I E 50K 2021 42 6 A% 18 %% 12 1 Lab Med Clin, June 2021, Vol. 18,No. 12 + 1815 -

< BHISH -

DOI:10.3969/j. issn. 1672-9455. 2021. 12. 046

ORI MRS & £ B K f/MEHE S I Y B R 1 Bl mE S

HARE. R AN

H,oEHEW

O XRFWEPLERERA, EiE 200032

X HEIE ALY B BT o E
FEE SRS R558. 2

v L m
X#kFRER:C

L 40 T I LR 2 — b 2 L A G £ R B b st AR
P . BT H R ALE 8 ABCGS # (30 ABCGS8
XA AV e DR 2 728 5 350 g T ko A g I s O o 3 o T
sk R e A 4 0 T S s 2 68 A P A 9 [T e K P T
Ve HR AT G R IR AT 3 B O I AR L
U I A5 I 9 G | B €098 B I VR 2 e AR (OB 41 40
b E AN N E RN (1A TN | AN R AN B NN
ML) %5 Z2 Ffilf R 22 B0 L0192 36 RE T Bl R 4
A P9 A [ KT, B AR AR R A= B ok o A R Ak 5
S MR S A RUBR S . AR SCHR A 1 1 e L 5% A S
MV R AT SR A X — RN LR = FB A
BHSH e  BE AR T 20 3 R ARG I 6 32 A A 4 [ R
9 B I EAT A SE Sk T .

1 fmEER

BE. B .66 2T 2 AT & B0 /N DL 5
H AT BT G L A R s AR B AR L B AR B I YR
Bhatie . ANBEINH RS 40 8 1 89 g/ L 140 il SF-
RFL104. 8 fL P31 & i 33, 1 pg. i/ T4k
39X10° /L AL /R M ZT &K 79. 6 pmol/L, H %
AHZT 2 26. 4 pmol/L. TEABEAT S5 % 46 A5 /R i 21 8
F 115 g/L ZL 40 F 244K 1 103, 0 (L SF 31 21 2
34, 2 pg. I/ it %L 55 X107 /L. (48 M i 5k
3.40X10" /1, Coomb"s 32 5 B ¥ | ifiL /N A 7 44 55 BH
P BUR BT WO 1 2 320, Bowi IR A SR
PEME VS ML MEZ L, T UL O IRIEJE MIBIF (1. 5 mg/
(kg ], PIJEJ5 & 2 il 5 B 20 8 H 105 g/L,
TN R L 113, 4 L L2086 11 & 37. 0 pg.
ML/NBR T HC 45X 107 /1, B AL I 708 AR U 20 32k — 25
L IH AR R R A T N T R S, R R
ARS8 U5 IR L A R I % A 2T 4 TR 25 UL 8K 7 41 40 i K
INARE TR 21 40 i 5 W H. 198 K By ) A — ok,
il L/ BRIV 21 400 i B2 8 22 (0 1k 20 40 b 20 R v AL
TR B A A /AR LT 1, (E A ARG T R [
it ARG 25 g 2 P LT /K IR . B [l s R

Ek,\ﬁl']‘*)i;

ABCG5/G8 A H
XERHS:1672-9455(2021)12-1815-03

WETE LR R 2 30 Z24F . H R 5K AH IR I A M A R
Lo s o S5 LA BT A LA A e s AR R i
e A S — 205 58 385 A [T e AL A 5C 5 R i £

T gp FR B ORI /M sse 278 DI L0400 .
B 1 BHEMNEMS R LA, /MR (FHE-
EW|EELE, X1 000 &)

5B Ve s T 4 A RS L A IBUER AN E
(1S /g Uty - 718 = G L e o AT A 7 8
R BN EE ABCGS SEH A HME, N 3 DA A %
A5 (e 1373A>GLc. 662C>T.c. 668T>C); FANCB
FERI A A, R 1 AR A F R (e 1079C>T) , i
% JE R R R P R ILRE , T LA R B A RNIA T .
I IS A KR Hp A R A [ AR &
BEIRIT 1 Bl E A MM, M HE A 124 g/L 2040
MBI R 107, 7 (L CF T8 & 33. 9 pg. i/
BritEr 42107 /L, B MUAE RA — 28 22 M - 1/ A B a

B
2 W 8

Py [ IR AR A A [ EE L R — i o D 1Y
Y0 PR BRI G A 0, J A OE R 23 Hh B P A A
WK T L B @ MR R A pORD . B
i ABCGS Fil(5) ABCGS 3[R & 4= 4l & sk 2 & R A8
fir gAY ABCGS Fil ABCGS 2 ity [ i 4 HE % 32 7

» BEETH.EFAKPFEESE FFH(81572064.81772263.81972000) ;2019 4FJ& [ BEy7 T A 5 S35 H (YDZX20193502000002) 5 4 H.

