WRSfEEIEAGE 2024 4F 530 % S5 )

463

B [N 3 I 4R RS ARG T7 N B RN

B AR 1B SCEkA >

EXTESNES A ST L E Ak

" P HB X FRFEFRMELR E R A4, HK L 430014
e A K FRFEFRWE R E R 2 QA H XL 430030

KA
HESES R586.9 XHRFRIRES A DOI
"B R A B 3RS B (adrenoleukodystrophy , ALD ) J2
— LA B AL AR, R th ATP 255 G SR D I
% % 1 ( ATP-binding cassette superfamily D subfamily 1,
ABCDI1) B[R 5878 5 |2 4 o S8 A A S0 X T B,
R RGNS LR, B — PPk AR, AT LA I
KM FARIIHEA 4 (primary adrenal insufficiency, PAT) &
&% A% ( adrenomyeloneuropathy, AMN ) F1 fii ALD ( cerebral
ALD,cALD) , ABCDI J[X 4t 2 —Fh 2 S KEENR TR (very
long chain fatty acids, VLCFA ) iz 4 i) 25 (o, 1 LR AR &
FOE E A BT VLCFA (19 B2, VLCFA 2R# — L 28
MR B, RA LM AMAERGRIL, X E8
ALD(X-link ALD,X-ALD) A JL#E R 5 g N B 2 7, L2 Al
X-ALD LA U AR, — R 2 T 5 22 LB 3]
AT 2 RSB WK DAL ek BT EIR,
JRAT X-ALD 86 F AR O, 5 DUE R (O R AR (46 T
JBCRESSE , DR A4 BONFIREASA5 o UTAF A AT S L DR 3 i+ 400
#H8 (allogeneic hematopoietic stem cell transplantation, allo-
HSCT) JH T30 97 AR X-ALD g ] 4 45 o A SCHaE 1 4] 1
ABCDI1 H£[H 5875 (1) s A7 X-ALD %5 48 allo-HSCT 3557 1)
TR, IS ST ARH ISR
BE 30 & HBUR BT 2 AR T 2023 4E 2 H
1 H AR b 2 [ B 2 2% e B I [] 35 122 B I VR R
B 2 AERT TR TR BRSO BCTE 7, A LR B BE R AR,
NREHLL , T A , To k0 k2 O R SRR, TE
WUZESE ATV S A R R R/ MERE RS, KoK
BEi2YR o JE AU BTG 7 0 IR i i 2 4 e, PR TR AR, I
TR B 2 T, EXUR BB, R/IMER B = E A
AR X B Be 12, A7 WL HD RS s« T3 o) L ol
278, T LA G R HEAE R Bl BBy RORAME B 2R
Bistiz. ABE BT KM KA. T 36. 6 C, P 113 &X/min, R
20 X/ min, BP 120/88 mmhg, il 353 & , 75 78 15 0, XU fi £L
SERAF IR, X6 ORI BRERIE 2 IE#, SR M54 7, 1
AT DLARSC, B VR AR, AR, BB IE 8, 5K E i & 1E
B TRTRIR LG R ol B ob R, XU I 3, AR T B o
BT, SIS XK ) R W 2R, A TC R L T

