288 aBR/N LS 2 2023 4 3 A 22 5% 38 J Clin Ped Sur, March 2023, Vol.22, No.3 [ EERRGD

- I P i e -

ILEF LA ARE T A A I B 4D
Rz KM FE 33

Freth AAT FERA B RS RRE AP

VAL L E E AR, B F & 0500005 A ILE E LM, B R E 0500005
B ILE ER A HuH, B K E 050000

BAEEH AT, Email ; conglin3744 @ sina. com

Mucopolysaccharidosis type I complicated with abdominal hernia and extensive Mongolian spots:a re-
port of three cases

Li Yuye' ,Cong Lining' ,Li Yulou' ,Wang Zan’ ,Zhang Qiang’ , Zhang Xiaojun® ,Fu Xingjiao®

" Department of Radiology ,Hebei Children’s Hospital , Shijiazhuang 050000 ,China; ° Department of General Sur-
gery ,Hebei Children’s Hospital , Shijiazhuang 050000, China; ° Department of Endocrinology , Hebei Children’s
Hospital , Shijiazhuang 050000 ,China

Corresponding author; Cong Lining , Email ; conglin3744 @ sina. com

(%] FHZFHCBUE 1 8 (Mucopolysaccharidosis type T, MPS T ) J&—F 5% UL (¥ 18 £ A 1 2%
5, IR TSR NI 2 K B 52l BER R MPS T 0% LAY I R B, (H il MPS T A9 LM, i
RIZHT W B P AR AR SN I HIZ RIS BEN MPS | iR o 124 1k, E PR I L MPS
LG IFIAMIL Mz KRS BERRGE o ASSCHRGE 3 61 MPS T 5 I 1AMl Sz R B 58l 8 L 297

[KRE] ABAIR; ZRIRUE 18 B2 JLE

EETE b B R0 iR (20200660)

DOI:10. 3760/ cma. j. cn101785-202112026-016

FhZ W FURE T 2 ( mucopolysaccharidosis type 1, MPS
[)2—4IGREFINE IR 2 RG% R, 8
FEWHE o FHISWIEA T EBGATT O ol B LTS A
AEZEEH . BERIARIA MR J L5, MPS T 121
LR, BEAMILSE MPS T % IR RE B . s
FHNZ BRSSP MPS 1 4556, /&2 MPS T L E LI
BAT 0 0 A S PR R B, WP A 12 A T 5 ol B AR L
PEAT MPS 1 A By TR S BRI J A L
B BENOR R 3 BIEAMI G Iz K TS B4 X Lk i
EEIS W, 2o MPS 1 LM IR KXsg B ek, 34
BEJ AR G SCHk, 225 MPS T (15 PR B AR AT

F e 22,7 2 PR/ B R OCT E A 12 T
BeJLIREE, BILARSE 1 RS 1 77, ACBHR IR SR a5 1%, S B &
IR RS S IEE DS 9 H i B 2} i
THMGEE RS AT M EHE EOU 67 X Zede AR - 55 12 Jigi
51 IEHEMEMOE STIA KN W R E ., 4 2 BEWF LT
B A B2 IR K, 202 T A B R AMBE , 1 R HIR
FR T RE =T 248 IR PR A 2 48 oA DL e 5 M A 7 A
JFZE R JE 48 mm, 47 & 108 mm, B T 79 mm (47 818 4L

Ab) s IEEAE 88 mm, JiE 34 mm, SREEIZ W ASHERR SE R
THBR A B 1T = R AR A DLER AR AR B A
R IR , R 2 SR R LS8 o IR B 107 om
B8 AR, S IR 6, PO R IR 3% 58, AU &R 28 Y, 3900, I
TR, L, BUBSN B, BT B2 BR, 5 T ¥ X AR 3
EZAKRIRE K EASE B, 5 E B ER KT 10 em,
ATREBIE AL AR IEMIAL B A2 F 1AL X RAE A 7R - il B A
fiE RBEERHETT VIBAS VBT, 45612 L RIS BE I
IR, AHERR MPS, 38 i B= 27 A B Tk & 3K IDUA R
24445845 B c. 611-612insCTGCT F c. 1037T > G, Iif
P2k MPS [ H/S %

2.5 ,1 % 4 A FREREN 02 TIRBEE R, 5
R BRA Mgk i R v T FR B A7 I S B8 T A AT 5% 15
PrgsHA . BILRSE 2 B8 2 77, A BRI SR a5 1%, S B I
UHAH B I IEE . 1 SRR R E L R A £
WL BB 75 om, A REIE, BRI IG, IR B 1Y
T, BUAS Y, FUE, BRI , SRR B 2B, R T
S BB OB T 43 A W R R R TR Kt 5
BE,ERor A KER Sl BEE AR 10 em, JEFHE R



