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Abstract

cellular functions. It is precisely regulated in the cell to keep its steady state. The imbalance of cholesterol content

Cholesterol is a small lipid molecule, which is necessity for maintaining cell survival and

in cells may cause many kinds of diseases. In the present review, we summarized the physiological roles of
cholesterol in different aspects and several cholesterol abnormalities-related diseases. It provided a reference to get
a comprehensive understanding of cholesterol abnormalities-related diseases.

Keywords cholesterol physiological function; atherosclerosis; Alzheimer’s disease; desmosterolosis;

depression
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JOEL I 24 g 4 B R P 2L i B 4, 1 15 40 B i
Btk A K EEYE, T RUIEEE(lipid raft) AR T4
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MIERZE, REEE MR WS R 220, B
TIRIRTEE ) LA L B e g A 3 S5 A i P IR 1 5
AARM, BRix sl gr Byl ARG AR BL AR A, 1R
R L ]2 1) — S5 1 A 2 T e O e R B
1.1 PBEEEAEHEZERGHHIER

PR i 22 5 7 #h 48 0 I R Gt B 9 i R A 1
TE R, J2& 4 F5 00 28 o0 T S8 M R4 5 1 1 B A
B I 5 B N AN R D7 R 138 By SR el S fik g
sl [ B A e R Al s B Thae, I H, 5
O A ) X S BRI AR A 2 P 2 AR SR AL

FEXS T4 T0S5- R (U S AR I A0 B B E AP,
1.2 BEEEEKLXETHER
Hedgehog(Hh)(& 51l ¥ & — P 5 IR i & & A
R A YIS IE @M. MARE, Hhs 558
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Bk HAEZ G, WRHWE 5@ s TiE kN 2 51 &
Z PP T, 0 A AR A B R R %57, fEH
G, Hhik B AL & —ASN-0 (5 5 45 i 3
— ANC-3ii fH A 5 A8 3. L C-oify 0 45 f 3 nT DA 3k
W R R, A8 45 & BIN-u 5 5 450038, Hh
J B — AN R T R A L [ e AR A A 1) B R A
o M, KR, U PE R, Hhs 58
HH () 5 g 2 TR 2 B B 2R 1 (smoothened, SMO)/E A
% M 8 A (frizzled, Fz) R A 2 —, R4 IH [
HA &M . SMOZHWE 5 15 I 4% 5 (1) %8 . 7EHh
5 PR T CORPIRAS TR, g 0 o) 35 R s R L 2
(patched, Ptch)fif R X SMO RIS, [H] B P i 14
fit 55 2 g P9 SMOGH it i 4 7 H Asp95(D95) 5% % I
MBI BEESMO, Z A& n] LU Ptech 1401, ]
PLYEHhE 558 . Hhif i 1 55 SMO -5 A [l B 11 JL 4 1&
Wise . R E 5 S, RARBSEKKEAR K
() H 35 DR 22 340, SMOAE g — Fisgr & B
[ BEEAS U 2 5, S T K A LR AT T HAE N
M — Al AIEL ] e 1 e 1 AR, R 3R 7ZR SMO-S IR

