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AAFFE DX GIRBTH 5 I E HE (hemangioblastom, LI HB &) 13, I HAXReR, HF
WIS AT DIEBETH D, EH D 25%2, FHEMEFEEEEDO 1 > TH 5 von
Hippel-Lindau (LA, VHL EBE)RDIERITH D0, 720D D 75%1%. BRMEOIEFITH D & Eh
TW%,

VHL Jild, WY EEREMEEEME S STy, HB 721 T/ <. BMiay (BLTF. RCC &
W) . MM IE, 8 Ml & ZESC SN GR T D, ZOREBORKREE I, 1993
I, 3FRAKLICH BT L LTHESN, VHLEET(VHL) L 4T BTz,

2013 4E Sato B DEETIX, RCC IR TIL, VHL 5 CRWBURIEIERNIZ BV TH, VHL &
HOVHL 25 AEHEATO 3 FYfak LOH, VHL 7'at—% —fEik A Tk, T Ei,
82.0%. 94.0%. 10%DJER| THRDIZL INTND, ZNHLDORMEEHAET DL, 2 hit ITEH A
TEbiX, 97.8% TRE TWAHZ &I/ 5, DF V., RCC IZBWTIEL, KI-DIEFIZEH VT VHL
DEF L& 20t IZ KO RE L ZRDOTEY | EEERETICEE TH D ATREMR SN L F R D,

L2 L., 2001 4E0 Glasker & O Tk, HBIZHW T, VHL @ 2 hit (2 & 5 Ri&{LA%, VHL
JAIER] T 60%., HOFEMEIERF]TIX 10%RREIZ LB O bILRnE SN TWVD,

Z 2T, VHLJREE L BOEPERED 2 BED HB 123 T, VHL O & 2 hit I X 5 Risfkas, &
NENENS BWVERD D D0 %, LETOEE & I3 OMATHEAN & 50 THRIEEST 5 Z & 2, At
FEOHIE LTz,
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KR A OGIGIL, 1995 45 2012 AEDENC , HUR K F BB BRI FHT F5 1
T G T 2 AT U7 ERIEE 2861 & . Z ORFHINIC L VBRI L 72 E S, B2/ TH D,