B 5 UshaisE 2023 £ 3 B 22 %5 38 J Clin Ped Sur, March 2023, Vol.22, No.3 £ 289 -

ZEMFJRE 35 mm, A7 )8 75 mm, [ R 22 mm (7 U BLE A
Ab) s IRHE A% 88 mm, )5 26 mm, JI) R 23 mm, HHEEMAL
ZETIEAL JETRIEAL X S 2 ) B BUIAE MEAAZ IS B HE
Ja it BT AR IR T, 85 512 KBS BE IR R %
B, AHERR MPS BELR G A B0 IDUA &K 2 A G5 |
¢.236C > T fll c. 1651-1G > A, IFFRiZWi > MPS T H 7,

i 32,8 A A, P ZE M 13 DX o 4 32 i 8 R i2
THBEE S BIL T B 70 00 7 AL ik B2 ey, i
RGN, R TFRERIAIT . BILREE LIRSS 1™ (KRBT 5 [H
BLARY AR JE o R s SRR IR R A0S, B B ) IE
o AR B 67 em  MIAFRRRR, 5 BEHR BE , TAHR B 0 92, 351
g, BRI 5 OIS A R LT A R R
AR R B S 5t B, B0 Rl 5 (I 1) i 5ty
KEEAS#IE 10 em, JEFRH P R AT 72 08 48 mm, A7 IR
78 mm, ffi T 45 mm CHAABTE P AL 5 AR 68 mm, J5
226 mm, JIi T 15 mm, ARFIERIEN: X 2R 750U A 9
AR (& 2) 5 26 FIEAL EAEIEMIAL X 28 R 75 il B A A Ak
PR AR IG Y B AR 45 52 S B Sl B L i PR
WL, AHERR MPS, JEDI R & B IDUA ZEIN A 2 oG R
AR Bl c. 1402 + 2T > G Fll . 659G > A, llm K2 Wiy MPS 1
H AL,

i A:Ejﬁ?%ﬁ; B:Tﬂi; C{)Q'JHE%{S
B 11 BRI BUE 1R ILI SN RE i
Fig. 1 Extensive Mongolian spots of MPS [

E O OAKETIEN; BAFHEIESL; CoAgAEMINL
B2 1B EE 1R BILM X LRk
Fig.2 Radiographic examination of MPS [

i MPS 1 J&2H T o-L-% M Bl ( a-L-iduronidase
enzyme, IDUA) Bt Z 5| & #9380 ME R o e i &
T, MPS | RPN AR LT 2 11 R AT (1984—2014 4F) Y
KIRFEJ 0. 11710 J7,{H7E MPS T g4 A4 Lis2s Xl s
(2015—2017 4F) K%Ky 1.35/10 5 g JL— i B A if
TEH, B AR KGN B 02400 ARG | A RTR ik ¢
TOARAE CEHE T T O MR N R S 2 R e S T v
AESL MPS T BILAERE TR 2 T 2R (R

EERE MR PR IS i R AR K i R ESR | 7R 5,
BRSBTS MPS T RRLFH it 1.25 % i
IHERY 3.5 %, HHTEER LT % (enzyme replacement thera-
py, ERT) F3& Ifi. F 21 il #% 4 ( hematopoietic stem cell trans-
plantation, HSCT) J& MPS T ) FEIA897 k. HSCT Z4FE 1%
<2.0 ¥ HAHHE >70 (ER MPS [ W1 BEIRIT ik, e
i WL MPS T 9 AR . R R 12Wout MPS 1
MG BAEEE L.

51l BE(Mongolian spot, MS ) i 8 A Sy J& — il R P
7 FIA S PR T AR A A A 0 i B B (LR UL
PN AHE T R AR Y 80% , — A 1 A i sl LA 4 L B, B
FAFU I K AE 4 LI R 7 . Weissbluth 25 9 e #2 i
12 RIS BES A AT PO Z IAFEIR 2R o 7EZ )5 1 40
SEI) A AR 22 i T8 R P A I AR Ok, Bl WA & MPS ]
(Hurler) ZEAGIE I GM1 2845 17 JIEAE . Ochiai %5 4t %
AL ) RS AR FVER , 1) Sh k8 20 A5 175 70 A BB L DU B Ek
MR , It BRRS A AE it B AR SR AR 1977 K AL 58 B
LT MPS Fii e, A B T2 16

