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2 20 A 393 A AR A A R 5 (cyclin-
dependent kinase like 5, CDKL5, 7K A 4 it Ji] 1] 2
H ARV A 5) Bk = iF (CDKL5 deficiency
disorder, CDD) J&—Fi 22 JLI & i 55 L X -3 93
AR AL, FRIN A HE LA ] e A T E A
T PE B IR 28 DL M AL BRI L I Ak 45 22 0 T
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(developmental and epileptic encephalopathy, DEE)
™ HAT M JCE T CDD R IR AIEYT 5L, IR
DAZR S A B IRYT £ I AERRE X L 5K
el kA CERPRHEH . CDKL5 @2 6E B35 1 PEAS
AR ) " DA (O CDKL5 §eZ fi 3 fe 4t
R IR RO R /NG T R R R R
W) ™, g CDD Wiy i T RIS, (L HF
B 2 A F ] A A MY A8 5o b BRI P
A SRAL LR 2 R LR 2
Mo 2l herh AR R s 2 LR A o 2 5 R e 3
[l HAGUN LK, 455 PO RHETE | BUA BFE
RS Sl R B2 3, g T (CRAn MR & Bk
I AR O 5 B = AE 2 W S IR T Ry R K
W) Uafikr “AHR” ), B7E NI E CDD K2
W7 R AR LA IR

1 HAFETZE

ARG 5 2 ol B LB 2 S 5 L 4
FIRGRAUN, BA 2R WS4 E it
W HE R 0 F HEZR R R — B, AW K

DOI: 10.7507/2096-0247.202408008
B4 : #FER, Email: jlangyuwu@bjmu.edu.cn

CDD MR | i & i2 W 5 RS . KR AL
46 £ 145 MEDLINE (PubMed) . Embase. The
Cochrane Library, [ 18 B 5 75 AR AR
MR55F 655, WA SCERREFETER . R, 253
3 M BEATLGT BRI R | BE AL BRI PRI |
BABIBIESE . S B4l 55 . K &R ia 646 “CDKL5 fikt
ZJit/CDKLS5 deficiency disorder/CDD” , “JifT44
2% /epidemiology” , “FHHLiil/pathology” , “Iifi
JRF I /clinical presentation” , “iZWi/diagnosis” ,
“FLIA KL/ genetic testing” ,  “PUIUIN A AVEZ5W)/
A R R
ketogenic diet” , “WUHAMEF R/epilepsy
surgery” 5, KRB F MR A SCEge, KT
[ % 2024 4F 6 H 15 H, 4 AF5#EN 5 CDD
afg ) LEMEVA PERUR IR YT AR OC AT iR 4 S0, T
2 WL USSR R, BRBHIPECHE 2 LLAL, 905 20
INKER T AURMUAE -5, fL45E PR CDKLS5 #F 58 5&
423" CDKL5 UK", #1[ CDKL5 T BB 4,
KRR CDD WRY7 BT TS A B, il BT A&
VEIRYFHERE LI, BRI IREAE S, S LR 48
T EFRPUER B (International League Against
Epilepsy, ILAE) . T EH MWK /2 (China
Association Against Epilepsy, CAAE) | IR 72
(Chinese Medical Association, CMA) | 3 [E#l1 £
2#%2%% (American Academy of Neurology, AAN) .
¢ [E W 13 2> (American Epilepsy Society, AES) .
e [ [ K DA Sl R A58 (National Institute
for Health and Care Excellence, NICE) 5 U #L#4)
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AR A A IE B2 27 TP s B TE 5 53 2% R0 3 7 s
(F 1) " T HHTY

b5, 5 P T T4 D AE/RAE A, KR
FE MG FEE 2R R & ik 4 R (BR) B WM%
T, T RIS G SCHRIEE Bl R 28 56 331
B, FERIENG RS R 5 5 9, s
TR, FE AfE . AREREEARE,
ARG LRGN W PR AR
KA & R HB>75% Fmmtiz sk ik 3R ;
WHFAEA B AR R B, G5 AR AR S 15 U
18 BORH SC 7 7 DL S5 PR UG AT R A . R AT
2024 4% 7 H 12 Hifkfr, Ll mifGainE 41 4y, &
TG T A R AR, Rl 82.9% ~
100%, SRR A

