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Zh 22t VI B 25 5 1F (mucopolysaccharidosis type
VI, MPS VI) X & Maroteaux-Lamy LEAAE, B—Fh
UL G (AR B R a8t AL M5 (autosomal recessive,
AR) , # [H 57 FEA PR R ¥ B (arylisulfatase B, ARSB)
BN BEORME A LR AT, 2k R R
2h 17320 000~1/248 000, Ji A3 75 78 [ ) 1+ H-H A%
R P B R IR L R 0.023%0(1/43 261)  FEF LA 1/
1507, HE 5 75 M X R0 1/83 U7, Hh K H
BT WAT IR = Ge s o N IR 58 A8 B die I
(human gene mutation database, HGMD) 1] 48 2% %
ARBS FE R 2845 53K 200 43l , K22 R Lo AR af;
T X GAE LT R R B i) 28 A8 H AT 7| 2 ARSB Bkt
Z R T O AT 0 il R I R 28 (glycosami-
noglycan, GAG) | AT W) F R R B2 Bk & (dermatan
sulfate , DS) FIEL iR ¥ H 2 (chondroitin sulfate , CS) YT
FRRRAEH N, B — R BE SR AW
I PRAEAR ™ . MPS VI EEHFMEAL 4G 2 KK F A
R ZMERA R, OIS FE IR W
P 3 SRR S, B R DL B /N AE K v
DARFIE o AR m R AT A5 202512 1, (H B
LW R A RS T-B . A5 10 K12
Wi MPS VL& A7 AN e b 2 R YGAIE , Sy ik —
AR PRER T 5 B R AU AR DG P B (IR

L
B 5L 3 I HBE IR oY DR
TERHAT 3.5 % ROLHTIERE (T REZE 5K 113
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Wy ST B A 2 R I R T ERE R
R LR BE B N o RH2 IR . GIPL, B A ™,
AR T 4.05 kg, 7~8 1 H RES F AR FR, 1 ¥ Zefi ik
MAER, 2SS I, AT E LS IO W5
WL e, o AEER, DG AN . BRI
TCRFIR , TR B R L o ABeIa ik : B s
94.5 em( < P3) AT 15 kg( < P5), Z M 57,
BRI Z 5 G R0 Rk 2, IRER I 2, 5
QA XS0 . JBEAT, 29 1 GHE RN B BA b
4 em Ak WL—2 em KABAT T ARSI , BG4, IR
B2 em, BT, BRI AC K, T EAR , TR, XY
B ARTCHRIA

T B A A I R R A K I 1 (insulin-like
growth factor 1,1GF-1)35.4 ng/mL; il 5 ZFEAE KA
F454 % 1 3 (insulin-like growth factor-binding pro-
tein-3, IGFBP-3) 1.85 wg/mL; IGF-1/IGFBP-3 [
19.1 ng/pg. B BN F « FEAE T ™, TEMEAE
VRIS R B 22, 10 B AR S MM RESE XU 1l g
Vi, MRS AZ AN, AR, B K F A B R U TR
T, 88 F P L A 0 B3k - 285 i s L LA
B S AN BIIR o Ao i O I R DU B AR A
F s BN RO B o 4 98 L 1 2 m] WARIPIR S , e
RORCT BB 3 g AN R, A8, 48 B 5 1Sk TR
BUEE B R E YA T 4% B T -,
B BTN, BB U, T K BB, T
BT MR B2, B g n] WP o Sk i
B Sk AME RS, SR 1 B RO O
JIHERE e i s I iy -2 ot P OGP AN 4 (A0
B ) Bk 2 BRI e CE TRIRR kbt B AR5 7)) |
FHPRICHAA A (DR ) o SR Fr 47
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JR AR NE I i B A S o MR 7 46 4 X R
TCIEEL A R M, IR R TE R o W Syl A B BT H-
0.67 mL, 72 H-0.92 mL; H-75 A b SUM kA 75 15
HARBIRG o IR J7E - 15 5 A RIME,
PR B INAE 75 1 T, 4500 17,1Q 64, R BESSH

Bl TR SRR I PR I2 B 5 1B 2Rl 22 B AR
i AT RE . EISE AR . AR AR KNG
[F) e, TR B AR o o IR IR 110 1 K 1 45
2 mL(EDTA $T#E) o ARk 5t B Bt L s =
BE A G E  ARASGE— 3% AL Bt B A F) 58
JRCHE RIS

