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MEZEHESEEZED DNA ZHAHFEMNBVAZB A 5 - —F
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K 50 BT 2 10 LPL B HEETE (A221-del,:R243C) . & 6 BID LPLEREA].
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(1) LPL BEFER : EFVRELTH
Wz LPL BETFERI. 1HEHERBRO LPL
BETFAER 6 BRE 1VEEARED 1 B
BHTEETHB, THHI TFY30
Y61X (438 ® T—A). IFV > 50 V200A
(854 ® T—C). TFY > 6D R243C (982
C—~T). A26IT (1036 ® G—~A). TFY > 7
D AT (1255 @ G—»A) IFYL 8D

LPL-Ex8R: CTCTGATCTTCTGAATGGCGA
% 1 PCR B OITFY >3, 5, 6, 7,
8 M DNA - Zid, ZHEH 340, 337,
353, 202, 205pb TH 5.

(3) H2PCR T I — LGl :

W382X (1401 @ G—A)D 1 SHEEHE T+

V250 A221-del (916 D G WREK)D 13

ERKTH B, N5DLPL AR, LPL

ﬁ?%ﬁ'@%x%kﬁ&ﬁéﬁ'é }

(2) % 1PCR 0)7°7’f‘~?~-—<‘:%{1#: 7
® LPL ZRERHT 5 70IT.
3, 5, 6, 7,

% 1 PCR B 0 I+ >3, 5, 6, 7,
80 DNA 5> 7LA NELT 7 BED
LPL ZRERET B0 DH 2A-PCR (7
LU ARYwZPCR) EUFOTS54<
—2FANTITS. CP 73147 —IF. &I

"//W)ﬁaﬁut'rwjﬁ/r?-— sp
7’(7——&1@3)1/ 7"??“}552#_%\%72)\:[@5

Bl (Fo¥—351) 25 RK@cat s

IHY L
8EUFICRETII517

— (FEROH) ZAWTE 1PCREREZ .

75, &I, 95C5 2. 95C0.5 43, 60C
1.5 53, 72°C0.2 5% 40 [, 72"(:1053‘ K
ST 4°C Lﬁ:‘?‘?éo

LPL-Ex3F: CTGTGCCAATGGGTTTCCA
LPL-Ex3R:
CACTGTTTTGGACACATAAGTCTC
LPL-Ex5F: =~ ' v |
GAAATTTACAAATCTGTGTTCCTGCT
LPL-Ex5R: e ey
CATTGGGTCAATAAGGGTTAAGGA
LPL-Ex6F:
AGACATGCCAAATGAAACACTCT
[:PL-Ex6R: -
ACTCCTTGGTTTCCTTATTTACAACA"
LPL-Ex7F: '
TTCATAAAGATTGATCAACATGTTCGA
LPL-Ex7R: ACTGGTGCCATGATGACCG
LPL-Ex8F:
.GAGAGCTGATCTCTATAACTAACCA

SA4T—THD, 82APCR GEHIE. 95C
5 4. 95°C0.5 2. 65C15 4. 72C0.2
A% 40 [, 72°C10 %, RISRTH 4CIC
RET B, L

Y61X- CP! ' .
TAGGTGGGTATTTTAAGAAAGCTTGT
Y61X-SP: .
GAGAGTTGGGTGCCTCTCTCTTGTACAG
GGCGGCCACAAG

V200A-CP:
GTAGACGTCTTACACACATTCACCAGAG
GG‘ 1 . B :
V200A-SP:’
TGGGCATGITGACATCCTGGCTCAAAAG
TACCTCCATTCGGG

A221-del-CP:
CAGTTGGGCATGTTGACATTTACCCG
A221-del-SP:
CTATCCGCGTGATTCTTCTAAATAATAT
TTACCTCCAAGTCCTCTCTCTGC
R243C-CP:
GCACCTGTAGGCCTTACTTGGATTTTCT
R243C-SP:

-



CICGJ:GQQAGEACACCCAGATGTGGAC
CAGCTAGTGAA

A261T-CP; ~
CCCACGAGCGCTCCATTCATCTCT
A261T-SP:'
CEIAQAQGJI}_CAGIAGAGCCCT’[TCTCA
AAGGCTTCCTTGG co
A334T-CP: e
CCTCCCCAACAGTC’[’I‘CCATTACCAAGT
AAAG

