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FMwXEEH  Mucopolysaccharidosis Type IVA : Common Double Deletion in the
N-Acetylgalactosamine-6-sulfatase (GALNS) Gene
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L aBEE IVARNZ, N-acetylgalactosamine-6-sulfatase (GALNS) OREIc & 2 HREALERIEEESE
THD, MR ER TS 290 REOBESER, XM, RENBLEESE2ETIEREERT, Ry 5 4 Vi
B v FoqfF /6 MBOBMERMLET 5, BUCAHZETREAMROME, cDNA s o—= v, ROk
NORE, BEMRITICH T 3 exonic mutation DEE, 7/ s BEFD/u—=v/EZz0Fue— 7 —fEE%
STy / AWEORY, RFLP 2FH L XRRBH 0D T E 1o, S, BA Y ¥ v 7oy MR L OB
57» & 78 - 7 double gene deletion IZDWTH /2 AL NUVTORIFEITY, OUM SRk BB % ik
EL, COBRDAH =X LTODWTEREMA 120
<HRHE>
BAANEE206] (40 alleles) RURRKABEIB (60 alleles) DWW TFT-7%, cDNA%RT B —T & Ltz ¥
¥ 78y 4 Y 7T rearrangement 2BDIBED I B, K EDNY — VERDLEFICOWT, ¥/ v 2
YHFrTay T4 vTETY, 2O0REOEHERE Lz, FiC, RIBERRDOY, 55475 ) —2ER
L7/ 3y 2 7a=72RAVWTR2 ) -2V 7TV, KLORKBAEESL 2>D 7 o — 2Bl LTS
RUOBEAOERERT | OB 2T > 1720 $12, UMIBRERSCBICBRELLT 54 v—%HW PCR T, A&EH
DEFRIEHT%1T - 125
& 51T, rearrangement ICXfLANF O D/NY — VERLUERICBVTS, B7 54 <—%HWT PCR (/7L
Y= v SIS TR R ORI DRI 21T - 120
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<HRFER>

1) FZERIIF—BETER Bt BT, £18.0kb R U6.0kb DML L1 2 yFIHRET BEWVS &DTHD, H
AANBEOAITED SH, BKABETRE2BD SN -1, ¥, FREIFRUA~FoORERICBVT
b, COERICBT UMK UZOEFLDERRT 32 F—Th -7,

2) #98.0kb @K% 1 i3 intron 1 D Alu EEFU&: intron 5 ® AluEF|DORIIE L TWico —F, R 2 it intron
10 & intron 12 iU %25, 4bp @ direct repeat DfEIC 2bp (CC) ZFWALLETHE L TV X 5T,
ZOREITIZ, REL2TI2dHD 5558 bp D direct repeat bFEHEL TV,

Pllick b, 2ZRIIB—BEFITHT 5 double gene deletion & L TIRFHDTDHFITH D, rearrangement %
A L7 allele DT RTHIDERTH S &5 5, common mutation EEX S, BHHd 32U SELADE
KAEFH S, T double gene deletion DFEAED »x H = X A3, K& 112>\ Tid AlufdF %/ L7 homologous
recombination, R4 2 i3 VW& 0 & LB %/ L 7 slippage misparing IZ & 9 & U 7z non-homologous
recombination T Wi EEZL SN, HEE TIRRE 1 HBVIRE2BEHMOTROME L, TD2-o
DERPBRIEZRE NS —v2L BN, FURILF LETRICEC - 7-T[EESE R I hic, &5IT,
BBEDONT 054 TOERMPRED A /1 = X L OBHMS S, FERIE—DOFVEEEERLTE 0T
HBEEZ LN, Sk, BRKABEICE T 5 BADEERS| & OB ETY, double gene deletion DFe4
DA N =XLERESHPILTOSTFETH 5,

BWXEROBROEES

FEEENL, BRALIBRBEIVARIOS Y 7oy MEFTTE S 9I278 - 72 double gene deletion ®
SERIIOVT, ¥/ AVNATORFEITY, EOUMRRUBIDERERFIc>WTRET L, UTORB##E%:
B
1) B—®xFIicBi+ 3 double gene deletion (321 ¥ THE 370 <, rearrangement 2R L 72 allele 13 5 ¥ %
RCRE—DERTHB I EEHSMII L, 2) THSDOH LV double gene deletion DRAED X # = X & i<
DVWTEREEMA 120
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Mucopolysaccharidosis Type IVA : Common Double Deletion in the N-Acetylgalactosamine-6-sulfatase
(GALNS) Gene
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