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Molecular Pathogenesis for Dominant Hereditary
Spherocytosis Associated with Band 3 Deficiency in
Cattle Due to A Nonsense Mutation of The AE1 gene

(437 13 (ABD) KIBMEIC BV 5 BB ERIRR IR RAE D 5 T B
FAam XA DEE

t BT, ARl (7 =2 ZZHEEE anion exchanger 1, /X2 K 3) BMIEFOREL
RERMNFMIRE AEL OB E B b L, RBRO2AERER LR ML TH 2 RISHEBRRMER
EREORA L 222 LBFMbN3, AEl B ORE L HRBIXIETNTHhOERIZL Y BARDH,
L AL DF/E. BRRFLIEIEEOREBIRREL L 5, LT AH, AEl F U7 HEROE
T 25 CTRMIFBOBERE L L7 0T FERBIVTHLRATH D, BREMESFO
N K 3 KARJE (band 3% Temesete) j3  AE1 MBI F DT B RER R6AXER) KRETIE
BTHY, FEEARTIIAR ORERBILLIEEOFOLRHIBRE S, Th~T o
TIX ARl O RBIC & 5 A L2BRRFROREEZ AL C. R BEOREHFERNETT, 5
ZOBEMII., TOAEL DRAXEERNBED L HIT L THRMERAEL EROEBETEELDZOH, F
7o RERMIRESEERGT IO, TOSFEBELEATIZLTH B,

% 1 BTk, IE% AE1 (WT AE1) & R664X AE1 % K562, 2> 5\ i HEK293 MR & 5 = L8R
MRICRBSIE T, T O DORABE L HIRNSM & LT LT, K562 MO R ERRRICE
WTR6B4AX BREIIE L REETERE R HBENT, /. WTAEL LILFEIRDZ E~
Ty Iw—%FE L. WTAEl DIRBITLET &R, oML RE L, IPEHRICES
R WTAEL I & B 7 =4 Eiikid, R664X AE1 FE7E T CHREMICIH Shiz, & 5HIiT, R664X
AE1 1X K562, HEK293 OFE T, EIT/MIEERNICKREL. 7uF7 V—ARKRIZX 3 ER BES
A2 (ERAD) 2T B Z & B LNT R o7, T bHDOHARIX, R664X AEL 23 WT AE1 OHEEAYSEER
WKHLTRIFU MNRIT A T REAERFETHZLEELETHAHLOTH S,

iz, BL2ETIE, Z0 A FRROERICOVT, 28X FALENTERAD BEH L2
BT ENRMBND CFIR (cystic fibrosis transmembrane conductance regulator) D R2{k
DF508-CFTR & LB - AT & 1T o7, £ DOFER. K662, HEK293, WWFho#fa L b AEl p=2 %
F AT TEF, AE1 O ERAD i3 U F U IERIFHICAE U A Z SR &N, 2, 7
v 7 Y —A,ET T DF508-CFIR AR & RMIREBEERT /) YV — 2B T DDITH L,
AE1 I3#7ET % ER ~DERMNED b, ARl ORI L Tk, 7u7 7 Y — LRSI
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THRE~OFITRRICHEES T3 EMITEINE, 51T, 4 ARl 2% FHESTUES i
RWIZEERZEFEL., BT FESTIRESHINE R4 (P661S/R664X) 43 R664X & FIHRDOMIKIAEIIE
BT L & BT AEL O BRAD 38 MREAEUES ORI L MERIZE LB 2 L 2915 Lk,
ZhHOMRIZ, EIT DFS08-CFTR IZOW TN TE BENERF L NI RO T a T T Y —
LRGBOMRE KESRZ2Y | ERAD OF LW TR - BOBROFEELZ TR THHOT
»5,

B1% 175 3 BTV VT, band 3% Tmesste (3% 1 SRR MBI SO R REE G 2 L 3 BT V%
Y OB EL B8R % . HEK293 #BAZIC WT. 3 5V ik R664X AE1 & EGFP-AnkN90 (enhanced
green fluorescent protein THEME L 7= N K4l 90 kDa D AEL A KA A V) ZMA L THRE
L72, WT AE1 & D 3E7F T Cid EGFP-AnkN9O (X ICHIRABIC 3 358 8 b, »THRAYIZ, R664X
AE1 & EGFP-AnkN90 OWE % I T HMEDITE & A ¥ T, EGFP-AnkN9O X R664X AE1 ¢RI L <
ER 24 L. MBEBE~ORERIRD N1, £, ThbOME TiX EGFP-AnkN9O &
AEl L ORBENRHEEEARER IS, E6R7uF 7Y —AHEEIT LY EGFP-AnkNIO D453AR
B Ehiz, Lizdl-> T, ERICEE Y ERAD I & W YAE S5 R664X ARl 1L, BRARES
& Y EGFP-AnkN90 L AL L. TOMBRBITEET IR L L bR RETS
LEZ2HNh3B,

PEDEREN G, R664X AE1 SIEH AE1 43-F. RO TNZ AELl & ER KBWTCHENICHE
THE7URY COMBEOBBHRBRICH LT RIFY b ANTF 4 T REEABERET S
LR, TORRICERT34OMRFLREEERECOFTEBTHAZ EBETEEINTE, &
HIZ, ZOERICIX IERDER L IZRR DB AFEBEEL O AEl O 17 7 Y — L% ERAD
KL RREENBEELRRFZ L O LBHALNII R,
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Molecular Pathogenesis for Dominant Hereditary
Spherocytosis Associated with Band 3 Deficiency in
Cattle Due to A Nonsense Mutation of The AE1 gene

