Supplementary tables

Supplementary table 1.ABCB4 gene variation in 118 patients with PFIC3

A
Ca & Exon .
e Jint Amin vari
se e in mino
& of cDNA . atio | Zygosit
nu | nd ron acid PMID
On . change n y
mb | er posi change
se . type
er tion
t
Exon p. Lys191 | Miss
c. b720>G
Ma 7 Arg ense | Homozyg
1 10 - 37575491
le Exon p. Lys191 | Miss ous
c. b720>G
7 Arg ense
Exon p. Ala899 | Miss
c. 2696C > G
22 Gly ense
Fe WES Complex
2 | ma| 25 [hgl19]7q21 Fram | heteroz 37488596
Exon 909bp )
le .12 . eshi ygous
27 deletion
(87032513- ft
87033422)
Exon Miss
c.646C > T | p.L216F Complex
Ma 7 ense
3 16 heteroz
le Exon Nons
c.927T > A | p.Y309X ygous
9 ense
Intr | c.2784-1G Spli
/ . 37137858
on 22 > A cing
Fe - Complex
Exon Miss
4 | ma | 17 c.504C > T | p.NI168N heteroz
6 ense
le - ygous
Exon Miss
c.646C > T | p.L216F
7 ense
Exon Miss
Fe c. 2906G>A /
24 ense | Homozyg
5 | ma| 3 - 36644077
Exon Miss ous
le c. 2906G>A /
24 ense
Exon | ¢. 2177 C > | Pro726Le | Miss
Complex
Ma 18 T u ense
6 23 - heteroz 36569137
le Exon Valb86Le | Miss
c. 1756G > T ygous
15 u ense
Exon p. Arg928 | Miss
Fe c. 2782A>G Complex
4, 22 Gly ense
7 | ma — heteroz
2 Intr Spli
le c. 136-2A>G / . ygous 36550572
on 3 cing
Fe Exon p. Thr201 | Miss | Complex
8 11 c. 602C>T
ma 7 Met ense | heteroz




le Exon p. Argb49 | Miss ygous
c. 1645C>T
14 Cys ense
Exon p. Ala601 | Miss
Fe c. 1801G>A Complex
15 Thr ense
9 |ma| 3 - heteroz
Exon p. Arg469 | Miss
le c. 1406G>A ygous
13 Lys ense
Exon p. Gly107 | Miss
Fe | 0. c. 3220G>A Complex
26 4Arg ense
10 | ma | 08 - heteroz
Exon p. Gly319 | Miss
le | 3 c. 955G>C ygous
10 Arg ense
Exon p. Argh90 | Nons
0. c. 1768C>T Complex
Ma 15 * ense
11 00 — heteroz
le Intr | c. 1006—-2A> Spli
82 / ] ygous
on 10 G cing
F Exon | ¢. 3100 310 | p.I1e103 | Nons C 1
e omplex
0. | 25 linsA | 4Asnfs*4 | ense P
12 | ma — heteroz
5 Intr Spli
le c. 80+1G>C / ] ygous
on 2 cing
Exon p. Ser239 | Miss
c. 716C>T Complex
Ma 8 Leu ense
13 1 heteroz
le Exon p. Arg957 | Nons
c. 2869C>T ygous
23 * ense
Exon p. Thr107 | Miss
Fe c. 3230C>1 Complex
26 ™et ense
14 | ma | 3 - heteroz
Exon p. I1eb41 | Miss
le c. 1621A>T ygous
14 Phe ense
Exon p. As972A | Miss
c. 2914G>A Complex
Ma | 6. 24 sn ense
15 - heteroz
le | 2 | Exon p. Leud22 | Miss
c. 965T>C ygous
10 Pro ense
Exon p. Pro479 | Miss
c. 1436C>T
16 Ma 5 13 Leu ense | Homozyg
le Exon p. Pro479 | Miss ous
c. 1436C>T
13 Leu ense
p. Ala294 | Fram
Exon .
M A 9 c. 879dupA | SerfsTer | eshi | Complex
a .
17 1 3 62 ft heteroz
e
Exon p. Vall05 | Miss ygous
c. 3152T>C
25 1Ala ense
Exon p. Ser320 | Miss
c.959C > T Complex
Ma 10 Phe ense
18 16 - heteroz 36330364
le Exon p. G1ln477 | Miss
c. 1429C > A ygous
13 Lys ense
19 | Fe | 16 | Exon | c¢.2950C>T p. A984V | Miss | Complex 35317165




