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[ Abstract] Gaucher disease ( GD) is a rare hereditary lysosomal disorder caused by mutations in the
glucocerebrosidase gene. Due to the reduciton of lysosomal enzyme B-glucocerebrosidase activity , the sub-
strate of glucocerebroside is stored in the lysosomes of macrophages in the liver, spleen, bone , brain, and
eyes. Patients with GD usually present with liver and spleen enlargement, bone pain, anemia, thrombocyto-
penia, neurological symptoms, and other systemic symptoms. Multidisciplinary teamwork is required for the
diagnosis and effective treatment of the disease due to its rareness and diverse clinical manifestations. After
discussing with experts from the related departments, we wrote the consensus based on the multidisciplinary
consultation and the new progress in this area, in order to provide a more comprehensive understanding of this

rare and difficult disease.
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LR (Gaucher disease, GD) J&—Fh ¥ etk
Betiint £ A1 B 65 PR B, r T A 4 0 i R
( glucocerebrosidase, GBA) K 245 S BHL A EE F A
H GBA TEPERRAG, 3 n HL I W A A W TR (AR
HPEMABE L) RN, B B Wl R AR A
0 A R S A R AR, B R < R e AR
RN B PU ., MR D
ZRGAER, WA HM RG22 REHN, IFrTHE
TERE R AT I, AR T B N 2 R g8 Kok
PR IE , GD oy 3FhZEAL. (1) 18, FEMiz
AR R W, O R MR 4 R G BRI
(2) I8, SPEpm il A2 B E KN
sz R, —T AR —FENER, BILRZT 2%
RUFETZ; (3) WA, Mg As il HR R
WAE, & FILEWRR, miE A gE

MTRERMNZREZ R, REATFAERIZH
T2 FRHABNEME . Wit GD 297 iRLEAL, Jbae
PRI B e R G 5 4, S AN AT BE BRI A% R
GMKIEKE R LS H5EHFERELR, 456
GD MR KRS st E, HilE 2 #Rheir LRIt
HaT,

1 BHURZEZR (HUEAH)

1.1 IGKRFRH

JEIRIP R GD ML R G2 B F BRI, JLL
R W2, WAERIIRe e, AR EE M,
FAE A 0T R B K W] RE R EE GRE AR, oK
TN R, K, HEAE B E R ROR, DT A
KA NEAEBE T R SRR R A A 4
fb, JFohResEss | AR AN T ko A 0L, Epg
IR F RN I K 22 03 PR T 8 0 R 3
PEAHARL S, TR AR BT 7 BT i R <2%
1.2 T RERNSH
1201 SEEEAGAr, KellEEmDyae . o)k S PP Ak
2 SRAE O, TS S B8 I TE . MV A, 4 i &
FiL R, BRBREAIRME | Bakes & SRR
ol D RoI N B2 Yi T
1.2.2 By, JEEE A BAREELS TN, Jf
R0 A A TG o LR S SR VAN R AT
B Ve CT, MRI, I 5 1% 25605 1 5
BV T
1.2.3 FFAEZER] . XA B Dt PR 9 ek oA A0 AT g T+
R, TP 2R G ARG A R A A BhF GD 1Y

12, AH T INAR B FIEE I D RE A, A 2
P I XU 5 i, I AR R
1.2.4 %H12W. GD & Z LUK FEaiA PRI
JIERP R Ry Al 32 BRI, R 2 A il AR
TMAE S8, B Z P R G, B BT 55 A0 G &
B, L IR R RN I SR R SRR I D RE U
P8, 533 GD MiwiZ s8R, By -5 H AL A
SEUY N AT S5
1.3 897

BEE Xy (enzyme replacement therapy, ERT)
A0 R SR AR, AT A R A
JE AR R B h B A8 Ak, DIPPA AT BOR . 1697 B
1~ 2 AF P 3 300 e AL R0 JHF PR A B0/ 381 T B A 2~ 8
FERN 1~ 1.5 R LAPY (CELAAR D80/ £ 40 B 1oy B e T
FLAKE) , IR IR K-, R BB Ik 27 4L
HERE W7 k™ B AR AL R TR KR R A AR
#HLWHEZ ERT, 80 ERT J5BF 7R TE R (An g
TIRETLHE , MUREAEAE) ME LI ARG LI, AT
IR
1.4 HFREEE
141 JFErdedfl, HFREAE S0 T ko e . Bl & A5 7
JERE, MRS R AEARFRENLS gL, PEEELR
HEJE N AL B T R e, AL AR B SR
FRMALURI KB, M 4efefi s S GD "
FEREA G, MUT R 7T RE 8 25 38 0 I 2 4E 1k i 7™
R
1.4.2 . GD Sulrhibs A A MBS A oG, 42
7 L TR0 P b R S g g P 4, E R A
BLEIR BT S5 Ah, FESE 0 k2 (1 IURE B I 2k
HEIRE IR R AR R TE SR R R, B, E
GD 3 E W2 A WG A KT EZ AR5
1.4.3 JBAE: GD B P IRAIE B 2 R B — e A
T T e, HUUBREREESS A8, BRI X
WA ATRES GD JR B R A

2 MBRFEZR (MiKAFR)

2.1 IERFHR

2,101 i ARHEs . B, iR/ AR D | R
N A B = AT A e A R R, R RS A U EL 4
/D F v PR 20 B a0 BEE L /MR IS AR AT I
BRA B R B UL, R A T B0 A AR
AU GD BE MR AR HOANRESE /MR
AT B RN 5 BB, R AR DR DR R B R
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IR SRR T, TR LT AL R A AR
AREUR IS IR TS, BLAh, 7E GD IRSMIFSY
TR B, D I 20 A 8] S AL AR M A sz 40,
A 8] 78 A0 A D 1 AL BE ) 52 8, X3k
P i, 298 0 i 9 J PR T BE A 7 [ AT B . GD R AT
AL /A el 2D R BE R A 4 52 0 M YD BR R R Y

Bk,
2.1.2 s, T GD R i e G 0 A i
JINBOD | BRI S RE SR H K /N BEBREAR S . 4R

R, —2 GD M A ARAHE A VE i A
2.1.3 JRBRK. & IR Y B AN e B R
AR AR M EAT T R AR e A
AR BRI, e — Rl 518 RAE ST A AR G
AL, R AT 4 & R T RE T HE
2. 1.4 PRI XU I . B WL 22 T R S s S D
BRAE I . IR AN 0 R 33 I 20 M5 R
HEAEE MR R nes R A, AR I KRB
M E R IX 2 GD FEGE R [ I 1778 v B 3K
PR . GD FEE I M I & o R e 5l A
W, JUHOE MR R GG (R ELDR i
ME YRR ), — S E 20T 2 FOE b
JoE ) B U R TR A 288 T RE R B B 2
iE i S B T ) il
2.2 MY

il R A, MR KRB K, D,
AEAT WY | W R 2, e ses; M

B, BKES WAL FHER (F 1), i
JOE e R T A T R, A B T A R R R g
o, SN IR T D — 2 i YR G B R g
W, DLETRR R <28 RO AN BT, 7Rk kL A0 AR 1 o
. MR RTINL BN A WL AAE . 2RI
Je . AEICE R FIMAE | 7R AT abk T . oAtk
P BT R G A R 1 I L 2 A B R S AT PR R e

PRI RE R B R < A B, Y R
FETESCT A, OV BE MR BE GD, H i — 2247
GBA {& P2 IR 2
2.3 BT

TS KR T ERT, T4 A0 GD AR i 4i
P e DR ORAEAR AT HE— 2D B AR
FAVE A, TR AN O R M B X R
PR, A ZKIMFE 16975 B 45 A8 R, ERT
Ji KB A B I A L AR D B T AT BR

e TR, UIR  RE A 50 I 200 D 2 1R e
TAEAR, EIA SRR, BRARAAAE G S AR A iy Hh Il
FOFSAERFRIE LT, 20 3 5 B ITTAG 5 A 7T
ZEMYIER, AIWAE A #EAT ERT MIE AL T GD 3% I
SR DI BR DR DT R AR I 2 i s g 2 W I i
TEE RS, JTPIE ., RS a8 B R & A, S 2ulm PRAE R
i, JFHEIZ R GD IR RAE (WE R L fER . sl
Fkim FE . FFRGAF ) B g | IBARE (Y & A KUK
JI8h, RHATAT 5 IR DTSR B AS W R R R R,
WOE SE 58 B PR

BEAE I R WL 22 v, S B IR 3 1 T 40 e A% A
(hematopoietic stem cell transplantation, HSCT) X} 3E
M GD A WUIYT Ak, W AETT IR A GD WYY
O, YIRS A HSCT B H T4 GD 397,
X MR R 28 6D B3, HETC A RiE R
ERT J¥5{ HSCT 3%3RJ7 #1428 GD, {H HSCT Jf % 4E
FpFERA0m ,  H BT Z %] [ HSCT #1 ERT #3843
I RIEE o BRSEAUHLA HEL HSCT HI T3040 8 A
#E, HFEE AL RS 5304

