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II. URY—LRNADEEREEMETE T —

I1-6

EUNES

I. 3 U & [

MIANIZIZZBD) RV — AHGEIET 5. BERAEYT
\&, 4FEFIDRNA (RNA) & 79FEf D% /327 H (RP)
o HE KL RNA - ¥ V587 BHAK (RNP) %I
LTwaY., VRV —=20EEKIZ I SBEBES O
2, ZHONTHEbLEMLBRELRETETTS (FH
SOEEZR). VRV —LEERDE AT v TIZREIC
WIS TBY, TORFEIBMRICA ML ARG &R
L p53 B 2 iGTEAL T 5. Z o5, MR o7
RE=VAPFEIND, T/, TNHIRBEOREREL D
BEbHBY. M, VKRV — AU BRI EER
b, BKEORKNIZIEIRY)ZhWwEEZ LR TE .
L2L, 199945 A T7EY R TS5y 2777~
Z1l (DBA) DHEETY KV —L4 % 37 S19 #fnF
(RPS19) WCEBRDMFEREINSZ &2 FHIC, 1) DEE

HIFRFE70 Y T4 TREERKRE LY ¥ — (T889-
1692 5 e 113 i EMT A 5200)
Ribosomopathies—Defective ribosome biogenesis and dis-
eases—

Naoya Kenmochi (Frontier Science Research Center, Uni-
versity of Miyazaki, 5200 Kihara, Kiyotake, Miyazaki 889—
1692, Japan)

YRV = A TRCOEWIARTRE Y VX2 EOERTYTH b, BAEWTIE, 4
Fi¥D RNA & 19 FH D5 X AW S R DERBEAREZRE L TWwb. &Rk, ¥4
TEYN - TI59 2777 VEMZIZILDET A4 ORBRT, VRV LG LE
BT OERNR A LEHEINKELBALEEATYS,
IFEN TV B A, JEHICHELET DY) RV — A ORI B E O EE RN D A%
2500, RELWETHS. ps3 PWEELEFHEZRZLTVWELEEDNLEY, ENZT
TEHHMTE RV, ARTIE, VRV —LAHROBMEEZFHTLL LB, ¥ATEVE -
Ty 777 YA POIISIERRE ORI AT 72 i OB ) AU W TN 5.

VR —Lim— )R —LERDER EHRE—

B &

INSHIZFEEHTIRY —LiHE

TATD KA LERMEE SNZY, BAETIE, EilkEEz
ET5EPORBTH ) RY — AR IR RoH
D, TNSHIEFFLHTYRY =294 (ribosomopathy) & IF
ENTWAY, ARETIE, VARV —LHEORIT OB L5
ERME ORI 2D MARE, EHELOET T
T4y yartHlnl7 e —F LR THRNT 5.

2. UKV —LK

INEFTICHMEOD o) Ry —2fHERIICEF LD
72 WO EBYFATEYR -T2 77 YEIllEK
Wiz, EMAFEEZRTHELORBETY RV —2A0OH5H
ORISR TWA, BIETIE, BEOIF Y — LIS
X DEPIE R EZOMOBBTHHENDH L. 22 TIE
BAD)ER) = LDFFIZOWTEHT D L LB, ps3 & D
BI#IZOWTH Sz,

1) ElF£, ERERTE, BEPAMERT KR
HL4TECN-TIv o772 8M

FAT7TEYN - T7TFv 277 &Il (Diamond-Blackfan
anemia - DBA) 1%, RIMERIEM O ADFEE I NELERED
BMAEIETH 5. FHTIEIRFERROMIPEANNT L A LA
5T, BAFAY A7 bEW. T, BAERTIROFE
EEH) 2 H S TN FETIZIIMBEORPEMLET,
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K1 UERY—LH

