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(MR EFE] LB NNEREGY IR Z 253 5 o, RAB X ORER I LT TS X OHERAEIC
B9 % AT HUENT OWFE | ISR 28BS %2 BEIC CHAICH L, FEIESN6EN S 18D 24
Bla xR & Llze MASHUE, BRI HRAY IS me % FV ) 7OV 4 2 PCR S &0 AT L 720 FRAT L 723
TAIAC PRI B % f-ADR Trp64Arg. UCP-1-3826AtoG. DIO2Thr92Ala Th 5,

[#FR] EmBEEn T ERS T2 T 5 HEOALERAEAE R L. T-chol98.7mg/d¢. TG146.5mg/de.
FBS108.6 mg/d¢. HDL-C44.3mg/d¢. LDL-C138.7mg/d¢ T, 1IEHZRIEEIZIL L ¢, HDL-C DA A= 12
EHTH o720 T2, ZRERB L MBI ST A — & L ORE TR, IEmISEER 2 B E5E R & AR
DR HIT A 72,

[ZER] RGRHERFICEE T 2 8 FERSM 2 ET 2 WAL L7z BREETFORENT CITHHEIC
BHL DI TIERWDS, IEHEROAR 18805 £ L 12, Bk, BRET S A7 OEWEERIZ#EY) 7
BIRCFIE T OB PO b BE T ERE LT AT AL B ETHA I,



—i%ERE2 [ IR
FweR - ERERCH e LEREEREDZELICE D < /INRIBHNEH

DIPELFARF EFHFR. 2) MFEZFAFE REE
ORilf 41", A et ”

[B8Y) MiEIRE %2 EMAT & LTI 72358 O/NBHN I oW TEE L 72,

(345 &FHE] 2006 ~ 2011 4EFE O/ NEAETEEER T iS58 9 ~ 16 OB 2 409,944 F a2 /R L L7z,

XREIIEEE L X ) A% %03 L. TC. non-HDLC. BBRAEALIEEL (AD) O Foufii v 72,

[1 EEEICH 2 MBERBOERBINZE(L] F5 TC X 11K E & BLH THEZEDRD SNz, MiEE

B /NBIE RO L T 5 1II M EE EET A UEDND S,

[2/\2REEdsR ]

1) TC 248 L7286 - W CIIEE RSB - e - SEIREH CIIREOEILIH 2 DMERIHEA T
D TC DEIZITE A EZLL WA HE T CIRIER B & BEIEMHECIIERISEATOITE A LEEZED
RGBS, PSR - BEIEE TR 12 E M X A EP S FOEIREIIRKEL R AMEAE R LTI ZTDZE
IR TORSEE - BEAMCIBOTI2KERE S & TC 2IEIC L TR M ADLETH 5,

2) non-HDLC #3812 L7284  non-HDLC I2DOW T KR L IEHEE L D&EEZ 2D &L 1T TC LRL
EASA S, LT TIESIGHE S IEEH & OEIIFEBIVEATHIZEA LR WY, BT ClamEeE
B & IR L O TIX 1282005 13 M E WD S ZOEITREITRKE oo 720 /INERER
FIE, FFICHEToREE - BEEHICBWTI2@E2 5 132 mE 5 & EAAYIC non-HDLC %8s L
TR AAT ) LED D 5,

3) AT Z4REEIC L7286 ALIZ O W T & IR OFHOEE AL &, BFIX13Er6. LFiE
LA BELEPOZOENPRNEL Lotz BERMICBWTHEFTIZ12KEY, LFTIX13KrAaE
% e Al Z RS LTI SR 21T S &P ETH 5,

INBICBIF D non-HDL L R F0O—)LDOERER&ST
—IENR S INRERBIBREZZ DT — 5 DT —

D BRRIAS: 50 INTRFHREE. 2) BiIAS A5 REEmRSHRG
OdAf —8 ", Ho kAP, AE W fll R, #g Rk

[B&Y] LDL-C &, Friedewald (F) 2 &> CTHIET 2 Z &R SN TV 2505, BEFHRINTH L 2 &
WL T2 %o 4, non-HDL-C 25EH SN TEY) . T TIEMETEMETH S Z LEPHE SN T 5,
A\ CT? non-HDL-C 13 LDL-C+30 & &4, ZHEMIZ170mg/de L FRE SN TS, LA L, ARIZon
T, BRI L IEE Wiy, 22T, /NRIZEIT S non-HDL-C & LDL-C & ORI HEIZ DWW
THT L 720

(Mg EFE] BFIBLEAOZEIERBAR TOMATIZEH L\ o T, EERZZIEOT— % 2 Fviz. Fis
X625 155 L L, W IER 2 SOICERIVEROMRE L7z, ZORE, BIE99% CFEFEH
10.07%. FIMEE37.6%) . V6444 (9.35%. 35.2%) 2SHli S 7z, F 720 ENFEIX D 2010 4E D HETEE
EHEZ DT — 5 UNFRAEEB X O LEEDS L) S Wz, RIMIZIEEBETITbITEY,
non-HDL-C & E#3:TlllE ST\ b LDL-C @ RMEN: % Hiad L 720

[#EReEE] FUC X2 LDL-C i, BIE105.4 = 183 (*F¥ = SD). %l2102.0 = 18.3mg/d¢ TH - 726
non-HDL-C i3, $J8121.0 =194, %/2116.8 = 20.6mg/d¢ TdH > 720 non-HDL-C & LDL-C ®#i%, %
156 =54, R14.8+57mg/dl T& - 726 LDL-C & non-HDL-C 3 #i & CTE W IEAR % 7Rk L 726
LDL-C Dfa¥% 1 & Lzt 2o—RkElRROEKE, BIE157. LR15.2, BL&dbeTI55L %57
T — 5 THIEIEZFAETH o720 T4bb, /NED non-HDL-C ix, B X% LDL-C+15mg/d¢ DRI
HHEEZ Do THUFIENRIEIFEMFHEIC L WL TE L EE 2 bLh, FHEEIIHRAL VERNHDIZR D
EEZ BN,