3 BRRZZR (8H#)

3.1 IRRERH
GD "] B & Bk, BREBEA—,

Fom Bk

B 1 AR R

A BRIMAERZIEIE . B, UL AN, C. 2R
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AR R RSN M AE B A ORISR BRI R B 4
4, ZARAOHEBAL F BEATHE T O A | B T o
BTSSR, 4 1/3 R EFEZA AL
AFREE I, e TRk, BWLEERE
L/ E, IR R AE R R R . £L I ER
Rk, BRERBERNTHEESHELT . GD BERRE
VER B HEI S IRR N “ B ER (bonecrisis) 7, B
B AR T, SO AN TR R P R,
Gh, TEEERG T, A0 R 5 B B
1, DA K HH e | I R R/ 8 T RE R
MR R BN RIFRAL T, AT & AN R i BH
IRAE, a0 8RR S AT BT G B A2 IR <4
FARI P BT o IR . 50 m Y
BAZBRAFIARIE s AFAEAEAR B T3 T Hh B A5 PG
HAEN, CEE A ML R,
3.2 iR

HHRAE A R TGS, IRk, BLE W
PRI B B b . KB T < HEIE AR
WL B T i 85 B A (R R B AR i B o AR
S, MAEKEFRESY . W FAAE S A
TR, R 2K IEMIAL X 28 B Bl gy i
MAH S8 B T AR 2 W Jede 5 F — 2 R97 . LAk,
2HFFE CT S MRI X PPAGE A RIE 5 A8 . ME
i A8 B HAT B i W 18
3.3 &7
3.3.1 —BIRYY . XHAEAER T LR, BT,
PEA B BUE BB RA # AT LS ) AR D
SRR ER AF 0 BN IRIT o
3.3.2 PRI MTEMARRARANEE, H
H L) 2 BT AR T AL — W5 B A DI B 4
TERAA . B B A B A BUE KB R AR,
Wi R FE R, AR ARG AR S0B R B
EHRFEMEARE, (1) MEKE B TR
ETIERE ; (2) ErHEA B LR SO it
MBI NTRESRA; (3) FAEMEEETLE
AR AR, AT K e SO A N [ e A
I7; (4) X T AOBURAE A BSOS S AR, TR
P AR DL A W F AR T,
3.3.3 WRERYT . — MBI IEDE R RO E R
J&, BRI ST AT RE R, RO
TARAE, BEIAE TR, R EHFIE AR,
MBS N IRWES), RJF 6 NI T 1g L, iiE
KEEZE, A TIRE EHOCTIGZNEE, fREFIER
T

4 ADREZZER (NWH)

4.1 &K RI R3S NG

GD Worsz BREW RAERKE ., AR, #
AP 5
4.1.1 AEREF G

30% ~80% JLE /DA EFT I GD B 1R
KEBEES, HS5REFRBERDME ) £
N ERFE, MR, ERIE W ILE/ DM,
AR B BN B v IR T s A% B I O
Bim-2SD, SR, e iy n, s R
HAKKEF 1 (insulin-like growth factor-1, IGF-1)
MRS ZHEAERKKEFE G %A 3 (IGF-binding
protein-3, IGFBP-3) MY/K VR EREAL ">, 2/3 1 GD
BEFETEMET R, XA G NE TRk
BFEZW, MIEH ERT IBF A, BHER IGF-1 KT
BETHE, R R A A, Rtk
R G

JLEE/FF/04E GD 3 I R W 46 AR 40 45 B &
RFiE, B EIER BN, EREE, MTERE
AR A BN R B A2 A R, N2 A
KEF MK E W IGF-1, IGFBP-3, HURIRIM X |
PERR SR KT DL
4.1.2 HREHEE

GD BHHHAREZ RHE W, SRR B
B UGG R R, B8 R gz Relsgm JLE/ ¥
AR R, RIS 2 T R B T S
WA AR, ™ E R I R A T

80% 1 JLFL/ 75 /04T (8 % 76 5 & W & 8 i 3
Wi, R AR AR E s mIEN . 6D
SBFE AT HIREMEEA  , SEAR R L B oA
FCHRARET A RURE s R IR
ko BB b AR T RS, DT 4R K B
B R ERE B A

ILEE/FFPAER N GD H 3 353 3 17 7 1 5% 1
WA ST, AR A B . KT R R A
RSB RSN S 500 E, @Y E R Z <
-1 B shifyr DA S 3 . R E i TSI A R
HU BB BT S S Z WP GD BH %
B R, BEEE . B R M i AR G A Ak
B, PR RS IR 4 T A RLIAYT
4.1.3  EFEARECH R

24.2%% GD BEEANE, BERAREAENR

Vol. 1 No. 6 685



B, IRIT AT LB/ E AR GD B AR B AR
BHIKRERN 5% ~67%") ) M A GD ## 8 ERT
TRYT J5 R T RAE B RE 9 XU 2 35 ke, H A
R, WEEREMN GD B A, W
W S P R R AR R R B 2 RUBEJRE T, GD
BB R A0 e B BT AR O R HEAT IR
BE TRV AR E R, (A WO, R R
WA 5

TeIR NI S LB/ T A B 35 Y 7 W A o
FEE, DIBWLVEA 3 IR B i B IR RS . I 2
JERESG 2 h OB, 25 BE MR 28 WAk I 41 2 11 5%
WAL AT AT AR A A 0 LA BH R RS
4.2 BT

ERT 8% 0V FH 5 1 Y80 2 G5 R T I 265 B 8 4E
B, BHEWE, B a e A nTw, 8RR
ERT 1/3/& GD B iR A A5 (b | e B % H
BIT A, (H B AR W R T KU R %
AR D, BRIHOSUBRER LR YT GD B 1%
BESE LA R RS, (0 M WA AR T B R
MW EMER . BRSO A I, St
Y57 ERT RARIGIT A B T A K B F RS AR

IR
5 MERGKZR (MEH)

5.1 IgRzRMR

5.1 IR IA GD fEAMAEREZ R, J8TH
ey AE R

5111 AL, JFAHE DL, ERRE, @ TEIL
RN . BRI SRl 28 R Ge R I R MR ERIZ Bl e it A1
BRERRIE, 25 M B AT M g Lk s e o
B, SRk, FEERT . RO E SO AR, T
PEAE M SR A, T A, WiE 2%, £+ 2~4
ZHrsers, WA —Fh UL = SO 2 A
JRAE GD R e m AR I R B BRIk B«
MRIEARE” R R 28 | AR et LK, Z2TFE W
soET A JLIAET

5.1.1.2 MAY, BaRm T IA, 2495 6D BFM
1%, ZTHVERRN, #a 8 LWl 2 & 25
KW ARG TRAHEL, Z B & RS R U,
TGRS, Al K, IR IRFRE 24, Al ik —
R IANWR (KW ZEAFAHEES), (1) lla
R W2 RGBT, RPN &2 WL
a5 g R UE . IRERS SRR (RHR  k
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PEBERURRSE ) , FRESEEIFIRI R, (2) IMb #Y, piz
ARG BRI, B BRI AT o ME— 3R, T
PR GG R /NG T AT . DL RS )
W U A B SAE 8 Norrbottnian 78 5 8 BV J& A W4
IR R 52l 1444P R7F (c. 1448T>C AL HE)
AR (3) Me B, FRFROMAER, P& RGEZ
SR, dERFREAR—, RN BRI, R
W T2, 5 DA09H R72F (c. 1342G>C 24
B gliGAEG,

DRERE RN, 1 B R AN R I A 7Y
MR Z BRI, WERWUR B 20 SO 4 N
(Parkinson’s disease, PD), #&7" GD & —Fh i & &
IR A, —28 GD B AT RE T B4k R M 4 R
iz, Gln, PR EOE SR s SR 2
SR LV S i S O A T R
5.1.2 GBA ®Z5 PD

GBA XA JE H B0 748 5 ] 3508 G (0 4% Btk 3ot
BH GD, H#EHF 1 8 2 4~ GBA SR 3 A 2845t & PD
BRH WA KN R R 2 —, (Rl H R ATE 4
GG, B A IR R A Ra
P, RS AR R R B ORI
GOHUR WL, BN GBA FEH AR F 0l S5 6D, PD
LA . A 2h R SO GREE W D R L T 2 Y 35t
g, IEIR TAEH R T T 2V — &, GD M
HRJEN PD WHER KU AT R A, B — A (A A
e, AR XUBS KM N 20~30 15, 24 5% ~ 10% 1 PD
B AR ] GBA BU FE K 28748 | 3 26 8 5 I IR
FR IRITRIEOR UG, 5 HABAE GBA RAE K PD
BELREES, A GBA BURRZER PD BE K
PRI TR (R 54F) ) INVAITIRESZ HTE & 0L, 60
4 H180 % B 8 PD Y XURE 43 29 R 4. 7% F19. 1%
GD BHE A BEE T4 (B AR RN E €
F) 60 %180 % IFH PD A KUK 23 51 20 K 1. 5% Fi
7.7% , AEBOHH 48 i #5472 60 2 Fl 80 % It &
PD FIRES5r 51294 0. 7% 2. 1%,

