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(HE] B XELMEIFMAE IR (POAG) B ¥H ABCAI JEFH 4 X A5 7 JE 17 40 T, BT ABCAT 3%
KA ER B 5 7E POAG B h iy mifEal. & RIATATIEMEAZI B9 5k, A 2017 4 3 H % 2018
A3 H LIRS B AR e HR E SRR S BE 12 i) POAG SB35 398 1], I 48 S5 [R] 11 gk 12 1) 4T % AR ¢ i) IS e iy
fa FE Xt HE R 198 Ao SRAEZ K SN EFRIKIM 2 ~ 5 ml, $2HCE 41 DNA R 42 40 870 )5 (WES) £ AR %t 52
K& ABCAI JEH 50 4408+ X I AT JE [A) A8 S i AT P M bt . &5 R POAG &35 ABCAI B H A7 dE
] SCAE S 2R 6. 8% (27/398) , K L 21 A F A Al AR i i, o A 4 A8 5, A 4E ¢ 4310C>A
(p. Thr1437Asn) . c. 3772G > T (p. Aspl258Tyr) | c¢. 775A > G (p. Lys259Glu) I c. 1507 _1508insGAGGT
(p- GluS03GlyfsX7) . filt 3 Xf f35 ABCAI #i A A8 SR % 2. 5% (5/198) ,PGAG [ % ABCAI i F 78 54
R TR IS, E RA SR L (Y =4.72,P=0.03,0R=2.81), %5 ABCAI {4 I [F X 2%
55 POAG RIA — & KRB, B & T ABCAI JLIR (% A 2L 53 .

[k@im] JFMmB SRR/ LN, FEE AR, DNA JFHI4 /07 B Ak A8 5 &4 8 7%,
ABCAI H:H

E4TH: BXAKRF¥I45H (81430008, 81790643, 81300802, 81670853, 81670895) ; [H KK
WEEFF R H (2016 YFC0905200) 5 VU JI| 45 BH3 T2 4 W B (2014520169, 201550052, 2015JQ0057 .
2016HHO0072 , 2017JQ0024)
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[ Abstract] Objective To explore the rare nonsynonymous variants of ABCAI gene in primary open angle
glaucoma (POAG). Methods A prospective cohort study was carried out. Three hundred and ninety-eight POAG
patients and 198 healthy controls matched in age and gender were recruited from March 2017 to March 2018 in Eye
and Ear Nose Throat ( ENT) Hospital of Fudan University. The periphery blood of 2—5 ml from all the subjects was
collected for extraction of DNA, and rare variant analysis of the ABCAI gene was conducted by whole exome
sequencing (WES) data of these subjects. The study protocol was approved by Ethic Committee of Eye and Ear Nose
Throat Hospital of Fudan University and Sichuan Provincial People’s Hospital ( No.2016-32-1) ,and written informed
consent was obtained from each subject prior to entering the study cohort. Results A total of 21 rare
nonsynonymous variants ( minor allele frequency MAF<0.01) were detected in the coding regions of ABCAI gene in
27 subjects of the 398 POAG, with the detection rate of 6. 8% . Among them, c. 4310C > A ( p. Thrl437Asn) ,
¢.3772G>T (p. Aspl258Tyr) ,c. 775A>G (p. Lys259Glu) and c. 1507 _1508insGAGGT ( p. GluS03GlyfsX7 ) were
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four novel variants. In the 198 healthy controls, five rare nonsynonymous variants were detected in the ABCAI gene

from five subjects respectively,with the detection rate of 2. 5% ,the detection rate of nonsynonymous in POAG group

was higher than that in healthy control group,showing a significant difference (y* =4.72,P=0.03,0R=2.81).

Conclusions Rare nonsynonymous variants in ABCAI is associated with the pathogenesis of POAG. These variants