S B HiLEET L i A BE B
TATEYR - RPSI9 oo, e
7577 YR i 10 #AZF VARV AT RTR © © ©
FERMEFACA4E DKCI rRNA D154 © O ©
5q-JiE B RPS14 YRV =L Ry © O
kg BRI RMRP 5.8S rRNA D3k @) O O
TAINY NIV . o, At
AT SRR SBDS )RV — DA @) O O
T Hilg RPL5, RPLIO, o, e I
2tk o SHEE RPL22 VEY—hy¥i7H O O ©
M) —Fx—- o, ot
20 v AR TCOF1 VARY — A DAL @)
(Fi7zre ) RV — 290)
isolated congenital asplenia RPSA VRV =L 78 EIPE, BEEESE
North American Indian NOLI1 185 rRNA O WP

childhood cirrhosis

INFEFTIZHALNTVAE YRV —2{E ZOEMTHEETBLORBOEME LD/, Tk, SIIAER O
WERELZWH )RV —2HEbRIESN. 3ENEL -1 FEOFEL, I-5ENEK1~3 HSHE.

RPS19 (25%), RPL5 (6.6%), RPS10 (6.4%), RPLI1I
(4.8%), RPL35A (3%), RPS26 (2.6%), RPS24 (2%),
RPS7, RPS17, RPL15, RPL26 T~TF ORI 2134
KOREDPREZINTVE, ThiETXRTOEEZD
55% (HARNTIZ43%) ICHYST 5. &k, VKRV —24
LT EERIR T GATAI BIZTICERNRO2 ) i w A
TW5%Y, DBA BIEDFMZBLIRIZOWTIZBRAR T 5.

EXMALERLEE

FERMEAIEA S (dyskeratosis congenital : DC) 1%, JR
DEM, REOMELAE, MO ABEZ S/ Lo
DI, BiAEE L O S BHE IS 58K %
RETH L. X EPHHVE, FhOARELEB X Ok
HO=Z2oD0BEEHXBMENT VDD, Kb\ X EH
BZ7 14 A7) V(ET (DKC1) OERNFERE % - T
W3 FTARATY VIIBANMED Y VN2 BETH Y, H/
ACA B OB /MEMK 4 T- RNA (snoRNA) I2HAE L, FEI
IRNA O ) T VEREORMAL (Y2a—FoY T b)) 12
<. £/, 725 —¥DRNA KIS (TERC) 12 &
HL, ZORFEICHFG LTS, T4 AKX ) YO %E
Wz~ 2 (DKCI™ I3 DC DIEEEZ LS HHLTEBY,
MRNADY 2—F7 ) VML ETLTWSE., 2OV A
& DCEEDRY Y — AHEHT S, RNA OE6iI inter-
nal ribosome entry site (IRES) % 4L 72 mRNA OFIFRIZH
BEEZTWAHI EHIRENSY,

5q-fEfREF
Sq-JE BRI BE R BUE R B o — R T, KA Tl
KRERMEEMAH SN, BT OEMERIBIINT % 7%

EORYE R, EMMIIEICA Uz 5 Btk R oK 2
THAEL, BPEAMB~BITT 2EE61310% U T &%
v ILEOREFIIIZ 40 HOBIZT0HY, ZhH0
BInT% /v 7 ¥y v L7#E, RPSI4 79 )1 7% K&
fat & LCHE S Y, IEF % I Er B © RPS14
v F vy hE, RIME~NOSLHBHE S, 18S
MRNADO TR LY VI EEEZRTILEPRIATY
5, BEOMBTLRNAD TR LY ¥V FIZEEDRHRDS
N, THIIRPSI4 Z BRI EL T L TRHIEL .

BB ERERRIE

g BRIEBIE (cartilage hair hypoplasia : CHH) 1,
A OBRA I X 2 MO EHFRP IS R, BRZORE R
EEREMEL, REASRREREENmL, VL oSERE R L
RS, DV IONRER EDRBAVA D RLED LN
5. 7T—3v Y 2OHERITHRES NIRRT, RERGET
LT3 b3 ¥ FY 7D RNase MRP # A 18D RNA B 45
32— F§5#EET (RMRP) HFE S 172", RMRP i
rRNA AiBRIEOEIWIICBIS- L CTHB Y, 4#125.85 RNA D 5
KIGDORRICULETH L Z EFHSNIhoTnD,