5.2 &

T2 GD B, R TRk A & R GIE
R, TR AT I, R S AER S RS
Z R NHREE, DT R UG JOERnyT iR W
TG, MARGEENK, REKZHEA | RRAE
Kodr | W S . Sk MRT, ke T & L
BNV A5
5.3 &7

HHIT G TCEE X GD P28 R G0 28 A 8 1 e S MR
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JrFBE, MIJGIEYE B8 HSCT, ERT i # /> y7 2
('substrate reduction therapy, SRT) Xt 1 & GD &
0, MAL GD % 2% 8 ERT, #8418 3 ) B
AR, XTI ERT (AR, AT 58
SRT 1 HSCT, U5 o, 4 F BT s (&R
) XA AL GD AR F MLEZE | W & VR A
B, WA EXMEIRST, AVLFE 2R SRR A 1 B ]
BTN Z . 2 EHGRIT X PD AT REA AL, 1 ERT
F1SRT WIXT PD T, 534b, X T ARG o 2 R A
BE A ELRT I,

6 WMiEZR (EEKEHM)

6.1 IEKRFM

GD B P T4 2 A, 7T H BT 52 b 4830
Wi, A B 5 2 BalE ML S5 v wE R
ES
6.2 Ffh

Wr & k175 & L. (auditory brainstem evoked re-
sponses, ABR) 25 AR AR 4G I -5 300 i 1 A8 9 25 U8
R )ik, TR, ek B i sk ER R )
I T TUT 5 o 2308 B % R 45 R V) 75 R A 1 FL R
KA AR AR S0 FIFRENF R B ARSS,
BRI K EL AN 83 B I ks R g
WOFEAE 19 10 ms Y, ABR IE® AL 7 AN, 4
I B T~ IR o i PR 130 e ) o 4% O 1) 4
R RV ERIY , JIWT A TG T B8 o 78 SR AR

ABR A B 5 WG 1 S0 I PR AL, A
B9 22 T T3 03 P e R A e S R
ABR K5 BE M HLC R0, AI7EREIRRAS F kAT, A%
BB AT BRG], KA LS R, HC W
ARHRYI B, ABR X 28 S WE S AP AK A9 AR SO, GD
AT 7R 1 ABR 2 BHLA Jis 1T A4 8 % T O, T Y
BBARIAE K A I ABR 5 BT HoAth b 2805 78 ¢
M, LERTREMEHRAARIN, FL ABR K pEis
Kol T 2852 RIS AT, Rl Y PB4 G T
AR AR 2 ME LB R B, ABR X F GD 2 W, 4>
R BURPEAGE CE R, ) ABR W T % B+
JRASHE R, PPN 2 A GD YT AL,
6.3 AT

M GD AL P E R, A TR K
FARBGH AP EHRA, WP AR IS4 Hl R Y)
e, RSB E; BEVCRARSRYT, BHECHRE
sk A AT (S A BT g, A TR T DGR T AT

NTHEEAR,
7 REBZR (BRH)

7.1 IaKRRMR

FIRT GD ARG PREFAE | B SZ B 58 AR X 45
A AE N B  2e 0 3] ™ B ) R Bk Bl 5 S A%
P AIIR 32 B KA
7.1.1 MREMAE

EExE T8 GD BRF M LI, HE B ISR A
HETURY, AR/, ARG EARAE, HL5y
i (e B A, A5 B0 T 900 B M4 1T, GD A
T MR ph T A R S LI BSC F) B R X
DURRYI, GBAL JEN 4l 4 1444P 78 BH IR ¥ A
BEREURIR M B A AR R RT TR
MR R s, BEIRIR . W2 A0 ks
JESFN RS AG AN [ B ) S g /N, TR A 2 1 00 ) I
HLIE (electroretinogram, ERG) JZNijdss, AJRERH T
BRI RS TR LAY Mueller ZRIRBRIG S50, B
WA AR UTRIAN, i G AR T IRZ 8 (op-
tical coherence tomography, OCT) &3 GD & FZ A
Pt ZO R S, T GBA T PR3 2 M D6 1 AL T
T ERAR AT il B D) 2 Ll 00 P JE A P A S, Pl T
MM EAS S PD A5G, R GD S35 A 40 Do s A0 g m
e A2 AR PR I LI R
7.1.2  FABEE

FARRIA A WL GD &3, HLIBY R E A X B
L2 LR GBAT D409H/DA0OH [, HARAE
PERYIG RZRIL N O RS A0, HOXUIR A B3 5T )2 1Y)
Je R BRIk T A ARSI T A T W i R
FEMAIREE M b S8, T2i4 D409H JE K ALY
BEE R A AR AL, AT I
GEAR I B T A TN A IR A
7.1.3 FEER

WEFEWFIE R B, BEHIZ GD ZHi R 3 T 4%
e W BB R PRI, MR IR
oA, (HAE BB F EEEAT ERT 5, S0 ME IR N
TR AT ) — e R B L AR 2 el |
71,4 SRR

1 7 GD FB 5 W] A G 2 B A0 45 ) TR 0 e 4 )L
LRI RN & B A B 16 SBEIEE 6D HE S
PERBL, Hoth v] B 5 O A i AR KA
7.1.5 REkisshFH

GD B Y AN R B 14 7K F il B4 0 5
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M E % &

H, X SR A R P R R A, B A
MR RGP, IR T, TIRERE %, IR
RIS Zh 18 58 ¥ 5t B S ) R RUKE ), B
SE5E, AT X IR 6D 5 HA 2R K 6D,
BRI AP 008005 2 B M e 2, T 0 ALl 12
T e B i LR AE (ARG L) T R 3 A HR ek
BESFHE LI Ho—F LR, RBH
RRE-HR RS, LRI T A (JEphgmAs Al %
A K TR B LS MORERZ S R, T
KIEN PD, X SEARERIZ Bl 58 7E 50 1912 W F Bl 15
AR A AR

7.1.6 &

AR LT GD B3, (E7=E IR A 22 0T
GD 2L, JEfTA LI A i R BRI R B, Hom
B R B T AT AE BRI, ANEELGHAT
FARBFIE, Mo, TA GD Il T KBS 5
e M2 e AR S 67 A B iz R 2>
7.2 iEfE

Xt GD FR A AT IR E I R R 3 1) & TP AG {75 B
W, WHESIERIGIT . ERG ATAE y— R 7E i T 2
TiiAE GD (A R 2 B
7.3 &IT

XtFAREE I IR AR T AT AR, Bl
BOBRDIR AR B IS AR | BRI AL 5 R R AL
P G 53

HI T GBA AR 2 2ok 1 i 55 10 90 ) s e e, Rt
ERT i % A BEA G IT GD 3 IR AH 6 I B E AR
SRT & 740 il JEC 0 A A B 1 B 09 6 B, S5e W) A iR
P SRT 251 LM &1 (Miglustat) AEMS 284 1 % i P
IS GD B E ML RGIER, BiEREH
AT H TN T GD AR S HR 7 K FLAL ] 1 &
PEATFEAIIESE , SR 7843 Ik HR 3 2 TR 6 5 96 B g A8
X GD BE R RIS Wr . 738 IRYT BCRIFN
HAETEEZE L,

8 LMERFKZR ((LAFR

8.1 IEKRFM

GD LEAZ B R FE W, BHRTUA A HE,
PR 2w AN WA o0 WL B2 RS o B 32 R 3R
B, INAIA Ak & T I Bl bk e s A O S5 R B T e S
W, IRR AT RO | DR LD R
S I A JE T e R T 2 0

DA e BB AR R, B4k 1%
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FMRE . O K, JRATA EShK, AL
Fe AL, TR AE S LA ) BB R,

it Sk 5 TR R GD 5 b WL R B, A5 D TETE )
T fE N EA, oAk B O EIRR . A0
K, JARRE ST R BN I PR A 0 5638, 7R Al Bk ok
il R R 25
8.2 iFfh

D GD ARIHESERE A R, 80 L T 5481 352 3
PO WL F B, 53 4 BB LR B B Y
T OB S0 E MRI 37 % BERJEE (0L JILZH i
BRI a e g, RO LI BTG R, T
FERIARAE, FERE IR & A, IR L B
JIgEuy, BREIPER B g, LK /R s AR
VRS = N BRK U B S AR, MO R R
P T B A S REREARG . DR JULAB 005 B T3 508
fobREY (CRLESE A, BEBAIK) TR, O LR
T PR PR B LR B S, AT L A
PR DA, RO E NG SR . SR EA
SRR LN B s DR BRI PR SR S e R A 3L
DRENTHE, DY RSS2 B, Hit
AR BB . A B O
8.3 i&BIT

b 3 0B T B K i 452 5 = W ks B, T
FURBIAST . BN Ve il o miaT s 57 1k
BEL 70 e L2 R 0o 38, B . B AR 0 B PRI
TOBNG AR L R A S B PR R AR Xa T
- B O O R S L 1 IR B IAYT .
MR % WD B AL TR AR, &
B IS RO WU — G IR A RO
WA IR, X T R SO AR, b
REFARIRIT,

