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2013
B
CD.
1
2017 12 422
FH
362 14
35
FH
16.94mm 15.7 mm
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2017
LCAT

2
( )LDL-C 171.2 mg/d|
HDL-C 54.0 mg/dl TG  81.2 mg/dl
56.2
16.7% 50.0%
12
5 3 (60%)
5 2
(40%) NASCET  70%
ABI 1.10 1.09
5 2 (40%)
3 (50%)
315 16 47
2 (33.3% )
2 1 (16.7% )
2 33.3%
(TIA) 1 1
(PAD) 1 (16.7%) 2
(33.3%) 2 (33.3%)
4
1 1
5 LDL-
2.4
2 2
1
1 4
LDL 4
PCSK9 1

FH



)LDL-C 140.6 mg/d|
100
mg/dl
HDL-C 58.1 mg/dl TG 102.7 mg/dl
52.5
41.4% 58.2%
160.9 cm 60.4 kg
81.9cm
10.4%
81.0%
11.3 mm 11.3 mm
12
268 40 (15.2%)
263
8 (3.1%) NASCET 70%
ABI 1.15 1.13
135
6 (1.7%)
47  (13.1%)
50.9 ( 26
75 )
76 21.2%
33 (9.2%) 60 (16.8%
1 1) (CKD) 9
(2.5%) 15 4.2%
TIAG 7 1 PAD
7 (2.0%) 6 (1.7%)
1 (0.3%)
29.1%
69.2%
88.8% 58.5%

79.4%
29.2%
16.7% 71
(20.4%) LDL
60 (84.5%) PCSK9
11 (15.5%)

2426 mg/dl (
)550.4 mg/dl
48.9 85.7%
cm 71.2kg BMI 254
88.9 cm
25.0%
58.8% 4.9 1
36.19g
7 (22.6%)
14.7%
32.4%

167.4

40.0%
14.3% CKD
3 (8.6%)
25.7%
21.0%

31.4% w
-3 17.1%
LPL

APOC2 APOAS5

5 TC 297 mg/dl
TG 702.6 mg/dl
66.9 71.4%
163.8 cm 68.0 kg BMI 25.3
86.1 cm

LDL-C 96.4
mg/dl
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HABIRIELSA FH %74 K94 VERERS

D) EARBRERIIZE Y ~ & —WFFE AR e A

2) ESZFTERSE S NE L BRI IE L~ & —

3) A TRRRAHRI - AR

4) ERBERRA NN & > 7 — NG R

5) BEMEFRH R AP A AL f R i R4

6) BRFIRAEPE AR/ 5l )

7) ERRFEREE S 5 —

8) HURAKEBEHE L v & — (A el R AR AL R o

9) MR B R A PR ER I BR e N R
10) Y AL ) REEREE > 87— KECRF KBRS RTFERE G g PR 27 MR I - D BR & RS al e
1) THERFRAEBEE b 72 BEAI I T 95 AR e 1

ATF=bXY b

1.

KiEMEE 2 VA5 a2 —)VigE (Familial Hypercholesterolemia, BL'F FH) &, i LDL 2L A5 a—
v (LDL-C) i, Mo BIRse i, B - B ifalliz 3 ¥ E 32 W dEmmikicdy.
EbOTEBIREED ) A 7 5355 < R IBW B 2 EBICARFEAZ ) == 7 (B AT —F-
A==V T) BRUETHL, HELUANILA)

FH ®#Wiid@LDL-C 180 mg/dL LA L. @M - Bz, @ 2 BELINOMED FH 5 5\ idhE
BYUEHIRIEBORKED I B, 220 LOHAZM-TIE LTS, (HEEUANILA)
FHANTOEAKROERICIE. AFF V2B RBIRNE LT 2B LREEEILETH S, (HED
RNIVA, IEFVZAUNXNILI)

FH AT aEAHRoBE#%IZ. MAOY A7 2B Lg 8iiREED A7) —= ¥ 72 2 Wi
T _ETH 5. GEELAXILA)

FH ZEHEASHICH LTIE. LDL 77 = L ¥ AiE#R PCSKORI 38, MTP B2 EE 5, (3
TLA)LA)

SYPRERPE DO TREANT D HEAHRISH LTI, PCSKOMERSP LDL 772 L Y A2 )E T 5, (i
="JLAR)LA)

FH & EHAHS X OSEPHEPuE. AR, kb s XOREA LD FH N7 2 HAHIEHMEA~
W95, (HEEUANILA)

F—U—F A RIEEEIVATO—-)VIME. REESH. NTORSHE. SRS, G,

EEEE. EYEA. LDL7TJI VYR

pl
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1. #im

FiEMEa L A5 a— VIiE (Familial Hypercholes-
terolemia. LAFFH) &, 1) @ LDLI L X5 0—Jb
(LDL-C) IMjE. 2) RIS EIRGEE. 3) M - )%
iz 3 EHE T2 W ROAEETERETH 5, MIZE
D ONDEREERSEBRMERTI VAT O — )VIILE
(Autosomal Recessive Hypercholesterolemia : ARH)
VAMIER S E & b,

FH % T3 E TR 5 LDL-C MIEAFHRE L. #4E
RED SR B IR LRE DR 2 RO 5, FHIZHMTE D
O TRHEMRELD ) X7 3EWIRETH ), RiGHOH
PET30~500% LM TH0~705 D B O ZE, e
HEDOHBIRERERIET 52 LH %", WRHEO
FH ~N7 064K TS IRE BIIE D A 27 H35K1365 5
W EAHE S TWAY 2% B LDL-C MUAE 4 13
WEIRTH B, L7ch > Ty & LDL-C i B E 2 55T
AYrAEICIE FH 2 IC&@EICHE & FHZ I B L oY)
R EAT N, REA ) == (WATF—F -« A7
V==V 7)) BEMT DI ENEFERDOTFRHCO%D 5,

AARANZBWT HAE & FE200~500 121 A& v
FHHEET FH AT B AHREE L. 3005 AL o 3
BV EHEEEINSL, L7zh > T FHIZEHERD Ik
b EKHBT2.0ME ) A7 OEVEGEETH S, L
L. HARIZEIT S FH OB RIS 2 62 fi5 &
Vs, KnZ e TFHEINL 720, FH OB KREON
LI ETH S,

T~ ANOFHEREZZMTLILICL),. ZORE
OFIZFH BEZ WL, FHNHERET L2 LT
Hb. FHEEZ LI T 2 EHEFHE T ARBREDHF G
BARENEEEEBRTH DL 2 LR L. TORED
FWEHEBRICHLEDD 2 AR O NS,

1.1 FH OEREIGF

FZWEEHEIZRHO @ ) TLT L b BIE T2 0ET
Z % WS, @& LDL-C IffEWC A, LDL 2Bk 7% &0
LDL G B D % Ein T ICE BRI N NITHEE P
Wred, BinTZWIEIFHOZHZ I VEELZLDOL
T 5N, B TBMATESEHIIRON TS, T2,
BB OBIETZW R ENTWAEEIX. KiED FH
T HMHFEL b,

FH OJEK & 7% 5 D1k LDL ZFKD 10, 7R Y Kk
F B-100 (77 B-100). Proprotein Convertase Subtilisin/
Kexin type 9 (PCSK9) O#EZT-AR T, Wiy LDL
R BTEELREEH L RTT 5T Th 5,

BRIRFZWr & L7z FH AT 061K 0 6 ~ 8 % T A #
BFOERIHERSN LS Yo FH R EHARIT#
=R LDL 224K, 78 B-100. T 7213 B REAEAH R
D PCSKIDEEZ O DL EFREINS (F1),

p2

1.1.1 LDL 2B

FH®% < (8# L E) 13 LDL Z A KO MIsF24 R
PENTH D, TNFE TITHFTLO00MLL LIcE L 5%
COBEEBEFEREPFHORKNE LTHESRLTWS
(http://www.uclac.uk/fh/) o D 2SENI R - T b 1007 2L
LFOZEEFHRESIN TN,

11.2 7HRYKREHAB-100 (77K B-100)

LDL ZZKICx 32 ) 7Y FTH 57 A B100D#H %
FEARTH FHEPOBKRGE R L. KEEXKT R
A & B B-1001 4F (Familial Defective Apolipoprotein
B-100 : FDB) &IN5, Rk EH AN Tld & E 7225,
i B R T DMK v & PR B 1L LDL = A% 5
WZHRD & ERICBIETDH 5o HARANIBT 251X F
PAR/TAN

1.1.3 Proprotein Convertase Subtilisin/Kexin type
9 (PCSK9)

LDL SR 0 R IZ B 5- L e A4 (Gain-of-
function mutation) & LDL Z &Kz &8 5 720,
% LDL-C IfJE % & 729, PCSKOBERE S 28 ok £
RO EAERF L LDL ZHARE R AR EHEAR &R EX
MAOH WY ML FH OBE%EE O LDLC
MIEZ & 723 L IER 5T, b E TR RERE S T,
LDL-C L& & Ileikny e 72 E32K 25 % —fFAD 1 ~ 2
%. BEIRZW FH O 6% & SHEICHD TW» b, E32K
RN LDL ZHKIC L 5 FH AT 0S5 KICE T 5
& FH A EEAREDOEIRG Z 29 505, FWIHHE
DO FIEVEE LDL Z 5480 FH R EHAMERICHR DL L B
HChsr", FEICVAZR% FH O 6 %2380, VAl
EEMNLDL B RERIZEDET 5 & FH R ERGARSE
BOMRIEEET 2%, BRLEFH A EEAKE KT
HZ LIRS A DD H DS LDL 41k & PCSK9%
B ZNENONBE T IO A TR EFIZIE R
EEARTIEIL L, FTUATFOESKRE 5, PCSK9
BIEFERNFHAZ &L TR EI PIZOVTIEE
M COHK 2 LEEL T 5,

1.1.4 LDL receptor adapter protein 1 (LDLRAP1)

LDL ZHEO Y FH 4 b= A5 L, #5174
B AR VA DR ARVAS Sed Ny PSRN A LR g Py
L A7 a—)VIifE (Autosomal Recessive Hypercholes-
terolemia : ARH) & LCHRIET S, ARH IZE K4 #
JEE & 5 LDL 2 L A5 2 — VIfED & FH s EHE
RGN B H, WBITE LDL-C MAEDFED 6 e v
LEICEED REWIHARETH D,

1.2 FHOBY
FH A7 0 RIS HEE BT S LT 2 VIR A
2, ZOREOHEEHETH H. — 7, HIREA%
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LDLREIEF

f

BEOFREESE
True Homozygotes

LDLREEF

|j g Chr1
PCSK9 BT
LDLRAPTEIEF

T IATOEEHF
Double Heterozygotes

Ak

BEATOESHE

Compound Heterozygotes

LDLRAPJ

|

4— APOB

1 EREREYIC FH R EEAGH 2RI ERFEROEALEDE

W7 LDL ML R A9 5 FH A EESEH10005 A
W1 ARETH S Z A5, Hardy-Weinberg V-1 %
MW, LDL XBENREREHT 5 FH N7 UHEAKROH
I A500AIC 1T A H IR Twb, EFEIHE
Er2MEm oML ) FH A EHAKREEESN D
JEBIAHIM L CTHB Y, Mabuchi 5%, JbEHAICEBIT S
LDL 2 & R22 8, PCSKOBE fg 15 10 42 58 > J AT s 2R
5, FH A EHAKROBE,» OFHE L7z FH AT 04
ROBEIT M A208 AT T ANEPER LD D EHEE & 3
iéhé LERWMELTWS Y B S TIRGER DB
W% F 728 T200~500 NI 1 A& T HDONEYL & 2
5o RIS —FROEHE DML (L 23/ > @ Christian
Lebanese. 7 X 7 ® French Canadian. F§7 7 7
® Afrikaner. 7 ¥ 27 F— V&2 ¥ ¥ A Ashkenazi
Jews) % B\ T200~500A 12 1 ADOEI A& TN T 0BG
RIZFFAET H LM ENT 5, T/, FH IR
Tld 7 VBB E 2 T A LDL-C IE B E DO#185%
DL LT HENDHD

1.3 FH DERFR{
FH . #& LDL-C i, PoetaBiiRacE. B - 5d
w2 3 R E 3 5 F RO AR BN E R ﬁ{%ﬁ“(‘% %o

131 SLDLIOL XFO—JVIME
JELA: S5 R} S g e vA P BB e R ge g TR
JIE MRE (2 B 3~ % A AR ge ] PEAS1996~19974F B 12 F 0 L

=4—LDLR
Chr2 Chr 19
HEiedLHE L X7 0O0—JVME
ARH (autosomal recessive hypercholesterolemia)
100 -
90
80
70 4
° EE#H
°oAFOFH
° R EFH

.y
0 100 200 300 400 500 600 700 800 900 1000
MmERILXFO0—ILE (mg/dL)

2 REMEIALZAFO-IMERZOEEE. AFOE

AF, REEAFEOHZLILZXTO—IVE CCHL 9 IZHE
Bl % 80 L C)

TRAEREICBWT Bujo Hid. HAANFHATFOEG
1R6414 O FK iR HEH Y LDL-C 13248 mg/dL (9314296

p3
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3 FHATOESHKICHE T 3 0BEERBERNL OO 1 1ZER 28 L 2R

Kz e%k)

A\ ~ g ~—

22, BEEbLUREHEEGE
4 FHREEAZKICEDOIhIEHEIE

% HE3ASS. SEXERDLR) CHEEE Ao 7Y
EHELTW5,

FHE#H & ZOREOMIT TC(TCO) MEIE =M %27R L.,
WEH#H13179+26, FH ~ 7 04 1813338+63. FH &
AR TIZT7I3 2122 (FNENFIY£SD (mg/dL)) &
FHANT O #EAHIIIEEEDIZIZ2H,. FHAEEARK
FaAoiz AT, Lo, Ew%E FHATO8S
Ko, FHANTFa#EAKE FH A EEAKOMITF —

p4

3IEBR. REHEE

IN—=Fy TH Y MTEIREAE7Z TR X N 2SR 7 B
ahhsr X2),

F RS F ok EEYEHCK T 5 LDL-C K F &5
O RIEATE AR FH 259 R&ThH 5 7,

1.3.2 REMEEEREE
RSP B IR ¥ T LDL-C Wi THNIX FH %
59 WBEH D Ho #5 LDL-C MIE X B IRBEALIE D H T b
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|

\

SREORES ‘

X5 BE®R

B IRTEALE 2 1T X8 5 7280, [EE#HO FH A7
TIEARIL DS H360% i £ & %\ T LDL-C HE &
MR B3 BEE DD B & SN B A, FH AT O #4614
TIE5~10% FETE idhw'™ P, B cld30m b
BRI ORI ZEDS I T~ EDEIA TINS5 2%, T
S0 LI TIIMCTH VS 2 BLEIFRO LN TV DS
(®3)o LAL%As, REIZBW 2TV, 2A¥F V5%
V7R % LDL-C IR T2 1T) 2 & T FHAT
URAROEHREETIEZ BIE S5 T L REm TR
AWEXEL T ENTWRETH S,

133 [ - KEEGE

FH DR S C 2 7 B ARPT RIS M o fo i, R 3%
EDHFETH b0 NT HESKIZIER, FERAKT
EE S ICEEEIEENE RS (R4), HElf, K
TN - RREAE oMM, Tu. B SRR AT
b BIAINL 5T 5o IR @I FH DA CH 32
DL EHL W, FFREMEL, BRRME IR <
HBwds, FHZEITRTEd 5, BHEAHEIEZTFL A
BE L LCHRS 2 0%, BRHCIZ S EET
Hoo L L, mEEALZVEAICS FHZEE LTIt
O\, KB BETHATEFH LB s A
FHD ) H20~30% TR FGEL BD RV, —RRITHEA
BCIZHE@IEIZ S > THEET, e & b ICHGIED
BAREIC 22 DA A A5, W B AT b IR % /R <
SEBI DT B T2 T F L AR 2LEE TldeH) & N 3
Thro LIzd o THOIELK OB, REHER
BT ZMPEEE LS, B FH TET7TFL ABRIC
57 XL RIS OENG 2 T2 DHEEDDH Do

1.3.4 A&

B 57T &9 Al b FH MR TH 2
25, 50REAIN O FH BME BT 2 2 o MBI IL 3 Hk
Y Cho BEMEBEOS ITEARSBESN, B
A2 6 b B 505, S0MAMOBZEICHDONS

l\ ;ﬁt%m5n%¥ﬁ%®%ﬁﬁ

0 5L XSS T A A5 e v o

1.35 FHICH T2 ZDMD) X I7AF

FH AT O A5 EKEZ BT 5 E8HIRE RO EGHI.
JEBNC & o THRIEF ML EBEREICKEREIH L2 &
BHOENTWEDS, LTOHMED L H IThbAEIZBWT
EEREEISEICE LTI A7 AT 052 s T
Wb, Yagi SidekEd 5 o FH A7 2S5 1K1174 O
FHCX D, BERIE & MK HDL-C MUE %2 A = RGN &
LCH LY, ik & 13 U i o FH A7 0
BARDIRHTIC & ) B, SEEIRE RO FKERE, 7 ¥ L A
MR, LDL-C &l {5 HDL-C Ifiiie. & TG Ifiihe,
PRI, EILE 2 Hi U 7z. Hirobe 5 3 FH OBk &
FHEIC BT A8 HDL-C ME D5 48% L ", Yanagi
IR, TR RS ol 5 %Y, Nakamura 51279
IR O EEMEA . Ogura HIEA 5 F Y 2WNIRLTW
% FH AT uHaEREZEICBI 2B 227 & LCEIL
JF5E &K HDL-C e (BXOFalL A5ua— L5 &k
BEOET) ™ 2B L T2, T/, BV IEIEHF
ZePEH S & EENREEADE FH I2BWTE TG IiLiED X
OME HDL-C MUE DS PR L 2o 72 2 E MG I N TH
2%, F7-, #lp (@) MAEA FHEZICHEWTHEH
REEEDY A7 KT THDE W) MEFHNTHR SR
22U RGBS FHO ) 5, FHICE M
LI TEREAETLREAETEIIRERY A7 En
VI HELH 57,

1.4 FH QLIRS

¥ M AT u— VIIE R E RO AR SRS E R L
FHAEIRE X 0 Bz i e (2SI ©L b o R
AFHa—)l (Y PAFO—=)V, HIURATFT—)VE) O
FHTBMHENDS, MEIVATFO—VIZIEFEDI L8
s, WD Eo ER 29 A1 FH R ARH &
SN o JRINEIET1E ATP-binding Cassette
Transporter G5 (ABCG5) & 4\ & ATP-binding Cassette

pd
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Transporter G8 (ABCG8) T& 2™ ¥,

b B fou A (L e R B B Z T N2 R L, TF L
AR ISR SN 2 i, JNReAk T, SIS,
ShEkE, HNE. NERZ EORER. B Xt o
VA )= VOREBMETEN SN b, 27 a-hydroxylase
DRARIC X B IR G E DR RDAIETH 5™,

EAREMITIEAETH 2 BRI EZ R THRA
Pseudohomozygous type 2 hypercholesterolemia 7% %o
MHIZEEHS AR EI L AT a0 — VIIGEIZR 3§ a5
TR L Y S KT 2™ Y,

1.5 FH DEH

FH 135 LDL-C IfiiE, 7 % L R BRI %2 B2 i o (2 i
BLUORBEEICLVZBWT 50 7F L 2RI,
FZIZ TR 227 (R16). BWTICHE) & 31k X i

-

| S+ .