R W) HR L e e P i PR ATF 5 3T H (2018 ZSL.CO5) .
o B 15 1€ . E-mail: wang. beilil @zs-hospital. sh. cn,

A5 AR BRRH L WA IR L 4. TR LD A0 MO 2 1 5 DR L/ A A B2 WA ) [T BELAE 1 B0 SCER A I [T ). KR R 2 S IR K L 2021,

18(12):1815-1817.



+ 1816 - I ESF 50K 2021 46 % 18 %% 12 #1  Lab Med Clin, June 2021, Vol. 18,No. 12

Sterolin-1 5 Sterolin-2, P & 14 32 B A F 32 M i i iE
ot L 1 T 9 R M AR S T U A I )
EWANGHEERENHYERE, EFAETZMED
PEFEE Y. A Y. RRE, T F Sterolin-1 5
Sterolin-2 AUA/EH . AT ¥ 1 5 52 Fr /9 & H Uk &
INFBEARR 5% HY W kA RA R, & 55
i 3 % [T R R AT B4 A L FE AR HE ik 92D, DT el RR A A
PR 40 T K T B A — R A R R B, R
FANE M B0 2T 40 B K B AR A SR BT A
Wy 1 DU R AE 21 40 B A0 i /N Al b S S0OH: i 2R 2 A R
A KIRE K MUAE L FE B = ABCGS fil ABCGS ) /)N
SRR P & AT D [T A O 4 A P SRR 0 T R Y
B B, (AR IR 5 T 2 (W) A Il /0> Al R v AR 4 [
Pt SRS W T /AR R A B I TR, B
JINBR S S, 88 H O RS R RE L T I 20 AR R BE
L3 0 [ 1 2 A P A S R

A £ BTG BRI OLRE | R 0 A e R
I B OO R A I R SR B, A LT 40 i R R 4 R
E A% 40 2R AT L L i R I A A D fig S8 . B Tl
W REmE Fimwe. 456 A EA Sk
FH PR 5 S R A HA NG TT sk, 0 28 25 16 B A e PR Il
PEZLI A IR e M ATIR T . FEARBEAT #FE— 2D K A
At 1L R A B 7 & BRI VR e TR 40 AR R S R
ok W Z2 €0 Pk 21 40 B S L % 20 40 B R /N R — 4L T I
L TR LM H SR AL bR A BCE B ()0 K HE 7 45
HEGWESSER AP O Z ., R
P 21 48 A 5 R i PR 52 B rb 8 WA B T A il e B
F PR 0 e iR e XKl ) — B0 1B R
AR T D5 1) 4% S T8 25 SR S IR 40 40
W %2 22 LT s AL PR O 21 40 M 2 £ 0 R E SR A
JUE 92 95 1 A8 3, BR Z 80 HT A /bl i 5 IE R E
WR BB MR AT, A
HIA T L 2 AR LB K I /N . X SRR AE 1 9 TR
A2 S v 50 L AR B0 AR B TR W — A
[ P i S 179 T BB 32 T B A I IR BR AR A I 58 38 AH G
LRGN . 38 4 Bl S 0 4 A0 7 3 IR 43 BT IE S
BH ABCGS B KAE7E 2% A 4t 7%, A ) 8] B 1L iE
U2 . (HAS (1] 58 7E 32 52 I R 2 5 37 S A I
i AR B R YT R B AL IR A T % A EL it /N A K P
3AR, AT e T HAKNAATE B B hiik A ¢, fERETE
— L[] g M B 5 T R B K 22 BOR ) [ IR OO AR E
Tl /N DD | B A5 RE AR ) B R 12 Ry T BE P LI AR
I/ E 5 Evans £ A 1E , 1 i A i 58 3 WCAE /Y 20 14
R TE IS A ) [ B I AE T 32 8% %92 Ry fo 2 A /)N
MU A E 88 Evans £5AE . H i F 1P 4% 32 18 D1 bR
FAR A [ B 4 BT s % PRI 2 R 3 A0 ot 2 ]
FUE 2140 M, il 28 3 030> 1 390 T v ik B % I /)N Al 9k
A IR ST 40 B G 22 B I A A BB E I AR B [ A
ABCG5/ABCGS % [H, DLkt 2 A o6 2209 1§ U B

