SN KREZZ2MTIER Y R b

Kyushu University Institutional Repository

ELBEDODDFEYNE : Yo EIT7Hh6DL YRV

RS, R ]
NMKPBEERERIER : 2R

https://doi.org/10.15017/7329771

HERISER - SMBREMEE. 84 (4), pp.121-126, 1993-04-25. Fukuoka Medical Association
N—o30:

HEFIBAMR

KYUSHU UNIVERSITY




BEEESE 84(4) 1 121—126, 1993 121

BEROSFEYF
—HSEITHLDL Y X—

FUNKE RSB R s
e & & =

Molecular Biology of Genetic Diseases
—Lessons from Thalassemias—
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Research Laboratory for Genetic Information, Kyushu University 18, Fukuoka 812
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DNA JH#a 2 B0BaF &, SHET 20 EL2EA L7, DR, DNA BF e DNA #BIiF% & 0
FNEF R E, SHEZBOFREBLE LIH LOBHAO R P TR RFER 2R T O2b 5, A5
TRIDEIBEHAD A oy b e UTEERMER 5O 2 BERBENRIC LT, ZOBRETEN»
5 DNA 2, %L CEETHREORMEIC D X HREIEEICHEH L 120,

.45 37

VoIV RBEDS o VHEOARESTC L) B AEGHEOBIETH 5. #PERE, dULHE,
A ¥R, HE7Y7, EREHIECRSH, 5 ) 7RECT 285 0BGESFBR I Tn 3,
SFHIBI B 2 REE DEIZ 0% Licd DIZY, HHUFEOFE—EEMHERETH 5. WROEXK
BaBLU 7o y#EOTHETHY, FI 727 TRIEEICE > a 70 B #EBSHRANII T
B, WEM L BME &7 LAEMEERENREOBEIMFE 2T 5. WRERIMPF LV — M oks
THY, EEFI, GEEECERRER X UEETRET 3.

2. DNA B # &

HERDBETETIET 7 —VEAVRIO—= v 7SR RBEE LEHTH - 720, EEABRENTE
it D DNA &EiEER, TagDNApolymerase i & D DS 2 1E 3 % PCR (polymerase chain
reaction) ¥DBIFEI & VISR, »pOBHELEND0, ERBIFEDI B, ETFBRMEREDR 7
V=V THEELTROD DD S,

21 kb — >

G9 a8
-+ 3.0kb >
G9 G10

G9 5'TCCCCAGTTAACCTCCTATT3'
G8 5'GCTTGGACTCAGAATAATCC3'
G10 5'AGACTAGCACTGCAGATTCC3'

1 g7 v EVEETFOHE L PCR B & 3 34IE
K, BLUPCR 771 ~v—, IVS-1, IVS-2
BENENEIBIVE2 A b arE2RT,
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2 Ny h7av74r7izk 3 ASO(allele-
specific oligonucleotide) W7 g 47 & 3
7 DEERORE.
ATLIAY Y TOREREITHE2AL v oy
654 i1 C-T ZEDFE R R LI,
R 70 —7 5TGCTATTACCTTAACC-
CAGY (7vFEYARAITIUER)
Eﬁfﬂ—fﬁT&Eﬂ%Mﬂ%NMG
CAAS (Y AARANT V) THEIEER
WETHS. G-T S ATy FR2BTB7-017
ERIO—TELTRTYFEVARA NS VR
DEH| % Tz,

1) Fob7ZOy b7 F4E—>ay HIERLEEIEp 7o vl THEE2HEIEL T
DNAHV Y PN EFATYRAYT TV T 4 VY —CEMREET 5. ZRCRITI VL 19EEDIE
BROEERT VVICEERNZ 2 O ASO (allele-specific oligonucleotide) 7’1 — 7 % 3@ Y R IR E T/
A TVFAX -y a VEITWEROEERZMSY, Wik sERICHOHEACEHETHY, As2bh
I PCRICEZAMIBEH SO TCHRH TR TR A, I ERIVCT NV L 7Tu—T 2HWEROBETE
LEBETH 29, M2WATSFA Y Y 7OREREKLTE2A4 Y b urAO VIEEEROREFIZRL 12,
2) FALI LRI I arTyvtda  BEPFIBEBROBMRBAICEER-THECE, Fy b
Tay bNA TVIA X -y a3 vETbEL ED, HIEL DNA 24 24IRESR I L 0 Ui, BX
WEIT 5 2 LT L VERERYIMI Sy — D2 bE L THRETE 51,

