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Abstract

ATP-Binding cassette subfamily A member 2 (ABCA2) is highly expressed in brain tissue and is
mainly an endolysosomal membrane protein with various functions. ABCA2 has been implicated in
avariety of neurological diseases. Previously, numerous studies have shown that ABCAZ2 is associated
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with Alzheimer’s disease and recent studies have shown that ABCA2 is also a potential factor for
other neurological diseases, such as intellectual developmental disorder; ataxia; dysarthria and ol-
igodendroglioma. This article reviews the research on ABCA2 and related nervous system diseases
as follows.
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1. ABCA2 IEAXER

ATP 8548 A WEERHK R 2 (ABCA2)IZE RN Yotk 9934.3 L. ZEEEEL 21 kb X3k, H 48
NI E TSI IRAD 2436 NE LRI ZIKEE[1]. ABCA2 BA F R IR RSP 45045 5, B AN S K
SE R (TMD) R MZ R 45 & 45 K9 (NBD) [1] [2]. TMD — & 6 NS o S8 HedL R, (Rt EyEs g
JRA Gy T2 B R iE . NBD H =/MRSFF SR Walker A, Walker B Al—Mric /751 (Walker C),
EATAT AR RE EALHEKY) . TMD FI NBD AR $ HLECAARSE & 07 5 V8 IR R 14 (3] [4]. ABCA2 il
P BT AN A : 1A FIB [5]. 1A WA AR T 1 4t 22 NREER T A, AT B 699
bp ) 1B TR AR 1 A5 52 ANEIEBRAIGAS X [5]. X F R By A8 AR R 0 MR AL R 2H 23R IA R
HEEM A RIS 1M 2 (LAMP-1 1 LAMP-2)3L € f7[5]. XL oA AR & i 15 b i s o) 7
i) AR 56 A i B

ABCA2 EHH M5 T8N 270 kDa, & H i AR i RII[1] [6] [7]. X H AR ik i
WK, ABCA2 7E KM s 3KiA, FE AL T/ RETAHMI[1]. TE4HMIP, FOEHUART TR ABCA2
FEEA T IERHA 8], Bk, ABCA2 #\ N r] LAMGSRIERGA 2 G0 N IRV #e, FEAE S G 5 i LA
KRG K E PR EEIEM2]. PR, EREARAE IS, ABCA2 £/ T o 4H i i) 5k
WS HEEE Y R B UIAE G, 1X SR8 ABCA2 fERERH Ui B . b4k, ABCA2 SRR/ BRI H
BEM 2RSS M, ROV A B R BRE, WS, AE N IES, 5 PR M
HHEE N [9]-[11]. A 5L R B, ABCA2 JEiT#E mRNA FE [ /K FBRARE E NE & A2 AR RIE,
DA 5 JE [ B AR S

