-1 -
piece 1, WFS1 W-S1.txt , piece 1, config: linear, direction: +, begin: 6283447, end: 6283555

*6283450 * *6283460 * *6283470 * *6283480 *
5’ t t t t t 3’
- K- H- Y - L - Q- L - - - b- T - D - E - E -
- sS - T - T - - S - W - P - - T - R - M- K - N -
- - L - P - -V - - R - R - H - - @® - R - T -
------------------------------------------------------------------------------ ... exon 4.62834
*6283490 * *é|%3500 * *6283510 * * 6283520
5’ t t t t t t t t 3’
- L - N - S - - T - -V - D - W=- L - V - L - -
- S - T - - - P - L - W- T - - W- S - S - P -
- Q- Q- L - H - R - - - L - - - P - R - R -
------------------------------------------------------------------------------ ... exon 4.62834
I —_— — - L . accept or
—— — — —+— . accept or
* *6283530 * *6283540 * *6283550 *
5’ t t t 3’
- - K - Q - - R - R - E - -V - K -
- R - S - R - -V - - R- L - @ - s -
- E - - - P - S - R - - - E -

-------------------------------------------------------------- ... exon 4.6283441-6283585
donor 0.9 bits @283549

* acceptor 1.8 bits @283533
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-2 -
pi ece 2, WS1, c.376G>A ¢g6283501a, config: linear, direction: +, begin: 6283447, end: 6283555

*6283450 * *6283460 * *6283470 * *6283480 *
5’ t t t t t 3’
- K- H- Y - L - Q- L - - - b- T - D - E - E -
- sS - T - T - - S - W - P - - T - R - M- K - N -
- - L - P - -V - - R - R - H - - @® - R - T -
------------------------------------------------------------------------------ ... exon 4.62834
*6283490 * *é!%3500 * *6283510 * * 6283520
5’ t t t t t t t t 3’
- L - N - S - - T - T - V - D - W=- L - V - L - -
- S - T - - - P - L - W- T - - W- S - S - P -
- Q- Q- L - H - H - - - L - - - P - R - R -
------------------------------------------------------------------------------ ... exon 4.62834
I —_— — - L . accept or
—— — — —+— . accept or
* *6283530 * *6283540 * *6283550 *
5’ t t t 3’
- - K - Q - - R - R - E - -V - K -
- R - S - R - -V - - R- L - @ - s -
- E - - - P - S - R - - - E -

-------------------------------------------------------------- ... exon 4.6283441-6283585
donor 0.9 bits @283549

* acceptor 1.8 bits @283533
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- 3 -
piece 3, WFS1 WS1.txt , piece 1, config: linear, direction: +, begin: 6283468, end: 6283576

*6283470 * *6283480 * *6283490 * *6283500 *
5 t t t t t 3
- - b-T- D- E - E - L - N - S - - T - - Vv -
- - T - R- M- K- N- S - T - - - P - L - W -
- R - H - - ® - R- T - Q- Q- L - H- R - - -
------------------------------------------------------------------------------ ... exon 4.62834
. ... acceptor
*6283510 * *62&‘%20 * *6283530 * *6283540 *
5 t t t t t 3
- bD- W- L - V - L - - - K - Q - - R - R - E -
- T - - WwW- S - 8- P - R- S - R - -V - - R -
- L - - - P - R - R - E - - - P - S - R - -
------------------------------------------------------------------------------ ... exon 4.62834
"
— — +— - U acceptor 0.0 bits @283530
"
— — 4 d— LJ acceptor 1.8 bits @283533
*6283550 * *6283560 * *6283570 *
5 t t t tt t tt 3
- - V- K- L - L - R - R - - L - -
- L - @ - s - - F - - - - W - R -
- - E - - - s$ - P -V - L - -
—————— Fi______________________________________________________ ... exon 4.6283441- 6283585
|

donor 0.9 bits @283549

2]

+——donor 3.7 bits @283566

i
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-4 -
pi ece 4, WS1, c.397GA ¢g6283522a, config: linear, direction: +, begin: 6283468, end: 6283576

*6283470 * *6283480 * *6283490 * *6283500

*
5 t t t t t 3
- - b-T1T- D- E - E - L - N - S - - T - -V -
- - T - R- M- K- N- S - T - - - P - L - W -
- R - H - - ® - R- T - Q- Q- L - H- R - - -
------------------------------------------------------------------------------ exon 4.62834
*6283510 * *624!%20 * *6283530 * *6283540 *
5’ t t t t t 3
- b- W- L -V - L - T - - K - Q - - R - R - E -
- T - - WwW- s - S - P - R- S - R - -V - - R -
- L - - - P - H- R - E - - - P - S - R - -
------------------------------------------------------------------------------ ... exon 4.62834
N)
- — — — LJ acceptor 1.4 bits @283533
*6283550 * *6283560 * *6283570 *
5’ t t t tt t tt 3
- - V- K- L - L - R - R - - L - -
- L - @ - s - - F - - - - W - R -
- - E - - - S - P - VvV - L - -
-------------------------------------------------------------- ... exon 4.6283441-6283585
)

donor 0.9 bits @283549

2]

+———donor 3.7 bits @283566
o
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-5 -
piece 5, WFS1 WFS1.txt , piece 1, config: linear, direction: +, begin: 6285641, end: 6285749

* *6285650 * *6285660 * *6285670 *
5 t t t t t t 3’
- Y - P - S - -1 - T- $- E- N- E - R - E - V_-
-1 - P - Q - - §$ - R- P - R - T - N - - R - @ -
- $ - L - R- H-H=-V- R-E - R - T - - - E -
R e R R ... exon 5.62856
)
+——donor 0.2 bits @
\|
' donor
*6285680 * *6285690 ‘f *6285700 * *6285710 *
5’ t t t t t 3’
- R - Q@ - L -ss-s- E-T- D=- L - E - R - -V -
- - S - s - P-P- R-P- T - W- R - - P - -
- - - L - L - R- D - R - P - - E - - R - -
—————————————————————————————————————————————————————————————————————————————— ... exon 5.62856
)
donor 1.6 bits @285707
e
A
i)
donor 9.7 bits @285677 donor
*6285720 * *6285730 * *6285740 *
5’ t t t t t 3’
- R - K - - - L -V - M- Y - W- K -
- - R - Q - P - W- S - - T - - S -
- Q - - 'S - P - - H - V - L - E -

-------------------------------------------------------------- ... exon 5.6285651- 6285821

i)
donor 0.1 bits @285734
) —
] -
~.

donor 0.6 bits @285716 donor 1.6 bits @285739

+ -
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-6 -
pi ece 6, WS1, c.505GA g6285695a, config: linear, direction: +, begin: 6285641, end: 6285749

* *6285650 * *6285660 * *6285670 *
5 t t t t t t 3
- Y - P - S - -1 - T- $- E- N- E - R - E - V_-
-1 - P - Q - - $ - R- P - R - T - N - - R - @ -
- $- L - R- H-H-V- R-E- R - T - - - E -
R e R R ... exon 5.62856
0
m 4+——>donor 0.2 bits @
\
0
donor
*6285680 * *6285690 ' *6285700 * *6285710 *
5’ t t t t t 3
- R - Q@ - L - sSs-s- K- T- D=- 1L - E - R - -V -
- - S - s - P-P- R- P - T - W- R - - P - -
- - - L - L - Q- D - R - P - - E - - R - -
—————————————————————————————————————————————————————————————————————————————— ... exon 5.62856
0)
donor 1.6 bits @285707
e
:J

")

donor 9.7 bits @285677 donor

*6285720 * *6285730 * *6285740 *
5’ t t t ot t 3’
- R - K - - - L - V- M- Y - W- K -
- - R- Q- P - W- S - - T - - S -
- Q - -°s - P - - H- V - L - E -

-------------------------------------------------------------- ... exon 5.6285651- 6285821

i)
donor 0.1 bits @285734
) —
] -
~.

donor 0.6 bits @285716 donor 1.6 bits @285739

+ -

Authors: Vijay Nalla, Peter Rogan, CWH, UMWKC

Ref erences: Hum Miutation 6:74-76, 1995, Hum Mutat. 12(3): 153-171, 1998
URL: http://ww.sce. unkc. edu/ ~r oganp/ | nf ormati on/ vi ewarticl es. ht n

Mol ecul ar Information theory: http://ww.l ecb.ncifcrf.gov/~tons/



-7 -
piece 7, WFS1 WFS1.txt , piece 1, config: linear, direction: +, begin: 6285767, end: 6285875

*6285770 * *6285780 * *6285790 * *6285800 *
5’ t t t t t t 3
- K - Q - V - -V - - E - L - L - E - N- V - -
- §$S - R - W- P - W- R - S - - W- R - M- S - -
- - - - R - - - - - - E - - R - P -
------------------------------------------------------------------------------ ... exon 5.62856
) i)
donor 4.8 bits @285773 ... donor
H n
*6285810 * *é|%5820 * *6285830 * * 6285840
5’ t t tt t 3
- Q- V- N - E - H - - - R - 1 - H - P - - H -
- R - S - T - 'S - T -V - R - - F - T - L - - T -
- - Q - R - - R - - E - D - S - P - W - - P -
------------------------------ > exon 5.6285651-6285821 ... acceptor
i)
donor 0.3 bits @285800 donor 5.9 bits @285822
i)
n donor 3.4 bits @285809
* *6285850 * *6285860 * *6285870 *
5’ tt t tt 3
- Q- P - S - L - - - S - L - P - T -
- S - L - P - W - - P - - F - P - Q -
- - F - P - - R - Q- P - S - H -
0
ST 4 | acceptor 1.1 bits @285864
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- 8 -
pi ece 8, WFS1l, c.631GA g6285821a, config: linear, direction: +, begin: 6285767, end: 6285875

*6285770 * *6285780 * *6285790 * *6285800 *
5 t t t t t t 3
- K - Q - V - -V - - E - L - L - E - N - V - -
- $- R- W- P - W- R - S - - W- R - M- S - -
- - - - R - - - - - - E - - R - P -
------------------------------------------------------------------------------ ... exon 5.62856
” )
donor 4.8 bits @285773 ... donor
Hn
*6285810 * *g!gsszo * *6285830 * *6285840
5 t t tt t 3
- Q- VvV - N- E - H - S - - R -1 - H - P - - H -
- R- s - T - S - T -V - R - - F - T - L - - T -
- - Q - R - - Q - - E - D - S - P - W - - P -
------------------------------ > exon 5.6285651-6285821 ... acceptor
)

donor 0.3 bits @285800 donor 2.8 bits @285822

)
n donor 3.4 bits @285809
* *6285850 * *6285860 * *6285870 *
5’ tt t tt 3’

- Q- P - S - L - - - S - L - P - T -

- S - L - P - W - - P - - F - P - Q -

- - F - P - - R - Q.- P - S - H -
l_|

| acceptor 1.1 bits @285864
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-9 -
piece 9, WFS1 WS1.txt , piece 1, config: linear, direction: +, begin: 6295069, end: 6295177

*6295070 * *6295080 * *6295090 * £6295100 *
5 gt t ot t t ot t tcttt 3
- V- 1L-S-Q-P-R-S=-H=-V-P- S - F - P -
- S - - P-S-L-V-P-T=- Y- HS-1L-S8- P -
- P - V - P - - $- F-P-R-T=-1 - F - P - P -
. e x +—— ey C accept or
*6295110 * +62051¥b  + *6295130 * *6295140 *
5’ t t t t t t t ¢ 3
- Q- V - V- K- Y - P - L - H - -1 - M- E - | -
- "R - W- S - S - T - P - - T - P - S - W- R - S -

- - - Q- V- P - P - - R - H - H - - D - Q
"
C. U L_.acceptor 11.4 bits @295110

J_-| ---------------------------------------------------------------------- ... exon 8.62951
' donor 4.4 bits @295111
LS
0]
donor 1.0 bits @295119
*6295150 * *6295160 * *6295170 *
5’ t t tt t t 3
- K- E - Y - L -1 - D=- M - - S - R -
- R- S - T - @ - L..; T - W- P - P - -
- -V - P - D - - H - - L - Q_-
0
. — A 4— +— U acceptor 3.0 bits @295175

-------------------------------------------------------------- ... exon 8.6295111- 6297719
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- 10 -

piece 10, 1 10, c.874C>T ¢6295123t, config: linear, direction:

+, begin: 6295069, end: 6295177
*6295070 * *6295080 * *6295090 * *6295100 *
5’ t t t t tt t t t tt 3’
-V - L - S - Q - P - R - S - H - V - P - S - F - P -
- S - - P-s - L - Vv - P - T-Y - - L - S - P -
- P -V - P - - S - F - P - R - T | - F - P - P -
B — b Ay ¢ ... acceptor
*6295110 * *62951!0 * *6295130 * *6295140 *
5’ t t t t t t t t 3’
- Q- V- V- K- Y - S - L - H - - M - E - | -
- R- W- S - S - T - P - - T - P - - W- R - S -
- - - Q- V - L - P - - R - H - H - - D - Q -
i)
U L_.acceptor 11.4 bits @295110
J_-| ---------------------------------------------------------------------- ... exon 8.62951
' donor 4.4 bits @295111
LS
2
donor 1.1 bits @295119
o
*6295150 * *6295160 * *6295170 *
5’ t t tt t t 3’
- K - E - Y - L - | - D - M - - S - R
- R- S8 - T - @ - L.- T - W- P - P - -
- -V - P - D - - H - - L - Q_-
i)
— — A s L {
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- 11 -
piece 11, 1 11, piece 1, config: linear, direction: +, begin: 6295082, end: 6295190

* *6295090 * *6295100 * *6295110 * *6295120
5’ t tt t t ttt t t t 3
- L - V- P-T-Y- H- L - S- P - R- W- S - S -
- s - F - P - R- T -1 - F - P - P - - - Q - V -
- R - S$ - H- V- P-S$- F - P - Q- V-V - K- Y -
Jﬂ ------------------ ... exon 8.62951
' donor 4.4 bits @295111
L=
N)
donor
0)
B — gy L_I L _.acceptor 11.4 bits @295110
* *6295130 * \' *6295140 * *6295150 *
5’ t t t t t t 3
- T - P - - T - P - S - W- R-S-R=-S - T-@ -
- P - P - - R - H - H - - Db - Q - -V - P - D -
- P - L - H - - - M - E - | - K - E - Y - L - 1 -
------------------------------------------------------------------------------ ... exon 8.62951
L - ... acceptor
donor 1.0 bits @295119 — ... acceptor
*6295160 * *6295170 * *6295180 * *6295190
5 tt t t t t 3
- L - T - W- P - P - - Q - - - T -
- @® - H - - L - Q - - R - H - - L -
- D - M - - S - R - - - M - H -
------------------------------ ;i------------------------------ ... exon 8.6295111-6297719
s +— +— LJ acceptor 3.0 bits @295175
)
e +— — ‘ acceptor 1.8 bits @295180

donor 0.8 bits @295181
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- 13 -
piece 12, 1 12, c.887T>G t6295136g, config: linear, direction: +, begin: 6295082, end: 6295190

* *6295090 * *6295100 * *6295110 * *6295120
5’ t tt t t ttt t t t 3
- L - V- P-T-Y-H-9L-S-P-R- WS- S - s -
- S - F - P- R- T -1 - F - P - P - - - Q - VvV -
- R-S$- H- V- P-S- F - P - Q- V- V- K- -Y -
Jﬁ ------------------ ... exon 8.62951
' donor 4.4 bits @295111
L=
N)
donor
0)
B — R R T P L_I L _.acceptor 11.4 bits @295110
. . +— ... acceptor
* *6295130 *v *6295140 * *6295150 *
5’ t t t t t 3
- T - P - - T - P - - W- R- S - R- S - T - @ -
- P - P - - R - Q - H - - D - Q - -V - P - D -
- P - L - H - - $ - M- E -1l - K- E-Y - L - 1 -
------------------------------------------------------------------------------ ... exon 8.62951
. — ... acceptor
donor 1.0 bits @295119 — ... acceptor
)
4 LJ acceptor 1.2 bits @295136
*6295160 * *6295170 * *6295180 * *6295190
5 t t t t t t 3’
- L - 7T - W- P - P - - Q - - - T -
- @® - H - - L - Q - - R - H - - L -
- D - M - - S - R - - - M - H -
—————————————————————————————— Fi______________________________ ... exon 8.6295111-6297719
R +— — 9}, acceptor 3.0 bits @295175
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2]

. +— — ' acceptor 1.8 bits @295180

donor 0.8 bits @295181
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- 15 -
piece 13, 1 13, piece 1, config: linear, direction: +, begin: 6295241, end: 6295349

