164 FLELEPEE Voldd KiFS:

EI g* A A O T T T T

ISR NG 1= 515 B RET RHET
Fay v —BELDER

HPHE" FABE*' AHge*?
Bz B2h BT ARk

VK LB ) - e

2R PR
FIFT RS AR

e i (10q 11.2) \ZAFfES 5 RET M{RT &5 (G
L, N6 QHEFITIRHING L~V COERDE

% 5PN 5 MBS AE (multiple endocrine neo-  FETROONLI L LY, ThbORBOKRA
plasia, MEN) 2 A Bl LU MEN 2B WD FAE  BIZT I RET MIZT THLZ EXWENIZEN
EFROTIGEBHITIC L o TH 10 B fbiE 7272, MEN 2 A B3 X O Bt F R DL 5 4 96




, Mol Bd BAEf) 45264 165
(familial medullary thyroid carcinoma, FMTC) 2 CDIMet FRIEIZD T 3 BRI ROCE O O 2 SR A
BWTIBRET BfZFOL7V 10 BLU 1A LAV TR L VRRE OB (LTINS HY bR
? Cys §%Jk (2 k> 609, 611, 618, 620, 634) IHELTwa (A1),
D, MEN2BEITERIZ VY16 D3 K 918 F 7 IGE O PARIR IR (MTC) 2BV T,

F T LEE O Y A b

No. 4Efii T KK 955 fid, U4 X, didk IRV 8 IZBITAER
Wi EimEk

1. 32 M MENZ2A (&gl W 4 (1.8X1.6X0.8cm) — =
A (2.9%2.6X1.7cm)
2. 25 F MENZ2A 18l W Ay (8.2X7.1X5.8cm) = =

H (0.5X0.4em)
3. 33 F MEN2A i&{agiuli Wi A7 (5.1X4.4X3.4cm) — -

H (0.6X0.4em)
4, 46 F MEN2A MTC [} = nd

e T w47 (460g) —
h (20g)
42 F MEN2A MTC [} = nd
6. 60 M FMTC MTC [oR(] -~ nd
18 F MEN2B MTC Lo} + i
T (e HIR w4 (26.5g) +

A (12.5g)
8. 10 F MEN2B MTC gLl =+ +
9. 8 F MEN2B MTC K + +
10. 18 M MEN2B MTC [Lopil] T 6
11. 44 F NF1 18 (AR A (7X6X5cm) r= nd
12, 19 F NFl e (oM NT A (5X4X3cm) — nd
13. 3¢ M NFl AT A (9X7.2X6.5cm) - nd
4. 41 F P @ik 4 (3%4dem) + =
15. 60 M JRSEME e 4i (6.5%X5.3%3.7cm) + -
16. 45 F  J3EME [ OHURIE 4 (5X6m) I =
17. 45 F  PSEHE iSO A (5.3%X5.0%X4.7 cm) + -

(IEHE)
18. 67 F  IR3EME el # (3.2%2.8X1.8cm) + -
(FEHE) (Ao

19. 64 F  ISEME 1S EHURIE 4 (68g) = =
20. 7 O 1€ 73 i O 135 LK 111/ D10 ? = =
21. 50 M IR5ETE 1 fo I 4 (4.3%5.4cm) - nd
22, 47 T I0EEYE B {HIE # (7X3.5¢m, 50 g) = nd
23. 51 F JUEtE B (aHIIE #i (4.3X5.4 ¢m) = nd
24. 53 F Utk {BGHURIE % (5X5cm) = nd
25. 48 M JMEME {BOHURE A (3X3cm) = nd
26, 69 FoOnsstE 18 (AT ke (32.2¢) = nd
27. 70 F  QEME i {eHln 47 (3%X3cem) = nd
28, 42 F  MEEME BN 4 (?) = nd
29, 19 M IREEME 1B fi(?) = nd
30, 94 M ISt MTC A - nd
31. 36 F MM MTC i - nd
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#30 %I Fr 98 DERNSHEHLENDL T &,