FARLT

H AiAE Y 0 AE A9 A0 2 AR R R K T
S Yy [ B I AE T ABCGS i ABCGS % A (1)
T, 15 3 75 SR 3 vk B SO B R EE R L S
e DR RGN AR X DA AE B R R 2 R 5 S 00
B S BOX — B2 W IR M, i 38 9 0 A D, AT
BN AEA Rt — s = . 5 — i % S R RE
B IGIR RIS MK W B I8 L iR2 4 I R St
BRI T BRI . BETE B — 26 [a] 5 M BF 5T %
B EBCEANE M e DI dn g i 2 | B E K i/
M 2 A [ O R E HLA — i RRAE R R,
I RIS U I S — o 07 L 28 O L i 3 AN 1 K 58
oo I A L R W SR A i L AN il B A
T 25 W WL I 45 6 AH V95 52 A3 Bl 1 % A8 9 1 2 i i
X UL R R R S A R 2R . H B R A

B AR 1 B2 A T 50 i AR 4l o 1R 5t 1% 2
TR FNARE 2% 2 i 38 J1 25 [ Exome Aggregation Consor-
tium (ExAC)$0d5 1 i #5457 ABCGS 5( ABCGS I fig
SR Y 58 A 1) AR SR, A B L R 0 I R OO RE ) K R
h1/20.7 J30R L $R R AT AR AE AR R R B0 A A ]
MAE B FAFFER L VN2 . 3 BON B8 M i 42 52 A 30
I B B ARG YT . A I X A Y 1 O AE R T
2R (R AN DAL O 7 O AR U e X 2T 40
MRS B LR A A — o R s H AT AN 2
SR LA ARG H S BIR
3 b %

A [ R LR 2 — P 5 L A R e R b st R
e I R R B 2 2 B e = 5 S 1 A v L I
iE 5 IS S P L B R LR A AR L RS
ZRPIRE 2K, H R W2 . MR TR %
EUNE N (| ANy R A E U N N R B A 1 B AP A I E)
KL/ A — 5 S 1R O 5 L 2 IR A o
i A5 - B, X IR B 12 W A B AR B . BiAR
I 45846 R I A DL PR 3E — 25 A7 1 75 4 [ e | ] e )
7E M ABCG5 . ABCGS8 F: [H 73 #r L b R iR 1Z21R1A

S % ik

[1] BASTIDA J] M.GIROS M L.BENITO R.,et al. Sitoster-
olemia: diagnosis, metabolic and hematological abnormali-
ties, cardiovascular disease and management [ J]. Curr
Med Chem,2019,26(37):6766-6775.

[2] YOO E G. Sitosterolemia: a review and update of patho-
physiology,clinical spectrum, diagnosis, and management
[J1. Ann Pediatr Endocrinol Metab,2016,21(1):7-14.

[3] SALEN G,PATEL S,BATTA A K. Sitosterolemial J].
Cardiovascular Drug Rev,2002,20(4) :255-270.

[4] BRINTON E A, HOPKINS P N, HEGELE R A, et al.
The association between hypercholesterolemia and sitos-
terolemia.and report of a sitosterolemia kindred[J]. ]

Clin Lipidol,2018,12(1):152-161.



I E 50K 2021 426 A% 18 %% 12

Lab Med Clin, June 2021, Vol. 18,No. 12

« 1817 -

[5] SU X,SHAO Y X,LIN Y T,et al. Clinical features, mo-
lecular characteristics, and treatments of a Chinese girl
with sitosterolemia: a case report and literature review
[J].J Clin Lipidol,2019,13(2) ;:246-250.

[6] AL, FMRE, JAEE, 5. fl ) I8 B I /Y G IR 12 W 3
AR AR A3 7 BOR AL A BFTE FE R LT . e PR AG: 38 24 7
2020,38(2):126-129.

(7] FEooe, FIRB BTG, 5. = DA B /MR A1 I
PR L PR AR By BT P S K R AT S (T ). AR LR R R
2011,32(5):331-336.

[8] LUK,LEEM H,HAZARD S.,et al. Two genes that map
to the STSL locus cause sitosterolemia: genomic structure
and spectrum of mutations involving sterolin-1 and stero-
lin-2,encoded by ABCG5 and ABCGS, respectively [ ] ].
Am J Hum Genet,2001,69(2) :278-290.

[9] LIU X D. ABC Family Transporters[J]. Adv Exp Med
Biol,2019,1141(1) :13-100.

[10] BRIDGET O A,OTHMAN R A,SEMONE B M. Plant
sterols, stanols, and sitosterolemia [ J]. ] AOAC Int,
2015,98(3):716-723.