* *6295250 * *6295260 * *6295270 *
5 t t t t t tt tt tt t 3
- §$ - S - S - - T - s - P-sS$- T- S-S - P - S -
- H- R-- Q@ - Q- P-H-H-R- 1L - L - R- L - L -
-1l -v- s - N- L - T -1 - D- F - F - - F - F -
------------------------------------------------------------------------------ ... exon 8.62951
)
donor 0.2 bhits @295246 VS +——r = ... acceptor

J— ——— L o L = . accept or
. e =M= 4+ ... acceptor
— = .. ... acceptor
*6295280 * *6295290 * *6295300 * *6295310 *
5t t t t t t t gt tt t ct 3
- S-S - R - W=- S - - S - T - - P - S - S - P -
- H - P - - - H- L - L - P -V - L - H- L - H -
- -P - 5L - v- 1 - F - Y- L - s - F -1 - S - M-
------------------------------------------------------------------------------ ... exon 8.62951
»
e +— H L. acceptor 7.5 bits @295290 ... donor
. acceptor 1.8 bits @295283 e« ... acceptor
o)
— 4= m . acceptor 4.6 bits @295287
. - -+ +— S\ .~—acceptor 0.5 bits @295302
- - e ) A S ~—acceptor 1.1 bits @295
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e e —— 4 —t—r 4 e ... acceptor
e e e oy —— 4 — P T ... acceptor
R, —— 4 e P ... acceptor
*6295320 * *6295330 * *6295340 *
5 1t t t t t t tt 3
- W - @ - s - - P - S - R - - S - R -
- - D- L - H- P - Q - -V - P - -
- V-1 - ¢ - T- 1L - K- V- F - Q -
= R ... exon 8.6295111- 6297719
| donor 4.2 bits @295321
e e —
LS
"
R +— T +— t L_.acceptor 4.8 bits @295338
"
donor 3.5 bits @295339
e
N)
. [, — — ) U acceptor 4.1 bits @295347
i acceptor 5.1 bits @295319
oL . acceptor 3.0 bits @295320
. acceptor 1.1 bits @295321
a
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- 17 -
piece 14, 1 14, c.1046_1048del TCT d6295295, 6295297, config: linear, direction: +, begin: 6295241,

* *6295250 * *6295260 * *6295270 *
5 t t t t t tt tt tt t 3
- §$ - S - S - - T - s - P-sS$- T- S-S - P - S -
- H- R-- Q@ - Q- P-H-H-R- 1L - L - R- L - L -
-1l -v- s - N- L - T -1 - D- F - F - - F - F -
------------------------------------------------------------------------------ ... exon 8.62951
)
donor 0.2 bhits @295246 VS +——r = ... acceptor

J— ——— L o L = . accept or
. e bty =M= 4+ ... acceptor
*6295280 * *6295290 * *6295300 * *6295310 *
5 1t t t t ]} t t t tt t t t 3
- $- S - R- W- s & S - T - - P - S - S - P - W -
- H - P - - - H- L - P -V - L - H - L - H - -
-1 - P - L - V-1 -Y-1.9-S-F-1-'8S-M=-V -
------------------------------------------------------------------------------ ... exon 8.62951
» Ol
oA 4t (oL _.acceptor 7.5 bits @295290 donor
I -
acceptor 1.8 bits @295283 . - ... acceptor

l_|

/| ._acceptor 4.6 bits @295287

-

acceptor 4.0 bits

. . — e A { . accept or

— >, . -— 4 = +— o ... acceptor
IJ
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*6295320 * *6295330 * *6295340 *
5 t t t t Tt 3’
- @® - s - - P - S - R - - S - R -
- D- L - H- P - Q - -V - P - -
-1 - ¢ - T - L - K- V- F - Q -
———————————————————————————————————————————————————————— ... exon 8.6295111-6297719
. ot donor 4.2 bits @295318
)
0
. — + t L_.acceptor 4.8 bits @295335
0]
donor 3.5 bits @295336
e
0
S e d— — ) U acceptor 4.1 bits @295344

. ~—acceptor 2.3 bits @295317

acceptor 0.6 bits @295318
e
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- 19 -
piece 15, 1 15, piece 1, config: linear, direction: +, begin: 6295255, end: 6295363

* *6295260 * *6295270 * *6295280 * *6295290
5 ¢t t tt tt tt tt t t t ¢ 3
- L - T-1 - D- F - F - - F - F -1 - P - L - V -
- s - P- 8- T7- 8- S- P-S-8S8S-S- R- W=- s -
- H- H- R- L - 1L - R- 1L - L - H- P - - - H -
------------------------------------------------------------------------------ ... exon 8.62951
- PRI T e d acceptor 1.8 bits @295283
l_|

.. acceptor 4.6 bits @29528

l_|

9} L_.acceptor 7.5 bits

e e —— +— ... acceptor
. - ... acceptor
* *6295300 * *6295310 * *6295320 * *6295330
5 atcttect t gt tt t t t ct 3
-1l - F - Y - L - S - -1 - s - M- VvV _ - 1 - - T -
- S - s - T - - P - S - S - P - W-@® - s - - P -
- L - L - P - V- L - H- L - H - - bD- L - H - P -
—————————————————————————————————————————————————————————————————————————————— ... exon 8.62951
”
donor 4.2 bits @295321
" e
)
e e —— — 4 7 acceptor 5.1 bits @295319
PG —— 4 i P 9} L. acceptor 3.0 bits @295320
A .~ acceptor 0.5 bits @295302 . e s ... acceptor
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e o b — - ~—.acceptor 1.1 bits @295313

l_|
S e Ak o A€ e o acceptor 1.1 bits @295321
a
SEP . — P ... acceptor
* *6295340 * *6295350 * *6295360
5’ t t tt t 3
- L - K- V- F- Q- D=- 8- K - - W -
- S - R - - S - R - T - - R - P - -
- Q - -V - P - - Q- Q - - L o-
------------ e T exon 8.6295111- 6297719
' donor 3.5 bits @295339
e
)
d— — ) U acceptor 4.1 bits @295347
N)
+— U L. acceptor 4.8 bits @295338
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- 21 -
piece 16, 1 16, c.1060 _1062del TTC d6295309, 6295311, config: linear, direction: +, begin: 6295255,

* *6295260 * *6295270 * *6295280 * *6295290
5 t t tt tt tt tt t t t 3
- L - T-1 - D- F - F - - F - F -1 - P - L - V -
- s - P- 8- T7- 8- S- P-S-8S8S-S- R- W=- s -
- H- H- R- L - 1L - R- 1L - L - H- P - - - H -
------------------------------------------------------------------------------ ... exon 8.62951
- PRI T e d acceptor 1.8 bits @295283
l_|

.. acceptor 4.6 bits @29528

l_|

9} L_.acceptor 7.5 bits

|
|
F
E
i

e + - ... acceptor
L ... acceptor
L ... acceptor
* *6295300 * *6295310 * *6295320 * *6295330
5’ t tt t t t I t t t t t t t 3’
-1 - F - Y - L - S & - S - M-V - 1| - - T - L -
- S - s - T - - P - S - P - W- @ - s - - P - S -
- L - L - P - V- H- L - H - - D- L - H- P - Q -
------------------------------------------------------------------------------ ... exon 8.62951
i)
donor 4.2 bits @295318
) e —
LS
P — — ) +— ... acceptor
. e o ... acceptor
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- 22 .

PP VEETEE .~—acceptor 0.5 bits @295302
e e s — = +— O ? acceptor 2.7 bits @295316
e e b — A Ot 9) L_.acceptor 1.0 bits @295317
* *6295340 * *6295350 * *6295360
5 t tt t 3
- K- V- F - Q- D - S - K - - W -
- R - - S - R - T - - R - P - -
- -V - P - - Q - Q - - L -
...... ,_| S i-iii------------- .. exon 8.6295111-6297719

donor 3.5 bits @295336

=

L . acceptor 4.8 bits @295335

|_|
A i) acceptor 4.1 bits @295344
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- 23 -

piece 17, 1 17, piece 1, config: linear, direction: +, begin: 6295435, end: 6295543
* *6295440 * *6295450 * *6295460 * *6295470
5 tt t t t t ttt 3
- N - F - - W- N- H - L - E - P - Y - - H - F -
- T - S - - - T - T - W- S - P - M- P - I - S -
- L - R- L - E - P - P - - - L - - P - F - P -
------------------------------------------------------------------------------ exon 8.62951
— PP accept or
[ accept or
e accept or
* *6295480 * *6295490 * *6295500 * *6295510
5’ t t t t t tt tt t t tt t tt t 3
- L - L - 8- V- F-"F-V-1 - F-'S - F - P - 1 -
- ¢ -ss- 1L - - 8s-s-8s-s-8s-P- 8- P - s -
- - L - - L - L - R-H-1L-1L-1L-P-HS-R -
------------------------------------------------------------------------------ exon 8.62951
D)
-+ +— acceptor 1.4 bits @295483
Ol
— S . i, YEmr P . acceptor 2.7 bits @295492
. B T _ .~ acceptor 2.6 bits @295496
P — PEECEESEETES S ) ~—acceptor 0.9 bits
P e P P S st accept or
e . P PP S Aty _n accept or
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e > ea ey O Dl O e
* *6295520 * *6295530 * *6295540
5 t t t t 3
- - S - K - D - -1 - P - - S - E -
- P - - R - T - - S - P - - R - S -
- Q - Q - - L - H- P - L - L - -

acceptor 4.6 bits @295511

l_|

i

acceptor 4.0 bits @295513

| acceptor 9.2 bits @295517

acceptor 2.3 bits @295520

acceptor 4.0 bits @295521

Authors: Vijay Nalla, Peter Rogan, CWVH UMKC

Ref erences: Hum Miutation 6:74-76, 1995, Hum Miutat. 12(3): 153-171, 1998
URL: http://ww.sce. unkc. edu/ ~roganp/ | nformati on/ vi ewarticl es. htn

Mol ecul ar I nformation theory: http://ww. | ecb. ncifcrf.gov/~tons/

+— ... acceptor
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+= ... acceptor

exon 8.6295111-6297719



- 25 -
piece 18, 1 18, c.1240 1242del TTC d6295489, 6295491, config: linear, direction: +, begin: 6295435,

* *6295440 * *6295450 * *6295460 * *6295470
5’ tt t t t t ttt 3
- N - F - - wW- N- H - L - E - P - Y - - H - F -
- T - S - - - T - T - W- S - P - M- P - 1| - S -
- L - R- L - E - P - P - - - L - - P - F - P -
------------------------------------------------------------------------------ ... exon 8.62951
— it ... acceptor
. N ... acceptor
accept or
* *6295480 * *6295490 ~* *6295500 * *6295510
5’ t t t t t tt I t t tt t tt t 3’
- L - L - S - V- F ®V-1 - F-'S - F - P - 1 - -
- - s$s- L. -ss-s-s-s-s-P- S - P - S - P -
- - L - - L - R-H- L - L - L - P - H- R - Q -
------------------------------------------------------------------------------ ... exon 8.62951
0)
+— —r >\ acceptor 1.4 bits @295483
0)
—— bt el s 4=t > acceptor 0.8 bits @295489
. S D o VI _ ~—acceptor 1.1 bits @295493
e e e A st acceptor 3.7 bits @2
0)
e — P P S - o | acceptor 4.0 bits

o e Sty Spx T r— ... acceptor
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P — ——t L ... acceptor
e e e e P e C accept or
* *6295520 * *6295530 * * 6295540
5’ t t t t 3’
- S - K - D - -1 - P - - S - E -
- - R - T - - S - P - - R - S -

-------------------------------------------------------- ... exon 8.6295111- 6297719

L_J acceptor 9.2 bits @295514
acceptor 2.3 bits @295517

acceptor 4.0 bits @295518
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- 27 -
piece 19, 1 19, piece 1, config: linear, direction: +, begin: 6295438, end: 6295546

*6295440 * *6295450 * *6295460 * *6295470 *
5 tt t t t t ttt t 3
- F - - w- N- H- L - E - P - Y - - H - F - L -
- S - - - T - T- W- S - P - M- P - 1| - S - -
- R- L - E - P - P - - - L - - P - F - P - -
------------------------------------------------------------------------------ ... exon 8.62951
-~ A +— ... acceptor
e — ... acceptor
— . ... acceptor
*6295480 * *6295490 * *6295500 * *6295510 *
5 ctctctogtcecttocot:t t ttoct tt t 3
- L - S- V- F- F -V -1 - F-'S - F - P -1 - -
- s- .- s-s-s-s-s-s-P- S - P - S - P -
- L - - L - L - R-H-1L-1L1L-1L9-P-HS-R-Q -
------------------------------------------------------------------------------ ... exon 8.62951
”
—t >\ acceptor 1.4 bits @295483
”
S . YT acceptor 2.7 bits @295492
B TR _ .~ acceptor 2.6 bits @295496
P — PEECEESEETES S ) ~—acceptor 0.9 bits @29550
i N e 4 At et st acceptor 4.6 bits @2

acceptor 4.0 bits

n 1
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e > ea ey O Dl O e
*6295520 * *6295530 * *6295540 *
5 t t t t t
- S - K - D - -1 - P - - S - E - L -
- - R - T - - S - P - - R - S - W -
- Q - - L - H- P - L - L - - -
|_|

acceptor 9.2 bits @295517

acceptor 2.3 bits @295520

acceptor 4.0 bits @295521

Aut hors: Vijay Nalla,
Ref er ences:

Pet er Rogan, CWVH, UWKC
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1998

+— accept or
= accept or
+— accept or

exon 8.6295111-6297719



- 29 -
pi ece 20, 1 20, c.1243 1245del GTC d6295492, 6295494, config: linear, direction: +, begin: 6295438,

*6295440 * *6295450 * *6295460 * *6295470 *
5 tt t t t t ttt t 3
- F - - W- N- H - L - E - P - Y - - H - F - L -
- S - - - T - T - W- S - P - M- P - I - S - -
- R- L - E - P - P - - - L - - P - F - P - -
------------------------------------------------------------------------------ ... exon 8.62951
-~ A +— ... acceptor
— ... acceptor
*6295480 * *6295490 * *6295500 * *6295510 *
5 t t t t tt tt t tt t tt t 3
- L - s - V- F - F I - F - S - F - P - 1 - - S -
- $-L.L - 8- s-ss-s-ss-P-8S8- P -8 - P - -
- L - - L - L - H- L - L - L - P - H- R - Q- Q -
—————————————————————————————————————————————————————————————————————————————— ... exon 8.62951
)
4—t >\ acceptor 1.4 bits @295483
T o v " P . acceptor 4.3 bits @295493
e e o a B i ) .. acceptor 1.4 bits @295506
IS B st acceptor 4.8 bits @295508
l_|

acceptor 5.1 bits @295

—-—— —-— - -~ e - U
(

e e e >« P = ... acceptor

acceptor
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P —— St ... acceptor
*6295520 * *6295530 * * 6295540
5’ t t t t t 3
- K - D - -0 - P - - S - E - L -
- R - T - - S - P - - R - S - W -
- - L - H- P - L - L - - -

-------------------------------------------------------- ... exon 8.6295111-6297719

acceptor 10.1 bits @295514

acceptor 2.3 bits @295517

acceptor 4.0 bits @295518
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- 31 -
piece 21, 1 21, piece 1, config: linear, direction: +, begin: 6295504, end: 6295612

* *6295510 * *6295520 * *6295530 * *6295540
5 tt t t t t t 3
- F - P - 1 - - S - K - D - - | - P - - S - E -
- S - P - S - P - - R - T - - S - P - - R - S -
- P - H- R - Q - Q - - L - H- P - L - L - - -
------------------------------------------------------------------------------ ... exon 8.62951
* *6295550 * ‘f *6295560 * *6295570 * *6295580
5’ t t t t tt Tttt t t 3’
- L - - Vv - 1 - T - - F - F - T -V - T - S - Y -
- W- L - S - S - P - - S - L - P - @® - P - - T -
- - - H- H- R- 1L -1.L-Y-R-D-Q-1L - P -
------------------------------------------------------------------------------ ... exon 8.62951
0)
LJ#* donor 0.7 bits @295570
)
L PP ST S +— U .~—acceptor 4.5 bits @2
- ... acceptor
* *6295590 * *6295600 * *6295610
5’ t t t t 3
- L - S - L - S - T - H - - E - P - Y -
- @ - - @ - - P - M- Q- S - P - T -
- E - P - E - H - P - - R - - L -
—————————————————————————————————————————————————————————————— ... exon 8.6295111-6297719
0)
— -+ +=) acceptor 2.2 bits @295603
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- 32 -
piece 22, 1 22, c.1309GC g6295558c, config: linear, direction: +, begin: 6295504, end: 6295612

