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mE &b REFHIRE
it T Alb 3.3 g/dl ANA  >2560f% (speckled)
& cr 0.70 mg/di 19G 3103 mg/dL
17,08 (1138/mn®) Tbil  1.0mg/dl IgA 208 mg/dL
MONO  8.0% LDH 396 IU/L IgM 125 mg/dL
RBC 4.2x10%/ i1 AST 121 IUL Ty 125 mg/dL
Hb 12.0 g/d ALT 65 1U/L B 33 mg/dL
Pt 12.2 % 104/ 1 AMY  851L dsDNA Hifk(RIA) 8 U/mL
ESR  99mm/hr Na 136 mEgQ/L ASmifik 313
K 3.9 mEg/L ASS-ARofitk 64
Ca 8.6 mg/di #SS-B/Latifk 43
RBE P 2.7 mEg/L RALTHVEU R Bt
CRP 13.28 mg/dL HB2GP1#itk 34
U-SG  1.027 L—TRARERF %
R#m =+ EE[E MPO-ANCA =353
REO 2+ FiSE L Pro3-ANCA =33
Upro/Ucre 0.6 PTT o HCCPHk 0.7
P kL ) ' TSH 2.190 plU/mL
T4 35 1.18 ng/dL
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1) U o rSEiiE K
[REGIRT - ) o SEEREM D59 5%, Bk
[ﬁf@]zﬂﬁibﬁﬁ,WW%D,EEWﬂiﬁ RELROBW LT HY (FEM
AR . 3 ACARY, BEMORIARICL SE/KR UL, REFEEGERZ2Z2. &<
RV E Q. 4 A FAL Y AHE EEOBIRCSSX, RAWKEARZZB L
CT Iz CRMEEE £V o /SEiER, SEE AT 3on OERE 4R ,E%ﬁﬁmh,)/ﬂﬁ
EBOBNT, 4 POYRaEARES. ) U NEICE A B EREAD D, KD
ST, REBAERRE LEBELMG. LEMOENREE T, ML Bt
PEDIEHE, B REICHM & I REE TRE 2R Y, BENALE L TEIEARCTH-
To. AT RESAFRBECROAINESFTRORVER. 4 A KB ICYKRERE
7. K ERAEES RS (LEEERERST) | Vo AEROBES B E 2T, &
WREARSZZ LR T,
[BEEEE] 9% A, {#1‘2, REENR GEMAE]) , MEOBRBEIIRL
[@] FER LB, #TtoRE<T, 40 FRCESVWEY VL RBEENRZSZ %
(2, REBEEICHEKBEM TH -7, CT THERE - KEDIEEH O VY v EEE S k> TW
o ARBORE L VEEOBORENSH - mimd, BEORNEELEZ, FOBREHE®
BRE (BIR, K&, PCR) I[ZHEMH. BIKITIBETH -8, 2 BREIZHE O PCR Bk 3%
B, OREEEY URHROBKHICE o7, M2 EBICEE LR o7,
[Z2] &<, ERODDAITREMEO ) L SEEREE Y. BHERE THh D EACH
B BIEIC E D RBE MO L REIEIECTH D AL, —RAE LY L EEERDE S,
TIA N TEBETCRESDEEPORMED Y VREIER T, BARETAILDAERIT
RERBEANE NN, ABIO LS ITBEREO ) o REERIEREZEETETHD.
F72 60 5%, B LB Y L ETE VD ST, BEEEOTEESD S Y L oSE AR LE
Thd. EERBEREOCATIERL, UBRREDOHELHRESHITSAE, L2k
HRDWEbLDEEDS,

