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7 7 7"') — 7% (Fabry disease) X, a-H 52 b3
¥ — ¥ A(u-galactosidase A) IFHEDE T2 EE T
L HRBO T AV — A(lysosome) iZ 7 O b
)T A Lt F I F(globotriaosylceramide
Gb3) BT T 2 J 4 v/ — 4 i (lysosomal
storage disease) T & 1, 1% ¥4 5 FE 7% (chronic
kidney disease : CKD) * S & & RS EE + = /-
T XMPLEERERTHE. 7y 7Y —FKT
i, BESEINFCMEES (enzyme replacement therapy ;
ERT) #*4T b i, I + -~ O > # i (chaperone
therapy) & HEEREFIZd 5.

BIETBUNE, SRS OREFEROEE,
FORMIZE, FETERWL R2Y—=r, Lo~
O R OB OMAR E RO FHAR Lo
bis, 2011428, BFREF&HI»L [EH
WCHBVT D RIZFEMRIE - BUFICMT 24 FS
Av] BREERESRL KBTI, 777U —9%
DIEFBEICBVTLELRT A FS5 A >0l
BE a-H52 P> —+ ABETF(GLA) %
DHEIZDN TS,

1 HMMQR LIEAT &
_B»wwgﬂlpmmﬂﬁ}ﬂﬂ.ra@ C&

‘Mu uw*n%mﬁmm :Ummumummmqmuwn_rﬂrm.)nﬂrhi %Sﬁ.ﬁ .

1 ECFHIRE ORI G

a ERIARARTL - BBERERIE T DEEICER
TREHIBEER O

BIZFHIMIE - BT L R 2RI H @S~

EEEHMOFELR 1IN T LB TRY
RINCERMLASEEE, 7770 —fcs

WTHHTIXE B,

b ERFHMREORER

1) TTICRELTLSBEORI=EME
L TiIThN DM MBI G R T
HIZFRRFEOWNW OB L E® - TH (K
ACBFABA 7 r—AFa>t> b, FiFEs
FIIBUTBA 74— FT7T &> ) ORI,
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GLA It X Hufo fE D Felfi Xq22.1 \ZTF7ET 5.
A 5T D A K 12,436 bp(base pair (HEBE
)T, TV 1(exon 1) (254 bp) DINEET ¥
> (initiation codon) BL T @ §f3R 194 bp, =2
¥ 2(175 bp), T2 ¥V > 3(178 bp), =2 V ¥ 4(92
bp), T ¥ ¥ 5(162 bp), =¥ > 6(198 bp),

TV 7291 bp) DT WO T2 Y I HARRL
=115 EBAR 4R (coding sequence : CDS) Ik, 3
A4 XH1290bp T, 31 WOT /M DRBY
FFNRTF FE&t 420 @OT I/ W biE
B XL A% L %1k 3 F > (termination codon)
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(polymerase chain reaction : PCR) CH#I#E L, Z
7z, TRTHIy Y v-A ¥ b0 (intron) FE
MEELII V21 OEBREFR,EZ Y LT
ORI E TOHFRIZIOVWTIR F—F L
RNA ik & L7miES A1) 2 5 — ¥
I (reverse transcription PCR : RT-PCR) T i 18
L, BonEDERMLTY ALY Fo—2
I ¥y TERITT A5 Z T altemative
splicing 12 X 2ERLIRMTED 9,
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DNA MBIk, =F L > ¥ 7 3 »MEERR
(ethylenediaminetetra-acetic acid ; EDTA) id:li¥=%
E% ¥ (reverse transeriptase) O i 1t % E 3 L % v
DT, EDTAADMNa A Y, KA, &BLT
LI DR WV)IRIMEEZRAWVWD, ~/%) ikt
ERTOIEEEEETHOT, ~/3) YR
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RNA HiaiziZ, 3RM5F PAXgene™ Blood RNA
Tube(AA~<2Z b > T4 v F 2V ¥)ERNA
#% 8 il PAXgene™ Blood RNA Kit(H #~<2 b
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T4 F Y )OS S PAXgene™
Blood RNA ¥ AF A(A#H~NZ by - F4 v ¥
¥ ) HwA, £M2.5mL ¥ PAXgene™
Blood RNA Tube(H#R~<Z b >« 74 v F 0