6 FHICROS5N27XL ARIEE

writw, TRV Ao AKEZHNZL, 9 mm ML LT
IEH ) EZWT5 (B7). BE - EOEITF. .
B 722 &M R T 5, 20 FOEMEEA L,
FKANIZH IR R GSIEE#G © Y3 PES5mRE AR T,
L6 ARN) DIIEZ RO L T D%, Rk IE
LSS A A5, IFLWEBH 215 LTl CERE
ThHhbo, F72.FH LW sna. L MmED A7) —
=V (WAFT—FAZ)—=V) ZWEd 5,

FH A+ EHAMIZILE TC 6600 mg/dL B k. /MR
5L N DL HAE L IR R, WEA FH ~7
UHEKRTH L EAET 5. NEHP AL NS H
JEDUFITH D BER 2 IR NCZE T H 2 0D 5,
FHANTO#HAROERER & XHNPHELRLEEL DD,
FH A EHEAROMEEZMICIE, BIEFHITICX 52H
WUETH b, I, BHEFMEe Y »8kIicBIT 2
LDL ZAWEEOIET EHED20%0F) " 12X 22k
WFIFEAEFEI N TR,

1.5.1 FH 22HnAL %

FH O Z Wi ICoOWTERinl o [EIREAbE R ST
Bin 4 K54 22012] CRLELOER—? 235, %
WrA#e 21 12R T,

EEITREEELT, 2O ESOEELRKES
A0 L 2B — I LDL-C 2K T 9 5 fAsZ81F 5
Nb. L7223 T, B OmiligERE %3553 581213,
T XLV ABOMBRRIEROFEZFE T RETHh b,
BEDPEEROLGE, FICHETRETH 5,

1.5.2 77X L X[ XGRS
7 & L AREE O M X IR T ). THE &
JREDQEEL L LI RY Y a=v 7L, DSBS

40 B RAE22mm

29 mBE BEAE19mm

7 FHEZEICHT27XL X XBIERS

p6
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£1 KA (15mEE) FHATOESH2HELE

1%‘LDLCJﬂlﬁ( ..... i;éi%ﬁ%&ﬁ[bﬁ:é“{é”{é'c')mr}'{(j'/EL”Lﬁj;)' .......................................................................
2. BEGE (FE. M. BEX/~3 73 L IBIEE) 5230 EEESHEGE

3. FH %2 WL ERMTBERZBORKE (2 FHELIRA)

@ fFEsEtES B ME Z o L L TRBT S 5,
@ 2IEELIETFH EBMT T B FHAT QEESHEVIEGETFREICL 2B AEE L L,

@ FERGEMEEEECIRBEGEISE LV,

@ 7L AMIBEIF X ARBIT L) 9omm LI EICTRMT %,
@ LDL-C »* 250 mg/dL Kl EDIFE. FH £#58< 58D

@ ¥ TICEMBEPDIHS.

BEOZESHITEL-BEEEZSEICT S,

@ ERMTBEMERIIEM S5 KM, WS BABETEET 5,
@ FH LML 1BE . FIRICOWTHIARNBZ ENPEF L LY,

@ COBMBERREEEHICHETITE S,

%2 FH (RiEME2L X7FO—JVMfE) & FCHL (RiEMEASESEMIE) & DER=

FH A7 OE4 & FCHL

REREET LDL &1k, PCSK9. USF-1. LPL & ENBEME L TEASNT
7R B-100 & EH—FEFEE | VW3, REEEFREE. 2EETESR

SERE 200 ~ 500 A2 1 A #1100 A2 1 A

EE7O7 74 ZlElla, BECHDb ik, AAEHBEBFI aollbOSND 3

DORMEZM) 183

TEXLIARBE. FEHEEE Hl) &L

EEM ARG HY) L

Small dense LDL M7F7E Yo %\

122 VA H P EAN

R AST 20 FYF VY AT LA DOYEOWEH
X120 cm & L. B0 SefFi350 kV. 50 mAs (B 21X,
100 mA X 0.05FF, 50 mA x0.1%) &34, A9 mm
DEZBED ) BT 5. BEWEZ W3R T HE
TH AN, FEREELIN TR,

1.5.3 ERIZHT (FeEM4SAEME)

FH & 0o % Z5 581k, 5 LDL-C ME* £9 5
Fe ek E IR ME OB IRPE. FIRBARRRAC T RE, A 70—
EHREGEHRE, IATF ) - ¥R S, 3R (A7 a4 M
7 &) & VIR T B RKIRMHEA R S IR E (Familial
Combined Hyperlipidemia, UL F FCHL) »°FETH 5,
FCHL (d s fulii %2 &40F L 72\ 2 &, small dense LDL
DFFE. RERNIMD & 4 TORREREE (Da®l, 1
b AL, VB) 2352 &, THTld LDL-C 8 FH 13
EEALRVWZEREPSENL S 5, FCHL & 0l
HER212F LD,

M fulifi 2 49 % FH OFPEEEIZOWTIZ14% 2]

NIk,

1.6 FHICBITSEIREILEREORAIU—2"
J-740-7wv7T
FH 3Bk B % & T a5 M o BRI L 28 % 38
JELR TV L72hSo CTEIIRBEL IR B ORI A 7 1) —
VT BIUOREEE EET A LENH L, HTAH
S, B2 (0EB X OIS (FHER - 88 TH)
IR - EEIIR - KBREDIRFEIS) ) . e 2 0AN T 5. M L.
BGRB9Sk H U, LR, EBRAAGE
(ML vy IV, T)VT X —%—), [T I —HAe,
EHNE F 72 EB AT ON Y v FEE T T 5, Th
5 OMATHBIRE B S b N L a1, EBIIRS A
AL 2IZT 5 720I8ER CT b L <ISEEIIRER
ATV, BRZEFRVEZFET b B, FHIZBWTITA
JRALIRE ZHT 5 EH% L Bk CT FHl B2
EEPLETH S, FH AT 0RO EBNRE ST R
OR L LCiE, BIGTIIRED RN 2 &R, ILiRHZE
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‘FHA?DE@%@%%‘

HEBERE - BERENRE L RFICEERTELSCHAATS
(LDL-C &2 BZME —RFF: 100 mg/dL Kifi. &3 W IZKRBEED 50 %R =K FFH : 70 mg/dL Kii)

22FCBRAMBE* 1 »D/ LRI EFI THEA

1
BRA+5

PCSK9 BEEZ*2 »D/ £ /-1
Lo D/ E1E
Jao7a-—Ji
I

BMRF+7

‘ LDL77z L ¥ X*3 ‘

1 22 FCAMEREDISE. HIOZX2F L OAHPHRSFEREEB L. TE 3R FAMAES THET S
*2 PCSKORREZE#ZMIAT 5 L X ICHEMEICHKTE I ENEE LW
*3 PCSKORAEER T 7L Y AMICRRESNS 0D, 77 LY RRICETEHRT S

8 A (15LUE) FHATFOBEAHEEQIO—F v— b

GEBIIRIE) R OLNLZ LR ENRRITOENL,

FH N7 A RO SHENR O #IRE IR L o 5FA 121
BETOMBEME O E L 312, Bk 2 — 247,
WAENERDNDLGAEIEMR 7 ¥+, CT 7 V¥, i
BHEEDT I Tz WHZED A IO FH 1213 MRI
R CT HHEHEIT o

FH AT O EAROEME TR RERE 2 &b A0
5T D%\, MEERBIIRIE O FEAM L 13 M5B X kg
% CT. JEHKBYIRIE O FF 1213 IE T o — A2 CT
ZHEAT Uy ORI SR & b HiHE L CRBHEZ AT I o

FH N7 AR I EMEIREE (PAD) 2603
BHEDH DD BB TIRIE D% B MR MEAT DA
WZOWTHER L, REEIRR BT EIIROMZ 2179 o
KB R O BIRFEAL DA IZ. ABI ZMET 5. &5
2y BRZEDEEDN A A I RBRO = a—#E (Fv
T5—) RCTT7YF4, MR7 U FH%EH479,

KERFIEZHE (AS) D FPEIE DA IZ LT —
WA Z ATV, DBEIZS U COIED 7 — 7 VA % fif 19
%o KEMRFAOHEAEDHMEL, KERFOHEBKEDK
&L EIEOHA T RKBIRA BT F 721X TAVI %

P

190

p3

2. FHANTafEEHROGE (K8)

2.1 FHASFOESAFICHITS LDL-C EEBIEE
FH AT OHELGKIZZ O TEBIREEDO Y X 7 535
WIRBTHLI e, ZRTPHICHYTEEZ LR
5o L72Dio T, —RFHO FH AT 04K ES O
FEHAEMEIZ100 mg/dL K& TAH5Z ENEFE LV, L2
L7255, FH OZHEICB W CARGHHEM 2 EK T 5
LIRS A DLV FHAERICBWT 24EM 05
HEA 7 F #5125 ) LDL-C #50% VL FART &7
BAICEEIRT I —12 5 % IMT O % i 72 ASAP
WF7e™ oA 5, LDL-C 2V I F)E L 2w

GA IBRAIED50% A0 % HIgd 2 &b &3 5,

ZRFHIO FH AT B EARBEICBOTIZSSITE
JAZ E#Z5NAB72%0, LDL-C & HAEHIZ70 mg/
dL K &3 %,

B, FH #x5 e UCREE T2 17 b 2 WK
REREATD ZERWHMICHFINZVD, 50
EHEEICE L CHELZZ YT Y ADH S DI TIER L,
LDL-C 2"HEHIZFEL TWTH, ARV ISR S 7%
WZ ERRET 5D TIE R\, 72, FH OREEAT
) LIZBOTEHARBRBILEEASHIN TS Y R
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JF v —MIEB) ZAZFHNITHESCTELR N LITHE
T 5,

2.2 FHAFORSHICHEITIREEE

FHIZx LCTHBEFRBERIERTRETHY, 20k
PR EREEICEST S, $hbb, HABREL
FLICEDEI L AT O — VIE RS DS S R
T hHEE LT NSRRI % 7 %k
i, @ N7 v AEPBOBNEZ RS T, @IV ATU—
V200 mg/ HEAF 23889 5,

2.3 FHAFOESHICHEIT 5:EFHEE

FH AT OHEARICBW T, EERED $ 729K~
EHDOTH A2 BRBALEIRE D) 27 258720,
TEEERE % 10D B AT B IR LR D A 7)) —= v 7
PUETH L, M, LEX. EEHEAMOEK, ST a—
WA % 47 - CEIIRMEAL P RO F- &2 47 O
PROGADNEEDN D & EIIZF0BEL TR
THhHEBEFRELIT) o BN EEFEOEEIT DWW
TiX, EEREOHZSET 5,

2.4 FHATFOESHFICHITIEYEE

FH ANF O RBZICB WA, SEihs:,
AN, OREGGR SIS EANONAN AT T R R
HEMERONRWIGEDE . @ EYBRE 2 05
Do MU TIE, AYF UDE-EIRE L 25, FH
AT OEASRBES20% 2 RO ETITbN7: %5
HWERITCTL, A5 F v ORMHAEENREEDIIEFH
BIBEE S5 2R ShTw5*, LDL-C O T%)
BhHEZLE, BIETEVWHOWAA MO Y TR F
WO REHRIE L 2 D,

A FIMUHE L VG L. ZORIEB L ORIME
HofEAZBIE LB bMET 5, A FVITLS
LDL-C O T a5 AR RIS R 2 A% BEH O
BRI DT LD LD THEENLETH b,
A7 F VAR EBREICT LT, DR FF v ohL)ise
OMEE TR BH, B2maE) L. kKHES
THEE HIET Y,

A8 F v B S- CH o RMENE LN WA, (1F
PONREERTEOMHICEY, E5ICKERLDLCO
BTRIEIESN L, BEHEEE LTIE, MRy a L
ATH—=)VFTFTVAR=F—[HERE (Z¥FIT) R
PCSKORH ., HHREAL VY (ALAFFI v
LAFINR), Farsa—ji, 74 75— FR#EH, =
a5 K & B2V S b, ENHANCE #8212
Y0, FHEZHIIBVWTHRYF LI EF I 720
FTAHIEIZEYLDLCOE SR LK TRHENESND
EREINT, F0 ATV (BXUOZEFIY)
TETTIHEELZIT TS FHAT OEAKEZIC
PCSKORHE# TH 5 LK1 7 <7 (RUTHERFORD-2:

Ex*") 72137912 ~7 (ODYSSEY FHI 3 X O FH
TaE™) 20221250, HBHREIZS 5%
% LDL-C L TFRI%E (§960%) = Lp (a) K TRIE %R
W7ze TNSDOPHIRED, AT F I & 5 HAMAEFRIC
AT FH BHOLMEA XY b2 X ) ARIHIHT 5
MIIRZHS N TR, SHBRELNICTHLEND 5,
72 B.PCSKOFHESRIZT 7 2 L ¥ ARRICKE SN A0,
LDL7 7 =Ly AT AHEIE. T7 2L R
253 %,

il (CK LA%2&T) - IR ESoRIEHIC X
DAY F v aF ol HHTAHIENTELVWEET
1E. Rl O NREAK T3 &2 WAl F 223 B T S-9 A AN
Z DOBIRFEAL T BRI AT IIHEL LT W v, DS
ETlx, 7a7a— Vo FH N7 oA ERICBT
LEEREROHERZESEL I LD, BAINE O
POREENTVEY 75, QT R L L ORIMEHIC S
HEHRUETH D,

25 FHASTOESHKCHITSLDL 7 I LUIR

FH AT OHEAEKIZOWTIE, T4E, AFF ¥
F 37, PCSKOMHEH 2 na L A5 a— VK FEDR
2L D, %< DREFIHY LDL-C 45 B H Bl 1235 L,
LDL 77 = L ¥ A D@ IEBIATHRA L TV %25, FEHIIK
Pk CHEDOTEIIREEL AT LA ILEALEET 5
BEIZ RV, 2B, FHATF oA MFIC LTk, TC
PEFBETOREFIRE (KRERLIE 7V 7 I v h5ER
TELIREE) I2BWT400 mg/dL 28 2. 250 mg/dL
UTWETH»59, Elz it g shiiRmZ 25 & 27 8
G BRBGEIS 2SR T W 5,

3. FH FAEEAKDEH X9)

3.1 FHREESHFICHSIFSLDLOVAFO-IL
EERIEE
FH REHGHRICBWTIE, T REWHER 22 LDL-C %
BETFEELZEDINETH Y., BB R EET ET 5.
FH S EHAHRICB VT H HAN 2 LDL-C &8 H AR fE 1
—RF i BE TIX100 mg/dL AKiili. X FPiEE T
70 mg/dL K TH %25, FEREETH L H003% .