iE 4 2

DEFHER : U o EEREFO]75 5%, Lotk

[BRE] TATPAE IV ESEHOERICR SV, TENBEZZ L, oLrXoEn (Gf
MAER) ZERMIN, 77V RAu~vAf U FENS L, EEIE K. S A EATERA
HHeRl 22 L, DERKOEIREZER I, YRBESEAZ2. ARER - GHETERE
LD, BRHOHTER (D) B 5 OHMEIERE D FNA : Fine Needle Aspiration
(MlR2) BLIOCT 2T L7z, ARAACOMEBZ I L 2 EEFF RId <, SEER
DO FNAIIRIEARBR L VWHIRERTH 7. CT THAEFTWIESED - E NN EERRIUER & L
THEKR (35mm) L, MY U ANEHLERL T2 (BHEHESEIXRAOFRL G H D K ERE
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KEEW) . 1 HE®, =3 —TCTHEEY (kT 5 FNA ZFHETTH L, RIERR. 1
HE# %, Core Needle Biopsy (M) M1TT 54, EEMBOATEZEH ST, 1M
#%1Z Core Needle Biopsy # B fi{T. JEBEILOAEME L H > NHEEIZIZIEST. 10 A
HAICAERZE D RIREMEIC DWW T, BEERNE A% 2.
[%E@]@ﬁ%%é%ﬁ%(m%),ﬂkw%#ﬁﬁévyﬂﬁﬁ(miﬁ)

[RiE] BHEMRE LRI IBEZEERD N, BEOTRELEDICEZLLNT.
BIRTBERAERL LOSHARBOA DL OEZBEREOFRBEREZIT 7208, Wb
fEHRRTHhH o7z, UIBREHRK (Open Bipsy) 2B L, BERMKOE TABRLESET Y X
BiD FNA ZE T L, RERPRb2hoidhid, UIREREZT LI TEL o7z, B FEKTIX
REDOBERFEIRTETEY, FNAREIINMBEBREICEL Lz, BHROH FERICT
BHEY L (NFE AR B MM Y ) OZWETEICE 72720, UIBRER
EAREE o7, FNA RIBOMBEREIREThH--. #EHRE (RPR) , FFY 7T X
< IgMFiik, 72U bavh APIRARPOMBEBREL BT L TCW B EMETH 72,
[B£] 2M3ERMEBOREBEZMICEO I228 20w EZ 23208, 7)o 7z
T—OEBEAEICE) ZECEBRLETH S, Fine Needle Aspiration D yield 1T <,
WY ERWICIIRNE T, 29%BEOZKHB LRV EWVIRELH D (J Clin
Oncol. 2004 Aug 1;22(15) :3046-52.)

2) REHEB

fE ] 1

EFI R « FEHBUEFIO]78 %, T

[BRBEE] 7 PE—HEERICH LTV F=y oy 3ng DNRE 3 ELL Efkk L Tz,
11 AFETH REME, HMREORZE 20, 12 BICSRBN & 25, MEBREE KT
T5H#ERY ARG L Ry oriddfibans,

Bl T2 2 AR AT 22, WEEEZED 220U ThOTICHEB Lz, i
BEIDYFITID L BEROEAEZR D, 2 ARICIERE T30, BREEZELERLE, AR
B, LBEEORA, HOESE, ARARENSEL L, AR THROLRE - BHEMER %
THo0, ZPHICELT 3 HYIDICEEARRE 2D,

[BEfEEE] mmE, 7 b —MEER, CHRIFL,

(R ERT] RERIGHME (CRP 21.76) | fFEEEK ER | {K Na MIE

[BiE] ERIEZE ThHolz, BEORARCHOBELZRO - EnbERLAT oL NI
BTHY, BBAELALHBERK, BNaDFEREBZZVHADEERLFOZDIEY O HA
MONT REWEE. Vo~ TFHEESRHGRERLE b E /-, BHEEH MR TR IIE DT,
T R=vearing EBEEZT CICERIZLE L, BEANIAT > 7% ACTH, 2 VF Y —
MAIITLEE CTh o7,

