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®1 PAFI A —UBREFBRAOEHOTISAT—

exonlF: GAGGCTGGTGATCATGCCGGG
exoniR: CGCAGACTTAGGCGCAAGCC
exon2F: GTTGGTCTGTAGAATGCCAGCC
exon2R: GTCCTACTTACGTCTGGATG
exon3F: GTGTCTTGGCAGGTATGTGCC
exondR: GGCAGACTCACCATTTCGC
exondF: GCCTGAACTAGBGAGGATT
exondR: TAACAAGCTACCTGGGTCGG
exonSF: GTTTTCCAGATTACCTGGCAGC
exon5R: GAACTCCAGGGTTACCTGCAC
exon6F: CACTCACAGGTTGAAAATG
exonbR: CAAAGACGAACCTGTTCC

exon?F: GAATTTTCAGGCAGCAACATC
exon/R: GCGATTCTTACCAAGGGTCC
exon8F: TAGATCAATTCTGAATTCTATACTGG
exon8R: GAATGAACACTCACAAGTTGAC
exondF: GTTTCCTTGTAGGTACATGTTT
exon9R: GTGCTCTTACCATTGCAAT
exon10F: CATTTTTGTCTTGTAGGGGCCAACT
exonl10R: CAAAGCACCCACCTTCGTGGAT
exon11F: GGTTTATAGTTTGAAAAAGTACCAG
exonl 1R: CTTACCTTTTCCAAAGTGAAC
exonl12F: GTTTCTTTTCAGTTAAAGACAGTGGG
exonl12R: GTTTGAAGGCCTACCTGTTTCAC
exonl13F: GCTTTTCTAACCAGCATTATGGG
exont3R: GACGATTGTTAGGGCATCCAC
exonl14F: GAACCCCACAGATCCCGCAG
exont4R: GTGTGATTTGTCCTACGTTAAAATC
exonlbF: CTGCTTTGCAGGGTTTGE
exon15R: GAAGACACGTACCTTGGTCC
exon16F: CTGTGTCGAGGGCCAGGTE
exonl16R: GGCTTTCATCATGATACA
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Sample No. Mutation base Amino acid

355 R201C/R201C 601¢—t/601c—t 201Arg—Cys/20tArg—Cys reported
19 Y333H/? 996t —c/? 333Tyr—His/? new

111 151T/151T  152t—¢/152t—c¢ 51lle—Thr/51tte—=Thr reported
351 W273L/W509C 818g—1t/1527g—t 273Trp—Leu/508Trp—Cys reported
603 Wi616/? 481t—g/? 161Typ—Gly/? new

604 QA255H/7 765g—~c¢c/? 255GIn—His/? new

606 R351X/85326 1051c—t/1594a—g 351Arg—Ter/5328er—Gly reported/new
607 R1485/5532G 442¢—a/1594a-—»g 148Arg—Ser/5328er—Gly reported/new
609 W273L/R482H 818g—t/1445g—a 273Trp—Leu/482Arg—His reported
610 W273L/R482H 818g—t/1445g—a 273Trp—Leu/482Arg—His  reported
611 W273L/W509C 818g—1/1527g—t 273Trp—Leu/509Trp—Cys reported
34 R457Q/R457Q 1370g—a/1370g—a 457Arg—GIn/457Arg—Gin  reported
112 IS1T/161T  152t—c¢/152t—c¢  511le—Thr/511le—Thr reported
302 G178R/R208C 532g—a/622c—t 178Gly—Arg/208Arg—Cys new/reported.
363 I51T/151T  152t—c/152t—¢ S51lle—Thr/511le—~Thr reported
576 F107L/? 319t—c/? 107Phe—Leu/? new

602 R201C/R201C 601¢c—t/60ic—t 201Arg—Cys/201Arg—Cys reported
614 R201C/R457Q 601¢—1t/1370g—a 20tArg—Cys/457Arg—GIn  reported
615 R201C/? 601c—t/? 201Arg—Cys/? reported
617 R59H/R457Q 176g—a/1370g—a 59%Arg—His/457Arg—Gin reported
618 I51T/151T  152t—¢/152t—¢ 511le—Thr/511le—Thr reported
619 151T/R4570 152t—c/1370g—a 51lle—Thr/457Arg—Gln reported
621 Dup254/? #254-276/7 Duplication/? reported
622 R6SW/TS500A 202¢—1/1498a—g 68Arg—Trp/500Thr—Ala new/new
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Cell Addition
Phenotype

line None DG (Increase) | NB-DGJ (Increase) | NOEV (Increase)
Normal GP8 67.6 112.9 (1.7 94.5 (1.4) 78.9 (1.2)
Juvenile Gy R201C 22.9 131.9 {5.8) 113.5 (5.0) 116. 3 (5.1)

R201H 19.1 34.2 (1. 8) 52.7 (2. 8) 86. 0 {4.5)
Adult Glll

R457Q 19.1 34.2 (1. 8) 52. 7 (2.8) 86.0 (4.5)

¥273L 8.1 11.3 (1. 4) 11.0 (1. 4) 17.7 2.2)
Morquio B .

Y83H 10.1 17.1 (1.7 12. 4 (1.2) 20. 2 (2.0)
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