A3UT-SP:
CCITTGAGATTTCTCTGGGATGTTCTCA
CTCTCGGCCACGCTGCCAT N
WIBZX-CPi  yy gr o
AGACCTACTCCTTCCTAATTTACACAGA
GGTAG . '\ 1oon,

o EEE I

W382X- SP —_— s

AAGAGIGAIT_CAIAC_’DICTGCTCCACC
AGTCTGACCAGC ¢y 4y

A [

A-PCR fﬁ@ Y61X, VZ00A, A221 del R243C\

A261T. A334T, W382X 0)*3"1’2&1 =N
*”C?’Lll3bp\ 125 bp,t 131 bp, \133 bp, 119bp,
140, bp. 1?7-bP.T?5.€>,. NI

/\47')5’4"&4’* = N 74”)‘ >3 2
&Ezﬁzﬁlﬁ 27 ﬁﬁ@ LPL ZRZ®RH T2
O TIORTERRE T 07 (Wp),.
EERBTO-T (MpEER L7z, . a
-7’;&:&@5%" E%@ﬁ%&*ﬁ@iﬁﬁ’&
%#’L%?’LS {EIJXJ#ELEEE (;k%‘CT LT
) T%’ck..?fhkf&ef NI
YOIX-Wpi . s S
AAAGCTTGTGTCATCATCTTCAGGTAAC
AGGAATGTAT . -
Y61X-Mp:

AAAGCTTGTGTCATCATCTTCAG GTAAC

_'23_

AGGAATGTAA TR
V200A-Wp:* " e T S
CGGTCCCCTGGTCOAAGCATTGGAATCE
AGAAACCAGT: -

V200A-Mp: & -
GGGTCCCCTGGTCGAAGCATTGGAATCC
AGAAACCAGE '~ * . & "
A221-del-Wp e
TGGAGGTACTTTTCAGCCAGGATGTAAC
ATTGGAGAAG

A221:-dél-Mp:' SR BTN AR
ATGGAGCTACTTTTCAGCCAGGATGTAA
CATTGGAGAA 1wl 77 Wiy
R243G-Wp: ™ - i H
TCAT"TCAACAGAGAGTCGATGAAGAGA
TGAATGGAGCG KRR

ced .
LA J T

TS RS N P B

R243C-Mp:
TCAT’I‘CAACAGAGAGTCGATGAAGAGA
TGAATGGAGCA Samol L
A2BIT-Wp: ¢+ 1 o 7o T
CATCGACTCTCTGTTGAATGAAGAAAAT
CCAAGTAAGG" SR T
A261T- Mp it '
CATCGACTCTCTGTTGAATGAAGAAAAT
CCAAGTAAGA' A
AT Wp: s T
TTTTTCTGGGACTGAGAGTGAAACCCAT
ACCAATCAGG - 1M .+ 178
A334T-Mp:
TT'TTTCTGGGACTGAGAGTGAAACCCAT
ACCAATCAGA R '
W382X-Wp: -
TAGATATTGGAGAACTACTCATGTTGAA
GCTCAAATGG 1+ . &

W382X-Mp:  + - i
TAGATATTGGAGAACTACTCATGTTGAA

s
A
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53'?{* ‘. .
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LVHRE N~ LPL BETFER. 2 BlOF
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50 FIDREN S FE, AF O, E¥0 3
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—TMhERENHNEEEBFIESA TN
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TO—Tn 5 BRI ENE S i, %
DY TNViEATFORERS,
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LPL £R&, 22 fOW. 7 HEOFRE, N7
O, E¥EO3HEZHRITEZ LY EEEEE
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EHEEEERNT, LPL REDTS51 2R
RBRET MR, HFED. IRTOE
ErzBHT DI ENTETHo . TIN5
DFERMNS, ECA-SMMD 3. HEERER
RENOKAMNAEE BEbI,

E. #5h

LPL Bz TFE#i o AT LoD Z B &
L. BFIHRELT, 78D LPL BT
ZE(Y61X, V200A, A221del, R243C, A261T,
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1. #wWXHER

Nojima, T., Yamashita, K., Takagi, A., Takagi,
M., Ikeda, Y., Kondo, H., and Takenaka, S.

