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KiEMEa L A5 —)ViiifiE (Familial Hypercholes-
terolemia : FH) 1. low-density lipoprotein (LDL) %
BB L OZOMEEETOERIC X 5 BELERTH
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1. & LDL-C MJE : RKGEHFD LDL-C = 140 mg/dL
#HIILVZAFO—)UE =z 220 me/dL DiFE(F LDL-C ZRIET %)
2. FH 52V IREREBEIRAEBOREE ( 2 BELADIMIE)

OfERME (TR SIEMEZRINAL. 2IBEEFETIIE 555, FH E2HT 5,

O RHEAICIE LDL-C DEEIN H B 7=

EERVEBBEILETH B,

O/ NNRNIGE. REGEL ENBKRERICZ LW o, BRIICIEREE FH ICD W TR

TEIEPEETHD, DEIBU T 2HEEBALFTEREOBRLSEIIT S,
OE R MTBHIREE I$ B M55 A, ZH65mAm CRIE L ~RBEREREESET 5,
QOEBENH5E. LDL-C IFEEICSHETHS & CREESHEK) VOIS,

FH EHIZH LT /NEH A5k oA 7)) —=
7\ B OBE R R, BIIRMALOR. HHRO
HEEZ ED X ) ITRET 202 LoV T, DAEICE
WTiERa Y Y RARBBRELON TR oz KAA R
Tk, AREZHRELT, TERREFRPIIAS ) —=
Y7 LTFH 2L, BFRELZ I LD L LCHHEE
BIGL T, FREZ Y ) 2EIRELIEZ TRi§5 2 L %
Hiy & L7z 4 N AA/NERA S - AAREIRAEAL
FEVEHTRET LD TH 5,
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@/)\EFH OBMHICId. S LDL-C MiE. FH 8 L UVEH
MREIREEORERE (M. AXE L O RBmE
KE) PEEBETH S,

@/EHIICIZ LDL-CENZEE 252D 5 /=8 . 5 LDL-C
MAEDBHIC IZEEE D LDL-CEDBRENF LET H
3,

OFH L2 SN 5B RV TRERAETZTV. Fih
FHER - BEDORZMICBITI2LEI»HZ (HRT—
KXo —=>TT73I)—=X9)—=27 KT,
HRF—RKX7)—==2%9),

PRI S ORERRIY & FH D2l D 22

NEFH AT Tld, HAERD S LDL-C I 2375
FEL TV BN BRI L fkid iz & A L3R
BDHNHEV, ZD70, NREEBER RS T
IR A % 520, 4k LDL-C I ISR o 2 B8
BELEAETH D, %% FH ~7 1 BE TIEE)IRAE
ALV AR B4 B > CRIET 2% 505
T b /NE FH A7 0 OBRFZEIC X 0 1058 5
L ICEIIRELASEITS 5 2 8. S 5ICRA Y F VIBBIC
L) ZOEFFHIHITE LS BB LPIIIRATVREY,
Z OWERE RIS I &, Wok T FH B% 0 BIRIEALE
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FEEIAD L L % 2. /NE FH 20 - 1EHI8EH A9 e X
. REW 7 AT b UG TV 2,

/PU FH D2 i L e

DASET 2012412 H AB IR (b2 C/hE FH A7
O OBZWHMENRE SN, ZCTRRLFEEOBV
LDL Z B OERE R %12 & 5 FH A3 Jeto A8 Pk i (2
RET B0, BWICE L TEERENBH STV 5,
KBHETA FO/NE FH Bhisk#E (F1) HIEARMITIE
INERILCTH B, REHEIZI Y FHATBDOAL 5T,
FHAEDBWTE L7250, /NEFH OB & 5 1E
L7:c & LDL-CIEZX TEH T AH2% /AMETIEIHRIL A
FH—=)V (TC) ETHANMEINILEAE DL VDT, 95/8—
A NMETH D TC = 220 mg/dL HMZ 5N TW»
%o 1 TC IMAE DY fr. Z2BEREERIMN % 17V Friedewald
R TLDLClizRkDd 5,

K1 CFHZHo 78 —F % — b 2Rd, ZWEiED
JHH 1® LDL-C = 140 mg/dL 3 X O H 2 ® 2 #& DL
WOFEE (FH & 5\ IR E B IREEE) O 2
Wiz 4. FH L 2§ %,