WAL MPS T (3 DL R 3o 7 Arn 2520 [ SCik
A, 544 B MPS T BIL#2 AT 2528 — IR FARE L
4% ,HH 39% Jpii g Ah TR . S JLE AT L, MPS T &
IR TR AERR o AT (LB R AMIE 2 T
RZAE3 SN, T MPS T #LTER KRB dow W
RAEHLHIATBE S MPS T JHEP IS R L AT R 45 45 20 2R i 5
AL MPS T 38 S B OLHEAT IR M5+ F A &
FIHEIRYT , HAFEMIG MPS T . JLFFTA A9 MPS T 2 LA
SRS PEAS PR Jit 995 | ISH P P G P R B £ R % i 7
FETE Y PTIR D RE AN 4, A5 4 BRI 1) i 38 245 4 2k
A IRIME S A K , T 350U DI BT T, 16 RR 7 XL
W, AR H A i2 MPS T A] B AR LT AR T 550 RR 9 Y
MR

BE ARG X LAAXT MPS T A2 42252 36 1. T 2m AR s
R JLARHT S AR5 (T4l A 2 3, Rt X ek
MPS [ W B ATAG TR Z ik, MPS 1 A3l X 2R 3050 .
U S TR A AR AR A, B P TE AU AR AR R R
Ja i HERRTZ A2 5 B I i R 20, 3 i AR 5 JTUE T
RO E L AR AR . MPS (SRR AE B AR LY (]
TEGRZ I A S 4@ 78 I, S AR} BR AR 25 ) B W R R AE 4L, 1
T2 . AL 3 B W 1 R i 2 SRS T X 2
o x (L4 M tE A e REEAE TE A2 ), {H B BRA AR 3 2R 5
HREGREA TN, ENRL. MPS 1 i2WT R AE 2Kt R
FEELUTFRER X —Jm MPS T F1I K 3= 3 A
B, BJL6 A ZaiZRIIER , T 8GRI R %
G BRI IR B 2 R 50 32 RIAER, (H
BT MPS [ 20, B RFRIEA 20 2 Rk,
IS AR [ T R 544 % TR s R A AN R o 59— J T
IR MPS T B L2 R AL S 1 A0 I e IS
B4 AT 5 R RS, (I IR K s A8 B B2 A 143 R X



2290 - aBR/N LS 2 2023 4 3 A 22 5% 38 J Clin Ped Sur, March 2023, Vol.22, No.3 [ EERRGD

TR ARG R A, i RO 7 DX 3 7 72 T A e PR
AREES IR, TR XTI IR B s 15 2 B Rk o ) 1) 42

MR RTEE, ZARIZ RS MPS T 5L A=A B o] U
SFNMIG RIES I8 AN AR 2 8L TL AR R 5, DL E 3
PER G R G R B 22 %) B LT S AR, 275 5 8,
DB T 225 R 12,

25 PR RIS AN 0z R T St B iR L 4 v

5 ATIEREAL A FEEMIN 22T 1EAL X kv A BT MPS
I 22,
FlZPR A TEE S WIRTEAEF) 45 i 5E
TEERBAERR U R 22 E 0t A %05 i SO A R A E
BT T BRI 5 43 BT Oy KR SR IR A IR S R IR S N
AT RSO R AT N B R B

2 % X #

(1] BRBHEN, REGR AR R 2 M BUE 1 B A BFT PR Kt

JELT]. e i i 2 i ,2021,37(4) :306-310. DOI; 10.
3760/ cma. j. cn311282-20201214-00824.
Dai YL, Zhu MQ, Zou ZC. Current researches and recent ad-
vances of mucopolysaccharidosis type 1 [ J]. Chin J Endocrinol
Metab,2021,37(4) :306-310. DOI:10. 3760/ cma. j. cn311282~
20201214 -00824.

[2] Arn P,Wraith JE, Underhill L. Characterization of surgical proce-
dures in patients with mucopolysaccharidosis type I:findings from
the MPS 1 Registry [ J]. J Pediatr,2009,154 (6) :859 -64. €3.
DOI:10. 1016/j. jpeds. 2008. 12. 024.

[3] Kolbe V,Boy D, Biittner A. Mongolian spots-a challenging clini-
cal sign[ J]. Forensic Sci Int,2021,327:110964. DOI;10. 1016/
j. forsciint. 2021. 110964.

[4] Chuang CK,Lin HY,Wang TJ,et al. Status of newborn screening
and follow up investigations for mucopolysaccharidoses I and 1I in
Taiwan[ J]. Orphanet J Rare Dis,2018,13 (1) .84. DOI. 10.
1186/513023 -018-0816-4.

