62  BHSIERLBRC+rT2EEROLEY —4HE

- iEERRE

@B =

. E & e B : :

neRHsFErERTsy72=vt32bba, g, v, 8 —polypeptid-
e b nT7 s /EBRE ( Amino acid substitution )Z#EL A}
OEREMEREL WS, ChEMEEBERETORNA codon FOEED
BOBLOBREE7 I /B2 B07 s /BB ELDPTELRE>KIDT
b, BREEM Y BAPKE—MEO codon CDOWT, 2LDOcodon =#
&LTW%3@@&%@5&%#~@ﬁ§ﬁéh%kbféb,Ch%om?*

oint mutation & LK%, TOE S 2RREBEIAO—HAL 15X 15
BlenosBAHBEHETRCLILEIN TV, ”

REMNGBRECHE, C@@Km*RNA@KWéVCib%’ﬁE polypeptide 8%
LROBHTBEO A DRMEELS b @:( Thalassémia )P XU 0p-
erator gene ORMICE W RMEESLBRAMBENL polypeptide 84
@ﬁmwmﬁmﬁ&bnfﬁﬁméﬁﬁiﬁAﬁLoxﬁfm&huanmw
persistence of HbF fEx2 3,

—HBEROIBE, CRENORE®2 5 L NCEC~REEOREX L TR
DHRELINTVLHRFRRAMNCLHM Ex0oFFIEER LA ERBERER
FRELEVIOTD %, L L BAMBROBERE LERKERRBH OBERK
DVWTHEBEIA TEAONRAREREMBEETD L, '

RELAMBR 2R T 220 He#H, non ¢ ~FHP I UF~20=ZEHEH
FLLHASDINTELB: +4 hemeoMEHEHBRL, I LCMBESTF
RrToNEBEONERTRCHEE 7 : 7EB2EL, $F0MBLHEUrIELH L L
tKCEF LT RECLTE Y, HTRABEAFERE7 ¢  BREHL CHF
ArKkoBAZBE, zﬁﬁm@ﬁﬁ&%mvma BC~2ERFTH~4

#7/b@%fﬂﬁmﬁ7~/@Kxb%ﬁéﬂk%ﬁKNAékh ~ & g
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CIAREOTHPHECEREZTECL TnI, OBRFFHE~LERFFT2
ZER L VREELTRoTnE, ~2 2 k%223 EECHFORATEE, LB
240, Heinz MDD %, TabbliEESFE~4 L& polypeptide
FOMHEBRE IV Y 2=y ' EALoBHECr wTIHhBEERRLOEE
BHo7 s /7 BEFZ2zCLWHEE T CED, co¥Ho7 3 7 RERR
MEROEL A BEEEI ALREEL X 2D LOIRREZS, COIOK
mMeEROEEML2E-BHEMY, Heinz MMrERTELZXRLAZ IO 2HK
FTEEOEREL L& R
%mm%rbMT%ﬂsOﬁi#ﬁﬁﬁﬁméi*~«4%ﬁ&msﬁﬁ@
BEONECREL RHLA, cOb 2 IR FREEMEERETD 5,

o ; - ﬂwv%maﬁ'*%'

(1) ﬁﬁomﬁ 2 - - : :
X @ 3 fﬁ%véﬁﬁ% (&B2,: BB P R, fﬁim&é%ﬁ%) X T v
7wy bINMEEBL, e P SRR

BMEORE: A

@I%:!Sﬂﬂ: Lk%%ﬂﬁ%iﬁ%ﬁﬁﬂ?-kﬁ&ﬂ%bf,, iﬁﬂnﬁk@@ KW
ﬁﬂﬁ@gﬁ@}5WQEO&D5F@CCA,%MKT,\ﬁm##MK#
o, FLWER(3000RPM) i2 LY (Ba¥%, mMEREELC g /dl)
&ﬁgﬁ?z’o . N . ooy e .
(3) R ABRKBE ) (pHSG , pHT 2 Yoo

). k=R T T fﬁ%ﬁ%&?ﬁz‘%?) (pHE4) S
(6) (HbA EEREY . . iy
t»n—x7t7~¥ﬁ%ﬁ%ﬁﬁ(PH84)Kleb&&HbA#IO
REMGRPERZ LML, ThoBkBBESI(bere 2727~ NERE
Ybwnk, ThEhDrabkin MICHEH LT, Soret. % (405 nm) TH
%g%wp RORECLDEHAL L, e :

o .i.-':-'. a‘.v. - ". R Hb & @ &‘)’ﬁﬁ ’ - o
Hba = :'x100%
S0 um&-HnA+£ﬁM@§ﬁE)©&%E
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(6) REMNGERSECR S
wrr—AT7e7— EBREKBEC I YHIVAYEER L FARCERNE
KATE AR, BHLTEEEZAEL, UFORCL pEHE LA