W 1) FE A A& 10 1T LAAE 996 97 HhE 5 38 26 AH DT e
RIIE YT R
1.3 PEEEE AT ESEMAEMNIER

JE [ S AT VE N E 5 o ORI 5 A S
fR)E BT &5 R AN Th e, 45 an iE [ B AE P 5T B A
D IR PR D RESR A P 40 B N B B B A R 2T
FRVBI 98 I, 24 45 4 T g O i e~ 8 1) 32 2207
A2 JIH [ BB Bl A S i A 9%, R4S e sRoKF iR
JRIKFo e KT R i A 5 | SCAP-SREBPiz
PRI G RO [ B AR OIS R 2Rk, d KT BI3-32
H-3- B I Tk A i AU Ji B (HMG-C oA reductase,
HMGCR)1) [ fifg 99 F i 45 48 B R FH & 19 4 B A
9 Rk G B E [ o 20 JE ] R R O e, —
THI, [ B9 75 e 45 & 5 A (sterol-regulatory element
binding proteins, SREBP)# & 7 P9 Jii % I, AH [ i 45
4 SREBPY] #] #8 i& & 1 (SREBP cleavage-activating
protein, SCAP), i i SCAP-SREBPI& 12 7£ ¥ 3% /K 7
O] L] A R 2 Rl (N HMGCRE) 3R IE; 55— T
Tf1, AELE G B H TR 3 R[5 B (lanosterol) AT LAE 2E
HMGCR I 5 fif, AT P2 ARG IH [ B 1 & e 1 24 2
F PN R [ 25 B T BB, SREBPELARFERENL, 1F i
SR 7 54K % B R 8 H 52 & (low density lipoprotein
receptor, LDLR)EY # HMGCR ) 2 [K 5 3)) 1 45 & 1
g ZRIA, 76 20 R 1 P 1S T DA RIS
J¥ I 25 1 (low density lipoprotein, LDL) H Ifil # [] 41
L PN Bz, T v 4 P JE ] P K ST [R) E REEAE af S
LDL & &, 1M 5 # HMGCR 3G i m (i 2k JH [ 2 1) A4
VE e AR R LA R T 2R 4 457 40 i P E [
B P () B RS AS I
1.4 MBEEEMAMREFESESBEPNER
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FJe Z Fh MG 5 5% SIE g P A KR BER 2k
(1) BRI, Bk, e B 4E R TAE A 508
PREEANT o B RATSEHT B FCUE A, g R
FEAE KAl F- 52 44 (insulin-like growth factor-1 receptor,
IGF-1R) & A 44 22 240 Jf %) 48 ff 2 b, 36 et s A T ]
i S A5 B L BB A (methy 1-B-cyclodextrin, CD)
D2 i 725 5 0 R B, i B A AR K R - 1(IGF-1) Y
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U E T4 B B A H] . X AT RE 2 TR T
IGF-1RTEZH i 25 1) % Air, A T i Akt-Bad 20 Bk 15 5
AR, A SHARE T, 5F — SRR
71N, FEJIH [T B0 136 Hz A2 KPR -1~ 52 45 (epithelial growth
factor receptor, EGFR)ViE# Alizz) BA EEAEH, N
EGFREEM: T —MERIMshAME, i 5 R 4
& Al DAE #FEGFR - I A R 7= A A B A U,
Ty —J7 10, IR A I e P IR ] A R T IR i I B
e e JUEL ] P2 PR v, S Ve R A B R TR ) 2R,
[FENT, HE4 A A A 7% 1 B A s | AR S A S, T T
A p38 22 24 I b B 1 (p38 MAPK)( 5 L%
75T I B B A T, Ak, B RESLE R, 4
P L[] e ) S A P R A LA — s B R
BT I 5T 2 B, A BT T — e G ar AR B S AR
(G protein-coupled receptors, GPCRs){T fif IF & I g
HAEHEBEEM. C—L%GPCRs, Wil H 124k
4(chemokine receptor 4, CXCR4){E & 4 Tl e i 44 7
TV R SRAA 25 Ky, 1T JIEL ] P 0 30 45 {1 b % 7
MNCXCRAGF T IE 1 — kTR I Re M 46 44 LUK 4%
AR J AN IS 5 BIE . CXCR4%y 1 J& Bl 4
RBA R R [ B, AN TR RE A 45 A E—
i, AFL TR 18 ) Wi T2 485 ) ] e ek B N A 5 517

2 PEEIEARIER RIS

A PN RE [ I R U 3 AL S IR AR &
BN JEPE AR B BN, e SRR AR IR UL 5 50% 22
o N REES VIR N T IZAFAE, R 2 4141
FORWir(Z) i B 1/4), 125 L BF. kAR
TS EEET . AARER T L ZL40, Xf fH [
FRIRMAL 2 SRS T WIS N < B o IR ] e ) 2
WAL B 5t 7% 40 /0~ g L g i 3 UL 2 ) it 7K
el A DU i Js RN i 96 2 1AL R K =, e 2
JIEL - 7 bl B st L ] s )k N i RIS A B SR T . B
J&, 7N S AR L 4 e BB _ENPCILTER 15 5 4 i
TR AL B R AR T I I 4 A S R A
ML I O IR AT o N 4 JOEL ] 5 R0 049/
Jo R 400 B A e B B SR A A S R R R #E Tl
2(acetyl-coenzyme A acetyltransferase 2, ACAT2){ 1t
D L T i, 3 T AN T B LB WORE HE N R R0 30
T AE MR H, JE [ B 3 22 PLLDL-iH [& BE(LDL-C) 1
kAT i, it 5 H G0 ELDLRAER 7 1% 45
&, HAMAE 5 75 (NPXF)/1 3 1) N ik 425 I [

