JEA T B AR TR R Al B & (EER IR B BORIT 73 3E)
DEUSPE VBRI - RS 2 & 7o IR OBET - 10 - 78S AT LA
SyiamtsE s

Fe RMERAM BB T AN 2E O YR R R AL

SyEATZEE REBEEE] ARSI b ERY X —BIsRHTR

WHIEEF

K BT AR R DB D=0 MENEG T Ch D7 V) — MM & il T L 7=,
N A= V) — NEMTIZ K > T U2AF2 85112 de novo D I A& AN 7 o M &M LT,
U2AF2 & a1 13 2V E TICHMREE « RERE OB L L THlRE STV, KIMEEA
REFEOAEDHIFHOIM AL TH > 7=, WEENE R TN BB RO & W AR BREOBRT:
IR, Bl EE R T RRBICERH T L 2 Enbho Tz,

Mm% BEKRS RINRSLZ EbERE 2 -8 s/ ER

A, WFEERY

KB EERAEDFARIAFIE 2 E TIZ 26
IEHEESNTWS, 20X ) ICEEHRE M
FTORIN A B2 Tl ER B T 238
HTh %, MEEE TR, BER OB 726
P ClEe i@ FrORANRARETHD, 4
B, Mgk T THY 25 PLPI &in{DHE
R W LR AU 7 v MIZ K% Pelizaeus-
Merzbacher Jpi (PMD) 23EERIEIR DB B E S 7z
FHCXE L C= s Y — LEATIZ LD . RIMEE K
NEOFHRBInF M ZRET D LN TE T,

B. Wik

T 7 V— AfiEHTIE Agilent SureSelect Human
All Exon ¥ v hCH¥—57'y b= Uy F AL M E
17\, Illumina NovaSeq # HWWTC R A7 vV —
LN 24T > T2, 73 77 A 13X BWA+GATK C
iRt LTz, =7 Y 8, 36 KUV DJED (+8bp) &
Day ha—)L 7T —HX—=ZATT LIVHEE 1%L
TEANYTRELTa— L, 22—
T — X ~N— AL genome Aggregation Database
(gnomAD exome 2.1.1 and genome 3.1), the
NHLBI GO Exome Sequencing Project 6500
(ESP6500), the 1000 Genomes Project, the
Human Genetic Variation Database (1000G), the
Japanese Multi Omics Reference Panel (jMorp)
genome variant database (/1% T4k DA
N AT =215 N) ZRV, HY e RS
R s DM (de novovariant) iX, =2 b1
— LT = B R R BERD IR Y T b B RS
L7,

(i B if OO B fE)
KR TIIEEORT ) LT =2 W o720, i
NIEHROEY MO TIE D R EZ T > 7,
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et Ge8 D NMEDBEE L 7T A N —{RFE IR
L., SCHR Y - JEAETEE TAEZRET 54
MY - B RMSEICEE T D fmERE S (BF0 3 4 3
H23H, &f 443 H 10 H —#BckiE) | 7p E&HE
WA, fREE - BIEL 28T U CiIFgE A i L 72, £,
MR N O Z B S TR 2158 TYT > 72,

C. WroehtR

At 2 o ARFICIRIEZ 228 ICHR =2 s iz &k
W, B MRI CRIMEESEN TLIRGES - T2 &
{55 & RMERM A B ROHT R Z§R D 1=,
At 21 o ARFCEREGE T, EEOREER L
BT, IR ITREENC B - 7228, @EE, RhE
EIER A2 RO -, BEE MRI Tld, R, EE
BERS 2 BROTC T2 |mfE 5 CTh Y B L DIERIE, ki
IR, /MK - IR A B T2,

T —MRNT O N P13 1015 TH
0. DR—H1394.8% (10 U — RLLE)TH 7=,
YR BRI RS XA (de novo) T 5, YL
BRI EEIERNE S ~T n #5618 T 3 #I5 T
DR E NI, £ 6, MTORBEDHER I
TV LB FRHBIFE TR R & BIE L T
5 T1X U24F2 (de novo) T - 7-, U2AF2
DY T M chr19:55661173C>T (hg38)
NM_007279.3 ¢.470C>T (p.Pro157Leu) T& >
720 RN T MI, 2 b= 7 —H =2
ISR WEN2NNY Ty R ThoT-,
ACMG2015 XY 7 v " AA KT A IR - 729
JFMEEE CIE, WEMESH Y (Likely pathogenic,
PS2+PM1+PM2_supporting)lZ7% 4 L 7=,

D. #%%

U2AF2 &I F1X RNA &2 v /0 TAT T4
U BHERTCH D, TAIVE TITIEEIEM - HfY
FE D A& T & L TEBEORENH - 728,



KA A ETE AR EE & OB I A T e )
ST, THVETITEL - RENRY T b T —H_—
A BT TREERZRO TNDLDIT 126 TH
%o s B 72 B ARSER S B ST 22 > TN D DIE 141
p.Arg149Trp [Hiraide et al.,2021.] CH Y . ZnfykE
o R EER & MRI _E CIMRIEI S #is ST
W5, AREFNTGRSCTIIRFEL R TH L0, A
T —HRX—2Th% DECIPHER TJEf] & A U
U7 v b (p.Prol57Lew) N R LR, IRIE, MK
JER & L CRERS LT,

AKRXY T ME RNA BEERAAL U THD
RRM1 RAA VITfLETH ANV T R ThHY |
M CRFEOFEWEIRTH D, T E TITHERS
NTNBENRY T RO RRML KA A2 (=
R 149-23DICAE L CH Y, RRM1 RAA > D
NWYT v NMIEENRKRIWE TPEEINTZ, U2AF2
BT R I D KIMAEERAREDIIE A T =
RLBIEARBPEN, AT T4 7 BEN RNA
polymerase 1T BH D KK A E AR 2 O REIZ B
o TNWAZ LN POLRICELGFEEH LD /rE
LT 5 [Kashiki et al. 2020], U2AF2 T# =1 K
154 72 & D RRM1 R A A > TERAFIED @O EIR O
ERPEA SN N T AT T A2 7T
WENHD Z ERREIR TS, AEFITH R
TTA T T RE PRI AE AR RO IEIZ B
o TN D ATREMED VRIS S LTz,

E. f&i

KA B AR A A L2 %69 2 ME e 38 s - AT
IZL Y, FHEMEE T 2RHT 2 2 BN TE T,
KIMEABERAED S EEERBIEA = X LR
JREEA I BT T 5 Z & E. 5% OGN ~D
RO Z ENHfFEN5S,

F. EEEAGRRIE®R
L

G. Wroes#
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