N S REMGRASEORKE
= 10.0%,.
ﬂﬁMQ%ME Gﬂ&%ﬂmA+§#mé?ﬁE)©&%§><"ﬁ“

(7) HeMz¢¢$ma&>
a & X
®© vvBREBK(0066M pHTZS)
(2 Acetyl phenylhydrazine ¥ (CAPH) 7 -
1~ acetyl - 2~ phenylhydrazine 1 0 0mgpc
ghmuezoow%mz,i?ux@ﬁﬁﬁf1oowa?éo
" (® Crystdl violet Hfayk '
' crystal violet 20 g&~$-ﬂ8§ﬁi§'#1 0 0meiC &3,
RBRE (75X 1V0m) Ll (HBEEHLE Uy VL rE vy b in
Bty ) 01meth, chCAPHEK20mEMATE CHERAL, ¢
 OPREZE S ERATHHBEREI 22, ChE37°C2RHMEL, BUrE
:ﬁsgz*éans7%2ﬁﬁmﬁ¢a‘ﬁ%ﬁ&fbwu'ﬁﬂ15k€ﬁ~
gtal violet HEW 2 FOHCHAL 5~ 1V 0HBRKEEDT Hr A5 ¥y
sAkcEd, ﬁ»~?7XT%L1%ﬁ?5O ALt e e
o) HE(R=27) ' o o
| ~R=70.ﬁMﬁWK§<thi$ﬁ%%%%m%®§XE?W
FRIMIRKIC Heinz MME1HZ2E0D 5300 A2 722 Heinz VN 2~4 @
2BWOBID. A=73 : Heinz M5 EULERD 52, Héinz FEosH
HRE—TEWRID, A3 74 i Heinz MESSEM ETH—KHAH LT
Zais@o A= 75 K% Heing' /J\ﬁk#ﬁ;&l/?ﬁjﬂlﬁk@%%@?b Bh&%
Dy il Spoier AN i
(8) “Carrell ¥ )7
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@ & _.

@ Tris*HCy B®BH(0.1M, pH 7-4)

@ 17%14Y 77— «Tris HCY BEHR

) #FErIvHE

ﬁm%(10g/¢z)02MK4/7uA/—»Tran@&ﬁ

W20nEME, 37 CCMBT 2, HEd REENEEDSE, MEH 5
HLUATREB2EL 3. 2 09HMBcRREBRA LN B, FREOBEAR
404 HMMBELTCYEHTS 5, ' P
(9) BEkRR
10 HbFE&> , _
(Il Fingerprinting #3 1°) Coe T

, m%&%$;3%$

fEF1 S UEZB & DEETUS 118zt 7@?&3%%&%5&@5@%%@
BHT7S500PIConTERyVEREBER IV R 2 ) —=2 v 7 REFTR
WIBHORFMERELY RiLx, ChoREMARERRBEO BEHSL
& Y Hb Kurashiki, Hb Asabara ¥ LfHb Okayama L®&B L%,

(1) Hb Kurashiki R
ER %%@EETFU 50& ZBZ‘Z%W&%«?Wﬂ%ﬁﬁ ‘E‘fﬁﬁ%"i%&%ﬂ‘ﬁﬁh
BREDT Tk, §4F 0BT, BXHRETCEL R0, OWIFH
E(IHb 155 ¢g/d8, HEIEHE, cholinesterase 358 Iuds Al-
kalinephosphatase 40 Iu/L,BUN 1 ém d¢, GPT 20 Iw’L
TREFA 2B ¥, KEOKEIHt46.1%, WBC 6400TwFhi
ERBBCD ok, RERAETRHBEZEORB (354) I hA—0RkBERR
FTREMERIRMI hi

 REMERRE . : :

LB —ATET~} ﬁ%ﬁﬂ(ﬁﬁi( pH8 4 ) CihidHb Kurashik-
1ﬁEﬁHbAID$%{nHh&tHbA@?@?HbA%%LT%ﬁéﬂh
RENEERSEESER155% HbA 2.5%, HbF 1L 5% LU HbA:
Kurashiki 11 %%8bk, 50C 4 0AMBoORERRRI L L% T



EETB ok, Carrell BTBEB2EL %, Heinz MMEtERRBTH -
51.3% (NMR24 %) LLELTH Y Heinz MEOEBER Score TH
¥+ 2L, Score 4.2 27%, Score 51 25%LBLreRBEKCKHL
THeinz PMEERSTTEL T b, TIEK Carrell ECBE /R, He-
dinz MMEERTEETHO TRREMEHEE (Unstable hemoglobin )
OHBMCALRFEMEORETS 20 REGHRER & LV BREREBO 2
OTmild type OALREABRCHEILINEEMEEL b6 FRMAE 2
o FAKCEABBI: b BOABRASOMKERL2ET 22552 LA
BICBBIN, SBRE L EDBEOEEBEZNI2VWBERERRER 2RR
KEiRrhd 2ok ey FEO S/ r e v —REZGOBETE @« Tp- 9 (ASP—ALa)
BHB Lk, 2OT I /VBRBERBLEEI~2CEELTEY, LoThf
ROFOUBHECVTI2IAL LAREMBRL Ao EEL By

(2) “Hb Asabara

BEXBMSO0ETA g%{*%ﬁ%ﬁﬁ&wh +__3“§H§xt§§®séﬁ©

d EARcER, BHHEBBUBRTE2 I TR, A5FT0BETERAORETE
Z RO, OMBLFEREF ICABORETCEEEONDNCREREFRRA R
R ofc, REREBEC I VRL (227 ) & YE—KBEL F+TREMDEE:
R &t o g ne : :

EEneERE: , L _ S .