3) PLUSENTSA7—I2L38IE:PCR 754 ~—D3KEICS A~y F23H11E PCREIC &
ZEMENK I SRV L E2FALIZLDTH S, BLFIA DOV T1 37 CHVHEE 2R OZTBEHEE
DEZDREFEIL T V29, COTHEORER L LT, B2 50EFETTI WV LLIERS X UOERT VIV
B 74~ —2HAWTPCR 2F@—0DF o —7TTw, ZBHEERATT T Z 23R8I D, DNA 2
WroOHB{EDOE»S bEHENTWEY,

—HRADOEEDIFTIEE L TRD S DD D 5,

4) FAV O —0 T VT AT ) ==V I TEEBROWEY o BEHRY— vy T
BREICRD, ZO8EH PCRERHVAIEY 2 ADNA»SEBEINETI LN TES, HBWIEL:
DNA ZREI_AN LT T4 =T ==V LTIATAFVYF oA VI — 12—V a VRICLVIER
BH 2 RET 2, COFERIZ0—=V 7 ORBEEEBTE20EFETHL,. SHRE7VIVEDHE
BRCIERT 2 RETE L :ONT U FEEBEPEE~T 0 EESHROSITCENTH S, K311V 7 b
VIV T DA NVDEEER L, —HOTVMEDAEI R0 DF v ATENRE SRS,

5 #qALrobton—z=yd i ¥4 v vy —7 2y TRRRICHEERYIZRETE B0, 0¥
V200 SR DOEFI R RET 2 O RETH D, HBRHIIL DB OB IZEMIC 2 5, £ 2 TPCREY % 7
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C —

A codon 92

C p—

G —_—

T codon 91

C —

G —

A codon 90
<4— G+T_|

T —

G codon 89

A

o

G
T :lcodon 88
C

®3 AV Ny —2 oy Ik BT T
25 DFEAT.
YT ITHEETIE codon 90 DE—HFHEL L
TCBLUTHAON, TUN—EKED~T O
BEMTHD I LMD 5,

O— ML Ty — 7 2oy Y T ICRHWL ZENTEL, ZOHBEIA[fYa—Ry—yaVdHEE %5
D, BEO 70—V EBITLIEDERR Yy N Oy T A YT REIZBEBROERETIZ LN 7Y 7 —
TE&%, HAZIE3.0kb L) HEROWERF OEIETIZI A Ya—KRr—ya VMEWLWZ EE2 R0
LTWw3a?,

3. ZEDER L DNA 2T

INETEA, ~v—v7, BE, HEROF 7 I 7 2@ L 2T EEOEREZRVWILTw3 (&
1). BOTERMICEATEY, #ETHRHEOESTOEBICEE 2RI ERBEONS, Bz7r—2
VITNEREF U U ATBICL ZEEROBEE 2R/ TH O E EDOTWE, DL D REECEET
ZRNy MO INATNVIA X =Y a VL D2BMEERELLTBY, REEORFVERIIOWTIX
TVNVEREN 7743 - L 5 EROEERFA—RIGTHRETE LY NVTF TV y 7 A7 VIVERER PCR
BEBFE L. IhoDFEZAVT, HESAIXBWLWTH I 3 7OHERBZKHEITo T3 LI AT
»H5.

4. BERAY S I 704HEH

—DRFEHMEICE A, HEAMBOEEN 0 EEDO) b 3BEL SRR oL I L TH LW, bk dh
WHAREELRD Y72 I 7 DREREOERN 9 MO TEWSI A TR, BRIZI6EEOEES Bw
RBLTWw3M, 205554 ACHEOEZR IS BERHZ 2 ICEE LW0IINY RcE3 sy Y ORE
AN 3EEDRWIEEINE I LTHE, ZOBOERIINT o EEETHEREREZHV, BEER
BRE2ES, ZDH~T7 ) 7REHE TIEE I N TWEH 7€ 3 7O heterozygote TD advantage 5
mnizd, HERO XS ~7 ) 7IERGEHIICEonsdbDeEzoNE, EBICINETEI LIV Y
NOZERFIEIT —o v N\ ED~ 7 ) 7IEREMEBICER S M 208, BRI TOHmE TP 301,
FHEADY 7 I 7TEROEBUENEVWI LY, =7 ) TRENZLINCEZ2 V7 vy g Y HAEAIIZ
FELREWDEEZ NS,
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®1 BV ILITOLER

