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ERRFHBEMRE RSIW-BREAH
ZHEA

HER:FiRtERmaV AT o —/VIfE (FH) OSEE T2 RN —AR A200~300 Az — AEHER]
S BREOERERBAEEETHS, £RFNSFFRETSHLDLIV AT —/VILEIZLY,
MIBF TIT60%LA LA LM B FEE X, EXFLLLELFMIT10~15FLL LEW, —F, A%
FUEDAVATa— R TFEPBEICITONALEFEE L REDTHREELNSD, T
BFEZDAMEZRAMREZTTIREHLE LD, RABOLDLAVATo—VERRE T,
AREEPOEIIH VAT VIERFEINSHZORBEI R —ROBIELEL
KLU LIE A MDIRZ @S, ERRZBROLNS, FHORBKZBIILDLIL-RT
o—/VELTHVARERRETIRACHE. EEEEMERAEOFEICIVITONSH, Eil
R ~BELTWAEEIEWNEL, LR FZR<ORE2E TR RMEVZ LA RERS
NTW5, —F, FHOEBRBEFERITZFI00%LE 2 b, BEFREENR RENTRZIRS
HETHED., BEFRMOBERITIEN, £2C, SEOHFED B BIIHE C X T 588
BEFRT A —LDERSIL, ZOBRKBRYBERETHZLLUHREME L, — 5T, 5
ZEETOBPRBIZBNT, WhWwAFHOFREREF AT, LDLab A7 a— A REHE{E &
T ARZENHMONDRBIET B (ABCG5, ABCG8, APOE, LDLRAPIEG F) IZb ZL DEFIZE
WTHPAEREFERFROONAZENHBAL, - TEHERAXF—LAOFHELEDIZT
D&%, LDLav A7 u—ARHEEO T 7 ) —#EFERL DI REBETEREOEEK
BEZRIZOVWTRALE,

Fik: EIRKEMBHRICIBVT, 201264 A 5520163 A $CORICERLZRBLDLaAV AT
e—/LMIE (1660 E DS 1013180mg/dILL k| 15EERTEOHZ S 1213 140mg/dILA ) 2 2L,
BEFRETORE DB LIV ERS00FHC LT, Rt — o —2 AW BRNRE
TFHEMT (BLDLaL AT u— Vil E R ERGF 28 2 DB F2M88) 217V, 723V 73k
o—VEDOREGFERDIL, ERYIE R (P& IEE Rlpremature stop], A7 Z A7
R AENLOE Blcanonical splice sites], 7L —AYTZMER) BLUT7TI/BEREZES (R
A R)ERPOBEEERET ALY — M IVEBLOBESEIREIN, hOoEROFEMN
BRETARBORERELUTOERLIHL, MEMEHE L, ., LDLEEEREET
BERFOZBEMIZ, =7V —ABNR<A2T7ET N (XHMM) Y777 %V zin silico
RN R ELT, FHEEFEROFELEE, SOIHLDLEEREFOF P FEEROR
L5 CLDLaV AT o — B R OSEBNIRE B4 X & R a7, 7=, BE
|OLDLIV AT a— L EE & EE#E T 28 (SNP) 4EIZ LALDLaV AT a— L BE R G
FURZRATIZOWVTHEH L,
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LDL-C 2 180 mg/dl, or 2 14b mg/dl in the subjects younger than 15 yr
{N=500}
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R 5004 2484 IV VbW AFHB G X B BMEREN Tz, 25IZ574 IZIXLDLEE &{EF
JEIZFH DA EERENPERIN, OL2TAIFFHRGEFERLEL W, I, mBRERT T
B (SNP) IZE DB FVARZ A7 3B FE B PER I Groupl FE TE OhOREL LL#:

polygenic score

LABILRETH-I-,
All Classification

Group 1 Group 2 Group 3 Group 4 Group 5

(n = 222) (n = 30) (n =210) (n=27) (n=11)
Variable (n = 500) LDL-altering . .

No Mutation accessory Monogenic FH Ohggaemc “Homo™ FH
variants

Age (years) 4519 50z 17 46 £ 21 #1190 37:15 2519
Male 203(41%) 93 (42%) 10 (33%) 85 (40%) 11 (41%) 4 (36%)
Hypertension 105(21%) 57 (26%) 7 (23%) 35 (17%) 6 (22%) 0 (0%)
Diabetes 33 (7%) 20 (9%) 2 (7%) 10 (5%) 1 (4%) 0 (0%)
Smoking 119 (24%) 64 (29%) 6 (20%) 44 (21%) 5 (19%) 0 (0%)
Total cholesterol 303 295 351 423
(mg/dL) [276-346]  [271-325]  S00[277-344]  307[280-352] 1595”293 [3p2-446)
Triglyceride 117 i B
o Toveg ~130101-192]  107[74-147)  106[70-151]  86[66-118] 85 [56-119]
::'139'7 chh)°’e5‘e’°‘ 54[45-64] 53(45-64] 60 [47-66] 53(45-63]  54[46-62]  51([41-59]
LDL cholesterol 223 210 265 341
(mg/dL) [197—263]  [189-243)  2151190-236] 233[07-275] 1516 315)  [225-378]
CAD 123(25%) 51 (23%) 4 (13%) 58 (28%) 9 (33%) 1(9%)
Protein truncating
i 126 0 (0%) 0 (0%) 106 (50%) 14 (52%) 6 (55%)
Missense
e L DL 90 0 (0%) 0 (0%) 70 (33%) 10 (37%) 10 (91%)
Missense
mutation 43 0 (0%) 0 (0%) 34 (16%) 3 (11%) 6 (55%)
(PCSK9)
Variant
(LDL-altering 67 0 (0%) 35* (100%) 0 (0%) 327 (100%) 0 (0%)
accessory genes)
Weighted 048£012 052+011 0464010  047+010  046£017 0.48+020




FHEETFERICML CLDLEEREFEICHVEEERLEROHI, BETERLFS
RWEELHBLULDLaVATFa— AN EHIZEE TH-o72(265 me/dl, 95% confidence
interval [CI] 216-312, and 210 mg/dL, 95% CI 189-243; P = 3.7 X 1079, %£7=, HBRERA
A b EMoT(Fy X 5.0, 95% CI 2.2-7.4; P = 1.1 X 1079, LDLEEFR > HELERIE
YH7VLDLRV A7 o— AH LR 18 meg/d ERIE 7,
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No Mutation accessory variant(s) Maonogenic FH Oligogenic FH Homo™ FH
} OR (95% ClI) Pvalue
Group L tn = 222} L-|:! Reference Reference
G 2(n =30 N
roup 2 (ST _ | ._ 1.0 (0.2-2.0) 0.46
accessory variant(s)
Group 3 (n - 210) e 3.1(1.7-6.0) 0.00038
Manogenic FH ] L
_ _ 5.0 (2.2-7.4) 0.00011
Oligopenic FH .
Group 5 (n = 11) _ | 2.5 (0.1-24) 0.47
“Homo™ FH
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OR for coronary artery disease

fEaE: VWHhWAFHESRAEFO P —EHOLDLEER L EEERLE, LVEELRE
FgE 275 RHU, EERFHZEIB S ITIBRIBETHITOT A THEHTHE
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