2) 4°./ .\ DNA DHig

QIAamp DNA Blood Midi/Maxi Kit™((#%) % 7
'~ {QIAGEN)) T4zl 3~7 mL 7%* 65 DNA % Hit
HES 5.
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3) b—%JL RNA OHEH
PAXgene™ Blood RNA Kit(B &~ 2 b ¥ -
FA4 9 F V)T h—F ) RNA ZMBET 5.
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o N i, vy T EWRG, PCR 4 & RT-PCR B & ¥ (1L 7 br—2
1 KOD-Plus™ (1 U/uL) (BE4) 1yl
2 FWHEDK 35-X uL
3 FAFURILAFFZvIA(2mM) 5pL [1) RT-PCR
4 KOD-Plus™ Bl 10X /\w T 7r— S5uL
5 WBTIRIDL(025 mM) 2uL (1)RT(—288 cDNA SRE) T
6 ' AT SA—(50 pmol/uL.) 1l 1 URRZLFP—ETU—K 11-X pL
7 R FPUFRVATSA—(50 pmol/uL) 1L 2 sX/)UwI7P— 4uL
8 4°.//xDNA(100 ng) X uL 3 FAFIRAILAFRE v A(10mM) 2L
P oL 4 URRILFZ—EAVEES— 1pL
5 SHLTSAT—(25 pmoliuL) 1L
T = 6 b—%)JL RNA(240 ng) XL
1 94'CETLITTHS, LITD2ERRETD. 7 ReverTra Ace-a-™ (10 U/uL) (BE3545) 1uL
2 94°C, 25y —94°C. 1570 —55°C. 30# —68°C, 308 —4'C & B 20 uL
A2l
3 QIAquick PCR Purification Kit™ (=77 4">/) C PCR EY) RN T 5. T =
2% Nucieve™Seakem™GTGF AO—A(F NS/ ) TREXRML. /o KoE 1 30T. 105> —42T, 2053 —-99TC, 543 —4T. 55
YIDE LT, QlAaquick Gel Extraction Kit™ (£ P4 ) CRMNT 5.
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#1: L2V 1@ CDS JIOMBRTZ A< — 1 (1D RT FF&# 20 L
DNA-Pl A7 5 4 <— ! 5-CCAGTTGCCAGAGAAACAA-I 2 URRZLFP—HEIU—K 63 uL.
DNA-P2 7 ¥ F XY A7 5 4 <— : 5-GAGACTCTCCAGTTCCC-3' 3 KOD-Pus™ B 10X /(\wIP— 10uL

#¥2: XV T EFUCFROMIBE S5 A4 < — 4 W< IR0 A(25 mM) 4L
DNA-P3 ¥ 273 4% — ! 5~ACAAGTGCTTGATAGTTCTGA-3' S RNA-P1 EA TS5+ <—(100 pmol/pL) 0.5 uL
DNA-P4 7 »F 2 A7 74 <— ! 5-CAGGAAGTAGTAGTTGGCAA-3' 6 RNA-P2FFLUATSA—(100 pmol/ul) 0.5l

7  KOD-Plus™(1 U/uL) (BUEE5) 1ul
ATG 5 § 100 L
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2 94°C, 24y—094°C, 15 —+55'C, 30¥—~68"C. 153308 —4'C
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3 RNA-PI BYRAT7S54¥— ! 5-TATGCTGTCCGGTCACC-3'
RNA-P2 P FEU/ATS5AT—! S-TTAAAGTAAGTCTTTTAATGACAT-3'
FAFXUROLZAF R v IR, )RT RIGRICEENTVDDT,
ENFTETEDD.

4 RT-PCREE¥D’E QIAquick PCR Purification KitM (74" /) TRANT D.
CORETRE AW T D& PCR EVIFAAT /I FELTEHSNS.
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[2] Nested PCR
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1 KOD-Plus™(1 U/uL) 1uL
2 FREIK 31 pL
3 FAFIVRIUFFEZIwIZ(2mM) 5puL
4 10xPCR/\wI7P— 5 uL
5 MBI OARSmM) 2l
6 RNA-P3 22/AT75-~<—(100 pmol/uL) 0.5 uL
7 RNA-P4 P UFE/AT75-1<—(100 pmol/uL) 0.5 uL
8 [1) TR LJZ RT-PCR EY) 5puL

=1 &t 50 uL

I i%

1 94 CETLIFTHS., LITZRETD.
2 94°'C, 253—+94'C. 15# —+55'C, 30#—+68'C, 15 —4'C
3042

3 RNA-P3 BVATSAY— ! 5-TIGGCAAGGACGCCTAC-3'

4 RNA-P4 PUFEUVATSAY— ! 5“-TGCGATGGTATAAGAGCG-3'

5 QIlAquick PCR Purification Kit™ (#+774"2/) T PCR EEV)EMNT 5.
2% Nucieve™Seakem™GTGF HO—A(F A3/ A H) CREZXEL, /T K
ZEDH LT, Qlaquick Gel Extraction Kit™ (3 74" ) TIRANT 5.
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