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HIEFEEREIRME (FCHL) EH % d % & LT peroxisome
proliferator-activated receptor (PPAR) v 2 BmFB LU0 BT A0
fo. RSN RE—RATHRNLEE ZAPPARY 2IEETF PI2A AF DS
N TH BT HDL-CARME AR S 37, LA LDL-C it S Bl 3 2 = & &
L 72 PPAR o G395E 28 SITAGHEMEAT Tl (Bt A L /=, B
A7 0=V MEEFH T LDL-R & s T B R X A Wi A% 639757 L
NS DEEFTESIBIIEB LT F L ABIEENRIETH - 7=,
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A MR EBY

KRGS IE N (Familial combined
hyperlipidemia : FCHL) 13, B ®HHE D
EIEEIEOUE T, =8IL I FREEBARE{L
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proliferator-activated receptor a (PPAR
@) R DNWTHEIL, —H0ERICBN
TEOEBETFERMNGRSR SO ZERL
el ESIIZOERERACBNTD
FHETHERT, —HBAIZBOYTHHEIC LIL
AL AFD—)VE%x LR EMENH O, i
T EIC A 5 A TWA T 2R L.
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DWTPPARY 2 BETAPPAR 6 B B-FEEIZD
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o BT o MiEBEMEmNT 52 & & 0
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F 7z FCHL BRI S T H 5B M E g
& LU THEESES L A5 0—)bindE
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DI, T L AR A B AR Th KD
SIBIEZ B0 2EMHH Y, Ok
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BF LIV TLIL-RE G FICE RN ERIN S
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B. WFSLRIG & Hidk :
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BT PPARS BXLIUNPPAR v 2 BG4 EHER
PRI & PCR-DGGE iEic KB A ) —Z o 7 & 1F
W, BliEN- 2o EE, A A9 208
FlZBLTHREL /-

FCHL i2MrdLift - @ TC A3 220mg/d1 LA L E 7~
W/ TG A8 150me/d 1 DL L Thgd Ao fs
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T8 ZZORENICAADZTDT L ALLED
FCRE SR IEBENHEAL, ba<Ed A
Wb RISl e Tdh 5.

2) milE S U7z FCHL Seic B Tila &
N, —MAICENTH WTRDH SIS PPARa
HiEF Gly395G1u (G395E) B3 TK0. ThiziZe 5
A7z Aspl40Asn (D140N) ZE 5% PPAR accDNA 75
AZ REHWEEEMNE HepC2 ~D S22 7
T3 T oA T in vitro DEERESMT
T

3) LU ooig W Bk A i U Rk EIC i X
N7 200 5 F2 2 M RELTLIL-REETS
BIAREE & 5 > 70w ik, PCR-DGGE i,
PCR-SSCP 14, WHBEREFIRTIRICTERD
fili&fr 572, LDL-R BEFICERmaRt s h
TEWEBTIE R BAE R 7 R B e Familial
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ETL DD BT R BIN EF 3 K2 3500 147z
DWT PCR-DGGEHEIZ LB A7 ) —2 o 7517
o7,

FH 2367 5 ADTC 230mg/d| LA F Tl # a)id
BRDHDH T & Q—EBIZARENH O, 10
30mg/dl AL THAZ L. DB L IO
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Tabic 1.

Number

Age (years)
Height (cm)
Weight (kg)
BMI (kg/m2)
TC (mg/d))

TG {mg/dl)
HDL-C (mg/dl}

LDL-C (mg/al}

PPARy 2 P12A

wifwt hetero

278 20
4610 48 19
16916 168 +5
67.148 67.4 16
23.6 £3 23.9 £2
194 £33 192 31
138 +93 124 +£51
49 +12 42 10
119 £30 125 34

p-value

ns
ns
ns
ns
ns
ns
p=0.018

ns

RN BA2BMIC BT HPPAR v LB n 1 S

PPARy 2 P297P

cic CiG

279 12
46 9 47 +12
169 +6 170 £5
67.0 8 68.5 +10
23.5 2 241 13
194 £33 191 +30
136 +88 154 120
48 +12 48 13
119 +31 117 £30

p-value

ns
ns
ns
ns
ns
ns

ns

Table 2. EHIKZHFHICS T ALDL-RE RO M L HEIKG O,

Number

M/F

Age (vears)
BMI (kg/m2)
TC (mg/d1)