M ic UM, 5iEBEARRLS, [F LDLRIX [514H
PRLJEL 118

LDL-CZ V4 il A4 A 8- Aol K A IV AL 9 R R
Jig s R A i B B[ e . RS, VA RE AR RTIA MR AR A
JRRNPC245 E JIH [i5 5 5 L[] A DA 3506 = ) 7 5 04%
T 45 VR VR R R ANPCL, AT SE B T HH [ % ) R
il A B R e Bk v Ml AR B L ) [ 7 e
T Wl A I 2 1 Syt-75 3 AL W Bl AR I L PI(4,5)P2
BRI A 3 T B R 10V il ki S 0 il A B4 f
(lysosome-peroxisome membrane contacts, LPMC) iz
6B E AR T P, L2 Mo, L] i 2 2
PAFEV A S ANAEZEIL A T 1T 28 18 B A R A
PRS-, JF e 230 i B L[] e e v () B g,
J A A RS R L A 25 -1 (caveolin-1) 2 5 11
VN ESYEVINE Y g e e st i Uiy N il i o ]
JOEL ] P 3 T A0 P A 3 [l 9 o O A AT R et
S P, IEL ] A A X R LA 332 a1 1 A A 1
185 22 A A M 25 AT PR UE T 48 T A7 D e

3 SHEEERHREREXNER

HH T AE 2 28 A A K P R[] e O 4% 21 A H,
AT b S5 S HG A L P 5 A R A AR E I K, DL
2 BREE R . BB TSR, ISR
B S, AT IR [ 7 ) AP AT AR H B S
MR FGR. —Jy T, T I8 [ I 4 R 45 A 1
LT 2L A 4 R 7 B e 2 T
5 BOLAE AN N P B A LR BEHEARA 5 A g 107
B S K R B AL S5 53— T T, IE i e a0 T
Al HE T B2 TeAE T SR i ABAR I 1T AT A 51 AR R
IR %% 18 BRRE (Alzheimer’s disease, AD)S5E 9 . A Hff
JOEL ] s 2% o L ] T30 R S s v 1 B4
X IR L TR BT AR T FoA B EE (3R ).
3.1 FEEIEST %51 ER R E AT RIS
311 B EAR R SRR R
A 1 b 3 2 ALDL-CTE Uik A7 12 4, 3 £ fILDL
Jig 2 1 UK A 0L 45 BE O 75 2 IR 40 i W 17 35
BRo X —id B2 H B R AN R 1 TE RS2 AR 2,
N T I P9 ) L T P R B B2 IR £ A (high
density lipoprotein, HDL)4% iz i [F] 2 JiF i, DA(E
200 4k SRS A P d 2 ILDL. 4 LDLAKFAR &,
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Table 1 Cholesterol abnormalities-related diseases

JEL I A S AR

RN L AR FETIE
. . Abnormal pathway of
Disease Pathogenesis . Symptoms Therapy
cholesterol metabolism
Atherosclerosis Arterial plaque LDL in the blood are too Myocardial Reasonable diet, lipid-lowering
aggregation high infarction, stroke, drugs or surgical treatment

Nonalcoholic fatty liver

Huntington’s disease

(HD)

Alzheimer’s disease
(AD)

Desmosterolosis

Smith-Lemli-Opitz
syndrome (SLOS)

Depression

Niemann Pick type C
(NPC)
X-ALD

Abnormal deposition
of fat

in liver cells

IT15 mutation

Beta-amyloid

deposition

DHCR24 mutation

DHCR7

mutation

Genetic,
environmental,
psychological and
many other factors
NPCI or NPC2

mutation
ABCDI mutation

Imbanlance of cholesterol

metabolism in the liver

Abnormal cholesterol

metabolism in the brain

Lower cholesterol levels in
brain

Cholesterol synthesis inhibits
and increased levels of
precursors

Cholesterol synthesis inhibits
and increased levels of

precursors

Low cholesterol levels in the
body

Intracellular cholesterol
transport abnormalities
Intracellular cholesterol

transport abnormalities

coronary heart disease
Dyslipidemia,
hypertension

Irregular muscle
twitch, slow,
depression
Memory disorders
and comprehensive
dementia
Congenital
malformations

Developmental
malformations,
abnormal behavior
etc.