3.2 FHREESEHICBIFIDEFTZBE~DNTA
FH N7 oA KRGS & M, FH S EHEAKRES
BT H AL, EERE, A, e e &R
WHENOMNANZEROEARL 2D, REHAEKTIEA
T OEAMBICHEE L CE L BIREEAL O &R W7
O, FRICEBEEE FE - Y A NS EIRE R B
KO BE  (BFICRBIIR A A2, 7 BAkZe) . KBhIRAE
OFFliZFER L. EEIHBS 2 LEEH b,

P9



WAFHZHET A FI4 MAEREES

FH R E#ESHDE
(LFEPMEICHEKTE &)

v

(LDL-C EIEEZRE —RFBh:

EETENE - BEFEOEE L RFICIEERT 2MAT 3
100 mg/dL KFH =K FBA : 70 mg/dL FKii)

v

FERFE: X4 ?/’&'1_’@79%;
RAMEAE % TiEs

'

I+F 37 - PCSKORREZ -
MTPREEZE - L Y>> - 7JO7a—-L

4

] REDE X b A
LDL7 7L ADEA

X9 EA (15mLlE) FH R EESHFEBEEN7O—F v — b

3.3 FH REESHKICHITI2EYEE

FH A EHEAKTIZ LRROETTEEADOMAD A TIZ
Y bE=IVIEARTEETH D EEIRE B OSSR T
B D 72 DI IEFSE M A 550 )1 7% LDL-C K FiR#E % 29
% Ll A% F Rimlag LY . PCSKOR S

FIIVI N 2O EELEMAKTE A LDL RO FH
(@i)ﬁﬁT%%KbJDL ZERIEVEDS DT -
TWw5 defective type “C&i’l &u\&ﬁf% SRR HRD D
25, LDL Z B MARIGMEA 5412 KB L T W % negative
tmefiuncﬁTw%% BTN ok
BLE B X OBERBFN 2BLE A 5. PCSKORLE S 2 $¢ 5-
#% LDL-C 2METF L 2 WA I IE T RETH S, L
L. BAMEDOMIETIED 50 FH S EHESKROLT
BOWPICAY T VEDEAEGPHER TH o729
Wiidd s "™, FHAERAGREEEZ IS E LTHES
1L 72 microsomal triglyceride transfer protein (MTP)
FHE#1E, LDL-C #5028 F &85 2 LM ST
w5, HA® FH R EHAKRESL 2R E LR
Fibh™, FRshTwd, LaLadS, MTPHE
AT HE TRV THORIER 2SO b b 720
BHPOIFER TV 32— )V OER R % Bk 12 ﬁﬁﬁég
EHRHETH D, T a— )i, FH REEAAKICH
LTH—EDLDLCIEKTRESEH D, KF - 7F LA
BEOHBIFEOHNRLHLLRD DL EOHRELH L,
FNTH LB, LDLCOI Y ba—)ui2iz 1 ~ 2:8[-Ic
1BOLDL 77 = L ¥ A BB LE LA #%w L
TR TOEFICEIIMED L IR E RT3
WEhi % ZBT %,

pl0

34 LDL77xULvR

341 LDL77 1Ll XDEIS

FH ke, BEAEOEYEE: T3 LDLC % 14
WIKT S LIIRHEETH Y. S L 0 5 EE =
JAW72LDL 7 7 = L ¥ ZREFEOFE DI LE T H % BlH
%\, LDL 77 =L ¥ Al HYMEBIEEE % W CIiLiE
o LDL #5508, BRETLLDTHY) ., FH FEHESHE
OMF D LDL #3522 HE LTI IN,

342 LDL7 71l RD%E
INBIZBWTHLDL 7 7 = L ¥ AHEBITLEICEE
TMHETH ). BERKBITHEN W b, FEHAE
DFFNRWHT TR KBIRF A~ F LAk, &
B IR &5 0 B IR B AL 955 25 0 S JE K R B % D 3 05 B
2 g7 LDLC 2T X€ 272 c4 <. fil
BHKNT (ICAM-1. ELAM-17% &) OZBIH,. 7 4
TN I BEIRT-OMT % 212 & 5 AT o 9,
7 7Ly A%BOLDL AL Enic{ w2 &, LDL®
T YA ThET D k&k% L CHUBIIRREAL VE
AETHIENHEINTVD

3.43 LDL 77zl ¥ RBEOEKELR

ILDL 7 7 = L ¥ Z AW BEEERIE. IRz
BOMBIH O 720 IIERIFIUERWIZERWEEZ S
NP, BWALDL 7 7L Y AL TS &
‘K&éifimﬁi@%fﬁéoﬂ%%&é%%%@
REHIE, Xy R ETEUR LAYMEBRIEITHTTRE L 20 5 4
~GRITANS LR DA, ISEEICHE L 2Bl oHE D
55", ARPICT TICEBIRAERESEE, KBk
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ez F LA 2 T P S AATE L. 10R DAL A
L72BICRPHEPEVEHRESRTEY ™, TEZMY
FHICHERE BT 2 2 Lo 5 s Y Ak
HMIEBRRRE O D 7o W LA ZS M % AT 5 5 A, BEFEOD
LDL Wi 8 % H v CHRAMEB AR 2 IR X2 Lh%
L CHiATS %0

344 IDL77z LY ZAOMPNEBENDZTE 7
Zy RKT77€X

LDL 7 7 = L ¥ Z DIl L& 3 iEHERT 0 LDL-C &,
BEoMSEE (REICHA) ICXYRET S, @ 3~
6 LOIMAEZMB$ 222125, LDL-C 260~80%fK
T45ZENTE S, LDL-C IZIEHEMATHRAER I LA
L. RloOE#EEE LA TS, LDL7 7L ¥ A
DOHFR R, FERFE S FHMlE (CAVG) [T 5 &
EZLNTED,

CAVG=Cmin+0.73 (Cmax-Cmin) TH#ETX 5L &
NTW5b, BEICZBWTIZ, 20 LDLC O FHE
FERT S5 L9010, MR, JHHEEE, O HISRA
BERET Do

IDL7 72V YADT 5y K772, Nk L
MR 235 2 &%\, BALIZBIT 5 ILEEN
EAEZ D M 1350~150 mL/ S AEETH B 7280,
X VM EER LTINS 2 WHIIZRS5 NS, FH
3. BAEBELELZVAT Iy MSEHTH S
EHENS, TV v MHEIRER T, EESLET
H5bo

345 LDL7 7L Y ADAE
3451 HiMmAEscHE (Plasma Exchange)

19754E, Thompson SI2 & o TIFTbN IR DT 7 =
LY AETHAH, FHEBEIIBWTIL AT VO
T BRI ZE DU A D BRI OB, ¥ R O
BE Vo ZBREEROFH A ES#E s he™, Ly
L. AEFHCOMmMEZBREL, e b7 V73 KL
BT LI aLAFu— LR T2IKLHET
HbH1, REFOTY . ARICLERYE D IEE
Wk ENns, Z0720BETIE. FHOBRFEE L
TR EEEERDI0 R O/NBIZ DA, ARIMEER LK
BEZ2HOTHWTHWSRTWS,

3452 ZHEF)EMTE (Double Filtration)

HI EHSICE ) bDETT TICHEIN TV 4L
BFOERL L ZOOWEBEEZ Fv, — KB X D ek & i
Bea ik, RIS X ) MRS oRhTH R TOKRE &
LDL & VLDL K3 5 HiETH 5o HAMAER %
2kt L. HDL @A%< VLDL. LDL A%%#R 1
BrEsnb, 222L7 V73 (10%) R7a71) > (30
~60%) b KB THREINL L, ZXRBEOHEFY
EENICLBBEE LA O, ML EIZRAE2H 5
ZEREDREERT B

3453 LDL WAk (Liposorber System)

LDL 37 F A b T VBB ISR ST 2 3H%E%2 D
B ENIZDON LDL WA ETH b MLl 2 MERA
& MBER S L7z, BB LT3 AT
VAV FELTEILEE —XICHEZE L@ L.,
TIAMELZTRBEEL Y AREH (VLDL., LDL,
Lipoprotein (a)) ZHFRIICHREET 2 HETHL ™,
#ZE (150 mL) % 524 (LAIS) 2K %\, s S
72 LDL % & NaCl (5%) Ik o T, %
HIZHWSHENRE SN TW5S, LDL W H 7 211
iR & RO - O MEEF R Z L L TT IV F = 028
FRY B, TUFFTF Y oEHEEE (ACE) [HE
HEDHHIEITF 74 7F vy —EREFIZRI TN
HHIOERTH S,

346 LDL771ILIXDEIEA. &S
FRMEBR I ORI L B MER T 2B 5 2 &8
%\ FRICKEIR IR B R T BRI B 2 A5 5 BB I
T 5 EER I OOEZESLETH 5, SRZHEE N
LLVEITEHTH 575, A ONIRIZE Y BIET 5,
EIRM LDL WAL, Z oMM EIC T LDL o
7 HE B100& 454 LC LDL 2 W& RET 55, —H Tl
MEEE R Z AL L CT IV F = VA EN S,
TI3TVF=VoRHEHEL, EELRY 3 v ZIERE Y]
ST HEEMEA D 5 ACE HEROIHIZIRZTH 5,

3.5 FHREERSHDIEEHRFHRE

FH R EEAHITIREER S REBICRESI N T S,
RE ML LDL AR B b B A5 F O s AT
%\ Id LDL ARG E S TREERZ RS T S b
fEFEFNIMZ Ty IZIFHEFEFE LTERALRFTI LV AT
O —VIIIE. & 5\ I3/NEII L D o g & i O£ 5=
RGPS 2 BEDVREON G & % 5o T8 HEH
2o, EEGBAERERY > ¥ —Dh—A~_—
IR hTwa,
http://www.mhlw.go.jp/stf/seisakunitsuite/bunya/
0000084783.html

B, FHRERLMVEDLEIIRS ) O TI)
o Tk,

4, /NEo FH

FH N7 of&HE, AEINSEEIRE - % & 0Bk
WALIED TRRINCE L 2 5 2 &3 L LRDS,
Bogalusa Heart Study W% Pathological Determinants
of Atherosclerosis in Youth (PDAY)™ 7 & d#IiT
6 b, FH AR TIE/AEN 2 S 3 TICE IR L D%
BN THwD 2 B SN TBY., AELLOR
W L BRI L PRI TEETH L EEZ LD,

pll
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£3 /MR FH ORBMEE

1. & LDL-C M : FKRAEEFD LDL-C = 140 mg/dL (¥ L X 70O —JLfE= 220 mg/dL D

B413 LDL-C #BIET )

2. FH 2 W I BERMTHREBORERE (2 HELIADME)

@ EMEERFELRN L. 2IRENE TR L BI5E FH EBHTT 5,

@ B RHEAICIE LDL-C DEENF H B 128 FBRVEBBENIDETH B,

@ NEDZE. BEGEL EQMKERICZL VWD BEICIERED FH DWW TEH
TEIENEERETHD, BDEICISCL T 2BREFLBARIEREDHERBSEICT 3,

@ ERMTEIMRZ B ILF M 55 WA, LIESERMETEET %,

@ EEBENHBI5E. FEEEHR (LDL-C KIHFRICSE) HEEDN B,

@ COBMBEEEREEEHRICHETIIE S,

4.1 IR FH D2l

20124E, HABRMALF 5 T/NE FH AT 0 &Ko
B A X 72", Sl /N FH 02 ki (3
3) LEAWIZIIINEFUTH S, 72720, AHEHEIC
YY) FHATOHEEAEKROAL ST, FH S EHAKRLZ
WiT& %720, FH OZWiFEHE L BIE S Nz,

FH ¥ hkETEz2 2T 52 8, T80
FH AT OEAERTI, @F., H0ER A5 Z &0
HATRPBN W2 e 5, BWHICE L CTRIEED R
ENTwb, 7hbE, WHOWTNLNFH TH5H S
LW L, EETH S, & LDLC IME (140 mg/dL
Pb) 28I L0 NETIE. TC THRASINL S
bz, 958—t vy L VEY Th 2 TC=220
mg/dL 29Nz 5N TWw5b, & TC IED A, 22IER
R IM % 47 V>, Friedewald 3.7 & LDL-C 2K 5, &
LDL-C I fiE o Je e 43 W95/ s — & > 7 4 VE™ %
HwTtwis,

42 INEFHODRAOZU—=2JICDNT

FTRTONMNRIIBWT, 10 T TIZ 1 EIRmFIRYE %
W LT, IEREEOFHMOFFME T, LEE
Lw”y KAAL FIA4 v 2/MRBEICORESELZ L
TFH OB OEMASNETE %,

AR FN GBS S OB ENZA ) —= v Tk
L Cix, FH & #ZWr S 80 - BZEORIERIT 25
FHRER-BEEZERL TS HEDATr—F- A7) —
=y BRVWEEDbLNL, B FHAZ ) —=2
R 2R3 L7 < & b FH & W S 8 I RIRIGHT
AT 22 R BAIEIC FH O W A 121 -
TH5ETTH b

B, AR FH AT a8 A4/ R PR 59 o X
SR TH ) EHRERSZT 5N 5,

4.3 INEOENREELDZER
/NEFH AT 0BG ROBIREL ORI, IR IR

pl2

GlEEHWL I EEIEARET L, EHkoa—I12k 5
IMT DM EE. BIIREAL O HEAT O SRl R B R DR S %
HETH720DRWIREE 2 b, LEIGLET, FFLw
MAEZIT) o

4.4 INBFHAFOESEOEBEL

441 HFZFEOHE - 5E

FH L ZRraniiE, TEALAZTRCESFEZ 507
AEFHEZREL, Todsg2Ed 5, 2hid. FH
REHEAEROANTOHASEKRLFAETH L, LA, &l
BIESYESIN TS, LDL-C © HEfE TOETIEZ <
DYFEHE LV ZOWE, BUFEEEZBINT 55, &5
WCEFEFTIZLDL 7 72 LY A2 EET 5, 720
NS DOFEFREBLGSE D AEFHEIC OV TOREZ kT
5o
4411 FEHHE

1 HOER T AV F—1%, M0 T2 S & ER, &K
BICIS Uzl m™ r 32, R, REOWNZ %
AN EHE, EEEZ R, L v,

KNG U ANZOWTIE, DARICBW T RADIRY
B L AR BRI RV F — ]20~25%. HAALY
IR F—H50~60% & T 5, 72, BIARIDIRIZT *
VE=TT%RIE L. T v 2RI OEIULH S
3, T L A7 —)3200 mg/ HIZHIRY 5,

INB TS 2 WD L WO BETH S, I
AE BORCKILIZ X ) FRIHERGE 2% WEITIZH 5 DT,
PR & AL OBBBINEIEZ 5. $hbb, HAR
ZHLE LT, HFEBR L, B RS (B, f,
R aNT ALK EBNT 2L 28T 5, A
HEIGBREIC D EET 5,

4412 NEGHR R

FHIZBWCHHIEAREZ MR T2 EPEETH
%o M. RPN EE SR NEICBWTH AP
FERELRT L, TFA KA b A VWS %2 R
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T2, NEOMSORE. W, ERR. FENO
BEAEARTE L S 2 MR ARV B G,
L £20%. HRIE £ 15% LN IE AR E 2 5%
T/, FETYIRMEME (W EBIEE) 80 cm Lk
IR A o W RS W

i O¥E, BRI AVF—SLERL L THLE0
T WEEEICE T, BEENE S L, AW
(FAVRED 12 BT 5o ANRINCIZ B ERIINSS 5 0T,
ORI XM LT Vo 72750, MBI KRZ BT
PO O 2o R 2 LI CIEIT AL ¥ — % IR
B EH B D,

4413 SEBhHEEE

FH A EHAKEIRRL ®IEAT O HAHRATIE, O
AL WA & B KBIIRFIRA R T LA O FFAli, B
IREEBD R 2 ) — = 7 F 7213 2 4T 5 Th O 3l
B2 5, SEEIIC X 2 LDL-C & FAIRIE 4 7 v as,
MEiFR (S, 4 >R VIEEHOWHLR LD 7z
5EN Do BRI IR EBE W 22 NI IR T4
RS 5,

—HEICHATIE, DLEDWVWEE LS LANVOEREE
HWEA 1 H305 by CERIZEHTY L LTWwa, /b
WBHRRETREY, EHOMEIRM bRV, TEL7
FEACHREABAT LT 2, BLLRkETE2 2L
BEEE 4%, BEREOT L CHEER Y — 2815 EE
T3, B, OEEICHEIE LTV BT, ERC
B A RET S,

FEHERBUTBYE L WS &R RUKT 2, $72. 2B
B LA S F IR P O 28 & B ETH B

442 FEYEE

/NI A & & LDL-C IfiE 2SBy IR BEAL O a7 L7z ) R
7 THY. L O/NEFH AT OEAK TS TloskE
B ED IMT IEAHETLTWD I eSS TS Y,
T HNDOLL DA T4 128 WT, RO
FAXY MNPz BRE LT, DNRBEDQ S OBREOERE
PEAFRI S T2 ) JNE FH AT oA RICB W
T, BRFEREFFRELEOEEEHEOLETD
LDL-C #°180 mg/dL P\ F#k#e 3 2% 4. BICBEbH S
F10 L L CTHYF L OMGEZ EET 5. NEFH AT
OHEERITN LB 2179 LTk, B OMRH
E bl R, REEB L OMREZRIR O BRI L,
EEOLEZ T ICHBH L T2 55 2 EREET
5o 108K TH LDL-C #3200 mg/dL Ph_b o Eifilins
L CwaEa, SEMEKEEMHKT 5. LDL-C OF X,
WS, RIEBEREEZWEL T, YR 2EET D,
HEIRIRIIA Y F U THY . i/ NHEISHIEBT 5.
bAEIICBWTIE, ¥ ¥ 25 F v 2320154 6 A H
510 EO/NRICH L CHEIS IR > TWbde AFF ¥
DO/NRFERIZOVWTHEEORRE RS L, oAy F
INT MNWINAREF U TIGNAIF U TIVNAYF

T ANA L F A2V TIEKREL BRI T/RE~O@EISA
HRBBEATH 5o MIGERILZ < I1Z10HD 5 TH 505
KETRTINAYF VI8N S, WRINTIEE AN 2
FF U6 E. ZMTIET MVNATF V36 K
5. ZTORHHIKRIN TV S,

A5 F VHMTTHREOELNLEVEAEIZIE. O
ZORF AR, QXYM HRRAYF VBANET -
B, QAFF VIMOREKTEZ ., 2EET %,
B E U CORNEEI SR S S Cwboid, ©
EBFITRVLIYY A FUoscibg . oL AF53I v
RIALAFINFN) Thb, TEFITIKRE. FKINTIO
L EO/NRITH UCHEIR A D 505, A E TR
BT RV, LY Vid, RETHEZICHEILVATE—
MGEDHE—RIRIE STV R, S, HATH/NE
D 1IN L KNTELH, B IE I,
HEDRWEH L% L. BINTIZ/NE~NOBEIG X2 L. B
MREEALRE D TR RICOWTH, ZEF U R Z L,
ERRPMRAEEE Y I Y OWINEZHEST 20T, BNt
=k, BIFOHEILETH S,