can enrich the variation spectrum of ABCAI.
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Z AR M FE R ( next generation sequencing
technology , NGS) I 1152 B T 4 PR Ko 1 b 3 £
Y H bR 428 7P (whole exome-sequencing,
WES) & NGS () FHH AR Z —, AhE FHREIEHA
DNA bR & A4 ol At o Bk N24h
8BS R IERA I L 1% , BHFERBR
24 85 % (1990 I3 B 28738 31 5 G A IX B A8 A K
VIAE 1) 4 55 A 4 2 BX 4 BT ( genome wide association
study , GWAS ) J& T4 WP — 5 WA SR, 76 Rl 5
I 7% PR AH DG B B DL A S [ g /D S 67 Ak DR A R
(minor allele frequency , MAF) >0. 05 ] 75 [ L5 7 1R K
HE R, L R) B B A2 S R X TS A0 AL s
FTARRE AT 4 U4 ™ T A 38t % e 2 R S A K B
B NGS FORRY K, X Hh 5, #8228 > 5 R 21 i i
FrWE 58 2 ¥ 4 2, W 58 & W M A 22 5 (MAF <0. 01 5
0. 05 ) X # DL %5 1Y) gy S Ve A — 5 52, mT LA R K
HAY AL e e L R R PR O A R T OB IR ( primary
open angle glaucoma,POAG) J&IIfi K _F 8 UL ) &2 2% 5 i
Z— H KL = A 1 R B T ARE R B 2 A WE R
IESE ABCAI Jk I % UL 722 5 5 POAG & W 47 1E K
BT H AT O TR A AR ] A 5 POAG g %
R A WARE o AT IRV ABCAT K& A 2 1% IX i
AAE) A2 FAE POAG Hr iy o0 A 5 00, O itk — 2B BF 5T
ABCAI 5 POAG KRS FH

1 ARSTE

L1 —ser

R FRTHE PRSI BT5E 07 %, T 2017 43 A 2 2018
AR 3 U 53R 5 HOR A T T IR E S5 ) % e el 12 1
KB POAG [ 3% 398 fol, Hovh I3 257 3], 2 141 f3i] 5 4F:
WY (48.5+16.3) % . [R] 140 55 B= Be A K Y fakt B X i
198 AL, HAp 3 106 A, 4 92 AH#Y(61.0£9.0) %,
2 LSRG AR SR B O3 A 2 S B R G i e L

(4 :1=9.92,P=0.00; ¥ 5 :x* =6.77,P=0.01)
BT A7 52 K o 2 5 2 MRS B L 6 A T W2 A
(optical coherence tomography, OCT) K £ 4 [H By IIfi IR
A0 EE A= RR VR Ak 08 A0 IR H 18] ( electroretinogram
ERG) K 45, iy [6]— 057 R B B2 2F 2 B8 POAG 12 Wb v itk
iz, Z BROCHR [ 6 ] 1Y A5 i d 37 POAG 20 0 fgdt BRE X
MR L A A FIHR R e 90,2 1> 4 22 R B g ot s 4 i
e LA 55 42 B PEBG  o AS OF 58 A (b 2R ik
B LR T B A BRI B B B A g 1A A
[BEBEfe P 2 Dy 25 W A b i [ 4k 305 /2 (fF) 2016
AR5 32-1 5 ] B A 2 A ik N BA B i ) 45 2B R 1 [

J=
1.2 i
1.2.1 FEF 4] DNA $EH0 R4 = K & S5 J # Pk

2 ~5ml, & F EDTA-K2 HrE4 o 7 -20 C &4 T R 17
Mo F RSN i P 2 DNA S B0 & (b st RAR
AL B A IR W) BB R BCEE 4 DNA, SR
NanoDrop 200031 5 Ho e i F 4G E
1.2.2 WES KA WES $/E & AR BF 5% 41
Ay i Jy ik AT . A wANNOVAR (hip://
wannovar. wglab. org/ ) ¥E £k T. 5 %F I 3% 45 W ik 47 72 S
TR MK AR 4 S A 6 BB E (dbSNP . 1000
Genomes .ExAC database .gnomAD) 5 if] ) MAF X} i &
A8 5 (MAF <0.01) #E 17 G 2, F AT 12 4> 75 & 1 F
( SIFT. Polyphen2, LRT. Mutation
Assessor, FATHMM , PROVEAN | MetaSVM | MetalLR | M-
CAP CADD Fi fathmm-MKL ) 7 Jll # 47 25 53 %t 2 (4
L RE B S5 A4 Y R

BT A 7% S ¥ 7E HGMD 4% )2 (http : //www. hgmd.
cf. ac. uk/ac/index. php) H 2 #f] H & & i & &, Fl
JH NCBI & 3% ( https://www. ncbi. nlm. nih. gov/
homologene ) 73 H1 A~ [vi] 1) b 1) 24 B B2 /7 91 (R <P 1E . S
HE 92 ] P 2 35 1% 2 55 B P 4 24 “F 23 ( American College

Taster, Mutation
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of Medical Genetics and Genomics, ACMG ) it
AR 1 X A A AT
1.3 Gitsorik

K SPSS 19. 0 Gt “# A #EAT e it o0 Mo A0F
FE T ECRRE USUEOR 28 JE 4T H 85, SR 1 240 465 73 2 R
I FE BT, POAG 21 55 i B X 1 4 ] 5 o 26k A Az
32 B R X KB, P<0. 05 22 B G 3
SRR AE S B0 1 OR .

