+ 692 - o LB R e R 2024 4F 6 45 32 F 4 6 )

Chin J Child Health Care,Jun. 2024, Vol. 32,No. 6

- DEARIE -

JE R RETT 2 & MEHJL 1 BRI IR K
285 D)k i A g A P 2 BRI SCik >

NN i

M AL LR EST oA 2N AL TR M

XEE .
FESHEES:R749. 94

RETT Zi &1k s MECP2 39 &K H B %
X HRARIAA :C

RETT %4 fF (RETT syndrome, RTT, OMIM
£ 312750 J& — i 2 L 1ty 0k Jo& M v R o 22 R 5t gk A%
RPN I 5-CpG 455 H H 2(methyl-CpG-binding
protein 2, MeCP2) &K Jy FZHOWR IE A L 1L Ah . Xk
HE G1(forkhead box G1,FOXG1) 3 K = 41 g J& 17
A P R AL 5 (cyclin-dependent kinase-like 5,
CKDL5) i [t J2 12 5 20 UL #) Bopg BE - o i IR
LA TR E %5 R U P AE A 3R 3 204 3
VETF-IIRE ek /N 3k I FRE ) P 28 Dy e e iy 2
TRN, KB BRFLZTREFERAY . ZREIL
Zhat, DB RTT BILER A B ER
B 4 2R O, 5 S8 L IR) B 1 300 2k B K Sk o 45 I
RFEH, £F =k il #% 1% 3£ ¥R (magnetic resonance im-
age, MRD 55 {5 5, W5 5 ik 58 55 rhAx #2848 2k
e PEPR S B . AR SCREE AR B I2 1 1 BiE S
R RTT LI m AR B 5 W3k Fi s AR 2 R 3, IF X5 A
KAR LRIy RTT SCEREEAT 5 A i xiz i Lizia
JEL % ) [0 BT o LA R B 6T I DR B 5218 2 11 45 53112 W LA
2 15 I PR AR o X3 B AR AR S 531

1 meIE#

W1z Bl 0.1 % 11 A (2014 4E 8
H 15 HOYW“EFE G782 Tl = Bl g 14w =
Bi. BIL6 A4ak.10 MHA,1 % 6 A E8hihF
M1 % 3 AL EIR KA “baba” . 812 Y E &
LA IR -3 S T E L A o v S AN = 1B 9.0
W2 A5 5 SRS 25 0l 7 D b BRI L R e AT
IRVE B A A 43 S B 22 T AR AR e Ak
Mk Ak k.. B2 Y 8L A 2 235 KN
A2 A CWAIR 2 A IR 23 W& Al /N IR A 3

XEHS:1008-6579(2024)06-0692-05

510000

doiz10. 11852/zgethjzz2023-0426

L G L O E R AL BE IR B g T MR K
T 5% . BILK G2P1,40 J& 36 7= (H % 2 R #H17
HIE ) o B ARl BRI AT O S0 DR i . 22
FLI BRI R R e s IR 25 6 T B
ANVE, FHE L TOREE . AR 4T L ORE #aT 0 i B
BRI H . AT AE 9k O JUE , 4 AN BE il S AT
A AE R TN 08, BG4 E R
PR ERme i, fBiR A .1 & 11 H (2014 4 8
H 12 HOAT B H . 5 R A R 1. T i
LR A7V v AR A A, 22 IT Vi v AR 0 A
Ko WCH Wr 3 34 K 5 T 30dB, 3k i MRI P
(L. 5T 7R A5 0 Fr i B K i B0 e fi S o £ 5 4 % 0
RBSE SRR . KEIEAG23.9 A Kiz
g kEW 146 H.LBR 6L iz sh: K F 1k
4.3 . KB/ 60 @M. A5 1.5 A LB/
A8:1BFH KB 11.5 A KB 48: M AN 5t 2
REW10.5 A, kBRI 44, IHAE 12 Wy W52 &
(ADI-R) : 1938 6 43, #t 22 H.8) 13 43, i 4 43, Z1
MRAT R A ey B HE 2 43 12 W7 D IIUMURE 3% &R P 4
HE;ORBMEFTRZE (@I . FRWEILTE
B w3 2 WA AT R N ZR3R 9T .

B2WEki2: 1 % 11 A (2014 4£ 8 A 20 H)H A
“AHEFRETABIZHS . % E . D IUMAE i
FRIEAG R 2 RN A . SR ARG A
I A AR TG 50 5 I A R L R 3 A AR UL S R R
A ALER 53 B 7R R o D v it RS U R R PR E B
BEYRTECE 3 2R E &) . 2 % (2014-9-22)
CARBE) 3k il MRI P49+ 358 (1. 5T) (B TA) 75 45 ]
500 Fr i A 00 A i B B BU /N i L B S A5 S AR
MR L ARE T L A . Skl MRS i R & XU

E€WE )N R (202102020748) )N T I 2 L B 7 o0 JR B 2k 4 (YIP-2019-028)
EE RN A H(1990-) . L AR BE BRI 1 W52 . 2 RERE ST T7 1) by b 2 R 8 1A% M s

