AT BB AR e (R IER B FBORITJE S 28)

SRR

[Schaaf-YangfiEMBERE D2 W B HER & & FE S22 B3 2 AF5E

wgeor s BiE @e
PRRNIRSE S EbERE 27— BIEFHTE

MAREEE

Schaaf-YangfiEfGERE (SYS) 120134 TSN LT LWERTH D, HAEICKIT S
Schaaf-YangfiEf@ht (SYS) DSEREAZ B 5T D728
BEB L, S5, FBREREY—T7 Ly hBLOR—LR_R—=V 2B LT, EEHE 2@ L T,
FEREOSYSOFREZEML, BEELUA N —OEREZITV., BRBEIFECRIZE S O BRI %

T, SYSOBWIHEAED T E 21T\, RIEEZEH

FTELTWD,
Fho, BREEEY —7 Ly MEIERL, REK
A. BFFEEE TR — L=V ORI S LTz,

Schaaf-Yangfie el (SYS) D IEREEIL 2 W
(ZITE R OB SR OWRIE % 8 D I AR R 72 i bt
DETHLH0, BARNIEBT DERERIZ T
TN TR, BARIZEIT HSYSO ERE
DR ZITV, /N B E#ER ~ D
B g Oy e e N REIC 72D Z L 2 B
E LT, BRANIZBITDSYSOBZMEAED KT
AT O T, REEFRER L OYREER O
72O DE Y A% FEhET D,

B. WFEGE

AMFSETIZ SYS OFBWIEAEDIERL, JREBTEF Y
—7 Ly FOERL, B HP OFERL, LY A B
U —DOERL « BRBEOHE, 2EEFHREZE
R

WFge A TR EIC SN L, W EDER
DO OERUNEE, HEHIIRE, EamaiTu.
PWEREEERIC SR LT, 72, V—7L v b
TER, AR — A= ERNFIC DWW TSR
WL T L, B0 L7z, o, BiMREO
B AR R RRER M OV D ¥R R D 2 W SR VE S & D
RER D EERE AT 72 o T,

(fi B i ~ DAL RE)
REPEFRHEIZ OV TOMBFEIIAL TR
RFMBFEEZ BRIV KR EZIT T,

C. HraeER
SCERD F & 8 & RRBR G & FL 2 SYS D2 i TE A
VERR L7=,

AEELREIHERT L7 7 — FRAEIZOWN
THHEHETHERL., TONFREICEE %K
& BT,

D. B%

SYS W HED R E, HEHEEREY —7 Ly B
TER, AR — L= T OERRIZ B W CEEREE
PRI Uz, Sk, T o — Ml ORIE &R
iS4+ 5, &blo, WELIUA N —%1F
L, BEREMIZEICSNT 5, K2 —Th
SYS SEFIDEFEN TR I DD T, FERIYICE
H L7720,

E. #&im

SYS DML UE A VERR L, 2EE A % Bt
LT ERBREOEZDDY —7 Ly FBIOWR
— L= EER LTz,

F. BFEARER
Rriz/z L,

G. WFRFER

1. FwCIER

1) Murakami H, Tsurusaki Y, Enomoto K,
Kuroda Y, Yokoi T, Furuya N,
Yoshihashi H, Minatogawa M, Abe—-Hatano
C, Ohashi I, Nishimura N, Kumaki T,
Enomoto Y, Naruto T, Iwasaki F, Harada
N, Ishikawa A, Kawame H, Sameshima K,
Yamaguchi Y, Kobayashi M, Tominaga M,
Ishikiriyama S, Tanaka T, Suzumura H,



Ninomiya S, Kondo A, Kaname T, Kosaki
K, Masuno M, Kuroki Y, Kurosawa K.
Update of the genotype and phenotype
of KMT2D and KDM6A by genetic
screening of 100 patients with
clinically suspected Kabuki syndrome.
Am J Med Genet A. 2020;182:2333-2344.

2) Yokoi T, Enomoto Y, Tsurusaki Y,
Naruto T, Kurosawa K. Canta syndrome
with novel pathogenic variant in
nucleotide-binding domain 1 of ABCCY.
Pediatr Int. 2020;62:1206-1208

2. FRER

D PEREANGESFY), ARAEERS, Af LHE,
HHRREE]  Apl6. 3 PRHI R ORRTH & R
BUROMBIMEIC B D a5 123 [E A A
MRS 2020.8.21-23. 40 T A

2) AR, #BIREME, Ik BF. bk E
. FREFNE, FHHE 7 REAR RS, K
I, Bi2#ES POLRIB @ recurrent 22
B ¢.3007C>T (p. Argl003Cys) 1t b U —F
Y= U > RIEGERE 4 128 T EEPAS
E/NEEICBI G945 5 65 Bl B A ANFEE R
4 2020.11.19-21 A=

H. MM EEMED HEE - BRI (FEZS