&ER

2.1 POAG ™ ABCAI FEA (R ) AR 7] A2 SAar i 43y

398 fi POAG 3% 1, ABCAI JE [H A5 S Kt %k
6.8% (27/398) 7@ 21 A~ ABCAIL i Ja) A8 5437 .,
FLHE 19 A48 AR B 1 A6 X AR 5 (e, 2725C>T
(p- Arg909X) ) LI J2 1 /\fgﬁ%”‘r [ e. 1507_1508insGAGGT

&8 5 J)

2

N Bl

(p. GluS03GlyfsX7) |, ¥ k2478 . 21 4~ ABCAI 7%
S L RO A S, o el 5492C >T(p'
Alal831Val) 7£ 4 il POAG B3 s i, Jy 78 S 44 8
A4 AR S AR FERGIE R R OR B jﬂ?‘ﬁx#,@,ﬁ
c. 4310C > A ( p. Thrl437Asn ), c. 3772G > T ( p.
Aspl258Tyr) . c. 775A > G ( p. Lys259Glu) #1 c. 1507 _
1508insGAGGT (p. Glu503GlyfsX7) (£ 1), R4 ACMG
425 bn HE, c. 3772G > T (p. Aspl258Tyr) Fl c. 1507_
1508insGAGGT (p. Glu503 GlyfsX7) Sk A] B 1Y BUK v 5.,
¢.4310C>A (p. Thrl437Asn) Fll ¢. 775A>G (p. Lys259Glu)
DUy 5 SN 1 6 i o LAl 7 A 7T BE B0 19 67 A
¢.2725C>T (p. Arg909X)  c. 2518T >C ( p. Trp840Arg) .
¢.2471C>T(p. Ser824Leu) ,c. 2014C>T (p. Arg672Trp) |
c. 1826C>T(p. Thr609Met ) ,c. 1486C>T (p. Argd96Trp ) Fll
c. 1040A>G (p. Tyr347Cys) (£ 2) .

®1 ABCAI %HIER X E R L = %5 i 5 B 572 B Th 88 3 ¢4 Uil 45

AN [ Bl P A 07 5 PR 4 R N TR A Ty R T 5
I il Ty e i
POAG 4
€. 54920>T p.Alal831Val 4 NA NA~ 0.0016 0.0025 0.0043 1753324965 N N N D D L D N T D D 2.9 D
¢.5020G>A p. Vall6741le 2 0.0010 0.0030 0.0036 0.0026 0.0018 15138422574 N N N D D L D N T T T 2.8 D
¢.50026>A p. Vall6681le I NA NA~ 0.0006 0.0006 0.0006 1767589350 N P N N D L D N T T T 2 D
. 4310C>A p.Thrld37Asn 2 NA NA NA NA NA NA N N N N N N D N T D D 120 b
c.4195A>T p. Thr1399Ser 1 0.0008 NA  0.0000 0.0000 0.0000 rs538614702 N N N N N N D N T T D 1421 N
¢.3818G>A p.Argl273Gln 1 NA NA0.0006 0.0003 0.0000 rsIS1175933 N N N N D M D N T D D 3.8 D
. 37126>T p-Aspl238Tyr 1 NA NA NA NA NA NA D D D D D M D D D D D 26.6 D
¢.32866>A p. Vall0961le I NA NA 0.0020 0.0016 0.0019 1513306073 N N N N N N T N T T D 16.69 N
. 2725C>T p. Argg09X I NA NA NA - 0.0000  NA NA NA NA NA D NA NA NA NA NA NA NA M4 D
¢.26606>T p. Cys887Phe 10,0012 0.0040 0.0025 0.0017 0.0006 rsI87652566 N N N D D N D N T T D 1837 D
¢. 2518T>C p. Trp840Arg I NA NA NA 0,000 NA NA D D D D D H D D D D D 26.4 D
. 4710T p. Ser824Leu 1 0.0002 NA  0.0000 0.0000 NA  rs551884479 N 12 P D D L D D D D D 4.3 D
¢. 2014C>T p. Arg672Trp 1 NA NA0.0001 0.0003 NA 1759576379 D D D D D M D D D D D 3 D
c. 1826C>T p. Thi609 Met I NA NA~0.0000 0.0000 0.0000 rs755276277 D D P D D M D D D D D 2.5 D
¢.1636A>G p. lle546Val I NA NA 0.0012 0.0010 NA 113306068 N N N N N N D N T D T 0.307 N
¢.1507_1508insGAGGT p. GluS03GlyfsX7 1 NA NA NA NA NA NA NA NA NA NA D NA NA NA NA NA NA NA NA
c. 1486C>T p. Argd96Trp I NA NA 0.0015 0.0012 0.0006 rsl47675550 D P N N N L D D D D D 4.2 D
¢. 1390G>A p. Val464Met 2 0.0004 NA0.0001 0.0001 0.0006 rs563149622 N N N N N N D N T T D 1598 N
¢. 1040A>G p. Ty347Cys I NA NA 0.0000 NA NA 15778491693 D D D D D M D D D D D 26.7 D
. 715056 p. Lys259Glu 1 NA NA NA NA - NA NA N N N N N N D N T \ D 0.158 N
c.484C>T p. Leul62Phe 10.0002 0.0010 0.0001 0.0001  NA 1576319110 P D L D N D D D 8.746 D
(Xt R AL
¢.3200C>T p- Serl067Phe I NA NA NA NA NA NA D D D D D M D D D D D 3 D
¢.3667C>T p. His1223Tyr I NA NA NA NA NA NA D P N D D L D N D D D 27.4 D
¢.3974C>T p. Thr13251le I NA NA0.0001 0.0001 NA 780255270 N N N D N L D N T T D 1339 D
¢.5020G>A p. Vall674le 1 0.0010 0.0030 0.0036 0.0026 0.0018 rs138422574 N N N D D L D N T T T 2.8 D
€. 54920>T p. Alal831Val 1 NA NA 0.0016 0.0025 0.0043  rs753324965 N N N D D L D N T D D 2.9 D