BIE1EE I U E-mail : gzchcwx@126. com; chenwenxiong(@ gweme. org



TR LB PR Ak 2024 4F 6 45 32 48 6 4]

Chin J Child Health Care,Jun. 2024, Vol. 32, No. 6 * 693 -

e A 000 4 8 I P I B 4G A= 2 I IR B A 4% T
Al CIEL 1O XU 5 M) B v JIR i 0e 389 55, 4 7 A HR o
A N B A LR IR UL S O N- O R [T AR
fig W R UL WY W % . DWI R WL R % . 58 3 4k
A i JIL 9 5 R0 0 R & B0 3005 T A

B3 Uatis. 7 % 4 H(20204E 1 H 22 H) WA
“HLERBEE X E M 6 aET B AR ML NEH]
gitie., #IL6 MHHKL 10 MNHHKMA 1.5 % T35
P2 % phae 4 % phE . B2 S a] g 1
K RVEICALE AR T B, 5 AR A
RE 122 BEINAE AN L 1.5 B S Ui 2 FR ik kL2
B” AT AR 43 BT TR B A R B 4 R A LAY
HRKAIRM AT, WD RE 2 R, 5 WA
Fo MERWAGR. B 2 2 AIFH B AE A 1E.
LI edemy, J5 1 B th 3l B 2R N RR 2L 2
Smin ZZff , 4 J5 ORGP 48 A BE 30min J5 5 . 20
AR R AE 1O RAEEBIRS A S BN . 4~5 %
BF I 46yt B A 4% J5 A R B ) SE 4G, 2 6~ 8h, e KT
ik 24h, ANEE Y B AT PR 0t TR S ORS RN E . A&
RAET NN E, RAK AL AT . Sk [l 48em[ << — 25 ], #i ik
5 o PO I 4 HE L 3B B% 9 A AR IR MOR 5 %
ANRES NZE U BE A, Ui Ut 5 T RUR ] UL 3E B
0B HAT I A, O iR A A B S AT A
R BEAEBAYE . 2 W DR L A 2) & B IR AR I
R(RETT ZEAAE . FF4D) s Ab# 58 B AR AE 4k | 1 <
P AR T 0 AT L 2 R T 5 R L R VAT L TR 4
Brs &2 4 i W B &Sk il MRIL 58 3% MeCP2 5 A
A .

JEEie KR 4 BIILH ARG
REFIE 6 4. nE 1 AR T 7% 6 (2020 4F 3
H 19 ) BREARRMEANETT2HEZ. BILA L
HHr SR A R AR B RBOR . H R
MXnt, 8 3 L2 T AR 2012, o6 5 I JK 2 5L 1R . It
FE R L PR VA LTR 43 B 45 S ol 4 oK UL B & 55
2020 4F 2 J] 22 HAZ AL MRI(3. 0T) (& 1 By 7w
XF L 2014-9-2 MRT Hif A A Fr i 5 00 K1 JEp S 4
M/ R BT AT S 45 Y B AT 4 /. 2020 4
3 16 H A B i i B 25 5 (B 2A) 5% 15 506 3
P Vi T A O 5, o S X 2 S BR M Rk, R
524 . BE B BT £, MeCP2 JE [ c.916C>T
(p. Arg306Cys) (K] 3), XF B JL B PEAT% 07 5 5
WE A B MeCP2 c. 916C ¥y B A= R, ) 20 12 Wi .
RTT ZEGAE 6 . TN IRR BN SmL Mk, 2 ¥k /d.
T% 7 HQ2044 A 2 H)E L. BILMEERTH
D R R R ET RS 2. A D9 R A I 2 vk N
126pg/ml, 2020 4F 4 H 15 H .4 2 i B & (] 2B)
PR S w0 RIE A R BT AR L AE AR
(i) 3003 A5 00 e e TS0 XK o 2 U R 18 e R 1 e B Jmy e
K. 74 11 AKX 8202048 H & 9 H) . %K
AR LR 245 0 0 A P 22 B L IR Sk S R B, AT
FHWN R LR AR 1~2 T X R, AR IR
Frs 10~20s Jg ABE, 2021 4E 6 H 29 HRHE LA
VENREE , —JH N 4 W AT 7R 32 10 2 BAE IR T A B
(12, P4 2 HiviH 13me/ (kg « ) 18 i =
20mg/ (kg « &) L& A AR R AT

A2 % 1A S MRICT2WD 77 A5 035 000 2 i A5 00 K A0 B0 5 S0 /iy L 80 52 6 455 B 8 % 7 A % 3k /i MRICT2WD) 7% 45 1 3% Ml -
IR » A 00 R0 D e AL /N i L e 3545, €. 3k /5 MRS 38733 32 B A X TEFL R 0 7 .
B 1 KRR B ILK S MRI & MRS

Fig. 1 MRI of this patient at 2 years and 1 months old,8 years and 7 months old,and MRS result of this patient
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Fig. 2 Electroencephalogram alteration of the patient after using valproate for 1 month
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