 5~10%% e E3. FLIL A M TR A mEko#E %, T
JEDNDY, TERESERNITI M, B #flE, BEVEDT N TOXATTHIELEY. ALL Tit B
ATERAB AR 232<, AML Cl3ath g g HEkE B i (M4), 2ok BERYE 3 i (M5) 3%
T, 11923 ([ZIFRAM A% (mixed lineage leukemia: MLL) &1 123V, MLL &{5 1
PR A S ICRO E Y. MLL Bn A SN TNDHIENBHERISNDEIIT, 11923 5
JEEAR F9 I U A g R R S B BE I SV PR D 18 5 O IEfEE fFERE > T B AR & PE A I
J#i (acute mixed lineage leukemia) L2 WISHLAOBEE N EVEHTT . 11923 DHEEEIT 4, 6, 9,
11 FYtafszpl 30 L EAFISHNTWET . ALL THRIET DL FHRITAR T, RHIZEMm
IR LT3, t(1051DX° t(9:1 1)1 AML THRIETHIEMNEL, I TH AR
NESITVET.

5. REDHMERLSEDRE

ANV LR DT IR AR I IR BRI 1A ELEL 72, ZOBEREL TT % K O 23 K&ELFH
HLTWET. NEAMIEO T %K FIXLIATL D PIFERF O Flin & A I ERECT, BEd Kb B2
RRTFTE. Lo, MBS FRR BT N EATERE R, YRR OB s T ARNTHITK
LG TLILERD o TEELL. KIETIE, Filfn, BMEREZZT TR, RAafEn iR
DFEROED TTFRAZHEL, IBRIEZRELET. 72& 213 Ph B AW T3 A MERE)
HL, HMERBO THRARBLHETESHILLHYETN, HMEREDHEVH AT, AMEKE
MOIL T % B EHIESNDIEFI S HVET . ZOLOZIEF TIIY AR, B8 FRAEDS T#%H
EDEERIRREERFT.

72, B fREOHESRIZEIY, MRD ORIENAIREL2DEL=. MRD DOHEIEIZLVIEE~
DI EMEZ T TED IR0, JRIEA~OUGNELS, MRD 58 (5 ME O JE 5] C 1% 545 12 78 if 5



3 /MNRBEMmfF

MR EZ RIS D ZENTEET . I REO FRAFITMA, RSO FOGSTEL R L THH
TRAEZ RO DRI INIGED D OHVET .

EHIT, R RFEBEIO, ZOUW RICHET DB T OMITICLY, HIHIIED AT =
AL S, EIUTEEDWZIRIRIER BB SNTWVET . Ph Bt ALL <° CML (28T
(TYEAARERIEIC LY BCR/ABL @& B ISFPERSH, TOBRTOIESIDE A RWT
nL X —BIEREFFOZEN DN, Fri X —BHEETHL ~F =T DRI E
Liz. A~F =713 Ph 5% A P OBEIEAERATHIL £9°. ZOLoRimEEIT S+
FERYFRIE SRR, T4, £ OBAFEMZEINEL TWVES . APLICk3 % ATRA, CML 239
HA~F =7, CD20 HRGE B Mifla) /SEIZk 95UV~ T BREWIT, ZHDMH ]
(XTI DTREERIIZ A ELTWET . 51, SRR ARG IRIEO BN E A, H IR
WROIBR5 M LS ET.
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481 B NE

EBPLT = mpat<y 7Rk hiidt o 2 — Y S T e

1. BHEYUNEER

TNV S JE RV N ERSEIGME T HE AR T D R A LY, Y
YNNI ET Db DL, HiISMEICRIE, BREDHILES, K
JEREIFAET LD LI TONET . KUTEDY R HiD sy
iz RUELT. EIREL TR, Vo REiERRLISMFEEL, (R
D, KT, BRZRENRONET . MRRAERT el T
2, FLEEi Kk #EREE LD, LDH) L&, At 2 —nA1%
V2L 2L T H—HiRD ERARENRBDLIET . Bk
PRENFEAE T D ERIFRICIE, YRR, BT R, UA
ARG E N EF . YRR EZ 2 L7228 IC k> T
(B DNEMHALL THIET 2560, VA /LA G DNA (2
FH A IA FA T ML S B — (2 235 B 72 E D3 53 o T
FT. BEAREIL, VALVADOFERRR, HIEETIZO > T
AL CDNPAYE INESE DTSSR S e (A e el paNte

Waldeyer &

X1V 2 B D53 AR

P )2 ERRS & VRIS
PBCEOLTONTEY. AL THEL B Y
RBERET 5 &£ THE®
5. TR S/ SEE AR
C: Y ool 5
2. Bt \EDZ 5hET.

1) BEHUVNEORE

BNV SEOMAZ M 21 TRUELTC. BRARTEIR, &7 —4, B2 Y N
JEZ BE -T2, M T IRZRF O A BRI LR AR P2 W 21TV E . Zooiy, SRR 7oA
ANV AIANT, EOFEHBEMRE, MR ERE (T r—AhAN —), Yt i,
EHICHEICREU T FISH M4, 97y h (DNA Ofit), PCR % (DNA Ofit),
RT-PCR(RNA D) 228 DA T THhEET . BV EZEE> T T, EERITIE
EMED BOSHEZAL ORI LDV N Fi 9k, DX il L7 IE O P REMES
HETERVNSTY . BV IEOZENE, 2 ToORREERIEL CHlisnET.



4 FEEI2NE

LK

BCL2 &

I3 PR AR Rk AR A Yu o (AR t(14,18)
Tl 2 Yudfa, \
%Ef < FISH¥£
Hi e~
A=V U EE~ A= D AR BCL2

s Ak K PP Ta oy b
A ]\] — ° \
)
..... — -
. _— ; DNA
i %A
]:I ;.I | .
PCR{%E

Z o, RT-PCRiE
2 B VEBEORE

2) B N\EBEOHEE

MY ASEITIFZ<OFENHVET . A FEO RV ObHIE, THFRIEHIE TRuR
(IERDEIT T2 DOBHYET. —fREYIZITH WHO SE A KIS, BV, [EER T
fit%E(International Prognostic Index:IPI), JH#i&2E L TRESED SN ET (X 3). M
PEUL ASEITET, RF VS ED IR T VA EICHHHSH, SHIZHERTF Y/
(X B AR > Sl (AR IO EEMEY L SJEOK) T0%% b)) & T MilatEy s SE, NK i)
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SR OIET. — RS, T MY AN EII PR AR LS TOET . RPF YR
R SRR OKI5 % OB THRAL, BUERRIEbMAL S TWES . FERTF)
RBEOSETX, BHIREMEZROD T MIatEZR D), 2T NK IR DO TIRRED B2
D, TROMRNPTETET. BRI, RAICHRZ SELDBRE LW e EmIfaiiz kX33
—F o NIUANERES DY, RO BN EE LRV ET

[ Voo, W, 7 & okl
R SO

i kY > IE
~ ™ N N o | = D N N o
RYF Y N FEAR XY N
BifH e e T/ NKHH e P4

kB || e | | 2EERT/ANK -] k|

AN SHE T

pudal | RS pEr  BEEET

JERATEYNfE -+ IgH/BCL2

UFEAMKRMRZ B/ \E- - ATLL =-- HTLV1

BCL6 (DA ILR)
<L) /& - -+ IgH/CCND1 FOMEKRHRETI > /S[E - - -
IN—FYRJ /& --- IgH(L)/c-myc

3 B NEOHEDEDSA



4 EMHIUNE

3) REKEBLTEFRE

MY D Y)FERE (RPRAN (CE DX R G AR E DD L0 E T NET . RUF U
S T MR Y o S TR R G R B 2380 5 2 L3072 0o T3, Bffilafky /3
JEIZIT R ARG AT, $7ebb, B Matkoym Al CREEN DR B 72 Yo o (R EA 2 fR
HCEIE, RWIZIHAR BT DZ LRV ET . 72720, Vo EikA kT R 15 A 03 H
T EBHVET . IR R R T RE ORI AL T 556120, fifi2e FISH B
AT, FISH (E1%, REFFE OIS/ 8T 7 ¢ L FLREA CH I H 28 T REZ2 I AT oo &
WRREIETT. ST, BIEE OV PCR AR 743 10 HEHFEITHIEL TRl 2
72, MED MO B FRE 2 RO TN TEET. ZNODHTEZIMET 228
T, BB L UL TOIRFZD I HE OB BN FTREIC2V E T, Fe, B EITE Bl
RET2560HVET D, ZOERITH FISH 1£X° PCR IEZ WL ETHELZ FIITmH 28
DTEET.