HA 1 0AOYE. FstE (XM BIRIME 2 Bib
T 5, ANEO kMR LDL-C MfEld. ik a3 0
iz, BRI S 5 & B EHE & A
L. RIEFNT 2D T RE SN LB05% 4 o5, L
ML, ki & LDL-C = 140 mg/dL O B4 5 7 Bk
A SNV, L7 T, /METLDL-C #5140 mg/
dL DL L& 13 B2 > T, 43 FH 25\ 2 3
SR TREREZIT) 2 EBLETH S, FH BV
DI BETFREEZT B ENLEE L, KIREDS
BOOLNZWHAIE, F2I1RT &9 %% LDL-C MjE
PRI LEBICOWTTHHICENT 5,

[{ U LDL A AREETER %24 L T T LDLC 28
EVIEGI A S ER AR TR0 5N, F2 N
B LDL-CHEDZEH I KE WD T, HH 20DADY
Hix 32 HUL LS THEIN © LDL-C DMAEZ4T 9 -
O E, LDL-C = 140 mg/dL TH 5 Z & H
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LDL-C = 140 mg/dL

2. 2HREFELINORIEE (FHH 3 WV IEBRRUEBERESE)

CFMEh | RE1 2 AT

!
e

ANTOEERE
FEHABOES 10%
HEAREREICLY v v
-C=
y Yos | tPLE anan? dL LDL-C < 100 LDL-C 100~140
FHEEL (mg/dL) (mg/dL)

lNo

BLDL-CIE & & 1= T &8 (% 2) |

!

T Ves 1 o | FHORTAEME (R |

sl

meEE " |

v

pall

PRIHE L VS FME M
(BEFREZZR)

K1 /PRFHEZEO7A—F v — b

X 2 & LDL-C IfE DRI

FIZ1 EEE
J+0—7v 7

* 1 LDL-C =Z180mg/dL »' ¥t § 3156 IFFHME & 1834

BiERE

E3 £

EE

FERIDRA > b

2 N2 FO—JVIE
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MR C & X FH L Wi¥ %, LDL-C 25100 mg/dL
KioWA1d, FH oW iERIEY GEELTWRW)
tEZzon, MNEMoO 70 —7 vy TEAELT 5,
LDL-C #%100~140 mg/dL O¥p&riid. HIFEITh 7= B 5%
WElg: (L7 THHEIC 1O LDL-CHlE) AARET
H5bo

IRFHDAZY) —=V 7

FH DA 7 V) —= ¥ ZIZ19904EAC I BEAR T T D 1
NEB/BTIRPARZEZFAHL = N—H VX7
V== rdrbit, £ O/NEFHATUMRERIn
727 L L. BESRHEENABLASS1E. FH & 28
SN - BEOREMAT2S FH B - BE 2R
LTV HE DA —FR2 ) —=v 7)) BBERNT
Hbo B FHAZ Y —= v 7k 2R L L b
FH & 3 W S W29 A SRR 2 47 213, /R A
I FH OZWRIEREWICH LT 53T Th 5, B,
AR FH AT T3/ SR SRR O FIREETH ) &
HWRBEAZT 5N,

HAr—RAZ ) ==V F A7) BRICENTIE R S 7%
WOAS, FH 28 et hEEEEERBTHH 2 ETH
%o FHBASFH AT THNT50% DR TTH FH A
Fakizh, MELIC FHATF2THIUE, T1325%D
ST FH A€, 50%DMRCTCFHANTOL 25, I
BT IUTEIIREE L IR R TR TE B DT, N A
VA7 OAEIERLZ TV EL L B10%E T2 (FH
REGL DRI BWTHIEPEE L,

% BEEEHERE LCOMED Y v &Y V7D
HI 2 B RN AL 9

2. /M2 FH = EDZ W

| A b

O REirOEEERES L IRECEN 5 ).
LDL-C ffil$ FH A7 0 T 3 AR PO RIEDH 2 15
L5 %,

@b L VB, 5 KT 5 FH REBIETIC 2 D0
FEEEREET 5,

/PR FH € OEIFRG

/NEFH A EIZE & LCligia & FH R REE T2
BEZFHNTHB Y, I LDL-C fEid FH AT 2 Th
LMBRMMDOFRIHROR 25 & 0B 2 &H SIHRIIZZH
XN b, KiGHEE LDL-C 1Z@%500 mg/dL DL ETH Y\
400 mg/dL Pl FoO¥ié, FHAREZEED . TE ALY
BB L OFKEOIMGE LDL-C ki, FI3MEEs)
MR BB 7 & OGRS OREFE, MM O A I O R AT
THb, FHARETIZAGRMOFER L E 2 L8
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e B A EAEOHEHI LITLIEZZO & -0
e D, MEETEEAE, 8 (i) R, BEo
WEED FHAEZ2RRT AR TH S, Zh o3RI
75O LDL-CHETFHEIC X Ve s 5, Tl fo if 1330
WHHRBIIZH I 2 wads, FHAF T X ) B 5
W LEEICEES %,

