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FliEtkE a L 27 o —/)VififE (Familial hypercholesterolemia; FH) 1%, 1) mLDL ==L 2 m—/L (LDL-C)
MiE, 2) FRMEEEARGER, 3) M REEOEL3EME T oW RakEEEEETHS, FHlIX, EBTORY
IRV FIAE L, AR D RELL-CIEAR 23 5720, SBIREE (Coronary Artery Disease; CAD) 72 & OBk
ALPER B OFAE Y 2 7 NIEFITE D, FlIE, HRAKEHREREERETHY . ~7 BFHEAE (HeFH) (Z—o20i#
GBI L > TRAE L, FEFHESIE (HoFH) I LB sl FICEREET 52 L TRIET 5, BUEE TIT,
JFEIRE R & UCLDLEZ A (LDLR) . 7R Y REHB-100 (4P0B) . proprotein convertase subtilisin/kexin
type 9 (PCSK9) SH B2 > TV 5, P, S H X 0 ELDL-CIMAEZ /7R3 2 & x5, CADZR & OB IRAE (L 5% A,
DV AT RENZD, RENCHIRRICZIET L, s RInRE BT 2 0ERH 5, 0D, BIEFMBITIC L 22K
DO CEHBERMBEL EDDEF A D, £, MOBARMEIIC L2 EG0HEE LT, KRBIARFFHRARE (Aortic
Stenosis; AS) D3I BTV 5, ASIX, HeFHTIXHIRAEEREIZZL A, HoFHTIX, EHHHR D b @ WOEE CHRIAET
LT EBMBNTN D, HoFHOASIT, RENREEICIEZEILE 2380, KBRS REseE 4 g Icaif L Tnd 2
EPHESINTND, ZAUIFHAREHEEN D 5D TRWLDL-CIEZ R T2 &b, Bk k23 Gl 2
TT50THHEZEZLNTNDEN, TOFEMIOWTIIHL DT> TV,

PLEd X 51z, FHIZHeFH, HoFH& 12, 4 L 0 FIE 3 2 BhRGE (L O & 2 B (ASCVD) % TBA3 5729
o, RHIBW - BEEIT) ZENEETH D, FHICKH LT, #ETTOMBENEIRANLHE SN TE Y, #is
TFERBIOZFOREBIZRERHIREND D Z ENHLNIR> TEZ, AFERIZBW X, BRIZBIT 3BT
EREFEICOWTHL N L, BEFMTICE Y. HEEMZ RENCRE L CRBICERET 2R ED, 74 7—
A— RIGEEZAREICTE D EEBLZBND, BT, ASICOWTIE., SEFE. MEMEASHAHEM L TETHY . FOEE
DWW TIIINERCLDL-C72 & OBIAREEL D U A 7 R T OB LA D EEZ LN TWD, LA L, FHOAS & ks
PEAS DIFRZE DIFET DOV TIEFEHNIZIEI S Tt e,

F1IFETIL., LDLRRPCSK9Dpathogenic variantsd X OMikely pathogenicZAIER L EFH L. WAL ROEFE
WZOWTHRHZITo70, & L TPCSKIBIB T DOEREBIRANY 72 b OGAACIRIE~DE G2 oW TR 21T-
7oo F9. ERRZ W CHeFHE W SN 7o BEB0IA A X R & U LDLRE X ONPCSKAZ DN TR TREZ R L. &7
MR CIEEM, 7V AEIEE (ATT) | CADOA MR LHFHE & OREMEIC O W TR LT, MR, LOLRB LT
PCSKIDIEEIE R DOEIBI1L, FNFN4A6% B L. 8% Th o To, LOLRDFEIERZA L TV EH L, CADDORIE
N E DTz, ETo. 1T%DMERIT, HEDEWSHEED 5 D1 DD LILE WNERAZHF L T\, Th b Dk
ROZEH L LDL-CfE, HDL-CME. ATTAEJE & OBIEIZ DWW THRFT L7z,  (c. 1845+2 T>C, c. 1012T>A:p. (Cys338Ser) .
. 12976>C:p. (Asp433His) . c.1702C>G:p. (Leub68Val) . c.2431A>T:p. (Lys811 *) ), c.1845+2 T>CIH LY
. 17020>G: p. (Leub68Val) ZFH T HHEFIZONTIL, MOLDLRER 244 HRE & i LT, LDL-CIEAN A B IKE
Th V., HDL-CEBEZITEETH o7, c. 12976>C:p. (Asp433His) ZHT 5 HBE TIETCENRE < |
c. 1012T>A:p. (Cys338Ser) # A9 2 BE CTIIATTOREL TW=BEDEIENE -T2, £72. ZHHD52DHKH
ZEHLI AL T T SAL TV DB D m VRIS & 3R 5 T T,