4) 74 IWABRE

B RIEICEIE O H LT A VAR, D7t Epstein-Barr VA /L A(EBV), Bl L
27 A A 8thuman herpes virus-8: HHVS), vk T fifgmtr /L2 1 #(human T
lymphotropic virus type 1: HTLV-1)? 33 HVET. 7y NESL PCRIERETY
ANAEFEHLET . oA I AT anATIF A B —a ISH)EE VTR BREMIEA I
THME TS DNA ° RNA 2B 352 b ATETHY, &<IC EBV ORHIZAZI T

5) RERREKRE

MR DN IMAFAET DR U %, LU T 2B OFUA TR 27T . bbb
PURFUR S ZFIA LT 75T, TR AR DS IS BOGHED, ETe, TG Ch i LN
Uy @O D7), U TEMEV A ETHAVUTZ DS FHITART X U N E TG, B
FAEPEDS T ffarEDs NK A ME 2 EIC W TEITHRRLUET. BV EOSE, <01
cluster of differentiation(CD)& 5 DI BT Uiz IV TOMEEI TV ET .

(1) REABILFERE
BRI~V EENTT 4 A AR A Z R R EL, SR de ke TR L E
kR
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(2) 2A—HAL FA Y —

D RS DRI 2 XS IEOIC U TR L, MM K 0O PR RE G O & i E % 4
MrUEd . BB R A hd—2I1Z, BfifatE ChiuLmiE /a7 ) kg Tho « 4
EABHDOZENENDOEIGDRVZBRITHZIENZENCA R TYT. 612, B MRy ]
T CD20 HURMMEZ ST 55, §L CD20 HURSEAITHLH) Y ¥~ 7 BHIEE I REb T
BT ZENGD>TNETOT, CD20 HUR DA M T KAETEE T,

3. Bt UNEORBFEEFEE

1) AiF: B MIRRIEIERS

T T AR B 72 Y A ARER R DN DAL CWD A B I RIS (S DWW TR L £97. 2<13 14
FHROBERORE 707 ) EH (IGH) BIn A LR ED N ARG+ NI L ET
(14¢32 $RMERIETT) . BoJEAR F DD ARG T2 Lo TR U L SO TGN RY, 15
PIENRESNDG A ROV ET (R 1).

(1) JEratE) >/ & (follicular lymphoma : FL)

t(14; 184522 1L, MY JED T0~95% FRE I ALNDL BHE TT . 18 FYfIRD BCL2
BB 1L IGH AR DRI KB R O TR AL 2L, BCL24 2~ B h3 @ L0l Rl
TELIVCHERAS A FEAL (7 AR b — 2 224§~ 2 Z & TG MEAR T 5L S TVVET .

(2) VEAMEXMAZE B MM ") >/ (diffuse large B-cell lymphoma : DLBCL)

AFRO B MM SO TR HE DO @mWIE T R L SE TS
o t(1418)#841F 20~30%1\Z, BOL6 HAn1(3q27) FHHE R (B AR F13BE T H)134Y
30% 2RO LN ET. Y hE CIER 2/~RLTh, FISH {5 T BCL6 Bt s c&bzt
BHVET.

(3) =¥ FL#ARE Y > /BB (mantle cell lymphoma : MCL)

t(IL1DEREENE, ~ > BVHIIRY L/ SIED T0~T5% IR EIC AL NS B T T B ARESND
7D, MDY S EEOE RN EEL/RDET . 11 FYEAIR q13 DY A7V D1 I35 5
(ZBIEA BV, i RANZZ N DNEL OHIILIETEIZ DR 0B 2 BV TVET .



4 EMHIUNE

(4) ¥LIERSE;EMDES ) s/ \E(extranodal marginal zone B-cell lymphoma : MALT
lymphoma)

MEVERIEICEDE, M, FURAR, MERMR e & IS S, RIS SR OIS B
FfRtEDOU L SJET, BisMEDREMYLPETT. t(1 11851 MALT Vo SIEDK) 30%
IZRBNDIE T, 11 FREOIK q21 O API2 BIGT-& 18 FYIR q21.1 O MALTI i&fs 1
OG22 78 API2IMALT ICEVIEIGHIIA T Rh— 2SN HEEZ LN TWET .
MALT Vo E T E=RICAV 22— mlE B G THLEND T — 20350, BREIZED K
PAXEMICEDET. LD, tAQL18HREERA L TWOAL S IERE R ThLH S
TWET.

(5) /8—F v b1 >/ [E(Burkitt lymphoma : BL)

EEMEE DY S JET, 8 FYLIR q24 O MYCEAG TR RO DI ENAKRY L/ JE DO
EZWNIMETT. MYC MR TFOK 80%I1% IGH(14932) TH A, Mok a7 ) e
D $2p11E L $1(22q1 D EDTFIHREKLROONET . AARBET-E D720, B —
Foo NI NI BRI EATO M E N DD ET .

F1 BHRIVAEBICRONGFEFENEEBNREGE, BaFREE

fRE 5 (RERE BIETEE 48

TERaME U N t(14;18)(q32;921.3) BCL2/IGH

OE AMERAARR B MM | £(14518)(q32521.3) BCL2/IGH

U o3 t(3;V)(q27:V) BCL6

<)L R U N E t(11;18)(q21;921.1) API2/MALT1 B e
t(8;14)(q24;q32) IGH/MYC

N—=F N oNfE t(2:8)(p11;q24) IGL/MYC
t(8;22)(q245q11) IGL/MYC

KT Y >/ Jif t(2:5)(p23;q35) NPM/ALK T i

V:ivariable

2) RRER T #RETE, NK #HifEiES

(1) BEA T #RaEams/Y) >/ & @dult T-cell leukemia/ lymphoma : ATLL)
vk T ey 41 218 (human T lymphotropic virus type 1:HTLV-1)% 5K YA /LA
ELTHRIETDARMME T MMV ET, B AREN TIIIUINIZZ W ENF LIV TOET .

101



102

I EBEOREHKEETFRE

ATLL OHC, QERIEY L /SIERID 2 2 A 7 1L SIS, 18R L3 S0 2 247 13K
TN DAL, ZIVDITERARF BN 7220 F9. ATLL IR ML, Vo 38, ficIZf B s
(<ML ET. FrBAe e AR BB RO LN EE AN, 7 ay bk, PCRIEREIZE
D HTLV-1 ZFE L £9.

(2) kO XHBE 1) >/ E(anaplastic large cell ymphoma : ALCL)

AR IR &R 1 B OBRBSALINI 2> CODEU 7 T HiiarEErEY >l —o5 T
T BRI ALK EIE T-2p23) 0F mo - — B OIE M LIC KO M58 IR 5L T5
ZEBRFNBIVTWET . ALK M F O 70% 1% NPM(5q35)8 /51T

4. REDHERESERDERE

BIFE, T MURMED > SIEICBIL CIRs BAOZBE T RE A RIARLOREL, B Mty /S
RS TR PER THHEEXDNTOET. 4%, TN TOEMEY L EICE T
SRR R TSRS, UYL =7 OIS IRREE & 075y TARRIIR FER O PR 2
HIF, EEMEE OB S THIMEERN LD L Mt S E T
e
(1) ST A > ST 72, i, A Ik AR, SOLk, $UR, 2004

(2) # WHO ZpHIZ &2 F iR - Vo SRIEEEOIRAES:, RRRRRELE, HAMESAL, B, 2004
(3) MR- FEIEERY, 27 49 BRFRIHE TS, BN D9 ~T, Blatmtt, H L, 2004



5 NADEILFEE

58 MNADEELEFZEER

—EGHEREFEGHER—

BB B IZ 4R Kb R % AT

1. [FC®HIC

AT D VEFARE « /3L REIZZALANMEL, W FI72 K858 - 12 - i N EDRETT . A
DIFRRNE, TORNDIBRIE, fRHE, BF/aEOATEFIE T, BNAITESE O REES D%

XA TT R, BiR A RIS A XL TE X HZENEETY . AdH
AR DBAR T2 BUTRE - OI F A EDMIRIC A UL E R T, B AN HY £ 7.
ZAUTK U TR ZE B, AR LA OMIIZAE LS E R TT 2D, TRICIIEDVER
o BRI N AALT DITIE, — DEITEBOBRTFERNAEL, Fo T EICELRELE
T ZOIOBREFEN T RICBIRTAGE A OB ANBIBEIETHL LN, BRMED A DFHE
DOEDIIFBENMEERBIEZ L ET . DAFRIEBA(Cancer family syndrome) D& L T
[l —FRNICERONABENECTZELTH, ThRNEEME THLMERITRL TE<HD £
b — IR @ DB AMTBEARE BRIV NS, REDOBATERLTIITRLE, BREEORZE)N T
JRREE 2R DRETT . BARMEO B AL, MLiRE TEED AW NIZBARAEL, £
[FICHgSR DY A 72 S gL ET .