FH &€ D8 s 2

FH R R T 2 D O EIEZE RS 2 D DAL T
WCE 7208 THER S NIIE, BIETZWSEE L % 5,
FH OJN & 7 % &5 T-12i&. LDL %%k (LDL recep-
tor) #I— N9 5% LDLR, 7R KEH B-100 (apolipo-
protein B-100) % 2 — F 3 % APOB. proprotein con-
vertase subtilisin/kexin type 9 (PCSK9) #2a— F9 5%
PCSK9. ZDfiirits Sh=Fi- @izt & LT sig-
nal transducing adaptor family member 1% I— K9 %
STAPI? % %o WIEMERN12H 5YA I FH A
T, WHHRD2O0H %G FH A€ E 25, FH
DT & AEIZLDLR BIZFESIC L 205 bETIE
FH N7 9 D 5 %I EH PCSK@En T DB e jE 15 A1 48
Bz X b, APOBZERAZ X % FH WK AT v as,
DOVETIERRETDH %,

wietm ARG Ea L A7 a—viniE (ARH) 1 low
density lipoprotein receptor adaptor protein 1i&{z J
(LDLRAPI) OEFITRRT 2% ftk s s mthi i
Ty ZTORERAMIBRYIZIZ FH S TORBME 22
A AT TH LM LDL-C MEZF £ X 72w, ARH
FIFICHT, DOETIEBIOHREDHTH LY,

FH R B EETZH»OUTO L) ICXNT 5554
Bhsb (F2), WHEOAKBETFIRIXFBIORELE2S
EIZLTEY, FUBEETONR UERN - OH L5461
True homozygote (ELMEREHEAIR)., HUBEETTH
D7 B RO A 1X Compound heterozygote (£
BEANTUEAKR), R bEETOMETOY A
Double heterozygote (¥ 7V A~TFaHEAK) LI,

DAETIE LDLR 5 & PCSKOWSREMEIS T A TIZ X
%5 T NANT OESROBEIRGE S ST 595
LDLR\Z & 5 EPEREHAKRD LIEEAT a1k
WZHEREBRSE T, AT F 7 EDOFYPIRDAO et
72T, 72 LDLR ERD2OOBETY .
FEIR T AIZE R (receptor-defective type) Z584r/KIBZE
# (receptor-negative type) L DEEE SN TWwb,

BIATFARIZ X D IEHHTT 5 SO R % 5 729,
FH R ED DN LG EIITE L5 BIETERZMEE
THZENLET L, F72 Double heterozygote DIe
X, FH AEORBBDBF B, SEIEL ) 5. STt
WIEEROYEDH 5 % & KRB OBIRDHAL R X >~
TWVBIETERIEDL L W ENH 5H 2 EIHERET b,
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BRedStsaL 257 0—JViE
ARH (autosomal recessive hypercholesterolemia)
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2 BRARMICFH R EESFERTEGCTFEEOHEAGDE

2o EcokEdim

FH R EORRRBICIZD 2 REOWEADH Y. LDL-C fE
25500 mg/dL A T D En TN 5 FH K€ & 3B
SNEBEDH D,

FH &€&, /NEED S IRMELAE - KBRS A
IR 1) 7 EoBIRMILER B sEaucHEsr L. M2
THHFERT LI LDOHLIEWICTHEARLOBEETDH
5o F72. FHARETIXIT E A EDOFERINC L )E 15 il A
Rohs (X 2),

B0, BEAEIFEHTH 5545,

LDLCfﬁf)‘FH’\TU LCTRRREIETH S %L,
FH R EDEEDLNLYAEI1CE. HARBIRM LS OFH
F =1 (ufgﬁﬁ‘@ﬁ%ﬂiﬁ‘ VHEHTH B, FH B

W REZ it i% & U E O — I H AR B IR LA A R — LR —
VEzsREnw (http//www.j-athero.org/specialist/
pdf/fh_institution.pdf) o

B, FH A EE/NBIBMER SRR I A, 58 HE
THd ) EREPEIZT N5,

AR

W& b2 FH AT U ORI R E S e W&t
ARH 235tb 5, F/2wENH VOB E LT
MERW AT O =V HBEMETH S T b AT 0 —IVILE,
MiEI VAT 7 —IVhifl & 7 5 Bl il RE AT 28T 5
N5(E2), By PAFyua—VIETIEI L AT O —