(B8] REMWNRL CWicAT oA, FEREZCPNRHOREL ML Y | BB, ES&ENHE
L7z, BEFFICHOEE w@ttw EHTRES Y v~ F %5 5 E U SHE) IR & 72
FHLENCANT, BOESIHOARFB L ER TH Y, RISEBIIRZ < A E 72 580 O B 4T
TiEi <, (%E“B%}_F%’Hiﬁﬁ%m&)iﬁw*<‘:7§>B}F§£’_ﬂ‘£%f£ﬁff%f‘3f>o7‘:o ATaA R
AP ORIBCERIUE L EDEIBARAERT R TORR TCho &2 L, MO
ERLOBAITEEBREICEIHHER (REIBRED 10%ICHL EHEDHY) Tholz
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HOEHRT D, CRPIED 21.76 L HETHY  CRP BE=MHERPE L TEIIEZ D NE
TRy, BIBARREEZEREREZETEI L2 2 0OEFTHEAT,

SiE il 2

DEFIRR : REEBER@]68 ik, FHiE

[(BUARAE] BEioxt L5 AiIcH 2R, MR D ET, 8 A Lk RIEE MG, 9 AM
M, THL2AMIIEEERBRELEIBEARD-, WTFR L BRICHEE, 9 AKD CT T
MERRAN Y o REREREZFE D=, 10 A LEN 2 B X A K THRMMRE - MikhEE -
LR T7axH o DN EFEZITAPRERRBETCETHEEARICKRS, KED 4 0H T 6kg
B L,

[BEERE) miE. SBMLE. BmRBOE. RIZRER, LEME
30 ERTICHEHEHE A BERIE

[CT] ARG SRR, MBANIEANTERINE THIERE2RD D,

[(iB] FEORE & HREBAN Y SRR H Y, D BRIl ., WY o3
HAREZENCELZ-, BEERAERVELTWVWD Z &6, REMELABEZ & bHER &
L7, KOMBEBRERE T I RRBEBEE R -7, BV 2ROVNBERERES L
PCRIZIEIRMETH -7, HERBREIIELELRETH 7, VAT XY 2Hq
TBRESNTHWA I Enb, BORB2»H - CEEOTEIIRE L 2 -, HEEED
RHECHLTEXFT Y U BEDS L 10 ARICHB LB L, 11 AHE»L HBEBE
L AR, CT TIIAEFEFIXHA L, MMEY BT I SIICERL TV, EEIZ X 8%
EzF 7o wBA L, BE, BRY B OER LIEEERS &P, LRk
THY RGN, T uexe o dib % S ETH TV,

[Z22)] FMBICLHELZRDIEE, LR TZ7ax VL v BER Tho/zH, BEOETEIC
Lz, FREEBERATCH TP ARMBECHERB R OMBBEYIEL Tk, 2
Wiz &R L7z,

SERDELE - g

1) U/ HifE X

JEGI 11X ) R EREEORBICTHD, T4 FTHEHETEREIBEEIODREDY
NEERT, BABRTIEZDERIAERGENSZVD, KoL 5 ICEBEREBD Y &
NEERIZAEREZBTRETHAD. RENZ 60 & VO ERC, BEHERTHERLRLT W
HELE) CNEEREHLHZ R0, BHEEREOAEELL L U A EIARITHSE
Thot, RELEEE R0, ZOLIRBECEMEROARANENRRE SN,

FFLDU A REBREICEBEMTFRIRRBOMB LR LD TH D, YRKREDM
HERREDS BTSN, BEE) VA AHREDOZBHITLVES 20 2bDEEb5S.