FEPRGIN : AN T L[] s St e o e
B, Bl 12 BT T A 2 BRI, 2 H iR
) RGN 7k IS Aol o S Py A i)
(Aemtin Bl A F01 ) FEAT I SCEf R
H HARF SR ET (GenCap) X 812/ ELFI AV 4%
PEE BB DG AR L R A M - DX ek e 1 2% 50 bp
AT, B HAR X IR DNA A Bt 5 B lllumina
HiSeq X Ten I 7 {SO6F H A DXl 47 e 3 122 000 7
GenCap FHES T 5L AL T, 7= A 0 8 s i o /b,
e R TUAR B 1 7 2R 8 T, BRAR LA .
K I DU e B A 25 B s e A Sk v 4 L AR s A
BWA #44( http : //bio-bwa.sourceforge.net/) Pt g e
9 ¥ 51 b %) NCBI &8 N 26 3k K 2H 2 2% )7 9
(hg19) 7 FIFH GATK B ( https : //software.broadin-
stitute.org/gatk/) 73 M1 15 H PR AZ AT R 48 5+ (single nu-
cleotide variation, SNV ) Flfi A it 2 58 2% (inserts and
deletions, INDEL) iy # {5 B 3 i3 ANNOVAR
B 4 (http ://annovar.openbio - informatics.org/en/lat-

est/) X IT A 9 SNV FININDEL AT FERE . i vt 1E
HNEE E PO RN T 0.05 1Y 848 15, IR B
P PEALAE T NBER T RIFTEXAC AR, 5 OB fd
H SIFT , PolyPhen-2 . Mutation Taster il GERP++55
PEEAT BOURPE TR G ETIN 255 B st il
BRI R i R R MR ST 255 3B, 07 18 v S fie
ARG

et FH T A AT 20 1R 3 B, R 40 5 ] P o
WAL 2F S IR 4 2222 (ACMG ) & A B8 S A 1248 P
3 AT REE KL A 2 A5 : INPPL1,LRP5 , ARSB
(% 1), INPPL1 JyH Qe iRk fatst e , KR Rk
] —FE R 28, HLAR A I R IR 5 12k PR 98748
FBUAAHRT , WA L E DR I e, LRPS g 4 (0
RS AL , 5 HAEAY Van Buchem #5 2 7l & —Fh
REALVE B R T AN BPE , In KA AE 5 i ARy
A HERBAET LR %72, %8 & ARSB A
ARG BEINIRFEAFRT &, HE RBE A
FHOGAL i, UESE i e o IR Btk a5t 4%, 2% 18 %8
FEORFENA . B Primer 3.0 ZEZ KA (http : //prim-
er3.ut.ee/ )T ARSBJE A PCR 514 (£ 2) ., PCRY”
18 T 3130XL 0 3 ASGHEA T8 4 A8 HL Tk O
1F ABI 3130 Genetic Analyzer F#E4708T . FXF K
I AT B E . ] DL e A Sh A T Ak
AR , Bohi] PCR 473 SOVAR R, S8R 2] (L
J5 BT EABE LA PCR ALH:95 CIHEE 10 min,
3543 (94 °C 30 5, 58~64 C 305,72 C 45 s),
72 CHEA 5 min, 4 CHRAF, B30 00 WA ] 918 Al
JE(ER2) . W TR Beihddi A B g 41 25 R e e aT
REAAAE—E W R PR, SEBreff bl R HI—1X PCR

x1 FREFER

P Jetafk T ATz SRk FHop T (ACMG”)
ARSB chr5-78181570 exon3 ¢.979C>T p-R327X EX0)
ARSB chr5-78251291 exond  ¢.724_725insCCCTTCAGGTCC  p.H242delinsPLQVH SEIEOR
INPPL1 chrl1-71945570  exon21 ¢.2327-1G>C splicing How
LRP5 chr11-68192694  exonl5 ¢.3361A>G p.N1121D SEAEU

FEH SIFT ™ PolyPhen-2 fiJll™  Mutation Taster HiJl]™ GERP++#il]™  InterVar” SPIDEX™™  Clinvar”
ARSB  RKHI ESl H E80% TR BEEON  -64.258 o
ARSB K0 KA A ESl BSURH KA AKH
INPPL1  VETEAEOR TETEA EE=EC TRF R 5 1.374  FSURH
LRP5S Rl KA SO TR HSURHY -3.637 ARH

w, 55 [ [E 2 AL o 5 R 4H 2% 542> (The American College of Medical Genetics and Genomics, ACMG) 28 1 4 28 S S5 7 | 1 30 4