ma 24 ense | heteroz
le Exon Miss ygous
c. 667A>G p. 1223V
8 ense
Exon Miss
Fe c.959C > T | p.S320F Complex
10 ense
20 | ma | 17 - heteroz
Exon p. Asnb10 | Miss
le c. 1529A > G ygous
14 Ser ense
- 34376370
Exon Miss
c.959C > T | p.S320F Complex
Ma 10 ense
21 27 - heteroz
le Exon p. Asnb10 | Miss
c. 1529A > G ygous
14 Ser ense
Exon Miss
Fe c.3227G > A | p.S1076N Complex
26 ense
22 | ma | 14 - heteroz 33256620
Exon Miss
le c.3431T > C | p. 11144T ygous
27 ense
Fram
Exon ) p. T830Nf )
c. 24891insA eshi
0. 20 sX11 Complex
Ma ft
23 91 heteroz
le 6 B c. 3139 314 A1047P Fram
Xon . p. ) ygous
1delGCAins eshi
25 sX8
CcC ft
Exon Miss
Fe c. 955G>C p. G319R Complex
1. 10 ense
24 | ma - heteroz
58 | Exon Miss
le c. 3220G>A | p.G1074R ygous
26 ense 33215027
Exon Miss
c. 1436C>T p. P479L
95 Ma 5 13 ense | Homozyg
le Exon Miss ous
c. 1436C>T p. P479L
13 ense
Fram
Exon p. N1048T .
Fe c. 3143delA eshi | Complex
0. 26 fsX
26 | ma 01 ft heteroz
le Exon Miss ygous
c.3139G>C | p. A1047P
25 ense
Exon Miss
Fe c. 1195G>C p. V399L
11 ense | Homozyg
27 | ma | 7 - 32626542
Exon Miss ous
le c. 1195G>C p. V399L
11 ense
Exon Miss
Fe c.2137G > A | p.V713M Complex
17 ense
28 | ma | 17 heteroz 32321542
Exon Nons
le c.504C > T | p.NI168N ygous
6 ense
Ma Exon p. Ter128 | Miss | Homozyg
29 8 c. 3838T>A 31000363
le 28 OArg ense ous




Exon p. Ter128 | Miss
c. 3838T>A
28 OArg ense
Intr | c. 1006-2A> Spli
/ . Complex
Ma on 10 G cing
30 5 heteroz 30298496
le Exon Nons
c. 3580C>T | p.R1194X ygous
27 ense
Exon Miss
c. 1798A>G / Complex
Ma 15 ense
31 18 - heteroz 29390323
le Exon Miss
c. 2362C>T / ygous
19 ense
Exon Miss
c. 1621A>T p. I541F
39 Ma ! 14 ense | Homozyg
le Exon Miss ous
c. 1621A>T p. I541F
14 ense
Exon Miss
Fe c. 1667T>G p. L556R
0. 14 ense | Homozyg
33 | ma -
41 | Exon Miss ous
le c. 1667T>G p. LB56R
14 ense
Exon Miss
c. 1037G>T p. S3461
34 Ma | O. 10 ense | Homozyg
le | 25 | Exon Miss ous
c. 1037G>T p. S3461
10 ense
Exon Miss
c. 1270A>G p. T424A
12 ense
Fram
Fe Exon | c.2925-10 y hi Complex
eshi
35 | ma 1 24 2925-91insC £t heteroz
le ygous 26474921
Fram
Exon | c.2925-10 .
) / eshi
24 2925-91nsC
ft
Exon Miss
c. 2860G>A p. G954S Complex
Ma 23 ense
36 4 - heteroz
le Exon Miss
c. 1954A>G p. R652G ygous
16 ense
Exon Miss
Fe c. 2860G>A p. G954S Complex
0. 23 ense
37 | ma - heteroz
5 Exon Miss
le c. 1954A>G | p.R652G ygous
16 ense
Exon Miss
c. b23A>G p. T175A
7 ense
- Complex
Ma | O. Exon Miss
38 c. 1069T>C p. F357L heteroz
le | 5 10 ense
: ygous
Exon Miss
c. 2324C>T p. T775M
19 ense