Bz
BB T HOBEERL, —ICA T A OERIEMEOIER, 53 BEoER, ro kAl
IZHEWET . — 05, IbarRITEEF(RERER) CZ R B ERHIEAS T OB DR
WDT, AT NRBIREESZERDVET . AT NRBIRH O 6, BB BT
Yettfk FICH D5 A3 Yt kP 5 (autosomal inheritance) XIFOY, X Yefa ik bi2dhHH
AE X# g (X -liked inheritance) EinE SV ET.

BInFOFEBEERI

BRICIZFORE ORBEERICID, B Em(dominant inheritance) %M & {m (recessive
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LMD, RS IRGRE)OTRBRNEZE DI NRNRWEE 2L ERE LA TWE
T B ELTABO i oo AT E BRIO IS E LOL B E 2R~ THOEHEMN), ~7
A RNENE R TR R MR EHEAS RO TR OFE KB E DL O (R e 2L HY
£, FHEMERIBIRELE O K& {5+ Tdh b APC = Li-Fraumeni JERE D F K& ThH
% P53 BAG T OEENAFHIAIZEZTWDE, OO LBE FICBE PSR E7-7210 T
ZOMIIN AL TLENET . 205G, Bl FRREIZRSTRIFTHO THMHERE
TIN, HBOARFEDONABLE T DB T I ADNM T RIET AWV R TIHEEELE X
T

4. EEMARRIOER L FHERRIOER

B OMA T, YAHRICEBS N OBIRIE L L CAR N R 5O ZE Bk 1> T
WET S, SRR KE S OISO AR TR A CIL, IESFEEIEISIT O DNA %) b
U C ATl 2 51 D 25 5 & PR A S 51 D 28 B OS2 WIRRCA TV T 2 B b0 4,
EBV 3V ER, HIVIEZEAZ TR L £, B AEGE I 7e E 02 o503 A ) D TR
ARRBN DD A ERIE TIHEAN T

5. REKMEERS

FIEMENETE LT, FEG(E I3 A) DFEIENICEREL TRATDIRETHY, B—R{5 0 R
RN THAETHBEMEES SN IS AN E ENET. BDAFRIEFERE(Cancer family
syndrome) DHEEREL TOZRNICKIGD A, FENIRIE, SRR AIRE DDA AR E
Z&, OFERIETHDHIL, QZHEMIIEDOHENEWZE, @FRAMBEERIEEAELLZL,
IREDBHBIVTNET . DACIZET DB LA > TWDEERRIZ DWW TR, BAERRT, 2
AAMIEIR T, DNA BEEES T LMHEI TOD3DDBIA T/ N — IS ET ().

£1 HMNALICERT DEEFERRF O T HHEE

NABEBEF - - n MEOSR, BEZREET D
NAIFENERF - - - - - MR DEIE ZIH T 5
DNA E1EEfmF - = - - - - T/ LBEEREICHRET D

S[REIRUBE AR (RE) : 1xF (24) M RIGL AR D BAR 1D, W5 B FRICBE 1% R TODE .



5 NADEILFEE

JERE L TR RIEST CODIREBOEEERICE, EEE(nE SIS H0 E4(F2). FiEt
2B A E 7D A FIMEZBIL T3 D7 N—F 1A ESILUTRY, Fna3iorL 3 (523).

£2 BIEFARESNTNDEE

BERERELER REEEF
8 = 2 A fE RB
Wilms fE¥& wri
TR e 14 K B AR R i APC
RIS BRCA1,BRCAZ
ZFRMERN D WERELE 1 2U(MENT) MENT
RiEtERARE p16"%
FEETMERE AL AE 7SC1,75C2
FRAZ AR A REAE 1 .
(Recklinghausen ¥&)
PRIZERHEIEE 2(NF2) NF2
von Hippel-Lindau %% VHL
Li-Fraumeni fi 1% 3 TP53
R R S E R
(BB R S B I MR fE AE 1R BF) e
Cowden & PTEN
LRMENTE EXT1,EXT2
% RN b ESE 25 (MEN2) RET
B ELEK T HhaE c—Met
B IF AR B 1 K5 TE MSH2,MLH1,PMS1,PMS2
BRERSMHER REEEF
BRMERIE XP
RAH I E YRR 1 B B K SR AE ATM
Fanconi & Ifl FA (FAAFAC)
Bloom fE{& ¥ BLM
Werner JE & 3% WRN
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£3 HADBEBMERELTE L TEETRENTTY—

TL—71  REEEFHIAEICRESNATEY, REOHEREMNMCER

AHZERDDIENTEDERRE.
R, JEMRRE AT BT
FIENER 5 N (FAP) APC
Z RN I SE 2 T(MEN2) RET
2N WIEBE 1 (MEN1) MEN1
e 447 i e fiek RBI
Von Hippel-Lindou J VHL

TI—T2 : REEGFEHEDHNANDZEEL L DEENIEY D
BRERONIGE-o-TLSA, HIRMHAEZEKT.

F NI BRCA1, BRCAZ2
Li-Fraumeni JEGRE pb3(TP53), CHEKZ2
Cowden JA PTEN

TJIV—T3 . RBLEARZELOBBRMNALHATRINEES. REERLGF
DEBEN T HOTILLRRET LMD D S TR,

2B 0L 7 1 R P R R R ATM

FiRME B fE plé
DADFEAET DA =X LD—2LL T, BAMGIES FO%E, B IL— OB FIERL
Th, bHI—FOBBTNIER THHIO BT LB i, LinL, FEolzbr—H 0
B FICOERDPEZLEN AT HEITL £ (Knundson @Y —bw ki) . —#RIIS, (450
FACHRINAETERANL, T2 IEFRA

AROBE TICE B E (R Z ),

(Z2K B OMEAR T B RS &2 258 #?ﬁiﬁﬂﬁ? ﬁ@] g — =ik
DBHHDT, BOT L CTHIE T DA
CHVET. LU, EFEDDICLT S s ﬁ@? é} e
DBAGFNERLTODEAIE, T Evh)

L7220 TR Z DD THE TR AN
FERET DA DY ET (K1) .

K1 Two hitiR&EEINADERXEK



5 NADEILFEE

6. REDEERLESEDODRE

BAGTENADBIR T ZWI AT 4T C, #BRE CRLT-BERAX Y 71L, FO FITH
B ONOMBESZIELGEFRL, T MENSELNTZIZ THRELZ Eii 52N EFELUNE
FENET . BB CODEIRR-CIE A 00003 <HoRL, Bl F2WoA kDO B TH
%, BEBIOFHEOESFOERDO L EIZHFGTENRENEE L TOET.
BB X E
(1) HRHIEE Wi DSABRTEDRAL, FINFEERFAM, 171-175, FELE, B, 1999

