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7 mRNA @ 5’'UTR O Z ki & 2216 & & CRIFRIC
# L 7- k& # 2 4. DSH IZ, ADARI1 @ haploinsuffi-
ciency THRIET S EEZHNTHE N, 5UTR D4R
WHEB LT 845 Z & 12 X - T haploinsufficiency &
FU L) Z%IRAEICZR Y, DSHZRIEZE LT & 2R
L7

C OB OB FZM LR 5NN 7~ F OF%RE
fRMTIC & > T, ADARI ® SUTR L% 5 % iRy 4 i
ELTHLRIZIL7ZZD MO TTH LA, £HbED
5UTR LD @A T2 RIS X 0 3E L - E&fm sl
% < 7 K, ERTE I I FRAY M IR (hereditary
hemorrhagic telangiectasia ; HHT)*', 5% Bl 58 55 E
fB:#E (craniofrontonasal syndrome ; CFNS)?, L — /83—
S RENEE (Leber congenital amaurosis ; LCA) 1235
WTHESINTWLEETH L. HHT B X O CFNS
TIZ 5'UTR DRI L Y Hi7z7 AUG HMES I, £ 2
PORRDPBBENDL Z L THE L) BV
HIEIZENEIELTWAEDY L — N RE N
(Leber congenital amaurosis ; LCA) (& 5’'UTR @ % 52
&2 ZRIEREOBADHRN L LTn27, 1 ADE
HIADOBIZFZWNS, BIZREMHET LM% 5UTR

A T
S 80s
L
ot
a
L %)
=
o
o
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o
w
o L JL ]
< Polysome Monosome
1 2 3 4 5 6 7 8 9 10
50% < - - 15%
Sucrose gradient fraction
B c-60A>G C
A 4 Polysome  pep.05 Monosome
c A G
1.2 1.00 1.00

Polysome fraction 0.8

Relative areas

C A G 0.6
\ 0.4
/ 0.2
Monosome fraction 0.0
Wild c-60A>G Wild c-60A>G
9. KRV V=AML D c-60A>G OFIR~OFE. (A) ¥ aiEEARIC L 250, (B-C) K1)V —
L5 WO mRNA DY > H—v—r T 2070< 757 (B) EHpmEEoER (C). (SCHk20 X v 51H

—Hh%)
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wild c.-60A

wild c.-60A

x
e

dGadzteA

[110. c.-60A>G ® RNA “kiETE~ DL

L DTN LD SR O MR & R T & 72

REZREMERBROBZFEM D 5
~HEEETEDN? ~

ZHREIND b — O OEFENEBET 5@ TldMiEao
SEEREDRE D R ENT WS, b hOFKIZ—FIC &
B e 37TIMAOMIE S % BD LEDLRTHEY, 55
DOBWBET—HOMBPICEBETEREAELDLZ LD
5. —EEUBETERIE, ZoMErs 52 L7
MEfE~, F LTS BI2m3 Lflg~ L 2 fkasiC
W FOMER 1RO B TEREME S M
BBt & BIE TR A ISR T BARFE L 72
N, INEBIEFAIEN A 7 (genetic mosaicism) &
W9 ZLT, BRTEREEFO—ToOMIaREA R E
OB OB R E 2 2L T O #ER AR %
B VIR 3R 2IREBIC2 > THICR Z S
LB 572D, B, wWhbwb [HE| TH5D.
— MM BIROEZ S AT, TORBESADET
OHMALAE U EETEREZFEO), BEOBEIAT
EETA 7 THD720ko—HOML GEF X%
RS AH) 7ZEETFERY RS, EFA 70
R ERDPFEDORAFAET 5D THIUIHBEE L
THEIETHI LR, LaL, BEICHIERA LS

AT %2

mut c.-60G

mutc-60G |

&0 4407 A

(CHk 20 & 0 51H)

BB MInFARIL, WEMEE 2T TR L, BREDS
DERDOSFELEF LML EETN TV L WRESEDLDH
5. LoL, BEEUATERIL VBT Thiug,
FOERN D > TOHMOMA - EEF TIXELBA SN
T, BENPH L LS ZEMAPNR.  L TR
WCHGETTAURE LIZA SN S 00 LIt wahs, NI T
WEESICHIE, MBI TERW, Z2LTC, EFA 20
Bn TR AT\ AE T A IREE % germline
mosaicism & M5, B{E TR EZH T 5 A MMIE 2 5
EFEnRIE B4 7, 2FOHETIEIRL, &5
OB EHETEREZFHOOT, £F50REXEL L
(K 11A).

