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APPENDIX
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Figure. Diagrammatic representation of type | versus type Il primary
failure of eruption based on a previous study (Frazier-Bowers et al.,
2007). lllustrations provided by Dr. Sonny Long.
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Appendix Table 1. Genotype-Phenotype Correlation of 2 Families Segregating PFE
PFE Affection Other Phenotype Arthritis Mutation
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N/A, not applicable; PFE, primary failure of eruption; UNK, individuals of an age before the onset of symptoms/diagnosis of arthritis.
Family 2 shows incomplete penetrance with 2 individuals carrying mutation but not affected with the eruption phenotype.
Two individuals were not available for sequencing, but one reported symptoms of arthritis, and both reported eruption failure as diagnosed by

their dentist.

Appendix Table 2. Phenotype-Genotype Correlation of Additional Families Without a Functional PTHTR Mutation

PFE Status Affection Pattern Genetic Alteration/SNP

Family 3

1 Unaffected N/A No alteration

2 Unaffected N/A No alteration

3 Unaffected N/A No alteration

4 Affected: type | Bilateral/supraosseous c. 1389 T>C, known variant
Family 4

1 Unaffected N/A No alteration

2 Affected Undetermined c.638+97G>A, intronic

3 Affected: type I Unilateral/supraosseous ¢.638+97G>A, intronic
Family 5

1 Unaffected N/A No alteration

2 Unaffected N/A No alteration

3 Affected: type | Bilateral/supraosseous c. 646 C>A, synonymous

4 Unaffected N/A c. 646 C>A, synonymous

5 Unaffected N/A No alteration
Family 6

1 Affected: type Il Bilateral/supraosseuos c. 1389 T>C, known variant

2 Affected: type II Bilateral/supraosseous c. 1389 T>C, known variant

3 Affected: type UNK UNK c. 1389 T>C, known variant

N/A, not applicable; PFE, primary failure of eruption; SNP, single-nucleotide polymorphism; UNK, individuals of an age before the onset of
symptoms/specific phenotype unknown.
Summary of additional families with PTHT1R SNPs: 4 of 8 showed nonfunctional alterations in PTHTR, not including the more commonly occurring

SNP c. 1116 +58 T>C, which was found in several affected and unaffected individuals.