2 IR

2.1 RITRF

CDD TE#H AL &M FE N 1:60 000 ~
1:40 000, 7ELZ P 0L, 5B AW LE
H4:1 ~ 12:1", R4F CDD MIXFE L, (B %M DEE
BE TP CDKL5 28 3 B HL Bk 4.4% ~ 37.5% ™7
I [E LA IR s CDKL5 &% L% DEE
E kNI U oioE - 75 R

CDD ™ 52 8 5 AR 1% i, B9R H
Jo i B BFST 4 CDD B M A e, Hilfs
RARZ 1)Lk & AR RHISET R FlRE™ . CDD
BORRE, WEREAGHEAREE LE R &
JEM KT BELRERE, Ak phugSE . CDD B
T 5 Hpe e ™ EE R | I R AT B O R 0 &
PEFE ) SR 5 A5 2R I R A G . F5E B,
S5 Ak SO 374 AH O Y PR ER A A A 1) S R
TR R ARG 1 % N Z A RIRYT . —
AR %S LI 9% 22 25 B ik (infantile epileptic
spasms syndrome, IESS) &3 1 itfT #9568 w
I IR 45 53097 1 ) 0106 XA T A0 S 4 R
%, SR T R RAETUS A" [ A,
A RN, AT A R T 80 TESS B,
CDD 3 RS 2 8 IR 2 IR T 1 R Be 1 R 42
K™ H, RS M EL WA T CDD, Rk
HHREE.
2.2 ERHLEH

CDKLS5 J2& 1998 4F- Montini %" 3 FH &1 @ 7l
RBEARAE Xp22 X v B 2 — B, F
2003 451 IRTEFERS 1 BEAT 0 Lotk TESS R & 3
I AR CDKL5 A 2 Fh & vtk gl = 4
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A—LBEIEL, AiRYTR ERERLT)
B 2a FF AT R RGP (A [ Bd)
2b HA RIS (EAGKT ERCT)
3a BT I BB 5T 1 R TN CB R TE)
3b AT IR IT
4 o BRI (IR ek BR S 52 )
D 5 LRBWNSIS