* *6295510 * *6295520 * *6295530 * *6295540
5 tt t t t t t 3
- F - P - 1 - - S - K - D - -0 - P - - S - E -
- s$ - P - S - P - - R - T - - S - P - - R - S -
- P - H- R - Q - Q - - L - H- P - L - L - - -
------------------------------------------------------------------------------ exon 8.62951
* *6295550 * v *6295560 * *6295570 * *6295580
5’ t t t t tt ttt t t 3
- L - - v -1 - T- R- F - F - T- V- T- S - Y -
- W- L - S - S - P - - S - L - P - @® - P - - T -
- - - H- H- P- 1L -1L -Y-R-D=-Q-1L - P -
------------------------------------------------------------------------------ ... exon 8.62951
)
LH donor 0.7 bits @295570
e 4 S PR PR ' acceptor 0.8 bits @295570
l“
)
. VPSR P TR +— LJ .~ acceptor 5.3 bits @2
- ... acceptor
* *6295590 * *6295600 * *6295610
5’ t t t t 3
- L - s - L - S - T - H - - E - P - Y -
- @ - - @ - - P - M- Q - S - P - T -
- E - P - E - H - P - - R - - L -
-------------------------------------------------------------- ... exon 8.6295111-6297719
N
— -+ +=) acceptor 2.2 bits @295603
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- 33 -
piece 23, 1 23, piece 1, config: linear, direction: +, begin: 6295523, end: 6295631

* *6295530 * *6295540 * *6295550 * *6295560
5 t t t t t t t t t 3
- T - - S - P - - R- S - W- L - S8 - S - P - -
- L - H- P - L - L - - - - - H- H - R - L -
- -0 - P - - S - E - L - - Vv - 1 - T - - F -
------------------------------------------------------------------------------ ... exon 8.62951
L -~ ... acceptor
* *6295570 * " *6295580 * *6295590 * *6295600
5 1t ttt t t t t t 3
- S - L - P - @® - P - - T - @ - - @ - - P - M -
- L -Y- R- D--Q@Q- L - P- E- P - E - H - P - -
- F - T - V- T-8%-Y - 1L - S- 1L - S - T- H - -
------------------------------------------------------------------------------ ... exon 8.62951
)
v A +— LJ .~—acceptor 4.5 bits @295577 — ... acceptor
Ol

donor 0.7 bits @295570

S — +— 4 ... acceptor
* *6295610 * *6295620 * *6295630

5’ t t 3

- Q- s - P - T - R - - - P - W - P -

- R - - L - H - - Q - - P - - H -
- E- P - Y - T - R - R - - L - -
------------------------------------ ;j------------------------ ... exon 8.6295111-6297719
+— LJ acceptor 3.0 bits @295619

2]

acceptor 2.2 bits @295603
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- 34 -
piece 24, 1 24, c.1328GT g6295577t, config: linear, direction: +, begin: 6295523, end: 6295631

* *6295530 * *6295540 * *6295550 * *6295560
5 t t t t t t t t t 3
- T - - S - P - - R - S - W- L - S - S - P - -
- L - H - P - L - L - - - - - H - H - R - L -
- -0 - P - - S - E - L - - v - 1 - T - - F -
------------------------------------------------------------------------------ exon 8.62951
* *6295570 * v *6295580 * *6295590 * *6295600
5 t Tttt t t t t t t 3
- S - L - P -@® - P - s - T-@ - - @ - - P - M -
- L -Y - R- D-H- L - P- E- P - E - H - P - -
- F - 17T -V - T7 -1 -Y - L - S - L - S - T - H - -
------------------------------------------------------------------------------ ... exon 8.62951
)
LJ#* donor 0.7 bits @295570 «— ... acceptor
- S — +— ... acceptor
* *6295610 * *6295620 * *6295630
5 t t 3
- Q- S - P - T - R - - - P - W- P -
- R - - L - H - - Q - - P - - H -
- E - P - Y - T - R - R - - L - -
------------------------------------ Fj------------------------ ... exon 8.6295111-6297719
+— U acceptor 3.0 bits @295619
)

acceptor 2.2 bits @295603
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- 35 -
piece 25, 1 25, piece 1, config: linear, direction: +, begin: 6295706, end: 6295814

*6295710 * *6295720 * *6295730 * *6295740
5’ tt t t t t t t t 3
- R - P - S - S - P - - L - S - - T - W- S - S -
- b- L - H- H - R - - - R - P - P - - R - P -
- T - F -1 - T -V - P - VvV - - H - L -V - V - L -
------------------------------------------------------------------------------ ... exon 8.62951
- 4 +— ... acceptor
* *6295750 * ‘%295760 * *6295770 * *6295780
5 t t t t t t t t t t t 3
- S - T - S - - S - R - - - S - M- S - T - -
- Q- R-- Q- R- P -V - P - - L - - L - P - -
- N- V- S -V - P - - L - L - Y -V -Y - L - L -
------------------------------------------------------------------------------ ... exon 8.62951
)
R _\ | acceptor 2.0 bits @295754 S I ... acceptor
0
n donor 2.7 bits @295750 S - ... acceptor
S ... acceptor
— ... acceptor
accept or
* *6295790 * *6295800 * *6295810
5 t t t t Tt Tt t t 3
- S -1 - S - S - s - - W- H- S - @ -
- L - s - L - L - P - H - - T - - E -
- Y - L - F - F - R - M - - Q - L -
—————————————————————————————— Fﬂ______________________________ ... exon 8.6295111-6297719
e o 4t At e e (L acceptor 3.8 bits @295799
R T 7 acceptor 6.1 bits @295802
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l_|
B T i T 9) acceptor 1.0 bits @295803
s o S . | acceptor 1.4 bits @295804
(]
I P T S PR +— acceptor 1.8 bits @295807
")
e e e e o +— | -——acceptor 6.7 bits @295809
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- 37 -
piece 26, 1 26, c.1511CT c6295760t, config: linear, direction: +, begin: 6295706, end: 6295814

*6295710 * *6295720 * *6295730 * *6295740
5 tt t t t t t t t 3
- R- P - S - S - P - - L - s - - T - W- S - S -
- b- L - H- H - R - - - R - P - P - - R - P -
- T - F -1 - T - VvV - P - V - - H- L - V - V - L -
------------------------------------------------------------------------------ ... exon 8.62951
S +— +— ... acceptor
* *6295750 * '6295760 * *6295770 * *6295780
5 t t t t t t t t t t t t 3
- S - T - S - - S - - - - S - M- S - T - -
- Q- R- Q- R- P -V - P - - L - - L - P - -
- N- V- S - V - L - - L - L - Y -V -Y - L - L -
------------------------------------------------------------------------------ ... exon 8.62951
»
o - _\ | acceptor 2.0 bits @295754 e — ... acceptor
)
n donor 2.7 bits @295750 S - ... acceptor
Ol
+——>donor 0.4 bits @295761 ... acceptor
=)
. ... acceptor
S ... acceptor
* *6295790 * *6295800 * *6295810
5 t t t t tt tt t t 3
- S -1 - s - s - s - - W- H- s - @ -
- L - S - L - L - P - H - - T - - E -
-Y - L - F - F - R- M - - Q - L -
—————————————————————————————— Ei______________________________ ... exon 8.6295111-6297719
e o 4t At e e (L acceptor 3.8 bits @295799
R T 7 acceptor 6.1 bits @295802
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B +— acceptor 1.8 bits @295807
”
R T ‘ acceptor 1.0 bits @295803
P S S TS Rt S PR o ' | acceptor 1.4 bits @295804
a
e e e e o +— ' | -——acceptor 6.7 bits @295809
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- 39 -
piece 27, 1 27, piece 1, config: linear, direction: +, begin: 6295709, end: 6295817

*6295710 * *6295720 * *6295730 * *6295740 *
5’ tt t t t t t t t t 3
- P - S - S - P - - L - S - - T - W- S - S - S -
- L - H- H - R - - - R - P - P - - R - P - Q -
- F -1 -T - Vv - P - V - - H - L -V -V - L - N -
------------------------------------------------------------------------------ ... exon 8.62951
donor
. +— +— — ... acceptor
*6295750 * *6295%‘5 * *6295770 * *6295780 *
5’ t t t t t t t t t t t t 3
- T - S - - S - R - - - S - M- S - T - - S -
- R - Q- R - P -V - P - - L - - L - P - - L -
-V - S -V - P - - L - L - Y -V -Y - L - L - Y -
—————————————————————————————————————————————————————————————————————————————— ... exon 8.62951
N)
n donor 2.7 bits @295750 . — +—r -+ ... acceptor
LJ acceptor 2.0 bits @295754 — - .« =+ ... acceptor
S + =+ ... acceptor
- - . ... acceptor
-« ~. ... acceptor
e e = ... acceptor
*6295790 * *6295800 * *6295810 *
5’ t t tt tt t t 3
-1 - s - s - S - - W- H - S - @ - -
- s - L - L - P - H - - T - - E - E -
- L - F - F - R - M - - Q - L - R -
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-------------------------------------------------------------- ... exon 8.6295111- 6297719

l_|
=t At s Od | ' | acceptor 3.8 bits @295799
I i T 1 acceptor 6.1 bits @295802
B i ' acceptor 1.0 bits @295803
PP SR T R P o ' | acceptor 1.4 bits @295804
a
B T +— acceptor 1.8 bits @295807
"
T +— | -—acceptor 6.7 bits @295809

donor 1.3 bits @295810
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- 41 -
piece 28, 1 28, c.1514G>A g6295763a, config: linear, direction: +, begin: 6295709, end: 6295817

*6295710 * *6295720 * *6295730 * *6295740 *
5’ tt t t t t t t t t 3
- P - S - S - P - - L - S - - T - W- S - S - S -
- L - H- H - R - - - R - P - P - - R - P - Q -
- F -1 -T - Vv - P - V - - H - L -V -V - L - N -
------------------------------------------------------------------------------ ... exon 8.62951
donor
. +— +— — ... acceptor
*6295750 * *62957!0 * *6295770 * *6295780 *
5’ t t t t t t t t t t t t 3
- T - S - - S - R - T - - S - M- S - T - - S -
- R - Q- R - P -V - P - - L - - L - P - - L -
- V- S- V- P-Y - L - L -Y -V -Y - 1L - 1L - Y -
—————————————————————————————————————————————————————————————————————————————— ... exon 8.62951
N
n donor 2.7 bits @295750 . — +—r -+ ... acceptor
U acceptor 2.0 bits @295754 — - .« =+ ... acceptor
~.
‘ +——-donor 0.0 bits @295761 - - ... acceptor
. a— — Al d  d e O ' ~—acceptor 0.1 bits @2

=

- -+ ... acceptor
—— -~ - ... acceptor
e e . ... acceptor
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*6295790 * *6295800 * *6295810 *
5’ t t tt tt t t 3
-1 - s - s - S - - W- H- s - @ - -
- S - L - L - P - H - - T - - E - E -
- L - F - F - R - M - - Q - L - R -
------------------------ ,_| S ii---------------- ... ex0n 8.6295111-6297719
it ot e = ()L acceptor 3.8 bits @295799
I i T 1 acceptor 6.1 bits @295802
B +— acceptor 1.8 bits @295807
donor 1.3 bits @295810
”
B e ‘ acceptor 1.0 bits @295803
B e, T _ | acceptor 1.4 bits @295804
a

/| ._acceptor 6.7 bits @295809

- . P —— " )
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- 43 -

exon 8. 62951

accept or

accept or

accept or

accept or

exon 8. 62951

piece 29, 1 29, piece 1, config: linear, direction: +, begin: 6295741, end: 6295849
* *6295750 * *6295760 * *6295770 *
5 t t t t t t t t t t t 3
- V- L - N- V- S -V - P - - L - L - Y - V - Y -
- S - s - T - - - S - R - - - S - M- S - T -
- P - Q - R Q- R- P -V - P - - L - - L - P
D)
n donor 2.7 bits @295750 e
*6295780 * *6295790 * *6295800 * *6295810 *
5 t t t t t tt tt t t t 3
- L - L - Y - L - F - - R - M - - Q- L - R - N -
- - S - 1 - - S - S - - W- H - S - @ - - -
- - L - S L - L - P - H - - T - - E - E - F
)
Y S T | acceptor 3.8 bits @295799
- B e wrra ? acceptor 6.1 bits @295802
- i s A el ek oty ‘ acceptor 1.0 bits @295803
- S I Sy S T ER S S P o ' | acceptor 1.4 bits @295804
[ ]
donor
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1.3 bits @2958



S I P S W T R +— acceptor 1.8 bits @295807

|_|
/| ._acceptor 6.7 bits @295809

*6295820 * *6295830 * *6295840 *
5t ot t t t tt gt t 3
- F - K - - T - Y - - Y - L -V - P -
- S - R - - P - T - - T - L - - P -
- Q - - H- L - L - 1L - P - - -

-------------------------------------------------------------- ... exon 8.6295111- 6297719
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- 45 -
piece 30, 1 30, c.1546 1548del TTC d6295795, 6295797, config: linear, direction: +, begin: 6295741,

* *6295750 * *6295760 * *6295770 *
5 t t t t t t t t t t t 3
- V- L - N- V- S -V - P - - L - L - Y - V - Y -
- S - s - T - S - - S - R - - - S - M- S - T -
- P-- Q- R- Q- R- P - V- P - - L - - L - P -
------------------------------------------------------------------------------ ... exon 8.62951
)
n donor 2.7 bits @295750 e e s ... acceptor
I ... acceptor
e ... acceptor
- ... acceptor
accept or
*6295780 * *6295790 * *6295800 * *6295810 *
5’ t t t t t tt I t t ttt 3
- L - L -Y - 1L - F %R - M- - Q- L - R - N- F -
- - S -1 - S - s - - W- H- s - @ - -1 - s -
- - L - S - L - P - H - - T - - E - E - F - Q -
—————————————————————————————————————————————————————————————————————————————— ... exon 8.62951
”
— At ) el O Od | acceptor 2.9 bits @295796
. S I, e 7 acceptor 3.8 bits @295799
— T v ' acceptor 0.1 bits @295800
e s At A Al | acceptor 0.3 bits @295801
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- S P S +— acceptor 0.8 bits @295804

donor 1.3 bits @295807

l_|
. i P — ' | -——acceptor 5.1 bits @295806
*6295820 * *6295830 * *6295840 *
5’ t t t tt t t 3
- K - - T - Y - - Y - L -V - P -
- R - - P - T - - T - L - - P -
- - H- L - L - L - P - - -

-------------------------------------------------------- ... exon 8.6295111- 6297719
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- 47 -

piece 31, 1 31, piece 1, config: linear, direction: +, begin: 6295815, end: 6295923
* *6295820 * *6295830 * *6295840 * *6295850
5 ttt t t t tt gt t t 3
- E - F - Q - - H- L - L - L - P - - - L - P -
- N - F - K - - T - Y - - Y - L -V - P - Y - L -
-1l - s - R - - P - T - - T - L - - P - T - W
-}
* *6295860 * *6295870 * *6295880 * *6295890
5 t gt tt t gt t ot t ct t t t t 3
- - V- L - H- V-V - @ - - L - R - - H - P -
- Vo - F - M - W - - E- L - S - V- V-1 - L -
- - - S - - - V- S - 8- P - W- S - S -
”
donor 5.2 bits @295855
)
;_|
. L_ L. acceptor 2.7 bits @295854 . - 4 +— +— 4 4+

l_‘
donor 0.8 bits @295866
= =
V_‘

donor 4.8 bits @295869

4_‘donor 3.6 bits @295871

=)

* *6295900 * *6295910 * *6295920
5’ t t t t t 3

- - - V- H- R - P - - - - P -
- L - E - S - T - - L - - L - L - R -
- W- S - P - P - - W - - - S -
)
‘ acceptor 0.4 bits @295896
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exon 8. 62951

donor

accept or

exon 8.62951

accept or

exon 8.6295111-6297719
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- 49 -
piece 32, 1 32, c.1620 1622del GTG d6295869, 6295871, config: linear, direction: +, begin: 6295815,