—RZERE9 [ 74V Y2 |

Z—XVEYT CROAFI AT O—ILAVIT Lyso-SM-501 [C K DE2Hf

1) —BEEEABHEREMAN SHEENR Y Y—. 2) RRETRERAY HAERS Y 5— HEHAHP
O sV, A ®RY, e 25mY, Mpm ", Mk HE

[ B8] Niemann-Pick C(NPC) i3 NPC1 & D #En TR 12 £ ) ZIIFE., MR % BES 2 E&
ZAERETH ) BRRIICITH A R OB EER . IFEEE ., FERE. TuihA, FEEEIREGESRE,
WeTRESE, A M7, MEEE, X EOBHEEL LR TH L, SINIIIRESEO D 2 K E i
HMIBETOT 4 1) ¥V BTG TH o 72A% HalfliiE A+ ¥ 2 A 70— VoOHlEOH A S S, et
TOF-MS IZ X 5 Ifii 7-ketocholesterol (7-KC) 3 O°12 Lysosphingomyelin-509 (LysoSM ) % il 5E L 2l

ORI S22 L72e X DBS TO7-KC O#IEIZE L THMHET L7z,

[AiE] HARANPCLEE UALEEMEDS C18HA 7 u~ M1 I 2% fFH L., 7-KC =58t Q-TOF
MS (Maxis G3, Brucker) # FHWTC I U v AMEZ L7z, X lysoSM-509 1 MS/MS % H W Cilll%E L 726
NPC &3 DBS To» 7-KC O#lEDA M b ET L7z

[#ER&EZR] HAANPC EE 14 A TONRTITILERI 344, BRI 3%, #HEM A4 TOIME 7-KS fiEid
145 = 100.0ng/m¢ serum (Kf 5% ; 25.8 £ 11.8ng/ml) BEFEMAHEE T EBWNVHEE R IMEINIZDH > 72,
Lyso SM-509 1% NPC B & CldbgnEm % A w72 L7ze X DBS Tl 7T-KC IZAELRZEIR b N o7,
XNITIWVAY v MEREE CIEILE 7-KC MK TEMICH 5o LysoSM-509 & NPC EHIE T3 L <
Wizo LLEA S NPC BEDOZIIZIE 7-KC, lysoSM-509 il 1XIHEEENTH ) HA A NPC BE DB

WCHHEHTHEZ ERIR LT,

Neuronal Ceroid Lipofuscinosis (NCL) 71 7 1 (PPT1 Xi4&1E) $iize BNt U
54 71 (TPP1RIEEE) Z'RHI

1) —RERIETEA BHEREIRT SSRERR Y 5 — S EERARIRN. 2) RIS E¥5 REFH SR HE
Ofiiitle 265", wikt 36, M R, e SERY, A R

NCL &t a4 Fiz) RT7 AT v OB 2 BEMENEERETH ) . BERETFREICL D 13825
Hah, 25 0EEDNAE NCL1, Palmitoyl protein thioesterase 1 (PPT1) #fish 1, iIf U812 NCL2
Tripeptidyl peptidase 1 (TPP1) 5% il & el L, BEPRAVEREEE U2 A RIS X 4 BBl NG
FEOWFEEICH L TS5 %0
NCL1 (PPT1RIBIE) : o513 267K, MiHl & b MEEIRI, /Nl SEEED ST i< % %,
W BFR LR F2EAE T T, BFRITHPESEED S lF, MO REE L B, FHERD %R (. BEIGE
BEEL WD, HOEED BB GETT, S5 OK 7ZHIEEEND V) o fili 32 7/ NFAL 4 SEEE D & Bifgins
LR 15K T, TR TR R MEE & . TOBRBEFAIIA DL JFBHUEDME 4 1258
KB FBATHREL DY . BUESERIZATETH. BNV IKT, BERATIRE, fisedc TRERFEL &
fito DBS. HIMEkdic PPT1 BRI, shc i3 TP aiftE, EET 241X E184K/K216E %8

z [l 7E,
NCL2 (TTP1 RABIE) : J&EIX 2 £ TIIIEH, 3MED HBRATHIE, SFHEESIIN, REMAEEEZ
D720 M TH spike and wave & B8, FHEE MRI W2 C/MMZEHE. MMM 2 500 5 SR Tl ThE

E R EEDYESS, NCL %5k, TTPIREREMEZM%E, BB O, BnT 2R T M244T/
R399W % [Al%E. IRAREREEEBEIERCAEFNISN. SEd S8 LNy 7V 7 /N © TTPL R SR
DOREIGEE L M TH, SHRFINEEICINT7: DBS 2 HWTOFHAERAZ ) —= 0 FNETH 5,



F29EARNEEERRSHMER
JOJ5 L - iR

A
=

£

fER K—

TSR - BIORF R AR R

T 683-8503 s HU UK 117 PE T 86 7 Hb
TEL : 0859-38-6322 FAX : 0859-38-6322
E-mail : jlca29@med.tottori-u.ac.jp

EEABE ARAEYE 7547 70

T 683-0851 FSHUIR KT WM 1895-3
TEL : 0859-48-0700 FAX : 0859-48-0600
E-mail : jlca29@act-p.net

K .
BEHVE, o ¢

Sedand #=Esiteny R

#avr—r  http//www.secand.jp/
T 862-0950 REAT LXK HISE4-39-11 Y=Y FE L 1IF
TEL : 096-382-7793 FAX : 096-386-2025





