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Supplemental Table S3: Wilson et al.

Table S3. Summary of patient-derived cell lines used in this study,
related to Table S2 and Figures 1, 2, 3, 6, S1, S2, and S3.

Cell type Identifier Variant 1 Variant 2 Literature
EBV- -
immortalized Control 1 ) )
lymphoblastoid
cells Control 2 i - -
. c.541G>T; c.541G>T; .
Patient 1 p.(Val181Phe) (X) | p.(Val181Phe) (X) This study
. c.541G>T; c.643C>T; .
Patient 3 p.(Val181Phe) (X) | p.(Leu215Phe) (Y) This study
. c.541G>T; c.643C>T; .
Patient 4 p.(Val181Phe) (X) | p.(Leu215Phe) (Y) This study
c.541G>T; .
P3/P4 mother b.(Val181Phe) (X) - This study
c.643C>T; .
P3/P4 father - p.(Leu215Phe) (Y) This study
c.436G>A, c.436G>A, Kousal et al. 2019
SRD5A3-CDG p.(Glu146Lys) p.(Glu146Lys) [s1]
Dermal -
fibroblasts Control 1 ) )
Control 2 - - -
Patient 1 (DHRSX/Y- c.541G>T; c.541G>T; This stud
CDG) p.(Val181Phe) (X) p.(Val181Phe) (X) y
Patient 3 (DHRSX/Y- c.541G>T; c.643C>T; This stud
CDG) p.(Val181Phe) (X) p.(Leu215Phe) (Y) y
c.57G>A; c.224 225insA;
SRD5A3-CDG 1 p.(Trp19%) p.(Tyr75%) )
c.320G>A; c.320G>A; Rymen et al. 2012

SRD5A3-CDG 2

p.(Trp107%) p.(Trp107%) [S2]
srosmcoos | sonee, | conne, | R gy
sroscoos | saseens | sasmocsy | Ry
SRDSA3-CDG5 | (beg?g(cj;?gs;me) p.(beg?g(cj;?;}s; w5) Rymen[gtz ?/. 2012
SRD5A3-CDG 6 5(5T7r gigﬁi) &%STQ;) Rymen[gtz ?/. 2012

(X) = variant present on the X chromosome; (Y) = variant present on the Y chromosome
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