. RCT, FEHLX] AL

SRR, A7 8032 Feik, A7 Be 0l 3 AR K i h %
K" A mRNA JZ T, CDKLS5 7 KK 22
Vg Eh A SCRARIIRBR S5 25 4 v i fe oy, AEALHE
BRARBEM ZITH y - I T M (y-aminobutyric
acid, GABA) R £ TCAE N B AT IR A 28 T b & i
HEF". CDKL5 K FFE/=ARlk, 7Emiz Raih
R L R S5 KOs OGO 7E R 2
JEREE TR ) | X 280 AT RN A A Sl R
W5 EAIESE, CDKL5 2 54Tt . JE A
K, Rl kT MIEH DREMATE, XFHEREIEH
(R LA - ISR A 2 26 B k= CDKL5
s S U N R WA N 2SI LI S g e e A |
)R, PR A2 RGN A KIE R IIEE" . B
5% R IR R TN A R BEAN 22T Y Cdkls FER ]
SHUNR A RN A ET " XA BT
F#d CDD Zh¥fs i YR AT it Hoyis BAIL I LA K A
KIGARIRIT 259
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CDD J&—Fh VU & A8 R ERIMN 2 R 5
Z B, e, IR, RAE LR, R
BB E RS E A E . MR
7, CDD H{VEIHAERE A 6 JE, 90% AYEETE 3 H
PR, FRERGIRIE S, CDD &£ T4
Ja 1~ 124 HlET™, s Ei 2 3 Al ~3 %
Z e
23.1 JFiJAAAE ILAE ¥ CDD HH MWL &1
I 95 PR 4 S5 % 7 R R M I % (CDKLS-
DEE) "™, HA 8w 7E 2L, A% (£
BB E R H A L), BAMERIEEH™ " W &1
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PEIRZE AR WG ZAEISH, Hofth R AR AR FE 5
L SRk UREZE | 4 i - 2R R B R AR
R 00 & A 2 A0 J o e T AR A, I R
CDD FHICHIN 430 3 1, G048 2 LI ss 1 12 5l
PERAE (T, 1~ 10 &) | PRI M ER 2R & AR 19
S (T8, 6 ~ 36 JT %) LA K MEVA 1 55 ik
(3, 2~ 11 %) (£ 2)"™, ANFES IR & 1
TE) 300 %) A L PR A 2 5 o T 30 2 A i) 300 i . T T B
I8, BB SRR 08 Ik m ) e M R A T
BT BB AR, T 3R e AR el 30
F, ] 22 26 30 v B O A DA B kv A ke £ 2 e 9
TR
o B3 -1 - 28 7 5 R A & CDD RRIETE
R R AESRAY, WL F 280w Bl A —B B LU
s bR, tEa R BB Mk, RREE 10 ~
60 s, FifiJo om0, DU RSO B E T
JRCJ Hl, FREE 20 ~ 45 s, R AR R ZE AR,
% 1~15min. 54b, #4> CDD & S&LEAE
AW, RV & VR B 2k — Bt ], il
WRATE 2 Al ~ 11 8 (PRI R 2 2) , Figk
WA 2.5 A H ~ 6 45 (it 6 A~ H) ™ fH
R, BARMEIA TN & CDD Hed UL IR
IRFZ —, (HIIfE R IR UER 2% /0% (<1% ) CDD
ERF IO & 1
232 EBEAEMELFRE ., REATHG R L4
* &/ R4 CDD B A EIF— &k B H M)
AFTER R 22 5, (HTA B YA AE P Y A T
KAEIRZ, Wikizdh, Wil (FiEAET) DLUOAA
LELZTTMARBFIEET"", 249 60% By HFHAEM AR,

20% AT R AT IAT, 40% ~ 70% [ & TCIEAN
B AR, P2 BEAAE W e, a4hZ
e s Cams F & 2 R O P A sh el 4% 30 |
S NOMBREE) | BEEERE ", 2 50% MHRFETE 6 ¥
I AT M2 0E A2 25% B HREAE 7 % Il o
A g™

{HAFTERERYE, 2 80% (Y CDD & 7 1e I
P s, LRI R 5w IR 3h, A HG N EHE ., St
P IR B A AR R 5, D RO 3R 1 S
PR N 25, R 2R 32 Ml R R AL B2 38 B o
gt A, 5 90% Y CDD S E A AR BER
B, F BRI R TR AR I REARCIR A, i sk
JURG R = R AR R o 62 ) ok BRI, e R o - 24¢
BT 4 70% W BE A B I8 T RE R A,
WAL AN B R 2 30% AR BRI
BEf, Mo R ETHEEEOEE T ARFE, CDD
A AT BEAAAE 1 HAth I PR R IR B 4517 Il (A
H ARERERIN) . LB B S8 L A g (AR
G e L) L A S IR B 58 B 3005
%[lv:;v 4, 32, 35]O
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CDD & A 7E £ M CDKLS &%, [HBr
CDD $fg e 285 1] CDD (& #4517 200 ZFh
CDKL5 7% 5, 43 M5 b B PR A 55 3 30 ) A G PEEIE
HRAED S MR e AR S A B R 1 B B Rkt
CDKL5 T R GE = A (1452 i 47 35 PR A -6 A 43
Mr, WF9E R BLEA S 172 ~ 781 ANE LR 22 8] (1%
W05 S 14) BB A O AR R IR I, FESE 781 &R
Je A7 AE AR BT AR 5 1) £ 3 E A e At AR S () BB
BT, ERGA D KGZ 3l K AHiE 3 NG &
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%3 ILAE %F CDD HistfirA"™
WA ERRE SRR HEBR MR
T A A TR WU PR AT PR R AR 1% N JCH P 28 A A
/R R AR
T IS B0 R AR PURAE R PR
B, BRI A A R
i e P& 4RI, LA SIE R, JERVERII
SR TR EA A0 >3 i
I & B L EIHHT R F IEHR
MER G U5k F3 I
Tl 2R R
FE IR A5 Al A CDKL5FE A S A8 5
T JEE R AR IR
ZPYIHER TR