443 LDL-CDEHEBEZEELRAERZDIAO0—-T Y
-

/N FH 0% P HEEIZ, LDL-C 140 mg/dL & ¥ 5,
B EEIREE B ORIEEN D 556, BRIK %2 A0
LCTWAHEITIE, 140 mg/dL Kiil 2 MEF MR 5, &
SEBCUE HAEDER A L\ s, 355 o ff e ¢ HAZIC
TEXLZTEDTHELITT D, B, HUPREMIERE
b, BREGOLAGEEEIZOWTRET %,

NIRRT 5 A8 F v oRaettds L OIRMER. EA
DIDELEFEBETHBLEEINT VDS, AT F Y D/INEAD
RN ED2 B L. AST. ALT % E ke,
CK. IMiEMREME. MRS OEIREZ T L A,
BIIG 1 AT = v 7§ 5o SEHIBIAT Ol & e L,
FPRSREREE, I A3 F —. FiCldd % 2SR BUFE 72
EORWEROFIEICHET 5. LDL-C DL TR RIVERH %2
EOWRRNT, LETHOHNETEADBEBLIOHREEZIT) .
BIfEH & 7% < LDL-C 7 E23%5E L T W IEZ D #1348
W3 ~4NBE7+a—LTWwL, WEB LU XM
WCOWTHE= Y —FHUEND L, T, MBEER
HbAlc 2PV CTh 74 0—7 v FHEF L v,

5. MEMRWTREZ LV FH BH

GBI O RIESEARTH 205, SPdE HvC,
LDL-C % & F X2 %3527, ot DML
Rl IRE R FE R OB MRIC T 9L b L, BME
1) 27 OFRE R 4 ORI 2R L, EYiEom
i, EPOMR &L EOTHRITIRETH S,
R B A ERAE L Y~ DA o WP 3 0h
WA EDORIE) A7 PBEIND-OMEIT LR BN

pl3



WAFHZHET A FI4 MAEREES

& T® 5, National Institute for Health and Clinical Ex-
cellence 12 L AUE, FEWIEHBE R ICILIRASHIE L 7235612
727251k A RETH Y HEYHE D TR T
RO D 2851213, 3 M oOEY S % dik LT
LITRZRADRE L ENTW5,

RZEHLT 5 FH A EHAMIEFICOWTE, 20
IR OMRFES X O EELC A 2 C. Bk B KB R
kR - R ERBIEDORUE A —= v 7L, BEIC
J5 U CHE 2B 2479 Y Ry F U IEREDD
CENEWERTRINTEY) ., ¢ MoERT OS2
B 2 RS L Y v DA O BB T 3 o 24tk 1 Al
Y LTwWhRWD, AT AR SEHREFREMDT,
IRETI A7 < &b 3 AT B L OHEZOZILN
WAZIHA RS L Y~ DA O IR E S N3 o IR %2 H k¢
HEIHVHHT LR L, WIRATO A 7 ) ¥ THRBLET
H5bo

FH R EHEAGREE ORI O W TIZFHEIZIT S 2
EDVEETH ), RO LT a—, LEX. EEHE
OB, SEERT 2 —502 X ) BIREELED A 27 ) —
= 7 EAT, BIIREELIE ORE 2 R 5, IR
D 3 A HBNIZIEH S L Y~ DAL ORI T3
k¥ %, FH BHIZB W T EEES I LDL-C B X O TG
MESICEATHZZEASNTEY ., FFICHYR24E DL
%13 LDL-C T#H130%. TG T#100% D LA BH S5
2%, FH BH AR B CILR g E fe, /A%
BedSToHE L. MR e Do 5 2 & ™ #ERdIC B
it % FH A THAKRO FE IR IE, W ERIC TR
TETFTAHZE, S5 LDL7 72 LY ABEIZLD,
MFEESET 5 Mo Tns ™, IFERIL B
BRI OIS RICKRE A P LA D 57280, iR
HOLDL 77 =LY ZAORATAEE L, fERPIZDH
LDL 77 = L ¥ ARHIT L AATH) T e ATE, M
BT 5 2B OMEN D 2™ ™ ™ s b et
BEAE LY Y DA ORREIR 33k L. E 87 LDL
77 by ARG L CLDL-C Z@bicay ba—
VT DHIENLET L,

COI

R (T TATIAME, TAMIEERAS, R
FH € i 36, MSD. BEAIAISE, W8 =28 e, AL
KIEEIZES, =3, 774 — HAXR=1) ¥ F—
A VNS L, SEEPERBEE, K HARMERHEE, =F1t
SWFFERT. FRIEEE, NHERSETE 2R VT 1 R
277 —<o Gi) =4 MSD. 7Ry bV v/8,
TAT T AR, WHAIEE, TATIA - TAY V-
WA T 7—==, %774, (L) EH, MSD/Merck.
INA TOVIER S, BLFIAISE, A A 54 XA F T 7,
TATTIRATAEATY LY NAFT7—==, 774%—,
KHARER (BR) fEHEB G, ZAMbFmrger. e

pl4

Felue pUHIEN T, N DOV, (k) BURIASE,
T7AW— TATIARE TATIA-TAY =V
NAX T 7—==. %74, (fitH) MSD. 7 AT J A
WS ML= ) T4 )R VT AT T 7 —
NV T 4 AT 7= R SR, H0 =2 R
TANZELRA, BAAEE, (0% REEHS T i
FIBIZE, MSD. =HULFERISERT. HAXR=) Y H—1 ¥
FOUNA L, HMBZERE TANTER S, ()
TAT IR TLIV 2V N FT7—<, TATT A
WA T4, (BN TAYxy, RHIEMN T,
AARN=Y Y H =4 VZIVNL L, 774, MSD, /¥
ATVHEG, TATTABIE TYVAM LY —X -
A7 A4 =7, F—=dk FEAE D (L) SRR,
WRget: . (BET) 7 AT 7 A8EE, Gidp) KB, (10
T) AL, HRR=Y Y H—A V7oA A, NI,
T3, N OV, AT X 7 7 A ESRILARF 2R T
SHULEWFZERT. KIFBE, SR Feise, BUAIAISE, (0
P E—VE—F 4 =T X8, UME)Y Yy ROF—NT 4
VT A B (B w4 BER) E-=0k R
T TVAMSIAXY—ARXIA =T, TAT I
ABASE /NEPSE LT, RIFEEE S ) oy HHaE = 2B
KIEFILZEES. HRA—=F 41—, MSD. KHARFEK
B 77 A= HRXR=Y YT =L V7N A A,
WP AL, WA T 7 —~. FHEIE, Filfbd 13,
BAIRIEE, TANIEAS, 274, Z—H1f, I N
VT4 A7 7 == F A EmT¥E, Gidp) B-=4k
KFEIE, (UT) KA T, 7TAT7T 7 AMHE, =
HALFWEZERT, MSDy HARR =1 Y — A VA A,
TANTEAS, NPT, FHEE, Wk 7
AT T ABIE HANAT 4 v 7 A, (FaHH) MSD,
FTRIEE, 0 =28 e /NEP 0 3 SR 3, (R
) 7A7 7 AR, KIEFINEES. HRL =54
o= RHEEMTHE, HAX=) V=4 Y7 Ag A,
BT 40 WA=, - NIPER G, T3E, HEITER
SR BURIRISE, WX Vo () H 7 1,
MSD. Aegeriono. 2k @ (BF)5) Sanofi K.K., MSD
K.K. Keiai-Kai Medical Corp., Shionogi&Co.Ltd., Kowa
Co.Ltd., Astellas Pharma Inc., Astra Zeneca, Biopharm
of Japan Corp. Kaneka Medix Corp., Takeda Pharma-
ceutical CoLtd.c (BT) MSDo. (ILI'F) Hb 547 B
AV AL REEEL Y 7 —, REET. 2 A5k,
Higilio

BE - PHRICRET D IET VAUNILDSEE

17 BOEWRCT* BXUZN 5D MA/SR

1 LS RCT BILUOZEN 5D MA/SR

2 FiMEak— MBI OZENRS D MA/SR, (R
2D 72) RCT 7T

3 T vy A LILEGRER. RifRILEGABR, ®AIME O
A— Mg, ¥—Z22y bo—UHIEBLIOZENRSD



KIEME I VAT a— VIIESET A K514 >~ 2017

MA/SR. RCT #4134 7 b7

4 REWIARSE. REBIHERE

RCT : Randomized Controlled Trial (J ¥ % 2 bLLEE
B%). MA : meta-analysis (X 7 f##7). SR : systematic
review (VAT F4 v 7 - LE¥2—)
EMOBEWRCT &id, @ 8B ST—-K), @ _&
BH MO, @ EBEE (K%, (7o b3
VR, @ 7 & 280 fHF B, SxRs

HRL )Y
A BRVESE

B 55\ ifEdE

SCHR

1)

2)

4)

5)

6)

Mabuchi H, Koizumi J, Shimizu M, Takeda R . Development
of coronary heart disease in familial hypercholesterolemia.
Circulation, 1989 ; 79 © 225-232

Nordestgaard BG, Chapman MJ, Humphries SE, Ginsberg
HN, Masana L, Descamps OS, Wiklund O, Hegele RA, Raal
FJ, Defesche JC, Wiegman A, Santos RD, Watts GF, Parhofer
KG, Hovingh GK, Kovanen PT, Boileau C, Averna M, Boren
J, Bruckert E, Catapano AL, Kuivenhoven JA, Pajukanta P,
Ray K, Stalenhoef AF, Stroes E, Taskinen MR, Tybjaerg-
Hansen A : Familial hypercholesterolaemia is underdiagnosed
and undertreated in the general population : guidance for cli-
nicians to prevent coronary heart disease . Consensus State-
ment of the European Atherosclerosis Society. Eur Heart J,
2013 ; 34 : 3478-3490

Ohta N, Hori M, Takahashi A, Ogura M, Makino H, Tamanaha
T, Fujiyama H, Miyamoto Y, Harada-Shiba M : Proprotein
convertase subtilisin/kexin 9 V41 variant with LDLR muta-
tions modifies the phenotype of familial hypercholesterolemia.
J Clin Lipidol, 2015 ; 10 : 547-555 e545

Mabuchi H, Nohara A, Noguchi T, Kobayashi J, Kawashiri
MA, Tada H, Nakanishi C, Mori M, Yamagishi M, Inazu A,
Koizumi J . Molecular genetic epidemiology of homozygous
familial hypercholesterolemia in the Hokuriku district of Ja-
pan. Atherosclerosis, 2011 ; 214 : 404-407

Abifadel M, Varret M, Rabes JP, Allard D, Ouguerram K,
Devillers M, Cruaud C, Benjannet S, Wickham L, Erlich D,
Derre A, Villeger L, Farnier M, Beucler I, Bruckert E, Cham-
baz J, Chanu B, Lecerf JM, Luc G, Moulin P, Weissenbach J,
Prat A, Krempf M, Junien C, Seidah NG, Boileau C . Muta-
tions in PCSK9 cause autosomal dominant hypercholestero-
lemia. Nat Genet, 2003 ; 34 . 154-156

Cohen J, Pertsemlidis A, Kotowski IK, Graham R, Garcia CK,
Hobbs HH : Low LDL cholesterol in individuals of African
descent resulting from frequent nonsense mutations in PCSK9.
Nat Genet, 2005 ; 37 : 161-165

Noguchi T, Katsuda S, Kawashiri MA, Tada H, Nohara A, In-
azu A, Yamagishi M, Kobayashi J, Mabuchi H . The E32K
variant of PCSK9 exacerbates the phenotype of familial hy-
percholesterolaemia by increasing PCSK9 function and con-
centration in the circulation. Atherosclerosis, 2010 ; 210 :
166-172.

8) Harada-Shiba M, Takagi A, Miyamoto Y, Tsushima M, lkeda Y,

Yokoyama S, Yamamoto A : Clinical features and genetic

10)

11)
12)

14)

15)

16)

17)

analysis of autosomal recessive hypercholesterolemia. J Clin
Endocrinol Metab, 2003 ; 88 : 2541-2547

ZHRKR, HH O, FARA, RINE-—, FEERE, 1
HER, HAIER, Af R, allkx, 7% &, P
B FAENC B 5 SR MEG R O FEREH A (A
1 i LDL-C IfAE B & RIEVER 2 L 2 7 0 — VIAE &
HICBUTBE00E 26T ICHEREYORA) -
LiMAPL —. £ 37 [l H REPIRBEAL - A8 & 2005

Bujo H, Takahashi K, Saito Y, Maruyama T, Yamashita S,
Matsuzawa Y, Ishibashi S, Shionoiri F, Yamada N, Kita T :
Clinical features of familial hypercholesterolemia in Japan in
a database from 1996-1998 by the research committee of the
ministry of health, labour and welfare of Japan. J Atheroscler
Thromb, 2004 ; 11 : 146-151

WG9 & mIRIE AR, s S0 ;5 2005

Chaves FJ, Real JT, Garcia-Garcia AB, Civera M, Armengod
ME, Ascaso JF, Carmena R . Genetic diagnosis of familial
hypercholesterolemia in a South European outbreed popula-
tion : influence of low-density lipoprotein (LDL) receptor
gene mutations on treatment response to simvastatin in total,
LDL, and high-density lipoprotein cholesterol. J Clin Endocri-
nol Metab, 2001 ; 86 : 4926-4932

Neil HA, Hawkins MM, Durrington PN, Betteridge DJ, Capps
NE, Humphries SE : Non-coronary heart disease mortality
and risk of fatal cancer in patients with treated heterozygous
familial hypercholesterolaemia . a prospective registry study.
Atherosclerosis, 2005 ; 179 : 293-297

Yu W, Nohara A, Higashikata T, Lu H, Inazu A, Mabuchi H :
Molecular genetic analysis of familial hypercholesterolemia :
spectrum and regional difference of LDL receptor gene muta-
tions in Japanese population. Atherosclerosis, 2002 ; 165 :
335-342

Ogura M, Hori M, Harada-Shiba M . Association Between
Cholesterol Efflux Capacity and Atherosclerotic Cardiovascu-
lar Disease in Patients With Familial Hypercholesterolemia.
Arterioscler Thromb Vasc Biol, 2016 ; 36 : 181-188

Yagi K, Hifumi S, Nohara A, Higashikata T, Inazu A, Mizuno
KO, Namura M, Ueda K, Kobayashi J, Shimizu M, Mabuchi
H : Difference in the risk factors for coronary, renal and other
peripheral arteriosclerosis in heterozygous familial hypercho-
lesterolemia. Circulation journal . official journal of the Japa-
nese Circulation Society, 2004 ; 68 . 623-627

Hirobe K, Matsuzawa Y, Ishikawa K, Tarui S, Yamamoto A,
Nambu S, Fujimoto K : Coronary artery disease in hetero-
zygous familial hypercholesterolemia. Atherosclerosis, 1982 ;
44 :201-210

Yanagi K, Yamashita S, Kihara S, Nakamura T, Nozaki S, Na-
gai Y, Funahashi T, Kameda-Takemura K, Ueyama Y, Jiao S,
Kubo M, Tokunaga K, Matsuzawa Y . Characteristics of coro-
nary artery disease and lipoprotein abnormalities in patients
with heterozygous familial hypercholesterolemia associated
with diabetes mellitus or impaired glucose tolerance. Athero-
sclerosis, 1997 ; 132 : 43-51

Nakamura T, Kobayashi H, Yanagi K, Nakagawa T, Nishida
M, Kihara S, Hiraoka H, Nozaki S, Funahashi T, Yamashita S,
Kameda-Takemura K, Matsuzawa Y . Importance of intra-ab-
dominal visceral fat accumulation to coronary atherosclerosis
in heterozygous familial hypercholesterolaemia. International
journal of obesity and related metabolic disorders . Journal of
the International Association for the Study of Obesity, 1997 ;
21 : 580-586

pl5



20)

21)

22)

23)

24)

25)

26)

27)

28)

29)

30)

31)

32)

33)

pl6

WAFHZHEST A FI4 MEREES

I A A AR 5 B RS P v MR ML R A E JE BE IR 61 4P 2
Wik

Jensen HK, Hansen PS, Jensen LG, Kristensen MJ, Klausen
1C, Kjeldsen M, Lemming L, Bolund L, Gregersen N, Faerge-
man O : Complexity of molecular genetics of dyslipidemia in
a family highly susceptible to ischemic heart disease. Clinical
genetics, 1995 ; 48 © 23-28

Holmes DT, Schick BA, Humphries KH, Frohlich J : Lipo-
protein (a) is an independent risk factor for cardiovascular
disease in heterozygous familial hypercholesterolemia. Clini-
cal chemistry, 2005 ; 51 : 2067-2073

Nenseter MS, Lindvig HW, Ueland T, Langslet G, Ose L, Hol-
ven KB, Retterstol K : Lipoprotein (a) levels in coronary
heart disease-susceptible and -resistant patients with familial
hypercholesterolemia. Atherosclerosis, 2011 ; 216 . 426-432
Chan DC, Pang J, Hooper AJ, Burnett JR, Bell DA, Bates TR,
van Bockxmeer FM, Watts GF : Elevated lipoprotein (a) ,
hypertension and renal insufficiency as predictors of coronary
artery disease in patients with genetically confirmed hetero-
zygous familial hypercholesterolemia. Int J Cardiol, 2015 ;
201 : 633-638