Exon Miss
Fe c. 1529A>G p. N510S Complex
14 ense
39 | ma | 15 - heteroz
Exon Miss
le c. 2177C>T p. P726L ygous
18 ense
Exon Miss
c. 2564A>T p. Q855L
40 Ma | 1. 21 ense | Homozyg
le | 5 | Exon Miss ous
c. 2564A>T p. Q855L
21 ense
Exon Nons
Fe c. 3559C>T | p.R1187X Complex
1. 27 ense
41 | ma — — heteroz
5 Intr c. 3633+2 Splicing | Spli
le ] ygous
on 28 ™A defect cing
Exon Miss
Fe c. 202G>A p. G68R
4 ense | Homozyg
42 | ma | 1 -
Exon Miss ous
le c. 202G>A p. G68R
4 ense
Exon Miss
Fe c. 202G>A p. G68R
1. 4 ense | Homozyg
43 | ma - 24594635
5 Exon Miss ous
le c. 202G>A p. G68R
4 ense
Exon Miss
Fe c. 1375G>C p. D459H Complex
13 ense
44 | ma | 2 - heteroz
Exon Miss
le c. 1436C>T p. P479L ygous
13 ense
Exon Miss
c. 602C>T p. T201M Complex
Ma | O. 7 ense
45 - heteroz
le | 7 | Exon Miss
c. 3352G>A | p.E1118K ygous
27 ense
P Exon | ¢. 1217 G > | p. Arg406 | Miss Comnl
e omplex
12 A Gln ense
46 | ma | 24 - heteroz 22331132
Exon p. Argd7G | Miss
le c.140 G > A ygous
3 1n ense
Exon | ¢. 1783 C > Nons
p. R595X
M 15 T ense | Complex
a
47 3 c. 937 Fram | heteroz
le Exon p. A313Mf .
942delGCAC eshi ygous
9 . sX72
TG/insbb ft 21514256
Exon | ¢. 1783 C > Nons
Fe p. R595X
15 T ense | Homozyg
48 | ma | 4
Exon | ¢. 1783 C > Nons ous
le p. R595X
15 T ense
Fe | 0. | Exon Miss | Complex
49 c. b23A>G p. T175A 21119540
ma | 5 7 ense | heteroz




