A Exome Sequencing

TSHZ3 (NM_020856.4) ¢.936C>T (p.=)
TSHZ3 (NM_020856.4) c.486C>T (p.=)

TSHZ3 (NM_020856.4 c.[119_120dup];(=]
(p.[Prod1SerfsTer79];(=])

B Sanger Sequencing
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G GCAG ATGGAGAGCCCTCGGCCAAG TACATGTGCC
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Supplementary Figure S1

Restriction endonuclease Btsl-v2

5...GCAGTGNN"..3"
3...CGTCAGCNN...5'

v v

CAGCTGTGGCAGTGGGAGCTTCGAC

TSHZ3 (NM_020856.4) c.486C>T (p.=)
G GCAGATG GAGAGMSCTCKSS SMRWRCATGTGT G

Patient
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!G GCAGATGGAGAGCCCTCG GCCAAGTACATGTGCC
Patient

after Btsl-digest of
the genomic DNA

G GCAGATGGAGAGCCCTCGGCCAAGTACATGTGCC

Control
wild-type

Conclusion: The duplication in TSHZ3 (NM_020856.4 c.[119_120dup];[=] (p.[Pro41SerfsTer79];[=])
is located on the paternal allele.