(#/3> F3 (AED) RIBEEIZ BT 5 EM & EERRMR M ERAE F9E D 5 F#548)

bt LB T, AEI (anion exchanger 1, /N F 3) BETORL LERMNKRORE AEl OB 2 H 7
5L, REOLAREBMER M TH 2 BEOBEERRRMREREDSFER L 25l tBMoN5, L
L. AE1 ¥ YR BEBOET. &6 Tt AMBREROBEEBBEE L o ToFRBIIVTHLRET
b5, BEMESLD/ Y F 3RIBE (band 38377013 AE] BEFDOT Vv ZER (R664X ER) i
H U TSR A 2 R IERRR MERE & B Am2 4L 3, AMFEIZ. D R664X BRIFFMIK AEI
SEBOET LRMPRBREOEEBEL2EC 20THRBOBHLZERELAZbDTH S,

% 1E T2, IE% AE1 (WT AEl) & R664X AE1 % K562 i@, HEK293 #ifd. & %\ A4 T )VIREHRAT
KHRRISET, 2N OREHE L MENDITH & 2BITL 72, K562 filDLERTRICE T R66AX E
BRAERE LA RARECORBEHICOBINSG, $72. WTAEL tH{FEZR 2 E~TFOLY T2 —2WHK
LCWT AEl DEBTERET Y., /0B {EL 7=, WOHRICEREIEZ WT AE1 KX 37 =%
V& IZ, R664X AEl HFE T CREMICIHI X 1z, 512, R664X AEI (& K562, HEK293 Dfj#& T,
FINEFBERICBEL, 7057V —bRICk % EREESHBERAD) 2R 2 Z Lotk
I DEIRIE, R664X AEl 7 WT AEl DBBENRRICH LTI F Y P2 T4 7RERAZET A
LEEETHLDTH B,

Kiz, F2ETIZ. D AEl BROMERIZOWVT, 28X FULENTERAD BE L 725 Z L 5
&3 CFTR (cystic fibrosis transmembrane-conductance regulator)D 2 2{FAF508-CFTR & HBX - it 21T
7co ZDFEHR. K562, HEK293, WTINDMfdE b AEl D2 E X F {LIZRHTE T, AEl D ERAD ik
2EXFUIERFHICEL D Z EBTRREIN, £, 70T 7V — LHEET TAF508-CFTR 23K & 72
JEBRER Y 7YV — L 2R T 5DICN L, AEl ZBET 2 ER NDOERITRD o, AEl OB ICE
LTk, 707 7Y — L8RS mA THRIEE ~OSTHXICH ST 2 AR Iz, T 51T, AE]
D N-F&EEIRESHA A RIF(P661S/R664X) DY N-FEAEINEH % & 727\ R664X L FRROMBIANSIE LR T
Z L5, AEI D ERAD 2 N-EAEIEHEORE L MERICEL 2 Z L2HSHIC L, T8 s DRI,
FIZAF508-CFTR iKW HI 6N T ELBHNER Y v X7 BEDO7uF7 Y — L RIROME L KECRY
. ERAD O L LW FRH: - PBOBBOFEELTIRT 2D TH S,

BRBICE 3EIZBW T, band 3%V ¢ RIMBRRE ICRBILZEEKR I V0BT V¥ v ORAH
4 U 2 ¥R % \HEK293 Ml f2ic WT. & % 21 R664X AE1 £ EGFP-AnkN90 (enhanced green fluorescent protein
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TAEHR L 72 N KIHHl 90 kDa @ AEl A FAAL YY) 2HALTHE L%, WT AEl :DO#ET I
EGFP-AnkN90 {3 FICHIRERRIC A58 0 oz, WHEEIIZ, R664X AE1 & EGFP-AnkN90 Difj# % H
THHMEDIZ & A LT, EGFP-AnkN90 12 R664X AEl EFIU ¢ ERICOM L., MlE~ORERRD N
kpot, £ Tho DA TIZ EGFP-AnkN90 & AEl L ORENAZHEASER SN, T/
77V —ALHFIC LD EGFP-AnkN90 D BMIRI I Nz, Lizdi>T, ER IKE ¥ ) ERAD ik ) iR
X3 R664X AEL 13 RIS L D EGFP-AnkN90 L AERZHEH L. 2 OMEEBIT2ET €,
¥R RETE I LBRBRINT,

ABFFIE, band 3PovYemees BT 2 RIMIRFEEEDS, IEH AEl L 7V %V v OBBENAEBICNT 3 R664X
AEIDFIF YV bRAT 4 TREACEBRTZZE, E5RZDOEMAICIE, ROMRE IR 2% -
DREEE LD AEI D70 T 7Y — LR ERAD KX 2 EBHEBBEELRRE 2 b I L2HL»ICLE
bDTH Y, Ih BERBEEERFEOSFEEREICERT 2 LHfI NS, LEd->T,  BEBE—RHIL.
LEELHXREEFERARNOELHR X BEREREGBREEAMARBERESE 6 FOEEIC X 3 KK
ZHELRXEESCABLRD L,
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