Khera AV, Won HH, Peloso GM, Lawson KS, Bartz TM, Deng
X, van Leeuwen EM, Natarajan P, Emdin CA, Bick AG, Mor-
rison AC, Brody JA, Gupta N, Nomura A, Kessler T, Duga S,
Bis JC, van Duijn CM, Cupples LA, Psaty B, Rader DJ,
Danesh J, Schunkert H, McPherson R, Farrall M, Watkins H,
Lander E, Wilson JG, Correa A, Boerwinkle E, Merlini PA,
Ardissino D, Saleheen D, Gabriel S, Kathiresan S . Diagnos-
tic Yield and Clinical Utility of Sequencing Familial Hyperc-
holesterolemia Genes in Patients With Severe Hypercholester-
olemia. J Am Coll Cardiol, 2016 ; 67 (22) . 2578-2589
Hubacek JA, Berge KE, Cohen JC, Hobbs HH : Mutations in
ATP-cassette binding proteins G5 (ABCGS5) and G8 (ABCGS)
causing sitosterolemia. Human mutation, 2001 ; 18 : 359-360
Heimerl S, Langmann T, Moehle C, Mauerer R, Dean M, Beil
FU, von Bergmann K, Schmitz G : Mutations in the human
ATP-binding cassette transporters ABCG5 and ABCGS in si-
tosterolemia. Human mutation, 2002 ; 20 : 151

Cali JJ, Hsieh CL, Francke U, Russell DW : Mutations in the
bile acid biosynthetic enzyme sterol 27-hydroxylase underlie
cerebrotendinous xanthomatosis. J Biol Chem, 1991 ; 266
7779-7783

Morganroth J, Levy RI, McMahon AE, Gotto AM, Jr . Pseu-
dohomozygous type II hyperlipoproteinemia. J Pediatr, 1974 ;
85 1 639-643

Fujita M, Okamoto S, Shirai K, Saito Y, Yoshida S . Pseudo-
homozygous type Il hyperlipoproteinemia. Dermatologica,
1991 ; 182 : 94-97

Bilheimer DW, Ho YK, Brown MS, Anderson RG, Goldstein
JL  Genetics of the low density lipoprotein receptor. Dimin-
ished receptor activity in lymphocytes from heterozygotes
with familial hypercholesterolemia. J Clin Invest, 1978 ; 61 .
678-696

Harada-Shiba M, Arai H, Oikawa S, Ohta T, Okada T, Oka-
mura T, Nohara A, Bujo H, Yokote K, Wakatsuki A, Ishibashi
S, Yamashita S. Guidelines for the management of familial
hypercholesterolemia. J Atheroscler Thromb, 2012 ; 19 :
1043-1060

van Wissen S, Smilde TJ, de Groot E, Hutten BA, Kastelein
JJ, Stalenhoef AF : The significance of femoral intima-media
thickness and plaque scoring in the Atorvastatin versus Simv-

astatin on Atherosclerosis Progression (ASAP) study. Euro-
pean journal of cardiovascular prevention and rehabilitation :
official journal of the European Society of Cardiology, Work-
ing Groups on Epidemiology & Prevention and Cardiac Reha-
bilitation and Exercise Physiology, 2003 ; 10 : 451-455

34) Harada-Shiba M, Sugisawa T, Makino H, Abe M, Tsushima M,

35)

36)

37)

38)

39)

40)

41)

42)

43)

Yoshimasa Y, Yamashita T, Miyamoto Y, Yamamoto A, To-
moike H, Yokoyama S : Impact of statin treatment on the
clinical fate of heterozygous familial hypercholesterolemia. J
Atheroscler Thromb, 2010 ; 17 : 667-674

Stroes ES, Thompson PD, Corsini A, Vladutiu GD, Raal FJ,
Ray KK, Roden M, Stein E, Tokgozoglu L, Nordestgaard BG,
Bruckert E, De Backer G, Krauss RM, Laufs U, Santos RD,
Hegele RA, Hovingh GK, Leiter LA, Mach F, Marz W, New-
man CB, Wiklund O, Jacobson TA, Catapano AL, Chapman
MJ, Ginsberg HN. Statin-associated muscle symptoms . im-
pact on statin therapy-European Atherosclerosis Society Con-
sensus Panel Statement on Assessment, Aetiology and Man-
agement. Eur Heart J, 2015 ; 36 : 1012-1022

Kastelein JJ, Akdim F, Stroes ES, Zwinderman AH, Bots ML,
Stalenhoef AF, Visseren FL, Sijbrands EJ, Trip MD, Stein EA,
Gaudet D, Duivenvoorden R, Veltri EP, Marais AD, de Groot
E : Simvastatin with or without ezetimibe in familial hyperc-
holesterolemia. N Engl J Med, 2008 ; 358 . 1431-1443

Raal FJ, Stein EA, Dufour R, Turner T, Civeira F, Burgess L,
Langslet G, Scott R, Olsson AG, Sullivan D, Hovingh GK,
Cariou B, Gouni-Berthold I, Somaratne R, Bridges I, Wasser-
man SM, Gaudet D . PCSK9 inhibition with evolocumab
(AMG 145) in heterozygous familial hypercholesterolaemia
(RUTHERFORD-2) : a randomised, double-blind, placebo-
controlled trial. Lancet, 2015 ; 385 : 331-340

Kastelein JJ, Ginsberg HN, Langslet G, Hovingh GK, Ceska R,
Dufour R, Blom D, Civeira F, Krempf M, Lorenzato C, Zhao J,
Pordy R, Baccara-Dinet MT, Gipe DA, Geiger MJ, Farnier M.
ODYSSEY FH I and FH II : 78 week results with alirocumab
treatment in 735 patients with heterozygous familial hyperc-
holesterolaemia. Eur Heart J, 2015 ; 36 : 2996-3003
Yamashita S, Hbujo H, Arai H, Harada-Shiba M, Matsui S,
Fukushima M, Saito Y, Kita T, Matsuzawa Y . Long-term
probucol treatment prevents secondary cardiovascular events :
a cohort study of patients with heterozygous familial hyperc-
holesterolemia in Japan. J Atheroscler Thromb, 2008 ; 15 :
292-303

Uauy R, Vega GL, Grundy SM, Bilheimer DM ' Lovastatin
therapy in receptor-negative homozygous familial hypercho-
lesterolemia . lack of effect on low-density lipoprotein con-
centrations or turnover. J Pediatr, 1988 ; 113 : 387-392

Stein EA, Honarpour N, Wasserman SM, Xu F, Scott R, Raal
FJ . Effect of the proprotein convertase subtilisin/kexin 9
monoclonal antibody, AMG 145, in homozygous familial hy-
percholesterolemia. Circulation, 2013 ; 128 : 2113-2120
Raal FJ, Pilcher GJ, Panz VR, van Deventer HE, Brice BC,
Blom DJ, Marais AD : Reduction in mortality in subjects with
homozygous familial hypercholesterolemia associated with
advances in lipid-lowering therapy. Circulation, 2011 ; 124 :
2202-2207

Cuchel M, Bloedon LT, Szapary PO, Kolansky DM, Wolfe
ML, Sarkis A, Millar JS, Ikewaki K, Siegelman ES, Gregg
RE, Rader DJ : Inhibition of microsomal triglyceride transfer
protein in familial hypercholesterolemia. N Engl J Med,
2007 ; 356 : 148-156



44)

45)

46)

47)

48)

49)

50)

51)

52)

53)

54)

55)

56)

57)

58)

59)

60)

61)

KIEME I VAT a—IVIIESEN A K514 >~ 2017

Harada-Shiba M, Ikewaki K, Nohara A, Otsubo Y, Yanagi K,
Yoshida M, Chang Q, Foulds P : Efficacy and Safety of Lo-
mitapide in Japanese Patients with Homozygous Familial Hy-
percholesterolemia. J Atheroscler Thromb,2017 ; 24 : 402-
411.

Yamamoto A, Matsuzawa Y, Yokoyama S, Funahashi T, Yama-
mura T, Kishino B © Effects of probucol on xanthomata re-
gression in familial hypercholesterolemia. Am J Cardiol,
1986 ; 57 . 29H-35H

Yamamoto A, Harada-Shiba M, Kawaguchi A, Tsushima M
Apbheresis technology for prevention and regression of athero-
sclerosis. Ther Apher, 2001 ; 5 : 221-225

Mabuchi H, Michishita I, Sakai T, Sakai Y, Watanabe A, Wa-
kasugi T, Takeda R. Treatment of homozygous patients with
familial hypercholesterolemia by double-filtration plasmapher-
esis. Atherosclerosis, 1986 ; 61 : 135-140

Makino H, Harada-Shiba M : Long-term effect of low-density
lipoprotein apheresis in patients with homozygous familial hy-
percholesterolemia. Ther Apher Dial, 2003 ; 7 : 397-401
Sampietro T, Tuoni M, Ferdeghini M, Ciardi A, Marraccini P,
Prontera C, Sassi G, Taddei M, Bionda A : Plasma cholesterol
regulates soluble cell adhesion molecule expression in familial
hypercholesterolemia. Circulation, 1997 ; 96 © 1381-1385
Stefanutti C, Di Giacomo S, Vivenzio A, Colloridi V, Bosco G,
Berni A, Rabbone I, Cerutti F, Bertolini S : Low-density lipo-
protein apheresis in a patient aged 3.5 years. Acta Paediatr,
2001 ; 90 : 694-701

Thompson GR : Recommendations for the use of LDL apher-
esis. Atherosclerosis, 2008 ; 198 : 247-255

Thompson GR, Lowenthal R, Myant NB. Plasma exchange in
the management of homozygous familial hypercholesterolae-
mia. Lancet, 1975 ; 1 . 1208-1211

Yokoyama S, Hayashi R, Satani M, Yamamoto A : Selective
removal of low density lipoprotein by plasmapheresis in famil-
ial hypercholesterolemia. Arteriosclerosis, 1985 ; 5 . 613-622
Li S, Chen W, Srinivasan SR, Bond MG, Tang R, Urbina EM,
Berenson GS . Childhood cardiovascular risk factors and ca-
rotid vascular changes in adulthood : the Bogalusa Heart
Study. JAMA, 2003 ; 290 : 2271-2276

Natural history of aortic and coronary atherosclerotic lesions
in youth. Findings from the PDAY Study . Pathobiological
Determinants of Atherosclerosis in Youth (PDAY) Research
Group. Arterioscler Thromb, 1993 ; 13 © 1291-1298

Okada T, Murata M, Yamauchi K, Harada K : New criteria of
normal serum lipid levels in Japanese children : the nation-
wide study. Pediatr Int, 2002 ; 44 : 596-601

Haney EM, Huffman LH, Bougatsos C, Freeman M, Steiner
RD, Nelson HD. Screening and treatment for lipid disorders in
children and adolescents . systematic evidence review for the
US Preventive Services Task Force. Pediatrics, 2007 ; 120 :
el189-214

JEAEGHBAE © THAANOLHERGERE (2015 M) HEM
14 | #idE http:/www.mhlw.go jp/file/05-Shingikai-10901
000-Kenkoukyoku-Soumuka/0000114399.pdf

Amemiya S, Dobashi K, Urakami T, Sugihara S, Ohzeki T,
Tajima N . Metabolic syndrome in youths. Pediatr Diabetes,
2007 ; 8 Suppl 9 . 48-54

Dobashi K. Evaluation of Obesity in School-Age Children. J
Atheroscler Thromb, 2016 ; 23 : 32-38

Wiegman A, de Groot E, Hutten BA, Rodenburg J, Gort J,
Bakker HD, Sijbrands EJ, Kastelein JJ . Arterial intima-media

62)

63)

64)

65)

66)

67)

68)

69)

70)

71)

72)

73)

thickness in children heterozygous for familial hypercholes-
terolaemia. Lancet, 2004 ; 363 : 369-370

Wierzbicki AS, Humphries SE, Minhas R . Familial hyperc-
holesterolaemia . summary of NICE guidance. BMJ, 2008 ,
337 . al095

Wiegman A, Gidding SS, Watts GF, Chapman MJ, Ginsberg
HN, Cuchel M, Ose L, Averna M, Boileau C, Boren J, Bruck-
ert E, Catapano AL, Defesche JC, Descamps OS, Hegele RA,
Hovingh GK, Humphries SE, Kovanen PT, Kuivenhoven JA,
Masana L, Nordestgaard BG, Pajukanta P, Parhofer KG, Raal
FJ, Ray KK, Santos RD, Stalenhoef AF, Steinhagen-Thiessen
E, Stroes ES, Taskinen MR, Tybjaerg-Hansen A, Wiklund O :
Familial hypercholesterolaemia in children and adolescents :
gaining decades of life by optimizing detection and treatment.
Eur Heart J, 2015 ; 36 . 2425-2437

Kwiterovich PO, Jr . Recognition and management of dyslipi-
demia in children and adolescents. J Clin Endocrinol Metab,
2008 ; 93 : 4200-4209

Harada-Shiba M, Arisaka O, Ohtake A, Okada T, Suganami
H . Efficacy and Safety of Pitavastatin in Japanese Male Chil-
dren with Familial Hypercholesterolemia. J Atheroscler
Thromb, 2016 ; 23 : 48-55

Sattar N, Preiss D, Murray HM, Welsh P, Buckley BM, de
Craen AJ, Seshasai SR, McMurray JJ, Freeman DJ, Jukema
JW, Macfarlane PW, Packard CJ, Stott DJ, Westendorp RG,
Shepherd J, Davis BR, Pressel SL, Marchioli R, Marfisi RM,
Maggioni AP, Tavazzi L, Tognoni G, Kjekshus J, Pedersen
TR, Cook TJ, Gotto AM, Clearfield MB, Downs JR, Nakamu-
ra H, Ohashi Y, Mizuno K, Ray KK, Ford I . Statins and risk
of incident diabetes . a collaborative meta-analysis of ran-
domised statin trials. Lancet, 2010 ; 375 © 735-742

Civeira F. Guidelines for the diagnosis and management of
heterozygous familial hypercholesterolemia. Atherosclerosis,
2004 ; 173 : 55-68

Thorogood M, Seed M, De Mott K | Management of fertility
in women with familial hypercholesterolaemia . summary of
NICE guidance. BJOG : an international journal of obstetrics
and gynaecology, 2009 ; 116 . 478-479

Amundsen AL, Khoury J, Iversen PO, Bergei C, Ose L, Tons-
tad S, Retterstol K . Marked changes in plasma lipids and li-
poproteins during pregnancy in women with familial hyperc-
holesterolemia. Atherosclerosis, 2006 ; 189 . 451-457
Amundsen AL, Khoury J, Sandset PM, Seljeflot I, Ose L, Ton-
stad S, Henriksen T, Retterstol K, Iversen PO : Altered hemo-
static balance and endothelial activation in pregnant women
with familial hypercholesterolemia. Thromb Res, 2007 ;
120 : 21-27

Beigel Y, Bar J, Cohen M, Hod M : Pregnancy outcome in fa-
milial homozygous hypercholesterolemic females treated with
long-term plasma exchange. Acta Obstet Gynecol Scand,
1998 5 77 : 603-608

Naoumova RP, Thompson GR, Soutar AK. Current manage-
ment of severe homozygous hypercholesterolaemias. Curr
Opin Lipidol, 2004 ; 15 : 413-422

Klingel R, Gohlen B, Schwarting A, Himmelsbach F, Straube
R : Differential indication of lipoprotein apheresis during
pregnancy. Therapeutic apheresis and dialysis : official peer-
reviewed journal of the International Society for Apheresis,
the Japanese Society for Apheresis, the Japanese Society for
Dialysis Therapy, 2003 ; 7 : 359-364

pl7



v b v A V%
Japan Atherosclerosis Society (JAS) Guidelines
for Prevention of Atherosclerotic Cardiovascular Diseases 2017

Q = BEIRBELER

Japan Atherosclerosis Society



|
i
{
|
1

EOE

FixESIL A5 0—IVIFE

AF=FX2 B

(TEFVALAINL 3, HELUAILA)

(TEFZLANIL 3. #RUAILA)

(TEFZALANIL 3, HRELANILA)

o RiEM/mIL AT O—VINEFEEDBWEET. ZOAHBS FELRSHELERIERETHY . EE)
IREBEDU RN AL, FHAZH. BigaRHEEN 3.,

ONTFESHDBRIIA Y F U ERDE UM IEEEIR =TS T L RTINS,

o R EESHS KUEYEARREOEENT OBESHICHUTIELDLY 7 = L Y ARG EZMT LT
IDLOLVAFO—ILERSICOY FO—ILT 2T EPHESIND,

1. FHO#RE & BRKRE

FEME®E I L AT 0 — )LE (FH) EO®
LDL-CIfLfiE. Q@R Ftka B iRz R, @R - B
WEEE 3 EME T HHEREEEREEERT
HBH, ENICRD 6 NHEREMSES RN
L AT o= LIfE (Autosomal Recessive
Hypercholesterolemia: ARH) EIob 3@ {7 E
H#x &5, FHEE TEE T S ELDL-CHfEAD
L. OO TEMIRFEED ) A7 FEWER-RT
$H 0, FHATOESETIEREROBET30~50
Wy TS0~ 70RO MO AIEZE, FaldiEZ &
DOREBIRER %2 FEAET 5 2 LAV, FHIZFEH
B BB ZBRCNA. REAT )V —=2 7 (K
A —F« A7) == ) REET DI EHEE
FEOFMHICDuh B, BREANMIBWTHEEFEk
200~500 A 12— A D E|E TFHA T O G 400
L. 30F AL LOBENVWLEHES NS L
fehi o T FHIRFEMERARD & <MBET 5,010
Y AT OEWVBGERTH . FHIZ/ANEHAN S
BINRIE( L OEIT 23D Bz, NI BTS2
AL EE B LD 5.

2. FHOREREEGF

FHOZEICH W TI2T L HBETFZENLS
FETEV, LA LAEA S, MLDL-CILEICMA.
LDLZ &4 ¥ OLDLR#ICHD 5 BIETICER
RS hNWIIHEERZIE &5, FHOREEZ 5
DIZLDL2AEEDIE». 78 FEHEB-100 (7H
B-100). PCSKODMIZFERT. LI NHLDLI
WCBOTEELRYER-TATTHH. BRD

120

Wi & N AFHA T 0 S ED 6 ~ 8 I TREMET
OERDPHR SN D, FHAREESEIS LR T
FWITICLDLZZHE, 7 AB-100. &7z X HaEMEE
OPCSKODFEEZ L DL D EERHSIND, MO T
i ARHIBLDLEZ BAEOM D AAICES T 27 4
7% —FEHTHHLDLRAPIE A OME T RE I
HT 5, ARHIC & AFHIZHIEREEREZ L 5.

