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[Abstract] Rett syndrome (RTT) is a neurodevelopmental disorder mainly affecting the females. It is
closely associated with mutations of methylated CpG binding protein 2 (MeCP2) gene on the X chromosome.
The incidence of RTT in females is 1/15 000 ~ 1/10 000. Its clinical features include mental retardation,
loss of language function. rigid movement of hands, and abnormal gait. Currently there is no cure for the
disease but only symptomatic treatment. The compilation of this guideline has referred to the third edition of
Diagnostic Standard of RTT as revised in 2010, and integrated the latest findings of clinical research at home
and abroad, in addition with conditions and clinical practice in China, with an aim to provide guidance for the
clinical diagnosis, treatment and genetic counseling of patients with RTT,
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1.1 #fE L Rett ZE241F (Rett syndrome, RTT)
(OMIM # 312750) J& £ M 5 BE 5 AR F foe v L 1 I

Wz —, X Jeafk EREMA CoGEFER 2
(methyl-CpG binding protein 2,MeCP2 ) & H F % 1)
Bom kA . RTT £ X 3% 8 8 ¥ 8 %, M CDKLS5 Fl
FOXGI JEHN B2 5% W T AR 8 RTT, A E 2R
L, Bk I,

1.2 KK RTT MG REI)Z, XAl 53
B (AR RTT (typical or classic RTT) L & AE it
(745 5 ®) RTT (atypical or variant RTT)M? | it %Y
RTTWEHFBEAMESRH 2R 6 THNAFIEHR
(F 43 FOLWTAE 2~3 A~ H b B0 Sk 8 A Kokt . 6 ~
18 A M B & & 45H . B 1 BLELR 8 ) Mg g
TR B W RIS SR Az e, TR 2R
ERM NPT ZF MF BT SHFIMCL R KR
LFVREZAHMEMFNRD . HRALE RN Hib

SR —ENWRE IR WA T GE, Z 5% i BE 18
13z Zh D) e R .

e A RTT BB #H B A M A RTT #9116 K
FRAESY AT 4 A« (D AR 811 5 AU LA RTT (8§
Zappella B R, B ERBA —EMIEFT U
BV, EEHEHFMeCP2 2878 ; (2) W& i i B ) gt 7
RTT(8f Hanefeld #Y) : 2 lHCDKL5 3[R 2848 fp 8, H
FRHE N AR 1 A E 5 A4S H B BUEWE & 1, Rt G F
ZImEtE, FOfER W U R™ENTE hEHEE %
JEU5(3) e R E L &Y RTT (8K Rolando %) :
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w

B RTT ## /D IL, 2015 4E, Reichow %1 &
Selel i 7 57 Fl Pk RTT, Hef 65 % #5747 5 MeCP2 %
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RTT Myl R B A By Bt B 5 4F A 260
HEE 26 B [ 2 i 22 92 9 N A vh BIF 5T BT 2018 4E K A Y
“RTT #HNH”, 7% RTT 4028 4 #1.

1 #7: & % B 1% i ] Cearly-onset stagnation) ,
WEHBEER 6~18 M H W REH A ZHA HE
VAELL B, BILE G A, X Br R & 2248, A K
ThAE FE R B, 27 > BB J1 BRAIR , 3R A5 AL BUICAT 45 12 3 £ g
HEIR Sk B G248 . W A8 L AT R A 7E MR IR IR X | B
BRATHEZEA. W BH T AFRERR S, 55 %
XKAM.

. %7tk @ E W (rapid developmental
regression) ,Jll # M 1~4 Z IR WS BRI B 1 48
Z R setE T RE TR R . BT 2R B, B
BT GF mF ETFHEIMERRFTHE R FNFRE
Pegh S5, NBEJG I 2% 5 T T BB i 2 2% 5 WF I 39 it
TR S A R S BRI OB AR PR A 5 o B
PEAREREL FERE . S, SEWHKE
INEENE . 29 5096 1 BB F BRI & 1 .
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W 2~10 B I i, AT RFEE R4 2 10 4F . T ERTF 19
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2.1 FUFEMFE MeCP2 & RTT ) FEBURIRNE, &
T Y fafk Xq28 X, 4% MeCP2 HH . 7EH L s ¥
B iR i B 2 k0T . MeCP2 3 By FF 51 5% 32 1 5