NMAEDZEB AR & <, LI HIC FH & & [ & o
LDLC i & Mtz 232205 2%,

3. /MR FH 2350 2 BYIREEALTE 7 B o0 FT-if

[ RA

@OFHATONERTT7 XL XARIBE. BEIRFEIL% R
HHBERTBHMER BV ATHNALRE %
TODOHEX LV,

@ FH R EDER TIHIBRBIRELRE P REIER T
37-%. BMEICL 2 TN L 5 OERE(LIERRE
DFHENDETH 5, 450, SEE TRIET 2 BB
B, KBRS - FEREES L OB - BREBKENAR
BOEEOFHEETS 2 EPHRIND,

ONBTRTEBLIHBROTEL R TS0, BEK
,£ (BEIREBS ERE. R ORBE ERE. 85

BRRE) #PDICKRET 3,

O'JZ\EH%L: I3 EEAR CT CRHBREENDX V) —=>7
BTV, BEEEROIBEARARO L. BERES %1
T95,

FH A7 1

FH A~ 7 1 TI/NEINZ IS B IR B O FERE S EE 13 A
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ROH R RICH AR TEIRBALNZ DR ISETT %
720, WERHCIIEIIFRBEN A 21T o SHBIRE
HRRETOIRER 77— 27 OFFfE, 7% L ARIEE %
860 B Y e S BIRTMEAL R L oo ] RE 1 & Bk o TR 7
BAEZAT) ODEE L,

FH &€

1) Mz

ANBHITH AL 9 2EEIRERIC X 2 BIER E L
Tld FF1ERE DN - AR EIK, S - £ PO
BORD S 0 EFHC L DEEDOFEIZONTEMZT 5,
KR A (PAD) 2B L TIERATIRR O T (I
RUEPEAT) L ERHIC L BHROFEHERZ T 5. KRER
I+ I LIRARE TR ERE O BV O G %2 W55 5,
2) BRERR

LB RGE B O BARFT RAZZ L5, PAD TIEBIIRIA
oA RIS MR L. FRICTECCIIORBE, e, 2
TEROMEZ, L TFHEomAFL (ABI: ankle brachial
index) ME%1T 9. B TORBEYRF O WU HEE 1
KEPIRF - o0 BARZAE,  PURLE) IR O 14 4 S 3 B IR Sk %2
ZRED o

3) HEALFRINRE

SR ZEREIZIZ CK-MB, b R= > T o EHNR

AT A

BEEFRDER . bL vy FIVE w7 Es Ao E
M2SHHT®H 2705, KRERF EIRZBITER T 25650
B DT, Tl $ B FENRECIEE & AT CREIRT - I
EARZERE DA D FHAMIRIZAT 9 o FHFE S NIz OF RIS
LB LEMEED) A7 IEET 5,

BER L AMEIIR, HECSEY IR O BYIRFEAL EE O FH 12
HFHT, 79—/ OfFHEOHEE N - PEHEAKRE
(IMT : intima-media thickness) DZEALTEHMI L. F4E
HIGZEALR S ZRET Do FEMBECIEOE & AT Tl KB
MR - I EARZAERE DB W, OBERERHE 2 17 ) o

CT (computed tomography) : /& FH 7k & T3 i
FWAERE L gEROFMSH.OTH %, wBIk
CT @R L 720, NROBEFZLERIZH - T
FiAT9 %o

MRI (magnetic resonance imaging) . MRA (MR
angiography) : KEIIR. KWK, SEENIROBAEIHE O
WD HRE L 7o TV b, CT R MRI BA TIEEHR IS
Ko THFLE X LEL T 5720, FsI 5wk
INHEBPLETH L,

BB

BRI DHEAT 2 Bk D Yoty M & T IR D
g Gl 208, HIREZ LY S5 K,
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EENIRE A RED IS 613 ABt L COE B IR i 52
(CAG), /it - REIRIER HATI o

4. /N FH DiEwk

FH & Wi, T& 57200 R AEmEEO#K
BE {7, LDL-C DT %2 &0 72 BkfEibo Y 2~
DRI BD B o EIEBBOYHZ L BEEIT5Th
WHAITIE, 108 % B R ICEYHERG % BT %0 /N
W FH AE1E, EMEE KL, SEWHEENIC X 2 Otk
2RO, A0 LEEIIZse M LDL7 7L
A%WIAET %0

(1) &£EFBROGE - 58
EEP1

O CEX3/1-REICREEEDEFTEIBICOVWTIEE
T5, EMEERBEOIEBIMET 5,

QOEEHA MENBRIEER. MBICLAEBET B,
I xIF—eEE, BBRF20~25%. &KIL450~
60% & T B, BAFAEAERIE T X ILX — Lt T 7 %Ki
(2. AL X7E—JLI3200 mg/ HERMICT D, bT >
ZIEMERDERISES T, BAREZHRDLE L, X%
+RI2EB,