L7275 T B MR T A/ 300 i e 1 7
ZWIARTEEEMRI, {H 5 EEHEFAEAT MRI A DUHESR Il 5
T B AR v e

RS 2 SR SRS
FEGHRA BRAYHLIX, WA e AN ES S, ANERi2T

TE: *PEARE (mandatory) : IZWIEEGAER AR A IIARIE . WALE DB PEARE, WIARRRISWNIZLEGAE s BoRMERRUE (alerts) : 24
REBZGEMEBEA I, (ABURFE T Re 2 B i, BN MERRIEAR B A GEHIBRZZR B AL, (A2 3R IR IR B AL T BT % TRL 1T,
AT HE—P A, DIHEBR AR Ol . EORVEARERLZE , XTRFE LR S AR BB WU T 52 5 HERRYEARYE (exclusionary) « 1ZWTEE G ERT
IR AR . ARAETEHERRARIE, MIARAEIS WAL A1, CDD, CDKL5BZJE; ILAE, EIFRHUMUHELS ; MRI, AR

FHAG M IR & AR 5P S
RAEAL SR, TORAME “E AW Rk
SR JC A E" . MacKay %" & BLETE
p.Argl78Trp. p.Arg559*Fil p.Argl78Gln & 5% FE 34
BN E, MM p.Argl34*  p.Arg550% A K&
p-Glu55Argfs*20 T E 1) CDD X Ehe . RAKTFE
WZ RGN — PR R CDD B PR Y
A FAH A

HEFERIL 1. CDD ey i, Sk E, RAE I
ZH GIERZUH) 2b) o IR F AL CDD Ay 457
), KRS Wr, ik, ATeE S s (%
R, HHFE 100%) .

3 CDD Hia&ESiZH

CDD (%12 Wi i % 7 ILAE 1912 W b5 U
(£ 3)™, K% CDD i RFEIEA — & M1k,
HFFAEEEL, HFS5HAR W DEE 25",
3.1 TREFHEEBEE

HREAAED B &M WS -0 H -
P TRAE, @ Mt EC, DL G Y 4T
PEEBIRGE, W IEIGIREEL. CDD. £E{2l CDD Y
S5 T 3 2 A B ARG A HE A R B B T RE S R . X
I PR WA T AR L ARG A A B HEA A
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PR o S AR TR) 30 4 M R PRI T S B S
i DEE %%/, CDD &3 B4R % (magnetic
resonance imaging, MRI) = £, 7 HEIE# ok
SEH, RIERIUA K K JZ 2245 . G A1 A B s e S5 1%
B BRI E AL A i, FLER L i ER
Ji oA PR @R -Big o i | ik L 8 MRI
591 AEM 12 CDD WY BL A, (R E 7k 4t
bR A, DIHERR A K . 14l 1 BE$E T CDD &
FmRIZT T 0925 B EEAS ]

WERR 2. YEFHAO L. L. P
PERIN K AE G 32 3h-5 B -2 R AE) , @ Rl
e, LIRS PEEN etk FIRE, IR
BEfbl CDD (L E L, FLHA100%) .