Depression, slow

thinking etc.

Splenomegaly, ataxia

Mental disorders,
adrenal dysfunction

Reasonable diet, lipid-lowering
drugs, anti-liver fibrosis drugs

No drugs available

Nootropic, indeloxazine etc.

No treatment

Cholesterol supplementation,
simvastatin therapy,
antioxidant supplementation

Monoamine oxidase inhibitors,

tricyclic antidepressants

Zavesca

Adrenal corticosteroid
replacement therapy, lovastatin

T-AEBN K N R AR R T AN &) 73 A I B, 353
PR FEAEAL . —SEBEE AR AR B OREE M 1 L 3))
KA, 51OV FEEUN A AR, B s
F RV IEN Y

H A, 3B va 30 bk s #8658 40 1 8 52 = A
55, WREIVFZ 7. AR, M P 540 i A
TEAE— 2515 5 3@ B n] LA B A7 A5 T 3 ik 2 il fr &
(R R i 3 S0 IV 2 B0, DT 52 i B B 14 R
K, 2T TR B, MU A B 4 P A AR T A O B
5 1 YAP(Yes-associated protein)Fl TAZ(transcriptional
coactivator with PDZ-binding motif), £ 57 8% 57 IfIL % It
BN ST, AT R 5E e E B AT DESRTE e BLAR
K AT 28 245 47 e ALK L 9 v L[] e A h =2 VR T
B K o 5 B A, % o XL 3508 1) T SR YR T UV, R
XL 2GR I 75 i 1 15 YAPAI TAZ T P45k
BH 15 B BT Bt & oK Jnt2, I8 E 1 £ £ XTHDLIY)
W 7 LABIT ¥ 2 1Kk ok A A4 S5 < . HDLZ H 2 A
ANRVEE B« TR AN KN [ JUAN S 288 4 1 17 1= 2 5

JlE S K k. ML R 3 FTHDL A2 BLAE AR
I 5T CH 3ty = T A0 OB ] P ) g 0, o B0 R AR IR
5T (B i B AR i A 60 IEL ] ) A0 482 i 2 19 9 T A ok
PERIR R, RG> HDLZ JEERIR G P, AR
JEHDLH 2 i 2 3 1A R ml R F o i e A A
#1655 1 A-1(apoA-1, LpA-T) [ Bk A1 4 apoA-TA1
B A A-2(LpA-IDABURL . TTHDLAE AT K 2 #
EARIFARBIREL. RIEEERAS 5T
7, HDLH B3 48F0 LA b (1) a1 57, e 46 Ui i
JEL [i] e 195 JL %% 2 I (Iecithin-cholesterol acyltransferase,
LCAT). I3 . Wl & B A4
Tl 2.k /K iS5, 5 HDLZE A 5 2 S5 HDLE M3
PRI AR >, HDL A fi 5 24 F S (e i JIE [ e
AHH P, R Bl Rk AR B ) B R R, EOR B
Wk £ 6 pAY (%) L i e i 1k 2 JPE U /5 22 R B 2 (s
AN BEL Lk 7 ) ik o L[ P ) SR 2 . S K SR AR AR 1Y
TE RS B O LB 50 (1) AR, AR AR AR O I ) i
[ RIS (RCT)P . HE BRI P BRAE T4 B F) i B I
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[l WEJAE L B e Tk 20 A K% 4 B 40 52 4 5 AN [R] PR HDL 45
IR, 120 FE AT DU LR AR SR ()RR AR
W6 52 7 1) BEAT BOOK 9 8G ()i FH T F 2
apoA-TIFTHDLAF R [f] LAATPE & £ 412 5 (1 A1(ATP
binding cassette transporter A1, ABCA1) /5 1] JH [&] i
[ 41 L A 553E 20 (3)3d FH T T 4T HDL Y2 (4465 e 3
o-HD LR AR BT -B-HDL) ) bA ATPZE & &k ia
1 G1(ATP binding cassette transporter G1, ABCG1)
N2 ARA Y T 1R RH A B AR T (4)id H T i #o-HDL
RURL Y SR-BLEE /£, B 5, LCATKfHDLH #1 5R (1)
O [ P 10 2 P 4 T ST [ e i 5 % BIHDL A% 0
fTHDLIZETIE KR . K HILOK, LCATE I R FFE
i £ JIE [ P2 D200 B B HD LIRS (1) FE B N A2
RCT b & 55 At o AH s 204 2 9, RS2 7
e ELCAT, RCTH F] RESE I, HDLAMV i it
FAERCT 1 £ ZEAE F R IRPUBI K AR Ak, R,
HDL B A 4ERE N 7 A0 fafaS M se Bk JuR. i
MIER gHMORY . M AT TR BB e AN o
JEE 5 2 A WA T RECOS Y. IR, A SR B, HDLIY)
TR AT T B 6 B KR FERE A B A 1o B
S, B ] fE AR T 1 3% T HDL-H [ BE(HDL-C) 7K T
RAIFAERH . HDL-CZ /T — B AN 5 e O I R 2E
KA MR AR, (BB I F R, 7RI R
18 F B8 9% 34 IIHDL-C /K P (R 254 %A 7 AR T )
RO . XA RE BT I 2K P HDL-C I R B & e R
HZ<HMHDL & %, tl3EHDL ik . 24k, #izEH
g5, FRHDLARU AT A S — Fh iy Aa 97 56 0
I3 (BT 702 R, A W ST 5RUA T ATP4S & &L
8 R A ABCATFIABCG 172 ik /b W5 41 A i 3K 401
WTE R 45 RN B3I ik 346 A R A4, o g i S,

