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congenital dyserythropoietic anemia (CDA)., &K
A~ 2fE (DKC). Shwachman-Diamond
syndrome (SDS). %5 RKMEAFFREREE (SCN) .
SERMEI /IR E (CTP)) 725, [ A EEATERR B
TEARMFZEH FE TR S, REE A, BRT —
S OWEE, BTN 3T i, EERBH LS
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IVRWHELm LS5 E 2RI L, FA T,
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LI o 7= (Blood 2013), CTP Ttb., #HHFFEE
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FEREETHPRATHD, EbiZ, DBA & EEKZH
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PINEHFET D2 ERHALN L R 0Tz, ZDTd,
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WM Todr, £ D 10%LL 3RS A4 T
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DBA DEEVEFITIL, F A A~—H—T
B HARMEK GSH & eADA jEM% FIRFAIE L.
SVM iEIZ L 2B X 2 HIEZITO (BH),
DKC DE&VVES]Tix Flow FISH ¥:iZ & 5 Bk
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BoERME 725 SNV RREGRTOEREZRY
A, MBS UTERYT ) LY v—r v A&
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BT DEIEZ R,
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Ligation-dependent  Probe  Amplification
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GETARERERM = N — R
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EHEET AT 7 AREFMIC L 0 FRIFEBR
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SCERZEANL, ERICANLEGHRENET
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e. JERIZEET S modifier BIEFDREE
FA & DBA »3FEE ENTEEFIZOWT, Tk
NTVT v RO iEEESR T % ALDH2 &1
T % Tagman PCR ¥EIZ X 2H5t 21T 9 (B H.
FiE), SFEEITE LT, FA BIESF TO
ALDH? B TRBRREITol, £z, AA B
FA ROBBOBERFEOBREORNSRE Lz,

f. BREBET —FX—ADHEE
5 B IR O ERRE OB AT ORE R
HbEHT, FBEOT—FX—REHKIZ LK
PEM R EDBREGY AT LOWEEEITS, WS
& OERRFEERIFIC AN, PE, &EH, 1
FOMKEME L 7 ¥ 7B 5 SRk LR
20 WEB &8 2T AOE L HE LT 5,
BEliZ, 20D T—F—3— MIERFEAT
b5 UhB. MR, KE. 7).

g. BEITA NTA L OER
BonHFHRix, 7—FX—2AEHEEL (b
JF, KE), FEBOWRBMOZK T 2T LD
EBIOEETA T4 OERIZENL T,
BHi7o ba— L E2E0IRETA NI A4 21E
5 (BHRE. RE. B8, RE. B,

SRR 27 4EEE
ERERZENICE S F— X OINE L BN & ik
BIoZ licky, Ky EmLEREELREDE
REAE L, EXRMEMTREORE S AT AMIEHR
ZINET L, WEINFEHREZEIC, BANRMA -
BAFSOBEEREEE M - MDS £ES L #EHEZ L
D7eRb, LVEL DT LT VRAIZE ST
Y, HEEENE. B - IBEVA FTAVORE -
WEEITH, 7B, WESA BT A 3E M
BHEOTo ba—LE2ELERNRLOEERETH
(FRE. BB, KE. BEIf, KW, ELE D H
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BRIZERNC 0 2B 217V, SCEIC X A RE A1
O LEREAREEA KRR U CHEE 3T 5, B
FB L OFEHEICH U CARIENE L H5A11E,
DOTHFEEORMENLARETH 5, BEMOELRET
WAL T, MEEES TR I TN,

C. WroemER

1) EEFAE & PR

2006~2013 FRZWr B BIEFIE 2 RITTT (K1),

a. RBBE (—KIHE) FEF 0 2013 FR2WHERFNIE
WMNRMEFESE 230 Mgk ® 92%ICHY% 15
212 MR BGR U7z, FEREEME MR R B EE
1,200~1,300 JEHI TH ¥V . M/ MMREFENKZ
Thol, RICHFTEMEERE GBtEE
A ER<) 1THE 730 BT, ED 5 LRI
REIFE 50~56 il L 1FIF—E LIZEFIE T
Hole, ZWITAA/NRIIK - BDAFERDORE
FREZEAER L TV 5D,