9 BRRREZR (HFREREEEFH)

9.1 IEKRFHR

[ BN 2 GD A BRI R 55, 23RN fili
Bhikim e L DB 2 DR A 2 7 BRAR 5
KEREA G, PRI RGRER 2 B 200, 5 I R B i
FM, p. Leud83Pro FEH A5 1Y) GD f835 45 5 i1 BLAT
WRGZ R,

S A AR T B BRI S I S | A i s
Jik s s ) e PR e 5 T R R A T I i 4 R G
I 28 BA A A5 S5 AR Ak R WP R Be 52 3R H LY
VPR R GEs2 BALHE . (1) S Am A S0 A i ke
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i AR, SRSk BB, EE
W T RGNS R R, Rl e B R
i, P RO TEShE AU, RS
O B [ R B PR A MLAE | 524t MR |
s, (2) MisMIEE sz BIa 4k ZEIFW ARG, W
WL O -2 A 5 R 09 JIF G 28 G AF, 2
BTl N7 A IR Y S ) R PRI | ARG | SR AT,
WAHNPIRTE . IF; @GD Ak 4 RS A S HR
WS R APERG 28 . BiREL S . (3) GDIRYT ARG
MINFIR R GE A5 . GBA B ARIBYT 51 kL 2 Wy A OC 1 1
W ZR BRI AN H DL, L A7 O FH 1) 5 4K T 4
M, ERERAES, ATRes R YUE B, A
17T H 1 3P 4 4 SRS A SRR AR R G I R G2
9.2 iFfh
9.2.1 JhiZhig. (1) #HEMAME. #IWFE GD B#H
2By R T, A BT RIE I GD AHOC T
WAL, (2) kI . AIEHR SRR S8 1
BAETHAT,  (3) MiThRER A, MR A RE
WSIAE ., AR E, 6D 2 R FHEM NIKEI)
RE TR, TR AS AR B 1 B o M < T RE B
VOE M E A D)6E, JUILRA R AUNUAE 5V I R Gt E
R, RAER) GD B3,
9.2.2 MyEBeARF. Wadhm 9t CT X FIEMm 2 & A
GD M R 5852 B, U TAH SR, F8%0H
FEES R GD B, JUHFR G CT 2 & A i Bk
AR Bl TS Al sh ke R AR B
9.2.3 JshfkE . (1) EHLOBE, OIEEAZL
WS KA, ST AL P R B kO L R
RIBIEMMshkm R, (2) R ERRA, X
TEV/Q, BWRIGHESE, A BT W2 & e fisR
A1,
9.3 &IT

ST BRSIRYT R GD W R 5E 57 BRIRYT 1A
XISk R, A RIRE NP SR
RBMEILAR 2R, W RA223A; (HXF T GD AH G [a] o3 14 fili
PR, HRETHICA RUIRIT 254, LR MR Ttk
il Rl Bh ke e E T iRk Y

10 BHEER (EHH)

10.1 IfERFHR

EHABW R ANE, GD B Rz R0, H
HOR B IR ORI A A SRR IE IR AR
FIREMEAR, 5 TR, B/NEhResid;, il

U T RE AN 4 2
10.2 EfE

s 5 T, S A R TR D HURRAE PR R B
FEGORERAL A B /NER 5 ] 5 LA K B /NG Tl L =
M4 JEHXT T HRIBRAR G 0 835, i 4 i 5 5 78
IS T O, T T 4 2R I A i R R R A
BN SRR AR AR 4k, DA b 20 2 2N ]
FERIRA o IeAh, FB A3 19 AT 7E 2R R IX 556 4 1 A5 45
L IgA | TeM DURR, I AT SRRy B A6 1 /N BR B 4%
SRkt B N EREE AL, 5 GD A OCHE I AN A
AT REA I A ML T & R SN, e sE RATTG S
o, BT EIHEN . 7 —Jr T, GD B
AR AERTE R, R R R R GBI, o nT i
WAL 2 B I IR S B A T B R IR
PLS AL BB SER AR RN
10.3 &Fr

REEFXT GD #E4T ERT, andt % B IREAN 4, Nigy
TN RIRR L B M SCRRAYT, antg vk e — kiR
7, BRI B 0 B R ARIR T 45

11 ZEFDE (M)

11.1 X%

FEM TR ARG, GD AR 2
SR TSR B T B AN B G e R < HEE AR 2
A (E2), ZRERAERE . MR kTR
Bo MTAAEINEIPE R . S IR LR I v P TR
WA B ARESE L R A A48 52 A I S IO o i AL
PERCAE
11.2 MRI

XU E S FEHE MR 2 Al SR T fe i, H
Wi A TG SRR S B R AL e R AR K A T 1

B2 i RimEs, 28, SRS X &nsh%
FEWAR, i R R HER AT ek
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SN A, S EGE R B RER TIWL, T2WI &
SRS, BRG] T2W T E AT WA SR B
FEAE MRI _ESRBUN BLRL B i I RE B (181 3),
BET XM BB MRI P 49 46 A 79 B 88 7 A7 ( bone
marrow burden, BMB) PR B 2 B iR
TARARR S (R 1), HERIPALEBENR 5 i
i) MRI 731, 40 Dixon &AL A AR | #EHLIRDE
T ] A 0 PR B A 1 e D5 A R, R T O3 B0
%, i E HRFEER, S8, BT
PSR AR K 36 100 R SR S 4 23 5 i 7 3 K

12 BEZFiLH (KEFHR)

BLls 5 BO6 1 K T AL Z AR (single
photon emission computed tomography, SPECT) J&V7E

ARG MRI T GD H2 I B
1.1 ""T-REERTERE

HAr, " Te-H EHE S TSN ( methoxyisobu-
tylisonitrile, MIBI) A% 7] %F GD & #6352 R AT .
BEITRUIHLE] A TEAE , T RE S YT B IR
JE B I LRI T R A A 6T, GD R Te-
MIBI %5 Bt 52 2 0058 D743 15 i PR ™ o 7 5 2F 43
BEC, ARSI R | GRS R A AT = A
Kk, $%32 ERT B9 GD [ ™" Te-MIBL 5% 19 L3 T
Gy AR AR PR, AOCTE I E R A RS
WA R A A ARG E, #2532 ERT B9 GD B4
P Te-MIBI AR MLSE T35 (5 H2% ERT 5 2 5
BEMHE
12.2 P"Te-TERE il

O Te- AV I TR ER  (methylene diphosphonate,

B3 1 GIEMRERERE, 2%, SRS MRIRESETIWI (A) ., T2WI (B) EESRAE, RBIHE T2WT (C) W L BEE Rk
EBRERRES, 0B KIBE, A0k LB HnT W2 L B (57%)

£ 1 JBH BMB T
e BMB ZMH

MRI 5% *
T2
T2 IR
T2 HES
T2 REMRES
2 55
T2 RS
Tl RESFSRERFS
TI REMRES
TL 5%

Z B
HT 1
3 S i 2
T2 i 3

BMB. EHEGAT, oEME, R RRE,; “SE TR

I H}
¥
Jo

Tif

=)

B
P

|

N = O WY = O =N

put
i
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MDP) 4 B8 B4 E/R GD BEEHRE . HHE
/RBERY D BAREE RS MR A W RAOCH:, &K
GD B 72 AT 5L T PRAEAR
12.3 “F-@miEEEE

SE- B A A AR (fluorodeoxyglucose, FDG) i
Xt GD 2R E R R B R, P 5 i R
HAR VMR RO A AR, A CT T, A
B AT P X ERT 500, FL ATk B 5 A
GD B MR G GBS

13 SEESH (REHR, SEFEIRE, &
fe&im, JL#)

13.1 BEgiEtERm
13.1.1 B-GBA
B-GBA 7 P46 M i F A T & WU ¥ 4-MU-B-D-
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glucopyranoside, JE2H1 GD B &5, GD B E M
I ET 2 P B-GBA T P AR 2 1 A3 M 5% LA
T BILAS MR GD BE R B EE AR, &W
TR B T PTG, N I RS IR A2 1 S8 % B Tl
TR, AT A R A 30% A4, e A I I
A0 B-GBA Y HEM IR, R HEAT (40 b B2 ZLAE
T BB B R BE PRI, I R RIWIH GD, W]
{00 B-GBA TP, B->F FLWE T W S = 2% il W] i) 3k
PRI, 4 GD 52 8- Bz S0 78 I IR L3 LA X A1
A [ AT B-GBA FHS i HE W