3. FHDE2ER
1) SCHREAE

B AFR S -1 IIRT . FHERZIT 28I
., BRI IR AT 2 0B H 5. K
ICHBENEEROBE. THFL ABRSFOIRE 2GR
HBHB LW, BETNETHLH. 2D
SO BB L RERE S LB —REIC
LDL-CHE TR T 52 ENHH7-0OFEABETH
bo BHEOMHEREEBLETARICIEIBTTFL
A RO P FKER ORI NETH 5.

FHAE#HSH MR T L AT a—)L{E600
mg/dLEL b, ANREE 5 6N B EElE & B REE
bR, MRS THAT oESETHA2HES
T 5, FHAEEGEOREGE IS TFEME. P,
HERHER 2 &, BT E2 R 28I EHT 5,
FHAT 0 &R0 EER & XV EELEEL H
0. FHAEESHEORERZETICIZ. BEFEITIC
L BRMPBETH B,

NEFHOZHEE LRS- 2 1IIRT, /NEHAIC
BFHANTFoEEEEHEEZ EOFEERICZ L
Wiz, LDL-CERERBDHICTEM L2 ThIE
570,



2) THU ZABRXEHRRN

WAREOmmB EZEEH O LBWIT 5. BFE
ZRVWIFHIi L ATRETH 245, 128 (EEh Ty
2V (7F L ARXEHREAE LRBHE)

3) &Rl

FHE Q&R 284 25813, FFErEisE R %R
ZELIHRE (BERAE, FRBBAEETE, 27
O —-EREMERE. MBI S - WHEATREE, 3EHI: (27
oA NE) 2E) & HEVERTH 2FiEEEAT
EHEMAE (FCHL) T# %, FCHLILME )il % 2
PFLizwnwZ &, small dense LDLOTEE, TRAMIC
iy 4 7ORRE R (Mafy, bR, [VE) #s
FETHZ &, NETIFLDL-CHFHIEE FR L7
WZELENSERILS A,

4. FHNFOESHOEE
1) EEEEE

FHIZZbO THEBAREERD ) 27 FEWERT
HBIENSZRTFHICHYET HEE X, LDL-C

®5-1 HA (15EML) FHAFDESHEERSE

O & E I, 100mg/dLAE LT 5 2 & A
YFELW, LA2L, FHORREICE W TLDL-CH
100mg/dLKi# & WO BEEBERZEM T 5 2 L 13H
W —2ANZ0WI i 6, LDL-CHYVE 1 B i%E
IZEGE L2 WG, IGRRTEOS0% K= Bigd
ZEBA[ET B,

ZIRTFHOFHANT oSS EBE B TIZES
IR A7 EEZ6NS78, LDL-CEH BIEHE
1&70mg/dLAK & T 5,

ZH. FHENR E L CREERRE 2Tk
R ZITD 2 S IMRENICF s n iz, &
NEOHEEBICHE L THlZ YT Ahdh5b
WTIE%a<, LDL-CAESMEICERELT LTS A
NRYMPRISENWCEERRTALOTIEI RV,
FHOWERERITO LicBw T A7 Fv— ik
A A7 T T & v, ,

2) EEBRONE

FHIZBWT b EEEHOCE LR T RETH

0. FOFEIILHIE (55 43 2 B EEOSEE) 1

® SLDL-CIE (FAEBSOLDL-CIE180mg/dLLL )
oREAE (FY., K. BEFR7FLUAREE) %20\ Bt aE
OFHH B\ [FRRIETEMREBORIKE (2 WELIK)

o BRMEIEHRREERA U LTRHT 3.

© 2B ETFHERENY B0 FIATOESHFEVGREFREC LSRN EE L.

o ARSI TR CIRIBERMIT S EE,

o 7L ARIEEEXEIBHICE Y 9mmELEICTREY 5.

@ DL-CH'250mg/dLil EDifE, FHEREES.

o T TCEHEPEMPDIBE. BROT >N LB LEREESEICT 5.

o BRETTEIITERE & BSOS, LiteSlRHiERT S,
OFHERITLIZIBS, RIECOVWTHHERZ T EHBELL,

o CORZMMESERERSHICBETIIHES.

#Fz5-2 IMNRFHA T OIES{EDZERE:E

® SLDL-CInfE :

LDL-CZRIET D)

BEEFOLDL-C2140mg/dL (8O LU A FO0—JL{EZ220mg/dLD B S (&

o FHH DV ERRMTENRAEBOREE ( 2 HELIAD MK

oRRMIERERTEERAL. 2IHENETIEE58S8. FHERET 3.
o RIBICEFHDL-COEHLHDIH, FREVEBEBRNUETHSD,

BEe—OvyNcTUmmEsy FEE e

S/NROBE. BESMELOBRERICELLIEYD., BHICERREOFHCOVLWTRHTAZ SN EETH S, BBICHLT
2HEEBARERBEORBROBEICT S,

o BRIETIIESR TBIECORFRE. Q6B o TR s,

o HBMN'HD|/E. MEESH (IDL-CIFIERICHE) rEHNS,

o COORBBESEEREESRICELYTIIES.

121



TR, L Lars, EBIREERDY 27555
Wz ORI UG B ETNCEBAREEO 2 7 1) —
=Y THRATH B FHIFEROEDOE RO,
B EFENLER, DT 2 —HEE T > TEBIRE
BOFHE 21TV ZOFEHEEDNS & 212138
FEEORICEIREROBREBET 5. Fio. &
JE, IEMNELEETH S,

3) EMEEE

FHAF O#EEEEREICE O TIZEFEREAOS
ALY TR+ EEEREE2B oW VWIEENEE
<L EEEYERE RO T 5. SBETIEAY T
UIE—BRIREE S S, FHA T S HEE329
BEMNRICOAETIT OB AR EEHTL, A
5T OWRANEIIREROREZBIES S5 &
HRSNTWABY, A% F OB R T+5 7%
KPR N WS, AYF 2 ORANARE O
BREUIEFITOMEZITY. ZNTHHEN
At Eicid, PCSKOMH®ERE, LYy, Fo
TaA- N EERAVS (B5-1). ZKTFHEES
PEFRIR G OHA 22 EEIREATE ) A 7 KER & 7 L 7=
BEicid, He P ILDL-CR2ETEH A LAY
FlLW. 2B, 77— LIcLTIEFHAT O

BEERIcB I 2 EHIREROBEREZESEH T &5,
BAmZOFm,ORBEEINT NS, iz, AFF
Y (BLEUZEFIT) TETTILEREZITWVLS
FHAF &k B % (CPCSKIIEHR TH 5 K0
#<%7 (RUTHERFORD-2i#83) /2 7V o
2= 7 (ODYSSEY FHI®B & UFH I i#E4) % ff
H$azicky., HENELICE 654 5LDL-C
TR ($960%) *Lp (a) ETwREREDIS
CEMWEEINT WA, L. TheOMRARE
N AYF I & B BEMIATHC AR TFHEE O
M A~ b % & DEMITHEIT B2 IERIZES A
T,

4) LDL7 7 x L3 ZEHEOEN

FHATF a#E&EICB W TR EIREBOZE
HEE LT 0 AR o0 B B U R 72 S es:
W&o THRI VAT O —)UEH250mg/dLEL IR
BeRVEE, LDLY 7 x L AiRFE= 28 LM
EBiza DIV b3 5,

5. FHIREESHEDE
1) EEEEE
FHABEEEAICB W TIE, 8 HHHES I

FHA T ODESHO2E

{

EFEWRE - BIEFEOES & ERICENETREZMET S
LDL-CEEERE —RFH: 100mg/dLEiE. &2V EFEREFD50%

ZRFRE  70mg/dLkiE

§

A9 FVBRATHEBAR hD/Fleld TEFIJHA

ﬁ¥$+ﬁl

PCSKOFREE"* hD/&ElE LYY hD/ERR 07 3—1b

ﬁ%$+ﬁl

LDLP L3 A

* RAIFURMMEBEOBRE. JIORIFVOLSPERSEREZRL. TR BAHARETRETS
“ PCSKOMAEEARIAT B & *(CITBWPIEICHEHT BT &AL L LY
*** PCSKOPREEEIF 7 7 = LY ABICRESNBRD, PIILYRRICHTENT S

E5-1

122

BA (15@LUE) FHATFORSESROT7O—F v —b



IDL-CEETEEAZ ENFETH D, WiEN 2
R EEY 5, FHAREHEEEIIB LT HLDL-C
B EAREII— R TP EE Tl 100mg/dLkTS. —
RFHiBE TIR70me/dLRTETH 255, BlLEmmE
THHHHZ 0,

2) EEBROME
FHABHEESHERE OB LT & AYigiE, Ml
By BE, MmN SEEBEAON ALIERED
HAL 220, FHAEBAHMERTIE. SHIRE
BIECHRD) AV HEL 0, HEW &
DA GLDL-CETERELE L T 5, FEHS
ATIEH U BIRIELOBERAR 120, Fi058S)
BEk e e - T S ISEBIREES X O
iE (FHCRBIIRA A, E3R%E) . KRBIIRAT O FF
iz 22 U, HEICHNT 508 H 5.,

3) EMEE

FHAEHEE T, EBIIRE B O R T
DIzOITITEER » 5N 2 LDL-CE F a2 B
T o700, A RHPA»ZLDL-COET 2R 2 (B
5-2)c A& F MR L Y, PCSKIIE
I, VWITNY TOFEELEARFE A LDLZ 5k
DOFB (EH) WRTH 579, LDLSAEEKITHEA
HIPIHE - Tl Adefective type Tldd 7z L7 A8
5HUMRERD B, LDLZEFEE 52412748

L Twidnegative type TIZLDL-C{E F4h 8 % 228
VS0, —F BAMEDIHETIEDH S AFHA
EHEEROFECROBDICAY F L EOBWH RS
BUNTH- 0w IMBERH AT, FHAEESE
BEZNRE LU THAESNAMTPEESREIZLDL-C
ZHRISOBETSESZ EFMES N T B8 D,
SR CREMAF L TRIORIER D 6 s 7- i
HAROASE L 7 IV 3 — L OFEEUR % Hikg 1214
HIENHETH S, 797 3—LIEFHABHES
BTN L TH—EDLDL-CIE FIRELH 0. M -
T F L AREOHEEOM/ N PIHE RO S L0
EWH 219, AT LBLDL-COaY bu—IL
W1 ~ 2812 1 BOLDLY 7 = L & ZRisS
RELRIGENEZV, FET X TOBBICET S L
IR 2 R IBE I 3B Z 8T 5,
4) FHNEBSHOLLP I TLYZ
FHAEHASE, BMEOEYHY: TIZLDL-C%
FHIETSEEZEZE#ETHY, S0 0t
SMEBRZ FIWLDLY 7 = L ¥ ZFEEO{kGE AL E
THHHNZ . LDLT 7 x L AFHEMIAER .
DR LR B DR OMG 2E 2 5 & RiF PR
WIEERWEEZSIAEY, BENIDLF 7z L
AR DOREEDBHRT B L D107k 5 F Tl Iz R
H Do WENZIEHMBORIL, ~Nv K ETEE
URSVEBREIT A REE 2 5 4B~ 6 BT 20 6

[ FHhERSHOBRE

BIEHECERTEIE) )

s Ty

1
i
|

|

EEBMNE - WEFEDSY & FISICIEHE TRA =TS
LOL-CEEEFEE —FBh 1 100mg/dLkE
ZRTBA  70mg/dLER

1

]
|
|
|
|

| EERE  XIFVEERHE

IEF=T - PCSKORAES: -
{ MTPREEE - LY -
L ZJOo7a-)

AR HE P VR
LDL7 7z LY ADEA

——
|

B5-2 mMA (15mLLE) FHREESEEEOJO—Fv—~

123

FEE—OMNCUmEsy TR




E B, TELRDBMIRREMAT B2 &M
Boohs,

5) FHREESHEOIIR, HE

FHAR EEESEEE QRIS D W TIXFEICT
DIENEETHY ., FHROFNICEIRZII—, O
Ia—, EHAERBESC XD BIREILED 2 &
V== 7 ETV, BIRE(LEEDOREZITET 5,
HIRTED 32 ARNCIEETEBREL Y v U0
NEER TN HEORIEIT P IET 5. EIRIGHE, i
RRHODMERICKER A P LA HD S5, LDL
T7x LY AOKTAERE UL, IR & AR
TREIITHTENTES,

6) FHIRERSIHMISERERTE
FERR21E10A D 6. FHAREHEAI R EREBIE
WFFEHEIC B T DN REBICRES N, ER
H13. LDLACHARES 12 B D 5 5BUE T O M{E FARHT
H D VIZLDLZAEEERE I THEEZI RS h
BHHEEFNTMA T, 1 FTHEEFE LTERLEIL
AT 0 —)VIE. &5 WId/NRI & O oz i

DIFAERHEANARCIEN T 5 REPREONRE L
Do

6. NRFHDERE

FHEZEnhiE, T3 TREHICEHDE
Bi)7 EOEFRIBOEEEZITO, LDL-COKT %
GO I-WIRE{LD ) 27 OERICED S, B5-3
WNRFHA T O#SFERO 70— F ¥ — &R
T, EFEFROWEIC & > THLDL-C180mg/
dLEL LAFs6i 3 2 &, BRICEb 5T 10ML L
THMFEOWG SR T 5. H—BIEEI 2y F
YTHO., RPHRDSHIET S, DAEICBVT
EEZ N Y F 2 H20154E 6 AH 65108 b
WFHIZH LTS IZ 2 > TWa, /NEFHOLDL-C
I ERME 1 40mg/dLAG & T 5. RREERBIR
EROFIERED H 558, BRFEZEHLTVLS
T, 140mg/dLKi % MEFICHERS T 5. TRER
T B AT L VW AS, Ao ff s T E I
TEALRTEIHBEHICT 5. LB, EWREEN
kL, BREEOEREEEICOVLTIEYT 5,

FHDZZHA
| 108 E 108854
|
| EEBROEE"
| 2 C =
} F2BRELDL-C =180mg/dL S 4 O—F v
‘ (&Y l VWA l
; iy HEEBW DD LDL-C=200mg/dL
TRRGE. I30-7v7 s A2EBLERC
l l lmu
EBchIc 2 ELLE WPIE & 483
LDL-C=180mg/dL
e LR LDL-Cz180mg/dL ||\ (ST EER)
l [F l [FLy
EYIFCERIA" B

" 1 M BEEOESE(CLDL-CEZTMiT 5. 180mg/dLRETHNIE. BENIC T4 0—F vT 3,
EEBROBIFHEL. EC3EEE, IDLCERTHHT 5.
FBRERAIFETR. MAENSHILT . RREBHREROREES-IERFAESHLTL
BEEE. BRICEBEERETHS140mg/dUREEITT 5,

5-3 INEFHAFOES

BEOIJO—Fv—

~

124



3

1) Mabuchi H, Koizumi J, Shimizu M, et al. Development of

2)

4)

coronary heart disease in familial hypercholesterolemia.
Circulation 1989;79:225-32,

Harada-Shiba M, Sugisawa T, Makino H, et al. Impact of
statin treatment on the clinical fate of heterozygous
familial hypercholesterolemia. / Atheroscler Thromb 2010;
17:667-74.

Raal FJ, Stein EA, Dufour R, et al. PCSK9 inhibition with
evolocumab (AMG 145) in heterozygous familial
hypercholesterolaemia (RUTHERFORD-2): a randomised,
double-blind, placebo-controlled trial. Lancet;385:331-40,
Kastelein JJ, Ginsbherg HN, Langslet G, et al. ODYSSEY
FHIand FH II: 78 week results with alirocumab treatment
in 735 patients  with  heterozygous familial
hypercholesterolaemia. Eur Heart J;36:2996-3003.

Uauy R, Vega GL, Grundy SM, ef al. Lovastatin therapy in
receptor-negative homozygous familial hypercholesterolemia:
lack of effect on low-density lipoprotein concentrations or
turnover. J Pediatr 1988;113:387-92.

Stein EA, Honarpour N, Wasserman SM, et al. Effect of

125

7)

8)

10)

11)

the proprotein convertase subtilisin/kexin 9 monoclonal
antibody, AMG 145, in homozygous familial
hypercholesterolemia. Cireulation;128:2113-20.

Raal FJ, Pilcher GJ, Panz VR, et al. Reduction in mortality
insubjectswith homozygousfamilial hypercholesterolemia
associated with advances in lipid-lowering therapy.
Circulation;124:2202-7.

Cuchel M, Bloedon LT, Szapary PO, ef al. Inhibition of
microsomal triglyceride transfer protein in familial
hypercholesterolemia. N Engl ] Med 2007:356:148-56.
Harada-Shiba, M., Ikewaki, K., Nohara, A., Otsubo, Y.,
Yanagi, K., Yoshida, M., Chang, Q., and Foulds, P. 2017.
Efficacy and Safety of Lomitapide in Japanese Patients
with Homozygous Familial Hypercholesterolemia. [
Atheroscler Thromb 24:402-411.