(2) FH=E T B FIEMEEEY vV T K, FRMEEG BRI ') —BER &,
254-333, fhte TEASHFE T, Gk, BT, HRPESET, SRR, 5L, 2000

107



108

I EBEOREHKEETFRE

681 HREMEXENA

TN B AR A AL ¥ —ERRAELT

1. [FC®HIC

VIS, B 500 FAEMTOEBRICIV B OBEL ST EH B O BER D]
HINTIR o TEEL. EBIT, DA TR0 RH G FZ RSB T oW 5E 3 2, Z O
WAL SNTEEL. FIEMEESL, FIRERZ R T ZLEHALNTT R, RSB T
FENTHINZ IS AALD FIREME D S o8 B b B ENOIEBREL EAFT. Blo FRFLL UL, B—8
DR BEEH OB FBEALGL TODREDOMENFELET . FIEERGRADERD
DI, FIEMENRENERY AN — X (familial adenomatous polyposis: FAP) L {RPEFERY AR —
VAR GHE (hereditary non-polyposis colorectal cancer: HNPCC) 23 EH L TCWVES . FAP
DR K EAE 1%, APC (adenomatous polyposis coli)igfs 1D F w3 B 5L, HNPCC (21,
AMLHI1, hMSH2, hMSH6 72 #5450 DNA EEB R O RENHON TOET . FFIC
AMLHI BI5TIXBE FARIINA, 70 —F— B OAF AL ESRTE (Y =5
TV IBREAEEINBHONTWET. Zhbd DNAEEER FORFIL, ~ (777
A2 EME (microsatellite instability: MSI) L TR SN ET . Biath: KIS A LRIKEER
T2 1IZEEDFEL. SbIZ, HNPCC OB WAL LT, [EBRAIBTIES /L — T8> TR
SENIZT DAT N DIEERIRS VBN TEELIZ (R 2). LILAOEEHILDE, TLHAT
NE LR VDL, HNPCC I RIBAAD 0.15 7235 0.18% LAl TH /RN b, K
AT TR I DERIRELMEDMRIBS N ELTZ (R 3) . A TILZ DO RAEZ S LIZERIRAYICZ s
RALNTWET . ZOHTIEEIL, FEMERIEMEARYR — Z(FAP) EBAREIERY AR — 2
K (HNPCC) IZ W TR R E 9.

T e — & — I BR T ONEME LT D551, BTSRRIV IS G975 DNA S8l C, #5 0 B AAAT
ERLHEZREL TWD. 1ZEAL TR (HEERE ) O ERICFAEL TS,

URAF AL ATV FE (CH3-) IS NA UG E D . AT ALEESR (AF T —8) IZIV S EE BB AT L
bED. —fIZT e =2 — RO AT WAITERGIEHEAMES, M T 2R XS ). Z£OFH AT LS
NoHEra~F o DNARREEIZE A Z LT, BN 7256 TERRD.

2w AraTI A BN AHIZIIHERE R B O B0 IR UELAIDMFAE T 5. 2R b DR E~ A 7 at
TIA RN (BEFN&Z DBREEIZ DWW TIAR IS ) .



&1 BIEEXRBELEORREEF

6 RIEMEXRELA

Rk B REEEF BAGFEEAL
RUR— REMREE
RIRMERESARIR— R (FAP)
LR i APC 5921
Gurdner fE{&2$ APC 9921
HEAR S MEAEAZE (Turcot FEMREE) APC 5q21
Cowden J& PTEN 10923
Peutz-Jeghers fE{Z STKI11 19p
BIEMEIERYR—2 K5 (HNPCC)
Lynch I & Lynch I AMSHZ2 2p21-22
hMSH6 2p21
hPMS1 2931-33
AMLHT 3p21
hPMS2 Tp22
Muir-Torre SE{EEE AMSH?2 2p21-22

FIRERGEIL, TOREEGFNOEZSHDR)—THEEH5 FAP LR —TDFEZFHZLVHNPCC [TRE

SNFET. =, RY—THREHIHEEEIL FAP 1217 T%4< Cowden /42 Peutz—Jeghers FEIREIN DY ET. LIAT

[ZHNPCC (& Lynch fE{ZEEEIE( LA, REGED A ZHEFETHED% Lynch 1 B, KEEZLNZBRE, FoiE, INEEC

PRET DHEMD%E Lynch 1 BIEIFA TLVELS . FLT, HNPCC £ FAP L4 Y, D EEFAIRESLTLVET.

R2 FLATILE LEZWEEE (Mininum criteria for HNPCC, 1990)

1) RRAIZ3 AL L OHBFEMICHERIN-XBEEENEY,

D56 1 ANEHD 2 ANHLTE—EERE B, F LB THHZL.

2) KIBEOREREDL 2 HRIZHI=>TLNSILE.
3) D EBL1HIL 50 BMRBm TSN TS L.

=3 KIGEMERDEREE (5 34 BXBEMAES, 1991)

AR F—EEHRE@E F B ICRmREEZSTCIMNULOKGEEEZEZDIKBGE.

BH#) ¥—EAREGR. F AP IRHEELZET 2HIULOKRBEEEERD,
BEDNDODVWTIADDKGEIARD a~b DTN DEHEH-T KIGRE.

a) 50 MU T DEFHEXEGRE

b) ARIFEGERE BE &Y
c) RIFF4EDHDHUNTEEFED KIGE

d) BEFIEHOVITERED iR EERE
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I BHORBEEETRE
2. REERESER) R— X(FAP)

1) APCEfaF

FAP OJFEREET1T APCE T TT. ZOBEFITRREOAED 5921 ITHEL T, 2843 O
T EI—RL, 15 OZI VbR RERBAAMGEE T2 T, ZORENE, Mo
([CBI 535 Wnt 27 UREREE BT B AT =22 U RIS 306 1918 < i Ax
T T BOISMHEO KRG A GERARHE) TIEZ BB AETT VLT, IEFE BN DIRIE~D
BATHICEAE T2 T0ET (K 1) . BaBRUTEMEERMETHY, £OFRABE T
1/17000 (HAN) &S TWET.

2) APCEIZFDEEFIRE

BARMEORE 2R T 5720120E, KT OB mERAH B ELET. B@H 1T 4~8ml DIk
LEEL, ~NYR EDTA 728 OFUEEFEAIAD O MLAE 2 WV ET . SRIM%IE, BEE LRV
JONTHEERSEEIRMLET. £0%, AMEKZ/BEL T2 DNA %7213 RNA ZfiH L T
BICHALET. F72, PINCERTELNIZRGOEEMAEDL R CIOCREMEHI R0 £
AR L723918, APC EInFIIIEFICRERE T THLOIO MA HIH I3 i LA L 223>
DEF. LL, HOOUDEREFTN D> TNDLH7 5 R NOBE DR CHAILZZ DOEHT
A AT URE e O TRAR IRV ERES L E T

BIRMIERY R— XA KEEE (HNPCC)

1) DNA BEEEF
HNPCC JEHDOIZEA LT, DNA EHEER TP RFENFRRCTEZVET. b DNA EHEER
T\, AMLH1, hMSH2, hMSH3, hMSH6, hPMS1, hPMS2 73S COEY . Zhbo
BARTEEWIL, MRy R0 DNA A IEMIA TN DT2DICIERICHEE TS . DNA i

B AR DARIR - LIFBSHT, MR BE5HA- M]3~ 285 - CZOBB VA RARIL, RIEHE
b DT LI ADFACENEAATHED 1 T5. BIIEETITHI 20 T RO > Tnd.

Wnt V7 VRERR RS IRFEAEL S AU BIET DR AE DR NI — I DTHY, < OFITISUNTIRAF
ENTWD. ORI, oS5 1L AAEH L CRERAVREIR 45817 5.

 DNA (B BIEF: DNAISESFRBERICIVENMAZ T TS, ZhEEBIE T 52O ERITER TS
T2 OYERCEER VP HESILTCODD, TOBIGTHEEZ DNA BEBIR 7LV, ZOBIRFOGFEE, 284
LEFHF5ITHIENB ZOND.



6 RIEMEXRELA

R ZIZ WA WA BB OFE) QA= v TF) BRIV E TN, ZOH S EHUEE + 1% E 1%
BILTCQWET . BRI, AMLHIE hMSH23& 5+ D 851X HNPCC (23 1) A A5l A i 28 B4
BEENE W ERONTOET.

FAP
%ﬁﬁgﬁﬁf” - FESTEIE T APC one-hit SPEESEIT g TR
RN XIGE

APCITR -5

two-hit K-rasZe p-S3FE - 8p, 18p, 22q5

LR &; e

1 KIBEICBITH L BRERETTIL
KGEBEENETHAICELSETICE RO EGEFOEENERSINSIENBET
9. APC B FIEDNAIFLERF D=6, TORELDI=-HIZIERILEEFONAIZESR
HMEECDHIENMETY . ZALld Knudson M 2 £V iR (two—hit theory) IZSTULVET.

IERTEE

2) DNA B EEEFDELGFHRE

(1) hMLH1 & hMSH2 i#{EFRE

AR L728912, HNPCC OAFEAMIL RSN I1TH DNA A~y FEEBSFREF ORIk
BAMLHI & hMSH2 38151 B 5 OB B2, W R 12 OISE B T2 WM T €
WET. f#HTIE PCR-SSCP " CAZ Y —=0 7 %A T\ —r o AT R E S E L £ 1. £

CATHAMIN AR L BYETIING T, KM TIIINFOBEFICERNELHTL.