L LBELERDERTRREZME) VAR EBNCER LRSI ERBNRREIN
ROl bDTHY REZORATCHEELZENNICEVHE oW REITE D,
FEF 21X, VU EEROBREZPMNBREBZBITI 2 0Vbw a7 ) /s —0fE2E
ALTWE, VU HiEROBHITARMBOFREZHICELIAEBRVEZAEH A
B, 7)o T —DRBRPEICHE S, IZ Fine Needle Aspiration @ yield iXf& <,

EWTY VNERRNTIIARME T, 2% BEORBEE L2V EVWIHELDH D (J Clin
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Oncol. 2004 Aug 1:22(15) :3046-52.) , AR THNIT FEZMbRR VI biF Ttz
VERERE/LI27-DICEFZOHELEVICRRTALERD S,
2) THIE
EB LITHERADEZERIER L BRALE LN, BERNICRIB RS L ZH SNTEF T
D, MBEEBRTZOIXZCRPES 21.76 EHETH YD . Z I X0 Y H)MEREE &1
HNTZRTHL, FHAROENZEICE O TR EICRKE - VT KR - BHERE - %
@1&@%55753‘%‘&&5733 WTFNH CRPREORIEY—DIXERELOT WV, 2F 0 Z DRk
Bt 5 CRP OB Wik B K<, BEBOBRICIIEL -/ & &, Z oS R
m;t CRP LA ZZHITEENFK ERZTLEI VA RNHEI L EAEEZ T LEN
5,
FER 2 IR EAICEER S SN =2FFHTHD, REFATIEL) U EEXHICRZS
WIMEEZL T 5 2HAREL<ELER D, 2) BEERIIMOBERORAZ L., 2B
WO RBEEROBRELEE L TV RITHIERBINICEIETE R, L0) oD
BEEFRILTVD,

& (HEFELYHFHB)

SERRET L EFTIEY CREER - AHBROESICBWT, BEBECHRE L 27
TIT—ZER L, BARESh A2 - IAFZ2E L CEBT ZHERNBENLOTHS, =
DEHIITZH EEZ LT WHAMAZZ T LW LORFEETAZERHMLNT WD,
AE@%@H@%JCD%LT%F@Q@ WrRRIZB T oI —42HETE S D TT Aaws, '

EFORFNEERDIZLETENEOMO T — L HIHT 28T ELEBEbR S, OV

i%h%®i7 ZEWETH-OOFRERIL, AfEOZ %i%y—w@—%&b

PEORNEH S L TERSRTIE B 743 ) X5) | SLIEREEFHATHD
&Ebhéo
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JBA T @AM & (EER MR BT AR JEH )
o3 R AT TR

RERBICMTERERFRAERBRENA TN IEBEL
BENYT / LEESEEREEHEN

ROEE FH B (FEXRERFREFFHARRZR)
WE BA (HRENEHNAREAKRBRERLE)

WRE s

2E 28 DEFEEEIC LD 2 Y — VT AT, Y EEERIEE H 0 B K AU 12 32 B R B
ThHLHAREHEI BREERWEMNZXISRE L CEMEZREL, MBI BAC 7 L
L E AT E2ITo . 1 RAZV—= 7 TR am Yt (R B R E O R K fEk - 2 U@
(RDFTFaAT FHr b AT HEIRIZ R BAC 2 INE L2 W 7L A TH5 GDA T
L A%, 2RAI) == TR /58 BACTLATHDL WGA T AR AL, ZhET
WREHT LT 536 SEMIH, GDA Tid 54 HI(10.1%)i2, B 2% L7 WGA Tit 48 4
(13.8%)ICHBIZRET A7 ) AEEREFERHE L, BIEMAERAEEZHLMNI L. F
7o, REAR 7R EATIC KN Y CASK BT ERIC L AHBAOIERBAZIRET 22 N Tz,