B ERIE G R E R R AR & b T i 16 R4 5
10. 11768/ nkjwzzzz. 20240519

TN N R B o WL BT LS g TR 8 BUT ROL) 24 4 2%,
JUsK S IEH 48 Sl e i i, Romberg fEFHTE , BLERATE AR,
U f i S S T s AR BH R IR KT AR IR . BE
A TR . ABE S 2 L AL T EIRE B DIEe AR BT B L
TIIRE SR AL S LTS OSSR 0L B % Il VLCFA
SR €220 F#AIL, €24.0.C26..0,C26:0/C22.0,C24 .0/ C22 .04 1
L EEA IR R B X-ALD,, 17 HhHX R4 3L ( magnetic resonance
imaging , MRT) K A5 755 375 WY R 42 i, 2R 27 | B S A A2
4L B R WS E S, WK 1, TR BRI R
(adrenocortical hormone, ACTH ) 4 il : 166 pg/mL ( 1E % {8
25 ~ 100 pg/mL) , 17 BLHE P 35t 4% 95 ik 5 A 0 71 : ABCD1 BE A
AR AR 1, R R E F A, 8E IV NEA T, B,
2000 AEFE R BUEMFE BE 12 0 X-ALD, R K EATYR Y7, 0
2 1A A, /NgAT B R A & 31 ABCD1 B[R] 2 22
BRAR B EAT IR K N . ABCD1 JE[H 2 72 A 2848,
BB RIAT ABCD1 2[R A6 TU o & 2E 58 7%, IR A 35t A% 2 L
o ABEUR H A7 AR 25 50 AR A i 5 VR0 AF DG A A, Ml 5 Y
WL E MRS B, B8 A 458 mg/L, HEH 314 mg/L, K
TR TR B TR AR DLW 53 o 456 IR I R REAR L it 1% 2
SyHT AR E] ABCD1 R 28 48 DL Je % 8, i H v 12 Wi
X-ALDfy AMN %1, X-ALD 3497 77 %8 : O J i 2 B 107 1
Q@A VLCFA 1 259130 97 @ 18 i 5 5 IR JT ; @ allo-
HSCT, 583 RoJE T B, B I ] e, i 25 R
Kz 280, HBAE KN AMN 2 Kl AMN {15 Fl i 28, 7=
H— BRIV RGP IR T T RO FE T XU, 76 8 5 B 2
RYGIEIRZ BT AT allo-HSCT RUR Fedf. Rk, 85 R K8
TR 2R AT allo-HSCT JR97 . 2023 429 A 7 HIT#R4T I TH
B/ PG e/t i i e P2 BR AR F1 (BU/CY/ATG ) J5 %8 Tt kb
#9415 B IR S i i T 40 205 mL[ it
HHEE OO B, AZE A YT A (human leukocyte antigen,
HLA) 54484 10/10, BEF mAN O+ BF MALNB + ],
A RN EZ 12.39 x 10°/kg,CD34 " 4iJ1%0 7. 43 x 10°/kg,
ARG F DL kG #4018 ( methotrexate, MTX ) B & 3R il &£
(Cyclosporine A, CsA) M35 42 2 i} Jif ( Mycophenolatemofetil ,
MMF) 58 TR A A8 i 55 320 ( graft-versus-host  disease,
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GVHD) , I LAS0 s 75 | T0 7 B0 T B g o 1M 55 X S H53
97,10 A 27 HEF HUCGH BRI, T 38°C  PRIRIERR , T LAk
T, B 1 B PURYYE I3 d 5 HBLILR , FE IR L R
2 HEDR PRI A, S Pl PRI , A5 DR BK 55 #A% R 2. 28 x 10°/mL,
S IR R IDE 4, ST B4R PR AE B B T R, T T AR R &
7125 mL Q12h §id b B oK 2 #b R o il DR T8, 5 R VR A 5= 24
3800 mL, JLsR A B H R &L SR €8, I Wil it/ M BRI IR
o 11 [ 8 HERFEZIGST S DREAE SO IR AEIRGF 55 , 3% T
RSN RIRAE B TR AATHEIR, LA, S d JE R A
B hig BARLIE .16, 9umol/ L IEH{H <26umol/L) , H #H

WARLSSEESEAGE 2024 4R £330 % ES M)

1% :11. 9 pumol/L ( 1E % 18 < 8.0 wmol/L) , Bl 14 Bk B2 Ff
208 U/L(IE% {H:40 ~ 130 U/L) , vy-% S Wk %4 Bk i 253 U/L
(IEHE:10 ~71 U/L) , TLARE R AR #3897 1 M HF,
MRLLZK L IR . BMEBRE 4 A H B AL 4 %,
AEFERT TR, RVFHAMRE . FEARS T, BERREM
FH CsA Tl GVHD,, BB BAR S AT % VIKE 17, 83 il MRI
SIS W sA T Ja 0 P U R, 9F i 1 2 A M G R R
un VLCFA ACTH F1 % FR /K M4 R G DI RERAS (1ng
PEERGAY ) | RN, ) 5 i R I R R 1 AR R R
ARG A I VLCFA M2 4347, €220 R E IE#, L3k 2,

A1 dlatRpE(EARER, RRET LEARM LA, MaRxLREES)

*1 BAZKREEFRERERBINRE

A AR BHFRENL ARERETA AEIKX ARA FEMREE

BF ABCD1 c.1010A > G p. Tyr337Cys  EX2/CDS2 FEF(RER) chrX :152994796- ;152994796
¥ ABCD1 c.1010A > G p. Tyr337Cys  EX2/CDS2 Ze b chrX;152994796- ;152994796
N ABCD1 c.1010A > G p- Tyr337Cys  EX2/CDS2 Ze b chrX;152994796- ;152994796
SN ABCD1 c.1010A > G p. Tyr337Cys  EX2/CDS2 h s chrX;:152994796- ;152994796

ZE:1010A > G R R AR F7) P 49 5 1010 MR B E S (A) K574 B %94 (G) ;Tyr337Cy 85 28 (Tyr) £ 5 337 4 ¥
BRBE (Cys) BAXGEX A2 F exon 455 ,CDS REABAR ; FHAFLSTF PR ER, ot h b % E;chr A % &4k (chromo-

some) 45 5

%2 BAHAMW G VLCFA I E £ R 2 # (umol/L)

