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PEBEBI T, sporadic & mosaic DR 5 — S ERT EOIRBEFERBILEEN
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<& missense mutation ZH# S EDTH D127 REEEED negative CHEITED 66.7%
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EABRCEGFEERENEN O (p<0.0001). M5 REBEMED negative PDELFERR
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strong &(E’:ﬁ%ﬁ(ir&b\j 7=
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HHIRPREREE DBV C DV TDLEBIRET (SN TULVRV ., AAFERTIE. pab18o1 REE
DO7 REBTIIREERENERD (BHEMESTH/F—>0—8EE 47,00 REAEDO—HEK
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BICHARLDBENEVREBLEER BT ENTES, BaOMmR. FRECLED p53 RERE
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RFBR LT DIMCOVWTOHBEEIHEIISNTUVEW, p53 RERGB(ICLDBRFERG. &
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THHD. MEMICABERENSG DT (|5). 75, po7 RBICEAUTIE. nested & diffuse/
strong ZBRFAR LTSI ENFZHEEXBNIZ. po7 RBETE pab1801 RELERRIC.
sporadic € mosaic (& weak (€. nested (& strong [CFEFRELTWED diffuse ([C& weak
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BRIRE T BHDNY A TETHD. poy BETEIRRAHET HIIC LB (CLEHRE
(diffuse PHBED strong) ZHEHFENEDTENBBEEZ SND.,

—75. ERBRFERE(GHC, REREBEERETE 10-30%(C (& p53 B FRENKSES
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EIDFREA

1 p53 RGBT (5 — > D548

negative: BFEMBAIAL . sporadic: MRIEMBEEIEICIFME. mosaic: MMEMRANNUE AN
CHIET BN, RHMENEET 3. nested: FEHEMEIIASETE L3 IS HERIRR 875 SN BRTE
diffuse: EMEINEE A SRIET 3 T & < BN UE AM(CTFE.

H2 53 REREREDNE

A: BB (strong). BOERU. HEEHY 4 SR CIASH B L HETEBED, B, 5
BRI (weak). MOREMNTE, HEBY 4 R CIASHNCBIES FHETET, KE
51 10 B L DBBF TS HETE B0,

3 p53 REREEEERD /S - CEERRSER

sporadic (FFRIEMAIERE 200624 T (C\ mosaic (& 30-50%!<+ nested (& 50%-70%(<- diffuse
(& 700, A LICHTHLTULD,

B4 p53RERE (pab1801 M) (CRDRBEELELTES

A: nested /strong, B: diffuse/ strong, C: negative. nested/ strong < diffuse/ strong ?
REBREZRIBEHTE. p53 BLTICHERET(50~100%)7 = /BERZHOIEE
(missense mutation)'# 5N 3. 75, negative PRBEEZRIEIHT(E. EBD

truncation Z3K 9 deletion: insertion nonsense mutation: splicing site mutation &M
EENMEZTCNDZEN'®SD(42.3~66.7%)-
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negative

O Hratimr
@ FEBiLiER

M1 pS3REREREMRSH (Y- 0N

negative: BRI/ L. sporadic: BBHMREN AT (CFIE. mosaic: B
AN EANMECTHEET DN BEHMREHSREIE TS, nested: FEMMIREASREIE LIS
VR TERRERENETE. diffuse: IRHEMIRENEEA ERTET D &R <IBiHH
RO FEA M CF .
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2 pSIRENEREDE

A: B3 (strong). BHERU. HAIEFPAEREF TIHSHCPZIE & ¥
ETE2ED. B: 583 (weak). BOREHNEL ., HIEIVIEIREF
TEASMNCHEE S FHIETET . A I0E EDREF TR & ¥
ETEDED.
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100%
OPAb1801 4DO-7 é g
80% © ﬁ
o]
60% 8 A
50% |[~===cccccccaaaa .~ N g gy g g
® 132
40% %
20%’0 g
it
0%
sporadic mosaic nested diffuse

M3 pS3REREBITHESH) (5 —> SIBIHRIREAE

sporadic(ZPFHRRREERE 20% L T (C. mosaicl&30-50%I(C. nestedl(d
50%-70%I(C. diffuseld70%L E(CDm UL TULVD.
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exon7 M2371
(ATG—ATT) missense

cTACAT|glT6TAAC
1

exongd WV272E
(GTG—>GAG) missense

TTGAGGL|GCGTGT

exonS Qle7AMB
(CAG—TAG) nonsense

daecaca
[

B4 pS3EERe (PAD18OLHIA) (CLDREHE MG TRE

A: nested/strong, B: diffuse/strong, C: negative.

nested/strong & diffuse/strongDREREE R 9 FAIE T &, p53HBnT
([CHHEE T(50~100%)7” =/ Eg@E = SZR (missense mutation)
#HBN3. 7. negativeDREREE % R I M8 Tld. EHD
trancationz ¥ 9 deletion. insertion. nonsense mutation. splicing
site mutation/2 EDEEBHNMEEF TSI EH'HD(42.3~66.7%)-



17

=1 pS3REREOBMEMRIT Y- SIEtERasEE

. . IBHEHREE %

RN g peEE (@O-BA)
sporadic 20 9.944.5 (2.0-18.6)
mosaic 12 39.74£8.3 (29.4-51.0)
nested 15 56.31+5.4 (49.4-68.3)
diffuse 34 89.0+5.9 (73.6-96.2)