Z OISR % KRTI 7213 KRT10 DR % RKK &+
B 3 1 R B & R BB TEFEBE IS S TIE D B
ECUTO XS Bb T bbb, KRTI 7213
KRT10 DER%Z EH A 7 THT 2 BEL, £HME
L Tl BRI & 72 55%, KRTI 7212 KRTI0
DG fE T ERHEFEMILI AT 561, £R%
B AR, S OTtd e EEofEE oY
R R AR Y FOET 5 (X 2). KB KRG
PR % o 72X 6, IR T, &5 RERE
PEAR A 2 U 2R 2 R L 2% S E TS
LGS SN T W o 7209 F9, Fhr Z iz
AR B O Tt O MEE AR 2 SR L7227 A
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hom OE % (11)
g B
© i © i SROFEERRETFERRAEE
germline germline 120%
maosaicism . mosaicism
- BL 100 9%.1
'f I\Jr"f,.'r';r\_rl.'r 80
- 60
40
/S;K 2=1 0
L\.Uu N - i 39
o [e— [
LOWF

FHROBHE LOFREH XOmLHR
d

T OZERO—BILEIEHIRICA S Egermline

mosaicism&ELY, 2EOREELECS.
[%] 11.

F BRI EEBE D germline mosaicism 12 & 2 KA~ D# {5 (A) Germline mosaicism & i fx (B) 3%

Bz P BRI R O KR O M m T A A A % (Nagoya University Research Achievements, Skin Disease
Caused by Sperm Cell Transmission of Keratin Mutation, press released on June 16, 2017. http://en.nagoya-u.
ac.jp/research/activities/news/2017/06/skin-disease-caused-by-sperm-cell-transmission-of-keratin-mutation.html

KO, —HE)

DNA 7> b #BIZFZM &2 1T\, R L %0 ) 5Bk
DIAY Y ABER % KRTI0 FIZFE LY. RIZR
D F R RENERE DI ASH O F R 2> S dH L 727
J 5 DNA 2 &R U KRTIO DR AREFE L 72, &
XY, KOBBEOMBLIC & % (a2 3 A FHH
JEIZBIRLETBY, ©F Y germline mosaicism b >
THY, WHRICEE L2 EDENTE S, 22T
4k, ki — 27 = v — % v 72 amplicon
sequencing 12 & - C, I OIRKEETZEED, Lol
WARRFEHR D7 ) ADNAIZEDL L VDRTEE
NTW D223z, ZoESE, it oMk
D 10.6% B TEREZREL, 72, BT 3.9% 12
HETERZRDZ. ZOEEPS, RTLUEIZBW
CER BRI O FIE T LRI RETIEH 5
I 3.9% & FHET 2 2 LATE 7Y (K 11B).

COWFRIZ LY, FERMRIEREBE O B A S AL
2 BT 2 Rz BRI f R O FEFE R PN R TR
TR L 722, DNA 1035 TR ORI % EFEL
WESTLOICRMARY -7 20 AFKREEHTH -
7o, RPALEVA VWA HOLEREICIIAVS S
EDTERVA, BHETHIUE, FHEBMEIERIEIZR
59, WA VLR T LM TG EEER
FEREDT BB OFHMZ4T) 2 & T, L DFELWERS
vy Y IR R D,

= % I

R TIREENPINE TT> TE 22 DOFHER
FRELB/IZTZMICLE 200 Ny 7 2% S L
2. WEFNL HEOBETEESADRLEoNITE W
TR WCREBLAMETH L. —HERHEE LT, 4
BB WIERICAI L 2 5e 2 47\, BESADRED
TEREIZERR L TV & 720,
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