Yamamoto A, Matsuzawa Y, Yokoyama S, et al. Effects of
probucol on xanthomata regression in familial
hypercholesterolemia. Am J Cardiol 1986;57:29H-35H.
HANERES BABRE(ESES () DR
TV AT O — LIMGERRT A F 2017, H AR (L2
2, 2017

FIES—ONNT LIS




%:6%

1. RIEEMESIL A F0O—ILVMESN O ESE
4 S REIAE

HL—3BZ S8 7T o YL 72 sk o S e
BHREER 2 VAT O — VIEE (FH) LStz b
Y %o FEPLBETREICH IO SRS
SINTVD (R6-1), T FEHY $—F
(LPL) RIVESEHLEH A TI 70 v iEE S
U\ BERMFEEME @M at MR % F5ET 5. BIiR
LR OAMRIIBTLEEL v, —7F, %
Tt T 2 i M L RE Re 5% et PR S I Lk B U
W EMEREBDFEAE ) A7 B8 FRT B0, S
W LSRR MR & Th s, WTNLEFEAD
RADPLEE L, DRI EaER 2T 5,

- 30
lig

®6-1 FRRAMIBHERBEDSE

TODIRFIEEERRE

2. FERMHESESAEMAE (FCHL)

1) BE

FCHLIZ O HitE BB B E IS B VR E LT
Mgl SRIZHETER & & E MR % CBRNE
FEAHE % DRI E 42 0D TR &R M
EETRBTHS. ARPERLZ EOKRETla
Bl NVEINLEBLS %, 5 1 BEHECTa, T
by VEIBENTET B &N B0, BREEETE
BEOR—BEFRBEEL SN TV, BTE
2 EEFHEEEASHER S hT» a2, LPLIMET
USF- 1 {5+, 7 X¥EEBRET. 7HEEC-T
BETF. 7HREEA-1/C-I/A-VBEFBHOIE P,
LDLR@{Z T, PCSKOMIE T4 &% < O Bl {5

[RRERHOZ 70/

FhetE UREBU N— (LPL) iRfE
GPIHBP 1 i&iE

LMF 1 Z38iE

FIREGA-VRIBE

7iREH C- 1 TiffE
[RFNEV B IS IME

Z0Ofth

ERMEEmE | ERESILAFO0—IVnE

FhERME I L A7 0— LI
(LDLEZEAREE. PCSKORMAE, RifiE 7 1B 1002,
LDLRAP 1 BEE (BEEHSMEIL AT 0—)VIME) . Z0fth)
FKiEME I L 2 70— )LINEREESE
FKEME I L AT O—IVIEAT DESH
ZMEFEE I L AT 0—)VIE
KRS R SIS

%M I BV HS I E

7IRNEE ERRBE
7REB E RIE

[FRER N TUES 4 N

SRV S HEMIE

FEEEHDLIL R 70— VI

CETP/RIBIE
HLRIESE
Z DA

BB UNRESME (MTPERE)

RIRME B URESIE (PHRB

FICIEPCSKOERRE)

[FHEHHERS A
FIEHEHDLIGE

Tangieri®m
FIRMELCATRIBAE - MiRR
T7IREHA- 1 TIBE
FIREEA- 1 28F

Z Dfth

ZDithd
IEEREE

Y hAFO—)VIEE. Rk E@EE

126




TFHsRE S . WG ERIGRSEE - IO - B{AE
ARG EOEANMbOORET 2 EELZ NS,
SRR —H AR 1 % &M TRV DAEO/NR
— A BLTHEEIZ04%bERD 553,

2) EREREER

FHIZ L UIiELDL-C_ LAV EETH O, HElE
o EBRRER T 2V, FHIZ E TG W AYEE) IRE
BOBEEASEWAY, bHETIE., OIHFEORE
BB TISHK. LHETSEMELVEDH SN, 655
RO L EDBED32%ICFCHLZ 88 56,

3) BEMFRESE

FLDL-C. JTGHUE IS ~p I S E 5,
LEEOFEEERMB L, 7 AREEBOEN, LDLD/)
Bt (small dense LDLOHH) 2580 5. [EF
el MAERFEHEDFAIILHE (R6-2) - T
2T 5, 7AREAB-100/LDL-CH>1.0, V) H&E
HARUTZULT I RT1 A7 (PAG) BEkH)
(< & Vsmall dense LDL#ZFEIAT 5 . “F kRT3
WA TR L,

4) 6F
FHORRICHE L 5, BHIE - EIFEc L5
AEEEOUEC ISR E RO EETH L, B
FRENORIEHED L < EROMRIZFHE D bk
W, FMIEGWTIIAYF >, 74 75 = FREH,
IEFITHHENTH D, wERER L & OBREE
{EHERBORIEOHENSTHRERET 5,

3. =R I VSRS E

1) BE

broad 8 7 & & FE I 2 M A(E 1 B HS LE TIDL.
hA4mirsarih+ri, B-VLDL (BEik
TRk INhAILATO—LICEBAT

#6-2 FEMESLREME (FCHL) DBRIESE

VLDL) %“EDLLF Y M) REAVNEET 278,
L2 b ) REEOHBADHL D AAIZIZ T KRE
WAETH D, THEECIEITEHDOA VT 4 —Lh
FET 2. BOLFEORHAEFEROE 3 LISHE 2,
E4D7A VT —=L0dH 5. FHEME RS MEE
27 REOHEERE ICEE L. 7AE2/E2 DI,
7HRE1 R R 7AREI . 7RERBAELR £ OM(E
FERELMENH 5. B TIIFENE T2 S M
E D SARE TR BAE D0.4%, A Lt 0 0.2% & HEFE
EhTWwa%9, E2/E2 3bAFEO—B@AOH:H
02%RBEDHEE HEINASH, FHEENE S
IM4E & 2SN TV AH120.01~0.02% & o T
Pz,

TREOBHIC LD A A0IZur LAty b®
IDLO g~ DL 0 A A A S hin A& T 5.
7HRE 2/E 2 DA TIFEWR L REEE IIFHE L 2L
ZEMEL, ORE BRI, T, PRiRsee
KTEER E) BEHT 5 &Ik VIEERY AT
T 5

2) ERFRIEIR

L&ty - ORI~ OERIC & ) FEipkE D
i st el HRT s L hbh s, B
FEMEBIARREA LR (GEBIARGE R, SHEHARRE(LAE,
BEARME{CEE. PADRE) 2FAELST <, BiM
EHERIMESLPADIC X 2 MEEBHITOEHbH 5,
R TIERIIREROFIEY A 7135 ~ 8 f51cH

g %10, bAETEBIRGER O S H5EE LM
iy

3) BREMRR LS

IMETC. TGEBIZ LRI 5H, EXEDLER
HIEREOFERH 5 TC500mg/dL, TG2,000mg/dL
T BREM S H B BTSRRI RE T AL
DR (R6-3) AHVALENS, TC,

@ IbBEEAELTZN, Da, VEORREEEDED

@ 7 REBB/LDLOLVAFO—)L>1.0F zldsmall dense LDL (LDLEIFR<25.5nm) DFF

ZUZAT0

=AY B
H B
G REMEE IV AT O—/VINER. FERFRE ORISR ZR <
@E1EEREICTIb, Ia. NVEOWFNHIOXRRBROBEMENFEL. FAEZHAEBL
CH 1 BICIbEFIFTaBNEFET S
2 B O~@QDINTEFBILRREZETIN. O~ODHFTHEHBIICHITDEMBREREE LT

(FEHBERFEEBRARIEEEMERINEM T 2EEHS X))

127

HEMEERRSEOTON [



+®6-3 iR NAEASMADZHREE

OMEILVAFTO—)LE. MF~TUES1 RENESICHEETRT

KIEE

@ MiR U REEHOBTKE) TVLDLY SLDLA DG Dbroad B/59— Y &Rd

@ PRUNREBOBIUKIT. 7RUNESEDRS (E2/E2., ERIBRE) &ITHTS

OEBME (T &(CFRpREEE)

@ MERO7 KU REEERBEOEN (7K U REEEAL DL 2T 0—ILHA0.05L )

IVEE

G VIDLIL A7 O—I)L/IETGHA0.25L

@ LDLOLZFO— Lo

© HEEBIREELE. RO OERSRE & OBIRTB LMRE RS

¥
5

RIEE®D 3BT NTZES A (FH2
KEEDSSE 2 @B LTNEEDS 5 1 BLULEET NS

TGEBIL EREZE L LTWAREMO ) FEHES
vkiyTbroad B/$% —r#FEBAL. 7HE/TCHA
0052HBAAZ L ETHEBRTLRAY Y —=
YTTED, fich, PRE/TAHEB>020007 A
E/7 FRCII>1.012, TC/7 #B>6.2H>TG/7
B<10!3, RLP-C/TG>0.1?., non-HDL-C/7 #
B>3149, 7 RB48/TG>0.11'9 % o {5t As 1208 &
NTW3, HEOTEEPHPLCIC &5 ) KEA D
Tid. LDL-CRAE T %, F/z, @BELTHECS
WTIDLArH (1.006<d<1.019) ®a L AF0—
VAER L. VLDLAH (d<1.006) oL %
TU—/TGlOEE (2042) 2MET 5. £
LTTRETA V7 4 —LDORE %, S SEE K
Whrzoozayrray b, FhBERRET
AE .

4) A&

RERAHIBR O & 5 7 AR E B 72 & AT
B ot I Rt L RIET 20T, Bz &
ERPKRUITH 5. MERFPI, R EET
IEZ EDOEGHHITIEZOBFIC L > THEEREED
ST 5. L LTIET7 v 75— N RERIHE 1
BIFETH A, —aF VEHFME, AVFLbE
WTHhoD. BHOBKEBRBEICEID., LEMTRI
B THs, BBRESR. EHIRELE, PADZ
EORIETFH OO OEMBREEITHBENH Y,
FEAMOEMZRZEAEE L,

(FESHERBRAMBIEMESERRI 85061, 626ERSELY)

128

4. ZOMOFERMEEEREAE
FHEEHA 2370 ME (KREEKLPLRIE
fiE. THRC-IRIEFELRE) &, EWEAEAC T3
70 MFED - HETGIUNER 2 L, BBH T T
RIRMEIE LS S VEREIENMEZ 29 28486 5
B LIXFUIEBMERRORR & 42 5 -0 HE7%5
AR (1 H15~20gbLR) #2175, &H, 78
A-VIB(ZT-FE IS BTGIE ¢l BIRRE Lo Y
AT EGHAREICEENLETH S, F-BRH
IR E ST HERE LT A F o —
NEWTAHY P ATO—=VMEE, IVAY ) —LH
WY DM S EIEED . £ -EBHDLIMES 29
YV —UENH 0. LEEBIZ2015F L 0
FEMRE - T\ D BT - BRI
By ¥y — R —L—Y [RMBER] (www.
nanbyou.or.jp/entry/504#04) £ D ZBEAHETH
BHo Flo. BAA T I 7 aviiEE FEETTEE
EIEIFPROLIPIDE W 5 FEFAEM RO R &
ToTWd,

ik

1) Goldstein JL, Schrott HG, Hazzard WR, ef al.
Hyperlipidemia in coronary heart disease. II. Genetic
analysis of lipid levels in 176 families and delineation of a
new inherited disorder, combined hyperlipidemia. / Clin
Invest 1973;52:1544-68.

2) Brahm AJ, Hegele RA. Combined hyperlipidemia: familial
but not (usually) monogenic. Curr Opin Lipidol 2016;27:
131-40.

3) IwataF, Okada T, Kuromori Y, ef al. Screening for familial
combined hyperlipidemia in children using lipid phenotypes.




S

5)

6)

8)

9)

10)

J Atheroscler Thromb 2003;10:299-303.

Austin MA, McKnight B, Edwards KL, et al. Cardiovascular
disease mortality in familial forms of hypertriglyceridemia:
A 20-year prospective study. Cireulation 2000;101:2777-82.
Pitsavos C, Skoumas I, Masoura C, et al. Prevalence and
determinants of coronary artery disease in males and
females with familial combined hyperlipidaemia,
Atherosclerosis 2008;199:402-7.

BHE, DR, FEHEEIC & D HEE B L Sk
AT AR MUAE O (L AT & REBYARRE(LIE. [ 4= & e
FEBIF A AR MAE R TR FEHE 1998.

Mahley RW, Huang Y, Rall SC. Pathogenesis of type III
hyperlipoproteinemia (dyshetalipoproteinemia), Questions,
quandaries, and paradoxes. J Lipid Res 1999;40:1933-49.
Hopkins PN, Brinton EA, Nanjee MN. Hyperlipoproteinemia
type 3: the forgotten phenotype. Curr Atheroscler Rep
2014;16:440.

LaRosa JC, Chambless LE, Criqui MH, et al. Patterns of
dyslipoproteinemia in  selected North  American
populations. The Lipid Research Clinics Program
Prevalence Study. Circulation 1986;73:112-29.

Hopkins PN, Nanjee MN, Wu LL, ¢f al. Altered composition

129

11)

12)

13)

14)

15)

of triglyceride-rich lipoproteins and coronary artery
disease in a large case-control study. Atherosclerosis
2009;207:559-66.

Eto M, Saito M, Nakata H, ef al. Type III
hyperlipoproteinema with apolipoprotein E2/2 genotype
in Japan. Clin Genet 2002;61:416-22.

Wift e, SR ARG M, B A&it: AEmfes
1992:1772-7.

Sniderman A, Tremblay A, Bergeron J, ef al. Diagnosis of
type III hyperlipoproteinemia from plasma total
cholesterol, triglyceride, and apolipoprotein B. J Clin
Lipidol 2007;1:256-63.

Murase T, Okubo M, Takeuchi I. Non-HDL-cholesterol/
apolipoprotein B ratio: a useful distinguishing feature in
the screening for type III hyperlipoproteinemia. J Clin
Lipidol 2010;4:99-104.,

Yuasa-Kawase M, Masuda D, Kitazume-Taneike R, ef al.
Apolipoprotein B-48 to triglyceride ratio is a novel and
useful marker for detection of type I1I hyperlipidemia after
antihyperlipidemic intervention. [ Atheroscler Thromb
2012;19:862-71.

FREMRERRFHEHOZFON, il &




IiREE EIE R B R D T D

IEERAEARA R S

201 3$HJ§ & hiX

() = DxmiRELES




/76

KAV h  FREESILRAFTO—)LIE (FH: Familial Hypercholesterolemia) (&,
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R 2BRBESHBTHEE THD.
RS [ HORRUZZ2L., BHLESHTOIV0OVIME. STCMEAEANGRKET
HBo
e/NTOIVOVIMERBKREBRERTDOARE L. BEFS0~1008 AIC1HITEH B,
NTORERTOENBERCABRESEOHRIRNFZE TIDE . NEdH S L (E VIS
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3 OFENPLENTOI 70> DEPLBE|E ZNICHSBRER. HICREBERORE
' THd. RMERIEELTZERTCICEY DS, EBRLEHTO0I 70V MENSE
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ERECTRREMEZRDD &N H D r
eMBEEFBBRTU-LRE2L. TGOERL LK (B 1,000~15,000 mg/dL) H4%
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oA/ EFROMRLPUSHED RIB CHRERZH T 5. HENT ./ 70—F Ltz H
WEBRT L/ Ty BT ICL2BREBEEATHRMTETH S,
° 7 REBC- TP 7 REDA-VORBETELPUEHLEEC &Y. LPLRIBEBLDS
JBIMAE. BEREANEC DD TEHAHNERTH D,
® iwifi. glycosylphosphatidylinositol anchored high density lipoprotein binding
5_‘:. protein 1 (GPIHBP1) *lipase maturation factor 1 (LMF1) BEFDRE(C &

t
® gy

5 BLPUBH D RIBEMNEE SN T B,
i °ENTOIVOVIEDHEEICF. BEARBEE (1820gLTF) 270, A0
b 702 EREMHT B ENUETH B,

© LREAICIE. H1OI70URMICHSETICPIRPH S BRATEICEIEN BDMISH
BTG (MCT) TERISNEAIILY #BVT, RERBETSH. BATEMCT
PHEEINS,

e

ST TG (MCT) © BEM 8 53L& 10 NS PHEEEMEN 5B 2 FUTU RS 4 R, RSN D EFREN U TEENRE
~NEFENT LEHEERIT Bz, DA U TDVERR LI,
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e CETPRIBIEGIHABICH (T ZBHOL-CIENERD AN & EH B, TCIEPEED
1250, HDL-CI380~250mg/dLEEET B, 7REBQA- 1. CI. EBFELBL. 74
EOBIFEBEIEGE T . HOL-CIENIZFHDL2BO I L A7 0—/LOENICERT 3,
OHDLIFDOL AT O—=IIAFIVICEARNFEL TS,
® CETPRIBEIC & B EHDOL-CIE CIEBRBILESHBERBHON. NV TEEDEER
KADABETIHICETPREE CREIREBREDEENS L. 77 IV HAFED
LURICITRZE T CETPEM - EBE T FEEREZRHEEZBNS i,
Hfr
® CETPRIBAEDEZHIICIZCETPEM. EBEZHET 5.
O CETPRIBEN/EFEBE 1> FOVI4DRATSA AR —H1 FDGCARRET
IINEDIRAEARER (D442G) HKREBDTH Do
e SHDL-CIMENBE #2118 S (ETRF M MITEE. PRBEEETTERED R
MESERN L. CETPEE. EOEZAEL THREZRERL. CETPRIEEZE D5
EEIBRBIEEESOEHERZIRET %,
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(7 BREE (CRM) EEMENRFEMEESMAH = EIZH T 5.
103702 -VIDL - DL ED 7 RBSHE ) REONEA T BIEISMm
ECHDLARAN T BIRABMAEICH (T 5N Z D, BHKTT 31884855,
MBAEBME (ABL) [F. HBAVIEBUHEII DRI ICRBT 2%
YHERZEZ2YT 3,

REEERL) REBME (FHBL) BEERDBESHZ L\, APOB,
PCSK9. ANGPTL3M3BENREBEFHNHNSN TS, PHRBRE(CE
WY 2FHBLIGAEAGAT 2 & LY T <. PCSKORE (Ci2E T ZFHBLIZEH)
IRRBEFRELIC< L,

HOLRIBEEDREHERE(C(E. 7RA- 1 RIBE. Tangierfs. RiEkL > F
YALATO=LUTIINERZ A7 25— (LCAT) RIBE. RBHEHIH 3,

BRbET Eﬁl?ﬁ'&b\b\ ERBE N BB Z R B VRE. Tabh5. TC120me/dLE.
TG30mg/dLKiE, LDL-C70mg/dLk &, HDL-C40mg/dLEB D W nh % s 318

SICIHEBMEL R TE D, BT, LDL-CELFHDL-COBR TN EE CH D,

*BEICAELLIEEBNERZ/Z3SETH I ENERTENGE. BRHEEMET
HBo

SLOL-CETZESLTHRE | BEMESR. PRIGEATTER. 3IBFAL. BINRE, 5
AR BMES. SHIBESEES. BURLE. BMEEEES. Gaucherik., 55| (=
JFBEFEE)

SHDL-CIE T & S/ 9H&ES | BT, B, 2BUERIR. BHEBRL. K%TE Gaucherfa.
XAl (EBBRMERT O R BEWE. PO073—)),

® BRI DERN 72 WMESIE (LBTEHOEEMEZSRV. UTOEREERIT 3,
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#% B 1) RE|HMAE (Abetalipoproteinemia : ABL) .