B-GBA I A I 4 ] AR 3 B R B 41 4k 44 it ik
fihge, BABREELEERS NG SS9 T, 5F
X3, HEGURZEREA Q) BRI A
13. 1.2 52 =WEiT

I3 e =B BEES MEPT R T E GD 3 ERT
SN FIRITIT AL, ke FBR Y, (AT R
JE, Mg =R EEAYJE R CHIT1 (NM_003465)
TF7E c. 1049_1072dup24 (rs150192398, i FK A dup24)
R (IEHAFETRREL L 30%4A47) B, W]
FHE SR IS R AR R R, R EOTAL S RA
e, FLH T CCLI8 A& m] I T 5 = 4 il Sk 18
F I ARSI O R GD R I e OB
B ERN IE R LE S 2 LTy, JB2- i
RIS rh e = ORE A T M A TR, (EAE XA
R,
13.2 GBA EESH

GBA XA HE K 30 728 5 7] 350R7 g 60 44 Bt 3ot
1) GD, GBA H:P T 1 S Y alk 1q21, 76 F i
16 kb7 — = BE AR L T 91, BT &3 500
ZMOARFI GBA FEN 8 4F, GBA JE IR 28 45 71 [m] # 3%
A2, JESIGIREAAM I, PEA GBA LK
RARLELT P P Leud83Pro (1444P) i N WL, 2
i 33914

B-GBA I PEFEAR Y 8 vl iff — 25 4T GBA JE[H 4y
Bro BT, (1) &its19, 5192 GBA %
T s okt — 4, Ty 3% GBA 5L
(2) MR GIBUR SR M DNA, 45t PCR &
N, BRI (3) Sadpa ok s As . K
iR, il ML) Sanger Y ¥ A REAS R A, E
BENEE LR TR A IR, D W TE LA | /N
Ko AL UG EUE S A, AU E] GBA
M —ANAE W% PR R 2 E AR 3
BTy v RS T AN FE R R

EAR RIS, AN AR AR I P s R IE

W, HAEEU Y GD IR BL, L5 7% &0 &
H (saposin C) = S #H GD, E—25 17 b 2 ¥ i
%8 F Saposin C FEFE 0T, MMiHHZ,
13.3 RESEFRBMEXME: BIGERNER

GD BHFIMKRIMEA B E L RE, ERMER
RYZ ARG PEA R, Xl R 22 S 1 7 R R AR 21
MR VEZS R . BEDW T GD A A& 55 R 4 i
FEIFAN e R R F TP IZ M Im R R AV S B, R
REEXT GD AR RGERBBH AT 5, HE
7 BLAIL ] AE G 108 46 i e R1 R 24 5% I 13 9 3 0 L
il RTINS AT R, S B A
PRI 5 14 SR e 4 R DR A OB A0, X E 5 5 12
AIRCIAR KRR EIR T 1% 24, BT GD 1Y
WBIT T EWEFEIE MR T GD BN, FHREZ B
R DR T i R i 1) 2R 28 S PR AR FT R R T 7oK
BIRTT R
13.4 F=RISHET

HI T 2 ZUR K 40 b B-GBA X947 £k,
W= RG2S W e 22 11~ 13 RIS E, EHEG
M EHA D B-GBA IG 1k, Annl k£ 2420 17 ~20
JABCEK , KRR, RN 28 R K 40
b B-GBA it To it UG B ik a2 K FE AT K I
Ryt [ N AT B R AT

14 #¥ETr (HFH)

14.1 EERTE

YE R GD Iy —£R3597, ERT Al {5 JiF B9 4R AR 0] 45
BEERTIL /MR D B . B ERT 259 )&
TRAF, AReE it b, JokucE s KRR
W, FHCAHER AT 22 As 7 6D,
14. 1.1 BaDRET AR . BeOBs T G ol iR 2B BORTS, T
Wl e, B TR TSR 2 IRk IR S EL, 90
AEARR S Y, AT Rl % Ut i 2 3R PR R T 1
T ERT 250U,
14. 1.2 PR, GRS A I N 3 20 R 45
A E G RN S A M SR R R SR BT ERT 259,
T 1994 AF 4 36 B & 25 0 W B S B JR) (Food and
Drug Administration, FDA) #t#E H F1%Y GD AY ERT,
JET 2009 AETE P EHEE i, DEKHESRARYTY 18 GD
6 MHW, BEM, M/, IR, &
T GG AR bR RV AT B s, TR ROR T R E
e 4 4, ORI L 2t R, CHGENA RN
AR BN S U PUR, KRB R RN 8
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JEICI B Rt
14. 1.3 HERrirg. dehn i B A OCSF 4E B 20 i L
BORE AR, T 2010 4E3K 35 E FDA i i, 4t
P B 46 255008 R 60 Uskg, 43 2 FAETE—X,
RREARYT 12 4 H AT BB 20, /MR 8D Fi
JBLI R A5 S PRI R TR b o ILAh, AR RG22
KA, T2yEAHse ™ mA R F)
14. 1.4 AR . Ath ) B ) 5520 DNA R TE
WS N AR R, T 2015 4F i 35 [ FDA it -
w1 R GD BE R R 4T 30, 60 U/kg 7
MR EE, BRI 2D A AR R T
R E A PTG, AT RN KRN 4 A
B R R AR A 25 ) TG PR
14.2 [RYIBDIriE

SRT S 410 ] GBA B P, ok {0 4 46 A s
RIA K, 27 38 T A BRAE G M D R
5 ERT #H LG, SRT S F ARSI, 5 AR X 77 68, 6k
D TIRYT AR ]
14.2.1  EREERE R ERE— /N T2
Y, nIsE4erEina GBA, EAKEEET 2003 457 H
H13E[E FDA #ttifE b7, YEAAREHEZ ERT BB |
T GD M2, SEAs Gl e I, (X
BRI /NI 7R B, B RE IR 9T 2T
AREPAL . MeAh, A SRy n] g ok i i 5 B, 2
W TG 26 W X 2880 GD BRF A B, SR
AR | RS R R B TS A
e gRAs )
14.2.2 WRFIAR &4, ORI & R7 & —FhoBi 8 SRT
FiRZY, fER B ERIY, & GBA T ML
YER, DT U6k 2046 265 3% fii 7 g iy ME R, & 1 2014
A, BT 2015 ARHEHEIZZG T TN 1 8 GD — £k
IBYT, (H M AR T LR, ARAA SRR T Bl 1fi
ANBTTEC, MET R P A B % B 5 AH O I TR 48
Bo MRS & FR IR AR = 2 B CYP450 K% iy
CYP2D6 /v, ILAh CYP3A4 /b RZB S, FEG4
F1 CYP2D6/CYP3A4 41l 3] 5 | e 245 W AH A F 9 7T
P ARPESEH A RFIRS SRS T CYP2D6
PR, RPN RBERBIE R WIRITkE, 2
YDy, CYP2D6 Hr, B A HERER iy 84
mgx2 ¥K/d; CYP2D6 12 Qi # K84 mgx1 W/d, 5
TR BRI, KA &R S GBA MfE S
B, W TE RO E IS EIVE R, Anl R B i Rl E
o AN, MRS &4l Bk 2 258 B (Pgp-1)
W Iz PR R G, IS5 PR 2 R
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GARR R,
14.3 SFHEETE

Gy T AR YT 1k 3 A R VA R A R AT & M R
B, REEFEF A B-GBA G, 7 FIERSS A0t
ERT R R B-GBA, 1l Hif iz = IR A,
VS TR A PR T P R R S R I 8 28 W M 1 MR 15 o
1BfEs BATEYER) B-GBA, FEMAEHAPIRY) .
GBI DGR I, A TR HET
R FAARIAZE . PR R RE, dRENE
Je . BRI ARER IR 1 4 F AR

15 5hRHaTT (EFR5MH)

FRUAE SR A S SR L PR IR AL 25 th BRI .
AN R JRAE o ASJR AR A S R PR s 2 i S S b
FHEMEARE . JX4F ERT M SRT 180 FZ AR T7 ikl
— BB T YT BR, fEORZE ERT A5 9 AE 2
AETCHE R R 4T ] 25 B 4 M et 0 VDB

PR LTI AT RN ;A AR U B B T B
>4 20 1 RUATITAS GD, 4 JEUIRR T B 2 53 i
PRAEAR , W5 LA R i), o A A obRas , (H
DIBRJG AR A AR AR AR B, T e e )i
RN B BR IR, DRI A 2 B i e T 2 ) B
A, BT RIS

16 THMEBERT (MKAHR)

S LR HSCT 38 o8 B A {2 (48 1 1 325 i 240
F7F2A: B-GBA 13 i1~ 248 i A AT i g 1) LA 4t
— R ME A IE BB, DT I R B AR AL,
JEIA, A AR R B 52 280, HRAREL ERT
A BRI
16.1 ERIE

