AT BB AT e B A BD & CHEHR IR B BORITIEH2E)
S RAF TR

[ EEREDBE R L P 2 b YRRk &
BT A RTA v« BIREEDFHOUE~T T TOT — X It

e

Rl =i
JRIEAA B T IR 2 AT - Bf%

MAEEE

RBECIEGEREIZ IV T, KMT2D & KDM6AR L1~ D ZE BAFHT 721 ClIfEERZBNIAARETH 5, L
L, BRBEEGERE CREBEMICEENRBO 5N DCpGT A 72 RO A FIALIRRED AL 2 2D Z &
ko T, BRI EMARTDETELLN—FT, Wiz T2 TRELNDRL D,

AT IACIRNT O F1EE, SHEROMEREN NI T= 8, BERNERL DY — 7 =0 AT X 508,
KIENRINETOIT— )V RRAZ X — o TE 7z WliRIC K AL FEH% T — 7 = AL L
b U TR D OB DR Z AT o 1o, BERIIERE > — 7 = 0 AL, +0ICZE LT
FERAHT 2 ENATRET, RIS — 7 = RAE L RIS H HWVIEENLL FORENEE S > T

WHZISHATRECTH D LD 5 Z LR TE %,

A. HFEBH

t AR AFIACLEEIEIC K 2 e KB EE R
HO—2>Th HWBHIEFERIZOWT, JuiHl
X O ERiR & L TORIEMEE, 21
R4 - EIEESEOWE, REBLIY ALY
TERRZAT 5, WEAEERENL L7-2Wnca i A 5
IABRENTIEICOWTC, ZRETa—/L RAZ
F— R EN TVl A% — 7 = A
fEATIE & DIRFI A B 2 e o7,

B. #WFREFE

WA A7 A FUALEMLX, &5/ Lk
et o — 7 = o ZfRHTEIC K0 [FE LT,
UL, WSO & T L7
RBIRNTZY, BEREBEIC L o Tiglra 3
T 5, BERAHIET, BE LWETTH D,
INFEFTOI—)L RAX X — RIETH 5 HR
FRdsfiutl v — 7 @ o AFRNTIE & [l — b e 2 il
DOMNERFEL TBL LERH D,

BT NIRERE S > — T = A iR &
FEhii U7 R AERE 5 40%, ZWHCA He 2
FIALEAL 119 GEIR & kf 5 & U CRER A HEIC
LV L TWA DT, w5 119 FEIC DO\ T
1%, HRRERAHIE L BRI L \IZ X Dl T —
AN D, WEIZE D ATF RO ZTT,
FER A HE O L R LT,

64

H AOREIE 119 fEIRIC/FAE L C, B & D depth
DHELRZ LTV D CpG HA RMZDOWNT
EM-Seq (2 & 2 A F/Ab% % FHIRIZ A~ RfihC
ZD%% L o7z, [REMLO Bisulfite Seq 7 — & 7>
LELN-%ZHELE LT, A7 ey FEER
L7,

(R EE i ~DECLFE)

IR CE el R BN T, KMT2D & KDM6A 18
LTI LT 7 ATk L= 7
LREHTIZOWTCRIEA SR B ChH 5, FERE
F DNA I, fthOBEASFENTIIZES I CHFES N
BRI ATIRE LT, £TH /7 AT L O0x
v BMENTICOWCRIE ZS-E T 5

C. WFERER

Bisulfite-Seq & EM-Seq D7 — Z 2352412 —
HIhE, OZWEAMHE 1 OEM (y=x) &b
X9 CTHbH, 5HrTAF 2T, BB
KEZDO XD REAITH->TNDH, M3
7 Vi, Bisulfite-Seq T A FALED N E < HHE]
Sz,

D. &£
Sy FORERIE,  Bisulfite UBIC LD
FEAF AL C DT T I IA~DERN TR



EITLRWEEDH 5 et LS EM-Seq KUt
INTRLZE TAF AL C b EH L T LE S wlhetk
Nd D, LaL, EM-Seq D2z, —iE
L7ZRERN 2 BTV Z £ vD, Bisulfite-Seq
ERRIZBWTIL, IEATF M DT Ty
JVSDEPARLET, BRI TV RWGE
W5 LT TN D,

E. &

b R N AEfEESE BEEOZENL, RIKER
FZ Db O D FRFHT & UL BRI 2L
T5CpGENLE X —7 v b & LTAFMLEE
FEMERE LT 5 2 L TRIOHB &7 5,
AF LRI AN F~—T— L7055
Z &, DNA 2 & A F UL ENC &> THREEY
JEEREN 2 < ORI TE 5 Z EBHNT
H5, BHIELLD A FIALREZRIET D20,
EMzymatic-Methy Sequence {EMENTEY, H
HALE25D, INFTIT—VRRAFZ U H— ik
& & 2 LIV Tz Bisulfite Sequence 151, 55k
(ZWr) DERIZ, BHNREDE=F —%RD
THIA LW ERE - 7= fE R 28 < mTREME D B
5o MAEFEE L L, @Y TIIRVWEERT
Do

BT ) DR E LI AT LR O G,
TET/APOBEC DOFEHBIZLDIEA T ALY b
Y OBERKI, B h— 7 T AEE L
TOHZENRELIHEREGLOITITEL TV
HEEZLIND,

F. BFERx

1. G SCHER

1. Mushino T, Hiroi T, Yamashita Y, Suzaki N,
Mishima H, Ueno M, Kinoshita A, Minami K,
Imai K, Yoshiura KI, Sonoki T, Tamura S.
Progressive Massive Splenomegaly in an
Adult Patient with Kabuki Syndrome
Complicated with Immune
Thrombocytopenic Purpura. Intern Med.
2021;60(12):1927-33.

2. Tamura S, Kosako H, Furuya Y, Yamashita Y,
Mushino T, Mishima H, Kinoshita A,
Nishikawa A, Yoshiura KI, Sonoki T. A
Patient with Kabuki Syndrome Mutation
Presenting with Very Severe Aplastic Anemia.
Acta Haematol. 2022;145(1):89-96.

N

IR

1. VED B, B2, WA, wEREIE,
ZE AR, KT %, FHiZEER, RitR
=7 oY — % O T B R D
HH DNA A F L bV A SO, BARAN
MBI 66 [HIKE/5 28 [0 H A& R

65

TR FEARE ORI, > 7 ¢ k]
1F:,2021,0c¢t,13~16,[E N

G. MM EHED R - B&ERE (PEEZE

&e,)

1. FFarius
L

2. ERFERE
L

3. Fofth

L