le Exon Miss ygous
c. 1069T>C p. F357L
10 ense
Exon Miss
c. 2324C>T p. T775M
19 ense
Fram
Exon | ¢. 1135 113 | p. S379Kf hi | comnl
] eshi omplex
Ma | O. 11 6insAA sX413
50 ft heteroz
le | 5 -
Exon Miss ygous
c. 2102T>C p. L701P
17 ense
Exon Nons
c. 2662G>T p. E888X
22 ense
- Complex
Ma | 1. Exon Miss
51 c. 748G>C p. A250P heteroz
le | 25 8 ense
: ygous
Exon Miss
c. 1888A>G p. M630V
16 ense
Exon Miss
Fe c. 959C>T p. S320F Complex
10 ense
52 | ma | 16 - heteroz
Exon Miss
le c. 857C>T p. A286V ygous
9 ense
Exon Miss
c. 3T7G>A p. G126E Complex
Ma | 1. 5 ense
53 - heteroz
le 1 Exon Miss
c. 1531G>A p. AS11T ygous
14 ense
Exon Miss
c. 37T7G>A p. G126E Complex
Ma | O. 5 ense
54 - heteroz
le 1 Exon Miss
c. 1531G>A p. AS11T ygous
14 ense
Exon Miss
c. 2176C>A p. P726T
17 ense
- Complex
Ma Exon Miss
55 2 c. 1769G>A p. R590Q heteroz
le 15 ense
ygous
Exon Nons
c. 2284G>T p. G762X
18 ense
Exon Miss
c. 1091C>T p. A364V Complex
Ma | O. 10 ense
56 - heteroz
le | 8 Exon Miss
c. 2210C>T p. A7T37V ygous
18 ense
Exon Miss
Fe c. 2519C>A p. A840D Complex
1. 21 ense
57 | ma - heteroz
8 Exon Miss
le c. 1424T>C | p.V475A ygous
13 ense
Fe | 0. | Exon Miss | Complex
58 c. 1672G>A p. E558K
ma | 16 14 ense | heteroz




le Exon Miss ygous
c. 2168G>A p. G723E
17 ense
Exon Miss
c. 3577G>A | p. A1193T
27 ense
Exon Miss
c. 1672G>A p. EB58K
14 ense
- Complex
Ma | 1. Exon Miss
59 c. 2168G>A p. G723E heteroz
le 1 17 ense
- ygous
Exon Miss
c. 3577G>A | p. A1193T
27 ense
Exon Miss
c. 2860G>A p. G954S
60 Ma ! 23 ense | Homozyg
le Exon Miss ous
c. 2860G>A p. G954S
23 ense
Exon Miss
Fe c. 959C>T p. S320F Complex
0. 10 ense
61 | ma heteroz
3 Exon Nons
le c. 837T>A p. Y279X ygous
9 ense
Fram
Exon | ¢. 2169 217 | p.L724Af )
. eshi
17 0insG sX744
Ma | 2. ft Homozyg
62
le | 7 Fram ous
Exon | ¢. 2169 217 | p.L724Af )
. eshi
17 0insG sX744
ft
Fram
Exon | ¢. 2169 217 | p.L724Af hi
eshi
Fe 17 0insG sX744
0. ft Homozyg
63 | ma
5 Fram ous
le Exon | ¢. 2169 217 | p.L724Af hi
eshi
17 0insG sX744
ft
Exon Miss
c. 1207T>C p. Y403H
64 Ma | O. 11 ense | Homozyg
le | 25 | Exon Miss ous
c. 1207T>C p. Y403H
11 ense
Exon Miss
c. 208G>C p. GTO0R
4 ense
- Complex
Ma Exon Miss
65 17 c. 1769G>A p. R590Q heteroz
le 15 ense
- ygous
Exon Miss
c. 959C>T p. S320F
10 ense
Exon Miss
c. 208G>C p. G70R Complex
Ma | 6. 4 ense
66 - heteroz
le | 8 Exon Miss
c. 1769G>A p. R590Q ygous
15 ense