* *6295820 * *6295830 * *6295840 * *6295850
5’ t tt t t t tt t t t 3
- E - F - Q - - H - L - L - L - P - - - L - P -
- N - F - K - - T - Y - -Y - L -V - P - Y - L -
-1 - s - R - - P - T - - T - L - - P - T - W -
------------------------------------------------------------------------------ ... exon 8.62951
donor
e
— — -— — 4 +— I ... acceptor
* *6295860 * *6295870 * *6295880 * *6295890
5’ t t tt t t It t t t t t t t 3
- -V - L - H -V * @ - L - R - - H - P - -
-V - - F - M - - E - L - S -V -V -1 - L - L -
- - - S - - V- S-S - P - W- S - S - - W -
—————————————————————————————————————————————————————————————————————————————— ... exon 8.62951
l_|

donor 5.2 bits @295855

L _.acceptor 2.7 bits @295854

2
donor 4.7 bits @295866
D L

N)
donor 3.2 bits @295868
+—O A
L > +— +— - +— I ... acceptor
* *6295900 * *6295910 * *6295920
5’ t t t t 3
- -V - H- R - P - - - - P -
- E - S - T - - L - - L - L - R -
- S - P - P - - W - - - S -

-------------------------------------------------------- ... exon 8.6295111- 6297719
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‘ acceptor 0.4 bits @295893
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- 51 -
piece 33, 1 33, piece 1, config: linear, direction: +, begin: 6295823, end: 6295931

* *6295830 * *6295840 * *6295850 * *6295860
5 t t t tt gt t t t gt t 3
- R - - P - T - - T - L - - P - T - W - - -
- - H- L - L - L - P - - - L - P - -V - L -
- - T - Y - -Y - L - V- P -Y - L - V - - F -
------------------------------------------------------------------------------ ... exon 8.62951
”
donor 5.2 bits @
= +—
"
- — — N +— oL _.acceptor 2.7 bits @295854
* *6295870 * ‘f *6295880 * *6295890 * *6295900
5 t t gt t gt t ct t t t t t t 3
- S - - - - S - s - P - W- S - S - - W - S -
- H- V-V - @ - - L - R - - H - P - - -V -
- M - W - - E-L - S- V- V-1 - 1L - L - E - S -
—————————————————————————————————————————————————————————————————————————————— ... exon 8.62951
)
donor 0.8 bits @295866
+ o
D)
donor 4.8 bits @295869
h +—
»
donor 3.6 bits @295871
=
"
- P + + 4 + ‘ acceptor 0.4 bits @2
* *6295910 * *6295920 * *6295930
5 t t t t t 3
- P - P - - W o- - - S - - P - P -
- H- R - P - - - - P - R- L - H -
- T - - L - - L - L - R - - S -

-------------------------------------------------------------- ... exon 8.6295111- 6297719
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- 52 -
piece 34, 1 34, c.1628T>G t6295877g, config: linear, direction: +, begin: 6295823, end: 6295931

* *6295830 * *6295840 * *6295850 * *6295860
5’ t t t tt t t t t t t 3
- R - - P - T - - T - L - - P - T - W - - -
- - H - L - L - L - P - - - L - P - -V - L -
- - T - Y - - Y - L -V - P - Y - L - V - - F -
------------------------------------------------------------------------------ ... exon 8.62951
0
donor 5.2 bits @
. +—
)
- — — N +— oL _.acceptor 2.7 bits @295854
* *6295870 * v *6295880 * *6295890 * *6295900
5 t t t t t t t t t t t t 3
- S - - - - S - - P - W- S - S - - W - S -
- H- V-V - @ - - L - R - - H - P - - -V -
- M - W - - E-R-S- V-V -1 - L - L - E - S -
—————————————————————————————————————————————————————————————————————————————— ... exon 8.62951
N)
donor 0.8 bits @295866
+ =
0)
donor 4.8 bits @295869
h +—
)
donor 4.5 bits @295871
=
* *6295910 * *6295920 * *6295930
5’ t t t t t 3
- P - P - - W - - - S - - P - P -
- H - R - P - - - - P - R - L - H -
- T - - L - - L - L - R - - S -

-------------------------------------------------------------- ... exon 8.6295111-6297719
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- B3 -
piece 35, 1 35, piece 1, config: linear, direction: +, begin: 6295832, end: 6295940

* *6295840 * *6295850 * *6295860 * *6295870
5’ t t tt t t t t t tt t t t 3
- T - A-T-1L-¢C-P-T- W-C- A- S - C- G -
- L - L - P - - - L - P - -V - L - H - V - V -
- -Y - L - V- P -Y - L - V - - F - M - W - -
------------------------------------------------------------------------------ ... exon 8.62951
)
donor 5.2 bits @295855
h +—
i)
... donor
+
i)
... donor
-
donor
)
* *6295880 * ‘f *6295890 * *6295900 *
5’ t t t t t t t t t 3
- V- S-S - P - W- S - S - - W- S - P - P - -
- @ - - L - R - - H - P - - -V - H- R - P -
- E - L - S -V-V-1 - 1L - L - E - S - T - - L -
------------------------------------------------------------------------------ ... exon 8.62951
i)
L i + +— +— +— ” acceptor 0.4 bits @295896
donor 0.8 bits @295866
donor 4.8 bits @295869
)
0)
. donor 3.6 bits @295871
*6295910 * *6295920 * *6295930 * *6295940
5 t t t t t t tt 3
- WwW- & - C- S - A - P - P - S - A - T -
- - - - P - R- L - H- R - L - L -
- - L - L - R - - S - 1 - - Y -
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-------------------------------------------------------------- ... exon 8.6295111- 6297719
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- B -
piece 36, 1 36, c.1637T>A t6295886a, config: linear, direction: +, begin: 6295832, end: 6295940

* *6295840 * *6295850 * *6295860 * *6295870
5’ t t tt t t t t t tt t t t 3
- T - A-T-1L-¢C-P-T- W-C- A- S - C- G -
- L - L - P - - - L - P - -V - L - H - V - V -
- -Y - L - V- P -Y - L - V - - F - M - W - -
------------------------------------------------------------------------------ ... exon 8.62951
)
donor 5.2 bits @295855
A -
i)
... donor
+
i)
... donor
-
donor
=
* *6295880 *v *6295890 * *6295900 *
5’ t t t t t t t t 3’
- V- S- s - P- W-T-S- C- W- S - P - P - A -
- @ - - L - R - - H - P - - -V - H- R - P -
- E - L - S- V- D=-1 -1, - 1L - E - S - T - - L -
------------------------------------------------------------------------------ ... exon 8.62951
donor 0.8 bits @295866
donor 4.8 bits @295869
d
0
. donor 3.6 bits @295871
*6295910 * *6295920 * *6295930 * *6295940
5 t t t t t t tt 3
- W - - - S - - P - P - S - - T -
- - - - P- R- L - H-R-1L - L -
- - L - L - R - - S - 1 - - Y -

-------------------------------------------------------------- ... exon 8.6295111- 6297719
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56 -

piece 37, 1 37, piece 1, config: linear, direction: +, begin: 6295868, end: 6295976
*6295870 * *6295880 * *6295890 * *6295900 *
5’ t t t t t t t t t t 3
- - V- S- s - P - W- S - S - - W- S - P - P -
-V - @ - - L - R - - H - P - - -V - H - R -
- ¢ - E- L - S-V-%V-1-1.L- 1L - E- s - T - G -
------------------------------------------------------------------------------ exon 8.62951
i)
donor 3.6 bits @295871
=
0)
. i i 4+ +— 4 +— ” acceptor 0.4 bits @295896
*6295910 * *629Y920 * *6295930 * *6295940 *
5’ t t t t t t Tt t t 3
- - W - - - S - - P - P - S - - T - S - S -
- P - - - - P - R- L - H- R- L - L - P - L -
- L - ¢&- L - L - R- A-"S-1 - ¢-Y- F - L - F -
—————————————————————————————————————————————————————————————————————————————— ... exon 8.62951
Y — S o) accept or
. — accept or
— accept or
P accept or
- accept or
*6295950 * *6295960 * *6295970 *
5 t t Tttt t t t t 3’
- s - s - L - P-SS- P - 'S - W- W- P -
- P - L - - P - P - H - P - - - R -
- L - F - - L - P -1 - L - VvV - -
---------------- ,_| exon 8.6295111-6297719
4+ N—t_ > _Il_l acceptor 2.4 bits @295954
Authors: Vijay Nalla, Peter Rogan, CWH, UMWKC
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- 57 -

e — + ~—acceptor 2.1 bits @295962
— S 4 acceptor 4.8 bits @295964
”
. e e - S oL . acceptor 7.1 bits @295968
' acceptor 1.7 bits @295969

[— ——— ey ey o S .
W)
a

|

t
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donor 2.7 bits @295969



- B8 -
piece 38, 1 38, c.1673G>A g6295922a, config: linear, direction: +, begin: 6295868, end: 6295976

*6295870 * *6295880 * *6295890 * *6295900 *
5 t t t t t t t t t t 3
- - - $ - s - P - W- S - S - - W- s - P - P -
-V - @ - - L - R - - H - P - - -V - H - R -
- - E-L - S- V- V-1 - 1L - L - E- S - T - -
------------------------------------------------------------------------------ ... exon 8.62951
)
donor 3.6 bits @295871
=
"
- P + + 4 + ‘ acceptor 0.4 bits @295896
*6295910 * *629!920 * *6295930 * *6295940 *
5 t t t t t t tt t t 3
- - W o- - - s - 17T - P - P - S - - T - S - S -
- P - - - - P- R- L - H-R-1L -1L - P - 1L -
- L - ©%- L - L - H-A-"S - - &-Y- F - L - F -
—————————————————————————————————————————————————————————————————————————————— ... exon 8.62951
— S —— i 4= ... acceptor
— +— >+ ... acceptor
- - -+ ... acceptor
~ < = . ... acceptor
- ... acceptor
*6295950 * *6295960 * *6295970 *
5 1t t ttt t t t t 3
- $-s- L - P- S - P - S - W- W- P -
- P - L - - P - P - H - P - - - R -
- L - F - - L - P -1 - L - V - -
---------------- ,_| S o--o-------------- .. exon 8.6295111-6297719
+—t +— ' acceptor 2.4 bits @295954
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- 59 -

e — + ~—acceptor 2.1 bits @295962
— S 4 acceptor 4.8 bits @295964
”
. e e - S oL . acceptor 7.1 bits @295968
' acceptor 1.7 bits @295969

[— ——— ey ey o S .
W)
a

|

t
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donor 2.7 bits @295969



- 60 -
piece 39, 1 39, piece 1, config: linear, direction: +, begin: 6296011, end: 6296119

* *6296020 * *6296030 * *6296040 *
5 t tt t t t t t t 3
- w- F - T - S - L - E - L - T - K - 1 - -V - T -
- - $-R- L - W-8S-S- P- R-S- Q-8 - P -
- V- H - V - S - - - H- Q- D- R - S - H - R -
------------------------------------------------------------------------------ ... exon 8.62951
. - ... acceptor
*6296050 * *6296060 " *6296070 * *6296080 *
5 t t t t t t t t tt t t 3
-V - -V - - S - V- P - L - 1L - 1L - R-W- W -
- W- R - S - V - V - - P - - - - - - -
- - - L - @ - - - P - -V - - L -V - D -
------------------------------------------------------------------------------ ... exon 8.62951
) ”
+— = )\ acceptor 0.2 bits @296063 ... donor
e
)
4— donor 1.7 bits @296056
)
donor 1.3 bits @296063
. +—
*6296090 * *6296100 * *6296110 *
5’ tt t t t t t 3
- T - K - - S - F - S -V - V - - M -
- P - R - P - - S - L - W- W - - W -
- Q - - Q - L - L - - - - D -

-------------------------------------------------------------- ... exon 8.6295111- 6297719

donor 2.5 bits @296085 donor 5.3 bits @296110
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- 61 -
pi ece 40, 1 40, c.1816GC g6296065c, config: linear, direction: +, begin: 6296011, end: 6296119

* *6296020 * *6296030 * *6296040 *
5 t tt t t t t t t 3’
- W - F - T - S - L - E - L - T - K - | - - Vv - T -
- - $- R- L - W- S-S - P- R-S- Q- 8- P -

-V - H - V - S - - - H- Q- D- R- S - H - R -
------------------------------------------------------------------------------ ... exon 8.62951
*6296050 * *6296060 y *6296070 * *6296080 *

5’ t t t t t t t t tt t t 3
-V - -V - - s - L - P - L - L - L - R - W- W -
- W- R - S - V - V - - P - - - - - - -

- - - L - @ - s - - P - -V - - L -V - D -
------------------------------------------------------------------------------ ... exon 8.62951

i) i)
4— donor 1.7 bits @296056 ... donor
k -H
i)
e — + — l L. acceptor 0.1 bits @2
*6296090 * *6296100 * *6296110 *
5’ tt t t t t t 3’
- T - K - - S - F - S - Vv -V - - M -

- P - R - P - - S - L - W - W - - W -

- Q - - Q - L - L - - - - D -
------------------------------------------ ;ﬂ------------------ ... exon 8.6295111-6297719

donor 2.5 bits @296085 ' donor 5.3 bits @296110

Authors: Vijay Nalla, Peter Rogan, CWH, UMWKC

Ref erences: Hum Miutation 6:74-76, 1995, Hum Mutat. 12(3): 153-171, 1998
URL: http://ww.sce. unkc. edu/ ~r oganp/ | nf ormati on/ vi ewarticl es. ht n

Mol ecul ar Information theory: http://ww.l ecb.ncifcrf.gov/~tons/



- 62 -
piece 41, 1 41, piece 1, config: linear, direction: +, begin: 6296015, end: 6296123

* *6296020 * *6296030 * *6296040 * *6296050
5 t t t t t t t t 3’
- $ - R-L - W-S-S- P- R-5- Q- S - P - W -
- H - V - S - - - H- Q- D- R - S - H - R - -
- T - s - L - E - L - T - K - 1 - - Vv - T - VvV - -
------------------------------------------------------------------------------ ... exon 8.62951
donor
. . +— ... acceptor
* *6296060 * ‘f*6296070 * *6296080 * *6296090
5’ t t t t t t t tt t t 3’
- R - S - V - V - - P - - - - - - - P -
- - L - @ - - - P - -V - - L -V - D - Q -
-V - - S - V- P - L - L - L - R- W- W- T - K -

—————————————————————————————————————————————————————————————————————————————— ... exon 8.62951

L =
L. LJI--J 4 donor 1.7 bits @296056 donor 2.5 bits @29
k H
)

—C )\ acceptor 0.2 bits @296063
Hd
| g donor 1.3 bits @296063
= -
* *6296100 * *6296110 * *6296120
5’ t ot t t t t t t 3’
- R - P - - S - L - W - W - - W - @ -
- - Q - L - L - - - - D - - E -
- - S - F - S - V - V - - M - VvV -
-------------------------------------------------------------- ... exon 8.6295111-6297719
9

donor 5.3 bits @296110
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- 63 -
piece 42, 1 42, c.1820CG c6296069g, config: linear, direction: +, begin: 6296015, end: 6296123

* *6296020 * *6296030 * *6296040 * * 6296050
5 t t ctct t t t t 3’
- $S- R-L - W-S- S-P- R-S-0Q-S- P - W -
- H - V - S - - - H- Q- D- R - S - H- R - -
- T - S - L - E - L - T - K -1 - -V - T - V - -
------------------------------------------------------------------------------ ... exon 8.62951
donor
. — - ...acceptor
* *6296060 * v*6296070 * *6296080 * *6296090
5’ t ct gt t gt t t gt t t t 3’
- R - S - V - V - - - - - - - - - P -
- - L - @ - - - P - -V - - L -V - D - Q -
-V - - S - V- R- L - L -1L - R=-W=-W- T - K -
—————————————————————————————————————————————————————————————————————————————— ... exon 8.62951
) )
Lr—’ 4> donor 1.7 bits @296056 donor 2.5 bits @29
k -H
i)
—C )\ acceptor 0.2 bits @296063
Hd
| g donor 1.9 bits @296063
= -
)
donor 1.9 bits @296065
.
* *6296100 * *6296110 * *6296120
5’ t ot t t gt t t t 3’
- R - P - - S - L - W - W - - W - @ -
- - Q - L - L - - - - D - - E -
- - S - F - S - V - V - - M - VvV -

—————————————————————————————————————————————————————————————— ... exon 8.6295111-6297719
donor 5.3 bits @296110
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- 64 -
piece 43, 1 43, piece 1, config: linear, direction: +, begin: 6296080, end: 6296188