"PCR-SSCP 7%:DNA % PCR THiIEL 7214, 1 RKEIZEMTDEE 1D 1 H LW ODENE I T A &

(AL ED. ZOSIRREEDE VR BXIKBI OB EDOENEL THALO T, B FZ RO AT

REL7RD. ToELZ DL, BRAER DT HIZOICRKRBELI AT DAY == 7 IETHY, FIFLHIORIE

TEDS R T e TE F-Be b7 .
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I EBEOREHKEETFRE

72 RNA B BFD5 e DNA®ZAER L T, fEHT T2 5 1EBITONTOET . ZIHD ik THTS
PRI, 7V — b T MNERY, F U AR, 27D RFIRETHY, 1ZEALEDEEL
DBARTPEL, B NDOBAINLTZ I NZ SV BITR0E S A oA R L, Aind L7z
APCERT-LZIZFBETT.

2) hMLH1 B{5FD A FILIE E EDEH

BAMLH] BART1X7 0 —F— RO AT MEIZ LD RIE R AL TWES . BEZAEY
DNA O AF AL, i CpG Bl (CG ElF, CpG 7 AT REED) D C(h) 75 DNA A
FF—BIZEOAT LS, AF IR B2 2T, CpG RANITE G 0 7 e —2—4iH
WU <AFTEL, —RITHR B DNIEF AT O CTODFEIBI I AT WAL OFEEE TR, BT A3
SHL T DI TNIR A AT LSV TWET . OFED, B F 0@ BEL ORI AF kT
72, BELL TOWRITIIEATF LS T D AREME RN RV ET (K 2). CErh )i
Bisulfite TUFETHZLICED, T(FINICELTHIENTEET. LorL, C BAF M LE
FT= AT Vb, Bisufite TREEL TH T IZZALTHZENTET C IR ET. Zhvx
FIRLTAF UL, FEATF AL £

ScDNA:mRNA @ DNA 2t —DZ L. =7 (FHEREEI0 23 E G L 72 DNA BLAII72->T%. mRNA FLAlA ¢
RNZLT, WHRERERICL> TARSNAD T, A by GERIERE) 28 A TV VU,

BT — LT IEF DNA T 1 EEIT 3 DR TRV DO FENE AN E IR T HZHRER, LR
I2&> T, DNA DBIRIEHREARZ DIEF RAR L DB AVINEL D, T ORGSR, RS ORI Ay
TARUPTE, TR BT CHW SO IEH 727 2 R IDBE RSV,

N 2B E ANy ARy (TR EREL TR 3 DOBIROI ) N CELEROZETRIRIK T
EEKTD. TOHRTE T EERNK T 5.

YRS : DNA OBAR 115 #H% mRNA IZELIRDIBROZ L.



6 RIEMEXRELA

TEEAF g

o
s - = ATG %iﬁi’%
A s 3
’ 3t
~-CG-CG |
- AF AL
Q=07 SBT3l

\/ “””"'”“ ATG R
B /"""'"ﬁaﬁa:w

-CG---CG--

© O

2 TOE—A—MEEIZEITSH CpG TASUFDAFILIE
EEBGEAFIVIEDEKRT SL2A1E, BRERTFORBAOFIEHYET. EAFILIELTAE—4L
—ICEBERFIEETIILICLYENEGFERBREFTESNETH(A), AFILELTNET

AE—42—IC[FEERFAFEE TELR O, FHEGFEREBRINGNIETBYFES (B).

BIEIT O TCWD AT AL O R H 511X, Bisulfite-PCR-SSCP & MSP (Methylated
DNA specific Primer)VE7AZ<ITONTONET (K 3). AR REZX 4 1TRLEL. M4 D
A 1%, SSCP i TAF IMLEIEAT MDD T LIV 245 BE LT 4E B R LTV ET. B IdZEDs —
I AR CATF M UTZ IR o R LT A SR T

”MSP (Methylated DNA specific Primer)i%i: R0 7T A~ —% VW TAF /1AL DNA ZAi 35720 D A
FIACRIED —2. Fe BT T~ —ORKEHE, AT MELIZS G LIEAT ALDO T T 255 20D
2. BOE TIXEHORGH 7 RA—=I =D FICANLZENTED

PATRESMEET LV MBI RO R NGB S T O RSN L7052 850D B (T L&,
[F]— DA TR B L TEWICXBISNOB R T2 E® T 2. BmH ORI TIL, AA, aa ZREESE, Aa i
AT HESHRELTERT.
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I EBEOREHKEETFRE

B
A AFIAEDTIL LI AFIAEPL L
—CG—--CGCG—-—-CG——-C G- —CG—-CGCG—-—-CG—-CG—-

Bisulfite #0118

-CG—-—-CGCG—-—-CG—-CG—

e

PCR-SSCPiATHE I MEWVWERET S
3 Bisulfite-PCR- SSCP i&IZ KD AFILIE 7L IILDI&HRE
CpG FASURIZAFIEDIZLNT L ILIE Bisulfite SRERIZEYI M UIFFIVICELET (A). L
ML, AFILELTNBSU M UIEFIVIZEILTHIENTEFEA(B). COEIDEILEFIAL
T, Bisulfite ¥ PCR THEMEL SSCPATENENDTLUILER BT HEMNAIREICRYET.

A Bisuliite-PCR-SSCPi&x B AFNALTLILDL—4o R

C N T1 T2 e e
¥
< 4TS 400 AZan 4ZI0 4218 430 4335 43S0 4375 d4d
* 0 SRR L
FEAFIETLILD S —4 2 R R

=+
T Y eyt [ )

—
T - /\/\{‘
43T
an

C: A*FILieEEarka—iL B
N: IEEES
T1: [EH1
T2: [EH2

*: JEAFILIETLIL
< AFILIETLIL

E-)

T T
T
3 4325 4350

4200
—

&)
T (=3 T a T 3
— —
+Hor
Lrrs] A2 4378 i
— —
[T}

4 SSCPEIZ&BDAFIVETLILDIREED —4r > R AT
SSCP EMFERETRLTLET (A). AFILEIUFA—LDNURIEAFIVEDHDTLILTHY, EEH#ED/
URIZFEAFIVETLILDAEEBIZHYET. BEERTIAFILEZULLNEET IE, EREEE 2 0RELT
LES=OITHAFILETEAFILEDEA DA DEHEINFT. BEHREOZNETND NN —T R
fRMEIT oI #ER%E B ITRLTHYET. B LEED CoG 74T RDEFIIEICGITEILLEEAD, TEDIEAF
JUEIE, TCGIDEFIATTGIUZZEALLTLVET (CpG 7ATURIEFMETRLTLNET).
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6 RIEMKBHA
3) 470 T34 FFRREKE (MS) ERE

(1) HNPCC & MSI

EEHZ (7Trepeat)

-CACACACACACACA-
-GTGTGTGTGTGTGT-

MSS MSI
-CACACACACACACA- -CACACACACACACA-
-GTGTGTGTGTGTGT- -GTGTGTG ,gTGT'

b
~G_T"
=
EElFE T
-CACACACACACACA- -CACACACACACACACACA-
-GTGTGTGTGTGTGT- -GTGTGTGTGTGTGTGTGT-
(7 repeat) (9 repeat)

5340 TR EMLERTEM

MSI D TEHBREDEXRERLET. CA D 2 IEEN7EHEY RSN TLDIEREEIIEETILICLTVET.

BRIDESITL—TRITIBRHERSIHLES, ZLTDNABREGFOEENHHIIGEE, ChoEBETHIL

WTEERA. LIAoT, SEDRYRLESINEEISNSZLEITHBYET. ThETAIOFTSARRE

HESUVET (MSD. ERTHIIEERIDELSIZ, 7EHERYBELEFIARCLS CHEREhES (MSS).

~A7a% 774k DNA %, BEMZ2HE5I0 IR UL (1 DA L) 7 D72 n 0 ELs Cehy

JEBRIAAELET . 1HEEOBVIRUIT A F721E T OEfe N — T, 7/ A 2ED 0.83%%
O FET. 2HEOKDIEUIL, CA BLXOAG OHEfETF /AERD 0.8%% HHET. ZLT,
3 MR B LV 4 R OM K UIZ AR T2, ~T et omnil~—h—LL
THEASNTOET. MSI oL, hb~A7ay T I O KE R ORHENHZ L
2R ET. RIBDB A, FEBA, BHBAREDHREETEIEE O 10~20%FREIZRD LIS
ZEMHBILTOET . MSI OIS, AldL7c DNA EEEE FOkEIC L s
NoHbDEEZ IV, hMSH2, hMLHI 728 OB R 2 PAT LN TEET. Ligh
57T, MSI i3 HNPCC B#H TEMHENTWET. MSI OFARFZX 5 1IRLELE.