VHL R OZ WL, 2011 IR E S L7z VHL RZIR T A K7 A4 12 H D BREIZ MR REIZ AT Y
MiAT L7z,

JFtE kG L 7 DIEERRIAD 7 7 ZADNAZ FICH W T, TR 415 A 6 FkE O MR 2 i fT L 7=,

DVHL OERIEHT (XA V7 hor—r 738 @0y I—Ea it Lz,

2VHL DERSY KL, VHL & & A& TOYEIR L~V DOy KB & 25 12 OfRHT -
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Multiplex ligation dependent probe amplification (MLPA) %% JitifT L7z,
VHL 7' &—& —FEIH D A F AN © MSPIEENSA YL T 74 b —T 2 v 7D 2
DO I EERAT LT,
A)HEFED) = ©—HEHT(SNP 7 L A ) & & ) L TE &I real time PCR : ARBFZE Tk, HEURFSemE
FEANNIGEE 2 — - T DA o A (A EEER) & ORISR T SNP 7 LA fif
Hr (Genome- wide Human SNP array 6.0 ,Affymetrix 1L & ) ZJiiifT L7z, F7=. AHFFED SNP
T LA ENTIC T, duplication NEEDITZMBIRN N DGR, 7 hat—HERDT-
WIZ, 7/ LE R real time PCR & 5T L 7=,
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KR ONER: VHLIFREDS TIEFI LR, BB YERE 2VEFRURIA CTh - 7=, SEEFEEIE,. VHLIF
BE7330.1210.6, HORMEREN4752156 TH Y . VHURRE THEICEWIER L /2 >72,  (p=0.0004)
TSN, 2BEMNCE T 2 BIRAIRHBIIRE O I o T2,
FAVY b=y 7Hk VHURBE T, TRIRICVHLO AR 2380 7, HFEVERE Tl34
BARD I B REBD T,
MLPAJ: : VHURRER] TiE, IR T, VHLexon3D KK ZFED -2, THLUSOREE L, <G8
Dighroto, BRI, A OMLPADFER TIE, 1 D02 BE 2 FET 5 FL TEX R o7z,
AT ACHRHT = MSPIETIT2IRIK, NA YL T 7 A hor—7 2 ZIETETRIRIZ, ATV
ERH D LT LTz, £lo. AFMLOf 2T, BB TH Y . VRS VHUEEE T
Rl oTz, mik L7-Glasker D& Tl 42BOHBMRIAIZXT LT, MSPiEAE FW =23, 145 H
AFIMACE Y DIEGNT R T L Sulc, RRFETIX, APV T 7 A b=z
HEEITHFET, HBIZBWT Y, 21%(7/32) DIEFI T, VHLIE S 17 v T — & —fElk D 2 F/LEH
FAET DL LTe, LN L AN LT 7 A R o= T ZIETRAF AL EFED TV D3,
MSPIE TIE A F AL ZFBD TWIRVEBIRSSRAEFAE L T e, T XKD RIERIT, VHLOFEE
WL AREITHH ST DD E D Mid, AR TH Y . VHLO2itZ K 2 RiE LA & TV D
ME D INEEBET DB, A TF LIRSt OREROPN T 2B BT 2 0EN D D,
SNP 7 LA figHir & 7 / e ReH) real time PCR = 3 3FYs(afk LOH %, VHLJRHEE, WOEMREE ©
(2, 50%LA EDJERITRRD Tz, I HIZ, 3 FYLAIARD copy number neutral LOH Z 8GR 7=, £
7z, 3 FRAMRLUA OGO = ©—HEF 2B LT, VHL FEETIEL, 1Z& A E@BH TR0
DIZKRF LT, HOETERE TlE, fRx Yk R, HEZRD T, KT, 6 £72i3 10 FRAK
LOH £ < @B bz, E7, 14 FGEMKDOFETINALIZ duplication 235 DT RL2S, VHL 7
BEC S MR, REIEIERIT 2 IR D2, ZOEALIC VHL LIS O3 % s 7 B D+
LAREMEEZE 2, 2O T RIEOHEIEHALO 5 b, &b EE LMD D8EF07 ) LER




Y real time PCR ZfiifT L7z, L2 L. WTFNOBEFIZE W T, B S22 lE 2 5E0+ 5 F
LR o T2,

T DENTRER O E L VHLOIRRE R | E7135a kAL | VHLE & A 7238 Y4 /A LOH
%, [FA— R TR DL MIRIE, VHLUFRE TIX63.6%, BAIEMERECIX 4.76% & 72 0 | BROIsMERE
THEIZHEMEONGE R & 72272, (p=0.003) KIZ, VHLEF | VHLY 1€ — 2 —flkod A F /L
b, 3FEHRAIARLOH, ZH D320 H 5 EA2o0, [Al—RIK TR ML, Bt
BT, 286%E 720, ZNTH, VHLIRERE(63.6%) L 0 1%, AIE(LOEIE AT ME R 23 % 5 F 3
biodz, (p=0.0551) & HIZ, BWREMERETIL, VHLEFE 2@ 72003, 3FREIKRLOHEZFED 5
WAz, ZHGRDIZ, £7o. BREMERETIE. VHLEF 23807, 3BYLAILOH b B 22\ ik
(2, 6FFIFI0FLEARLOHZ £ < D Tz,
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RHFFEDRHTIC L > T, HB MIKICE W T, VHL 71 ®—& —fHik o 2 F b2 7850 % JE
WIFIET HHE . SNP T LA fRITIC T, 3&FEYLa R copy number neutral LOH % & -DSE il A3 FAE
THERERE, LT, T — 2 &AL E 2 A, VHL REHCR W TIE, VHL Z# L 3
F Yt fR LOH @ 2 hit |2 & 2 RIH(EAS 60%LL FOFERI TRED =A%, 3 FYLta AL O R 72 Y
BRREIIRE TE Rolz, LavL, BIREMERICE W T, VHL 7o — 2 —fllko 2 Fv
{b% 2 < BTN, VHL @ 2 hit IZ X 52 RERIZ 30% LT LAv7e<, 3%, 6%&. 10 HFYALD
LOH 28 W3 HIB Lz, BLEX Y VHLIEEE & BOEMERED 2 FETIE, VHL O R O
DEIE, TLT, 2 hit ZE I THFER R > TV ERD-T-, Fio, VHLFERETIL, VHL
D 2 hit iZ LD ANE I, BEEEARETICEE CTH D LRI NN, BFEMEO—HOIEFIZI
WTIE, T Lb, 25 THDLEWETEY, 33, 6%, 10 FYAlK LOH 23, JEGGIE AU
RIS LT D ERHR IR,