A (20?3%?15) (20%4*%}.%14) S
€22.0 17.96 22,62 32.0+9.39
240 38.58 3761 27.549.17
260 2.869 5.380  0.51£0.132
26:0/C22:0  0.159 0.237  0.017 £0.006
24:0/C22:0  2.148 1,662 0.883 £0.277

T X-ALD 2 —Fp 3 LAY X % 8 fet i A 50, i
ABCD1 3£ 225512, LN 1 F Y (ufhk Xq28 |, LI
1 19.9 kb, i 10 AP B FH 8, S 745 DESERRA K
B IR I 4 B8 #: A B 25 1 (adrenoleukodystrophy protein,
ALDP) ", ABCD1 2875 8K ALDP JIRESH , 1%
Pl —Fhid S A W AR B 2R 11, 2 5% VLCFA-CoA 5
it A B E B o AR R, O RT REAE E VICFAR 48 fk-id
SEURRIZRL A Z AR B . ALDP D RESH 4 7T/
Sk, BT VLCFAs ASREFEBIE A A v B 1A BEA T 1R 7 R 4

AT S8 2, S BN AL 2R A 9 R 43 32 VLCFAs 7K
S R TE I BT A RE A R, DT sk e 2
ZUWIER DIfE, S 30 X-ALD 3X Bl ist 1% P 52 995 19 & A A ik
B,

X-ALD & —F ik R0, IR RBRIMEF 24, TEM
}% PAI AMN 1 cALDY)  PAT & X-ALD [ = 301G R F 80, &
BRI 80% o TR 3 B W B T & 0 W ) S I R 5
WL RS S A L RS B % X-ALD SR TS|
SRR T B R T i AR 0 461 10 L B8 i R Y A (H R 4,
X-ALD Al 68 5 Btk PALIRHIAY 4% ~35% , HAE 4T A B e
JERA TR GO T o UL, WESm RN B, BT 5B %4
W PAT B #0245 3% X-ALD U3, AMN i@ % W+ 20 ~
40 2 (M EUATEFME, FEERIE BET RE RS, RN AT 1
RN R AR TC 7 (28 PR ) 8%t PR L 5% 20 I 3G 29 LA
il D RERR AT . &) R 206 (1 2R B2 AMN (185 & &
W ARFE TR AR A S B . FERABIER T,
PIRIIREREIRSETIE 8 58 . AMN A BRI #4717
PN TE AMN 4 BB A PAT, ELATRE LT PATAEAR 4 9
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Bt4E, AMN G4 MRIE H 1E 5 /5% 8L T2 Al MRI
JF B AT LRI B B4 . 0 AR, I 3% S R A
AMN SEMR B AESG o 7K BIBEVIFISE T ,27% ~63% 1) AMN
B BN 32 SR (AR BE ) T B AT S 3
g T 5 T SRR 2 1F ) ,37% ~41% FE Nk MRI 457 |-
K BB BER O o cALD Sk 5 1 fy 38 Y, FLAAE 2 R
e LA A R 1 A 3 i B e B b L A R R A
J7,90% 119 cALD 004 1 BUEA T M L BE S , S BU 4 AR
AEFETT, BH IR A RGE , 3 R
UL LI LAY ) |/ UL T 75 768 309 sl B 45 400 (75 20 4 M
BRI o LI AR 4 ~ 8 %, eIk
BN T REREAS, F B R 2% ) R SE T R R AT R 1) A0
WL 7T B ) LRk o 2 T R R B, G RT3
SIE R N R ) 5 I 5k 75 UR R e, 5 3 2 1 L
Ve o S HEAT M0 T, B 27T RS 302k W) 98 58 4
Wi, TRAF R T RS S IUKINTR RS , AT T A R
T s A L T AR LE B 710 ~ 20 %
s R 2 B L2 G 75 KR (L 156 0 e 0 o T B 750 £
SETAEM g 20 5, FB R O A s o SRR R, 1
JLEEIBLIE X-ALD (% UEE R cALD Ju k%,

WFFE W], VLCFA g B0 22 568 41 i (1 451 493 7] fiE J2 X-ALD
KA EENLHT . B X-ALDP S et 41k 4 A B F) 21
JRERS . E¥F VLCFA A2 i 31 35 5, & HEAT B AL
ISR 2 BB, VLCFAs (94Nt 22 31, S50 5
VLCFAs 3 T} . VLCFAs BR80T fil 14 5 ] 32 5 1) 40
HAETE FITRE . 76K R, S8R T €260 %55 W4 5 0 b
G5 5 200 i SR T 5 400 L ) e AN M R A L 26
Hi, ABCD1 /N U T i 5 20 Bt b €260 ) 8 24 10 AR 22
2B TR A A X ek R V-
CFAs F B 7E X-ALD %0 HL i ke 75 S HEAE T, VLCFA /K
Tt B AR DAL RV AL SR, B
4230 [ 5 1 R VLCFA — e FRUR A B 5 sty 1
Reb SRR BAENG L& & I T 4R . VLCFA (5B FRER7E
SRR T, 233 0 SO B ST 2% (M e ) FBESL 2 1)
FEAE B IR AP AT, RS A BN AT & bR
B B AR T AN B R A, RO BB AR . AT,
BT €260 J5 , AU B THORS FE k8 23 S 501 IR 40 Xt
ACTH JRBUR L3243 o 53— A~ S 30 o B e i 22 e =
F AL 2 UEL 3 o e =2 PR ok 0 25 144 4 R T e
T JIEL 2 A VLCFA. (9 A [ B i e i g