OMEEN R EELBELHIET 5, SEGIERETIZE
MIxNVF—%HIRT2LELH D, ELVWVEEEIE
ERIFICEEEED DI B,

@EHEL  EENTIBEDOIBZ &, T L THKET S
ZEEBETY,

OBLT & HENZEDRAL - HEICH > TEEL L
EERET S, 7. KEPEABOHH 2B TRER
EHBRALET 3,

RGO 8

FH L ZWishiud, TEa720RMcaFs a0
BB ARE L, 2odEREET 27, 2hud, FH
FELATOBEETH S, Lo L. EIEHEIUES
NTH, ILDLCOBEME TORTIZL L OAHEL
Vo TOYE. EWEEEZBINT 525, & SICEERT
RLDL7 7L ¥ R%&#ET2Y, £/ Tho50H
WG D AIEHEIZOWTOREZHKETS (K3),

FrfETL

1 HOBR T AV F—iZ, B TR IZKER. 4
BB UBEEY L35, B KEORNZ &%
AH S EHE, WEEZ i, WL v {,
FHNTG Y ANZOWTIE, BRI B PR A4 F
5407 Cid, BMADIRERFEICS LT, Bl
F—120~25%. ALY = &V F—50~60% % 3%
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| EBBOEE "

*No

EEEBEDEE?

EEZIBOIFER
J4+0-7v 7

|

LDL-C = 200 mg/dL

740-7v7
——
| LDL-C = 180 mg/dL | No

2 ELERE<
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No BBt 2 mlE

l Yes

LDL-C = 180 mg/dL | g

lYes

BFE &85
(EMEEEER)

| EWRARIAY £EEERR

@~

1 BREEDIRERICLDL-ClE# FHMEi § 5, 180mg/dLKRFE CH N IE. EEMIC 740 —T v T T 3,
EEBEOREEE L. FIC3ERRE. LDL-CEZFHET 3,

BE—BREEX2F L T2, RIHENP SHAT 5, PRUBEBIREBORERE S /- IHERREEH L
TVW3iEAIE. BRICEEEZEETH 2 140mg/dLkF 2 HEHET 5,

®3 /MNEFHATFOESEFICHT2EEN7O—Fv—k

LT 5o 20154E R A SHEIUENE" CORRIL T AL ¥ —
o BEER1320~30%. ALY D Z1id50~65%TH
D.ZNE 1B OT0EU EEFCTHETH S, Thbb,
ANEBIZBWTHRAICHE L 2R b TRVWEEZ SR
5o

LT = VI A S D B FHHERIE Y
TlZ, I L A7 a— )VOBHIRIZ DWW TIERHE AR
AHHTHRVWELTWA, LA L, THhidss LDLC I
FEBZIZEMTEES VW EEX LMY, HABRE
%4 Tid. % LDL-C fiAE 2R % fgdRE & L T,
MBI = ANV F =L TT%RiE L, T v AR
B OBEEILIH ST, 2L AF T —)1i3200 mg/ H I
KET% : 2: %:I}E';"% Lfb\ézw\zno

INB TG e EFREN L VO L HETH 5, I
L EORCRALIZ X ) IRPHEIE DS WEIICH 5 DT,
R L RKIEME D LEZOIZT 5, bbb, [
GHARERY —OEF2PLE LT, FEEHVR L,
B3R, RO (). Bz Ng Y ARSEINT 5
T EEREET 5, SHEIGAEIC O EET LY,

5ok 5

FHICBWCHMEAKREX T2 L0 EETDH
%o M. B IBIEIGER ERIENEIC B VT A
FERELRT L, TF4BIA M AA VMRS 2 ik
T 227, NEOMoR E R, TR, ER. FEN
OREHERE & LT 5 T P SIS
NDo ML £20%. SIIE = 15%LLNASHEIE 24kl &
ho Tl FETYI A MNEIME (FBEiiEm) 80

em BAE X PIBRRN SR O T R AT

Wi DYia, HENT ANV F—PREEZBITVWE0
T @WRICR T BRENZZ L. AWK T
GRWRED (2B TERET 5o /MBI IZ H BHMMA S % 0T,
B DFEFEXYGEE LR e 72720, WIS Z B A9
BIED DT Do EEE AN T IR AV F — 2 i 9
BRBN D %o

FREhRE L

FH A& ER TR Tl LIRS AR 508 B R %
HBOAZ ) —= v VBT 723 E 21T - Th 5 EHR
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