Te o KR P T RS s B R AR AREREAS . NA JEAHSETTRE N VLR s D o A1 3 95 P2 A REAT 105 Lo AR BEAS S5 100 s ML BEAT T 1) s HL R AT T 11



. 442 - pAESI IR B 2 AR

2019 £ 6 H% 37 %% 6 ]  Chin J Exp Ophthalmol, June 2019, Vol. 37 ,No. 6

RBIEIR 7 IVRSF LT B 21 A A2
12 A2 S SAEAN [ W) Fl iy ABCAT 2 1 v iy JE AR 5T
(F2). XEHALRZ KA ABCAL H H 19115
15, extracellular domain, ECD) , H.tf ECD1 5 8 78 &
B TE 9 Bl POAG (B3 i Y s ECD2 A7 2 A8 S fir
JLTE 3 ] POAG [ s il o LU 2 BRI, I
F 5 5 25 #4) 48, ( transmembrane domian, TMD) 1 4 4 4>

®2 ABCAl HBAERNERMA ACMG 532

AL o3 A AE 4 B POAG [ & A s TMD2 £ 3
MBSO L TE T ] POAG B Rk i . 78 ATP 454
X, A 2 AR s LT NBDL, 43 BI7E 2 4] POAG &
HH R NBD2 R AG I B AR R (K1), B R e
3772G>T(p. Aspl258Tyr) fii F R1 Fil TM7 ZZ [a] 19 & 4
DX, T A e 2 e 2 1 19 265 1 258 o2 K A S IR 7% hy s
B2, 28R %P ABCAL B (1 A %, ACMG H] &
H oy ] e B0 09 A5 .