3.1.2 AFBAEFHRIE AT AT mRE AT ARAE
NN EN R A TP A S RN (S
AT, AR VG D7 I A P SR S I
LDL-C/K-FA 2%, JFF I rb [ B A 6 2% 3 ] n e 9
PRSI I P o0 XL 90 T R4, R, A
i P R I P B 1 A 7 R L) 384 Ao L[] et R 285
A 95T AR, o B3l 1) — T () B 9 B B R
TR AR PR I 2 TR PR DR B . R PR A5
A8 F 1 MR T 4 o) L] P A Sk & GBI SREBP I 12
Ui, WHE AN R-6. MRIRIER T ol (40 A
B 1BAE P 11 firh B {12 a3 R 5k DRl il Wl 25 4, ikt
S5 LW, J) JH [ B A R SREBPIE A% 1T il A6

I 240 He e P SRS

3.1.3 bt eoE  CEBVERYRE H ATt f e
BB . —, RS G T )75 O ANRE 5
AT R NATTH 75 22, 30 48 SR M IR S 2 VR T B Bk
KR B MR R I 7. AR LE R I, AR
R AR 5 B MR e B HLE I EK &, I CD8 T4
Ji H 2 T B i A L Tt ik 7 7 5 1 (acetyl-coenzyme A
acetyltransferase 1, ACAT1) 7] LLHE =y 4 g 5 I [#] i
IR 38 B BT R 5 BT, A D 2 i o R EE A
SRR 73, JEL ] 6o T4 B 5% 1 1) 52 74 S DL e e
9 R 4 I, 1% A FHACAT 1N F 30
i 7] B 4%, 2 #i (avasimibe) 75 I 2B 8 0 /) AR Y 3%
PR B R PR N, 45 S PD-1PiR R TR
T BVE T R, B JE ] AU e R v O B I Ak Bl
ACAT 1] E i S IR T I 20 HE 5o