2. ABCA2 #1 AD

B JR I HE BRI (AD) A& 4 BR B o WL BRI SR BRI [ 12] 0 20 20 90 AEARAT], Xof 2 I H B JR 7 M R s s e
AR BB AL (1) R KR HEAT AL S FUR I T = Fh SR MR R A . Ve PR A ZE 1 (APP). RZ K 1
(PSENDAIR-ZZ 2 (PSEN2)EEA[1]-[3]o X —KILEESEm T HRATZHE I EAE, FE51H TSR
FE B EE (AR [1]-[3]. BFFEERY], NI E MM, BRIk ABCA2 ik 58 /R iEER
WA CFE R A A O, GRERFEE A RTAE H(APP). b4k, 7E N2a /NERAFZ BEYN IR 40
ABCA2 [ RIEH N T APP R34 sim i, I ¥ 4K APP 5l 1m) 534 A A% P R oo 5 7 44 7
AL, MR AR BIFPAE[13]. RS — T, X RIE N ABCA2 1) HEK293 4ffldk4T | 2 5+
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BRI FRIEHT[14]. BEFERI, A ABCA2 MEREED p milblgiss, 5 APP & BUH A M
HN 3G R [13] [15]. FRE R SR, fE AWM R RAt N FiE+, ABCA2 5 AB Fil APP
BT« WIZAR BB IRIR R 2 AS AR EE 73, H ABCA2 fEiZi& 7 IRIEK T E[13][15][16].
M, BHFFREY, EWILEARs. FRaEBAR ABCA2 BREG/NR A, ARl i p- il 2 A1 &
B S3 (nicastrin) I KR D AR IF=AE[16].  EOCHTREI N2a 4, ABCA2 ) i B2 BEK
SPFEI[17]. WEAEE SRR, SHEEE S B B I C 5 5 iEE, M A T 56 APP H 3T
Hi) AP-1 Al E-box JGPFIST APP #%3%[17]. XU RIMEH] ABCA2 FRik 5 R /R Z BRI 1) % e 5 A
XK, WHL ABCA2 HH 583 AD MIRFNLE]. 5L b, —EuRCERE T ABCA2 1 AD Z [A] [P A& 1k
o ISR SRS TR R ERIEOR . MR M AD [Is AL SR . VISR I T ABCA2 FE A4
T 14 WA XA R 2 B (R AR RFE L T 1s908832 £ =ALf{) C Al T MEMe) (C679T) [18]. & —Tjish
SERFFRUESE T BRAISE R, B rs908832 LR /RAIMGERIN A ¢, S X PRI 2R ¥ 9 B 76 P e AR G B
ANFI[19]0 il AR = TURAT I 0 70 SRR RIGBIRAE G 8 FhZ BT T30, e
1s908832 SNP J2 J: Lb i A B A 25 2 (1) 384 JXURG: K] 25201 1s908832 SNP 48 7521 ABCA2 ThREFH-AER /K
RGBT R AEAE R B DIRLE M A E As 2

3.ABCA2 TR EE X BIER

FURM—RSCERIE . WEERLEER ABCA2 B R S 1K GREMG, W AEBUNMEA RN & ME Bt
Bt IH(IDPOGSA). FEX T FTH, fEXT—44 28 2 [ 5h [E B b Lo PEEAT 4 A e, RIL T —H
B4 & ABCA2 &R [21].

B R AR RIS B E W3 =M%, & IDPOGSA Fjks, RH3 M, THEMIFL
fiE. LS ZNFEAD, BEIREMEKKEIER . 6 S VIR EIE, FEIRERmA, BiRkk. 7 20,
iR AR AR (MR A i F EI(EEG) R WL« N JE, Wb ST G A BAR, Rl 280 # R H . 20 %
Feti, ACBERDUAB G EENE, ER. HEl, BERINEEE RS R R
VP AL TR i A AT /NI R A, AR B VI AE IS 1 AR - B AN MRS B3R W B 7 3
UEAb, 1B EAAER B IS, R EROR RUTRIAL . BRI 5B, 24 R 747 (WES)%
JE H N ET ABCA2 RAE, A Sanger MIFIESE: —ANigtfE BASEM A & F 28 Al —ANistAL B BEE M)
T XA 5 [21].

4. ABCA2 TR 5 HFKARMZER

— TR FU IR 1A LR AN R RPN A A I ABCA2 JE RIS B RS A R A2 - 2 4] 5
F BIRIUON/MIRES G R AR B BEhS, (SR G OR W B S5 W . A dh T Iy 2 48
T ABCA2 FINREASAR S, 2R SRR B, I HAEAFEIEDI A Hd A LS AR UL e i x i
SRFE AL BLAN, P B BRI IR PR B AR &R /KT TR, X R T ABCA2 W RES 5l
PR %85 S A A AT 4 i PR 1 I 3 i 1 9 1922