2.2  POAG i FE A

T I Wil % sun gy EOR EAE DE  RER AONG ABCAT 5& X #i A7 9 [6] X
POAG A mHE KERE BW RTE A% AF B A
¢.5492C5T p.ALal$31Val  0.0101  0.0051 / 40 T™MD2 / / B R 198 4 f HE tf 1 &
¢.5020G>A p. Vall6741le 0.0050  0.005 1 / 37 TMD2 / / R B URHH
¢.50026>A p.Vall668lle  0.0025 0 / 3 TMD2 / / IS SNl LR S A ABCAL 7%
. B10C5A p.Theld37Asn  0.0050 0 2 31 ECD2 / / / SOl S RmA AR, Hdg
. 4195A>T p. Thr1399Ser 0.025 0 / 30 ECD2 / / / BRI ¢.5020G>A (p. Vall6741le)
¢.3818G>A p.Argl273Gln - 0.025 0 / 27 X / / {R5F BRI Bl c.5492C > T ( p.
¢.377265T p Aspl258Tyr  0.0025 0 B 2 BepE X / HE R BB
¢. 328665 pValloS6lle 0025 0 / 3 NBDI / / / O] Alal831Val ) L £ 7E F
€. 2725051 p. Argd09X 0.0025 0 / 9 NBDI R HEBY T POAG (& 1, ¢. 3200C>T
€. 2660G5T p.Cys887Phe  0.0025 0 / 19 TMDI / / B ESURBI (p. Serl067Phe) .c.3667C>
¢.2518T>C p.Tip840Arg  0.0025 0 / 17 TMDI / HE e i B0 T (p. Hisl223Tyr )
. AT1C>T p.Ser8Len  0.0025 0 / 17 TMDI / / / WS
¢.2014C>T p A2y 0.0025 0 / 15 TMDI / HE O A ¢.3974C>T (p. Thri3251le)
¢, 1826C5T b Thi60OMet 00025 0 7/ 14 ECDI / HE Ry iR AN fat R X R 2 PR Y
¢. 1636456 p.Tle546Val 0.025 0 / 13 ECDI / / A BRI HRPE ACMG #r#fE, X 5 4
¢ 1507_1508insGAGGT p. GluS03GIyfsX7  0.0025 0 2 12 ECDI B HE OB R A5 57 5 SR B R
¢. 1486C>T pArgd96Trp 0,025 0 / 12 ECDI / / / O
e 1390G>A p.Vald64Met — 0.0050 0 / 12 ECDI / / & R I e XTI A
¢. 1040456 pTy4ICys 0,025 0 / 9 ECDI / HE R AR ABCAIL T A 78 5 ki iy %
. TI5ASG p.Lys259Gl 0.025 0 R 3 ECDI / / / BOURH M 2.5% (5/198) , fk F
c.484C>T p-Leul62Phe  0.0025 0 / 8 ECD2 / / / FOURHN POAG 4 6.8% , 22 7
¢.3200C5T p.Serl067Phe 0 0.0051 n NEDI / 5% / S ON I ol s e oy o 2
¢.3667C>T pHisl223Tye 0 0.0051 & 2 RI / / B R ARIFEXOC =472,
¢.39T4C5T b Thil32sle 0 00051/ B REE/ / / R P=0.03,0R=2.81),

TE - POAG: J5URPETT A R OGIR s ECD : ffl 415 ; NBD - ATP 454338 TMD - 5 A5 H 5 R -8 W3 . A 3 7w B

3 itig

A AR P TN 2% AL % B A 0 5 DR AT R R LR AE 80% LA B i 8] =R R e 81 R ST

ECD2
LR =

¢.1507_1508insGAGGT (p.Glu503GlyfsX7)

\ / 7e.1826C>T(p.Thr609Met)
e TTSASG(pLys259Gh) . (V7
A

| L] - ! e

s \ |
.1040A>G (p.Tyr347Cys) Y & BN ™ ™7 s
€.1486C>T(p.Argd96Trp) | H \ s

%\\\?{@“ 2 (| 31

I
! .
™I = t %

.
~'R1 ™= ¢.3772G5T(p.Asp1258Tyr)

. Y *n
; T e247105T(p Ser824Leu)
g\\\\a{@‘)‘\ | ¢.2518T>C(p.Trp840Arg)

¢.2014C>T(Arg672Trp) ~

Bl ABCAI HHEERXERE ABCALER LS H

5 T 85 A5 R 385 R 9815 38k 5 POAG U VR T B0 75 DG R

<.4310C>A(p.Thr1437Asn)

.
NBD1 = ¢.2725C>T(p.Arg909X)

€.5492C>T(p.Alal831Val) NBD2 R2

O HR & — 41 DLFF

® {HFR X R , NN N
BEFRATIRAL e e i 28 35 5 O BF Bk

®POAGH

£ X i 5 R R ALE Y HR P 0 L R

1 4] [ [ 4 2 45 4 0 ( retinal
bf  fond ganglion cells, RGCs) L T=
" B O IR A o g B 4
L) | B IR 4 BR A
’ — R ECE B, #8527 000
DS B
K 22 1 B 5T 2 B L A
A5 R AE POAG 1) % 95 1ot
o S AR T