WIZPCSKIBART- DY 7 2 b3 L ORI R O 530N e & OB PEIZ DWW THRET L7z, ERIRZ I CHeFHE 2
Wr S AL R 2694 A k15 b U, LOLRE X OPCSKAT AW TCHRE FRE M L. BEME. 7% L R peE
(ATT) . CADOFEME (30a%Lh E) & OBIEMEIZ DWW TRET Lz, #E%. PCSKONY 7o b E IR A R4 BT
BHLTWREE PCSKIN) T 2 N ETITIRHIER A L TORWERMER T, CADDORIERICHEZEITRD SR
S, LDLRERZHTHEEOH T, . 106> A :p. (Valdlle) NU T2 FZ2H L TWERETIET, ATTL~ULIZZEITR




DENAhoT=2, LIL-CEREZICEETHY . CADORBELHEEICEHE ThH o7, LOLRFRIZER L c. 106> A :
p. (Valdlle) NU T v hOF T AT BRI, BRIICHFHRFREZ RT Z L2l E R o7, ZOREKRRE
RIS, PCSK9L LDLRD X T )V~T a0 BEBPZBD LNTIEF TRz L 2 A, AX T URERCZEITT
R EDIEYERETITF R BITE LN o722, PCSKOFUAESR (mAhn s <7) OFRGEEFMHBLI-E 25,

TC ; 86 mg/dL, LDL-C; 32 mg/dLE TR TFEHHZ ENTE T,

B2 TIX, FHOADMHE L LT, FRICFHAEHEG K THE O EWASIZE L TFHIS K OFEFHIZ 35 1T 2 ASD I RE /Y
FUZ DWW T ORRET 24T o 72, AS %7 2 KRENIRS @ HIE (AVR) O FHTIRF I3 BRAR A 417 > 7 HoFH3f . HeFH3{,
FEFH 18 1] % F G REWAR IR AR DI BRFHIFEHT 217V ApoE, CD68ITxt 2 & Hufk 4 W THfEilib F i
K BENT &AT o 72, fEF, HoFHIZEB W T, ASOFRIEFEMBRN Z & AR LILE ORE Z R AJK(ERX a7 K
<. BHALORREN S -T2, EHIT, FADASTIE, =7 07 7 — Y TEEHT HCD68DILAEERAIL, REIWRAIC
RO LI TWIZAEFITIE KRBT O TR AEMICRD T,

ARG DR TR OFER NS LDLRDIRERZH L QW BT, CADORIEEHMNFE L, LVEETHD
Z &, F£7z. PCSK9 c.94G> A : p. (Glu32Lys) JRIIAHEE L e, 106> A : p. (Valdlle) XU 7o b, B TrIb
AU 2 FHOJRRE 2 2 LTV 228, ¢. 106> A @ p. (Valdlle) NV 72 MILDLRBHIZE RN MDD 5 & XY HoFHifgE D
HERREZ R T 2208 RENT, INHOERIT, BHARAFIOBZW, & HICITEECITCADO Y 27 OJF
MEIZERTEDL Z ERRENT, LERoT, BEFMBTEAITO ZLICEV, EEEORWERELFT HEHIC
I, RHNCEMIEE LG L, BEICIDL-CEZIR T S5 2 & 23 A 6 &ﬁé F 72, FHOASIE, BAFE 72 S LDLILE
OREEIZX Y, REWRF ORI TIE A < BHEMIRIER L OF L7 7 v — AMEEIIREC N EE R ER TH Y . N
PEAS E IFEMNC AL B2 D Z E 3R X fz, HoFHIZxt LT, B X 0 B IZLDL-ClEZ 2> hr—v 325 2 &1
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