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Cochlear Implantation in a Child with Kabuki Make-up Syndrome
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[Abstract] This medical record analyzes the clinical presentation and genetic diagnosis of a child with kabuki face-spectrum
syndrome, and summarizes the results of his hearing and speech rehabilitation. The child was found to have poor hearing in both ears
three months after birth. Growth and development were delayed. The child carried the KMT2D ¢.6109+2T>C(splicing) mutation, as
well as a heterozygous SLC26A44 c. 1286C>A(Ala429Glu) mutation. Three months after boot-up, the child was able to discriminate
and mimic the LAM six sounds. Five years after start-up, the SIR score was 4 and the CAP score was 6. Cochlear implant hearing
thresholds ranged from 30 to 35 dB HL, and the child was enrolled in a 40-minute, twice-weekly hearing and speech parent-child
program at a professional rehabilitation facility after start-up. Three years after the start-up in the increase in the intensity of
rehabilitation, cognitive understanding, sensory, speech correction, hearing speech, logical thinking courses, 5 days a week, 45-60min
a day a course. The child's long-time sound correction is easy to cause laryngitis, dozing at noon, and slow progress in learning
language. Insufficient strength of sound-constituting organs, insufficiently clear articulation. After four years, the child can speak
simple children's songs and daily simple conversations.

[Key words] Kabuki syndrome; Cochlear implantation; Autosomal dominant inheritance

1518

ok 2 43 1 P 2% A IF (kabuki make-up syndrome) , XFR
Kabuki £z A1, 314 Niikawa-Kuroki Zz A4 fiF!"!, Kabuki 2
B AE B SN URRAE S B ASER SR G 15 5 AR AL, R LA
FRORIE 2% RSO S B R B 5 e RNIER &
WHE . B bR/ N B8 AR T 5508 T R AR A (e B, 2 B
BN P RGN etk Bk R B
AR S J Sy 1/320000) IR S 38T 76 24 1 5 s 33k 5
1/86000") , B 4y 5] 1.16: 1.00'  Kabuki £z A fiF 2 Wi (19
FZAR bR« (1) oo M vl /8 B0 M 48 S KMT2D 8

KDM6A, KMT2D s KDMO6A %y 1tk 25 2% 5% Richards
PV SCRT RESR S e I R SR BRI S ANRETE
FELWRAR s (2) 7028 A 3By BEA BT TSR ARRAE -
MR 2 (i A I e ) AR 2K BE>2 SD) T HRHG: 1/ 3 S1MEH
A ey 2 550 (1) SO Bk JE AN 1/ 3% 1 JE Sk
G : (2) 5/ VEE , 45 (3) KB AH: s (fig gk, KS
FRAE TR 72 S BE AR RIS 11, 3 ~ 12 B dRc g Y, B2 LA
B, BB IR SN AT RESS T 26 o A SCHkIE R 141
AR A T B £ A AIE A R L R T AT N T H A AR
BIEAT 54T 6

AT E  E KRR TR (2021YFF0702302) 5 fif i 72 A BR B 75 4 1 £ QBT 4L 4050 H (22QNF C032)

(e A 1 N SNV 7t SN Sl LY
¥ Jbat 100853

SR KSR 2 D/ ] 5 S MR A i DR R WA v/ Wi i 55 1l e L T S

VEBRIAT: T it W 0 BEIET7 W7 0 A ARSI B W D453 T SR 1A

SEiRYEE : ZHEAE, E-mail : lijianan2005@126 . com

30 PEWNEERENFRE2025F($23%)E1H



Chinese Scientific Journal of Hearing and Speech Rehabilitation

B 2R Bl A TR |

2h5i%

2.1 TR

BILBM, NTHRHAER 152, HAE3IA
ARBORLENT H75, DU sh O ph 22, o bk
hHR, ERKEFRSE, KRER, BEAEEEIL
A2 RENLT TS T FARIEGIT . HEE2 AE E 3k
AT FARIBIT . SMBRIZWLOILER G , T& 7 DILTARTT .
B bk &%, PR TR A, AR R IR (4 (i, ToWT o
P 0, 5 M JC At 1% i it (495 8 o BRI 22 TC
e, BILF (35 /),

