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Supplementary Table 1 The different variants have been linked to previously published references

Genes Variants Proteins MA

F

ClinVar Referen

ces

Phenotypes Patient 1 Patient 2

ABCB

4

rs230238

7

c.175C > T p.L59 L 0,25 benign Ref4 DILI heterozyg

ous

ABCB

4

rs120228

3

c.504C > T p.N168N 0,35 benign Ref2,Ref

6

Cholestasis, gall st

ones

homozygo

us

ABCB

4

rs210950

5

c.711A > T p.I237I 0,26 benign Ref1,Ref

2

Idiopathic cholesta

sis, PBC

homozygo

us

heterozyg

ous

ABCB

4

rs31668 c.2211 + 16C > T 0,13 benign Ref5 DILI homozygo

us

homozygo

us

ABCB

4

rs31653 c.3508-16T > C 0,12 benign Ref10 Low

HDL cholesterol

heterozyg

ous

homozygo

us

ABCB

11

rs228761

8

c.909-15A > G 0,23 benign Ref5,Ref

7

DILI, protective

in PBC

homozygo

us

ABCB

11

rs373048

820

c.1092C > T p.L364 L <

0,01

likely beni

gn

heterozyg

ous

ABCB

11

rs228762

2

c.1331C > T p.A444V 0,41 benign Ref2 Idiopathic cholesta

sis

homozygo

us

homozygo

us



ATP8

B1

rs319438 c.696T > C p.D232D 0,01 benign Ref5,Ref

8

DILI, severe chole

stasis

homozygo

us

homozygo

us

ATP8

B1

rs319443 c.811A > C p.R271R 0,01 benign Ref5 DILI homozygo

us

homozygo

us

ATP8

B1

rs665278 c.2098-8C > A 0,15 likely beni

gn

heterozyg

ous

heterozyg

ous

ATP8

B1

c.2098-4C > A n/a heterozyg

ous

heterozyg

ous

ATP8

B1

rs222581 c.3454G > A p.A1152T <

0,01

n/a Ref5,Ref

8

DILI, severe chole

stasis

homozygo

us

homozygo

us

ATP8

B1

rs340277

11

c.3531 + 8G > T 0,09 benign heterozyg

ous

MYO5

B

rs181593

0

c.376A > G p.T126A 0,03 benign homozygo

us

homozygo

us

MYO5

B

rs177154

16

c.1545 + 11T > C 0,32 benign homozygo

us

heterozyg

ous

MYO5

B

c.2004-12C > A n/a heterozyg

ous



MYO5

B

rs200559

863

c.2076T > C p.A692A 0,02 likely beni

gn

heterozyg

ous

MYO5

B

rs200219

597

c.3163_3165

dup

p.L1056d

up

<

0,01

n/a Ref11 Low gGT Cholesta

sis

heterozyg

ous

heterozyg

ous

MYO5

B

rs227617

6

c.3276 + 11T > C 0,29 benign heterozyg

ous

heterozyg

ous

MYO5

B

rs759715

48

c.3396 + 9T > C 0,21 n/a heterozyg

ous

MYO5

B

rs382657

9

c.3591C > T p.Y1197Y 0,3 benign heterozyg

ous

heterozyg

ous

MYO5

B

rs194241

8

c.3962G > A p.G1321E 0,42 benign heterozyg

ous

MYO5

B

rs488890 c.4315 + 5G > C 0,35 n/a heterozyg

ous

MYO5

B

rs227617

0

c.4464G > A p.L1488

L

0,42 benign heterozyg

ous

SEC63 rs675117 c.564C > T p.N188N 0,14 benign Ref9 Polycystic liver dis

ease

homozygo

us

heterozyg

ous



NR1H

4

rs561638

22

c.-1G > T benign heterozyg

ous