1 AL & HSCT 4 fe A VI, R H:
REBERMAEZRG, HSCT BORHYI, xF T 11 BUA SEiE
H, AR AE AR T AT AT HSCT; A fh &0E R #
HSCT JP AR, AFRBILESFRK, MANHERT
HSCT,, 38 M7 4 2 R A 1 20 b i, ok
PR 2R FT AT AT HSCT,

HSCT 3 5 1 78 BH 55 1) JHF T R 461 5 R w2 83 40 5
HESE (JUHIEMAEDIRECE) B ET AT, A
P 45493 i B0 AN RE T 1 0 B2 AT 1 1 R T DR
MR SF S HSCT BiBR T 10 ¥ AR KRB A R4
FERA L,
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16.2 HEEREF

WE A AR M PU)E (human leuko-
cyte antigen, HLA) SAE W, H 253 5
T 5875 56 DR I o e AR 45 4 &, AT R FH L B b
SRR R B, AN JC HLA A& TR M, ml 308 i 4t
FEMEE IS HLA 8/10, 9/10. 10/10 ¥4 M, 7]
PEFE HLA 10/10 G TC b, 225 G /i,
fE B A HILA 4 A [ B 28 sk d50e s g B 2 72 38 [RL 4G )
KT AA T, Wl HILE 88 Ah A i K
I, A )5 B-GBANG M Al ik 1E % K F 1 1% ~ 5%,
REE AL E ) R AR IEE T, BfE M E R £
TGS, ANEBCR A T %, B HLA BRI
SRR SRR I, AR % HLA 8/10 5 9/10
FHA 01 6 5 A0 J ot mT AR S A 25000 it Ok IR 2
— MK, BEE AR RN R AR, Ak
BRI | B-GBA IEW AR AL, il 4k
IEE R Z —
16.3 iERIRYIR

KBTI Z SV — BEAAESS, XTI
MEDRETCHER , BT VIR HLAR 0 D 5 1T
BAHIRTT s AR MBI RETCHER , SWATIBR, A
SCHRE 78 GD 3 D) R 2 S oM 2 2 g R O
2 (AR YIBR M BLAT RS A, i /AR A KR
WA S, AT RS Hh B il ek 2 R S RE T
16.4 FAEFR

ZHMERAEBEIAL I 2 . (HIH%E [3.2~
4.4 mg/ (kg - d) x4 d] /MBS [50 mg / (kg - d) x
4d], HIH% [3.2~4.4mg/ (kg - d) x4 d] /FPREME
B¢ [60 mg/ (kg - d) x2 d] /%A HiE (120 ~
180 mg/m*) ., HiH% [3.2~4.4 mg/(kg - d) X
4d7] /5 Bk 2% (140 ~ 210 mg/m*) /9 35 i UK
(150 mg/m?) v 867 22150 gk 22/ ak
RIS INHE T %, BOFARME .
16.5 BHEPNBEERMH AR

SR I & 22 Fh G g2 410 1 590 T )5 3% A 00 1 290
DIFETER A b esin] (FK506) SR, #R4E T
MARVE AN HLA BCBOR RIS R]), H B s oh a1 40
JfL RS AR i 22 2 W g [ 25 ~ 30 mg/ (kg - d),
Sy 2~3 W], SRS (+1d 15 mg/m?,
+3d, +6 d, +11 d 15 mg/m®) FH0 AR BRE A
(7.5~10 mg/kg) o i il T 2 B B AL o e 5 22 %
T

HREE A A T A . A Al B AN K T 5 ¢
10°/kg, CD34"ZHMEN KF 2. 5x10%/kg; s 1T

A FA A IERN R T 5x107/kg, CD34" i i
BN KT 2.5%10°/kg, 02 B0 AT 1ML AS BE 35 B b
#E, PRIy, HLA FoRUR AR, %
A CD34" 40 AR B R B
16.6 BHEEBTH
16.6.1 [EEf. fERIIFML) 3 N H 2L, A4
T B-GBA MYTEMERG N B WU, AL E A R R
MREBL T, B-GBA FNoE =41l i 35 24 0 1 % 1k,
BT T B S 6 1
16.6.2  IMEZAFRHE . AME AN, S8
JHF I o B AR 2 T 2, GD 2 B A L TR 2 A8 Ak 5
RAYIE, UK E G A 5 4 T B AT REAT TR A o
16.6.3 WNEFIE# . fERMEE 6~1241H, JFIEF
LR Il 4 s B S, Kgsui g ek, &
9 R e S [ N e L G A e o - 1= T
bR, BB R AR A R ] A, (A — S S
I R R R e e m DT
16.6.4 M2 ZRGHHE, HSCT TR o] 2] i 10
ARG AR, HXBAEE 24 AT H 1T
PR R, R RE AT AR AR, (I
AL B-GBA KTPABEAL, B HSCT e 1T, M A!
C R AL RREA GD iR YA fr 3 2858
PIUESE
16.7 BHEENEFEREFRE

GD it it [ AN IR T 36 1fi 40 A, b f e o 1+ 4
JitL AT 58 A AR T A BB A, LT s i il
WRIEBURE . HSCT JRYT GD MFF R GE & A R AR, &
AR 85% PN R RYVIRIE o,
RS S fin A FBOL AT ARG AR A7, i B 1 B ]
KMEH, 2FETEKE L, EFARERL, TK
W15 T SRS R P BRI AR R RS
MR )R BEARIE & AE, HEUULE RS AR A Ao A2 v fiff
i ERT,

17 EFEE (lKEFH)

17.1 —REFRRTEMR

GD K Z e Bl 5 308 5 LA . A0
ZIARIBIT GD BEFEERARBERKTERG,
2 ERT SRR EFARL; Ji—Jrm, XA#S GD &
BT E LR, 7R ERT W07 5 7R B i 3 K
HO W . X GD BE WS FARDUVEAS I 45 G A 4R
W% RBTEAR AL, WAYT LA, TUAERALE 7R R
VE S
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17.2 BEEFEXK

Ze R EERE M E , GD B AL 2 (basal
metabolic rate, BMR) #:fdext B2 & T 249
{348 ERT, SRT 7 P IR & R T6 Y7 vl — e 5 B ol AR
HEACHPRA, (AIF A fE 5 4 0 T A BMR!
N A Fi B AR A T B 25 ~ 30 keal/ (kg - d) HHEHE
ARG AMELE, AR B R AR R MR
GRS TESNRE . NIBCIR IR R AR RE AR, L
#/HDERIL S % SchofieldWN 2 X315 BMR,
AL S . REECIRAL . AR EZFHEHEERE R
Gl 2
17.3 REEFZEAN
17.3.1 K ED

[ AU GD 83 A0 A A a0 o - 20 P s 1Y)
BRI R E RGN T LA B K S P B
A, BRI FE TR, oKL G A R
WS E B SRR 20 T [ AR IS 4 f e AR R M7 B
NS¢ 7S] AN <o iy = B (111 2 s R O o e
Y, BRBIERE S, REBAR SRR EN
Ty,

LKA L RE IR, AR T
GD BH MY 2k, Rtk B e 1 A GD 19 SRT
RITE), ATI0E R | 22 250 S5 DU A 1T 3
WEAE N 5 AN RE 58 2K A 38 I 1 9 25 ) 149 % i
F&, MZwiis Wiz ez ey | ik, WS
WK, 76530 SRT YT 2 A Z=iRIri 1 A~ H
PRGBSO (AnERE . 22 2EmE L FLBE) A,
YRR E iR RE LB, DIRITFkcE 2 S
BN 1% A
17.3.2  JRM

RIGIT Y T 8 GD R ] B G [ e | I
NG AR IR EI N | % R I 2 I IR R BRI, HE W&
(A3 K, BEH H apoAl. apoB F#AIK, apoE i,
MRS AL R R A B AR ZE, 1A GD
BEREHAREA RN 32% ~45. 9%, T
VIR &S 3 6D BEE B AR, PR
TR T RRAE A, Sl AR AR iR e 2 AN
MRRMIRR A LB, IS hEERES BEHE
MRE AR RR £ 28 42 Jay % () At 20 fgk B
TR T 47 B o bR AAE
17.3.3 HEAM

W AR IR AL, HI S5 [ AR i
HATRAHERE AR R AR UEE & — 2 e
ML BT, — M YRR G T R R
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IR 30% ~50%
17.4.4 WK 4EER

AERARRGZ —ERESST 6D BEER
R A A, MRS | 4E4 R D KF,
PEAEAMARAERS | IR, AFh, KAEHL, H BN,
JEE S, AW LA IR, & L4EER D K
RN TERI . RIAITI GD BB 4L &R BB &
ARSI, ATARIE IR RS . ARG RIS B
LFI7 ., GD BEHEA R S YA ] 2% — Rl
DR AR IS AL B R R AR

