Appendix 2B Case-Control Frequency of the MSX1 Mutations and Polymorphisms
Diagnosed in this Study

Nucleotide Variant Freauencv?/Pobulation

Population "100" CL/P CPO Control
5'utr
223 South American - 0/132 0/14 -
-247C>T Caucasian 1/139 1/129 0/10 0/172
Asian 0/146 0/146 - -
303 South American - 0/132 0/14 -
-167C>T Caucasian 0/140 0/130 0/10 1/171
Asian 0/146 0/146 - -
339 South American - 1/127 0/8 -
- 130C>G Caucasian 0/140 0/130 0/10 13/157
Asian 0/146 0/146 - -
434 South American - 2/200 0/18 0/108
- 36G>A Caucasian 9/139 20/284 7/91 15/271
Asian 0/146 0/298 0/46 -
Exon 1
516 South American - 0/202 0/18 2/106
47G>A Caucasian 0/48 0/214 0/88 0/306
Asian 0/142 0/432 0/48 -
537 South American - 1/201 0/18 4/104
68C>T Caucasian 0/48 0/224 0/88 0/306
Asian 0/142 0/438 0/48 -
559 South American - 0/202 0/18 0/108
90C>A Caucasian 0/48 0/224 0/88 0/308
A30A Asian 0/142 1/437 0/48 -
570 South American - 1/201 117 5/103
101C>G Caucasian 12/36 35/189 17/71 571251
Asian 51137 15/423 3/45 4/102
702 South American - 0/352 0/32 0/108
233A>T Caucasian 0/48 0/224 0/88 0/310

E78V Asian 0/142 3/435 0/48 1/671
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3760 South American - 1/215 0/28 -
*T1C>T Caucasian 0/20 0/96 - -

Asian 0/36 0/36 - -
3969 Caucasian 10/16 10/16 - -
*280A>G Asian 22/12 22/12 - -
4401 South American - 0/216 0/28 -
*T12T>A Caucasian 0/126 0/108 0/18 0/96

Asian 1/167 1/167 - -
4500 South American - 117/207 9/19 -
*(811-816)del Caucasian 40/86 34/74 6/12 31/121

Asian 8/164 8/164 - -

Notes: ®Number of variants is number of chromosomes for each allele type, not
individuals; °CL/P, from patients with nonsyndromic cleft lip with or without cleft palate;

°CPO, from patients with nonsyndromic cleft of the palate only.