(D)W h2As 4 45 R R : O ASSR M H: 500 Hz
1000 Hz, 2000 Hz, 4000 H [ {4 % : /2 B : 85 dB eHL.
110 dB eHL . 100 dB eHL 105 dB eHL; 45 H-: 65 dB eHL .
90 dB eHL .80 dB eHL .85 dB eHL, @ &5 Syl &5 3
BoREHRTERE A, A H o= E B, R RS
41, ® ABR [% 1 : /£ H- 90 dB HL, £ H 70 dB HL,
@DPOAE: W H- &4 K5I A B LEER., OV
TR RN 5 R Ak 1 s, E BV, 5 H -
VIRIIE R . (2) ABE i &k HIREE &9 R4, RIEIE R
W EEAAME, MRS, BRI 56, AT K b
B, ZRME TR 3 em A J5 G, 20 _EHE
AT A SE IR 4 em, JLTTAR fE oA (R ) , 2200wl /g
Fass, JEMIEESE 2 ~ 3Bk S HE, WAL, R4
A AN B A, WA R, A5 B B A ol WL RPEEE .
(3) G2 TE B CT ORI A B 2L 28 R A 1=
BN ST MRIEAAAR W, (4) O LR SR O Bhit
T, U L LA TR, T J P-R AN 52 4 Mk oA 3R S BHLE .
(5) M8 FEAG AT OB AR e ) X S L85 ), B s mT g k.
I A i e 2> & R U . (6) A& R 2 : KMT2D (NM_
003482.4) , Z & , % Ye o & i PE {5, c. 6019+2T>C
(splicing) , Fi Pk , 7 Az 28 S 5 /B LG R % B 5 KMT2D
He PR 53 28 B AR A G A AE T2 i BE A %, TR SR
AR R .

22 NTHIREATFAR

ZBILT 2019 AR FRBEAT A N T Ik A A
A #1574 Medel Concerto, /b Hf 2% #I-5- 54 Opus2, FkfEHE
R B F RAS AR RREE G4 rT DLl . AR A B
1B, ART [ IR TEIEIE N, 25 AR BE S | ., Rip
FEL B ARG B TR A 2 L B R R . B LR S i
Kabuki £z AAiF & I 5 B B 2 M2 oy ibterh B % (IR

I (72) .
LB,

ZABILAJE Xt (AT & S fr)

A1 ATFHmAE XA

2.3 RIFIANL G PR

2.3.0 N L HUETRHLBE BT K sl e 5 (1) PSS
FAZBILRSEFIL AR 84 H & AR BRPLAS RIYTEIE
JEEI LA (<15 kQ) , 4nl& 2 Firor o (2) A\ T B s r o i e
B+ 12258 LR FR Dl X WT 5 00 5 58 A T RR 25 A 05 155
ik L SR R (D, e D e, TR R R KL A TRALIG 5 |
ST R . 1Z LN THR 12 %6 AR 45047
TE L ARSGIFHL 14 84~ H 5 Hfil e S 25 R 40 1 3 B, R
JLAF R, BlAndh T TEAEFE 32 , T IR PANLIT & ik
**EE/\ H o

23]
28]
[
[
[
[
03]
[=)
=)
[E)
B
&

(]
(-]
=4 U U u u u u oo u o u oo
Inpsdnce

Ml 7e2 a7 7m s 38
xxxxxx oK oK ok ok ok ok ok ok oK oK.
v v v v v v v v v v v v

B2 AT HHARG
232 NTHIRAJEPEEG BILTFHLE 3 A Rk R

NE AL, ZE AN, FFHLS 45 SIR #3453 45, CAP
1347 557 , MAIS [ 4 27 5y . BWr T 1 5 L anfal 4, R 5

1 WP T R R RIS R

Filisg e il 75 9 i dBnHL I (ms) 111 (ms) V (ms) I-I11 (ms) I1I-V (ms) I-V (ms)
7 100 / / 6.24 / / /
H 100 1.69 4.29 5.98 2.60 1.69 4.29

HERNEERENFREEE28H 31



B 2RI\ THRHA |

Chinese Scientific Journal of Hearing and Speech Rehabilitation

3 =]
ol = =l =1 = =
(]
7
]
=]
MCL Charge [qu] 2351 2113 19,03 18.90 1934 2038 2025 2008 2082 2027 1953 1977
235 190 189 204
3375 3375
0.00 0.00 0.00 0.00 0.00 0.00 0.00 0.00
408 01 854 1191 1638 2233 2028 4080 5510 7412
] 449 331 360 267
Telemetry Status 0K oK. oK oK oK. oK oK. oK. oK. oK OK. OK.
B3 AT HRA )G &R B

3AH LA MN T Ho gy B 7 18] (1 €4 4R 1) YE B 30~
35 dB HL, /i By Wr 25 By Wr 7 8 (6 bric ) 76l 40~
45 dB HL,