*6296080 * *6296090 * *6296100 * *6296110 *
5’ t t tt t t t t t 3’
- R- W- W- T - K - - S - F - S - V - V - - M -
- - - - P - R - P - - S - L - W - W - - W -
- L -V - D - Q - - Q - L - L - - - - D - -
------------------------------------------------------------------------------ ... exon 8.62951
) )
donor 2.5 bits @296085 donor 5.3 bits @2961
L b
donor
e
*6296120 * *6296130Y * *6296140 * *6296150 *
5’ t t t t t t t t 3’
- V- K- s- L - T-R-S-S- M-V - K- L -1 -
- ® - s - P - @® - R - - - P - W- S - S - S - S -
- E -V - P - D - - E - L - H - - Q - - H - P -
—————————————————————————————————————————————————————————————————————————————— ... exon 8.62951
V_|

donor 0.7 bits @296146

]|
t
L |

4_‘donor 4.8 bits @296119

*6296160 * *6296170 * *6296180 *
5 ¢t t ot t t t t gttct 3
- L - V- W-=- L - T - -1 - V - L - F -
- W - - - S - R- P - S - - - S -
- VA - H - - H - R - VA
-------------------------------------------------------------- ... exon 8.6295111- 6297719
0]

donor 5.7 bits @296161
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- 65 -
piece 44, 1 44, c.1885C>T c6296134t, config: linear, direction: +, begin: 6296080, end: 6296188

*6296080 * *6296090 * *6296100 * *6296110 *
5’ t t tt t t t t t 3’
- R- W- W- T - K - - S - F - S - V - V - - M -
- - - - P - R - P - - S - L - W - W - - W -
- L -V - D - Q - - Q - L - L - - - - D - -
------------------------------------------------------------------------------ ... exon 8.62951
) )
donor 2.5 bits @296085 donor 5.3 bits @2961
L b
donor
e
*6296120 * *6296130v * *6296140 * *6296150 *
5’ t t t t t t t t t 3’
- V- K- s - L - T- W- S-S - M-V - K- L -1 -
- ® - s - P - @® - R - - - P - W- S - S - S - S -
- E -V - P - D -V - E - L - H - - Q - - H - P -
—————————————————————————————————————————————————————————————————————————————— ... exon 8.62951
V_|

donor 0.7 bits @296146

]|
t
L |

4_‘donor 4.8 bits @296119

*6296160 * *6296170 * *6296180 *
5 ¢t t ot t t t t gttct 3
- L - V- W-=- L - T - -1 - V - L - F -
- W - - - S - R- P - S - - - S -
- VA - H - - H - R - VA
-------------------------------------------------------------- ... exon 8.6295111- 6297719
0]

donor 5.7 bits @296161
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- 66 -
piece 45, 1 45, piece 1, config: linear, direction: +, begin: 6296201, end: 6296309

* *6296210 * *6296220 * *6296230 *
5 t t t t t t t 3
- - T - - Q - R - - ® - R- S - T - T - P - H -
-V - P - L - R - - H - E - - L - Q- L - H - T -
- Y - R - S - E - - M- K - V - Y - N- S - T - L -
------------------------------------------------------------------------------ ... exon 8.62951
NP — ... acceptor
— ... acceptor
*6296240 * *6296250 ‘f *6296260 * *6296270 *
5 t t t t t t t 3
- @® - P - - S$ - S - M-V - R - - - - H - -
- D - L - - -V - W - - -V - R - - T - R -
- T - W- Q - Q - Y - - - L - - - P - R - -
—————————————————————————————————————————————————————————————————————————————— ... exon 8.62951
)
. 4— LJ acceptor 3.1 bits @296250
5
-] -+ acceptor 0.4 bits @296253
d
o/ et donor 1.6 bits @296253
ud
- 0
donor 5.0 bits @296258
" e
0]
donor 1.9 bits @296265
=)
*6296280 * *6296290 * *6296300 *
5’ t t 3
- P - - R-R- P - T - W- R - - P -
- L - E - - b - Q - H - - - H - P -
- wW- K - E - T - N - M - - R - T -

-------------------------------------------------------------- ... exon 8.6295111- 6297719
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- 67 -
pi ece 46, 1 46, c.2006A>G a6296255g, config: linear, direction: +, begin: 6296201, end: 6296309

* *6296210 * *6296220 * *6296230 *
5 t t t t t t t 3
- - T - - Q - R - - ® - R- S - T - T - P - H -
-V - P - L - R - - H - E - - L - Q- L - H - T -
- Y - R - S - E - - M- K - V - Y - N- S - T - L -
------------------------------------------------------------------------------ ... exon 8.62951
NP — ... acceptor
— ... acceptor
*6296240 * *6296250 ' *6296260 * *6296270 *
5 t t t t t t t 3
- @® - P - - $ - S -V -V - R - - - - H - -
- D - L - - -V - W - - -V - R - - T - R -
- T - W - Q - Q - - - - L - - - P - R - -
—————————————————————————————————————————————————————————————————————————————— ... exon 8.62951
)
. 4— LJ acceptor 3.1 bits @296250
5
-] -+ acceptor 0.3 bits @296253
d
o) = donor 1.2 bits @296253
ud
- 0
donor 4.0 bits @®296258
L e
0]
donor 1.9 bits @296265
=)
*6296280 * *6296290 * *6296300 *
5’ t t 3
- P - - R-R- P - T - W- R - - P -
- L - E - - b - Q - H - - - H - P -
- W- K- E - T - N- M - - R - T -

-------------------------------------------------------------- ... exon 8.6295111- 6297719
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- 68 -

donor 5.0 bits @296258

piece 47, 1 47, piece 1, config: linear, direction
*6296250 * *6296260 *
5 t t t t t
- - S - S - M- V - R - - -
- - -V - W - - -V - R
- Q- Q- Y - - - L o- -
;_|
donor 1.6 bits @296253
)
”
e
)
=)
* *6296290 * \%296300 *
5’ t
- R-R- P - T - W- R - - P -
- - D - Q - H - - - H - P
- E - T - N - M - - R - T -
* *6296330 * *6296340 *
5 t t t
- T - W - R - - T - - S - R -
- P - - - P - Q - - H -V
- L - E - - H- R -V - T -

l_|
‘ acceptor 1.6 bits @296331

i
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*6296280

1.9 bits @296265

*6296320

end: 6296354

exon 8. 62951

exon 8. 62951

acceptor 3.1 bits

accept or

accept or

exon 8.6295111-6297719
donor 0.6 bits @296346



- 69 -

2]

+— ‘ acceptor 0.6 bits @296339
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- 70 -
piece 48, 1 48, c.2051C>T c6296300t, config: linear, direction: +, begin: 6296246, end: 6296354

*6296250 * *6296260 * *6296270 * *6296280
5’ t t t t t t 3
- & - S-S - M- V- R-C=- A=- G- H=-A- P - & -
- - -V - W - - -V - R - - T - R - L - E -
- Q - Q - Y - - - L - - - P - R - - W - K -
------------------------------------------------------------------------------ ... exon 8.62951
0
donor 1.6 bits @296253
ud
N)
donor 5.0 bits @296258
" e
0]
donor 1.9 bits @296265
=)
* *6296290 * y6296300 * *6296310 * *6296320
5’ t t t t ct 3’
- R- R - P - T - W - - - P - R- S - S - - -
- - b - Q - H - - - H- P - D- P - L - Q - P -
- E- T - N- M- V- R-T=- Q-1 - 1L - - S - H -
------------------------------------------------------------------------------ ... exon 8.62951
0]
donor 5.6 bits @296299
-
)
L . — i) LJ acceptor 3.1 bits
s o ... acceptor
- ... acceptor
* *6296330 * *6296340 * *6296350
5’ t t t 3’
- T - W - R - - T - - S - R - - P -
- P - - - P - Q - - H - V - D - R -
- L - E - - H- R- V- T - W- T -

-------------------------------------------------------------- ... exon 8.6295111-6297719
donor 0.6 bits @296346
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V_|
] acceptor 1.6 bits @296331

1
(i -

+— ‘ acceptor 0.6 bits @296339
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- 72 -
piece 49, 1 49, piece 1, config: linear, direction: +, begin: 6296263, end: 6296371

* *6296270 * *6296280 * *6296290 * *6296300
5 t t t t 3
- L - - - P - R - - W- K- E - T - N- M - -
- - - - H - - P - - R-R- P - T - W- R -
-V - R - - T - R - L - E - - D - Q - H - - -
------------------------------------------------------------------------------ ... exon 8.62951
— ... acceptor
* *6296310 * " *6296320 * *6296330 * *6296340
5 t t t t 3
- R- T - Q - I - L - - S - H- L - E - - H - R -
- - P - R- S - S - - - T - W - R - - T - -
- H- P- D- P - L - Q- P - P - - - P - Q - -
------------------------------------------------------------------------------ ... exon 8.62951
D)
et e | acceptor 3.1 bits @296321

|_|

P — 1 9}, acceptor 1.6 bits @296331
0
. o 4 U acceptor
* *6296350 * *6296360 * *6296370
5’ t t tt t t 3’
-V - T - W - T - - R - F - K - Y - V -
- S - R - - P - - - S - S - T - S -
- H- V- D-R-P-9L - Q- V- R -

-------------------------------------------------------------- ... exon 8.6295111- 6297719

LJ+J donor 0.6 bits @296346

acceptor 0.6 bits @296339

2]

4— donor 6.4 bits @296364
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- 73 -
pi ece 50, 1 50, c.2068T>C t6296317c, config: linear, direction: +, begin: 6296263, end: 6296371

* *6296270 * *6296280 * *6296290 * *6296300
5 t t t t 3
- L - - - P - R - - W- K- E - T - N- M - -
- - - - H - - P - - R - R - P - T - W- R -
-V - R - - T - R - L - E - - D - Q - H - - -
------------------------------------------------------------------------------ ... exon 8.62951
. ... acceptor
* *6296310 * v *6296320 * *6296330 * *6296340
5 t t t 3
- R-T7 - Q@ -1 - L - R- S - H - L - E - - H - R -
- - P - R - S - S - - - T - W - R - - T - -
- H- P - D- P - P - Q- P - P - - - P - Q - -
------------------------------------------------------------------------------ ... exon 8.62951
"
— et acceptor 2.4 bits @296321

|_|

DD — 1 9}, acceptor 1.2 bits @296331
0
- 4 U L accept or
* *6296350 * *6296360 * *6296370
5’ t t tt t t 3’
-V - T - W - T - - R - F - K - Y - V -
- S - R - - P - - - S - S - T - S -
- H- V- D-R-P-9L - Q- V- R -

-------------------------------------------------------------- ... exon 8.6295111- 6297719

LJ+J donor 0.6 bits @296346

acceptor 0.6 bits @296339

2]

4— donor 6.4 bits @296364
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- 74 -
piece 51, 1 51, piece 1, config: linear, direction: +, begin: 6296279, end: 6296387

*6296280 * *6296290 * *6296300 * *6296310 *
5 t t t t t 3
- P - - R - R - P - T - W- R - - P - R - S - S -
- L - E - - D - Q - H - - - H- P - D - P - L -
- W- K- E - T - N- M - - R- T - Q - I - L - -
------------------------------------------------------------------------------ ... exon 8.62951
- — 4—C H=J ... acceptor
- w—c >+ ... acceptor
e — . ... acceptor
*6296320 * *6296&‘5 * *6296340 * *6296350 *
5’ t t t 3
- - - T - W - R - - T - - S - R - - P - -
- Q - P - P - - - P - Q - - H- VvV - D - R - P -
- S - H - L - E - - H- R -V - T - W- T - - R -
------------------------------------------------------------------------------ ... exon 8.62951
N )
| acceptor 3.1 bits @296321 donor 0.6 bits @296346
)
+— 1 ' acceptor 1.6 bits @296331
Ol
+— LJ acceptor 0.6 bits @296339
*6296360 * *6296370 * *6296380 *
5 tt t t t t t 3
- - S-S - T - S - - ® - L - T - s -
- L - Q- V- R-P- R-D-@® - H- R -
- F - K- Y- V- R- V- T- D -1 -
—————————————————————————————————————————————————————————————— ... exon 8.6295111-6297719
~,

4— donor 6.4 bits @296364

2]

+——donor 2.4 bits @296374
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- 76 -
piece 52, 1 52, c.2084GT g6296333t, config: linear, direction: +, begin: 6296279, end: 6296387

*6296280 * *6296290 * *6296300 * *6296310 *
5 t t t t t 3
- P - - R - R - P - T - W- R - - P - R - S - S -
- L - E - - D - Q - H - - - H- P - D - P - L -
- W- K- E - T - N- M - - R- T - Q - I - L - -
------------------------------------------------------------------------------ ... exon 8.62951
- — 4—C H=J ... acceptor
- w—c >+ ... acceptor
e — . ... acceptor
*6296320 * *6296;!8 * *6296340 * *6296350 *
5’ t t t t 3
- - - T - W- R - S - T - - S - R - - P - -
- Q - P - P - - - P - Q - - H- VvV - D - R - P -
- S - H-L - E- V- H-R-V-T- W- T - - R -
------------------------------------------------------------------------------ ... exon 8.62951
N )
| acceptor 3.1 bits @296321 donor 0.6 bits @296346
)
+— 1 oL . acceptor 2.1 bits @296331
Ol
+— 4 LJ acceptor 2.8 bits @296339
*6296360 * *6296370 * *6296380 *
5 tt t t t t t 3
- - S-S - T - S - - ® - L - T - s -
- L - Q- V- R-P- R-D-@® - H- R -
- F - K- Y- V- R- V- T- D -1 -
—————————————————————————————————————————————————————————————— ... exon 8.6295111-6297719
~,

4— donor 6.4 bits @296364

2]

+——donor 2.4 bits @296374
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- 78 -
piece 53, 1 53, piece 1, config: linear, direction: +, begin: 6296295, end: 6296403

* *6296300 * *6296310 * *6296320 * *6296330
5 t t t t t 3
- H - - - H- P- D- P - 1L - Q- P - P - - -
- M - - R- T - Q - 1| - L - - S - H- L - E - -
- W - R - - P - R - S - S - - - T - W - R - -
------------------------------------------------------------------------------ ... exon 8.62951
D)
S et e | acceptor 3.1 bits @296321

"
—— —— + 1 ‘ acceptor 1.6 bits
- + ... acceptor
* *6296340 * "*6296350 * *6296360 * *6296370
5 t t tt t t 3
- P - Q - - H- V- D- R-P- 1L - Q- V- R- P -
- H- R- V- T - W- T - - R- F - K -Y -V - R -
- T - - S - R - - P - - - S - s - T - S - -

------------------------------------------------------------------------------ ... exon 8.62951

LJ+J donor 0.6 bits @296346 ... donor

N
+— donor 6.4 bits @2963
)
LJ acceptor 0.6 bits @296339
* *6296380 * *6296390 * *6296400
5 t t t ct 3
- R- D-@® - H- R- Q- Q- R- R -V -
- V- T - D-1 - D=- N=- S - - E - S -
-@® - L - T - S - T - T - - P - S -
-------------------------------------------------------------- ... exon 8.6295111- 6297719
)

+— - donor 2.4 bits @296374
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- 79 -
piece 54, 1 54, c.2100GT g6296349t, config: linear, direction: +, begin: 6296295, end: 6296403

* *6296300 * *6296310 * *6296320 * *6296330
5 t t t t t 3
- H - - - H- P- D- P - 1L - Q- P - P - - -
- M - - R- T - Q - 1| - L - - S - H- L - E - -
- W - R - - P - R - S - S - - - T - W - R - -
------------------------------------------------------------------------------ ... exon 8.62951
D)
S et e | acceptor 3.1 bits @296321

i)
— i +— 1 ‘ acceptor 1.6 bits
— +— ... acceptor
* *6296340 * v*6296350 * *6296360 * *6296370
5’ t t t t ot t t 3
- P - Q - - H- V- Y- R- P- L - Q-V - R- P -
- H - R -V - T - - T - - R - F - K - 'Y - V - R -
- T - - S - R - V - P - - - S - S - T - S - -
------------------------------------------------------------------------------ ... exon 8.62951
i)
donor 0.0 bits @296346 ... donor
R
i)
4+— donor 6.4 bits @2963
i)
LJ acceptor 0.6 bits @296339
* *6296380 * *6296390 * *6296400
5’ t t t t t 3
- R- D-@® - H- R- Q- Q- R- R -V -
- V- T- D-=-1- D- N- S - A - E - S -
-@® - L - T - S - T - T - - P - S -
—————————————————————————————————————————————————————————————— ... exon 8.6295111-6297719
0

+— - donor 2.4 bits @296374
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- 80 -
piece 55, 1 55, piece 1, config: linear, direction: +, begin: 6296317, end: 6296425