TG (mg/d1)
HDL-C (mg/d1)
LDL-C (mg/d1)
Apodt (mg/dl}
ApoB (mg/d 1)
ApoE (mg/d 1}
ApoB/LDL-C
Xanthoma
ATT (mm)

CHD

LDL-R activity*

¥ lymphocyle

LDL-R mutation

125

58/67
4716
22.5x3.0
33657
135484
44£13

266 =57
11818
18546
6.83£0.3
0. 73013
7%

13. 24,1
29%

od. 3+20. 2

()

LDL-R mutation

75

32/43
44%15
24.0x4.2
29865
140481
45+12
23358
10826
169+35
6.3%£0.2
0.72x0. 15
73%
11.2£2. 6
22%

108. 8+40. 8

,,3’177

(-)

PPARy 2 H477H

GiC CITTIT

210 a8

48 £10 48 +9

169 16
67.2 9
23.6 3
192 +32
131 283
48 12

119 £30

n value

ns
ns

ns
<0. 001
ns

ns
<0. 01
ns
0.02
ns

ns

ns

0. 003
0. 05
0.09

168 15

67.1 +7

236 2

198 134

153 106

49 +13

120 £33

p-value

ns
ns
ns
ns
ns
ns
ns

ns
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FCHL B T3 H 237/~ Acyl-CoA:Cholesterol Acyltransferase-1(ACAT-1)
BET4ARSMEEE - 7 REAEOBHIZDONT

SrHreE KH #5 (BRER N ZRIEZE #8%)
WMHRES HEMHMESMERMGE FCHD OFKHWEGRFEREL T

Acvl-CoA:Cholesterol Acyltransferase-1 (ACAT-1) @=T % 30 £ O FCHL &3
THUAF L., 2 DO FARERELL - RHZ6G -T76? A) . RH26G 2 RITE B M
SEF N OEIEMEHFOIRE - 7HRERBIEICRES S 2 L0WT T L PRER
'Ca'éot 7767 ARV RH6G AR EFERICIEIEMUE#FE OIS - 7 h&EERE

WiERsE S X o N EENESE TIEHL-C. 7R A-TBEICKEhyxEs
A, TG A BREETASEMMEELE TRAERERZITVLEITICHAN
HDL-C. 7 A-1 ?E%Bﬂiﬁﬁf&%ﬂﬁ’&%bto LA O#ERM S ACAT-1 ORI
W27y -8B Ao A iy DL B & %I L T B el el

DURME S 7,

A HEHB

Acvl-CoA:cholesterol  acyltransferase
(ACAT) IZfma A Tligia L A7 1 FO %
T ZAFIALT B TE O apoB &
TV RETGHEN & BT 5 E a8
SIEEINTNSE, LML E RTI2 23D ACAT
(ACAT-1. ACAT-2) O EL SN THBL T
HO, ElFOMEA N REERHIIED L
DIREEELZ DM DNTIRARTL THH‘C
HH. FaEE ACAT-2 (2B L T FRY &
AHEDNHHE DO TS L T a8, U'f
HEGH & DR RS RELIRD I - T2, &
d ACAT-1 IC DWW THEBEFHTET WL, UK
HEMCH & ORI EMFT L /2,

B. IR A%

ACAT-1 A FRMGR T TICREEINTY

=8, ERIBERT DT DN HII RS Tl o .

#ZT. TY. Chang (Dartmauth Medical School)
D 1ok 77 % 15 M EHTIEFI AR AT 1243870 ACAT-1
I TFOMEESII L, F0%. 3040
FCHL 3% @ ACAT-! A2 Bk ZE W TE
fRirL., 2 TDODu-_J.{er’ 4 g L 7= (R526G.,
7767 Ay, XKiZ, T e O£ nm I'CHI
C“’" “ﬂtlJTa”B%@ﬁ‘E’fﬁnfj‘éﬂ&b AT

137 Fa O ENG fdiiss K T 151 %@t.JHBHHﬂiﬁ
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Fri, B TLANEMETOIEY - 7 REQR
5 & OBl A AT L7,

€. PHRFER
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H-THAERABRECEES G A aho Tz,
37 -UTR @ 1 AN -T76? AQOEHET ) )L4E
TR M= 0. 515, g 0. 493 T
ERICHEEERD S/, TOEMIG
R%?BG EFRRIZIFIG msEH oY - 7 RERE
IR 2 s e, UL, WS
HTHERZHTHH (GA AN D HDL-C BE