A —RT T — bﬁ%ﬁﬁkﬁbﬁ( PH8 4)THb Asabara [@ZHb
AXb 3+ BBIEhHbpA, EHbA OPMICAT 5, SREHb Asabara.144
7, Hb A:.25%, HbF04% HbA, Asabara 0.6 %kifibko BRI 2.4
P TIEET Bokes, Carrell ETEEER® 2o HeinMeRHRIE 53 % (%
B2 4% ) LAEMTIENTD Eh, Scorex &% & Score3 : 3 0%, Scored : 28
7o & BHLDICKHRICH L THedna AMEERDETEL TW B0 K d BEBRKE
RELTALRANE IO 2 REHRFRRBEEERLTWB07T,. mild
type OFREEMBRELZE T, SRBEPIVRENCELEZOBE
EEERE RN R > TW S BERD %,

(3) Hb Okayama

KIEG BAEEREAL ) AHI WA RBNEEET, BEAFEEEOLD
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ML AR AR TR R E 01 TWE 4 1 FOBM T,  BEMRE TR
Ise; BB BEEEAIC, KRR E B 5. REF AR, Total Bilire-
bin 2.2m/ dg, Chofestrol’ 27 m ds albumin‘ 1 8 g/d42,G1-
obulin 3 6'¢,/ds! Chdlindsterase 720U/ dd, GPTH"
{32 10/L, 'GOT 4T IUVE THE 7. 2 8744, WBC 61 U0, s
W 148,/ 100 OTF T FRABE, i, HIMIRSTELT S, BB
éﬁﬁi‘%%%‘@ﬂiﬁb .l: Uf LONGE v H*@i#ﬂl@i#ﬁﬂi% AR
&#m&iﬁﬁ SR SRR N E SELE SR
S ———— ( PHB 4 YCHE Okayama W HbDE

’ﬂ%y$%<ﬁmM£HbA@¢@M%ﬁénk %EﬁHbomwma116

B "HbA 2.0 %, 'HbF 1 1% !, HbA:  Okayania . DA4%CEL,
BEMRBIES 1%, Carrel "ERFNIEELS Sk, FEHRELEE
Eorp BB BERERY B0+, TEEMERBREAWTHY EHTSS
@f“hb@%ﬁﬁﬁ&&%L&mﬁﬁﬁ@#ﬁraao R

: : %%*%y;@;ﬁﬁgda , AL LD T
R Lﬂﬂhlzﬂ)iﬁlﬁléi%——v\t ALY 3BEORENERFEHE LA, W
Ny RESOCH—REMGESEHI N, $HEOBRERERD 5H 2k
oko C#’L bdwihia ﬁﬁ’%f é b, slow-moving hénfoglobin ‘7
é% Bt S g o Bi DU EY e e a3 e
-Hbm&nh&fﬁ%:wHFKumﬁéhﬁémy$%%&ﬁ£%x@ﬂ

“Carrell HB#ETH D, mitd'unstable hemoglobin (CEF 2L T
@&&&ﬁ&%armz#ﬁxiﬁméﬁmﬂﬁ?5%ﬂﬁﬁﬂo?¥ﬁﬁ+
ﬁ%ibnéofAﬁ@éﬁﬁ$#M§Tééo

“HP Okayama Hﬁﬁﬁiﬁﬁ%%bthﬁﬁlﬁl@%fﬁ’@é% %’ﬁ:lﬁlé%@

—&ﬁﬁ&%mxb7 /Mﬁﬁ&%é#%?bo : R R
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BREHTX R b OCRGEEMXTER) Y IMER @
WX O—HTEt. BREOEECRTNATNIRANBYET

FRANE

MERES a2 o0 72=y bbb a, B, v, § polypeptide # I
2B WTT 2/ BeEH#: (Amino acid substitution) Z4: U7z & 0 % Hg i (43
JEE WD, 2T A EREES 7D RNAeodon HIDMGERDELY 1 % D% Fb
ET I BEMOT IV BIZIRVIER D Z LIRS b D TH D, BRI
D EZ DME—{E D codon ADWT, /2% D codon ZHEAM L T2 3 il D
D) BEN—ENERIN D72 THY . Zi% one point mutation & K58
B, 2D XD RZEREFIZADO—HARIT 15X 15-5 [\ & 9 (R HERBEEE Ciid

ZhHhEINTWS, 1)




