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Abstract

Objective: To investigate the clinical characteristics and treatment of gaucher disease in children
with bone damage, and to improve the understanding of bone complications of gaucher disease in
children. Methods: The clinical data of 8 children with gaucher disease with bone damage admit-
ted to the affiliated hospital of Qingdao University from March 2000 to March 2021 were retros-
pectively analyzed, and their clinical characteristics and treatment were discussed. Results: The
clinical manifestations of bone damage were varied in 8 gaucher disease patients, including 5 pa-
tients with bone pain, 1 patient with osteoporosis and brittle fracture history, and 1 child with
uneven femoral bone density. Four patients received enzyme replacement therapy immediately
after diagnosis, one of them discontinued the enzyme replacement therapy six months later for
economic reasons, and resumed enzyme replacement therapy after 4 years of discontinuation.1
case received enzyme replacement therapy 2 months after diagnosis, 1 case received enzyme re-
placement therapy 6 months after diagnosis, 1 case received enzyme replacement therapy 1 year
after diagnosis, one patient underwent enzyme replacement therapy 3 years after diagnosis. The
changes of hemoglobin and platelet in 8 patients before and after enzyme replacement therapy
were analyzed. Data analysis showed that the difference between the hemoglobin group before
treatment and the hemoglobin group after treatment were statistically significant, the difference
between the platelet group before treatment and the platelet group after treatment were statisti-
cally significant. Conclusion: The clinical manifestations of bone damage in gaucher disease are
diverse, the common clinical manifestations include bone pain, osteoporosis, fracture, osteone-
crosis, bone deformity. Enzyme replacement therapy can avoid further aggravation of bone dam-
age and help to restore hemoglobin and platelet levels, which is the key to the treatment of gauch-
er disease. For gaucher disease patients with bone damage, clinicians can recommend individua-
lized treatment based on the characteristics of patients’ own conditions, and orthopedic surgery
can be performed when necessary.
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2.1. —fR RIS

W EETT B AT IR EEE 2000 4F 3 2 2021 48 3 AR 8 4IAE & B3 1 LB i B X R
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W75 B AT IR EERE B 2000 4F 3 H 2 2021 4F 3 FUYUA T 8 BilHE 513 ) L2 S B i R 3
kLS 6 B, o2 B, M I RRFIE LG TS OL, N SPSS 26.0 BrfFar M XN B E BT ET A
AT 3 3 S MR A .
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Table 1. Bone lesion characteristics of 8 children with gaucher disease

* 1.8 Bl)LEXIFRBEN T RERFE

P FH(Y) eyl AL I
1 2 % liia=g )
2 7 5 liia=g ()
3 8 % JEc & )
4 8 % g ()
5 9 'S R BRE. AE. RE. fRE. BRE. MR ()
6 11 % e BE )
7 12 7 AR BEE )
8 12 5 AR BEE . B #E. BRE. HEE ()
g HAER 85 % Hel, L2l Je 4 2 W 9 5

Table 2. Changes of hemoglobin and platelet in 8 children with gaucher disease before and after treatment

F2. 8 BLEXSRERGTAIRNMLER. M/MREX
FY RITHILAEAL) BTG 4T E(g/L) YEIT AT IR (< 10%/L) 9T G I/ MI(<10°/1)

1 90 104 97 100
2 97 120 74 120
3 114 133 88 101
4 96 128 198 197
5 77 96 123 224
6 98 130 81 180
7 109 126 70 167
8 84 117 507 521
3.1. IGFR4FAE

8 Bl B FH A EHE, FMFOIRARIZEE, 1 ODLEAE TR MEbEEdrse, 14
JUBE B B BRUEEAL S 5 GIAEAERADIR, kb 1] R s sm st .
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3.2. JRTTIEFERIATTHR

