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ARSA W FIE W & 507 N E IR Z K, 2 F
JFihE N 53 ku, HEN IR 18 4SS LR 2 — > S5 )
SRS, AR ) ARSA AN Ze i 8 B AL ED
BN A ARSA . ARSA A7 3 MBESEAL A o5,
A 2R TREIE L, AR AR SE AR I A
FEWE-6-WR IR 2 i R i i ik TR B AN, JFFER
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21/232) . BYEEN RS (6.04%, 14/232) . /DM
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R AERE AL LA K A5 P70 1) i S 70 N vl A A
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BIRUURR, HRF 2 2R G 41 PG I ) S e g
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20 i A 1 A 32 B, g Ak s PR A
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5 MLDHEIT ATilg

H A MLD [ oA 80RY7 Ik, BE R T
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WBUEEZE, AT LA PGy, ATk T
PURYYAIY . T MLD 84 i )1 Koz shiE
iR, FrLAMLD BE B ROZ MG B, AR S
IE P RE T DL RCE SRR . BT, X T MLD g
LURTEY RO sRE 1 15 1| A1) OF A =R 2 2 i =
fRIBIT FERNATT
5.1 EmTFAmaBESEREBE

T 10T 20 MO A AR B BE R AT H TR REIR YT Ek
W03 MLD AR 8 R GERER IR YT ik . sefp
TRYT T E U IR T AT RN SR A A T
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AT RS, T HARE— i RS B A BT
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A 240 ok 12 {51 D AR A MLD BB 3 AT 1 i 40 i
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H1 3 I 20 B RS AE X TR e Mk MLD fR 5 K e B2 A
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F T R M o i i e s, R, EREAIRYT
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ol Gt ARSA FE R 115 2 AR vk 5 38 KM v
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X ARSA [N 5 [ MLD /)N B Jok 1 5 o 2 36
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i, FREIBCE A S 4 R e AU I, R
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9y ARSA & R 1 9 AU BiR % 5 AH DG 21k (AAVY/
ARSA) B, Zibiayy i/ B R I R i
JIg & B kb, Bl s/ RIS Thae,
I, AATIAHTE MLD & H AP 22 RGRE IR 2 R
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Bt. 20204F, 1Dali% ™ W4k T MLD & LB N TE
ST 4 N ASA (thASA; SHP611, ¥ TAK-611)
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JAHEFT 1K thASA, F£38 i, ik 10, 30 5%
100 mg, HZA UL H] 5 rhASA FICH ™ H R R
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T AT R (A PR B B 2 B4 52 357 O RER T
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FIESR 7 F A Bl S (803E BRI, ek 2% Mg v A R A
e

25 L rik, MLD &' i ARSA 5878 i 3011
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Abstract  Metachromatic leukodystrophy (MLD) is a rare hereditary leukoencephalopathy caused by
arylsulfatase A (ARSA) gene mutation. There are individual differences in the clinical manifestations and disease

progression speed of MLD, but almost all patients will eventually have complete loss of motor and cognitive
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functions. Clinically, patients are divided into late infantile onset, juvenile onset and adult onset according to their
age of onset and severity of illness. The clinical diagnosis of MLD includes progressive neurological regression
and typical magnetic resonance imaging (MRI) findings. Its clinical manifestations are similar to many diseases,
and it needs to be differentiated from other leukoencephalopathies and lysosomal storage diseases. There is no
effective treatment for MLD. Hematopoietic stem cell transplantation or bone marrow transplantation, enzyme
replacement therapy and gene therapy are the research hotspots of MLD treatment. At present, only symptomatic
support treatment can be carried out for patients. Recent studies have found that intrathecal injection of
recombinant human arylsulfatase A (rhASA) could delay the progress of the disease. Effective prenatal molecular
diagnosis for MLD families is the main method to prevent the occurrence of MLD.
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