BT, 200 T6 4 Al 2 VA 7 ik . 24 X-ALD #iig i,
FBGIATHE B AT 1, LD Lk % AR 7 A 5 I A i Y
o T X-ALD [ E 81078 5 ARG TR PAT %
XS I EV A E X-ALD (2 W, A i
WORIRIT . BLHTARYT O, INE R I, A VA YT 45
FIFRR X-ALD th PAT f95 2Pk, =M H s fn = m i
TSR A 40, LW FR A 0% 4 A i, 7T R 7E 300 I B 4 75
VLCFA WP ACTH ZHA3EE
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Yo Hp ik, A allo-HSCT %% W84 7T LA i 42 5 X-
ALD K 1 77 R AR R o #E X-ALD g,
ABCDI F:[H %48 T BUA P L= ALDP, f#i15 VLCFA 7E#1 4
RGN IR AR N AR Bt 22, f 205 i AT A G 1
JRH . @I allo-HSCT 3457, A (9 1 40 i b BT &5 1) 1E 3%
ABCDI1 BB 2 E X — i R % , B AR EA ER
ABCD1 5 R0k 1R R 3 5 O A i, AT SE s AR i 1
WAk BLAN, BEHEE (K E AR M AR Bt B 3 S AL ) i 1) T
P A7 B T8 S A 5 R LI R 21 1E B e, o — SR BRI YT
R . Weinhofer 25171 I H allo-HSCT 357 cALD [ 32 324
FHAL O] BE -5 {144 e Y5 20 2% 5 s 4 i K B ki 4% cALD op
WP ZE R G0 S 0 AH G, allo-HSCT -F 1988 4F 2 Ik AL T
FTRYT cALD A5 2 30 4F rb bl o 1 22 M AR X P 05
2004 4F, Peters 251" iR T 94 A E PR AE 045252 allo-
HSCT J837 19 43 & B %%, 5007 T 3:5% allo-HSCT 497 cALD
H K AR A T MG, AT 04 22 Pt [ B 4317 i, 232 al-
1o-HSCT () cALD F 3 5 4R A2 %K 56% (95% CI:44% ~
68% ), Mahmood 45" 44T , 5 2 B A 9 173 582 X HE 4 AT L
X-ALD H# allo-HSCT 54735 R W &, Cifteilert 250 % 31 |
TER RO allo-HSCT jA3 97 X-ALD, 3 4 77 R 7 B i
BB, [N, 76 BB i R B B 4 R SR 2 T AT
RO H 23 S S A IO AR . R R A B IEA TR A B 4% 1
R AR, B 1k I Ak, R R 08 4 R b 2 1 AR gt
FAL, R PR M B TR YT I AU R AR . R, BB
AT BB ALY F X-ALD BEMRITRAEEZ XL, 7
T BUR] LA o A i R A7 Ak, 38 AR TR iR

FEPRYT R — R ATIE R YT I, CAEALTE X-ALD #£
R bt o 2 L AT N TR - B (o e = N 59 3l o
ABCDI FEPH (1 87 A= 45 DL 5| A R 35 19 2 1M T 40 A b, B =
LR AN W TR S | AR R P L Cartier 251 T A4S
T 2 HilBA cALD (B, i1 T353Rk 45 HLA 24 & 4k,
BT X 2 Bl E R TR EN A E A E
H A CD34 ™ 20 i fife i, 7 1 AR i1 200 S kR J5 38 170
it 2 4,

ARWFFEHGE T 1 5 ABCD1 R 2848 i 5 39 X-ALD
BE, X B2 X-ALD f9 AMN &, & R EEN
cALD ,i#17 allo-HSCT 3897, 1697 Ja B B A i 1 Ji
W5 R IR RS, 2Ry e BE A — @ s,
il VLCFA M52 4347 €220 ¥k & 1%, 2 W] allo-HSCT JA7 A
A X-ALD A7 — @ Ry A v fef2 e R 22 o X-ALD
PR I R, R S B RYT R TR G R B
A B KA T B IRYT
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