SR THEREES®D (P<0.0001)
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#+2 PCRJ S+ ¥ —DigEaH

sense (5'—=3")

Exon _
antisense (3'—=5")

5-1 gac tit caa ctctgt Ao otk ¢
(codon 126-166) tga g cit gta gat ggc ca

5-2 cct gtg cag obg tgg gtt gat t
(codon 142-187) can ctg ctc ace ate get atc

6-1 cca ggc cho tga ttc ctc act gat
(codon 187-222) gct cat agg gea cca cca cac tat

6-2 tct ggc coc too tca gea tot tat
(codon 187-224) tcc cag aga coc cag tig caa a

7-1 tgg cct cat ctt ggg cct gtg tta
(codon 225-258) cca gtg tga tga tgg tga gga

-2 act gta cca cca tcc act ac
(conon 228-261) agt gtg cag ggt ggc aag

8-1 act goc tok bge the tot tit ¢
(codon 261-295) agg otc ooo tth &t gog gag att

8-2 acg gaa cag oft tga ggt gog t

(codon 266-307)

ttg gtc toc toc acc got tot €
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3 PAb1801¥i4k & DO7HUERE ALV pS3REREMEDHE

A, EBtEHiRR T (9 -2

PAb1801 bo7
negative sporadic  mosaic nested diffuse
negative 22 12 3 1
sporadic 20 94 13
mosaic 9 17
nested 16 6
diffuse 66
—HE 133/279 (47.7%)
B. EEE
PAb1801 bo7
negative weak strong
negative 22 15 1
weak 141 13
strong 87

—iNEE 250/279 (89.6%)
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#4 PAb1801HARE AL VZpS3RENEBREE Sln T ER

o T HiERPIERTR
Su/F—-. BE nEETER(+) FROY-L nBETER (+) R (52
. . deletion (3)
insertion (3]
ingertion (1)
negative 12 B (BE. 7%) I‘IDII'IS!I‘IGE (4 26 11 (42.3%) noneence (5)
splicing site (1) A
splicing site (2)
missense (1)
missence+silent (1)
) weak 11 o 116 7({6.0%) nonsense (3)
sporadic silentt (1)
splicing site (1)
Strong - .
weak 1 V] 24 1{4.2%)  missence+nonsance (1)
mosac
strong 1 1(100%)  massence (1)
weak 2 1(50.0%) nonsence (1)
nested ) )
strong 7 7{100%) missence (7) 13 12 (92.3%) missence (12)
WAk
missence (36)
missence+nonsence (3
diffuse missence+silent (1)
strong 11 10(90.9%) missence (10) 55 44 (30.0%)

missence+delatan (1)
missence+splicing site (1)
nonsence (2]

WITNORBEAMEETE. EITECMENES & O (OB FREERBMERTERE

Fe::: {AmW
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#5 PAb180LIRERWVEpS3REREEE SMlnT

TR EOE6

nE SRR p5S3BLTFER

PmIE == + -
negative 19 (50.0%) 19
sporadic 7 (5.5%) 120 — n.s
mosaic 2 (7.7%) 24 _|
nested 17 (94.4%) 1 ‘:| i
diffuse 54 (81.8%) 12 1 ns

* 1 p<0.0001, (sporadic, mosaic) vs (nested, diffuse)

n.s : not significant
negativel@3DETD/ (Y —-> EDBICAEREB D (P<0.001)
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#6 DO7HkZRALCpS3RENEREE B TER

) e—z miTE i Tl b
B =2 e n BEFER(+) ER/T—2 n BEFER (+) R/ -2
insertion (3) deletion (3)
negative 10 B (80.0%) monsense (4) 12 9 (75.0%) insertion (1)
splicing site (1) mansence (5)
missence+silent (1)
) weak 6 0 37 5(13.5%) silent(3)
sporadic splicing site (1)
strong - =
missance (2)
) weak ] 0 949 4 (4.0%)  missence+nonsence (1)
masalc nonsence (1)
strong = = 1 1(100%) massence (1)
weak - - - -
nested missence ()
strong 5 5(100%) missence (5) 11 10 (90.9%) ronsence (1)
weak 1 0 12 0
missence [ 36)
missence+ nonsence (3)
diffuse missence+silent 1)
strong 11 9(81.8%) missence (9) 65 45 (69.2%)

missance+ deletion (1)
missence+splicing site (1)
nonsence (3)

WINORESHREETE, EITECABERNEE COR(CEFERBUXRTREE

(3HE
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#7 DO7Hith%E AL VEpS3RERmiEE &~ lET

s L miang

IR rEHR p53BLETER

SINE =2 5 i
negative 17 (77.3%) 5
sporadic 5(11.6%) 38 | ns
mosaic 5 (4.6%) 104

diffuse weak 0 13 _J |,
nested 15 (93.8%) 1

diffuse strong 54 (71.1%) 22 _JNns

* . p<0.0001, (sporadic, mosaic, diffuse weak) vs (nested,

diffuse strong)

n.s : not significant

negative vs (sporadic, mosaic, diffuse weak): p<0.0001,
negative vs (nested, diffuse strong): n.s