Exon Miss
c. 959C>T p. S320F
10 ense
Exon Miss
c. 208G>C p. GTOR
4 ense
Fe - Complex
8. Exon Miss
67 | ma c. 1769G>A p. R590Q heteroz
4 15 ense
le - ygous
Exon Miss
c. 959C>T p. S320F
10 ense
Exon Miss
c. 959C>T p. S320F
68 Ma | 8. 10 ense | Homozyg
le | 3 | Exon Miss ous
c. 959C>T p. S320F
10 ense
Exon Nons
Fe c. 139C>T p. R47X Complex
3 ense
69 | ma | 23 - heteroz
Exon Miss
le c. 523A>G | p.T175A ygous
7 ense
Exon Nons
Fe c. 139C>T p. R47X Complex
3 ense
70 | ma | 16 - heteroz 18482588
Exon Miss
le c. H23A>G p. T175A ygous
7 ense
Exon Miss
c. 1615G>A | p.AB39T Complex
Ma 14 ense
71 27 - heteroz
le Exon Miss
c. 1769G>A | p.R590Q ygous
15 ense
E .Argld4 | Mi
Fe YO azieon | P8 188
6 Gln ense | Homozyg
72 | ma | 7 - /
Exon p. Argl44 | Miss ous
le c. 431G>A
6 Gln ense
Exon Miss
c. 1054C>T | p. P3525
" 10 ense | Complex DOI:
a
73 7 p. R1116 | Fram | heteroz | 10. 19538/ j. Ek2
le Exon | c¢. 3345— .
— eshi ygous 022070610
27 3353del9
Q1118del ft
Exon Miss
" 7 c. 646C>T p. L216F Complex | DO1:10.3760/cm
a ense
74 ) 16 L N heteroz | ma. j. cnb01113—
e
MO0 927 | pov309X | 07| ygous | 20230217-00061
9 ense
Exon Miss DOI:
c.3230C > T | p. TI077M o
75 Ma | 1. 25 ense | Homozyg | 10.3969/]. issn
le | 25 | Exon 3930C > T T107TM Miss ous . 0253-9802. 202
25 | © b ense 2.07. 008
Exon | ¢. 2570C Miss | Complex | doi: 10. 3969
Ma p. T8571 ..
76 1 15 21 > T ense | heteroz | /j. issn. 1001
e
Exon | ¢. 2212A p. I738F | Miss ygous —




18 > T ense 5256. 2020. 07
Exon | c¢. 1694C Miss 032
p. T565 R
15 > G ense
Exon | c¢. 2570C Miss
p. T857I
21 > T ense
- Complex
Ma Exon | c. 2212A Miss
77 4 p. I738F heteroz
le 18 > T ense
ygous
Exon | c. 1694C Miss
p. T565 R
15 > G ense
Intr Spli
Fe c. 136-2A>G / . Complex
on 3 cing
78 | ma | 5 - heteroz
Exon p. Arg928 | Miss
le c. 2782A >G ygous {Three cases of
22 Gly ense i
Exon p. Argh49 | Miss progrééﬂve
c. 1645C>T Complex familia
79 Ma 9 14 Cys ense het i trah .
T
le Exon 602C> T p. Thr201 | Miss ereroz ;n“atePa;c
. u
7 c Mot ense ygous cho e.s asis type
- 3 children and
Exon p. Argb49 | Miss . .
c. 1645C>T Complex | literature review)
Ma 14 Cys ense
80 11 - heteroz
le Exon p. Thr201 | Miss
c. 602C> T ygous
7 Met ense
F {Clini
Exon p.K92oNf | T Clinical
c. 2766delA eshi characteristics
22 s*43
ft and gene
’ Complex mu;catlohr_mljna-li/:s
81 la 3 heteroz © a: I ;m
e
Exon Nons | ygous ype .
c. 52G>T p. E18X progressive
2 ense .
familial
intrahepatic
cholestasis?
Exon Miss
Fe 2950C>T p. A984V Complex
24 ense
82 | ma | 17 - heteroz 35317165
Exon Miss
le 667A>G p. 1223V ygous
7 ense
Syno
Exon
A c. 175 CT p. LB9L nymo
us
Syno | Complex
Ma Exon
83 1 15 6 c. 504 CT p.N168N | nymo | heteroz 25593501
e
us ygous
Syno
Exon
g c. 711 A>T p. 12371 | nymo