. of
polymorphism (SNP} with genomic DNA by
the
electrochemical hybridization assay
EHA). Anal. Sci. 19:79-83, 2003.

Direct  detection single  nucleotide

diimide-based
(FND-

ferrocenylnaphthalene

Harada-Shiba, M., Takagi, A., Miyamaoto, Y.,
Tsushima, M., Ikeda, Y., Yokoyama, S.. and
Yamamoto, A.

Clinical features and genetic analysis of

autosomal recessive hypercholesterolemia.

J. clin. Endocrinocl. Metab. 88:2541-2547,
2003.
MR, EANT

HTGL &BMfEF S —4 —1 WHER
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SERREE . .
4% DNA &2 AW 8icF2 [fﬁ- BB
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IZHB W TEE RS ME]

HAATRED I HD3C
Z UD%*” ’Dl/\'('/)*f/f v
ECA F » 7 C

100%DAEE T:H D LRI | .

A HFEERY

CEMREEETH BFAT Y L AT
BEE (M ILBETERICED | AN
AFIE —ANHT NTFY v (6MP) R
BT FF A DEEARBIERES
XEITIERDHDB, EoT, BEFSH
ETFOEADL I L&) EROBWER £ H
BT BT ENTES, ARACRDLAD
TPMT* DB F 281 3 CIZ“DUVVT ECA F v
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&#5 S '

. gk

ted e

B. #REE b
ERRTHEELAL L 132 % OEEE#KD
47/ I DNA & VT, TPMT 3 C & & defEIR
% PCR T 3% fE L
GGCTTTAGCATAATTTTCAATTCCTCAAAAACATGTCA
GTGT Primer 2 °: GAACGACATAAAAGTTGGGG
(Product : 132 bp)).

( Primer 1

T N T L
FY Ly ks R AL R,
PREESRE ACCI IZX B PCR-RFLP: (T TH#ET
2T DEEREN Uiz, ' E, D PCR
EWEkT . 7L—he LT, BERASTH
RICHLAPDNIEFIEEHA T4 2 —T
A-PCR* & 1T 72! (AT A ~= =+ * TCTACTTA
CAGAAAGTAAATggEtitagcataat tttcaattecte
aaasacatgtoagtgtgattttattitatetatgteote |
PCR I 95°C 543%% ., 95°CH 30§ 68°C
08 &3 0¥ATI ) .
= @ PCR BEM % S TPMTAC B2 VBT A B0 |2 b1
TE ST BRI ST ECA F Y
ETAL T VF AL ERE] T4
Eﬁéﬁr“%”%?%bf¢”%&ﬁé
Tk WEERBICT Fy X EOE
ﬁ%%ﬂbﬁaﬁ@f®§&i(ﬁmnﬂ
iNt) /-15 & U7 0.8 BALE % Wt Homo, -
0.6 LI F# Mt Homo' # % Hetero &
L=, U S N M A

" ligase T
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ERAT ARG, ERERTERESL, £
TEE TR R TS 2 & ICRBEORH
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. REORE. @Aﬁﬁwﬁﬁ Wi
;5ﬂaTﬂ§@&>inﬁgm¢ Y
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-—
Q —

C. WIERBR ,
wmscanﬁﬁ%Pm
%iAmIT@%LﬁJMIIT@%énh

EREMEO TPMT3 C EHEEH D, '+ - &'

DIER, 132REDI S, 3 CEE~T
BT34, FEECEATHY, TYVNVEE
1£0.013 ThHotloy o '’ .
F7r, CORBREIELSA VI = AT
bRER SN,

hoomErHNT, mA%/ff
TPMT 3 CRIEDZ 5 A4 KT R b &1T>72,
JFRER(L,  SMMD % FIVVTIIE L7z, A-PCR
D%, Fuol LTAA T IVIFTAE—T a3y
L. ®EHE 4 VH—ETTAS—a,y
Rt %w1Tolz, HUVIARTA L F—T L —
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