3.2 ##i2 CDD

S DR ARG 00 B 1512 CDD b B4 E
X}F1%5E CDD s ANEHJE R DEE #, #iA7T8E &
HAR = AL R RN BT AT (trio-based
whole exome sequencing, Trio-WES) ol i 1§
CDKL5 F: PR 5w 2 5] panel A5l

HERR 3. MR FINIKEEM CDD, W
CDD £, ST an N IEFE R . © = AL
KA TFHNT, 3% @ & CDKLS5 H K (1)
S 3L panel Kailll (LU, R 100%) -
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e T A FF BTN & A G I8 3h-
SRR RAR) , @ IESE I, LI R @) ™

Al & BIR S, %8I KEEL. CDD

il e
o MUFFRL BT 2 LR | LB

o I8 FLIR . AR S0 A . DR (-

o S AR RN FHINT, 5
o G017 CDKL5 Wi 3 Al panel 45l

Bt
o IFEL A
o ST HAR R
AR R I B0 PR
e kil

Wiz

R%E CDD s N JE DEE 35, 2L PRGN i 7
CDKL5 SUR AR S FHPERI T2 CDD

ARPEHEGAF IS | o0 KA
I I HL P R A i PR
R HAWEIN TR H
PERRR VLR . Rett Z545

fIE (MECP2 FrE0) 225657

THIT S IR AR B

o PRV A AEIRYTY

o FERVERE: ZSUIMEA YRR, ST UG AL R i
« TR ZYMERATERON, %5 1BAT REERZ AR

/0 3~6 A H BV —IK

< 6T FLAR: ZERUIN A 1F, o A S, PRI, J o R A A 15 i ek
o SEZCTTA WA 5 AL 110 T PR R 1 PR

SR VERAERAE RIS NGTT: BOURIMER | ACIRIR . TUKER | STILRE
o AR MR AR AR 2 HNATT : VISR e | TRIRR | SEE | i 5 = g

AU L FERHIRYT; A7 AT, 25 PHA A ME ST REDI AN L J6T TR,
i

1

3.3 X502 Hr

CDD #i i, ZREN K EIE. R EFBR%E X
170 58 SRR, W 5 Al R BT 800 DEE,
MECP2 #EH Rett LA HESAH 4

4 CDD HIBTF5InKEE

AT BRSEN

CDD WRYT H bR Ry 45 Um0 A AR, 205 &
A0 AR, BRI SR R, B R R I AR T
i, CDD WIRYTIEIMEE . @ E5ER AP A&
YEZ5%) (anti-seizure medications, ASMs) J&J7 WU
RAE, A B AN AR A B 25 W . L
i, USRS e A U P AR s @
MEIE PRI YRR, AT PRI B AR R AR B IR IT
@) FE— L 25 Py XEIE PO e ] v, AT 2 e 22
BT ARG, Mk EMZRBA (vagus nerve
stimulation, VNS) ; @ PFA5IF167 AR50 2L 8%
PN g9, e RS RTT, Db SR

4.1

CDD i2

A iEE

WA & WA R, AR R B E A
AL 2B er G 8B 5, JF B DT P4
DI B R i v AR R AR T T A
4.2 1 CDD X EM & ERZHIRTT

CDD MG By 22 0 25 Wy MEva Y, H Al
T ZAEZIaTT, ST A BR, HBEE 167 I A]
MHE, SFRIGEEIRAR" ™, IAF e ki ™
JRE J (ganaxolone) J& 423K H MR H T CDD
WR ZAERI253R 7™, B E Y JE A 2
A T2 E ARERIRYT, i R k5 B 2297 309
W, Atk RAFMIAIHENRTT 7 %, RSl &
P, $e v B ARG 6
421 BOUFREZEF R SAEa Gy R
Y228 KA CDD B WA IR AR, BF9E
Wor, {2 B E MR K i (adrenocorticotropic
hormone, ACTH) 5% [ iR K5 5t Ik JE A8 e i o7
IESS MR, T FAFG & CmERAE I ASMs™ ™,
ILAE #6575 R v % o P 2 P 38 353607
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Il PR BRFE B (2022 i) ) (AR iR “H[E DEE
W RITAR R ) Y e R R T
IESS. WER MR LMEH %28 (hE DEE
HWMERIGITIEM ) -