*6296320 * *6296330 * *6296340 * *6296350 *
5 t t t t 3
- - S - H - L - E - - H- R -V - T - W- T - -
- - - T - W - R - - T - - S - R - - P - -
- Q - P - P - - - P - Q - - H- Vv - D - R - P -
------------------------------------------------------------------------------ ... exon 8.62951
)
LJhd donor 0.6 bits @296346
*6296360 * *é‘56370 * *6296380 * *6296390
5 tt t t t t t 3
- R-F - K -Y - V- R- V- T-.- D=-1 - D=- N- S -
- - $ - s - T - S - - ® - L - T - S - T - T - -
- L - Q- V- R-P- R-D-@® - H-R-0Q- Q- R -
------------------------------------------------------------------------------ ... exon 8.62951
),

4— donor 6.4 bits @296364

V_‘
' - donor 2.4 bits @296374
* *6296400 * *6296410 * *6296420 *
5’ t t t t t t t t 3
; - E - S - -1 - N- M- L - P - F -
- P - S - L - P - S - T - - S - R - S -
- R - V - - H - Q - H - - P -V -

-------------------------------------------------------------- ... exon 8.6295111- 6297719
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- 81 -
pi ece 56, 1 56, c.2122C>T c6296371t, config: linear, direction: +, begin: 6296317, end: 6296425

*6296320 * *6296330 * *6296340 * *6296350 *
5 t t t t 3
- - S - H - L - E - - H- R -V - T - W- T - -
- - - T - W - R - - T - - S - R - - P - -
- Q - P - P - - - P - Q - - H- Vv - D - R - P -
------------------------------------------------------------------------------ ... exon 8.62951
)
LJhd donor 0.6 bits @296346
*6296360 * *;!;6370 * *6296380 * *6296390
5 tt t t t t t t 3
- R - F - K - Y - V - - Vv- T- D=- 1 - D - N - S -
- - $ - s - T - S - - ® - L - T - S - T - T - -
- L - Q- V- R-1L-R-D-@® - H-R-0Q- Q- R -
------------------------------------------------------------------------------ ... exon 8.62951
),

4— donor 6.4 bits @296364

V_‘
' +— - donor 0.8 bits @296374
o
* *6296400 * *6296410 * *6296420 *
5’ t t t t t t t t 3

; - E - S - -1 - N- M- L - P - F -

- P - S - L - P - S - T - - S - R - S -

- R - V - - H - Q - H - - P -V -

-------------------------------------------------------------- ... exon 8.6295111- 6297719
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- 82 -
piece 57, 1 57, piece 1, config: linear, direction: +, begin: 6296344, end: 6296452

* *6296350 * *6296360 * *6296370

* *6296380
5’ t tt t t t t 3
- T - W - T - - R-F - K -Y - V- R- V- T.- D -
- R - - P - - - - s - T - § - - ® - L - T -
- V- b-R-P-1L-Q-V-R-P-R-D-@ - H -
------------------------------------------------------------------------------ exon 8.62951
")

4+— donor 6.4 bits @296364

0
+——donor 2.4 bits @2963
* *6296390 * ¥ 6206400 * *6296410 * *6296420
5 at t ot t t t 3
-1 - D- N- S - - E - S - -1 - N- M- L - P -
- s - T - T - - P - S - L - P - S - T - - S - R -
- R- Q- Q- R - R - V - - H - Q - H - - P -V -
—————————————————————————————————————————————————————————————————————————————— exon 8.62951
.« +— -— Ce accept or
* *6296430 * *6296440 * * 6296450
5 ttoctt t t t t t ct 3
- F - F - 1 - - D- W- M- R - - L -
- S - s - s - ST - - - - - s -
- L - H-R-R-1 - D - - L - P -
------------------ S TTeeTToTsTeiossiioosoooosooooossooooooeXon 8.6295111-6297719
4 e o LT acceptor 2.0 bits @296431

Authors: Vijay Nalla, Peter Rogan, CWH, UMWKC

Ref erences: Hum Miutation 6:74-76, 1995, Hum Miutat. 12(3): 153-171, 1998
URL: http://ww. sce. unkc. edu/ ~r oganp/ | nf ormati on/ vi ewarticl es. htm

Mol ecul ar Information theory: http://ww.l ecb.ncifcrf.gov/~tons/



- 83 -
pi ece 58, 1 58, c.2149G>A g6296398a, config: linear, direction: +, begin: 6296344, end: 6296452

* *6296350 * *6296360 * *6296370 * *6296380
5’ t tt t t t t 3
- T - W - T - - R - F - K -Y - V- R- V- T- D -
- R - - P - - - $ - s - T - S - - @® - L - T -
- V- D- R-P- 9L - Q-V-R-P-R-D-@® - H -
------------------------------------------------------------------------------ ... exon 8.62951
"

4+— donor 6.4 bits @296364

)
+——donor 2.4 bits @2963
* *6296390 * v *6296400 * *6296410 * *6296420
5’ t t t t t t 3’
-1 - D - N- S - - K - S - -1 - N - M- L - P -
- S - T - T - - P - S - L - P - 'S - T - - S - R -
- R- Q- Q- R - Q- V - - H- Q - H - - P - V -
—————————————————————————————————————————————————————————————————————————————— ... exon 8.62951
)
LJ+J donor 0.2 bits @296400
— +— —+— . accept or
* *6296430 * *6296440 * *6296450
5t t tt t t t t t t 3
- F - F - 1 - - D- W- M- R - - L -
- S - s - s - - T - - - - - S -
- L - H- R- R-1L - D - - L - P -

-------------------------------------------------------------- ... exon 8.6295111- 6297719
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- 84 -
piece 59, 1 59, piece 1, config: linear, direction: +, begin: 6296366, end: 6296474

*6296370 * *6296380 * *6296390 * *6296400
5 t t t t t t 3
- T - S - -® - L - T - s - T - T - - P - S - L -
- R- P- R-D-@®@® - H-R- Q- Q- R-R -V - -
- V- R- V- T- D=-1 - D=- N=- S - - E - S - -
------------------------------------------------------------------------------ ... exon 8.62951
D)
{[-J +——donor 2.4 bits @296374
* *6296410 * ‘%296420 * *6296430 * *6296440
5 t t t tt tt t t t 3
- P - s - T - - $ - R- S - S - S - - T - - -
- H - Q - H - - P -V - L - H- R- R - L - D - -
-1 - N- M- L - P - F - F - 1| - - D- W- M- R -
------------------------------------------------------------------------------ ... exon 8.62951
)
. +— — N I i PR _m acceptor 2.0 bits @296431
* *6296450 * *6296460 * *6296470
5 t t t t t t 3
- - - S - T - - R - P - T - L - P -
- L - P - L - R - R - - L - P - - L -
- - L - Y - - E - - Y - P - -

-------------------------------------------------------------- ... exon 8.6295111-6297719
donor 1.2 bits @296456
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- 85 -
piece 60, 1 60, c.2171CT c6296420t, config: linear, direction: +, begin: 6296366, end: 6296474

*6296370 * *6296380 * *6296390 * *6296400
5 t t t t t t 3
- T - S - - ® - L - T -8 - T - T - - P - S - L -
- R- P- R-D-@® - H-R- Q- 0Q-R-R -V - -
- Vv- R- V- T- D=-1 - D- N- S - - E - S - -
---------------- Fﬁ------------------------------------------------------------ ... exon 8.62951
L[-J +——donor 2.4 bits @296374
* *6296410 * '6296420 * *6296430 * *6296440
5 t t t t tt tt t t t 3
- P - s - T - - S - - S - S - s - - T - - -
- H - Q - H - - P - V- L - H-R-R-1L - D - -
-1 - N- M- L - L - F - F -1 - - D- W- M- R -
------------------------------------------------------------------------------ ... exon 8.62951
”
_ +—— —— — D . ' acceptor 2.5 bits @296431
. e e e A At /| acceptor 0.1 bits @296432
]
* *6296450 * *6296460 * *6296470
5 t t t t t t 3
- - - S - T - - R- P - T - L - P -
- L - P - L - R - R - - L - P - - L -
- - L - Y - - E - - Y - P - -
———————————————————————— = RIS exon 8.6295111-6297719

donor 1.2 bits @296456
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- 86 -
piece 61, 1 61, piece 1, config: linear, direction: +, begin: 6296401, end: 6296509

* *6296410 * *6296420 * *6296430 *
5 1t t t t t tt tt t t 3
- S - -1 - N- M- L - P - F - F - 1 - - D - W -
- L - P - S - T - - $ - R- S - S - S - - T - -
- - H - Q - H - - P - V- L - H- R- R=- L - D -
------------------------------------------------------------------------------ ... exon 8.62951
N)
Y +— —— S I i PP _m acceptor 2.0 bits @296431
*6296440 * *6296450 y *6296460 * *6296470 *
5 t t t t t t t 3
- M - R - - L - Y - - E - - Y - P - - - S -
- - - - S - T - - R - P - T - L - P - - -
- - L - P - L - R - R - - L - P - - L - Q - P -
------------------------------------------------------------------------------ ... exon 8.62951
)

donor 1.2 bits @296456

)
I -+ +— +J U accept or
*6296480 * *6296490 * *6296500 *
5’ t t 3’
- P - - N - T - S - T - - E - E - E -
- L - - T - P-P- R-P- R-R- S -
- W- Q- H - L - H - - R - - -

-------------------------------------------------------------- ... exon 8.6295111- 6297719

acceptor 3.4 bits @296477
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- 87 -
piece 62, 1 62, c.2206GA g6296455a, config: linear, direction: +, begin: 6296401, end: 6296509

* *6296410 * *6296420 * *6296430 *
5 t t t t t tt tt t t 3
- S - -1 - N- M- L - P - F - F - 1 - - D - W -
- L - P - s - T - - S - R- S - S - S - - T - -
- - H - Q - H - - P - V- L - H- R- R - L - D -
------------------------------------------------------------------------------ ... exon 8.62951
”
. +— —— Y i PHrT R . m acceptor 2.0 bits @296431
— ... acceptor
*6296440 * *6296450 ' *6296460 * *6296470 *
5 t t t t t t t 3
- M - R - - L - Y - S - E - - Y - P - - - S -
- - - - S - T - - R- P - T - L - P - - -
- - L - P - L - Q - R - - L - P - - L - Q- P -
—————————————————————————————————————————————————————————————————————————————— ... exon 8.62951
"
L +— +— = LJ ... acceptor
"
+ + M O L_J acceptor 4.2 bits @296456
*6296480 * *6296490 * *6296500 *
5’ t t 3
- P - - N - T - S - T - - E - E - E -
- L - - T - P- P - R- P- R- R - S -
- W- Q - H - L - H - - R - - -

-------------------------------------------------------------- ... exon 8.6295111-6297719
acceptor 3.8 bits @296477
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- 88 -
piece 63, 1 63, piece 1, config: linear, direction: +, begin: 6296533, end: 6296641

* *6296540 * *6296550 * *6296560 * *6296570
5 t t tt t 3
- K - H - P - - H- 1 - K- K- F - D=- R - Y - K -
- S - T - P - - T - s - R - S - S - T - - T - S -
- - P - L - P- H- Q- E- V- R- P - L - Q- V -
------------------------------------------------------------------------------ ... exon 8.62951
N
donor
* *6296580 * " *6296590 * *6296600 * *6296610
5 t tt tt t t tt t 3
- F - E - I - T - V - - M- P - F - S - S - - -
- L - R- L - P - W - - - H - S - - - - L -
- ® - D - Y - R - - H - -1 - Q- Q- R - R - @ -
------------------------------------------------------------------------------ ... exon 8.62951
. 'HIH donor 0.9 bhits @296571
"
donor 2.1 bits @296584
)
e — +— St LJ acceptor 1.1 bits @296603
* *6296620 * *6296630 * *6296640
5’ t 3
- D - - $- R- S- R- E- E - D- D -
- T - - R - - - - R - R - T - T -
- R - L - - Q - P - R - - - R -

-------------------------------------------------------------- ... exon 8.6295111- 6297719
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- 89 -
piece 64, 1 64, c.2338G>C g6296587c, config: linear, direction: +, begin: 6296533, end: 6296641

* *6296540 * *6296550 * *6296560 * *6296570

5 t t tt t 3
- K - H - P - - H- 1 - K- K- F - D=-R - Y - K -

- S - T - P - - T - s - R - S - S - T - - T - S -

- - P - L - P- H- Q- E- V- R- P - L - Q- V -
------------------------------------------------------------------------------ exon 8.62951
9
donor
* *6296580 * v *6296590 * *6296600 * *6296610

5 ttt tt t t tt t 3
- F - E -1 - T -V - R- M- P - F - S - S - - -

- L - R - L - P - - - - H - S - - - - L -

- ® - D - Y - R - - H - -1 - Q- Q- R - R - @ -
------------------------------------------------------------------------------ exon 8.62951
'HIH donor 0.9 bits @296571
"
donor 1.6 bits @296584
N
e +— +— =\ LJ acceptor 1.3 bits @296600
"
e — + St LJ acceptor 2.3 bits @296603
* *6296620 * *6296630 * *6296640
5’ t 3
- D - - $ - R-S$S- R- E - E - D - D -
- T - - R - - - - R - R - T - T -
- R - L - - Q - P - R - - - R -

-------------------------------------------------------------- ... exon 8.6295111-6297719
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- 90 -
piece 65, 1 65, piece 1, config: linear, direction: +, begin: 6296573, end: 6296681

* *6296580 * *6296590 * *6296600 * *6296610
5 tt tt t t tt t 3
- L - R- L - P - W - - - H - S - - - - L -
- @® - D - Y - R - - H - -1 - Q- Q- R - R - @ -
- E - I - T - V - - M- P - F - S - S - - - D -
------------------------------------------------------------------------------ ... exon 8.62951
i)
\_r-’ donor 2.1 bits @296584
i)
e . 4+ P LJ acceptor 1.1 bits @296603
* *6296620 * ‘f *6296630 * *6296640 * *6296650
5’ t t 3
- T - - R - - - - R - R- T - T - 'S - P - R -
- R - L - - Q - P - R - - - R - R - H - Q - -
- - $ - R-S- R- E- E- D- D=-V - T- K - D -
—————————————————————————————————————————————————————————————————————————————— ... exon 8.62951
* *6296660 * *6296670 * *6296680
5’ t t t tt 3
- T - S - - - - P - - - S - S -
-  H - R - - - - Q- Q- R -V - Q -
-1 - Vv - L - R - - S - s - E - F -

-------------------------------------------------------------- ... exon 8.6295111-6297719

Authors: Vijay Nalla, Peter Rogan, CMVH UMKC

Ref erences: Hum Miutation 6:74-76, 1995, Hum Miutat. 12(3): 153-171, 1998
URL: http://ww. sce. unkc. edu/ ~roganp/ I nformati on/vi ewarticles. htn

Mol ecul ar I nformation theory: http://wwm. | ecb. ncifcrf.gov/~tons/



- 91 -
pi ece 66, 1 66, c.2378G>C g6296627c, config: linear, direction: +, begin: 6296573, end: 6296681

* *6296580 * *6296590 * *6296600 * *6296610
5 tt tt t t tt t 3
- L - R- L - P - W - - - H - S - - - - L -
- @® - D - Y - R - - H - -1 - Q- Q- R - R - @ -
- E - I - T - V - - M- P - F - S - S - - - D -
------------------------------------------------------------------------------ ... exon 8.62951
i)
\_r-’ donor 2.1 bits @296584
i)
e . 4+ P LJ acceptor 1.1 bits @296603
* *6296620 * v *6296630 * *6296640 * *6296650
5’ t t 3
- T - - R - - - P - R- R- T - T - 'S - P - R -
- R - L - - Q - P - R - - - R - R - H - Q - -
- - $ - R-S$S- P- E- E- D- D= -V - T- K - D -
—————————————————————————————————————————————————————————————————————————————— ... exon 8.62951
* *6296660 * *6296670 * *6296680
5’ t t t tt 3
- T - S - - - - P - - - S - S -
-  H - R - - - - Q- Q- R -V - Q -
-1 - Vv - L - R - - S - s - E - F -

-------------------------------------------------------------- ... exon 8.6295111-6297719
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- 92 -
piece 67, 1 67, piece 1, config: linear, direction: +, begin: 6296647, end: 6296755

*6296650 * *6296660 * *6296670 * *6296680 *
5 t t t tt 3
- K- D -1 -V - L - R - - $- s - E - F - K - S -
- R - T - S - - - - P - - - S - S - R - -
- - H - R - - - - Q- Q- R- V- Q- E - R -
------------------------------------------------------------------------------ ... exon 8.62951
accept or
*6296690 * *é‘56700 * *6296710 * *6296720
5 t t t t t t tt 3
- Vv- L - L - S - L - R - Q - - S - L -1 - E - F -
- - - S - - - - R - - - S - s - s - s -
- - - Q - P - - P - - Q- P - H- R -V - Q -
------------------------------------------------------------------------------ ... exon 8.62951
”
— — — — LJ acceptor 2.4 bits @296706
- - —ay ... acceptor
* *6296730 * *6296740 * *6296750 *
5’ t t t 3
- s - T -1 - L - E - - R - L - - 8 -
- - P - S - W- R - - - W - - -
- H - H - P - - - P - P - - Q -