(GG: 48 = 2, GA: 58 = 2, AA: 59 = 3 mg/dl,
p<l0. 001) M TA7 7 A-T B (GG: 134 £ 2, GA:
148 = 3, AA: 149 + 5 mg/dl, p<0. 001) 134
WD (GO) I RICE M o fz. KITH
FeifiE & -1 7HNz-T76 A BROZEEPR],
HaWSHEmAE (61 45) TREREHFTLHHT
HDL-C #1 (GG: 57 + 3. GA: 64 = 3. AA: 67
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Wz H o =N EREIRD s N7,
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HOL-C #8)E (GG: 39 &+ 2. GA: 51 £ 3. AA: 47
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48 + 3. GA: B8 £+ 3 AA: 59 + 4 meg/dl,
p<0. 001) KTX7 R A-LIREE (GG: 136 = 5, GA:



151 £ 4, AA: 194 = 6 me/dl, p<0. 01 13
WO GO Ik~ g Bz Emh o T,

D E&

Aol R g ACAT-1 EfmF2it 776-0) 7

el U R Tl HDL-C. apoA-T i iz s
L Z BEE RN L, SEEEFH THEE
(Z TIb 84, FCHL B Triih e gt s iz,
RT-PCR % HI V7= mRNA 1 X ORGHCH 66 GA.
AN TH A W AMER A <L ACAT FHRI kA
HBHETHERE L X TAERSEFRLT
WDENS Z 5N, il OWE TR fiish HDL
RIEIZHE ABCAL OB lE N TNW B,
ABCAT WA~ 07 v —JICHBIL TIN5
M, X707 7—0 ABCAT Z BRIz MBS
S ToOmP DL Bk S 8 3sE
HOENIENHTmENIMENSFEZ DL LM
HDL @85 5.2 2 ONFMICRE T 5
ABCAl THABVHEHEMEIWER LIS, Ay
TOEBIMAEBR, #3512 11h BT ACAT-1 O
{AFZ Y HDL BRI EYE 5 2 B FRITIITI
MO ABCAl ZR8A L7230 A5 o—ILoil
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FCHLIZRRD 5N A{CHIL DN & LTS #
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BRI & iz Uy SR BRI IE iR o 78
JETBIC BT CTITE b,

F. WHIER%E

. KatsurenK TamuraT. ArashiroR Takata
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Nz B e < TCIEHTMIINFEIMmZ R L 2, IS ZOHRMTIZ 4-5 B0 5 9-10 5l
T B IELGAERD B,

T, ARG EERITT B D BIBANIZERIRIC BT 2O AR ORE i/ NERADOMEEE L <))
EF OB ARMFEALEE R S 7L 1993 S 1999 FIzA T TRE 19 TR~ DS
7= 9 g0 16 BN OB R AEMSIZ ALz, =512, FCOHL O & 5 il EA A & SRR
T EOMEAEMZZDAEBIEEZRETEEEZ oNAFRIESBMEEZ A ) -2 745
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i LDLC @ T5Lh /S—+ > % 1 JL{EiE 110mg/dl. & National Cholesterol Education Program 3k
AL 28BS Dfid B e o7, F/-. TC. LDLC O & @O fHx B 1990 Fizwmis SNl TRAAN
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A WFEEHEHDY
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B, DIBLEE, SRR, T HIRE M SR AY FCHL OFEITHEE
st VR TBHIEAREERE,
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O ER AL & LIL K1 XD E b & DRz
WS e BRI S i o T,

D. &%

LDL hiFO /B, WEAINTF B LU
meﬂ»ffﬁf’ﬁ THEINBHN, FE, FHLEED
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tZEE HDL-C A s B & B o0 #1BE. Al A3 IE DM
o L7n. F T AR TC, HDL-C. Al
EBITIWE S ERMEE R T, BFIC
HDL-C & Al A3l E & OB &R Lz, CIiC
2EOREREE - -,
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Tkezaki, A, M. Murata, S. Sugihara. et. al.
Clinical characteristics ol obese Japanese
children with acanthosis nigricans. Clin
Pediatr Endocrinel, 10: 47-52, 2001.

2. TRk

1) 2, FRITWLF, EIIEE. 2
2RI LL EEEEIR 3. BRI e
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-5% 221 51 126 254 35 | 67 203 &5 27
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o e W M =
o oW OB W
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#3. 4-5FEH(ANLSER(B). BLUeFE (D MKIEH

ERRGAE O ARSRAER (Spearman® AR ERER r.)
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BETHo7=, FHET. HNEOMEREEOIL
WEEINTEEARE. ERBEIZENTH
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