[ if, BF9E R ER AT CDD AH N & AF
(A0 35 090 P 2 28 & A ) I ) o) 00 7 285 3R ] B 4%
i, (HBEEIGT TR AE K, R 245 R I ™™
U, Olson %5°"2021 4EAYAFFE B R, ACTH, 2 [ %
IRYT CDD MR (6135 TESS) HY 2 JEIGRYT N 24K
(DB R R = 1 P 28 B (0 950 A VR AR AR =
50%) 5391l 42% (8/19) . 33% (7/21) , MM+ 3 4
AN TRE R 00 AT IRTTIBR R 2R &

VRIS IEF AR 32, Al % eI AL ASMs,

LR ENAMEREHETE, WE B R ASMs ffE %
O TR . TR G AL RS
422 HALEAFRAAGHHET WRER
VT 3/4 1) CDD & [RIHR A = 2 Fhig Asms'™ ™,
SRM , Biti 5 AR 24 Bsf (] B 384 o, 7 3802 i I IR ™
FLF BB 4T 5K L A O T A R AR 1 S
HE, T SCHER 4 ERT ASMs JAYT CDD Al G
FANEI TR o

X 4 WL, Olson %5°"2021 4EAYIL 5T
Y9ANT 177 il CDD &, [ A 1IG YT IE %,
e T 5eH I ASMs FHPEAG HAE 14 TXF0 3 4~ H
YR %, Muller 2572016 4EFUBFST , i 3t B
I 21 Ao OB, B PEAS T 39 4
CDD 3 76 4f 1] ASMs FAE Fi iR £ B (9 4 19197
R, R SEEREAE 3. 6 1 12 D H BN A TN
(W7 SOH 5S4 AT 4 AR E, 25 4 J& IR
KNSR A% >50%) . Kobayashi %£“'2021 4F f#F
SXJHA T 29 ] HA CDD B 1) ASMs i FTB I,
i 2 [ R D7 P A 24 0 1 N 28 3R R RN
Amin %" 2017 4 (#5314 CDKL5-UK 28351
PR PE R A T 44 Bk B 38 B L WO A = Y
CDD B4, i AL M6 1Y )7 ik I S R K ol i 4
A GURAER BH(5 B, T4l ASMs, VNS FIAE ik
EHIRR

T UL LRSS, CDD B w1 ASMs
HWHEZE PV FEMLER . R 2 IR AT
Wlg A RsE =R I 2 A W
i ASMs W 2 %0 NIRRT, NI « 2 O M
M . SEL 7 FRL 5L =R AT 80 ASMs (ffi =
20 7, 3 D H M H =20%) ™, Olson 2" B¢
H, AR ASMs (3 D H ) A (36%,
9/25) . KO MR (33%, 9/27) M ILIR (28%,
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7/25) . Muller %" FF5T, A% ASMs (3 4~ H [i
KR HRACHTR (32%, 8/25) | Fibd =B (22%,
5/23) FIATRER (21%, 7/34) . 754h, Muller 2™
GG EL & 3 A H &R Ny 24% (4/17) , Olson 25
WG RIS =g 3 > A W% R 13% (2/15) o X
DU TAFF 5 35 AAR YRR K MR X 437 3™
BEAk, PTG [ 7 5 25t 7R BB B X ASMEs [ [ 2%
B 25 B DR AR ™ ' Muller 26 #F53H, RO
MR . PrBE = | IR A (S AE 12 AN B R A
ROPIFEZ 4% (1/25) . 9% (2/23) . 9% (3/34) | Al
0(0/17) o NMEEWAZAE S —MF I ASM, HA15
WFoEkaE T HAEN /D% CDD B T, BT
Be= B TI8Y7 CDD A IR 19 5 SR e
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