ANy NI BALTEY NEGRE

YanNgnNne Y- ¥ A TEY FEMBEHE (Schwachman-
Diamond syndrome : SDS) &, W/ PEREA 4 & MERIR
DEIMETHHRET, BRREEZE) 2L, Gl
FORMER 2V T BT M & FRE T 560 A5 5.
J5 K i# {% 7 & L T Schwachman-Bodian-Diamond syndrome
(SBDS) #ZTAMESINTEY, VARV —LEEGHB X
CRNADTOt Yy Y 7G5 THEE26NTHAY,
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%t, SBDS OFbERETQ ZOMBHICLY, ZDF Iy
EAR)EI—2D60S T 2=y MIREEE L, 60S & 40S
MY 712=y FOESEIH L T EARSI Y,

T &Y >/ \MaImE

T RS > 73 H M9 (T-cell acute lymphoblastic leu-
kemia : T-ALL) &, MR T HINEAKhA 2 BB CHEH L
L 72 FLd% ¢, PR L U722 T MR A3 6 < AR i v < 52
WS 7280, BAWECEIL, M/MGRA X 2 Wi 7%
CERERIY. $72, UV SRHBA0ORBEICE B v
INEREIRCHFIE 2 PE ) S & b B 5. GetiihimE A % Foi
HINTEY, BERFOMESHOLNMIE>TnD. &
I, BERETRPL22 ORIV L TwDE L, $7-
RPL22 OD~NTFORIBIE~Y T AEFT NV THRRED Y v 3%
RAETLIEIIREINY. 3617, BHERBOZFY —
LRENIZ XY, RPLS £ RPLI0O DERIFEESI L Tw
5,

FY—Fv— U XERE

F)—F%— - 3 ¥ XJEMFER (Treacher Collins syn-
drome : TCS) &, FHHAIMERONRMZ FER L 3 5 H Y
fREE DK BT, BHER FTHOBEAS, BT
Hol-H, HEE, HENHE, HDERREVPALNL. )R
Y — 2 DNA O#z5. B X U 18S rRNA @ A F )UALIC Ml < #%
IME S 237 B Treacle # 3 — N9 % TCOF1 M5 T 2%
APRFEEINTVEY, ZO#EETENTOREIILEZR
TAETFNTIE, VRV —=LAEGENRPT L L LIS, M
FRAMIEZE R A S B O BTl s K 5,

2) ZTOMDEE

Y RY — AR CHHMN 235 B E R TR ERAEE 2 L
HWRETH )RV — 2 DOBEME 2 T 5. isolated
congenital asplenia (ICA) 1%, EF D & WlE % R\ 7295
B EMYE) T, FORTHLIEIORERFICIETE -2 BY
DA O N VBN R EZRT. BEIMES 2 W20
TIERRFEDE T LRSYE IS A2 D R 2 b, ik, BHE
RRADI XY — LA AT LN, RPSA BIZTF AT BEE
BHFE SN2, BIREWZ L1, BHEEINFETHS
NTVBYERY — 2O EE £ 572 IRL TV AR,

F 72, North American Indian childfood cirrhosis (NAIC)
&, ANRENCHRIMEORFE 25 &R 2 TAEREORET
HBH, VRV —LAHEEHICE D S hUTP4/Cirhin % I —
R34 2@ ICERA M E S 7z, &ilt, hUTP4/Cirhin
WZHEET BHAMESY X7 I NOLIL AFE S, 2D ¥
Y7 I 18S IRNA D RARIC UL ETH L Z &, Tz,
hUTP4/Cirhin {24 U722 %1X NOL11 O &% HET 5 =
EHREN, BEFIENOBG N S, ZoRE