[5] Colmenares-Bonilla D, Colin-Gonzalez C, Gonzalez-Segoviano A,
et al. Diagnosis of mucopolysaccharidosis based on history and
clinical features ;evidence from the Bajio region of Mexico[ J].
Cureus,2018,10(11) :e3617. DOI;10. 7759/ cureus. 3617.

[6] Schmidt M, Breyer S, Lobel U, et al. Musculoskeletal manifesta-

tions in mucopolysaccharidosis type I ( Hurler syndrome) follow-
ing hematopoietic stem cell transplantation| J]. Orphanet J Rare
Dis,2016,11(1) :93. DOI;10. 1186/s13023 -016-0470-7.

[7] Techasatian L, Sanaphay V, Paopongsawan P, et al. Neonatal
birthmarks:a prospective survey in 1000 neonates[ J]. Glob Pe-
diatr  Health, 2019, 6. 2333794X19835668. DOI. 10.
1177/2333794X19835668.

[8] Weissbluth M, Esterly NB, Caro WA. Report of an infant with
GM1 gangliosidosis type I and extensive and unusual mongolian
spots[ J ]. Br J Dermatol, 1981, 104 (2) ;195 -200. DOI; 10.
1111/j.1365-2133. 1981. th00045. x.

[9] Ochiai T, Suzuki Y, Kato T, et al. Natural history of extensive
Mongolian spots in mucopolysaccharidosis type II ( Hunter syn-
drome) :a survey among 52 Japanese patients[J]. J Eur Acad
Dermatol Venereol,2007,21(8) :1082-1085. DOI;10. 1111/j.
1468 -3083.2007. 02203. x.

[10] B, frdles, skomioR, 3. I BE T IR Ab Bl 2 16 7

N LIS e v AR e LR A 22 [T ] W R/ LSRR 5, 2020,
19(12) :1130-1134. DOI: 10. 3969/j. issn. 1671 -6353. 2020.
12.013.
Mo ZF ,He HZ ,Zhang ZR , et al. Application of individualized lap-
aroscopy for oblique inguinal hernia based upon the classification
of internal ring in children[ J]. J Clin Ped Sur,2020,19(12):
1130-1134. DOI:10.3969/j. issn. 1671 -6353.2020. 12.013.

[11] Kubaski F,de Oliveira Poswar F, Michelin-Tirelli K, et al. Muco-
polysaccharidosis type I[J]. Diagnostics ( Basel),2020,10(3) .
161. DOI:10. 3390/ diagnostics10030161.

[12] Muenzer J, Wraith JE, Clarke LA, et al. Mucopolysaccharidosis 1
management and treatment guidelines [ J . Pediatrics, 2009, 123
(1) :19-29. DOI:10. 1542/ peds. 2008 -0416.

(kA3 B #41.2021-12-15)

A5 AR AR, AT R, AF LE R AR
[ #E MG Moz R FISEdBE3 [ J]. T Clin Ped Sur,2023,
22(3):288 -290. DOI: 10. 3760/cma. j. cnl01785 -202112026
-016.
Citing this article as: Li YY,Cong LN,Li YL, et al. Mucopolysac-
charidosis type I complicated with abdominal hernia and extensive
Mongolian spots:a report of three cases [ J].J Clin Ped Sur,2023,
22(3):288 -290. DOI: 10. 3760/ cma. j. cn101785 -202112026 -
016.

%% ME B8 E A0 I 9 /Y Il PR Y 32

FeEEAE D IR A KA L
HIEEF

RATRE R, W% AL PR 5 E kAR A

N
RNBR TR LT ERERENE LER ST CERART &,
FE FEEMNFANERER , ZIX 5P QIEARTARBEE, ERFLFE,
R REBEART &, RN B EFEREZ

W1, F 6 B RIE BT A 46 SR & R K AL

A EHUEERERIENTERES 2 —,
RO EXEERGERARNE SR, ERE, EZEANROAHZED, —REKR N KGO K EREH
HERERERRNRELAL LM, HI,-

- G EAEOAC -

Bl ) A8 X &, 38 H S
AR R I R E A
FRROIEM EEOER, HELREITH
XM IEZENEIF S AN
2 AT AL, 3 I R A

RKHR T LT R @ﬁE%i%%%%ﬁﬂ%ﬁ%ﬁ%ﬁﬁ%?ﬁﬁﬁﬂ;?%uﬁ%%%ﬁ%

TR GMER A FIT RS LR R F