IR YIS EREFHILWVWMTCILBWT L
7 13O 3 F ¥ 768 DZENAT40 % 1272

HENBH, TV 10, 11ICB AL
IZfiCTh B EAHE STV AR, B E
LTI, =210, 11, 16 XBITAH%E
REBFFEFICEREAE THL I LXHRES L TW
2279 (W), &2 CIGETE 18 ik 45
LFOTMEN2 AR, 2BE, f0EMAMENGGE I B
(neurofibromatosis 1 , NF 1) (2 {8t fllalE
BXUMTC I2DWT, RET #{ET O3 K 918
(2B AEROAFIIZOWTHGE L.

HEHLUHEK

IRFENE D18t ANENG 16 18, IZEME MTC 2 14,
MEN 2 A B SSEBNZ 517 % 2 o MTC B LU 4
OB EANaE, MEN 2B % 4 56125115 4
B> MTC 3 L O° 1 G MG, NF1ICHES
e A IE 3 18, FEME MTC B 5 MTC 1
()2 GE L W (SUSHs & o
NT 74 HAE) BXUBEEMEKLDY
DNA #HiH L, I F > 918 o % & RET iz
Foxr 1685 % PCRIZTWIELZ., aF
OIS A ATG A ACGIZERTH I LIZLD
T PREEH For 1 GRAEERALATH T 2 L 2 FIW
LT, PCRIEWMD Fok 1 ML B A2 ) —=

Vold3  Hifl“y

T PCR PEY Ot HE G L REHN e 5 &b B v i 4 5
Dy a—ALLET T A FOWREREHI P &
N, AL,

EE

MEN 2 B M & FIILER, MTC, & {aflaliivs4
MCBWTLa F» 91828475 Met (ATG)
6 Thr (ACG) ~DLRA DI, HILER, W5
EL IR O RET Xl ET- A58 b, %
I E EO v E s (R S N DY AT Sl (| 81 R E AR (ORI
Jall 16 o> 5 & 5 ic~7 oA & iR3 2458
kO, IheDBHEAMERTIEAEN GRS
nE, RN Tho7 ()7, B2 058
PG NG 1520 b B R ofl 4. L
L MEN2A B, NF 1, FMTC (Zfl: 9 & (i,
MTC B & OF 2 HOMIEYE MTC D IS T4 5
vl o

% B

MEN 2 A 35 X UF MEN 2 B I & Jiil (R 3t T~ 14
RET #t{rT-CTd Y, MEN2A B Tixii
YD Cys ICE o Cys JEJEIZ, %72 MEN 2
B EICIZMlaN DI 1 v » - —FHsrs, F1
FRIRHIEL L~ CaT O ORIECERATED &
NoH. ~N7TOOERNFENRHELE LTI R
Tr—A—Tar3EgrMhE LT, ThHng

Y ERTol. INTHMEALLAELDIIOW  REAT 5 RET M{ET-% NIH 3T3 M8i24 A+
S iy raienl MEN 2 A :
Cd :#h Fa) i FMTC _ MEN 2 BRI
Cys @ 2 A5 4 ¥ WIEA I e §UH MGENE 18 (A [(FMTC | JEZEYE 1) o
TM © BPGE FA 1 ¥ IFEYE MTC 'mséﬂ: MIC| MFEFE MTC
TK :FoirdF—VHFAA{ Exon 10 11 J:i.. 16

—rd BN

~

Cys 609 Cys 611 Cys 618
Tyr Tyr Arg
Trp Ser
Tyr
Gly

Cys 620  Cys G634 Glu 768 Met 918
J’\+rg J‘\+rg "\tl-‘ 'I‘tr
Ser Ser
Tyr Tyr

Gly
Phe
Trp

B1 RET EEOH#E MEN 2A 8, FMTC,

MEN 2B %045 J OFIRSEPENTAES b Al & /o e
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—192