18 REWHESIl%G (MEEFEREM)

18.1 REiEMHS

B GD B 1R WLAE AR, ATl FH R A 4L
Wit il TRBEZH XN S%, T, 1
BB HE T REAAAE, (ALl FREIFAH W, wl il
FBETF WU A TIPS o PO RS OG5 0% 20 B 32 B
WL, BHEMZ 0T IR GD 4 i HE 4 T 455 7Y
HIr B, Al X LA S E R,
P B RPN AL 1 ZE B0 . AR08 1 il 2 A
M TR GD AR 3% 22 DRk % 2 ol sl LR 28 1 A7 76 28 2
[F)8, A 3 PR AR W AT PP AL, o wl i 20 2 4y
B ASGHAT SRS 4 A DA . A fg TR AR ICLE
BOOEF (B3R NI T A, FiE
IRV MR ) 8 RT P II S  O EA T 7 A, B
TR YT IR B K O T EAT RN VEAL L A8 B h
FTHEAT 6 min 24T | FRIR IR0 5 HEA T IRA .
R A PR K P 1T R Gl ) R il Sr M T E
Barthel 4§ 805 EAT 174G, #1455 57KF- AR H SF-36
fi eV 2 (AT AT IPAN
18.2 FEEII%

WERIEE) (R 3~5 Wb 48 B Eas 3 L
Fe2~3 wHIBHIIZ) A BT 1 A GD 345 & 8% K il
. %= | PEE AN B, (A M
wERAR M EE ) (naERk, REk4E); DA GD £
iR, R TR, TR GD IfR %
PR RE 22 K, PR fB A S BRI LR A T X e
=R1|[E

FEEAPRAL LR b HOE . AR AP O AL
RIS e AN A= & ]| 2o o 2 S R RS N N 4
sl PAFIINGR, IAFIBERS AT RIS
AR/ e 88/ 55 R/ A3 O G, B RE R ™ T 47 0
HER MRS 5 . S AR, PD iR Al A7 s il



PAUIEZ AN IR SO

(2020)

Y5 RATIEEEEIISE . BRI, FRIIZ . S
g HEAIGRE I R5

AERFEERR (RERVEHEHF) .

Hme (RFRWREREAA) . g (LFEH
FERAEAR), Bh (AEhREREEE R
), Bk (AFHRERRENAR), £ (LT
W ERTRE EEREEFH), BEA (AR RE
REEFHA), 2mWE (AXBFRERAZH). &
BE (kxERLEZNA), 2%d (X
Rk A0 R ) ?%%(%?W%E%Mﬁ%ﬁ
). JHBGF (AR ARERDEEFRELA) .,

& (kwhfeERGAH) . w%%(?li?ﬂ%
RRARESFHAMEFREFZR), w%x(%ﬁw
FeBERAAINA), B (LT RERGAH),
%im(%?w%gamﬂ»\wmf(kawﬁg
BHRAL), AHR (BAELERSESEF P oIL
), 2d (kFHREREH). 2EE (LT
FEREH), TRAS (AFRBRERAHH), T
K (mWRERA>LA), TH (LFHRER
FREA), Mk (AR PRERRZAR), Tk
(FFERERERF), KKk (LFHFER
BAM), kE (RFTBFERTAH). KA K
(AFHREREFM TS REEFERE), LA
B (LRWAERTF), RER (AR FERA
oabA) | KM (T AER S AH)
MEAN: 0k, BB, HkR

FIE5 3R

2 % x #

(1] e LR e AU N B 2], ey
SRR R MR, PRER SR S
B (FEIL) 4. PRERENEZEE FIER (2015)
[J]. LR, 2015, 53: 256-261.

[2] Stimemann J, Belmatoug N, Camou F, et al. A Review of
Gaucher Disease Pathophysiology, Clinical Presentation and
Treatments [ J]. Int J Mol Sci, 2017, 18. 441.

[3] Zimran A. How I treat Gaucher disease [J]. Blood, 2011,
118, 1463.

[4] Motta I, Filocamo M, Poggiali E, et al. A multicentre ob-
servational study for early diagnosis of Gaucher disease in
patients with Splenomegaly and/or Thrombocytopenia [ J].
Eur ] Haematol, 2016, 96:. 352-359.

[5] Lo SM, Stein P, Mullaly S, et al. Expanding spectrum of

[15]

[16]

the association between Type 1 Gaucher disease and
cancers: a series of patients with up to 3 sequential cancers
of multiple types--correlation with genotype and phenotype
[J]. Am ] Hematol, 2010, 85. 340-345.

Somaraju UR, Tadepalli K. Hematopoietic stem cell trans-
plantation for Gaucher disease [J]. Cochrane Database Syst
Rev, 2017, 10: CD006974.

Hughes D, Mikosch P, Belmatoug N, et al. Gaucher
From pathophysiology to Practice [J]. J
Bone Miner Res, 2019, 34. 996-1013.

Casirati G, Baldini M, Ulivieri FM, et al. Skeletal involve-

Disease in bone:

ment in type 1 Gaucher disease:
density [J]. Blood Cells Mol Dis, 2018, 68.

Marcucci G, Zimran A, Bembi

Not just bone mineral
148-152.

B, et al. Gaucher disease
and bone manifestations [ J ]. 2014,

95. 471.
Ramirez JM, Eberson CP. The Role of Rehabilitation in the

Calcif Tissue Int,

Management of Adolescent Idiopathic Scoliosis [J]. R 1
Med J, 2017, 100, 22-25.

Katuzna M, Trzeciak I, Ziemnicka K, et al. Endocrine and
metabolic disorders in patients with Gaucher disease type 1:
a review [J]. Orphanet J Rare Dis, 2019, 14 275.

Rite S, Baldellou A, Giraldo P, et al. Insulin-Like Growth
Factors in Childhood-Onset Gaucher Disease [ J]. Pediatr
Res, 2002, 52. 109-112.

Masi L, Brandi ML. Gaucher disease: The role of the spe-
cialist on metabolic bone diseases [ J]. Clin Cases Miner
Bone Metab, 2015, 12. 165-169.

Mikosch P, Hughes D. An overview on bone manifestations
in Gaucher disease [J]. Wien Med Wochenschr, 2010,
160 609-624.

Giraldo P, Pérez-Lopez J, Nufiez R,
type 1
evaluation of health status [ J]. Blood Cells Mol Dis, 2016,
56 23-30.

Ucar SK, Coker M, Argin M,

et al. Patients with

Gaucher disease in Spain; A cross-sectional

et al. A cross-sectional
mono-centric pilot study of insulin resistance in enzyme re-
placement therapy patients with Gaucher type I without over-
weight [J]. Mol Genet Metab, 2009, 96; 50-51.

Roshan Lal T, Sidransky E. The Spectrum of Neurological
Manifestations Associated with Gaucher Disease [J]. Disea-
es, 2017, 5; 10.

Sestito S, Filocamo M, Ceravolo F, et al. Norrbottnian clini-
cal variant of Gaucher disease in Southern Ttaly [J]. J Hum
2017, 62, 507-511.

Kraoua I, Stirnemann J, Ribeiro MJ, et al. Parkinsonism in

Genet,

ten new cases and a review of the

1524-1530.

Gaucher’s disease type 1;

literature [J]. Mov Disord, 2009, 24.

Vol. 1 No. 6 695



[30]

Capablo JL, Franco R, de Cabezon AS, et al. Neurologic
improvement in a type 3 Gaucher disease patient treated with
imiglucerase/miglustat combination [ J]. Epilepsia, 2007,
48 1406- 1408.

Campbell PE, Harris CM, Vellodi A. Deterioration of the
auditory brainstem response in children with type 3 Gaucher
disease [J]. Neurology, 2004, 63 385-387.

Okubo Y, Goto M, Sakakibara H, et al. The absence of
later wave components in auditory brainstem responses as an
initial manifestation of type 2 Gaucher disease [J]. Pediatr
Neurol, 2014, 51. 837-839.

MecNeill A, Roberti G, Lascaratos G, et al. Retinal thinning
in Gaucher disease patients and carriers: results of a pilot
study [J]. Mol Genet Metab, 2013, 109. 221-223.
Guemes A, Kosmorsky GS, Moodie DS, et al. Corneal opac-
ities in Gaucher disease [ J]. Am J Ophthalmol, 1998,
126, 833-835.

Dann K, Althaus C, Kersten A, et al. Uveitis masquerade
syndrome in Gaucher disease. Causal treatment by alglucer-
ase substitution therapy [ J]. Klin Monbl Augenheilkd,
1998, 213; 358-361.

Accardo AP, Pensiero S, Perissutti P. Saccadic Analysis for
Early Identification of Neurological Involvement in Gaucher
Disease [J]. Ann N Y Acad Sci, 2005, 1039. 503-507.
Benko W, Ries M, Wiggs EA, et al. The saccadic and neu-
rological deficits in type 3 Gaucher disease [J]. PLoS One,
2011, 6 22410.

