Supplementary File


Pedigree: 

Sequence Chromatogram: 
Fetus from 3rd pregnancy
[image: image1.png]Gene:

GBA (NM_000157.3)

MV mst {04/20/2018 13:47:00]

Result:
Index| Locationi Position Type Nuc Change AA Change HGVS c. HGVS p. Mut
Effec
1 |EM1 29(1534) iC |A->T(homo) K-> [STOP] c.1534A>T p.Lys512Ter
(512)
1) E11 20(1534) C  A->T(homo) c.1534A>T p.Lys512Ter

18-053532_GBA-11s_A01_2018-04-19 _180418GLI
Location: £11

Directiory; forward

Abs: 109

18-053532_GBA-11as_A03_2018-04-19_180418Gi
Location: E11

Direction: reverse

Abs: 141 /122




Patient
[image: image2.png]Gene:

GBA (NM_000157.3) MV: mst [04/20/2018 13:47:35]

Resulit:

index| Location| Position Type | Nuc Change AA Change HGVS c. HGVS p. Mut
Effec

1 E11 129(1534) (€ A->T (het) K-> [STOP] c.1534A>T p.Lys512Ter

(512)
1) E11 29(1534) C  A->T(het) c.1534A>T p.Lys512Ter
c C A T Cc q

A G G AT

18-056381_GBA-11s_B01_2018-04-19_180418GLI
Location: €11

Direstion: forward

Abs: 108

18-056381_GBA-11as_B03_2018-04-18_180418G!
Location: E11

Direction: reverse

Abs: 140/ 121





Husband

[image: image3.png]Gene:
GBA (NM_000157.3)

MV: mst [04/20/2018 13:48:12]

Resuit:
Index| Location: Position Type | Nuc Change AA Change HGVS c. HGVS p. Mut
Effec
1 |E11 29(1534)y C A>T thet) K-> [STOP] c.1534A>T p.Lys512Ter
(512) .
1y EM1 29(1534) C A>T (het) c.1534A>T p.Lys512Ter

18-056383_GBA-11s_C01_2018-04-19_180418GLi
tocation: £11

Direction: forward

Abs: 110

18-056383_GBA-11as_C03_2018-04-19_180418GI
Location: £11

Direction: reverse

Abs: 1417122




Egyptian





Egyptian





3rd cousins





Fetal demise


21 weeks





Fetal demise


27 weeks





Fetal demise


27 weeks
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