(ABL ; Bassen-KornzweigfiEf&E: ; Online Mendelian Inheritance in Man (OMIM) 200100)

WiE - 'F

o LABALINEEERT LH. BROMHROMBIEHE 7 REBB (Apolipoprotein
B. LIT77/RB) MEQLESETHDo

e BH T, BARADHSIF10RRIZE,

77

eI J70OYV—ARNITULSA REEEH (MTP) OBBERKEERICKIY . Nz ERD
BEtah—1 0370 EFEBRORIBVIDLICEE N EmXINGWZH. HhT10IT70>
EVLDLAE R SN,

BREMR CERARER

o METCHMBTGEZRICIETT Do LDL-CR7ARBEFRIEBLANILTHY . HOL-CHF
REECTS.

I RHID TRIVHEBAREZRD. BIHRNAL. BWAMIKERDD. HILSEKIIML
ECONTERELT 3. BEUEHEZBRNICRIZEHTELHIEEAEND, RSB
BRsT - IRENE - (IBE A ENETEHCEBSEIN. HHETENDL ST, 20~40mF
TILEH/)\NEEE I LB 5 TESPRECREMWEICLSREE - KAZET 2.
HIC. BEOFERE XS DHEERDDENH D, Fiow EBHHOEHENE
FHEZEADERFIDRS L H Do

eMIBEENIC. TIEBEIIDE~BRREE L. HEMFNICIEIEETRLHE
FERSBRESIND.

OEEBME I I RIS ERD. BICEIIVEORZHNELL. EIIVA EII VKD
PIREETT %, BRERODAFEEFINSOETIVRZICERT 5.

B

o M5 7 ABRENRIELAILTHY (5mg/dLskE). FROBRFRERNMREEBREZE
. HOEEMEHBRA TENE. ABLAEREEDN D,

oY BZREMIE B ) RESMAE (FHBL) FAEBSHEEDERICE, BLEANSE
(2. THbhE. B2REESIREDABLO 1 BSEHIEIC (HESMAE ZRHE LA
@ B MSEE OFHBL A EES A0 1R ERIEICFDPEE DA MAE Z 585D 5o
E->T. T - RROMBREE - ME7RBRENESE(CED,

O MTPILBLFERZBET Do

o LEFEE(FEHEHPEE hitp://www.mhlw.go.jp/file/06-Seisakujouhou-10900000-

Kenkoukyoku/0000101237.pdf (201753898 1%). 272U REMEIERP-
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® NMAZOET DIEHICEEMDERFIRNNETH . ILIRICITDMBISHEN 7t
R (MCT) ODINTZ2BVD. UEEBIHBNTELENES ICERET B,

SLEYIVELEYIVADABRAEAEZRBICHBING. CNODRSTECRET
DIERDETZESEBIENTES, 932D EIIKOBIENDEAIEEE
HBo

® 2015FD5 [BE#MK &L T. EEBBHONREL>TWVS,

KIRIEE B ) REBMAE (Familial Hypobetalipoproteinemia : FHBL) )

(FHBL1, OMIM615558 ; FHBL2, OMIME05019)

Bz - BE
BREFHEMOELDL-CIE (BE80mg/dLER) THhd.
AT ORSHFS500~1000AICTAESHEEREN. FEESHEHE,

57

® APOB . 709> NIBERBRATF )2/ %329 (PCSKI). Angiopoietin-
like protein 3.(ANGPTL3) DIFBEOREETFINESN TS,

OFHBLOEFH I 7 RBELTCFNDEEBBRHANRKICLDF Y AZTEICRETS
(FHBL1, OMIM615558) 4E#E 7 RBANERINBBR. VIDLPH1OIZ0>D
DHEE LB EZ = U, ELDL-CIEE 2 2. NEBEDBA2R AT >AD
RAGSWZILUHE LI R RAEEEHFHBLOREE L THEIN TS, CDIES
ZRT7FRBAMTPICREICHS LT, MTPICLBEEBEHENBE SN 2ER. VLDLS
MMETTBREHEEZSNT VS,

® PCSKY DEBERKZEETHEIDL-CIMEEZET D, CDBE. IDLBBENDBIN
BWEHIZ, IDLZBEEEENTHEL . LDLORIEATIHET B,

O ANGPTL3 DIRERKEREE I DR TESARE-FESATFOESETHELDL-C
MIEZ =Y 2 (FHBL2, OMIM605019) o JEH Tld. FHBLO 1 0% IREEHESINT LB,
HOLCELRAFICE TT 2726, REMES KB MAE (familial combined
hypolipidemia) &&EFNTND, ANGPTLIEIHFI IS0 15— (LPL) &R
BUN—=E (EL) BM4ZRET 3. iE> T ANGPTIIDRIBILLPLEEL DEERT
EZTBE. BEMEZRETZEEZ5NTND,

REMR - BRARAER

AT DESHRBERMERLEN. 7RBOERICEET 28SICIEIEHIFEES &N
Hdo FHERNDETHCHFREHALHRESN TS,

® 7RBNER(TEERT BFHBLAEESHEIFABUELIOBESERER2L > 2,

877 VNRT AUVNANCE PCSKIITY142XRCO7IXDF >t 2 AERREENZ <,
20~30%DLDL-CIETIZHEL. 90%E < BEWERRE R 7 METT .
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@ PCSK9F >tV ABENKREESHRELFESATOBEEBRBENREINTL B,
ABLD L AJLISEWDL-CIERICEM DD ST BRERRFECAEBZVWRLDITHS,
® ANGPTL3 DEBER KB ERTESHICKLDFHBLT(E. BEIROAPER (IMT) 0

BANB/EINT VD, HOLOBEEBREDIEHEEZ SN TN D,

2 W

o BB AEMEDELDL-CIME CHNIEFHBLE W TE %, £ T 1RFREICLE
LDL-CINfEZ 585 Do

® 1T 7 RBDIFFE (LSDS/PAGEBRUX BN E /ZIFZFND DI AY >/ 70y NTHESET %,
gEIhnE ZOH1 XCHHULEBLO 7 RBELTFOEEZRRT . ULHL,
7 HB-30& V) HEVVEMR 7 RBIFMP (CARLE I NV, £2 T BR7RBABREIN
BRVMVEECIF 7 RBONKHAIZ0%ICHEBET BT F Y 2 1~250REEINCRET 24
BN Do

® PCSK9&E ANGPTL3DMPREDAENTEEICE DTS LA L. MPESDRIE
EROHBLNSESH> T CNSDBELGFRBICKDFHBLZRN U TEES5E0,

® APOB. PCSK9. ANGPTI3DBILFERERTET %o LM L. CNSDBETFICE
RERE CEHVFHBLEA G <R,

8 &
ESHENBZVBSICITEREEELAL. LAHL. 7RBOBLCFEREICERL. SEDHE
ARt &H 9 2BE(C1F. REORECERDERFRZEET 2.

h10370 %% (Chylomicron Retention Disease : CMRD))

(CMRD, Andersoni@ ; OMIM246700)

Wz - 'F
o BRBHELMBRLEERTLH. BRODROMBEEPL 7 RBREFIERTH .
o MHTH. BEADBMSHIIEL,

B B
o/ \BFENS TILIEICHTIOI VOV EEEXETDOICHESsmall GEBTH ASarlb
DRIBICKEAT Do

REMSR - RARER

e M;ELDL-CEFERICETIT 2D MABETCEIFEREREICHD.

e fSiEROBTLTH. MPTCENDLREFFEALRDSNGEL .

@ ABLDERERIEIR (AR L. BERRIRA R, TH, REES. WRESREZZT 2o
CPKOERERHBBENZ . FIEACIIBZ20%EZECRBHDIN. FEEND
ETHIDHRSFEV. DEEESHDBRSLH D,

® ABLEEIIFROAIRBAIRHN T ERBICEREIN S,
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Smith-Lemli-Opitz (SLO) fEf&S¥ )

(RSHAE{EEE ; OMIM270400)

Wz - BF
O IERICRDI—NY 1 N TF2~10HBHEICT A HERYSIEE DS GBEL DT
ERFETHDN. BFALCHTZEEFESHTIF AL,

A r
/-7ERDILRFTO—) (7DHC) BTTEER (DHCR7) DERARBOESR. L2
%D_)Lb{/ﬁib\ 7DHC7)§\J\@%U§E¢§D

REFRR - BRARAEIR

o MBELOL-CIZIERFEBH S 1mg/dLOBRIK FHIE THL TEH B0

o EE AR, BRI FEOREER. \BE. R, DN, L5E. SUE. RETR (B
M) WP, DEEOELDEREZEHT 5.

2 W
® MPO7DHC DI ZERT B
® DHCR? DERERET %o
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® L AT O—IUBTRAIC R DBRIER DBHNBUBNIBRESIN TV B,
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o [RERER (FRRBASHEE. MEEEBEFEREFHEEERT,
@ iBHTH. 6IEEDTRA- | ERDAEE SR ELFESAT DESHENBRADT R
EBA-1 (Apolipoprotein A-1 LIT7HRA-1) REELE U THRSIN TS,

R &

e HDLOEBREMEONU & D7 RA- 1 RIBOBR. HOLEHEREBLANILICTE D,

@ 7HRA- 1 BEFEDDH 1 1BREE LOFEHEIC. 7RC-I. 7RA-N. 7TRA-VEH
BlcH. CNOBBOBLFZRRKICRIET 2H50H D,

BREMER - [BKRER

o LCATOEMABEINDHT7RA- I RIBETIEHEBIL AT O0—IILABNL. B
EEVRIEREERND. SFHTEIHREZLRD D,

@ TV RA-IDIRTEVREERF > RAEENEHDOL-CIEREHSED2H 2T 2o
LH L. 7HRA- I DZEENS < (FEHOL-CIEZ #H T, BEUBERESDEHE
DEL TV, 173BEO7ILFZ NV AT (ICE]RT B 7HRA- 1 Milanold. HDL

LEAT =5 P15



IREEEEAEIAN 2013k

DRRE(LDIER. EHOL-CIEE 2T 2N BELTENRAEZOEMNE A,
ORENT7HRA- I ERFLHET7I0T R—V ANRBICHZEEN S D,
Hf
® APOAT DBICFERERET %o
8 &
o KENIBEEF T,

W

Tangierf® (ABCA1RISHE) )

(OMIM : 205400)

bin - JBE

® BRI IR ABASMBE. ISIEEEFERCALEEEG,

@O THo 100LL EDABCANZEEDREN D Do OEADBEH 31 0RRIZE,
® HDL-CIE I 1 %HRBDEBDD10%(CABCA T ZEABEINTL D, ‘

B B
e MIANDEREI DL AT O—LE ) VBB %E 7RA- 1 LR (TET&ZEE. ATP binding
Cassette transporter A1 (ABCA1) DER(ICLDHERBICERT %,

IRERIER - RERR

® HOL-CASmg/dLKiE. 7RA- 1 6B0HEME (10meg/dLks) &%, LDL-CH oz
BCETL. BEOB NI UES1 RMEEHED,

oY TU0V7—VICOLATO—INMBT BHER. FEE. L > e RERNKEA.
RERES. REORESZRDD. R 71 IITUEREICUERL2T 3,

® BRBIEDFIE) X7 (3HBAT B,

ONT DREHTEPEEZDEHOL-CIAE (15~30mg/dl) #2L. BEUBEIRE
BORIE) A7 HBAT B,

@ HOL-CEEZEFT7RA- I ARIBLANILTHY) . LROEBERERERSD. OHDLRIBE
DERATENIE. Tangien®mN @< HEHN D, -

S ABCATDBIEFEEZRTET 2o

® ZHEEIEHEHPSIR http://www.mhlw.go.jp/file/06-Seisakujouhou-10900000-
Kenkoukyoku/0000101237.pdf (2017838981%). L. BIEXRETEZED,
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o FFEMIGEAF L,

¢ ENiBIEPRDIZHIC. BELEDOEIRBILD) AT 7 779 —%ERT 3,
2015805 [HBEH#RK] £LT. EEBBNTONREL TV,
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FEHLYFYILAFO-LTYI NS YATT5—E (LCAT) REE )

(FLD ; Norumi® ; OMIM245900). &R (Fish eye disease, FED ; OMIM136120)

WG - T

o MABFELILREERT 0. BROMEEECLCATEEE—RCER TS 3.

e BREFI00FACIAKBERTH 3. WRTEORKEENBSIN, BAATHE
FLDZZ URELCATEEN 1 178348, FEDZZ2 ULCATEEMBBRBRE TN TV S,

5%

0 JREBICSENZEHMOIL AT O—NEIRTILT DERTHDILCATHRIET S
BRI, MFERILRATO-ICEDZDBRH I L AT O—ILOENENT 5. AHDLO
FERABRE SN, 7RA- T DRIEATTHEL T ERHDL-CIE (10mg/dLKRE) £ 729,
BEODSTCIMEZH D,

REPRR - RRERX

o HELRIEIELCATRIBIE (FLD) TEAMMEBMEETHEOBEEZZ L. KPB
AE2CEBZHEDH 5o

e AERBNDARBHZEMIEMAE (Fish eye disease, FED) £ (ENZ3HEEH B, HOL
KIFDILRATO—ILEI2ATIIET BalCATEHEFRIBT A, VLDLPLDLK F
NDILRATFO—-ILZITRATIET S BLCATERRRIENZD —BODEDRIBEE NS,

e HDL-C. 7RA-1. 7RA-T. LDL-CHETT D, BERED L AT O— )LD 7RED

BIL. LpXAERTDZENH D,
s

eHDL-COELWMETZRH. MBEILRATO—IILOIRATILELEOET (IEE70%) A
HNE. LCATEUZAET %, LCATOBEDETHRILERENRBHESN. FFREBD
ERREMLCATRIBE Z RN TENEREULCATRIBIEEZZHI TS 2o

L CATOBETTFESZEET Do

o SZHWTE R (FEHEHPEE http://www.mhlw.go.jp/file/06-Seisakujouhou-10900000-
Kenkoukyoku/0000101237.pdf (2017438981). 722U RESEEREP.
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©20156H 5 MEEHA] &L T, EFBRBNONREE TS,

{0

LCAT - P115



5 smE~o@N

SPIECBN T NS EEREES 3 )

e SHLSLDL-CIMEZRI REMSILATO—JLME. TCETCHAEH(ICBBERT
MASEEMAE. 91 7P Ia.Ib NV EZE(LT B BEGESBMELS EDBERNGERD
%EET@T@@WE@5%%%MT%W?%QLﬁ%ﬁ@%& DB,

o HBMBEERIE | BEICRIGE T BEFSNZEMEEDDRIE SN WEG,

® S STGMYE : TGb\SOOmg/dLL,U:E’ﬁS%)%—m\ EANT0I70>MEZRL TV
DCENSG L BMBERERTENNH D BLEORSTINDETHY . HNDORFHLE
BHEEEBIT D ENS D,
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BOHRHETHIXREET B
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SAD. BEAGIRIEUDIREVEEEZR(THIEHICHLHMETH Do,
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Cerebrotendinous Xanthomatosis
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Jibd I 25 €2 iE (MIM#213700) 1%, CYP27ALl B FARZFEKR & T2 HEAKLIEDER
HHEBTHD Y. CYP2TAL iz 11X, I b RUTIWCRET LY M7 a L P 450 B#E#
D—>Tdh D 2T-KEAL#EF (CYP27AL, EC1.14.15.15) 2 2 — K L TRV, Ml & @ JEiE O
BETCHEGTERICLVABBGFEESE LK FL TS, 27-kBRLBEE X, Hikics
J2 - REHBOARICKLEOERETHY, BEXBICLVBEHBOSGHRESTEY -7
(K) . —&BEHEBO>H, =2 —VBIEBEHT Va2 —LE2 R LTERSND D, KREBRHE
T /) 7FF v a— L BOAKRPERL, MIEHFa L A% 2 —LvBN ERTH(X). £,
) TAFa - VBIEETBRE R OREEBRER THDL AL AT v — b Ta -JKER(LEE SR
ORBEZIME L TWDEIN, RKEBETIEIZIORTT 477 40— KXy 73D L, iEH
ALVAZ )= APREICERTLOFRERD ()Y, EFLEa LA — 03K, HFil,
B, KdbfR, MEREORIMABICILE L, RrxRRBSEESEL2EESTS. FTHOMEIE S -
WX, ) TFAF Y a - VBORZRB| T LA DO ERREa LAY — LD ERL
SAOBEFIZ LD EHEP I NS .
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KT A U ER ) BFZEBEN EHE L2 2 EHRE CIX, 20124 9 A ~20154 8 A » 3 I
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