™10

TA/NENRE L G125 5K ABCAI Wi A1 72 5+,
WO POAC B, 2L R RAEHEXS B 5 /MBI B J i RoR F — B S AL ECD: fi5hal; NBD BT iR 45
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KA R, A% 5 POAG Kt A —
SES RN R AR S S SO0 bk 4% DS
I8 A IR AT VAR Ak, TTBE 5 B0 0T SR o 1 R 1) e
LA 72, X — a0 HR 8 AN 2, i 2 MR /N 1f
PR AR 722 A T 0L 3 3 R R ot A B 48 B0 4k, 5 RGCs
A KA GG PR A A 2L, HE T AT BE 51 K A M B AL
BEfG R POAG [ % (A AR I — B 4% A BF 5T 1Y
B AW S 4508 i R — B0, Elisaf 7 B 53 & 9L,
POAG £ 35 Tt BREXT AR5 ) 1 V7 TR i e . = 95
B % B I8 % A (high-density lipoprotein, HDL) FI1IK %% &
g 25 H (low-density lipoprotein, LDL) 7K-FJC B . 22 75
{H Pavljasevié%n“ﬁ%ﬁfﬂ POAG 2 /& 3 1ML %5 AH (& fis
K- B S R 0 BRE X B4, DA A IR [ 8 AT 4 A POAG
(RN 3 2 — o Minna 47 @58 % B, POAG [ #%
1M A LI % &5 &£ 3 ( oxidized low-density
lipoprotein , ox-LDT.) 7K ~F- 4 i i 0 BE 5 B I 7, 4 00
T OGHR 595 B A AT RE 5 R oA S 5 | Y ATk B
PRI I AE B AT K o

ABCAI 3 (NM_005502) i T 9q31. 1, F B K Jir
149 kb, i 50 ~48 TR0 49 AN RN 1 T ALK, G
2 2614 Z BRI ATP 455 & %% 15 4k A1 (ATP-
binding cassette transporter A1 ,ABCA1) & A , fH X} 43 T
FRAE 2 250 0001 oy i R B 06 BE Y
ABCAL L ATP S5 REUE , 415 40 10 P4 8 s A iy e 1
[ i, S5 A S A0 R T IR R AT
(apolipoprotein A-T,apoA-T) ,JE ¢ HDL, 3t 1 3 24 A8 [F
W (30 [ #3877 . ABCAL 2 — BB R 11, 37 2R 11
ABCAT w751 i 20 1 PN 3 i 22 o I8 B A e 4 L i i
Bemiy s g ™™ . Wk, ABCAL B IE #1384 5 5E 1
1E e iz g ot i # vp ol % B 2L AE . ABCAL & A 4
5 2 4> TMD1 I TMD2 |, 54> 5 JIE 235 1) B 6. 455 6 A 185 i
o BREAE 1E , TMD1 #1 TMD2 2 J5 5 3E & R4 & X
(nucleotide binding domain,NBD) 1 NBD2 Fl1—~/NiY)
W E(RT A1 R2), 2 SR RY b ik ECD1 Al ECD2
S apoA-T 45 G IR

ABCAI )R 725 4 5 3 J} 7 /R 75 ( Tangier disease,
TD) o TD J& — B g 0 0K B 5, R L0 41 24
HDL {2 ol 2. 35 e A1 LA R IR [ | g SRR 2 o 41 B
FEHRIE , TD 85 23t BUAS [ 7 2 4 i 22 72 K R ¥ O
JAE o Storti 21Ny ABCAL 754 I I € 3% 1 1
(retinal pigment epithelial, RPE ) 41 fitd 4 4 5 i5 Jia # HE
AL LA S HDL A )6 i, X — i A% 1 32 46 1] BE 5| S 4F
W AH G PE AR AR ZE AL, DT 3 BORE R . AE Y
P BB & H A 2 A AT BA T 2014 4E 7 ] GWAS $ R 18

ABCAI Eiis R T 4 PR TR Z S MM A
(152487032, 152164560 | 152472459 F1 1s2472519) 5
POAG G, IESE T ABCAL 7E RGCs Hm BERIA AN
ABCA1 257 RGCs HYIEH T BE K 08 T3 7, Hook 45
HLA 5 H A T S AR A A e

YEJ apoA-1 BIVETELS & 7 i, ECD KL 2 &
B ABCAL 55 apoA-1 FyfE IR AT, ®20d ABCAL HYES &
Ve, e HCRE A, 5 80 HDL R 8 ™ o AR5
BAANREBURI A R c. 1826C>T(p. Thr609Met ) |
c. 1486C>T(p. Argd96Trp) .c. 1040A>G (p. Tyr347Cys)
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