8 71 B 45 T S A A BRI PRARAE WL 32 1 R 3 B B2 5 REEAT IR B AT, Higk
(TG B ARG YT, For 1 BAE R B B AT AR AT R AR, 2 B E IR B R R AR
HIFRATARSE—DINE, | FUEFHRIZEWIHTIEREGTT, Tl EREIT 4G R &5 R R4,
1S LARRAT IR IBR AR, 1524 4 FRIRERMBERGYT, FEJLREE . BUEHZ, gk
e, HABJUWE 250 CAT Sl 2RI, A W B sRhAECREIR,  DRIAT I e & AR 7, BE AR
BT RAEBBILE )R, mRARREEEAT. | Glii2/E0E 2 A GEETEES G, WYtta g
JEEIR, BEATERAEIRZE M | Pl2 e PR T ERGTT, BB SRR ER RS
E; 1 FIiZE 1 ETEEE AR, RVIEE ERAER, B ATE R R A, BRI R
PFERATARSE—DINE; 1 B2 E 3 FHATHERGYT, WYEA R, HirEmiEREmw, &
AR FR AR B I ERAARE P IME. | GIE SRR EES | GRS B 0 A ) B AT M
SEXPREIRTT « 5 Wl E 98 S RO AR BE R AR AT 1B . BT S5IRTT .

4. ¥Wig

R R E IR E R AR R3], AW 8 BB H L G A HEUE R B R AR A R B
B2 R BESLRAS A O VPG O R B BRI M R T, AT AA T B BERIE I SN B, B2
U JE AT A ) E AR OIS O, BT T RSO BT TR A, R R I R AR AT IR T T R AR
WAe AR 0 X U SR AR VR R o AR A A R I 1 S R S A A I O

S AT M LE BB N UL, SRR IE R (B, TREE N R A i . AT AR B R
BT AFAE T B I DL4]. BT 8 Bl B 3 BRI AR, 3 BRI, 1
BlE 2R, 1 PIURE B REEASE . @B RIET, AMSEIRITIE 2 B8 %R I R
RSTR IR

KR FECER. B, B, RS, TRERAE R E. EWE TR k. S0,
Wi RS . BHEEEE AT BIEEE, T HITR R A R . AL EUR A,
BB REATCHEVEEHER[S5]. AWFFE 8 B U 38 OB I IIE DL AE o KA SR A R B ] H B
WY, SR LI AETE . AW AT 8 19 S A T R T AR LR A

LR E B RS RES BRI VERK KR EIRE6] [7], HEEMELRAEGFFRES] [9]. AFRE
] 30%% 80%(1JLEE . T/ 1 b B S AR KR BREAS[10]. AWFF 8 BEE T 1 FIfF/E
EMAEKRERS, £)L9%, H& 118cm, KE 18.6kg, G WEMM T HEFEMIX ., FEE.
FEIPERLE AR K B IEREE 3 B bAT, B (25 B BEER . WD) 5 W = i
M2, WERERURIRER . BEADIRIREGE . PUHCIRIREREE A bui . BRI S B bt )RS e . BB
R AR ICE B RS, 25-F 4R R D 8 ng/ml (IEH 1 20~32 ng/ml), S I4E D F5HEF . Bk
HA R REATRERYT, 5L B2 R, RIS At .

SR A BEATRTT H AR T BRECCEE IR, B AN AT IR R, S R AR BRSO, R S AR AR
o BRI IR DR O 11]. SEE A2 BV R T 1994 AR Ft ik TR 4 B G i i
T R B AT 12]. BN R FORER, FOKRETRTRE B & 40/ B2 IR, IR I
LR A MRAKE[13] [14], 9 T B EHR IR IT IARAE 7V 15]. WSCERAHIT AT 8 il ity i i B A
97 0 20 2 B S /N AR, WL 2, S SPSS 26.0 BAEHHAT BG4, 1B SORIIT IEASTER LG,
BIFFE BB A, A BRI FEA t K56, P <0.05 RoRERAE SR . BT aimaEAaa
AVRIT G AT AR REA t 156 0T s P < 0.01, 45 BHRiAr a4l & A 4L 5897 5 4 & A A
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25 A ok #8017/ IMRALRG YT J5 IL/MEA RSN FEAS ¢ ke 0 R P < 0.05, 45 iR
T AL/ S 697 A MR 25 BA Gt 8 e T BB AR 7 B I R i 20 5 1 R i
WK o AT T2 W 6 B R BT 5 R I AOAEIR (7™ R AR O, TR D — A X 12 W R B
YT SEARE[16] [17] [18] [19] [20], B ARG G ML 4 MR 2B KT BRI, (3R BB B AA
UK

B AT IR B B VR B R g8 PIE . AR SE DI R AEIR, e MaiayT, W2 1 £ 2 4
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