M ATOEESMEET LIV B B DX N B G DO LR INZ L7 B 850D, LB G (T LIV &N,
[Fl—DEE T FEIZB L CHWIZKBISNABIR T2 EWRT 5. BFE ORI TIE, AA, aa ZHREHEESK, Aa &
AT aEAIRELTHRT.
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I ESOLEKECTRE
(2) MSI DEE

® <4985 754 bv—hH—

MSLHRAE I, FFIC 2 AR IR Uy OB CIE, ERHRRE O AN L2 D725, $RI)
T DAL T AR TR IE T 553 LIRS/ DR S LB L7200, WiF Do #Ip—
A ANEEL TR 2B ERHVES . T 5T~ T I h~—I— DT, fi
RICEVRZ2VEFT N, ~—H—flzFk 4 [T/RLELE. FOF T, D5S346, D2S123,
D17S250, BAT25, BAT26 @ 5 2O~ ——I%, KENAFEZDOT—ay 7 THERES LT
WH~—H—T9 . MSI HJE KL, ~——DIb e TO~——0@EREEr~ A 7a)T
FTANZE (MSS: Microsatellite stable):L, 30%LL EO~—A— (11 v—h—ThiL 4~
— =L 1) BB D S E % MSI-H (Microsatellite Instability-High), 27T, 472bb,
1 OM 2 SDDO~—h—THEMEDLE, 5385 (MSI-L: Microsatellite Instability-Low) & &
LET.

K4 A0 TIAMERDI=HDI—hH—

Maker Nucleotide repeat Locus PCR size(bps)
D5S346 (CA)26 5q21-5q22 130
D2S123 (CA)13 TA (CA)15 2p16 217
D17S250 (CA)24 17q11.2-17q12 163
BAT25 (A)25 4q12 125
BAT26 (A)26 2p16 120
TGFbIIR (A)10 3p22 118
hMSHS3 (A8 5q11.2-q13.3 153
hMSH6 (08 2p21 94
BAX (38 19q13.3-q13.4 94
MBD4 A)10 3g21 140
MBD4 A6 3g21 50

x4 ITRENG 1 BEOTAYOYTIAMY—I—%RUEL, HIREEE MSS: 0/11(ZTREM),
MSI-L:3/11 LLREEM, MSI-H :4/11 L EBHELTOEYT. BED MSIRHIZ(E, 7A)DEFS THEL
1z 5 BEDY—H—T+HTT. Ffz, 1HEERYRLI—H—[EIFVRIZEELTVRIENEL, ThioD
EEFELICEDEGFICEENHAILEZERLTLWADTHERATHAEZEZAONTUVET.



6 RIEMEXRELA

Q@ BEFELHER

B (3 — 2 o Z) PR EIEY T WV DT g L oA — o — oo —& W2 ik
NHVET . BIE T TIET, B8 e AV R T, jiE 07 VE VW ik, i
R B TTITOZENTEET D, FIENEHR T ORI ERRN MRV ET. — HRE O
BT, REOHAKZERH COMBN TR THOR RICH FBINEDRHOE 0, H-Cmiiie7
YRV AANIRYET . WEOTE T LR RE X 6 IR LELT-.

F—hy =t — |y

T L AR

6 MSI DfEHTHI
EED MSI BERERLTOWET. ST FIVBHAERIE, &AM —rod—2ANEAE(L) &
=R NERWAE(T) D 2BENHYET. Y—h—I&, ThZTh BAT26, BAX, hMSH6 ZFL>
FLZ(N: EEMR T ESSHEE.

6 1 XFRICHIRZ I HIETITo 720l RLELT-. TE DO~ AraTI7 b~ —h—I|C
MSI DT L ARSI TOET . BAT26 1277 = (A7 26 [0S T9 03, [E

SRS (L — A RE: SUTEY, BT 2T 5 DNA O OV (HEIEELS) 2T 352 8. i
RIZNEEFDER A MR L, DNA RUAZ—FB O ORI LT, bk e L Tk,
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I EBEOREHKEETFRE

Tl CIRERES TR 18 [ DM IR UER 3 3 i (S AL TV ET . BAXILIER Tl 7 =2(G)

28 8 [ DR CTT 2, EEH CIITn 0 1D 7RIOBIRLA RS ET. LT,

hMSH6 (I A(C)D 8 DD IKLANIEH T 2%, ZOREFITIE 1 D220 7 [ 0HRY
LT L VE 1RO 9 [BOMBYIKL T L VBB HESITOET .

4. REOEERLESEDERE
KBBADIG, FIFEMELZEENDILOIE 2~3%EEbNTCET. FIRMEKRE AL,
FIZ FAP &£ HNPCC 23%Y, FAP I3 APC &8s 1N RIAEE T ThHY, HNPCC (X MSI A
INBHERIS LD DNA BB ST DR R0FDAF ML, B OBGTF BB E L TWHTE
IZZNFE TR TY . —J7, BRI RIGBA DK 80~90%\Z APC, p53, K-ras i&is1
ORI, ZNOOBIRTFERDOZED, DAALANEDRDBDLZERHONDHEOITRD
EL7z. £, DO KERS DRERNIE Loss of Heterozygosity (LOH)Y &S5 ~TafEa Mk
o THIEMZRIZENHDILTOET . ZNOOBIEME RGN A OFD /L, FiEtk
KIGH A, B2 FAP BB OIS F A RER T HZLICIOLIEWVICH BN > TEELE.
NHDOBE - EFEICL DI R EL T adenoma-carcinoma sequence &V)E T /LEBS
NTWET. HNPCC X° FAP OJORFEHEME KRG A DBIS T2, HZRMESLZEDZ
Wy L2 & DR IR A2 I A3 I 5 I BT BRIRTE W DIRD W3 T HAL72 3 % DR IEMEKR
WG Z 8D BB DWW TR T2 TN ET. L LB F2lnd, ZhUHERIKRAIZEE
DN ETORFIEMEICRDEI B EEA. ZOHBELTEZONDZEE, AT T4 T
PELE 72 RNA 228 %A LZRW SRS WER DR, MBI TORWIERAEIR 750
ZORBEDIFAE, T LU THEINRZRBBERERBE 2N ET. 2O RERIRZ M L8R 12 W
DAR—E % TEDHIZF IO TN, FIHEMEESR RO R A& A, AR ORAL,

ﬁl&l

% BAX: ZHl~—h—T, v/t T I Ay — I —IZH SN, BAT26 1377 = (A)73 26 fiil, BAX 1%
77 = (G 8 JEREDIRL TS, Zivbid MSI ORI HICA T, MSI @ 80%LA_EIZHEDIRL O FH A S
ns.

7 Loss of Heterozygosity (LOH):  FRER CIIANT REEGIEERE ). ~T A KOS 1T, EFRH O
SR T OISR, F5FANZZ OB TIIHEREL72<72 5. DA IIHIER THERE R H D AT =
ALELTHEASN TV,

B AFTAL T BEEMIIO DNA (21X, A2 har ERHENA R SRS IFEL TS, =7 720
DAy T —RNA (MRNA) (T2 DT2021E, A b & R TIRBRD. A hrrZRn Ty
VRl EFEGEGDILEATTAL TN,



6 RIEMEXRELA

B ROFRERENNEEEDNET. OF), IWHRZEREZ R TV BLEND, HH
SR THIIZRE R 2T B CHA L RIE LR D20 EE A Fo, mEIIEEHO R
T EEMRR THiIATSNAIDIC LR T UL e banE BbivEd. S6IT, FEMEEEEE X
EINCED GEICEoTE, BHF) 740 —7 v 7 BBV ET N, 2O DOY%E, K
BT IEE TIToCODOBRBUR T, oF0, FHEMEEEFICE > CHME, Hifi#H, &
PR O FEFITMHDE D E b ET .