A, BIEEM F 9 BEEn YL o R B E o [ K fE Ik & 2 Y
ABFFEO BBNE, ERIKBE T < @f{ﬂ% BAEROY 77 m AT HEEKICREN L BAC %
BT 5, PEERERTERHSBKNIZS W L7 BESE R R E WAL 7 l//f'C?)Z)
W ABACdh AL T A LD FEE MCG Genome Disorder array (GDA)Z
(MCA/MRMEBIIZ BT, YeafkidE Tk 1&279%:Vﬁ%ﬁwﬁﬁﬁﬂhﬁbf
RILTE WM/ AEEREREDOR 27/ 2% 4623 DO BACTHA—F 2845
B, FEETODEHLNCTIETHD. J LRFEFT VA TH D Whole Genome
MBAZHRELZBACT LA CGHHM DA  Array- 4500 (WGA) (2L b5 2%k A7) —=
MAMELBERREL LTEDOHKRTSZ v b7 YO ERITTS. 2O EIZL 0 BICERAD
F—LBISHTFIRRTHLDOMEHBEF L, B T 747 DL Sh I ERBEORE

ROl FEET A EE D ET. W & JRRMER R CH S CNVICST L To
MRS TE D,
B. MIRA% BRMEARETH S CNV K L CILLLF

2EOBEEREFERL TV 5 23 igko DX DR FETHEFTEIT-72. OFISH &
BARBEEMELER Loy Y~ T A EEPCRZFIZLBDY ) LEERE O
BWTMCAMRIEFZIRE L, T LA T E 72T, OB - RIEMAHTIC L5 %45% CNV
Ehid D, T LA CGH % LB MATFB & B—REFTEEFMCOGHEAL > A LD TH S
L7/ bz e —#Z54E (copy number MEPDORE, QXL TFT —F _N— A ~DR
variants; CNV)% 2 7 U —=0 74 A, BT MZ X BT 7 LR EREER & O BE O ET,
G LT DO BEERMICZE AR, & 50 (DRT-PCR < Northern blotting 72 £ % FH\»
BEENOEMRE & UCIIEERMRFEREZ R L, FREMT. 00BN ERCEERL DM
Peta KR EH TH 2D MCA/MR Th 5. HAH < B A BRI LTI, 7 A
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RVT T4 vl EOTTNEOIER,
$E{L) @ phenotype Z /R TBRELEFICBIT S
EREN 2 PR ATV EBERORRE 72D
S BIEFORERZ BT,
F,INOOMREEREL LY/ LE
B REAOREE (genotype-phenotype) &
HOEMMZ LT L =Dz A4 ) I —Rp 5
MR BFT — X — 2D TREE - T <.
(fmEmE~DEE)
AFHBETFRIL, Te b7 LB BT
IR RSt (FAk 134 3 A 29 HXX
B B SEE  RFELEE RS RE
15) (PRt 164 12 A 28 H2EkIE) (F
1746 A 29 A —EE) | BEDH D A
BR2L N BHABEICHEY TS Mikaz
Ansi=d, Te b7 AFZICET 5 AR
g (BEgifastsamBEEa)) 2 +59
BEL, Tk 877 A BB
AfmEiett) 2T L CERTH. AHFRET
Avsinsd e FEEHE, R ER R KT
BB 72 & MR MR I B W T
EERBRICTAR I F X IZEOEI
3N, BRI BRI CA v 7 4 — A
Kzt &R SN, EA AL e &
N7-1%, KR ER R KT - BHRIE BT O
B2 &5 N DNA RV 7 ictE & h,e b7
J I BB TR A A T2 fE A
BWARMT 2 Z LRV AT ARBERES
nTWna.

C. ARFHER

41X 2005 4 10 A ~2009F 9 A D 4 F
IR R T IR EA# S (JST) CREST B L O
B ¥ — - EXEREGHEEENEDO),
2010 4F 10 B/ 5 20114 2 A £ Clx Y%
LR BB R EMEE (BHEMER B IIRA
FEE) OXEOL LT, 2FH 23 OEFRE
el Lo Y= Ta%2EBLT,
536 Bl OFEFINEZIT-> TE 2.