WA S E RTT siMeCP2 HEE 25 1F . AN, WF5E
HEBMIERF P B EINT MeCP2 KK F Mk
AU A4 B R th FCDLKS . FOXG1 2 1
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RTT DA% 5% B 2 F (>99%) , H MeCP2 3 A
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W, HEEEKN R, MeCP2 3 H 58748t LT HAth
MR R RSN, A PE ERE R X ESE IR
BB
2.2 REBERAPINER RTT WEERSE
BRPXRXRBAT M EE®R. €45 HIEERHAE
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BeH WM 9 B A8 49 45 R106W, R133C, T158M,
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M, e meIe 78% . AR E£W,R133C.R294X
MC Ry B R 5 B RE MK, W RI68X,
R255X R270X Fl1 T158M & 7% | 5 B ™ H ) 3& 5 4H
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xf RTT 8# MRS M EA R
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W ATEHE . MeCP2 & — Fh i 7K - 1 4 56 R 241 98 45
T HA Z R IR, RS M B s s g K
HUAE# JC -1 (long interspersed nuclear elements-1)
1 % 5% R0 R 5% . I B % 42 F B R Ep gt
MeCP2 1P 3221 T Bl 45 #4942 45 W Hfk-CpG %5
& 45 38 (methyl-CpG binding domain, MBD) F1 %% 5%
i 45 #49 B ( transcriptional repression domain,
TRDY?M, MeCP2 3£ &£ R 5 % 3 5 8 45 HAlh
SN A B T RE . T BOT W 2 (K 78 A5 15 19 B (] A8 4L
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WP —RINMMHERGEIER S KA, &4 T
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3 LW
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o B 6~12 A H H B AT AL . 5 B E BB M
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f815B A9 IEHE 0 RTT (932 W7 {815 44 B
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e 2. B AN EERHERHED 24
3. H& 11 A AFbrdER Y 5 4
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4. WLik 1 5% RTT MR KM AN REE S SH . M TER< S SH
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6. FAEM/ 5 A 5/11 ZRFEARUE N2 B R T REAE BB RTT”, X%
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9. AN id H Y g
10. #95 B R BEAK
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3.2 A TWHEAR RTT LAMeCP2 3EH AN £,
SRR FEAMCDKLS RFOXG1 %% . BUATHA T2
Wi FE K M MeCP2 .CDKL5 RMFOXGI JEHR MR,
WA AREEE PCR 5 H 0 FF 2 5 S IR 1
( multiplex ligation-dependent probe amplification,
MLPA) L) B F — AR /¥ 45 . Sanger il Jy AT £ H ¥5
DB S AR /N Be kR V&, MLPA A£Gl
KA B 54 8 i PCR ] X H i 17 56 5iF 3% WA
BRI, T — AR AT R AR DG B IR AT — M
PR AT

3.3 FRigHr RTT WEIZRECK. 29 10H B#
MRS, 2 X e . TER W BT . MeCP2 3
PR 28 75 W] R 38t 1% 1 485 A6 5 A0 M ik 1 9% 728 B A 3 B
BESE . #EA AU ML ik B R B R R AT RE B Z U R
M AEAR , T BURILBOR N A B B . 2 LA I
{HMeCP2 5875 , AT BEAE P VR 22 17, o0 0 He#E 47
IOL A SEAR RGN . BPASE —o HOR HE A AR R, BT AR
B 40 i S B B AR AE A T 58 A HEBR T — R A
ZE7% Y AT RE SO BT PR AT I2 .
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DA R F R RE  H B K S BN ELR . A AR A

55 RTT B RFAE M Bl s, fn sk B3 e i OFf &
HIRWH B & B IR 55 B0 A G i 4 15 1 K sk
Z VAR 0 F A B (2) B R AR 0 AT
MeCP2 FEH By 228 R Xt 2 A ™ i 9 10 35
0 HEA TR . 7 2 B0 1 2 AR L 2 I K 2 W AR
LA HR2 RTT, X FREHFMeCP2 2251 B4,
M — 25 XFOXG1 FMCDKLS $:H #7528 8, Xf
TR AW A5 RTT $FER & F R L .0
% X HMeCP2 B #F AT R0 . XA 22 180 i &
B2, X B B 2R B SR T R SRR 1Y (R M ik AT
SR ; ) MEE REARHT2H. B4 8T
RTT (il K4 RTT BEFER B ETT. &
ol TR 3 R E R S e A B T AL ol R A
B KR Ry 22 kb M R 4 TR R, A R Y SR Ak
£ AN T B R0 A S B 56 BE L 15 R H 038 R R
Jiad BE 24 A 5 (4) HiAth . 7E K &K BLMeCP2, CDKLS5,
FOXG1 K& B0 22 22 15 50T o W HEBR HA AG 1 Fl
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70 B FEAS[R] (4 1 PR B B R 47 A R fY T B LA B
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ST AL - (1) BT 4 SRIZ B AE Sy W LT LI
BT s s (O R UK S Z B0, ]
s g LA R KRS AERE ST (3) F ARG 3 F ™
A AR DS i AT HEAT T RIG T oA TR 3R A O 1
BHL 1k 4 FE 4k 2225 T s (O FURRIR IR YT 5 (5) Hifth . K BE
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