B E

(1) BEBAIFD FEVEES;, MOLECULAR MEDICINE B, o 1l#)E, BT, 1998
(2) FHEFNFD Be T T —T—K7 v, E+tk, Ha, 2004

(3) HGMEREZIF) 81, FEFERA, A, 1999
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I EBEOREHKEETFRE

78 ZRMUEASTBERE?2E - RkMEFRKRGERLSA

BB T WA S RS 7 2

1. [FCHIC

L3 MEN P WMEIEAE 2! (multiple endocrine neoplasia type2:MEN 2)i%, FURRBEAR DS
A ERIE O EMIIEZIICDLL T, WLONDOHEEGHLET. MEN 2 (35 YL@k mEi:
BARICL DB MRS T, #AHAICL > TMEN 2A £ MEN 2B (275 3AS 0 CWVET . FE
PEFR IR B3 A (familial medullary thyroid carcinoma: FMTC)i, &/ BRARBERR
M DHZFIELET S, MEN 2 13 FUR RS D A L R O 18 e fE A .0 120 <D0 D9
ErEFLET (R D).

# 1 MEN, FMTC O 453%8 & HEploR &

48 B#E 933 FERRDSA DFEE R R EME
BR S FE 7L L +++
MEN 2A i 2 =] B HiafE ++

£ R IMABEBETTHEAE
NEN 2B [IE3 =] 5 HiiafE ++++
FRRR S
B X

Marfan ¥R ZE>
BB A iE
KIGHEE
FMTC [GTE:3 =] &L +
FMTC: RIERIC4AN UL DHHRAABENHY, BEMALE-IRRRBEHNGL
(Molecular medicine AIfft(1998) RiEtEiER &Y —ERE)

“Marfan FRIA : 7 FHRIE S T D Marfan JEEREDATRIO RN, WEDSHIK B W2 EMBREEED AT %
RTEAICHWLNS.



7 SRUERNTWESE2E - Rkt RIRIREERLS A

2. REEIEF: RET

RETEIE 11X, ZREBT o X —B% o BB AEE 2 ELCRIES L, $561%
W WEEE 2 TMMEN 2), M R IREERR 23 A (FMTC) DR K #E 5 1 C9. — &I
AEFEMII T 7T IARZECHSRIC B D DN A B R T O R DR EDH L, RN LT R 2D
ARIZEREL THRETCEEY . UL, RETER T OAFEMANE FD > TH A F 720 Vi
HH LRSI E TEDDIX, RET Bin T2 RRZ 37 UT, IRESIU RN /5 - 4
THZHIEL TODBEEZBIVET . BITERE ST D Z G NEE O i KR+ O K& 5y
%, BDAIENEGEFX° DNA BEBELG T, DABGFAENELG LU TRZBICAWST
WODIX, 5DEZA RET B T2 TH. 7ok, BAMILIREMIaA AN ORI BT T
0D METEBEFHRABEBFTTHR, —HARZREL TR T EEA. BIEFRE O
FrBEL T, o — DDA O EEIZE S WD, BT IR ELNDIA B ALY
THHZE, BENRFL TODLIERET LR TOET.

{K% /H‘ﬁ
2001 FEICEHEBEI N —T 12k arwo b R HARTA PR HEHESNEL. & 2 12 RET &1

DL FBERALIT LD, FRIBEIEER A DY AT~ L% 3 BRPEIC3 T 7-b 0T, R L7ZX91
RET & FOERIIBRUIIA L AL RO THRELR S T . £72217%3661% 100%72

O AR AN U RIS AATEL, AR MR S DAE 5238 L C, MillS &z 5 &z
T2 DR,

O RARATF my kT —8 LRI, M N AR F e S R RRO SRR - B & T ey ok ) —
BIEME AL, erbBl, KIT, MET72E D) ISEIL T > TESNS.

62 DA TEAG T ASRITFE DN A DT ITAFAET DO TIEARL, HIRL D BFE2AM I 43 (b o0 il 2 B B/ ) 4R
STWD, Z DR EI LI BUL DAL AR E T HMEEZFF > L1272 %.

SHMA b LM AEIT 1 O REINEDIEAL, 53 ZBEFEE IO 3 (b AR UARIA L2578, ZoiEFe
THIRLASTERERY, AERERUZ B IR TEAS L QUK E (], F8, S Mldan/e S ICZE k).
SR FLIER B AR 23 A ¢ [F]—F R NI O B IR A3 A BB 2385, BRI LI R Ok 52t
DR HIRE DS A

% IRV AR BT OTIBRIIKHIET D 3 DO (AR ) DOD, FERERITINZDWT AL
LTHlDT BRI 52 L.

ORFHR OOV T EREFF > TOD AP EEDIBIFR (ZZTIEAA) ZRIETDHE DI L. TrKE D35
KET DB, 720, BE RN KB L7 D
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I EBEOREHKEETFRE

DT, BInTRZBOER N EBOEVZET . LTI THCKTIE, FRRIREERRD A, 1Bt

S
DA IR SRR T2 TV, BAE FIRORNE GEIERD 2B B ANTOET
FEFBRIRREE D RSNDE, A AR SR FIN 21T PHIRLE M T TV E
T EOITHARIRBERR DS AV BE O RET AR FIREZATD/RNZE TRIRIZARDG AL H L LN
£ FIEED L, — RBCEMES B FURBRBERR S ACH RET B FEEPFBO D
JEGIDBHDES DT, T X TORRPAEE RET B FREZITOZEAHERIN T ET.

R2aAVEIYR-HARZA42 (RARRBEHR N ADIRILA)L)
LAJL 1:3F 609, 168, 790, 791, 804, 891 NER
5 FETICHRRIELHHEZEOLEL 10 FTETIZLBHETAIELENS
2DODRBRIZHINTNS.
A=V BREBRE TV ERENEON-C2HHEHDI15E5LH 5.
LAJL 2:aF> 611, 618, 620, 634 DER
5 FETICHRIRLHEET T RETHS.
LAJL 3:0K> 883,918, 922 DZEREH AL VL MEN 2B
%1 7 AFETICRRBRER/EETIONLEELLAD, £ 6 4 AFETIC
FRREHEEITINETHD.
RETEEEFEEDEAIZKY, FRIRFEHRSAD)RILAN I EIEREIZRLIZAMFSATY .
DRILRILIEIDLINEELLEY, 3T, ALROEBETRRIROESHWHEZHEREINTLET.

R IRBERE S A BB 1T, BGRB8 VDG F RIS 2 I S, RET W45
FREOHIEZIET. RO, BETREERORE ML CRIG T RN R
SNBE, BEICRBREOZEOREDEHEFERIAL, FHEOHT LI 7R3 )
BRI ET . RRIEDRIRC T ToA 74— BRI M T~ T4, (REH B il T
LT, BEFHEOS DR ERIHREE T, BE O T-ILRROBA LS EELT 570,
10 ££, 20 fCCRIET B —ANE ARV ET. TRIOICIL, TTIC 2 75 6 F THUMRA AN
BT — Abi, RO R A LD T R FH AT &L OB Rb B ET
L2l MEN 2A TiX, BB ANELSEETHLDL, B TEEIE TOKDREEFTH4HH,
BHED ISR, NIRRT LB NI b B0 ET 8, BRI B
2T DIEMENHESL L COVEHR AL

LR ()T ) JRIRER DB RE T L VDO —J7ICR>TOTh, BIEL TUWRWADI L.
SEIEMED D A BARHINAGFE S TIRIET DD Tldre<, % RKAITHE % O JF K CWrikt I AE T 5 — %)
RBADZE,



7 SRUERNTWESE2E - Rkt RIRIREERLS A

MEN 2 ORJERTEIGE F2WiL->C, B - BN RSN CTRIKE 12D L, BEHRA, L
R AEHIERE D EMFART2 A 2 T DI LIVET. HARTIE, RIRFEOFRIERT IR 2

FFITIATOT, BE RS OBEZKE N A= ETT7 4+ —T v 7T 58 RZNEOTT.

B2 W TIN5 RSNDD>, NV = ED ER L EEIZEfiHZ L E7. RO A&
DIHMEGEPBHSI TS, ST 5800 NI A ARICIBNTHEDLRNIS T ().