ST 45 A pathogenic/E0R 4S5 likely pathogenic/SE{LL 0w ML 5

(=)
,/}‘Ej‘i‘o

uncertain/Ifi KB SCARIAE S likely-benign/ZE{M KAEAEF  benign/ K
sy 0 FE MR LA A VD RE TSI A, ATl P00 o sy FT0 B0g M , SR (LR R SRR B0 T RE LB 5 % : GERP++ ] 7R TR ) b

[T FE PRSP, >2 3R LUAURSY o o SPIDEX B IR , I2MALE 10 6 DNA J¥ 31 LUK S AR (5 B 30T , %3278 500 RNA 89 158 47
1193 45315 F1-100~100 , 1553 4 XHEBHELT 100, 580 RNA 55 VI 52 08K o
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KA Sanger WP ILSEATH#A " . Sanger B iF 1l %
JFH X [y 300 7 s 2 T 5, s v 3000 0 T 7 ) el 5
A 0] B8 A B R IR B ) B2 ) BLAR P B chrS -
78251291 ZRAF TR P HN AL A5, 1E [l P45 5] 1
L St s e DL , TG At iR FH B g il e 51

T 2 BOw ) 2 AR (B D) - D5 547
MR T E e 979C>T, SR BRI L p.R327X, NI
SURAR ARG TBER ;@5 4 SR F e 724
725insCCCTTCAGGTCC, 5 3 & % M o & p.
H242delinsPLQVH, A 8 i 58 48, AR Sl Y5 F 400K

() Ak R R IR AR AR R it R AR T 2R A 5
A BT = R A R0 < 4 BT 1) 2 8
S ATE LA SWISS-model (https : //swiss-model.ex-
pasy.org/interactive ) , & $5 7 5 28 A8 i/ 11, range 12 [l
AR 1 (R 2 AR F — SO FIAR DL S
AR T 30% , n] LA 53 B KA Swiss - PdbViewer
(http : //www.genebee.msu.su/spdbv/text/getpc.htm ) "
2 25 1 o RS AL BT, 23 B IO 32 AR SR 2
AR REE o BETEMF T UESE 5 BF A RUAH FE , Mu-
tant1 (p.R327X) P $i Fiy £ 11 %% s 1 7 A 48T 1 2

R2 WIFSIMER
EARZEUS 115" —3") 1B K (C) P3P R/ (bp)
F454-B8_F AAAGCTATCATTCTTGCTCAATGG 58~64 506
R454-B8_R ATGTCTGAATAATGAAAGGCTATGTC 58~64 506
F660-A1_F ATAAGGCAATGCTAACCGCTC 58~64 388
R660-A1_R GCATAAATCTGAACTGTCTTATCCTTC 58~64 388

CCCACCCCTCEGACGCCTCC
WRSEREL

210 220

CCCACCCCTCHGACGCCTCC

R R AR A8

CTCATG'CACCTACTGGAGAAI CTCATGICACAGACT GG AG A G

W7 SUR R AL 12

240 250

CCC/!.CCCCTCG:‘\CGCCTCC CCCA

AR AL 11 M WL

T RER R AL 82

240 250

ccccrTc[6leaceccTCcCc CCCACCCCTC[E]6ACGECCTCC

S LA RAE N L

210 220

cTcaTelcaccTA AAE GAGAA CTCA

TGlCACCTACTGGf\G«'\r‘\lCTCATG'CACCTACTGGAGAAI

BRI % S0/ ¥¥)

ulh‘

RASNT A 1:¢.979C>T(p.R327X) , AR TR T-RE 3 3 287867 15,2 1 ¢.724_725insCCCTTCAGGTCC (p.H242delinsPLQVH ) (55 242 i i SRS G 58
A EUR LT H) KA AR T AL IR A ) RIR T35k, FLARAE o6 o IRIRSE i [F] J5 AR S 56
1 ARSBZE[Z Sanger llFF

S WL R A2

! nM
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F, S8 RS R 5205 B 2 Mutant2 (p.
H242delinsPLQVH ) & [ Bt 544 o] UL/ NAR A3k, 55
B AL RUM LG, 36 A 4B R asE , & SRR 4% A A=A
1k, I His242 55 Tyr175 Z [B] 1) & SEE 2%, His242 5
Glu243 Z ] i BT 2% B AR Z 19 02 Pro242 5