E R &4 2V —vF B HA&
HEEQBEE
-28 ATA (A-G) 6 4
-29 ATA (A-G) 2
-31 ATA (A-G) 5
R Y AMINOESE
AATAAA (T-O) 1
A4y T OREE
codon 19 (A-G) 12
IVS-1 nt1 (G-T) 7
IVS-1 nt5 (G-C) 22 3
IVS-2 nt1 (G-A) 4
IVS-2 nt 654 (C-T) 11 14 13 5
FRROEE

TV—AY 7 NER
codons 8/9 (+G)

codon 15 (TGG-GG) 1 1
codons 27/28 (+C) 2
codons 41/42 (-TTTC) 51 13 8 2
codon 41 (-C)
codons 71/72 (+A) 2 2
codon 54 (+G) 1
codon 95 (+A) 1
FYRYALR
codon 15 (G-A) 1
codon 17 (A-T) 29 2 1
codon 26 (G-T) 1
codon 35 (C-A) 1
codon 43 (G-T) 1 1
codon 90 (G-T) 5
HREoEE
codons 123/125 1
(-ACCCCACQC)

codon 110 (T-C) 1
codon 123 (-A) 1
codons 127/128 (-AGG) 1

=1 s 149 45 22 26

5. RPEBEARIGT 5 BEHOETF

ZLDBHEIZOWTERUEREOBEER 2R TAS L, A—FEBLEBSED THRERICIEN D 23R
SNBZEDNDHD. THODEEHENY 775V R ERRNTZ2EREY, a VT 7TOEMK X
DR T 22 E8bh o, Zhida 79V #OBAIC LY, YIS 7T OREODERTH- 72
Bla LLOTEHBHET 270 EL NS, 8517, Gy 70 BV BEF LHCH 2 Xmnl £ EEHA %
RETED S OTIE, HbF 05 SERSBEW S 01n% < Aoz, Xmnl B & 3EERERIZ VL O
Dy, Dy Z7aEVERFTRALLOBETZOAENTELTVEIHDEELLGNBD, DL
i, BRIRA 7 o UBETOEEMC L ZEEOCTREREEZRTDIDOTH S,
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6. EIZFARBOTRENE

HE7F /Yy T7 I —AOKREFEREH LTV a7 L VARZ ¥ —2HWIEETFEESTLR,
BIFRRENMEONDDH B, I ITEODVTIEIED B hoBEFHREONKE LTEHSATY
7e23, o B VBETREFAGOEHES P S F RERAMKEE> Ty, B g /e rBmFHOL
Tz b 3 DNasel B2 MHEA 2 & 0e488, LCR A2 HICERE L BEF2RERBERNCHRE RS
B EdbhY, IREAVREBIY N av A VAOBERBMTEbR T3, ZOHlME  ET
b5, BRiZy 7o BEFORBRLZEREIRE7AT7C, TRV HEATYS, ZOHEBELL
THRERZ Db s THRIEM S o VBETFOREVPREVWERESKRE~T 7 0 €V IEOENT 2175 T
W3, ZOFBR, v 7o B rBEFORETCORTEMEIC X, HERRENTEERERTFSESL T»
BZERRWIEL, ZORTOFKREMCL 2T I7OHRELZEEBLTWS,

¥ b Y

PCR EDOBIFIC & W B—BEFRBOBBER IR o7, FDHECOWTHRRB L L H I, FE7T
STDOBYTEITOBFREREZ R L., ZDX5BFEOARBICLVEHROEROBRVES TR,
RIS 227 o 1A RIBT % ASO Fu—7 2V 3 2 Lz & 0 BRI DNA B 6 & 7%
Sl EHRTUVNMBRNZ TSI A4A—2HAWTPCR 21735 2L XLV EREKFOATEM 2T+ &
LTE3B,

EEFENFIZU LD X > 7% DNA KO SO AT BEFE L RBEA L OG5 B CEER
IEREL 7O DB 2B LTINS, 2D D RBITIC L DIBEAND RN ZFEHN D PE LN L HEE
b Y, EEEBGCTOEAR I ZEGFTHELLE, SBOERVSEFINS,
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