[11] REES D C,IOLASCON A.,CARELLA M,et al. Stoma-
tocytic haemolysis and macrothrombocytopenia (Mediter-
ranean stomatocytosis/macrothrombocytopenia) is the
haematological presentation of phytosterolaemial J]. Br J
Haematol,2005,130(2) :297-309.

[12] KANAJI T, KANAJI S, MONTGOMERY R R.et al.
Platelet hyperreactivity explains the bleeding abnormality

and macrothrombocytopenia in a murine model of sitos-

< BB -

terolemial ] J. Blood,2013,122(15) :2732-2742.

[13] NEFF A T. Sitosterolemia’s stomatocytosis and macro-
thrombocytopenial J . Blood,2012,120(22) :4283.

[14] FALET H. Sitosterolemia: platelets on high-sterol diet
[JJ. Blood,2013,122(15) : 2534-2535.

L15] AR, /R B R, BEAR I IR 1 W % (M. R
S BRE AL, 20138,

(167 ZExk. A [ A4 i 2 B 1] X6 # JA] i 21 20 S kL 40 i % 25
MM PR R PR A 48 3K . 2014, 35(12) 1 1647-1648.

[17] WWGE 4% F O, VLAR . 55, ARG IR 2 5 0 14 e [ e o,
SiE 20 Bl PRAFAE 2P AT [T ], A e 2 2R 35, 201999 (16)
1226-1231.

[18] ZHENG J.MA J,WU R H,et al. Unusual presentations
of sitosterolemia limited to hematological abnormalities:a
report of four cases presenting with stomatocytic anemia
and thrombocytopenia with macrothrombocytes[J]. Am ]
Hematol,2019,94(5) :124-127.

[19] WANG Z,CAO L,SU Y,et al. Specific macrothrombocy-
topenia/hemolytic anemia associated with sitosterolemia
[JJ. Am ] Hematol,2014,89(3) :320-324.

[20] sKAAE. TR 43 76 35t £ 1 U4 2595 1 PR A 56 32 W v 1)
LT, KB BE 2%, 2015, 30(5) :410-415.

[21] TADA H,NOHARA A,INAZU A,et al. Sitosterolemia,
hypercholesterolemia, and coronary artery disease[]J]. ]
Atheroscler Thromb,2018,25(1) :783-789.

ISR H 1 :2020-09-29 & 18 H 11 .2021-05-30)

DOI:10.3969/j. issn. 1672-9455. 2021. 12. 047

[gM-« B8 M EEX £l CRP Wi+ K% o5

F R ARIET TR

L hERLRRS L EER LCIRE L ANESR

.PEEIMRA T CAREZERALEA, LT 100068;2. M KFH —ERLERA, LT 100034;
IRV B AEME R BT RAA RS T 5 2AE,dFT 100000

XERMEG; T#;
H B & 5K S R446. 6

CRE®"
XEktRERD . C

M R Btk 20 o A0 i o o g A 1 4
BELBIT 77 1R B — o 7 S R AL S b B — 1Y
S R PEER R L B IURE B B A e It B S
P IS 22 51 A 0 I K A5 AR P 25 S8 ) o ) R S
a5 (Y 1B ) 7T PR 360 45 58, TR 45 8 A5 1 R
PEUTE AT LA 48 HG G R 3 2 7 10 5 R MR 4 R
C-B i # H (CRP) Sz — Ff il 7 1) A 45 S5 4 20 i A
HE T R A R JE 1 AR B M I e L
HEZE 72 L I I e 12 W 45y T R R R
i Fl 2 — e VU 2 12 — 41 (EDTA-K, ) Bt BE 1 42 1fi Ff A

2 BIE1E#E . E-mail:lzzlab@126. com.,

NEHS:1672-9455(2021)12-1817-03

FEJRILH AL 4 0l CRP A P B A K A Bl T 4%
R Y | S AE i AE 2 N AR B L A5 #1193 5k A mT
5355, B H EE K 1 HIAE [gM-« £ M &
F T4 4 imAx A< CRP 3 B A% /4 22 41, I %) B i JL
filt CRP il ik &1 M 8 1 T 4068 ) #:47 T 9P AL, B9
WEIF,

1 #MRE5RZE

11 FRASKRIR i, 5,84 &, i B e L b R i
RIEANBEIARIT o WA BB R0 L () Bl B i) ED-
TA-K, P& FRAS 5 A4 A BE AR A

A5 AR s e i L A L PR 4E L TgMow B MR (0 42 1l CRP (S I 48 K 47 0. R 3 BE 2 511 K , 2021, 18(12) : 1817-1819.