b. Diamond-Blackfan &Ifl : DBA JE#i% 7 £/ T
62 f, FEFRMEIRIFERAS O 40 BIABER I Tz,

c. 2008~2013 FEDOHAM OFRFERMERZMIT 5 51,
congenital dyserythropoietic anemia % 3 4 C
bole, WTNHMODTHTH D,

d. AHFFERIHIOIEENT 2014 EHA/NRMAE - DA
FEMETHEEIN, FRE~O/NEHENE
ERBICEATAEREHLEATH S,

e. Fanconi &I iz x5 1 i &M ORAE O R
‘BRI RO RO AE B LR & FE L 72 33 f
OEMBHAEE T, BER 3 FAFRIIN
68% TH o7, BILIF 10 EF OBAER 3 FE4ETF
FiL 30%LUT THRO TRRE TH o728, NItk
Zifn 12 #I T 90% & BARREE M & R

D FAEDGF BT, IR IZE U Cid, 7
R —DOFE & ZEVEOBRFEZITV, [
105 SEF D 5B FA B#F FH—11 flickB T
HIE & 2R S i,

£ BT — F N ADREE RO T— 2N
— A% B LT e R R0 WEB Bk
AT WD AAT > T,

2) NAFAv—h—=lLDHAT ) —= T

DBAIL U ARY — MEREAR I L > THRIET DR
PR Cdo Do Foxld, Wk 22 FENGIEE o 72
WHEHEIC W T, ARFERCRMIIC 31T D &b EHE R
PUB LW E < & A aRiEE L 7 v & 74 > (GSH)
7% DBA O AAA~w—H—ThHAHZ LEZREL
Too RMERT T 7 3057 3 F—EiEME (eADA) &
GSH #[FFHCHFTT 5 2 & ¢, HETFREICL D
ER W L1E7- DBA JEF & [F—F RNIETREE O
% TRE & 3 DRI A B, SFEXEID, EF
BatgAhrERD Z LRI OR AL BRE L,
F 7o, H721Z DBA B\ 3 FEFI A RET L. EREEZ IR
L ORESR DB W EYE - OB W TRET 2 N2 72,
FOFER. e ADA/GSH % H 7= B0k ik
eADA BEMOFEMMIZIL LT, FIEE - XA EE4E
H7g\y DBA JEFIOZEERE M B35 2 & B L0
27T,

3) BT

a. DBA
DBA OFERELETFE LTI0EED U R Y — L
& %7 (RP) &=+ (RPS7, RPS10, RPS17,
RPS19, RPS24, RPS26, RPL5, RPLI1I,
RPL35a, RPL26) & GATA I&F1Hbh
TWo, miffx i, FiRREEET RPS27
BELW RPL27 #FE L7~ (Wang et al. Br J
Haematol 2014), DBA O&{nF2 2 53R
21T 9 T iz, iRy —4 % — (MiSeq)
ZRANTINGD 13 BEF52—EIETT5
B—Fy "N —H VADIV AT AERFE LT,
ZOFETIER, Fil-2ERERTE2ESIEMN
TE 5,
AEEIL, 2OV AT A BAWTEHR 32 %%
DEILFRWEIT oo, ZORER. 16 #llC RP
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BEFOERZBE L, WIZ, #—F v by
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EBRE L%, thoEREEHERSEGERZ R
Nt Bl=dlicexr ) AENEIT>7-, SNP 7
LA AT CIE, AR LIZERNIZ I, RP &
T ORRFIIRH SN2 02> 72, £7-, Fanconi
&M R EEMREERET 5 BEF
ERLBEIN2oT2, LL, ZRETIZ
WO R WHHIRREMER T RPSI5A (R
FAAER c.G213A) Z1FRIHICEHEL
Tmo BROAGN 36 (RA, ., &) T
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BT EN e olz, I, FAEMEBEEEER KL
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cDNA #&E LT RT-PCR %17V, RPSI16A4
(c.G213A) MATFA ZAERTHDZ L 5T
WL,

