A HSER SIS E | 2016 4EFE (45 48 [A]) BhEK

W =2 7ENo.1298

7'u T A — LMESTEAR O DB ER B O RIRARA~ DI

(=S

IEI %EH HEERT BREEFEDS RARESE RHEDH

1. WhEE/®

W5 D RBUET ) LIETITSE 2 & AN DT
S LICH S K DEREZALZE L S 2EIRTAR
DBEBIFET 2P0 LroTE L, &2
¥V — LN RITo 728 LT, EBFKEE T
BROK Y ABDPHEE R 720, HEEZWICEDL D
IHIB0%E L wb Tk b, HEFRRKEKT DR
TE D 72 9 DRt 7= T2 PRIZHNT D BrF 23 L EE D iV ¢
H5b,
DNABGISEREOAEIC X > T, & P TIX
& e n T AV BIEIRE R RIET 2 2 &
BHILNTWS, L2LAXL, Zb0EED
HIC I, W F 72 ICER Y 7o 7 BB EE R TR 23 A HH 7z
DDONELERINT WD, KRADOKEBIRARKT %
FET 22 LT, ThbBEEMEREROREMIH~
LERY . I, ChomAEBRICNT 5 HE
HARMA ORI ICER 2 2 L BMFE D,
AWrsED HiZ, KRy =7 v 9 =2 HwT
JFon7 / LEMEHEERIITEEZ HvT
BoN-EAEXR e 7 74V 2 AT S C
LT, 7 LR O AR TRIEHBLE T 2K VAL
T EBTE D o7z, DNABEISEERE O Bfe i
KXo TH U7z, FmDEEHERE O FERER KT %
FET 270 0flTiERMAET 2L TH S,

2. WHFHIEE
2.1 77 i — LfEEAN % F v 72 DNA #8{5I0E
R OBREIC X > THIE L 70RE O JRAR T
PR HRE DML
DNAEG I HEAS (I BRE 5 2 & 1B R (i
Na v —Haxbiznborng d, E&dkidTic
BEMCENZEBOMEN L ETH S, DT
. flE AL BERICE T 25 I g 7z i
EREEZNMT 5, EEUERE L LT, KIEM
fr & 7 3 BEHEF% % (Stable Isotope Labeling
using Amino Acids in Cell Culture: SILAC) % >
7o MHNEDWMELD 720, BRI OBIE AR % 1
> 7HfkE (472 B @ alanine 28valine lIC &EH#a L 7
MREIGERTZRBFEA & 70 Y FHE L 72 B I
B AR TR B R FEAR S R D A SEALB Y v ¥
BRfE) M7z, BEHROMILIZHeavy 7 2
J & & B M (13C6 L-Lysine & 13C6/15N4
L-Arginine) % I\ CHEE L, {5 A HSk oM X
Light 7 3 7 B & H ¥ # (12C6 L-Lysine &
12C6/14N4 L-Arginine) T6fRLL ERiE 3 25 2 &
TR Z T o 7o BRI N A L BB ko
Mo EHE Z RN L, EmL2RIiC, FEz
BA L7, EHEZDWT % 7201CSDS-PAGES v
BAUKEN Z TV, EIC - T FALUE 21T 5 72
gic, PV T EHCTTIANELL 7z, <7
F PR#RzIC, BEOWEIEZEM L 72, F /i
Bk v< 777 4 — L EEREEENE &
HAGbE 7 a7 4 — Lfifric X o T, #8000



HoOEAE#FET 2 L AA[REL 72 b, JEEF
FERF (MRELD) 0 FBLEAK T 72 & i, MRE11
D EIEHEHAE TH 2RAD50 & NBSIEHE D
FRERE T2+ 2 2 oLz (M),

Log2 SILAC (H/L) ratio
for 1t experiment

l6# l4# 12# O# 2# 4# 6#

D
*

N
3*

N
I+

NBS1
.