911

HEIIE O ICA & FERICHF RN 22 ) R Y — A 98 O R IR
EX/A%N

3) p53 DAL

YRV —2EAKE ps3 BLORE L OBEAEH Sh
TWwb., ps3idmbREW R VAWHBETEWTH S
WS, WATOWFETIE, SRERAEKRA ML ARHITEREDZE
BICBAE LTSI ST R Y7 FVERTH I ETHlLDE
WERET D, WbWwd [F—FF—ri—] & LTofkE
FHOoTWAZELWOE NI R o TEL. p53 DRI,
AVFFU)HT—¥THDHMDM2 24 L THIZ LT
BH, THIHEETHIERY =15 87 AR % IZIAE
ENsz. IhFETIC, S DY 37 E, RPL5, RPL1L,
RPL23, RPL26, RPS3, RPS7, RPS27, RPS27-like 7%t &
ENTEY, MDM2 2 M- L72U RV =L 7 Y7 BT X
% p53 R O IR A HRIE S N Tw 52, B i %
AW FEZETIE, RNARY AS5—F1 (Pol I) OHEH]T
URY =B EEILSELE, B#HELIZ)VRY -5
X7 BN MDM2 IZHEE L, EDEFRE MDM2 DLE FF
A= BEEAHE SN, XY p53 e LD S
D, TRIN—=VAPFEINDL ZEIREN. —TF, B
WeEFVEHWLERTIE, VRV —L5 X7 DRI
53 HMEMUALT 2 L V) FOFERORINTBY, B
BEMHERE L TWA.

P53 U R Y = ATHOFIEIC LG L TWwEEEZLN
. 2L, BET3IMNEMLL TWEr— 2 F7213H
flEhTndr—2LbIWEINTBY, BALEDH
WL EDTVAVALRFERE R EINT VS, 72& 21, &
RYEFIEAEHE T I IRES KAFHYIZ p53 mRNA O FIERATH]
fEh, CNPBEOREPAV A7 % ERASETWEHE
PEASR S M7=, — 07 Sq-EMRRETIE, KIRPEE IR0 7% 1
R RE 2R TEFINV T T AT p53 O HAL 52
ZoTEBD, TOTTAL pS3KRIEY T AZHTFEDLES
ERJAMMPEEST L 2 ARSI NP, FHKIZ, MY —
Fx— 32 U RAEHEBICBWTY, p53 O L EH
DR REMHELTVBE I EXFHSMNIRY, EFL<
7 A (Teof] BIRT- DT UALE) T p53 DOHERE % HIH 3
% L RBBOMIEN A S,

3. DBA HFRDIRIK

DBA IZBMIZFEEENT) KV — LW Th 5 72 OB
OIBEMOEATBY, HAEDESZ L OMFEEIfTThNT
W5, ZZ Tk DBAFEOIIKRIZOWTHEMNT .

1) $i/-% DBA Bz FDEE
Wk EBY, TNFTICIFEE O RP BIETIIER
RRENPEOP-THBY, THiZDBAEBEELEMEKD 5%
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ZEDTVS, S5, VRY =LA TRIOFIEL LT
GATAL 2 ERPHE s NZY. L L, wEEPREEL
DOBETHRETOERIIFE SN T v, 4, KA
Y= =2 HWEIX Y — AREFEAITDR, %
DOBREEDHIFT WD, DBA BEH DN it T4 TR
AATbNTWS, RETIERRA b Y DN—N—= FRFEE
Y Fa—ty VIRRFEZHLIINA ANV—=Ty 3%
MAHEA TS, T2, BMNTHA 7)) 7 2HMIEED
MEFTASED SNTHY, KREO®L Y& — & M L TR
W ZRIZED ThI T2, ENTIE, BARTKRFEOFE S
s & L 72 B A 578 ORFFEIEASHLER S AURE T 1 7 ST
BHED LN TWE*, FELSOREICLE L, REAAR
ANDEBE S RPS27 & RPL27 DERIF 7212 E S iz
CRENMEF S THER) . SHROMCGERPEONLH L
PHFES NG,

D& R E AR THAT) & U CTEAHROMIR
WEEMPHEETH L. PRI TEIENTRTOEBEOR
$k - AT R HiE L THREED IS ATV S, S E
WCHKRE L RN TREDEGFLE 77— 5 X— LD HEA T
W5, RETIE=2—3—27® Lipton 1 5 Z .l L
YA MY — (Diamond Blackfan Anemia Registry : DBAR)
DR SN, REBLXOH T ¥ OEBET— 5 OFH LT
iToTn5h,