Sawicka-Gutaj N, Machaczka M, Kulinska-Niedziela I, et
al. The appearance of newly identified intraocular lesions in
Gaucher disease type 3 despite long-term glucocerebrosidase
replacement therapy [ J]. Ups J Med Sci, 2016, 121
192-195.

Accardo A, Pensiero S, Ciana G, et al. Eye movement im-
pairment recovery in a Gaucher patient treated with miglustat
[J]. Neurol Res Int, 2010, 2010; 358534.

Kor Y, Keskin M, Bagpinar O. Severe cardiac involvement
in Gaucher type IIIC: a case report and review of the litera-
ture [J]. Cardiol Young, 2017, 27. 1426-1429.

Roghi A, Poggiali E, Cassinerio E, et al. The role of
cardiac magnetic resonance to assess the cardiac involvement
in Gaucher type 1 patients: morphological and functional
evaluations [J]. J Cardiovasc Med ( Hagerstown), 2016,
18, 244.

Lo SM, Liu J, Chen F, et al. Pulmonary vascular disease in
Gaucher disease: clinical spectrum, determinants of pheno-
type and long-term outcomes of therapy [J]. J Inherit Metab
Dis, 2011, 34. 643-650.

Gawad T, Moneam A, Madkour S, et al. Pulmonary mani-

696 November, 2020

[35]

[44]

festations in young Gaucher disease patients: Phenotype-gen-
otype correlation and radiological findings [J]. Pediatr Pul-
monol, 2020, 55. 441-448.

Biegstraaten M, Cox TM, Belmatoug N, et al. Management
goals for type 1 Gaucher disease; An expert consensus docu-
ment from the European working group on Gaucher disease
[J]. Blood Cells Mol Dis, 2018, 68 203-208.

Maas M, van Kuijk C, Stoker J, et al. Quantification of
bone involvement in Gaucher disease: MR imaging bone
marrow burden score as an alternative to Dixon quantitative
chemical shift MR imaging--initial experience [J]. Radiolo-
gy, 2003, 229. 554-561.

van Dussen L, Akkerman EM, Hollak CE, et al. Evaluation
of an imaging biomarker, Dixon quantitative chemical shift
imaging, in Gaucher disease; lessons learned [J]. J Inherit
Metab Dis, 2014, 37. 1003-1011.

Platt FM, Boland B, van der Spoel AC. The cell biology of
disease: Lysosomal storage disorders: The cellular impact of
lysosomal dysfunction [ J]. J Cell Biol, 2012, 199.
723-734.

Lebtahi R, Belmatoug N, Scigliano S, et al. Gaucher dis-
ease; Diagnostic value of bone scintigraphy [ J]. J Nucl
Med, 2008, 49. 267.

Erba PA, Boni R, Sollini M, et al. Clinical application of
[18F] FDG-PET/CT in gaucher’s disease [J]. J Nucl
Med, 2012, 53 2141.

Raskovalova T, Deegan PB, Yang R, et al. Plasma chitotri-
osidase activity versus CCL18 level for assessing type | Gau-
cher disease severity: protocol for a systematic review with
meta-analysis of individual participant data [J]. Syst Rev,
2017, 6: 87.

SOBRE, Mspd, o, SF RGP RE R AR

Spr [J]. AR, 2009, 89: 3397-3400.
Davidson BA, Hassan S, Garcia EJ, et al. Exploring genetic
modifiers of Gaucher disease: The next horizon [ J]. Hum
Mutat, 2018, 39. 1739-1751.

Brady RO. Enzyme Replacement Therapy:
Chaos and Culmination [ J]. Philos Trans R Soc Lond B
Biol Sci, 2003, 358. 915-919.

Weinreb N, Taylor J, Cox T, et al. A benchmark analysis

Conception,

of the achievement of therapeutic goals for type 1 Gaucher
disease patients treated with imiglucerase [J]. Am J Hema-
tol, 2008, 83. 890-895.

Gonzalez DE, Turkia HB, Lukina EA, et al. Enzyme re-
placement therapy with velaglucerase alfa in Gaucher
disease; Results from a randomized, double-blind, multina-
tional, Phase 3 study [J]. Am J Hematol, 2013, 88:
166-171.



KR ZE PRI T & R IR (2020)

[47]

[53]

Zimran A, Brill-Almon E, Chertkoff R, et al. Pivotal trial
with plant cell-expressed recombinant glucocerebrosidase,
taliglucerase alfa, a novel enzyme replacement therapy for
Gaucher disease [J]. Blood, 2011, 118. 5767-5773.
Grabowski GA, Golembo M, Shaaltiel Y, et al. Taligluce-
rase alfa: An enzyme replacement therapy using plant cell
expression technology [ J]. Mol Genet Metab, 2014, 112
1-8.

Zimran A. How I treat Gaucher disease [J]. Blood, 2011,
118, 1463.

Belmatoug N, Di Rocco M, Fraga C, et al. Management and
monitoring recommendations for the use of eliglustat in adults
with type 1 Gaucher disease in Europe [J]. Eur J Intern
Med, 2017, 37. 25-32

Narita A, Shirai K, Itamura S, et al. Ambroxol chaperone
therapy for neuronopathic Gaucher disease: A pilot study
[J]. Ann Clin Transl Neurol, 2016, 3. 200-215.

Pastores GM, Hughes DA. Gaucher Disease [ M/OL] //
Adam MP, Ardinger HH, Pagon RA, et al. GeneReviews® .
Seattle (WA ) : University of Washington, July 27, 2000.
Erikson A, Groth CG, Mansson JE, et al. Clinical and bio-
chemical outcome of marrow transplantation for Gaucher dis-
ease of the Norrbottnian type [J]. Acta Paediatr Scand,
1990, 79. 680-685.

Bartelink IH, van Reij EML, Gerhardt CE, et al. Fludarab-
ine and exposure-targeted busulfan compares favorably with
busulfan/ cyclophosphamide-based regimens in pediatric
hematopoietic cell transplantation: maintaining efficacy with
less toxicity [J]. Biol Blood Marrow Transplant, 2014, 20.
345-353.

Tan EY, Boelens JJ, Jones SA, et al. Hematopoietic Stem
Cell Transplantation in Inborn Errors of Metabolism [ J].
Front Pediatr, 2019, 7. 433.

Hanser MD, Filipovich AH, Davies SM. Allogeneic hemato-
poietic cell transplantation ( HCT ) in Hurler'’s syndrome
using a reduced intensity preparative regimen [ J]. Bone
Marrow Transplant, 2008, 41. 349-353.

Young E, Chatterton C, Vellodi A, et al. Plasma chitotriosi-

[60]

[63]

[65]

dase activity in Gaucher disease patients who have been trea-
ted either by bone marrow transplantation or by enzyme re-
placement therapy with alglucerase [ J]. J Inherit Metab
Dis, 1997, 20. 595-602.
Hobbs JR, Jones KH, Shaw PJ, et al. Beneficial effect of
pre-transplant splenectomy on displacement bone marrow
transplantation for Gaucher’s syndrome [J]. Lancet, 1987,
1. 1111-1115.
Tsai P, Lipton JM, Sahdev I, et al. Allogenic bone marrow
transplantation in severe Gaucher disease [J]. Pediatr Res,
1992, 31. 503-507.
Ringden O, Remberger M, Svahn BM, et al. Allogeneic
hematopoietic stem cell transplantation for inherited disorders:
experience in a single center [ J]. Transplantation, 2006,
81, 718-725.
Corssmit EP, Hollak CE, Endert E, et al. Increased basal
glucose production in type 1 Gaucher’s disease [J]. J Clin
Endocrinol Metab, 1995, 80. 2653-2657.
HEER S PEERBEERZSHREAR (2013
fR) [M]. dtat. Bl#HiaAt, 2013.
Belmatoug N, Burlina A, Giraldo P, et al. Gastrointestinal
disturbances and their management in miglustat-treated pa-
tients [J]. J Inherit Metab Dis, 2011, 34. 991-1001.
Zimmermann A, Popp RA, Al-Khzouz C, et al. Cholelithia-
sis in Patients with Gaucher Disease type 1: Risk Factors
and the Role of ABCG5/ABCGS8 Gene Variants [J]. J Gas-
trointestin Liver Dis, 2016, 25. 447-455.
Davies EH, Mengel E, Tylki-Szymanska A, et al. Four-
year follow-up of chronic neuronopathic Gaucher disease in
Europeans using a modifiedseverity scoring tool [ J]. J
Inherit Metab Dis, 2011, 34. 1053-1059.
Grabowski GA, Andria G, Baldellou A, et al. A Pediatric
non-neuronopathic Gaucher disease: presentation, diagnosis
and assessment [ J]. Eur J Pediatr, 2004, 163: 58.
(W = 2020-04-13 & 2020-06-24)
(AR 2 1)

Vol. 1 No. 6 697