=118
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Moy Mikd BAEG] 55264 167

T G GAT G GCA
100

E2 IGet il il &t RET M52 F 91804
A ! PCR-RFLP {12 X & RET Mmool
3 F918T® Met(ATG) A6 Thr(ACG)~OERAZ L, WIHEES Fokl 3
RO ATH U B, PCRIEW & Fokl LB 5 &, UIMF S 417 119 bp &73
bp(BFET )3y FEUM SN Do 2192 bp(ENE) DNy FEAEL A,
M, 44 ZXv—h—; 1, Fokl AMLF] 2, Fokl WLB|!

B ; PCR FEM O i P JE B9 st
LB, AR oE IR, TR

M- B B RET #ifnfOfcy. 2 k>

NBDHE 2WILICT E COMED L 7k )HFRBHN, LRA~FOE

GUTHLZ L ERT.

AN v A7+ —0FAHZE, 2ARD
R H 7 FARES L WA ITIEASE 2 8tk
% L 6V RET HH D 2 b & il S ¢
Foyr&F—¥Eimtbsgas s, 2BHO
LRIE 2 L3 v Fod rfr—Eolk
PR P sED LA FO Y v ¥ —¥
FifffbsgaZ e &Ly, £heh, ML bh
WL hFosrFr—Eiiititahsz L
LM ERTVEY,

%4 13 I&AHTE D MEN 2 A %1, FMTC, MEN2B

BFEFNZ BT, WCKAEGI TR b A5 & ]
—DERDPFAAET LI EEFRNEL, oDk
BOFRICAFEEA WS RS LT,
A6 D2 FAHTRIE R A % FLRIR C M L8
ElEEL, BEH{ ikl pdbbnid 224
VAFAES DAL ONESFHNEE (5T 025U & 0 S
MRS AEEEZOND.

MEEHEDNEE B LT, FEiha Fr 630
& 634 DCys FRIENH ST 5 6 bp DR IAHIMIE
Pk MTC TRO LML Z EHHE ST B,



168 FEEREIE Vold3d RIS

372 Eng 513 13 FloM%EM MTCIZIZ =7 v »
10, 11O Cys FEIICERZ DL VDT, 12
FoOMEHBEMBIED S b 2HloRIa K
620 DERNGETHERWMELLY. Zok
GO MTC, B EMIalE L b ICHllasto
Cys LB UHEBICBY AZERMLHAECTHD I &
AHLAICENRTWAS, —F, FOL ¥4 —¥
B2 DV TIE, Hofstra &t 18 4 7 D INFE 4
MTC OiE# DNA 2T Lz 2A6HITa ¥
Y 918 DEREFE LA, Zho0BHEHIMEK
DNA TOEROGIIIOVWTRE I LTk
W2 L L5 Bl oIR8 EMIIET RET
HBEToa Fr8 LR EBHLNE, 2L
MELTWAD, T/ Eng 612 13 oI5
MTC @9 b 561 &, 12 FlIGEEE 8 oI o
IBLIFTRLIFY N8 DERERWAL
7250 4, Fh4 i IRGEYE 018 B AIIE T 16 1
DL (31 %) ICRET #{zFa F918m
ERAFELLD. 2OERBVWTFRLSBEGML
RCIEH 60T, EHIFRNTH 7. L%

AT BIEGI & AT S RWEEBIEIT, 4EHG, T, 165
D4 Xl EFOERIFED LN 5T
MW EMIBIEIZ B WTa F 918 i
MEN 2 B BIFE & [7] U 22 5% & MB 4% e 0 (G2 o
7. IS OESS, RET BETOFa v
FF—VHBIIBI AR, MEN 2B M oJi
(LT & LT C% IS8 MG o )1f
FALIZHE LT A 2 EAVRIE S /.
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