Mutant1

Tyr175 Z 6] F1 Gln244 5 Glu247 2 [8)JE i il 2
SHEEEAKERESUE(E3),

2 it i
MPS VL& H 55 5 44 a4k (5q13~q14) -1 ARSB

Mutant2

B2 Mutantl Mutant2 5EF4£RIE G R = 445131t

Mutant2

175
A

) | ANGLU243

rj)rsmz

E3 Mutant2 554 B FEBR LML E

R RA G|, 1%L H 81> 71~885 bp AYAM i+ Fil
TN E B, 55745 10T 2 228 bp 1 mRNA, Ji
1533 M AR ATAE R, MHEMENS 5%
2 RO R T VS R it 2 A= i A7 B RSHET , GAG DS . CS
ANREREAE , B BUER BN, 5 R AN |, 8 A
A 2 A B I RE R, — MRTCR ) S S iR
TR ARG T — 2 B I K MPS 12
Wr , 45 S lim RIG 7 B A W7 B |, 5635 MPS AH G HE A
WP MERBAEE KT MARIRENE G486 K
AR REVEAETE LR AS p.R327X AT IR 58 4% p.
H242delinsPLQVH,

2004 4 p.R327X B YA A # A A s BEAE 3T
T, FFEIE S 5 7 ) I PR R B AR e
Suarez-Guerrero 25 ™ 7E MPS VI {55 4= B2 12 W
FNATT BRI CHISE Hh L4 H p. R32TX i i ek e
A%, B R G LR i TR H B
B, AR EELERE3INHUBSHEEERE N
B ARREIRFZ SRR AR RN, - R 48 5 W]
B, SRR B, BEFNAATEES KERE
B IR R R S, BT ) 245

FHRG FBOUES LN RB G, E BETH A
K ABSBILHARESH W EFZ RN HELR,
HORNREHEBR 1% B 5 — AR S 52, 3l
SWISS-model Ji {4 37 8 11 0 — Ae 25 M R & B, 5
B AR RUAH EL 1200 U278 8 ARSB Z it A&k,
FEAE TG I RE TR BT 2 11, ARSB 3 [K] 2 6 14 7 il A
BTG PERE O, 51 GAG S 1R, 7= A M S R 3%
At 25 S ACMG 48, ¢.979C>T (p.R327X) ¥ 4
e B TEE 5 (PVS1+PS14+PM2) .

His242 i T° ARSB & [ HBA /B N5 10 I H
A TS A S S5 R N, AR SR RE S I ARSB
TG E . ASBFFE T p.H242delinsPLQVH 5 7 A Y
FHEL AT 4B B, T BUE LR I B % AE AF
1k, J5 His242 5 Tyrl75 . Glu243 22 [8] (1) S B 3 2k
Pro242 5 Tyr175 . GIn244 5 Glu247 2 [alJE BLET 0 &
5 R H RS eAE . HTRE Y EOR AL 2
SETR B 1) A8 Ak 5 | e 5 2 91 IXAE P /M A/
B B R AR R T R AR K AR, SR
VKA BREE , ARSB BTG PERLAIR, S & 2 B MPS VI,
REFEBF I 2 0 22 e Bl ] — Gt A | A B0 28 A8 B
p.V358M £ 251 AT 3 2 ARSB 1% PEAUFRAE ™, MiE
I5e] SCHRH 4 TG p. H242R 45 2848 sl B ali e A5 5828 Y
5 1438, B HE DY p.H242delinsPLQVH 2 75 1, 7] fiE
[i] p.V358M —Hf 1 Z AL 85 p.R32TX IF 47
A0 o BURTE/P T ¢.724_725insCCCTTCAG-
GTCC (p.H242delinsPLQVH) A £E 1 8% 1 48 7
(PM2+PM3+PM4) .

AR T 1B KRR IE L E ARG
A HACVRNE ZEAE Jy o e BRI 28 AR 0, 25 B R &
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BUESE RAE SR I B AR5 AL 9 e (O R B Pk
{8, 2025 % by ] SEEOR , ELIG PR -5 R [N AU 1]
HIRH AT TCIE B . ABIESE 5 B R 2 ARSB S
P RAE N ST FEAA ], 32 1B 20 T 8 o = R4
FHSCER AT Zop PR B, S ot — 28 Dy Rk, X 1l
PRETN G FE D R AR SR BEBEA TN | R IA 578
AT FE s i — IR IR R FEE PRI PR Al fig . (H
ABIFEH KA E 528G R, PR T ARSB B
TREEIN 3 , 458 T B I RA2 IR U W, FE N2
Wi E S ILBIRIZ IR T A T sk T BL
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