5. ABCA2 F/b3&F% R 4 B

— I T RIS, @i PCR I 1) ABCA2 mRNA ik /K1 9 i o 240 e vh A B 7 g, S50 AR 1
ST R AN e T BEAE R AR L, HERIE K KR M 5 % Sl aUb 3o irieos, 13 1 R 40
Jage b 11 5] 52 iR A S i, IR e 2 B B SRR IR Gt X AHEE TR, AR K 2 A AR M B T A
IR (75%) A I RELH IR (76%) 1, HEASRERS I ABCA2 [13R1K . ABCA2 1E )45 1t /> 5 i Joi 240 i Jgg o
S AIRIE, o Bl 2 HISRRHYE, 9 Bk 7 BIRATE. AHELZ R, Olig2 76 K 2 Hila) 48 i 2L JE 41 IR (83%)
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R I BR 20 IR (71%) R B H AR S P G328 BH I o B SR PO b bR TC A0 T TR 50 20 5 158 I &4 98 7 T 3R A AL,
2T ABCA2 £ 2 AR R AAAE, I HREFPEE & T Olig2. XEegs JR B ABCA2 ] REfE
N/ G I 40 IR RV E 43 T ARt (23] [24].
6. +1ig

ABCA2 fEA—MaEdil TIH R, EEE A TSR IATEN ATP 56 &HisEH, HIREMZ IER
BN —H R REMARE . BERER. TR ARE RS2 AR EA TR, A
GIRRGHEE T ABCA2 TERI/RKIEEN . & 71K B EG L5 R IH(IDPOGSA). st L5 k18 514
A DL R /D 5% R I 4 e v I Uk R, R T TR R R R A X T EANE . SR, I
EPE IR B fE A TR I SRS, R T B I WU AT 5 B S 8 n ATE I

6.1. ABCA2 FEFU/RIERBFE P HIF BRI SHHIFHMR

HATXT ABCA2 7 AD H ¥ D BEAAERRSMAH S P A IESE BE . — 71, 13635 ABCA2 (148 5 7Y
) APP B3t Bl AB RN, H ABCA2 5 APP/AS 7 NI A /A Bs A ZE th 3L g, $Ron HomT AE il
REEHHERM R AN TR 25 AD BW[13] [15]. B—J71, ABCA2 HREE/IN B A AME A E1 R B
AR PR, HALES -2 MBS OGB4 4) nicastrin FPARERT A OC[16]. X« mRIA (IR EL
BTN BIRMIFR, FIRIE T LU RJU/NET: 25—, ABCA2 %I APP AU (14 B A 4 s Bk
Mk, fEME T, ABCA2 WIREMLSERM APP I E LS B-BID); 1 7E /N o3 40 M sl 2 T e i 41 i
, FL T RE n] BR A m) IH [ B A S 2ORE TR, RO AB TERRALER . 25, ABCA2 MBI IR (1A
ABYEDRE AT RERAAETURYE, WEN AL RX WA, WRESFECRM R, =, WHEE-PKC-
AP1 {5 545 nicastrin SAE K 2 18] & BAFTEAZ B AT, H AT I8 B B2 L 304 -

RNEE BRI, AR FE AT R W R SEEG: 1) R ABCA2 S mib /N R (0 Bl R R sh 426 b
SIS MR AIMD), 454 AD BRI (I 5 x FAD), iPE4EIAER 71 ABCA2 BExt AB
DR ARG SN AT RERI AN F R s 2) SR ABIE bR ic (Bio-ID) B S e L PTIE BB T 1%, RGu4
ABCA2 7EAFIANACIRES T EAEEAH, WS BRI E &4 L ZE R % APP Rl 3) fEEH
SR iPSC AL e, i8id CRISPR Ff A\ IDPOGSA H5:58738, W%E ABCA2 LhfEIE e 2 75 A8 W
1 - IR R e AR A BN 1%

6.2. UBERKEAZL: ABCA2 EZHEFTHE—IRILIER

JLE AD. IDPOGSA . i A& 3L 57 0 K /b S8 i SR A BB fE IR R R B - 22 7 B3, (B35 LA ABCA2 )
WO A T R —— T B P9 IR 53 OJ0 36 2 B s A IR [ ) #5025 e A T —— N S, AT Ry — N4
— R A P 2