-------------------------------------------------------------- ... exon 8.6295111- 6297719
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- 93 -
piece 68, 1 68, c.2452C>T c6296701t, config: linear, direction: +, begin: 6296647, end: 6296755

*6296650 * *6296660 * *6296670 * *6296680 *
5 t t t tt 3
- K - D -1 -V - L - R - - $ - s - E - F - K - S -
- R - T - S - - - - P - - - S - S - R - -
- - H - R - - - - Q- Q- R -V - Q- E - R -
------------------------------------------------------------------------------ ... exon 8.62951
accept or
*6296690 * *;!;6700 * *6296710 * *6296720
5 t t t t t t t tt 3
- V- L - L - S - L - - Q - - S - L -1 - E - F -
- - - S - - - - R - - - $ - s - 8 - S -
- - - Q- P -V - P - - Q- P - H- R -V - Q -
------------------------------------------------------------------------------ ... exon 8.62951
)
— — i — LJ acceptor 2.6 bits @296706
L . e ... acceptor
* *6296730 * *6296740 * *6296750 *
5 t t t 3
- s - 1T -1 - L - E - - R - L - - S -
- - P - S - W - R - - - W - - -
- H - H - P - - - P - P - - Q -
—————————————————————————————————————————————————————————————— ... exon 8.6295111-6297719
)
+— +— ' acceptor 0.5 bits @296739
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- 94 -
piece 69, 1 69, piece 1, config: linear, direction: +, begin: 6296849, end: 6296957

*6296850 * *6296860 * *6296870 * *6296880 *
5 t t t tt tt 3
- - - - P - - M - - P -@® - S - S - P - S -
- - Q - H - R - - W- R- R- E - V- R - L - R -
- R - S - T -V - H - - -V - K - F - - F - D -
------------------------------------------------------------------------------ ... exon 8.62951
A < ... acceptor
- ... acceptor
. ... acceptor
*6296890 * *62965‘5 * *6296910 * *6296920 *
5’ tt ttttt tt tt t t t t 3
- T - s - F - S - S - H - S - - R - R - P - E - D -
- L - - F - L - P -1 - P - V - - - L - R - M -
- F - F - F - F - P - F - L - S - - - @ - - W -
------------------------------------------------------------------------------ ... exon 8.62951
24 sy € )\ ~—acceptor 0.0 bits @296903 ... donor
-
e s Y > PR T acceptor 4.9 bits @296905
)
— MR A ) acceptor 6.1 bits @296910
N)
——— s — ‘ acceptor 6.2 bits @296913

acceptor 3.0 bits @296914

| acceptor 0.4 bits @296917
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- 95 - L]

1 ' acceptor 1.2 hits C
Ll U

|
|
t
i

*6296930 * *6296940 * *6296950 *
5’ t tt t t tt 3
- - P - P - R - - - S - S - - -
- V- R- H- E- E- L - P -V - H- V -
- S - - T - R - S - F - Q - - M -
-------------------------------------------------------------- ... exon 8.6295111-6297719
")

donor 1.0 bits @296928

2]

+——donor 1.1 bits @296949
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- 96 -
piece 70, 1 70, c.2654C>T c6296903t, config: linear, direction: +, begin: 6296849, end: 6296957

*6296850 * *6296860 * *6296870 * *6296880 *
5’ t t t tt tt 3
- - - - P - - M - - P - @® - S - S - P - S -
- - Q - H - R - - W- R- R- E -V - R - L - R -
- R - S8 - T -V - H - - -V - K - F - - F - D -
------------------------------------------------------------------------------ ... exon 8.62951
——e ... acceptor
L ... acceptor
*6296890 * *62964!% * *6296910 * *6296920 *
5’ Tt ttttt Tt t Tt t t t t 3
- T - S - F - S - S - Y - S - - R - R - P - E - D -
- L - L - F - L - P - | - P - VvV - - - L - R - M -
- F - F - F - F - L - F - L - S - - - @ - - W -
—————————————————————————————————————————————————————————————————————————————— ... exon 8.62951
SUNPPIRESRS VERE TR T I i, PRI N acceptor 3.2 bits @296905 ... donor
e
0)
— T ) acceptor 6.1 bits @296910
)
e A— 4y +— ' acceptor 6.9 bits @296913

o
i

. c o A i — = ‘ acceptor 0.2 bits @296916

acceptor 3.6 bits @296914

' acceptor 0.8 bits @296917

l_‘

‘ acceptor 1.4 bits

- L
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*6296930 * £6296940 * *6296950 *
5’ t t ot t t gt t 3
- - P - P - R - - - S - s - - -
- V- R-H-E-E-L=-P -V - H-=- V -
- s - - T - R- S - F - Q - - M -
-------------------------------------------------------------- ... exon 8.6295111- 6297719
)

donor 1.0 bits @296928

2]

+——donor 1.1 bits @296949

Authors: Vijay Nalla, Peter Rogan, CMH UMKC

Ref erences: Hum Miutation 6:74-76, 1995, Hum Miutat. 12(3): 153-171, 1998
URL: http://ww.sce. unkc. edu/ ~roganp/ | nformati on/vi ewarticl es. htn

Mol ecul ar I nformation theory: http://ww. | ecb. ncifcrf.gov/~tons/



- 98 -
piece 71, 1 71, piece 1, config: linear, direction: +, begin: 6283477, end: 6283585

*6283480 * *6283490 * *6283500 * *6283510 *
5’ t t t t ot t t g3
- bD- E- E - L - N- S - - T - - V- D - W- L -
- M- K - N - S - T - - - P - L - W- T - - W -
- ® - R- T - Q- Q- L - H- R - - - L - - -
------------------------------------------------------------------------------ ... exon 4.62834
. — — ... acceptor
- — ... acceptor
*6283520 * *é'%SSSO * *6283540 * * 6283550
5 ot t t t ot 3
- VvV - L - - - K - Q - - R - R - E - -V - K -
- S - s - P - R- S - R - -V - - R- L - @®@ - s -
- P - R - R - E - - - P - S - R - - - E - -
—————————————————————————————————————————————————————————————————————————————— ... exon 4.62834
) N)
4+ +— | acceptor 0.0 bits @283530 ... donor
U .
0)
— +— L_I acceptor 1.8 bits @283533
* *6283560 * *6283570 * *6283580 *
5’ t t ot t t ot 3
- L - L - R - R - - L - - D - R - R -
- - F - - - - W- R - T - E - E -
- - S - P - V - L - - - Q - K -

------------------------------------------------------------ > exon 4.6283441-6283585
donor 0.9 bits @283549

0]
+———donor 3.7 bits @283566
o
0
— —a 4+ — acceptor 1.7 bits @283580
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- 99 -
piece 72, 1 72, c.406C>T ¢6283531t, config: linear, direction: +, begin: 6283477, end: 6283585

*6283480 * *6283490 * *6283500 * *6283510 *
5’ t t t t t t t 3
- b- E - E - L - N - S - - T - -V - D - W- L -
- M- K - N - S - T - - - P - L - W - T - - W -
- ® - R- T - Q- Q- L - H - R - - - L - - -
------------------------------------------------------------------------------ ... exon 4.62834
— — ... acceptor
*6283520 * *g!;3530 * *6283540 * *6283550
5’ t t t t t t 3
-V - L - - - K - @ - - R - R - E - -V - K -
- §$ - s - P - R - S - R - -V - - R - L - - S -
- P - R- R - E - V - - P - S - R - - - E - -
------------------------------------------------------------------------------ ... exon 4.62834
0)
— +— N LJ acceptor 0.1 bits @283533
0
donor 4.5 bits @283530
i)
donor
=)
* *6283560 * *6283570 * *6283580 *
5 ¢t tt t tt 3’
- L - L - R - R - - L - - b - R - R -
- - F - - - - W- R - T - E - E -
- - S - P - V - L - - - Q - K -
---------------------- ;i------------------------------------> exon 4.6283441-6283585
' +——donor 3.7 bits @283566
()
0)
— — e +— 4 LJ acceptor 1.7 bits @283580

donor 0.9 bits @283549

Authors: Vijay Nalla, Peter Rogan, CWVH UMKC

Ref erences: Hum Miutation 6:74-76, 1995, Hum Miutat. 12(3): 153-171, 1998
URL: http://ww. sce. unkc. edu/ ~r oganp/ | nf ormati on/ vi ewarticl es. htm

Mol ecul ar Information theory: http://ww.l ecb.ncifcrf.gov/~tons/



- 100 -
piece 73, 1 73, piece 1, config: linear, direction: +, begin: 6285668, end: 6285776

*6285670 * *6285680 * *6285690 * *6285700 *
5’ t t t t t 3’
- E- R- E- V- R-Q-1L-S- sS- E-T=-Db=- L -
- N - - R - @ - - s - s - P - P - R - P - T - W -
- T - - - E - - - L - L - R- D - R - P - -
------------------------------------------------------------------------------ ... exon 5.62856
)
4+——donor 0.2 bits @285673 ... donor
e
\|
' donor 9.7 bits @285677
*6285710 * *6285720 * *6285730 * *6285740 *
5’ t t t t t t 3’
- E - R - -V - R - K - - - L -V - M-Y - W -
- R - - P - - - R- Q- P - W- s - - T - -
- E - - R - - Q - - S - P - - H - V - L - E -
B R R R ... exon 5.62856
0)
donor 1.6 bits @285707 donor 0.1 bits @285734
A IH +J
0)
donor 0.6 bits @285716 donor 1.6 bits @
+ -
*6285750 * *6285760 * *6285770 *
5’ t t 3
- K- L - N- P - K- K- K- K- Q- V -
- s - s - T- P - R- R-R-S - R - W -
- - Q- P - Q- E - E - E - - -

-------------------------------------------------------------- ... exon 5.6285651- 6285821
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- 101 -
piece 74, 1 74, c.532 537del 6 d6285722, 6285727, config: linear, direction: +, begin: 6285668, end:

*6285670 * *6285680 * *6285690 * *6285700

*
5’ t t t t t 3’
- E- R- E- V- R-Q-1L-S- sS- E-T=-Db=- L -
- N - - R - @ - - s - s - P - P - R - P - T - W -
- T - - - E - - - L - L - R- D - R - P - -
------------------------------------------------------------------------------ ... exon 5.62856
)
4+——donor 0.2 bits @285673 donor
e
\|
' donor 9.7 bits @285677
*6285710 * *6285720 * *6285730 * *6285740 *
5’ t t t t t t t 3’
- E - R - -V - R ¢ - L -V - M-Y - W- K - L -
- R - - P - - - P - W- S - - T - - S - s -
- E - - R - - R - P - - H - V - L - E - - Q -
B R R R R R ... exon 5.62856
0) 5l
donor 1.6 bits @285707 ‘ donor 1.6 bits @285733
+ =
A
0)
donor 1.0 bits @285716
)
donor 0.1 bits @285728
" —-—
] -
*6285750 * *6285760 * *6285770
5’ t 3
- N- P - K- K- K- K- Q- V -
- T - P - R- R- R - S - R - W -
- P - Q - E - E - E - - -

-------------------------------------------------- ... exon 5.6285651-6285821
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- 102 -
piece 75, 1 75, piece 1, config: linear, direction: +, begin: 6285735, end: 6285843

* *6285740 * *6285750 * *6285760 * *6285770
5 t t t t t 3’
- S - - T - - $- s - T-P- R-R-R-S - R -
- H - V - L - E - - Q- P - Q- E - E - E - - -
- M- Y - W- K- L - N- P - K- K- K- K- Q- V -
------------------------------------------------------------------------------ ... exon 5.62856
Sl )
‘ donor 1.6 bits @285739 ... donor
+ =
* *6285780 * *6285790 * *6285800 * *6285810
5 t t t t t t t 3’
- W- P - W- R - S - - W- R - M- S - - R - S -
- - R - - - - - - E - - R - P - - Q -
- -V - - E - L - L - E - N - V - - Q - V - N -
------------------------------------------------------------------------------ ... exon 5.62856
i)
. donor 4.8 bits @285773

donor 0.3 bits @285800

")

donor

* *6285820 * *6285830 * * 6285840
5’ t tt t 3
- T - S - T - V - R - - F - T - L - -
- R - - R - - E - D - S - P - W - -
- E - H - R | H - P - -

________________ > on 5.6285651- 6285821
=

donor 5.9 bits @285822

donor 3.4 bits @285809
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- 103 -
piece 76, 1 76, c.599del T d6285789, 6285789, config: linear, direction: +, begin: 6285735, end: 628

* *6285740 * *6285750 * *6285760 * *6285770
5 t t t t t 3’
- S - - T - - $- s - T-P- R-R-R-S - R -
- H - V - L - E - - Q- P - Q- E - E - E - - -
- M- Y - W- K- L - N- P - K- K- K- K- Q- V -
------------------------------------------------------------------------------ ... exon 5.62856
Sl )
‘ donor 1.6 bits @285739 ... donor
+ =
* *6285780 * *6285790 * *6285800 * *6285810
5 t t I t t t t 3’
- W P - W- R - S ° - - E - - R - P - - Q -
- - R - - - - L - E - N - V - -  Q - V - N -
- -V - - E - R - W- R - M- S - - R - S - T -
------------------------------------------------------------------------------ ... exon 5.62856
i)
. donor 4.8 bits @285773

donor 0.3 bits @285799

donor

* *6285820 * *6285830 * * 6285840
5’ t tt t 3
- R - - R - - E- D - S - P - W - -

- E - H - - - R=- 1 - H - P - -
- S - T -V R F T - L - -

———————————————— gﬁexon 5. 6285651- 6285821

donor 5.9 bits @285821

donor 3.4 bits @285808
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- 104 -
piece 77, 1 77, piece 1, config: linear, direction: +, begin: 6286355, end: 6286463

* *6286360 * *6286370 * *6286380 * *6286390
5 t gt t t 3
- T - L - S - P - - D - - - - Q - P - - P -
- P - - P - L - Q- M- E - - R - S - Q - - P -
- P - VvV - P - - R - W- R - - - - R - P - R -
I ... exon 6.62863
accept or
* *6286400 * "*6286410 * *6286420 * *6286430
5 ot t t t t 3
- V- P - K- S - L - Q- K=-Q-R-R-M-1L - E -
- - P - S - P - - R - S - R - - - - W - S -
- - Q -V - P - - E - - E - - H - - - -
------------------------------------------------------------------------------ ... exon 6.62863
”
+— +— +— LJ acceptor 4.9 bits @286411
* *6286440 * *6286450 * *6286460
5 t t t gt t 3
- R- L - V- S - S - E - - E - - S -
- - W - S - - - S - V - s - - -
- P - - Q- Q- R -V - @ v

- - Q -
------------------------------------ > exon 6.6286371-6286451
donor 4.4 bits @286439

N)
donor 2.7 bits @286450
)

i)
4——donor 7.0 bits @286452
)
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- 105 -
piece 78, 1 78, c.670CT ¢6286409t, config: linear, direction: +, begin: 6286355, end: 6286463

* *6286360 * *6286370 * *6286380 * *6286390
5 t t t t 3
- T - L - S - P - - D - - - - Q - P - - P -
- P - - P - L - Q- M- E - - R - s - Q - - P -
- P - Vv - P - - R - W- R - - - - R - P - R -
I ... exon 6.62863
accept or
* *6286400 * v *6286410 * *6286420 * *6286430
5 t t t t t t 3
- V- P - K-S - L -@® - K- Q- R-R-M-1L - E -
- - P - S - P - - R - S - R - - - - W - s -
- - Q- V- P -V - E - - E - - H - - - -
------------------------------------------------------------------------------ ... exon 6.62863
”
+— +— — LJ acceptor 3.3 bits @286411
)
donor 0.1 bits @286408
d
* *6286440 * *6286450 * *6286460
5 t t t t t 3
- R- L - V- S - S - E - - E - - S -
- - W - S - - - S - V - s - - -
- P - - Q- Q- R -V - @ \Y;

- - Q -
———————————————————————————————————— > exon 6.6286371-6286451
donor 4.4 bits @286439

i)
donor 2.7 bits @286450
=)