us




Exon Nons
c. 874 AT p. K292X
9 ense
Exon Miss
c. 1804 G>T | p.G602W
15 ense
Exon Miss
Fe o5 c.3152T > C | p. V1051A Complex DOI:
ense
84 | ma | 7 - heteroz | 10. 19538/ j. ek2
Exon Miss
le c. 3250C> T | p. R1084W ygous 022040617
25 ense
Exon p. Lys292 | Nons
c. 874A>T Complex
Ma 9 * ense
85 5 - heteroz 30755924
le Exon p. I1el22 | Miss
c. 3680T>C ygous
27 TThr ense
Exon Ser320Ph | Miss
c. 959C>T
Fe 10 e ense | Complex
86 | ma | 14 . p. (Thr76 | Fram | heteroz
le T;n c. 2301dupT | 8TyrfsTe | eshi ygous
r26) ft
Exon p. (Ser32 | Miss
c. 959C>T
Fe 10 OPhe) ense | Complex
87 | ma | 23 . p. (Thr76 | Fram | heteroz 35288833
le T;n 2301dupT 8TyrfsTe | eshi ygous
r26) ft
E . (Ser32 | Mi
xon e 959057 | P (Ser iss
Fe 10 OPhe) ense | Complex
88 | ma | 25 . p. (Thr76 | Fram | heteroz
on
le T8 c. 2301dupT | 8TyrfsTe | eshi ygous
r26) ft
Exon p. Argb52 | Miss
Fe c. 1954A > G Complex
16 Gly ense
89 | ma | 23 - heteroz 31568708
Exon p. [1e237 | Miss
le c. T11A > T ygous
8 = ense
Exon p. Thr201 | Miss
c. 602C>T Complex
Ma | 7. 7 Met ense
90 - heteroz
le | 2 | Exon p. Argh49 | Miss
c. 1645C>T ygous
14 Cys ense
Exon p. Trp708 | Nons 36550572
c. 2123G>A
17 * ense | Complex
Ma | O.
91 p.Gly126 | Fram | heteroz
le | 83 | Exon .
08 c.3789delA | 4Alafs*3 | eshi ygous
8 ft
Exon p. Argl44 | Miss
c. 431G > A
Ma | 11 6 Gln ense | Homozyg
92 - 29973134
le | .5 | Exon p. Argl44 | Miss ous
c. 431G > A
6 Gln ense




Exon p. Argl159 | Nons
Fe c.475C > T Complex
4. 7 * ense
93 | ma - heteroz
5 | Exon p. Argb6b2 | Miss
le c. 1954A > G ygous
16 Gly ense
Exon Miss
c. T2525C p. L842P Complex
Ma 21 ense
94 15 - heteroz 33842647
le Exon Miss
c. T3152C p. V1051A ygous
25 ense
Exon p. G1uB98 | Miss
c. 2692G>A
95 Ma | O. 22 Lys ense | Homozyg
le | 5 | Exon p. G1uB98 | Miss ous
c. 2692G>A
22 Lys ense
Exon p. G1uB98 | Miss
Fe c. 2692G>A
0. 22 Lys ense | Homozyg
96 | ma -
91 | Exon p. G1uB98 | Miss ous
le c. 2692G>A
22 Lys ense
Exon p. G1uB98 | Miss
Fe c. 2692G>A
22 Lys ense | Homozyg
97 | ma | 5 -
Exon p. G1uB98 | Miss ous
le c. 2692G>A
22 Lys ense
Exon p. G1lu898 | Miss
Fe c. 2692G>A
2. 22 Lys ense | Homozyg
98 | ma -
5 | Exon p. Glu898 | Miss ous
le c. 2692G>A
22 Lys ense
Exon p. G1lu898 | Miss
c. 2692G>A
Ma 22 Lys ense | Homozyg
99 6 - 33915153
le Exon p. G1u898 | Miss ous
c. 2692G>A
22 Lys ense
Exon p. G1lu898 | Miss
Fe c. 2692G>A
10 0. 22 Lys ense | Homozyg
ma
0 5 | Exon p. G1uB98 | Miss ous
le c. 2692G>A
22 Lys ense
Exon p. G1uB98 | Miss
c. 2692G>A
10 | Ma 4 22 Lys ense | Homozyg
1 le Exon p. G1uB98 | Miss ous
c. 2692G>A
22 Lys ense
Exon p. G1uB98 | Miss
0. c. 2692G>A
10 | Ma 08 22 Lys ense | Homozyg
2 | le Exon p. G1uB98 | Miss ous
3 c. 2692G>A
22 Lys ense
Exon p. Met74A | Miss
Fe c. 221T>G
10 0. 4 rg ense | Homozyg
ma
3 83 | Exon p. Met74A | Miss ous
le c. 221T>G
4 rg ense