MR E 2T, ABCA2 B/ B BUBE RS H A b 8 BB B, 2305547 MR R[9], T 1 E
Fl 5 4 R v AR R 2> 9 I 400 ikt R [ R A I R BRI S #402 . IDPOGSA 3 ML R R R &
ABCA2 WAy i [K R A8 S UK 3 FE i8R (/KSFFH[22], B MR AR 25 L mT e R /)~ i 7l 15 S 40 i %
A HE/INOE B IR B ST, TSR IS R S RS . 7E AD ., ABCA2 BT REE 1T 4 A/
AR ST 2EL A, 52 APP FIBT VIR Je AR RAERINRAGE IR o I AE/> R T A0HR H, ABCA2 [1)
R S P v R T S R 200 BT i A B s AR 1 AR 0 —— 398 L T R P 2L 5 R o 44 R 7 K T
B HG ABCA2 iR e e A ] e s i ol A A s e 4

D, BAMR UL ABCA2 i@t “ A iifRt - 40 dsfasds - gifThee” =Zof¥shh, EARM

DOI: 10.12677/acm.2026.1672633 1197 Il PR 2 2 3t


https://doi.org/10.12677/acm.2026.1672633

B4, R

HWRMR BB, RIS IERT . 8 s AT R AR D R4 7 A, e e -4
BHTE BRGSO BRI R A R A B A TC K N AR TR R 48, MBI AB R EE, {2k AD;
SR ETHN R A SR ABCA2 HIflE B ft4s Dhfg, MIW] sedRzh R .

6.3. HATARMERM SARNRX B F B)RE

U O L SR 7T S0 FF ABCA2 5 AD (1s908832). IDPOGSA M 3L 2kl (KR R 56 &, (HIX SEiiF
P2 K B /USSR BRGNS 2 KBTS PERA S SRAIE . thAh, ABCA2 7 i it (11 AR AH
TN W15 B AERIB IR AT, FAE NS Wibs B (0 BUBE I | 45 3 1 B IS B 35 75 BT RE PRI PRI A A
PEIL, FRATHEH DUF e R g g () B RH 1 R, DAUIAHES)) ABCA2 49U [a) AR R & -

1) AMHSRALE 2R R IA AT R SR A% RNA 7 (snRNA-seq) FI 25 (B SRR, R4t
221 ABCA2 7E1EH A 2 AD. IDPOGSA HE RN IX AR 40 2 3 U FL X 4320 53 1152 o 440 i S0 A
/NI T P L B A MR 22 ) Hh R IR I, B T FL o A DG IR AR A 1Y) 4% ] 5 48 R IR

2) AN IEAIRITE R : BT ABCA2 ATP B I il S ket 2R, 3R 7 1 98 o o 1
ABCA2 $IETHEREM/Nr TALE Y, FHdEid AD /N BRUBEBL R /D 98 fise 598 IR 07 B8 R B AL B0 L TR,
#1a) ABCA2 HIASHETRTT BAE 1b 2 T A 5L

3) FIR AR ThREEUR LA : R CRISPR/Cas9 i ARLE(# FE {44 iPSC 5] X IDPOGSA 5%
MEEGRERBANAN G LR + TXRE), HER M NEEETT. DRI S MR8
RV IR AUM 3k BERSTE B ST M 2 N 1R /S B AR FRAC T RE B S, 7R & R Y - 4 a3k
B — e PR 2 R DR BCRE 2%

4) ABCA2 1E /b S SR AN MIR b 6 22 Fh oA s it [ — ARSI 45 & 2 ot BAFT, 99N
AR R BB, BRA R ABCA2 B AR IA(IHC). mRNA /K Kk sh ik ABCA2 & &, R4l
FLAHE B I/ 5% I SR 40 AR 5 D SR R AR MR (2 Bk g, IRIR R S BE A AT s ) 2
X

SE
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