2
+———donor 7.0 bits @286452
ol
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- 106 -

piece 79, 1 79, piece 1, config: linear, direction: +, begin: 6286361, end: 6286469
* *6286370 * *6286380 * *6286390 *
5 t t t t 3
- S - P - - D - - - - Q - P - - P -V - P -
- P - L - Q- M- E - - R - S - Q - - P - - P -
- P - - R - W- R - - - - R - P - R - - Q
[ .........................................................
*6286400 * *6286410 " *6286420 * *6286430 *
5 t t t t t g3
- K- S- L - Q- K-Q-R-R-M-1L - E-R=-1L -
- S - P - - R - S - R - - - - W - S - - W -
- VvV - P - - E - - E - - H - - - - P -
)
+— +— LJ acceptor 4.9 bits @286411
-}
*6286440 * *6286450 * *6286460 *
5 gt t gt t t 3
-V - s - s - E - - E - - S - P - -
- S - - - S -V - S - - - P - -
- Q- Q- R -V - @ Y P - L -

- - Q -
------------------------ > exon 6.6286371-6286451
donor 4.4 bits @286439

i

")

donor 2.7 bits @286450

4——donor 7.0 bits @286452
)
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- 107 -

pi ece 80, 1 80, c.676C>T ¢c6286415t, config: linear, direction: +, begin: 6286361, end: 6286469

* *6286370 * *6286380 * *6286390 *
5 t t t t 3
- S - P - - D - - - - Q - P - - P -V - P -
- P - L - Q- M- E - - R - S - Q - - P - - P -
- P - - R - W- R - - - - R - P - R - - Q
[ .........................................................
*6286400 * *6286410 ' *6286420 * *6286430 *
5 t t t t t t 3
- K- S- L - Q- K-@® - R-R-M-1L-E-RS=-1 -
- S - P - - R - S - R - - - - W - S - - W -
- VvV - P - - E -V - E - - H - - - - P -
"
+— +— LJ acceptor 4.9 bits @286411
-}
"

donor 1.6 bits @286414

*6286440 * *6286450 * *6286460 *
5 ot t gt t t 3’
-V - S - S - E - - E - - S - P - -
- s - - - S - V. - S - - - P - -

- Q- Q- R-V-@ -V - Q -
------------------------ > exon 6.6286371- 6286451

donor 4.4 bits @286439

i)
donor 2.7 bits @286450
=)

2
+———donor 7.0 bits @286452
ol
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- 108 -
piece 81, 1 81, piece 1, config: linear, direction: +, begin: 6289545, end: 6289653

* *6289550 * *6289560 * *6289570 * *6289580
5 t t t tt t 3
- - K - - V-1 - P-S- S- 1L - F - 1L - Q- D -
- P - R - - S - s - P - - - - S - - R - T -
- Q - - R- H- P - Q- Q- P -V - P - - - R -
------------------------------------------------------------------------------ ... exon 7.62894
N)
L L A— 4y +— LJ acceptor 9.5 hits C
* *6289590 * "*6289600 * *6289610 * *6289620
5 t t t t 3
- b- E- D- D- D- E - L - - - K - S - P - E -
- T - K- M- M- T - S - W- R - - R - - L - R -
- R- R-@ - @® - R - - - - E - E - P - @ - -
------------------------------------------------------------------------------ ... exon 7.62894
)
donor 1.0 bits @289609
\
- ... acceptor
* *6289630 * *6289640 * *6289650
5 t t t t t t 3
- b- L - P- L - R- L - K- V- S - D -
- T - - H - -V - @® - R -@® - VvV - T -
- P - - T - - S - E - - E - @ -
———————————————————————————————————————— >re$on 7.6289495- 6289643
' 4~ donor 12.6 bits @289644
N)
— + ) L_j L_.acceptor 2.4 bits @289643
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- 109 -
piece 82, 1 82, c.817GT g6289599t, config: linear, direction: +, begin: 6289545, end: 6289653

* *6289550 * *6289560 * *6289570 * *6289580
5 t t t tt t 3
- - K - - V-1 - P-S- S- 1L - F - 1L - Q- D -
- P - R - - S - s - P - - - - S - - R - T -
- Q - - R- H- P - Q- Q- P -V - P - - - R -
------------------------------------------------------------------------------ ... exon 7.62894
N)
L L A— 4y +— LJ acceptor 9.5 hits C
* *6289590 * v*6289600 * *6289610 * *6289620
5 t t t t t 3
- b- E- D- D- D-@ - L - - - K - S - P - E -
- T - K- M- M- T - S - W- R - - R - - L - R -
- R- R-@ - @® - L - - - - E - E - P - @ - -
------------------------------------------------------------------------------ ... exon 7.62894
)
donor 1.0 bits @289609
\
- ... acceptor
* *6289630 * *6289640 * *6289650
5 t t t t t t 3
- b- L - P- L - R- L - K- V- S - D -
- T - - H - -V - @® - R -@® - VvV - T -
- P - - T - - S - E - - E - @ -
———————————————————————————————————————— >re$on 7.6289495- 6289643
' 4~ donor 12.6 bits @289644
N)
— + ) L_j L_.acceptor 2.4 bits @289643
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- 110 -
piece 83, 1 83, piece 1, config: linear, direction: +, begin: 6295101, end: 6295209

* *6295110 * *6295120 * *6295130 *
5 1ttt t t t t t t 3
- F - P - P - - - Q - VvV - P - P - - R - H - H -
- F - P - Q- V- V- K-Y - P - L - H - -1 - M -
- s - P - R- W- S-S - T - P - - T - P - S - W -
Jﬁ -------------------------------------------------------- ... exon 8.62951
| donor 4.4 bits @295111
L=
i)
donor 1.0 bits @295119
*6295140 * *6295150 ‘f *6295160 * *6295170 *
5’ t t t tt t t 3’
- - b - Q - - V- P - D - @ - H - - L - Q - -
- E - | - K - E - Y - L - | - D - M - - S - R - -
- R- S- R- S - T -@ - L - T - W=- P - P - - Q -
—————————————————————————————————————————————————————————————————————————————— exon 8.62951
donor
i)
. . s 4+ +— LJ acceptor 3.0 bits C
- s +— A ... acceptor
*6295180 * *6295190 * *6295200 *
5’ t t t t t t 3’
- R - H - - L - - V- H- H - H - P -
- - M- H- W- L - S - T -1 -1 - P -
- - - T - - - P - P - S - S -
---};i -------------------------------------------------------- ... exon 8.6295111-6297719
' donor 0.8 bits @295181
ud
l_‘

LJ acceptor 1.8 bits @295180
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- 111 -
piece 84, 1 84, c.906C>A c6295155a, config: linear, direction: +, begin: 6295101, end: 6295209

* *6295110 * *6295120 * *6295130 *
5 1ttt t t t t t t 3
- F - P - P - - - Q- V - P - P - - R - H - H -
- F - P - Q- V- V- K- -Y- P - L - H - - - M -
- $ - P - R- W- S - S - T - P - - T - P - S - W -
’J_-‘ -------------------------------------------------------- ... exon 8.62951
' donor 4.4 bits @295111
L=
i)
donor 1.0 bits @295119
*6295140 * *6295150 ' *6295160 * *6295170 *
5’ t t t tt t t 3’
- - D - Q - - V- T - D - @ - H - - L - Q - -
- E -1 - K- E-@® - L -1 - D=- M - - S - R - -
- R- S- R- S- N-@ - L - T - W=- P - P - - Q -
—————————————————————————————————————————————————————————————————————————————— ... exon 8.62951
~
\_r- +— . donor 2.7 bits @295152 ... donor
i)
. . s 4+ +— U acceptor 2.3 bits C
- s I A ... acceptor
*6295180 * *6295190 * *6295200 *
5’ t t t t t t 3’
- R - H - - L - - V- H- H- H- P -
- - M- H- W- L - S -T-1 -1 - P -
- - - T - - - P - P - S - S -
----,-_-‘ -------------------------------------------------------- ... exon 8.6295111-6297719
' donor 0.8 bits @295181
)
l_|

U acceptor 1.4 bits @295180
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- 112 -
piece 85, 1 85, piece 1, config: linear, direction: +, begin: 6295233, end: 6295341

* *6295240 * *6295250 * *6295260 * *6295270
5 tt tt tt t t t t tt tt 3
- L - L - 1L - H-R-Q-Q-P-H=-H-R-1L - L -
- F - F - F -1 - V-S$S - N- L - T=-1 - D=- F - F -
- $- s - s - S - S - - T - s - P - S - T - S - S -
------------------------------------------------------------------------------ ... exon 8.62951
)
donor 0.2 bhits @295246 e e e ... acceptor
H n
. s 4 ... acceptor
. e+ e s+ ... acceptor
* *6295280 * *6295290 * *6295300 * *6295310
5’ tt tt t I t t t tt t t t tt 3
- R - L - L - H - P - - - H - L - L - P - V - L -
- - F - F -1 - P - L -V -1 - F - Y- L - S - F -
- P- S-S -SS- R- W- S-S - S - T - - P - S -
------------------------------------------------------------------------------ ... exon 8.62951
N)
T 4 I_| L _.acceptor 7.5 bits @295290
e d acceptor 1.8 bits @295283
)
SRSTES R A +— | -——acceptor 4.6 bits @295287
e e e +— +— e i\ ~—acceptor 0.5 bits @295302

— . P P +— 4+ ... acceptor

. e — +4— ... acceptor
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- 113 -

P, —— 4 +~4—) ... acceptor
S — 4 +— ... acceptor
* *6295320 * *6295330 * *6295340
5 t t t t t t t t 3
- H - L - H - - b- L - H- P - Q - -
-1 - S - M- V-1 - C- T- L - K- V -
- S - P - W- @ - s - - P - S - R -
-------------------- '_| S e e e e e ---------- . exon 8.6295111-6297719
' donor 4.2 bits @295321
I e
)
o)
— o . +— — + U L_.acceptor 4.8 bits @295338
.~ acceptor 1.1 bits @295313
4 O ' acceptor 5.1 bits @295319
P PR 1oL _.acceptor 3.0 bits @295320
4=t o acceptor 1.1 bits @295321

[ ]
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- 114 -
piece 86, 1 86, c.1038 1039insC i 6295287,6295288c, config: linear, direction: +, begin: 6295233, e

* *6295240 * *6295250 * *6295260 * *6295270
5 tt tt tt t t t t tt tt 3
- L - L - 1L - H-R-Q-Q-P-H=-H-R-1L - L -
- F - F - F -1 - V-S$- N- L - T+-1 - D=- F - F -
- s$-s-s-s-8s- A-T- 8- P- s - T- 8 - 8 -
------------------------------------------------------------------------------ ... exon 8.62951
)
donor 0.2 bhits @295246 e e e . ... acceptor
H n
. s 4 ... acceptor
. e+ e s+ ... acceptor
* *6295280 * *6295290 * *6295300 * *6295310
5’ tt tt t t t t tt t t t t 3
- R - L - L - H - P - - W- S - S - S - T - - P -
- A - F - F -1 - P- P- &- H- L - L - P -V - L -
- P-s-$- - R- L -V-1 - F-Y - 1L - S - F -
------------------------------------------------------------------------------ ... exon 8.62951
N)
PPV SS PR YA 4+ I_| L _.acceptor 5.3 bits @295291
e d acceptor 1.8 bits @295283
)
SRSTES R A +— | acceptor 3.7 bits @295287
— — +— +— 4 Oid .. acceptor 0.5 bits @295303

o o e a4 A— s 4+ ... acceptor

S B 4+ ... acceptor
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- 115 -

e e e e e s — 4+ ... acceptor
P +— 4 +— ... acceptor
* *6295320 * *6295330 * *6295340
5 1t t ct t t t ct t t g3
- S-S - P - W-@ - s - - P - S - R -
- H - L - H - - D- L - H- P - Q - -
-1 - S - M-V - 1 - - T - L - K - V -

———————————————————————————————————————————————————————————————— ... exon 8.6295111-6297719
donor 4.2 bits @295322

9) L_.acceptor 4.8 bits @295339

. acceptor 1.1 bits @295314

. A 4 i acceptor 5.1 bits @295320

e P PR oL, _.acceptor 3.0 bits @295321

.= 44t o acceptor 1.1 bits @295322
a
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piece 87, 1 87, piece 1, config: linear, direction: +, begin: 6295291, end: 6295399

* *6295300 * *6295310 * *6295320 *
5 t t tt t t t tt t t t t t t 3
- V-1 - F - Y- 1L - S-F-1-'S - M- V-1 - C -
- $ - s - s - T - - P- S-S - P - W-@ - s - -
- H- L - L - P -V - L - H- L - H - - D - L - H -
------------------------------------------------------------------------------ ... exon 8.62951
)
donor 4.2 bits @2953
" e
L=
e e e e e —— i 4 ) ? acceptor 5.1 bits @295319
P — 4 s P S Va oL . acceptor 3.0 bits @295320
e e — —— +—C 44 . acceptor 1.1 bits @295321
a
e o +— +— R ... acceptor
— e ... acceptor
*6295330 * *6295340 ‘f *6295350 * *6295360 *
5’ t t tt t 3
- T - L - K- V- F - Q- D- S - K - - W - E - N -
- P - S - R - - S - R - T - - R - P - - R - T -
- P - Q - -V - P - - Q - Q - - L - - E - L -
------------------------------------------------------------------------------ ... exon 8.62951
D)
donor 3.5 bits @295339
4
D)
+— LJ L. acceptor 4.8 bits @295338
Ol
d— — ) ‘ acceptor 4.1 bits @295347
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*6295370 * *6295380 * *6295390 *
5 t t t t t t t 3
- F-R-T-1L-T-D=-=19=-12=-19- R -
- S - - P - S - P - T - - - - -
- P - H- P - H- R - P - - - -

-------------------------------------------------------------- ... exon 8.6295111- 6297719
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piece 88, 1 88, c.1096C>T c6295345t, config: linear, direction: +, begin: 6295291, end: 6295399

* *6295300 * *6295310 * *6295320 *
5 t t tt t t t tt t t t t t t 3
- V-1 - F - Y- 1L - S-F-1-'S - M- V-1 - C -
- $ - s - s - T - - P- S-S - P - W-@ - s - -
- H- L - L - P -V - L - H- L - H - - D - L - H -
------------------------------------------------------------------------------ ... exon 8.62951
)
donor 4.2 bits @2953
" e
L=
e e e e e —— i 4 ) ? acceptor 5.1 bits @295319
P — 4 s P S Va oL . acceptor 3.0 bits @295320
e e — —— +—C 44 . acceptor 1.1 bits @295321
a
e o +— +— R ... acceptor
— e ... acceptor
*6295330 * *6295340 y *6295350 * *6295360 *
5’ t t tt t t 3
- T - L - K- V- F -@ - D- S - K - - W - E - N -
- P - S - R - - S - R - T - - R - P - - R - T -
- P - Q - -V - L - - Q - Q - - L - - E - L -
------------------------------------------------------------------------------ ... exon 8.62951
D)
4_‘donor 3.2 bits @295339
4
D)
+— LJ L. acceptor 4.8 bits @295338
Ol
d— — ‘ acceptor 2.4 bits @295347
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*6295370 * *6295380 * *6295390 *
5 t t t t t t t 3
- F-R-T-1L-T-D=-=19=-12=-19- R -
- S - - P - S - P - T - - - - -
- P - H- P - H- R - P - - - -

-------------------------------------------------------------- ... exon 8.6295111- 6297719
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piece 89, 1 89, piece 1, config: linear, direction: +, begin: 6295307, end: 6295415

*6295310 * *6295320 * *6295330 * *6295340 *
5 tt t t t t t t t t tt 3
- P- S-S - P - W-@ - s - - P - S - R - - S -
- L - H- L - H - - b- L - H - P - Q - - Vv - P -
- F -1 -S - M- VvV - 1 - - T - L - K -V - F - Q -
------------------------------------------------------------------------------ ... exon 8.62951
”
donor 4.2 bits @295321
" e
L=
”
donor 3.5 bits @
4
"
— . +— — + L_j L_.acceptor 4.8 bits @295338

I e s - — ) ... acceptor
*6295350 * ~¥bs3e0 * *6295370 * * 6295380
5’ t t ot t 3
- R - T - - R - P - - R - T - S - - P - S - P -
- - Q- Q - - L - - E- L - P - H=- P - H- R -
- D - S - K - - W- E- N- F-R-T=- L - T=- D -

------------------------------------------------------------------------------ ... exon 8.62951

— ... acceptor

l_|
9) acceptor 4.1 bits @295347

[

* *6295390 * *6295400 * *6295410 *
5 t t t tt t 3
- T - - - - - S - s - P - T - W -
- P - - - - L - R - - Q - P - -
- L - L -L-R-F - E- P - N- L -
-------------------------------------- S AR exon 8.6295111- 6297719
— — +— = ' | acceptor 0.9 bits @295404
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