2) FEAEVEEB DR

RIED I F Y — AFITIC X Y Fi727% DBA HALEME T
Ru ERDDPoTWBDS, FIEMEICOWTIEH T AT
PHEATV R, JRHICHEET 5 ) RV — ADREN L
EIMAER B ALIHE T O DL WFEZERE LU TH 5.
po3 DG/ 0 —AT v T ENTWE P —HMBTIT WV H
e,

BRME % w72 B Tld, siRNA TDBA iz T
(RPSI19, RPS24, RPL5, RPLI1 %2 &) % ) v 2 ¥ v
THERNADTUEY VY IIHPHEINDL I EHIRENT
W5, 7 EREERROREMBTIE, RPSI9 D/ v U
ey &) FRIMERAN D5 X OBl <, il
FMOELERL T RN =Y 2A0FEI R 72, TBEH
¥ CD3HMILTD, BEERITALAZILETTRIF—T X
DOITHEDFRDO NIz, WINSEBKIZRNA DT LY ¥
TIZBRERARLNIZ, TS DOHFEIL DBA FIEND p53
REOEDb Y 2R RBLTNS.

TR O S R AT D 72D ICEH T TV OBTE L o
LNTWS, LaL, /v 277 T ADMHTIE, &
ERECTHBROEEIICHEIE, ~NTuRETE 72 R
FHRROOSNLE o722, ZDHK, Rpsl9 [ZI ALV A%
REBALI2YT A (Dsk3) PEE S N225 DBA BH
ICHARZ EDR DM ARENM LR SNLTHW R WY, F

U L% %85% 1075

72, BEORBEPREIIET 2 I0IIIHEELTEEOR
WIRBBEIN TRV, —7, Dsk3 L pb3 BRIV A%
BHIrEbEseINSORMANIMEME L 72, p53 FBHA
5 LTwabotEbhb, ki, DBAELETO—D
RPS7 AT OEREZHEO Y A (Mu B X Zma) 73,
ENU (N-ZF)V-N-= P B VIRE) ZHV-FRERER
DA ) == 72BN, Larl, BOE
S R PR AR RO REEZ IR L2 00, EIMIZIEE -
T2 BEBA N D o7, DRz EBY, v~ 2%
AT T ZRMEE LTBY, DBAZHE T LA
WEETFVORBIZIZE> Thhw, —J, ¥7571 v
VaTREESEELWLOPD T IV — T 5 BRIV
EAWE SN TS,

4, ¥TF7 41 v 1DBA EFIVOENR

XTI 74 9T 2RV ERCBREIES L, HBE
AERHECHE oS LMD b b @l E W &
b, EAETFNVELTI{fibhTWw, FH551E, €7
574 v Y a®DBAETFN R U ISR O BT %
fToTWwB", DBA THRMWIZERI L DN 572 RPSII
BIETFEENV TN I T VFRVAFTYVITT/ v 25T
L7z 23, Zh5tk 24 BER F TN OEA & e IR
DO, BEE R MERBEOWAHLE SNz, Thbs DR
B, IEW 7 RPSI9mRNA OiEAIC & 0 HE$ 555, &
FHORFOLEREEL mRNA OTEATIREEL 0o 72 (H
D. 72, BEAEFORERZIINIORPEIETD// v I ¥
T UL D BB L, MERBEOBAEEL L, MmEk
SALD < — I —BIETZH OB T, RIMEGRMEO
AT R WMICHEINTVWAEZESHLNIIR -
725,

—7, p53EEIZDOVTIZIIN D RP BIETF DA L FH
Bk, RPSI9 % 7 v 7 ¥ 35 2 L Cciltibans (K
2). L»L, RPS19 & p53 BIZTRFIIC ) v 7 5o v
L7234, BREEROBEIEELZ0n, MmEEKO
BidA SN ah o720, Tk, iz Huv 7928
RLIFRL D, po3 fk L X ORI D E MBEE I b -
TWALHAFEREZRL TV,