3.1.4 FEMBRE  FEWEERYEHuntington’s
disease, HD) & — F ' Je 4R i VR0 A% i #h 2B 4T
PRSI, 3 B R & S AR N 1) F £ 1l (Huntington)
FERIITIS gene) R A2 T BUH 2 i 1Y) 5 L Wi 2 (1 v S
WRER AL, MY FNE. RERNE A AR
MG . B Sasgmm 2 KM SOR R R 4 e, f8 AR
PESET, M FBOS 3N DhReA Sz, 4 & LA (R Al
TR PEREREAR B, Y0 Ja U I R SN R D e
BRI R . 2 BT BB FEAE B, 5 SR B BE AR 1)
R A I — g AR [ R AR 2R . fdle A 72 U RO,
o ] AU T S AR AR O, SRR R,
E /IS SRR A 15 JIE 5] i 24 S- A4 Tl 1 220 i HH B0
PR TEZE S T B, i A R E R ERICILR,
168 I i e A AT R B BRAE BRI 2 1Y)
15 00, PRI K A T % BAE B8 3 K SOIR A4 (1) JIH
Il 2 1E 5 AU A A B IR T B [ 718
3.2 RBEEEE D3RR A H AT R
32,1 FMIREEFERE  PURZEIGEAE(AD)Z —Fh
LB ARG IRAT I, S RRAE <& At P
e 32 BRFAE A K R RO B i 8 9ORE BRE R PTAR,
XLETE P Ll A AERTE R 1 2 E B(AR)ZHL L, 41 A
B Er 0 R A tau B 1 1% b ORT Vi A4 1) 2 T o A
it S /N T 4 BT AL B . R R T — b A
T B AL M (R UE R B B AR B R DR R AR BT ELAL,
Z BRI R AT ATE R . AR, Bk Z
(R 98 2 7, I ] 5 Rk ) o 2 R AT PR 45405 2
BRAREY . Hln, IR MEEE R BIR, O MR
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S5 AE A5 P E I T AT 1) 7R (b VT 28 245 ) i AT
B[] 96 T I — AR KU I AD & AR Ak
JT JE) R, 1L ] P 2 5 4 48 0 4 R ) T ke, i I
] 2 7K 1 k2 e 00 ) R AT 2, R R S A R e 2 A
K. BEMEREN, 5 —J5 0, H & >
BN A6/ 240 10 725 &5 H) AN 5 B30T 51 R R i 4278 IR I
RO AN 52 A4 25 52 BH, R L4 5 W0 ph 22 48 B ) A7
T o T e I [ ek T A e 22 e I ) REFE IR, S
P22 24 R A7 3 A DA 5 i % S A 48 T ) TE i AR 3L )
RE. TEADEZEh, JIH [ A A 7 F RE S 8O R
Jivi v BIE M A B A UTAR S — R AR AR, FE
It i 1) 5 R A R, 3Bl S ] 2 - A 2434 Ji7 i (3-B-
hydroxychlesterol A24 reductase, DHCR24)5|#2 T A
ATE SR, e M A S e 381 R ] e 1 5 T A
FLAE th, DHCR24%: R 1 W] 388 1k 4 v JIH 3] ik
JEE M N A 22 41 AR PUB-vE B A B I MR BE 0, JF
B AR VE 40 A £ 1 AT AR B L APPIR P2 A, T R #5 HE
PR LRAPAE Y, £ J5 2RI BT 58 o R 3, DHCR24
T A R WER SRR B R A AR KR 7~ 1(IGF- 1) fh 42
PRI RL ) — N9 7 JF Hm B IA 5 T DARRAIR LR
1%, W 7NIGF- 115 5 18 B (iR IR AT R 2 D8] o 2 i 2 Ak
PR AR B HLH Z —. S—J7H, RH
Tl R AN ) ) S 56 BRI 408 2 ], ADAE A2 53 fili 4
R B R AR BT IR, R, 0 TR R 24 BRI
FE3 UM PR I AR Ul SR T ORI AL, FRAT
SR BOBIE TR /) B2 4 B4 i 67 5t 4w B DHCR24
P e ERT e o S A I, LT 2 7K~ B AR RIEA 1 4
JI5E 2 THT 1 4 i 25 45 #) - 4547 1 Insulin-PKB(protein
kinase B)-Bad(bcl-x1/bcl-2 associated death promoter)if
B, LGRS T AERE TR R IIBIE S, AT
o) FE Y S E A 22 20 i PP s S R SR IE DHCR 241
HANREE . AN SLIGIEY], Th ¥ G«DHCR24
20 9 5 1K) 0 2 41 B B AT R 2 0 0 T 0 AR
F, JFE 7 B 2R A SRR A A N U S ) AR
H, FGIEYIDHCR24 B A # V) 2 R4 12, 7T
VE ARG T AN B R 283 BOME 5549 22 3R AT PR (1Y)
TEESE A1, gk Al DHCR2445 K BLAT LL 5 i J8 #1
il 8 FIpS3AH AR H, J83d 45 & Blp53%E & J A IR ik
gk F R pS3 EE3SH Qi HE M dm2(murine
double minute 2)fE#Ep53HIFR R, $E7R HIELE MRg
il 2 AR 7. B T i 2043, DHCR24 mRNAZE
ZANEAGE . B LR 505 R AR

Rk, PR H A TREN 2.