Exon Miss
c. 2906G>A p. R969H
10 | Ma 5 24 ense | Homozyg
4 | le Exon Miss ous
c. 2906G>A p. R969H
24 ense
Exon Miss
c. 2906G>A p. R969H
10 | Ma | O. 24 ense | Homozyg
5 le | 66 | Exon Miss ous
c. 2906G>A p. R969H
24 ense
Exon Miss
Fe c. 2906G>A p. R969H
10 1. 24 ense | Homozyg
6 e 41 | Exon Miss ous
le c. 2906G>A p. R969H
24 ense
Exon Miss
c. 456G>A p. K152K Complex
10 | Ma | 0. 6 ense
- heteroz
7 le | 5 Exon Miss
c. 1584G>C p. E528D ygous
14 ense
Exon Miss
0. c. 2908T>C /
10 | Ma 08 24 ense | Homozyg
8 le Exon Miss ous
3 c. 2908T>C /
24 ense
Exon Miss
Fe c. 526C>T p. R176W
10 7 ense | Homozyg
ma 1 )
9 Exon Miss ous
le c. b26C>T p. R176W
7 ense
Exon Miss
Fe c. 526C>T p. R176W
11 0. 7 ense | Homozyg
ma
0 5 | Exon Miss ous
le c. 526C>T p. R176W
7 ense
Exon Miss
Fe c. 526C>T p. R176W
11 0. 7 ense | Homozyg
ma
1 5 | Exon Miss ous
le c. 526C>T p. R176W
7 ense
Exon Miss
c. 526C>T p. R176W
11 | Ma | O. 7 ense | Homozyg
2 | le | 5 | Exon Miss ous
c. 526C>T p. R176W
7 ense
Exon p. Ser99P | Miss
Fe c. 296C>T
11 3 5 he ense | Homozyg
ma
3 Exon p. Ser99P | Miss ous
le c. 296C>T
5 he ense
Exon p. I1e460 | Miss
0. c. 1378A>T
11 | Ma o1 13 Phe ense | Homozyg
4 | le Exon p. I1e460 | Miss ous
6 c. 1378A>T
13 Phe ense




Intr spli
0. . 2064+G>C r.spl? ]
11 | Ma 08 on 17 cing | Homozyg
5 | le Intr spli ous
3 .2064+6>C | r.spl? | D
on 17 cing
Fram
Exon . 628 643d | p.Phe210 hi
eshi
0. 7 el Serfs*h
11 | Ma 16 ft Homozyg
6 le Fram ous
6 | Exon . 628 643d | p.Phe210 .
eshi
7 el Serfs*h
ft
Fram
Exon . 628 643d | p.Phe210 .
eshi
Fe 7 el Serfs*h
11 ft Homozyg
ma | 3
7 Fram ous
le Exon . 628 643d | p.Phe210 .
eshi
7 el Serfs*5
ft
Fram
Exon . 628 643d | p.Phe210 .
eshi
7 el Serfs*h
11 | Ma 5 ft Homozyg
8 le Fram ous
Exon . 628 643d | p.Phe210 .
eshi
7 el Serfs*h

ft