WIEN—IN—= FRED TNV =T, ¥ T BER %
BT B2 ETHONTWAET I /O T A ¥ % RPSIY
DIy Ty VRIS AL, TREBREB LML
WCHET A E2HE LY. 455 3 Y0 DBA#IET
THDRPLSAD ) v 7 ¥ VIRCTRIBOMEZ L L
7z, 851, INDps3 KA TH S Z & b po3 ITER
ERHOYT I T4y v aTHERL: REHR). ToZk
1, p53 &0 LARIFUETEZ Db OA R ESIEICEET
HHIL, T27 I BOEG5HDBA OB R IEHEEIC
OO WML H L EERLTVDS,
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rps19 MO rps19 MO
-+ -+
) 4 i rps19 MO MRNA patient mRNA

1 ¥7974 v Y2 DBA EFIVOMN

ETT T4y T2 lZBNT psld BIETFEENT ) )TV FRVAFTYTEZHCT /) v o2 8oy LA, BEEEORES
T OMER (KEITR L BRLIROBE ) DA HA SN (psl9 MO). 25 DFEBAN in virro 55 THE L2 IEH O mRNA
DEAZ L YA L7z (rps19 MO+ mRNA). L2 L, BEOFOLEEREZEA L mRNA DVEATIZZD L) ZEHITA LN Lo
7z (rps19 MO + patient mRNA). LERIZSZHEME 24 R, TFTERIIANEZ 0 U4l 21T o 72 48 IR,

5y 4 i rps19 MO

19 i AR

25BFfE

pactin

2 po3MEEDIEHALL 7R b — Y ADFE

psl9 & 7 v 7 F v LIz 2 AP BLUOTHEMLRTOEEAITRI ) 7R M= APFEINL —F, ILORPHEET
(rps3a, rpl36a) D/ v 7 ¥ THRBRIGHALAZRD SNz, po3 BHEDIGHALIZ Y Y — A 2 P L AT 5 — RN 2 IEE &
%%25h5%. (A) RT-PCR. (B) TUNEL 7 vt 1.




914

N\

UIRY — ADEE
“ FEMRNADBIRES |

p53DiEMEL \
* #1m

RSB DR E
K3 VKRV — 2R
VARV —AAEEROEFIZLY ps3 2EHAL SN TR =2 2
MHFEENL, LaL, TREB/MEA ML ZISHT 5% D

WETHHID, VRV —LIHTHALNLEEDREEJHMT
Xhpw, 22T, UERY—2AI12X % mRNA ORIRE 72 BIFGH
HitsfE 2 g L7z, 728 21, RPS19 #inT D% S E AR

THRIHT S mRNA OFFIEEZ 5 2 AME7 &l 3. —
i, FOMOMERTIX, RPSI9 \ZHREND > THEFUITEFIC
f1bhd T BN TR,

5. 8 b W I

IRFICHEAET 5 ) R Y — L DR 75 B4 E O M
MCOREBEESZEDTHAHI)N? INFETps53ITk
XREHPET - TW722s, po3 B OHELIZ) Ry —
DMIELA ML RAICHTL2HEFEORETHLEEZ LN
5. BAxlZ, —AEYICAZE)ERY =23, Mo
2 X D mRNA 39 2 BRI GRIRME) 23587 2 W aEE:
BHAHLEEZTWD., Thbh, VRYV—AIZLEERY
ZBNERAETRHEASEAE L, S OBIRMEIZY KV —2a % Vo3
7B R RNA, E5I2IF)RY —2EERTFIC XY Hl#E
NTwaeEbhs, VRV —=LIELbT PRER)
—3D mRNA ORGSR E L 5 2 28R, FHFEoM
MICEEZ 6L, Bl EOHRELTIZEILIZOT
FawhrtEZTw2 (3. BTE, O EMRGEES
572012, ¥T574 v Y2DDBAEFAVNEKRY) Y —
LM ERE L, ZZIZEEN5 mRNA % BAR & g
T5IZET, MRV TEELYZ T8 TORE % &
HTW5G,

X B
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