322 4E§BF e % {4 1M1 AE (desmosterolosis,
OMIM 602398) & —Fh N e ta R Bt 845, 1%
95994 18 1E DHCR 2453 A8 A3 L[] B2 & Bl 52 21 417 i) S IH
] P 7 % 55 /KT 386 0 . JIEL [ BE A 9 HKE 5 08
% Hh 5 Hh R F it H 52 AR Smo P IRV 45 & 1 /N 7+
VI3, TEZA5 5 38 B v B A AN RE A JH At 5] B 25 B
BAX, DRt M B A 5k = 3 OHD S 5 0@ #8532 FH, 4
SR K B A R, B S IAE 1 R B AR R
MAEILENREIRSE. PR, IR, /N
T RIARH SALRIM, D% 2247 A AR B 35 R T
R EBANERER

323 $M-REKEAE ER-REKLGE
{iE (Smith-Lemli-Opitz syndrome, SLOS) & — ¥
DB B T 2 DR L[] - 8 B A T 51 A ) 4% A
Fo MRS . 1% FH T 4 A3 B- M &0 IH [ BE-A 730
J B (3B-hydroxysterol-A7 reductase, DHCR7)#:[H]
FRAR Py 3 FC A e R B 5| RO AR A ] B A O AR
rH, DHCR7/ 4 7- it 0 I [ i (7-dehydrocholesterol,
7DHC) 2 JH [ B ()& B, PR, & B DhReTE 2k S EUH
] g 7K P [ ARG % 7- i S0 T ] e ) S AR 2R, IR IR R
AR BT, /NAR A, FRTE UEKE
R BOIRKEBGE R AT ARE MG B
INHMESE . 40 R 2 ESLOSE ) LEA | FIERHIE, HiE
SLOSHEH WA M K B Wi CE. il Ik 50 10 iE
A B DhRe Y. SLOSYE ERAL I 5 TH 1
FUA TG R, (LSS T E Rz AR B DR, H
B T 120% 23 1 HLsAA LR 7 T k. —J7 I,
FH T 1E ] 5 s 32 BEL T 3 5000 4 P L o 7 S LA T A
Wik =, ) A2 15 o (e TR e 3 SO S A
B, Rk, s R mEss WK E &ATH
SH . 7R H T7DHCH # P E ], 7TDHC S
5 Ve 241 i A R[] s e, LB I o A A e R
HEAEIRIINR R, 7T S8 B AR, g
3G R SLOS B G BUBAE RS I (¥ I K1Y 7DHCIE
A A RRTAEYI N T AR AR B — e &
PE, AIIE L B A R G R H D,

324 FpARGE  20MHZCO0EARY), —LERE TR, A
A rb IR B KRR S B R L IR — B R,
T L ] R P A 22 A ) 2 200 [ ARG R o] e 5 A 1
IfiL 35 % (serotonin) L e T F#4%, Wl Re 2 FECME S T
By, phah M & 0], RGBS 7 —E KA
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[P, VR Z B FE ORI, B R PG 1 2Rk
P S AL ] RSP AR . TR O, R R R 22 i 5 A
AR, NH A P S 1 K R RG  TR) 2 AR — 0 R R
AHEFTRM, O MLUE PR AT B 3 3 BT R PR G
T FEF R R, — 7T, e AE [ A I
HERR AT 5] ek Lo S5O LB 5 53— J7 T, T ST
HERIF 98 ) J2 7~ (RN [T B AP AT 35 0 B % KUz, 4 i)
Sl FH 277 E RO B ALK P A 5] AL 1 R RS
FAE T A 3 R B A ) R T K P B 5,
B 5 S 50 R, 5] E I BRSO I 95
iR DT 5 s vy vy = 15 17 S v E T, ke gk — 2
HE TR IEE B 515 ES RIS R AH
VF 22 R DA, G HH [ 8% 55 AR AR B A — 5 IR
PO 83§ S W N o BN T | SR 115 R 2
2 HH TR 51 A 5 FR AN R -3 BUICIH [ B K-,
PRI SR O% 2% G AN AR