233 NTHIWAERE ZEILKBEMNEZ IS
EHREARFEEY, A HRZ RO, Ed 55 R,
ALY J =R FHN T o 00 P 8 B Wi 25 522X SR FH B A2 L
H 55 KB ARG A BB T SRR . REFHHUE
FEL WV R EHURIHEATIT D18 & 26O B R 2 0k, iRk
40 53 B JFHLIE 3 4R B R A 5 B, JF FR I\ S FEL AR | U
G EIEFHA WD B EE AR, B S K, BR
45~60 min, BILKIFLHE S 51 &M R , i /PR IE , 2715
PEREAS, MESE DRAR, K EAEW . FFHLTE
IEEIRVASE S0 = K A oy N

3itig

EI i , Kabuki £8 & fIE £ % 52 602 itk 5, Horh

FERG AR S 7 52.66%, TG S AS 5 b 34.55%, 5F Y AR
b 7.4% 5 A 05 5.31%07, KIMT2D e [K 78 45 il i 3L,

125 250 500 1k 2k 1k gk

-10
1]
10
20
50
&0
7o
a0
S0
100
10
120

(dBHL) 750 15k 3K ik

B4 [ H3 R 4 (H3K4) B #6F2 0, KMT2D &
BEUE AR AT DAk ST B 0GP G R T . R BB ARG K,
NHL R THZRE W R & T BT, E4 R
PR S B AE . Kabuki ZE & MF 835 ] HBLELEE
/NI ZE 45 . Dandy-Walker 5 7 | Arnold-Chiari Bz J | Wk W
N EE M i B UK B AN R A 28 TR AR . il T ZE 4
BEIRHA & & R e gs i E T, Ban, B s KMS
BB HWETT FERIERIT , o PRBEIL R Y B Lt AT 2
B x5 Z2 NG LA TR (o 2 5 s PR Fn g pR s A A )
TR LB , B B LA 48 D UIZRFnE 3%, 5 hn
SBLE RS AR ALVRTT B B R, RS R
BILATATH & OB, T AR K B G ) PR A - R
-1 B N B ST S 1L A 1 i AR TR AN =3 2 s i
A PR IE 55 B 2 A\ S Ba g 2B LR 2 it O B e 35 R
Rk BE RS , B LB AR B iR 2 T KT 2l
PRl 0 B LDUIRIGTT o 6 A G B L AR RE T 1
AL B A BRI

A B IL AT 2 8% B B AT N L H R A A AR
RS THE . RIERAR AT IR P12 88 LIRRER AU A
S PRSI R B FA ] T B s, SR A IR 3 45 5 ]
Wik, BRGNS, AT NI 1A B sh ik Pl 2
FTFEARIBITIG , BT M Sk ok i B = v P R R a7 K o
ARuT LR 121% 8 LS & A DILG . ek R 59 &
it ONFHRRIZE ILATRES HBLA foO a3, p e
B, BILRERR A ILEIR, RGN X FHETT, %
P 22 A (R A, THUE SRR B, W T8 ILA
Kabuki £ & 1iF , W74 HPW 42 il & B GO0, B ILT
2019 4R FFHL, HHLE LA H 24 H 3464 124
AAEBBEAT T VAL, FEHLIE LRI 1~ 2K,

X TR LM SR W e, B B R, B e e AL 1R
T E BRI AR SR R, AT B 1 DA i

126 250 500 1k 2k dk 2k (HD

10
0
10
20
30

40 A ——

i & —®
80
70
80
a0

100

110

120

{dB HLy 750 15k 3k fik

B4 N TH bR S BT
E ARG EANABRRLE R, A HCL, AF HA

32 PEFNEERENFRE2025F($23%) 514



Chinese Scientific Journal of Hearing and Speech Rehabilitation

B 2R Bl A TR |

JUIN B 65 Y 5., W (it O B0 B 7 I AR ok B0 e 55
PLli R 5K RN, BETE B Pl 48 % 0 S 0 T A
SE U R B PR SR, 5 SEAE A (T T A 2 i Y i) 247 Tt
BrtEbi A AT . 3L T

53k

[1] Niikawa N, Matsuura N, Fukushima Y, et al. Kabuki make-up
syndrome:a syndrome of mental retardation, unusual facies, large and
protruding ears, and postnatal growth deficiency[J].J Pediatr, 1981, 99
(4) :565-569.

[2] Wang YR, Xu NX, Wang J, et al. Kabuki syndrome: review of the
clinical features, diagnosis and epigenetic mechanisms[J]. World J
Pediatr, 2019,15(6):528-535.

[3] White SM, Thompson EM, Kidd A, et al. Growth, behavior, and
clinical findings in 27 patients with Kabuki syndrome[J]. Am J Med

[4]

[3]

[6]

[7]

Genet, 2004, 127 (2) :118-127.