FRERBRER DN A
(Bt - Einlh)

RET Bz FEEDEH

= s

—— g & O RET = B SHEDRERE

TR+ / 7"55\
EHRE (13- - Dby | SBROBRETRE

‘|=I=lﬂ

kBB MRE DI
W+>// (=)
FRK R AT fii——— ifl’ﬁifﬁﬁwiﬁé
Bl KR v
(+) PSS Loy
) |
‘BEARHR

1 BERAABE L MBEITHT 28 - BROTEN

ZZXE (1) Molecular Medicine BIIF(1998)D>—HB ke 25

BEFRE
RET B TOMAFEIL, DNA O ALY ZEZEMFZL Ty —7 o X (HEBLSITR E
1£) R0, K5 DHLEERLS O 7% T3 D BRI R 2, HRERRLA 0 BT oo A 12 D I A
DREIDOFEWNGHET D, HilREEFE W A & 28 (Polymerase Chain Reaction-Restriction

SO FRE%E SR - 2 RS DNA OFRFE D[4~ 8 M FxhZ 785k L CUIlr§ DR D2 L. Bin 1 L7 DO EER
(ZIF 100 FEEESHWE STV,

"o BREE R W R 2 AU(PCR-RFLP) : PCR THilE L 72 DNA Wi fr % il [REE R COEE L, MNZSRERIC X
O EIEECHIN AL LW 30 S s (72132 00) Z & T, WA EOEW 2 BXIKSE CHEdd 5
FEOZ & 2R LR, B TOEERINICE SN A EEED Z L.
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enzyme Fragment Length Polymorphism: PCR-RFLP) 72E2ME IS CQOVEd . 3

i§?7l

? DNA %2 —r A THNT L CERDIGE NRE L6, FiEOIRKFEZ WL PCR-RFLP T
—FELTTOEVD HIELHET (1K 2).

RETexon 11
codon 630 TGC {Cys)
i
AGAICOC TG TGC CAGAGC TG T
100 110

=

TAC (Tyr)
[ I
-'-H-J\:-'EI'-R-'-Z'. GINCGACGAGE TGTG
100 110 i

b

TGC (Cys)-—>TAC (Tyr)

RETexon 16
codon 918 ATG (Met)

i
GTTARAT GGATGGCAAT TGRAT

150 160
B
&
|

ACG (Thr)

—
| TTARAT GGANGGC A TT GAA™Y
170

Sk Y
] |
il

ATG {Met)-->ACG (Thr)

| m{PCR RFLP) |

Iﬁﬁi’ﬁ ﬂmﬂﬁﬁ

T LI~ (FErfiE
ﬂm&fﬁ:
iﬁiﬁj?wlr

2 DNA & —4 > R(LE)E PCR-RFLP(TF) D ESkEN/ \9—>

BoELIFE FALIN =T R(IZKY RETEEGEFDIYY 11, AR 630 D TGC (P RATA2) A TAC

(FAVL)IZEDDIEREURAEENE

918 M ATG(AF A=) BNACG(FLAZU)IZE

F N BIR U RAEREMNE
PCR-RFLP %%AUL\T, Ok 630 IZEEABHON-RITEDREDREEZET

AOONT-ERTYT. IOA LI, RETEIEFDIVY 16, K
BOLN-EHTYT. TOEEIL,
#1To1-#R TY.

HIRRER(AR DTHADTZLUIILEYMSNT-RIE 2, 3, 5 1%, —ADERELETLILESTIRDM FHHE
BN, RigBLRILEREFOCEANRESNELS:.

71%

g o DBIBHDFERN RO I L 2o TeBIBIEEZFFOADZ L.



7 SRUERNTWESE2E - Rkt RIRIREERLS A

VIRE=2Y2 10, 11, 16 232008 — K TL. RETEIG T DERIL, 3 DXy
VRN HIE TR TE BORHBKE S N —TEHESNTWZNE T L L4,
TV 13~151Ch DT INT T RERDBEDONDLI LN 3> TEELIZ (3R 3). FEF DT
BEThH->Th, BRBF(ET DR BT 2ZLITTEEEA. =7V 13~15 ([TER%
RODHEEIL, FMTC DFENZNEITT . RO LI, FiE OWE LMD FUR R
BRI AUE FMTC EDERIRAIEERX R R Z 030, =7V 13~15 #5312 RET BART-fEHT
ITEELNZDHTLL).

K3 RETEGTFDEEEL

=/ =8 VY I

10 609,611,618,620 MEN 2A,FMTC
11 630 FMTC

Al 11 634 MEN 2A,FMTC
13 768 FMTC

FA AN 13 778 MEN 2B
13 790,791 MEN 2A,FMTC
14 804 MEN 2A,MEN 2B,FMTC
14 806 (804 & [FIFIZ) MEN 2B
14 844 (804 & [FIFFIZ) FMTC
15 883,904 MEN 2B
15 891 FMTC
16 918 MEN 2B

1) 4L bo—H X

WA RRY MK LY DNA ZHliHHL, #5# DNA Leb 0% 0E DNA S 3 DNA % H
W, HD 6 SO=7 Y fEl% PCRIETHIRL 7. g7z PCR EEME A7 —
U APROSOFFEUET . ORISR WA AL I —r R, PCR EMZ I/ v—=7

AN AT AR IR IR BLLL, PCR W RS EEDO L. 8D DNA b
PCR Z W CHUOGEERR U 7= —A8H DNA 28 kL, MR 2 E 5.

125



126

I EBEOREHKEETFRE

PN, DNA GRiER" O =7 —Z a5t T2 ERb DN VORI R H 5D T, Bis
FIREICZHNLILTWET . FIRIEL, EDTA ADOEIMAE IZEREL 723638 Mk H O A AR
5 DNAZHL, £ DNAZ#AEL CRET #5106 >0x72(10, 11, 13, 14, 15, 16)
#ZENZI PCR IETHEIIELET. BlESNIzor o T AN~V AR EL T, £ D
B — o — (MBS Re A B 2518 TRERKEIL CHEARLS AR EL £77 (1K 2).

2) PCR-RFLP
PCR-RFLP 1%, NABEER T O F TR RET BAn T OfATIZE L CVvEd . MEN 2
BUIID RETBE AL, Aiko 6 >OxTr WO, 17 FEFTORESTEALIZBR R L2
A AR TT . Rt OIRA B AB RO — 7 AL > TR AR ECRIES,
ZORENFRCERZFFONEINET DB, PCR-RFLP 1346 K<, dulicHit 4528
DNAIRETT .

FlEIE, DNA 2858 C RET BI5 D6 OOV %21 PCR THIIET DX
AIRLOY —F V ALFRIERTT . £0%, HiRL72 DNA ZHlREFREQLHL T, T Hu—27 Vi
RUKENZATWE Y. — MR DBLHID SRR DAL 2 K5 B A I RE kD il R R 1, SRR AL T
DNA Z 95728, £EOiE) DNA Wi i 237 T r—ZADKF T VT ST, ki #e®
BIEANIEH XS DNA LITRRDIEDPHEGEETEET. REAEZWNL, K 2 OIOITTImE D
DNA ¥t i L5 x5 DNA Wr 24T TRA L £ 7.

5. REOHERLESEDRE

ZWr EORBESEL T, BEMICHLMZ MEN 2 THoTh, #fs T RBE SR Sheho
TIEBIN 1~2% T2V OHERHYET. O RIRE SO F MRS O JRIKE S 712
HY, Bl TREDZMEICRSTG6OMBNIEELZELET.

MEN 2 O&EITF2Wx, TRHTEEZN RO RIS A TWT, FiEMEEEOES
DR TCIIRLHESL SN TWAEWZFT. LrL, LISl = IO i CORMBE S HHY,
FrZ PRI BE 3 2GR O JBAEL £726 — S Q0D EITWV 2 FHA. BESFDOFEE

B ga—=7":DNA O—#E 72— (TTAIRRE)IZHAL, BB LA E2HE —bd52E. Znicdy,
H B 2 IV RIEE: DNA B A2 2 EIC[EI T D.

™ Taq DNA BB : MHEWE DNA ARki%E T, @Rt 2 550 T PCR 12X DNA OHANE SIS
5.



7 SRR PEBEE Rkt BRIREGEN A
R 7 E R AR AT A7 12T, MW BT ORFZE0E INEE L s, 478 mh
UYLk o T, Bl TR EDATF — AR KO e ENF 1.

SEXE

(1) &R, 2 HPEN :MEN2: RET #1{xF, MOLECULAR MEDICINE BI/fff, 262-267, F#8 = 7 B4
&, FibENE, AT, 1998
(2) MHEEIINED: LN IEEE2R, B S s MEIEE 11, B AR, 58, 437-1441, 2000
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