FA
FERFICB T AR —r 2z ks>
7 — LMENT RN Z T2 48 E 82 Bl B AN FA @
BT & IT o1, FABBTFDT ) Ay —4 A X
h. 3760 FANCA & 20 Bl FANCG #&f=1
DI R %E TR RS E M Z—DF
HEMIEEICTRE L=, FANCB, FANCDI,
FANCE, FANCP DER GRS, BEMEER
FRELBHEENRPTERD S B, 2 FliC
BOCHBRRREEEC TR RO, i
Th D,

MLPA &% FvW7z 63 IEFIORFTTid, 38 i
2 FANCA S — /A TABEESN, T0D
550D 26 FIH AFEMLPAEIC TR T LVER
BT VAV OBRHMBFETRETH - 7= (68%),
ALDH2 1%, SRiES ORI, EmNARHEICL S
NEMEOTEY hTAT e REELREEL L, 7
NT e FREICBEO O EBERERTH DL, BAR,
BE, PECBWTEREEICERAT LV (Z
ITREFEEOLOY GBI, FEHEDR2NH D
ZABLTE) BRARHENE, Thbb, &F
TABREFHEOMEATIBREERHEEL, ~7T
o?d GA BTH KISV bRITT 4 THRIZE
DIEMED 2~4 BNIET L. BRIE% OB,
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THOLNIT D20, FEEE 64 flOBARAN FA
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Bl OE MEEBHE CIIBE% 3 FAERIIN
68% T o7z, AMLFE 10 FEFI DB 3 FE4TF
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IR R —0FME L ZeEORT 2TV, R
105 SEGID 5 6B FA BE FF—11 fllz T
B & BRI,
SA

KEED 1HIB OFHIEFIL 2012FEF D
TR, FEER L, &% 3 » HEX YRk
FREOADOE TR LTEY | FRILERE MLAEF
RETH o7z, HOLPRARHFFIIRD 20 -
oo ZNETOEENL, BAFRBMHEMITIN
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Diamond-Blackfan &Il & & ER). BT RE
L. REEBREIZEEZER Th o7, IHIT,
R MRED O/NEREEM, 7=V F 2 EE,
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7272®. Pearson %tV & L CATRANIIE I Bk
Ll oln, BERIRERUCIIENAE R - PR AR
U AN O SR ML & FR T2 BT 0 it S
fiEsk Pearson JEMERE TS O H H O 2 b =
Y RU7T DNA K& T212% (GeneBank
Accession No. NC_012920 ¢ Position: 8483-
13459 (21 5§t 4977bp O KHH) | Pearson i 5
BEICPE O BFERIME L2 35 2 7o, BUTE, ek
HEBLOA MG S CRiBElEh ch 5,
REEIE T, ALASZ2 AT 1 A4 > b A2k
TEERAF RN = N ST D T & & R
U, BE{MESRSFEREE MBS B TR I 28
RefTORRPIFET DL 2R LMNCLT
WE L, 2O, TunE—4—T vbEA L
DFIFEC LY, =Y —DERN ALASZ
DT =S —EEAET ST L4560
W UTes, A fEET D7-0id, R o%E
I L EBICHRIFERANCIB T D~ L H R ED
BT Eamd BEmRH DL, REEIL, I
FEILS AL OOH DY MRERMTICEY
TREFECREERMAL D ALAS2 EinFD T~y
P BICERAZEA L, BRI LEERHE
BIETTONEIDERLNCT L &l
7o
IRIFERREFEMM Th 5 Kb62 Mifas v,
7 LmEERAN & L Cid LifeTechnologies £
GeneArt CRISR/Cas9 ' AT L& AW, T
VAT LIEHA F RNA & Cas9 nuclease % [d)
U Z—bRE DL, —FEE
DAY H—EMEPICEAT LDHT, 7/ A
DNA O BHOE S 20+ 5 Z L3 T& D, £
D%, I OEEINE Z 2ERICERO S/ A
DNA |27 v ¥ LR RELHEEDHEARE Z 5
e, BHREIERPEAINDGVATLATH
%, A K RNA OEFIE LT, & h ALASZ
BLHEFELA ooy —EY], F
DOHLETRD GATAL FEEESIOEFEDOES] &
L7z DX 52 L THERL L7- ALAS2 intronl
enhancer editing A~ 27 % — (L T,
pCRISPR-ALAS2int1GATA) % Nucleofector
(PP RS 2RV T K562
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