1R AZ) — =227 Tl 536 T 54
(10. 1% K BICEET 5 CNV
(pathogenic CNV; pCNV)Z#H L7-. 2K
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APV == 7 TIEBIAE £ TIZ 349 Bl D 1R
AT - TR A fET L, 48 f
(13.8%)7% pCNV #H 35 L L7= (X
1, 2) (Hayashi et al. 2010).723%, GDA %
2009 4 £ U (B)BML - & 7 1 /b A2 H T
BiiL, —REZFEZEABLTND. E£72,2
NoORMEEFOFNS 2IRAZ V—=2 T
(BT pCNV LIAMZ &FF 17 #ll IV T
CNVZtiL7z. 216D CNV X OF
ETHRHL, —REFEEHOPICL RHS
%5 b D% benign CNV, BiEE S CIIERERD
BEFEM AR 4 D% variant of uncertain
significance (VOUS) & L7=. FoOiEHR, 17
il 9 #125 benign CNV, 6 f525 VOUS Th
HZENbmol (K1) . UED2KRAS
V—=r 7Tl CNV O MiEE %
2 CFeE L7z,

—k, EEROBTSEFIZERE T HILITLY,
FUWERAE OB AR Ao, Fiid/NERAE -
/I~ R R B AR T AL A D AR F (MR/
MICPCH) & R DfFHT XY Xp11.3-p11.4 D
~TRREKERNELEETHS. RAFHEBIC
FETHRIETEF ALK, ZHiTET
b CASK Bl O/ 7 afre) EfRoORES:
FlEEILTWAAIEEMEZFER LT (Hayashi et
al. 2008) . T D, MORFIEZ L—TH CASK
ERICIVFERRORBA 2T e8E L1284 %
¥, MR/MICPCH # 2% 5% 10 fFlZINE
LT CASKBIE &I LT, TORER, 246
i~ CASK B Afiiahiz. Bz FREDOH
BRIEF B AR, ATSTA T BREILLD
TL— LV TNER, ~TukE, B FNER
2% truncation THY, Wb CASK D/~
TUAREOFREE RS> TNAIEEHLINIL
(K 3). Zhizdh CASK o7 aRelrkvsl
FEZxhH MR/MICPCH &WOEEEEA RS
THIENTE-(Hayashi et al. FFET).

D. B%E
sk, REFERBODZWNIL, ZICEEE
wERakReE, SLENREEZFENND &



LTITONTELER, BEZWICES RVE
plbZWn. ERBEEEZHFATHHERD S H 60
~TORIIRERBAHATH D EEDLNTNAS.
WERMNBITONTE G HYIT L A Rtk
BT OMBEIX DY B R~ D
INTH B~10Mb RREIZE EE A8, Fh
LLF OIS ) hae—BEr g+ 5
ZEWEARFETHS. T CGHIiZZD L
SRR ERE FBBE - BEEIC
BHTDHZEDTELY—LThHY, KR
WERAOHEECTHLHAFL AL DOHS.
—FTT L4 CGH T L AT ORI,
— R E AR LSO CNVEFEL,
Z 52 denovo CNV LA H- D L7 &
2, 3MEIIFEET L EHHLMTR-T
XT3 (Leeetal, 2007). ZDHIZT L
4 CGH TR &= CNV OERMERD
MREHIMNE L2 5B.

AHFRIZBNT, FEFRHTH- 7
MCA/MR JEGNIC R L TR T LA L 24
LT VA ZRHWT _BBAZ ) —=0 T %
oz iz, 1IRR7 Y —= 7 CiIBE
HOEB V77 0 A7 BE 2R 2W L
THEICEFESG LoD, 2WRAZ YV —= 7T
IR I CNV OBKOERZ IR
Mtz enTEl. BFRELT1IKRAZY

== T CIEHARED 101%12, 2RA T Y —
= 7T 13.8%IZ pCNV 2 L7z, Z o
Z &Y, BEEERIEE ORI
R TH D5 MCA/MRIEFDH 1/4 128\ T
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