S
e

=)
=
JUB W dXD p,Z 40}
oized (/H) OVIIS z307

®*RADS50
MRE{1 1

°

T
=
=

P
b

1. a7t —2EFEzANT-BEMARTOE
HEHEEERBEEDORH

@i Atk o Miie % Light 7 3 7 BE & A 55 b
(L), HBHEHKOHMNE%Z Heavy 7 3/ BRE G 15
(H)THEL 72, 2 Fhofliids > EQE 2
L. SDS-PAGE#ICZ VAL « ~ 7 F PRl %
v, KB R ITEEE % TR L 72,

2.2 7’0 F A — LETEAT & BV 72 DNA BI5I6E
BREDBREIC X o TRIE L 2REBOJRREREF
A EDIGH

MR RHA D & DARE R, /NBEAE, KEMIEIECEZ & ik

S JE P D KA & T E L 7 IER O IR & FEhE L

Too WS E CHECL BAD T &b SR EIEET

otz h o, FUHEEBLRHEERETHEZLHET

& (TORCHAEMERE IXFEYE). L9 IIDNAEE

JCEREREOBAEIC X o CRIET 2 2 & BHI LT

W5y FOVIEERESEV BT I T wi, B

LZDOWMHO MY A LT F Y — LR EIT o 7225,

BEHN D IR 28 B 7 & NI DNATE (5 5 2 Bk 1 B

WY G TERIIRO2 L, WA 2K

Atz lixcEhborz, 22T, BEHKOM

% SILACKEk L. 7u 74 — Lt 2 EhE L 7-

fE8, DNA:RNANA 7Y v FHORNAD 3 fRIC

B AL AT TE R

2| 2016 4EFE (55 48 [m]) BhRk

B 5- 3 % RNASEH2 # & 1k © il K 1 & T
(RNASEH2A,B,C) D HER(K T 25580 b7z, &
7. RNASEH2# &1EDmRNAL ~ L % HI%E L 72
R, HAEREMRT 23H0BERTD S B,
RNASEHZB 85 DFRBUK T R T e, &
I ¥ Y — LT CIZRNASEH2BE 5 2 — N
BicZR3mH I Aoz b, JEHD
Aviny EOBERICXDZAT T4 v JHBER
LT BAREERE Z bz, £ Z T, RNAY
— TV v IR b T ) LR R L 724
. RNASEH2BEIEF DA v tav5e X v6
DEER 25 B X %1.3 kb i IcHiD THE DK \»
REROERZ[FE L 72, RNASEHZBEE T D
IFXFY VS XY V6T T4 ~v—%EL.
cDNAZ $FIICPCRZ AT o 72 A5 R, BERERIIC,
THE X N/7-DNAW A K & 138272 2 PCREY 2315
bivl, T ODNARH % fight L 7- A5 5. B
fifEcix, B0 R 77 4 LGN35 A X
NTWBEZERHLP LIRS T2,

RNASEHZA, RNASEH2B. RNASEH2C\x7 A
HANT 4 - T —T 4 TIEMGRE D FREBEEE T &
LTI TIiEEINTWS, I TOMIERE
225, RNASEHZ2BEFRIC X WRIEL =7 4 AT
4 - T—7 4 TIEREREOREH] (10441 TIix, 37X
TT7 I/ REHZEDHEHAERTH 2 Z LD
hE 7 oTWw3 (Crow et al., 2015), ASEEHIZHT
B OBETRIAEE I X 0 EREEY IR L 72 72
. BEHID RNASEHZB 785210 X o THIE L 724
BlicizlonrWEERIEREZRLTWDS EE X
bihd,

3. ¥R

(1) FZE. HRMEHE, KRB, v F+HI7 2
FRAT % FH s 72 A /0 B A My SRR IR [ - D T A
FEEOF, HBI5RHAT v 74— L%S
20174 KE (KA £ —, KK, 20174F)

(2) M. PIRbBFE, FKAISE. Identification of

pathogenic mutations in patients with rare



A HSER SIS E | 2016 46 (45 48 [A]) BhEK

diseases using multi-omics analysis, #540[8] HA
DTEVHFRESR (FRZ— fF, 20174F)
(3) Yasuyoshi Oka, Tomoo Ogi. Identification of
pathogenic mutations in patients with rare
diseases using multiomics approaches.
Conference on Mass Spectrometry and

Proteomics 2018 (Oral, Osaka, 2018)