3.3 RBEIEFAEMAAIEH = E 5 RrER

331 CRERZESAB  CHJEZULHH(Niemann
Pick type C, NPC)x& H [l Jy 1A 5% JIH [ B £ 48 it 4
& S H T 51 A ) B LR L . AN R JIE [
T 240 HE P DAV il A P 3 2 At A o 25 1) K 22 L
i #82 H T FENPCIRA T 73 K. NPCo2 —Ff i1
NPCIBUNPC2 PR 53 JT £ 1 22 IR AT PEFIA,
2T fg BFINPC1EUNPC2 £ [ o7 {8 4595 A v 13 55
JIEL ] B2 TG V5 A B 1 2 JF At 4 45 A T 36 s I [ B A
eI A Jlas (R AR 2R, A B P I 5 A ST ) R A s i 3]
M 25 ) e, 5 1 RV Bl AT RS2 FHL, 4 B
T6 REVERAR IR S SR Ak Ty e B i 25, A 28 52 1 40 i
I EHIRIGEEE ST PR R A — RV SRS
S8 B A 1 B R 2 TT AR T I R R B
FEAFENE. P R =ANT7 T, G R
FLEFR L HEI 7> ZEREARERE IR BN R0 Ty RE I3RS hE
Ko NPCH BT TEA IR IT J7iE, Fbk G2
— LERR PN 55— L6 B S v TV 97 %5 0 I R L
2, A A2E B NPC B3 R4 R GURERIT,

332 FLBEAREAFR BT LRRMARETR
N K (x-adrenoleukodystrophy, X-ALD)&—Fh X4 & {4
B, B YA A A VIR I s B ——ATP
gk & £ ¥5 12 2 FID1(ATP binding cassette transporter
D1, ABCDI)¥ 2R AR FrE.  LMERHZIIE 1) 71
HLHIEIE 7T AR B, — R A N, R A2 T i
ALY Bl AR e 7 BRBAE AL T e 2R EL BT B, JIH [ B HH

T A (e s S A A 3 3 WL 0 R IR A 2 0 1)
Gy FHURISE L T — A8 i AR, BT 2 it iy JIH ] P e
Tt v g At SR A Il A A fish (ly sosome-peroxisome
membrane contacts, LPMC)SZH M i B4 21| 3 S840 )
it 1 (1) % 32, ABCD 1 il 2 5% 1) BLPMCI1) % Ji ik
T 0 H (3] {3 52 B, 36 s IE T B BRI 5, 45 1)
RIAEF AL RGN FRRA . ZHLE ]
RE N X-ALDIX MR S it — 607 I8 77 1020,

4 BEESRE

JIEL ] P2 A 40 B P B R 22 B 2 R ) AR
YER, 4B Ak dn i s A me s b i) 3 2220 4y, DRI 3L
g P B B T A B AR TR S R . SR, AETE
B 1T E 5 A R B A5 E 8 B 5 R 225 (R BB ) . s
o S (L 2 L PR P s S R IR PN s S ) DA
W W Bl T S S AR A A 1) e i, 2 X 4t i
JIEL ] 2 ) 5 B e AR R, DT 7 A 25 ol R [ A
S A IIIIR o I RN B R AL ] A A S 5
T AR FH, XA e AH D s 1B v B E B T A AR
MR . BEE BRI &, A O3S A i
eI, Filhn, BRI AATAK, k& i
22 H00 N JEL ] e 2 54 ot A< B, DT 8 0 0 ik o
EALRE (1 XU, SR, Bk R R 2 (P E 4 22 BH, PRl IE
[ 2 PO U0 B 5 N 5 A A i 35 2 ) I A JIHL [ 1 K T
(RERREm, (EARE, X2 (EERESTEM)
EISC i P P N R il 7 o AT 16667 (5 [l e B FR A )
HEAREGH T 8K 300% v JH [ BE55 N R 1§, (H 2 5
AR J ST A R R B A IE ] AN B R 2L T2
BB H TR ORFFIR RGBT, A [ BNz 75 8k
A o R E ] 2 B DAAS 2 B 3 S e I A
B, O BE AR H T R e JIE ] A R 1) A L R A
WIEME S B AE B AT R RS TR 7 2
L T R 55 N L[ 2 ) i, AT SR A B 6 1 UE 9 I
BH, I A VRO R B ER AL AE R B T N 1 e X
JIE 05 B8 B RN, AT AR A2 5 B i - v 1 EE S 3 A
&, B H R AL R B AR, HoAth S5 H ]
ARG 575 A O B I AR AL, A AT BE AR BE
AH G HR VR A R} 209 50 ()3t 20 T A Bl S 3, ALtk
o R B s S5 A O R

K2, TGV AR AT o I [ AU SR A DR T,
TEIT 3 H b 0 B A0 ik SR I 1 4 B I S 7K
-, YERr T A A A LA ) TR 7R 22
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