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Exonl: 1F

1R
2F
2R

Exon2: 3F

3R
4F
4R

Exon3: 5F

5R
6F
6R
7F
7R
8F
8R

5-GCTTCTCGCCTTTCCCGGCC-3'
S-TTGTTCTTGCTGGAGCCG -3

5'- AGGACTCCGCGGGCTCGC -3

5'- GGGGCAAATCAGCCCTGACCAG -3

5'- GGATTTCACTGACCCCTCTC -3
5'- CTGCCCGTTCTTCACCGACTTC -3’
5'- GCGCGTGCAGCACAAGAAGG -3
5'- CCACGAAGAATCTCCCAGGC -3’

5'- GTCTGCACAGCCCTTGTTG -3

5'- TTGGAGATGACGTCGCTGCTC -3
5'- GCAGCGACGTCATCTCCAAC -3
5- TCCGTCTTGATGTGCGTTCGC -3
5'- CCACAGGCGCACACGCTGAC -3
5'- GGTGCCCTGGCCTGCCGCGTG -3
5'- CTCGCCCCAACAGATCGCCTA -3’
5'- GGCCATCTTCGCCCTTCGTGG -3’
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Mutant protein

TACTGGGTC CAAACT C-%
ATGACCCAGTTTGASG

3’ -

Val(298) Pro(297) Asp(296) Phe(295) Glu(294)

Wild type

33-G TACTGGTCAAACTC-%

CATGACCAGTTTGASG

Tyr(298) GIn(297) Asp(296) Phe(295) Glu(294)
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Wild type

HMG domain TA domain
1 104 181 466 509
StOQ
Mutant protein | 887 ins C/296 ins C
I
1 104 181 296 ol
StOQ

X|3 Predicted SOX9 protein




#F1 WEOT7L—ALTT7 NEEROHLE
Mutation and Type of  Genotype/ Survival References
Codon position mutation Phenotype time
98 del G truncation 46,XY/F  alive(5y3m) Ninomiya et al., 2000 9
246 ins C truncation 46,XY/H early Cameron et al., 1996 10
246 ins C truncation 46,XY/F  T19wk Cameron et al., 1996 10)
246 ins C truncation 46,XX/F  T19wk Cameron et al., 1996 10)
261 ins G truncation 46,XY/F  N.I. Foster et al., 1994 2
277 del 10bp  truncation 46,XX/F 10w Mayer et al., 1997 9
286 Ins 4bp truncation 46,XY/F N.I. Foster et al., 1994 2)
296 ins C extension 46,XX/F  alive(ly7m) H &
329ins G extension 46,XY/F N.I. Wagner et al., 1994 3)
357 del 43bp truncation 46,XY/F  2d Mayer et al., 1997 9
368 ins A extension 46,XY/F  6h Kwok et al., 1995 4
368 ins A extension 46,XY/M  shortly Kwok et al., 1995 4
485 ins G extension 46,XX/F 5y Giordano et al., 2001 1
507 ins 4bp extension 46,XY/F  shortly Kwok et al., 1995 4

Phenotype: F, female; M, male; H, hermaphroditism
Survival time: T19wk, terminated at 19 weeks gestation; N.I., not indicated
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