Matsumoto N, Niikawa N.Kabuki make-up syndrome:a review[J]. Am
J Med Genet C Semin Med Genet, 2003, 117C (1) :57-65.

Richards S, Aziz N, Bale S, et al. Standards and guidelines for the
interPretation of sequence variants: a joint consensus recommendation
of the American College of Medical Genetics and Genomics and the
Association for Molecular Pathology [J]. Genet Med, 2015, 17(5):
405-424.

Adam MP, Hudgins L, Hannibal M. Kabuki Syndrome[EB/OL]. https://
www.ncbi.nlm.nih.gov/books/NBK62111.htm, 2024-4-25.

Cuvertino S, Hartill V, Colyer A, et al. A restricted spectrum of
missense KMT2D variants cause a multiple malformations disorder
distinct from Kabuki syndrome[J]. Genetics in Medi cine,2020,22(5):
867-877.

WHsHER 2024-10-19
RERmE =EH

(#£21757)

HBLE ZhREsess , RN AT 145 5 FNHRER S, 2ot B
AL RERTY W RN, 1 60 2 b 1515 20% [y 2%
PESs HU B 2ol . I PR X COL4AS I R 2878 51 f2 /Y
XLAS 5 EEFE AL, H i JC SCHkIE ] Alport £2 4 fiE 15 3L ]
WA RO E . A BB LRI A Alport £ & 1IE K 3t
[F e B2 , B2 A I PR A 2 (R 2 R e PG T il
PRAG AN . A B PR 5 AR AR AT AR, R
LT, o Al PR SR A U T4 A Al w] P
T AMERE  HIT R A v b 3t P e T e A, ™
FETCRRATE , T A G I I A P B e AU

BILE AT T HAHSEHR . 96.4% [ EIL10 %
T LA HH LS AR S B , I R i R AR 2 4, 70.9% 1Y
BILEFFARIFEERE A IR, 9.1% BB ILRILA B IRSE
AAE,43.6% HY B ILRBUCABE iR . L, 39 R
Xt Alport £ A fEE LIRS+ B, ASHEEER
JUHE 22 5 I B 2 H 2 F140 S, 90% 19 55
PEBETIL) 12% WLk B8 BAYT D%k, IRENE L
RAT Pt R LB DI, A B LRV I A B
P e AR AR SR , (B H B U 075 A T ks

xHF Alport ZE A AEELEIWT 5 18 R KK BT LA
SRS T, AR5 1A BRI Bl & 3 6 e 782 , S5 3m 1
BILHRE R . KK AF A R, R RE-ABAH
LEA R, RN BEAT RGN IR, (ER RIS T
SRR T I Rl e B 19 B L F 3 K, H 5 i B A

%,

[2]

[3]

[4]

[5]

[6]

[7]

[8]

Savige J, Ariani F, Mari F, et al. Expert consensus guidelines for the
genetic diagnosis of Alport syndrome[J]. Pediatr Nephrol, 2019, 34(7):
1175-1189.

Mallett A, Tang W, Clayton PA, et al. End-stage kidney disease due to
Alport syndrome: Outcomes in 296 consecutive australia and new
zealand dialysis and transplant registry cases[J]. Nephrol Dial
Transplant, 2014, 29(12):2277-2286.

Hattori M, Sako M, Kaneko T, et al. End-stage renal disease in
Japanese children: A ,nationwide survey during 2006-2011[J]. Clin Exp
Nephrol, 2015,19(5):933-938.

Alport ZEA TEMMEL, FIAK B IESSRIRIREE AWFFS UL . Alport £54r
fEL i & K LR (2023 fi) [J]. He AP 2 24 &, 2023,103(20):1507-
1525.

A, T 1 . Alport £2 & ARG R BL K ALY i JR [1]. 7/ 9o 2
i, 2022,29(4) :1-4.

Gibson JT, Sadeghi-Alavijeh O, Gale DP, et al. Pathogenicity of
missense variants affecting the collagen IV a5 carboxy non-
collagenous domain in X-linked Alport syndrome[J]. Sci Rep, 2022,12
(1):11257-11267.

{500, B AL 2 58 . L Allport £ & AIE VI PR 995 BIL I Ak [ 43 # 4 3¢
T[], 75 AT, 2022,1(3):259-267.

Yamamura T, Nozu K, Fu XJ, et al. Natural history and
genotypephenotype correlation in female x-linked alport syndrome[J].

Kidney Int Rep,2017,2(5):850-855.

s HER 2024-09-13
REREE &

HERNEEREMFREEE128H 33



