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| Zygosity

Response

Hemizygous o

Homozygous

Acceptable |
Unacceptable

|I'-I-|.|n:.leuﬂde Change

C415 428delATTCTCCTGAGCTG
c415 A28del

[C415 a28del1d

c[415_428del14][0] -

et 1 i P S A T T 1 e b et

sPer HGVS standards, * (Ter altematively) is used to indicate a translation stop codon, replacing the X' used previously.
" Due to lack of participant consensus, the interpretation was not graded (code 27). Please note that pathogenic is considered .

the only acceptable interpretation (refer to the discussion for further information ).

Mote: There were no other variants present in this sequencing sample.

PR
c.415 479delATTCTCCTGAGCTG S |, Unacceptable _
c.415delATTCTCCTGAGCTG 1 Unacceptable
Predicted Protein Change Participants (84) Response

plle139GHyfs*7 L. 54 Acceptable |
pllei3sfs 4 .| Acceptable
p.lle139Glyfs 5 _Acceptable
p.(lle138Glyfs*T) 4 .| Acceptable
plle139GlyfsTer? 3 __Acceptable
pl139GisX7T el .| Acceptables
p.1139fs 1 _ Acceptable
plle138GhfsX7 Te .| Acceptables
plle139GIfsTer7];[0] 1 . |, Unacceptable
p-Lys138xfsTer? 1 _ Unacceptable
plle138GIyfs*T 1 . |, Mnacceptable
plle139GHy*6 1 _ Unacceptable _
plle139GHh*T 1 . |, Unacceptable
p 144G 1 . | Unacceptable
plle139GlHyfs*14 1 Unaccepiable
plle130GlyTs 145 1 " | Unacceptable
plle139Ghfs*4T 1 Unaccepiable
plle130GhTsTerids 1 " Unacceptable
Best Interpretation” Participants (84) Response

Pathogenic .| _ Acceptable
Likely pathogenic .20 | Unacceptable
Benign L 1 . | Unacceptable
Variant of Uncertain Significance o 2 _ Unacceptable
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