ANEXOS

ANEXO I. Panel AtxSPG-365: Listado de los 363 genes asociados a Ataxia y/o Paraparesia
espastica (Ataxia-SPG-SPAX)

AARS2, ABCB7, ABCD1, ABHD12, ACO2, ADCK3, AFG3L2, AHI1, AIFM1, AIMP1, ALDH18A1, ALGS,
ALS2, AMACR, AMPD2, AMT, ANO10, AP4B1, APAE1, APAM1, AP4S1, AP5Z1, APTX, ARG1, ARL13B,
ARL6IP1, ARSA, ARSI, ARX, ASS1, ATAD3A, ATCAY, ATG5, ATL1, ATM, ATN1, ATP13A2, ATP1A3,
ATP2B3, ATP7A, ATPSA2, ATR, ATXN1, ATXN10, ATXN2, ATXN3, ATXN7, BAGALNT1, BCKDHA,
BCKDHB, BEAN1, BICD2, BSCL2, BTD, C100RF2, C120RF65, C190RF12, C50RF42, CA8, CACNAIA,
CACNA1G, CACNB4, CAMTAI, CAPN1, CASK, CAVI, CC2D2A, CCDCS88C, CCT5, CEP290, CEP41,
CHCHD10, CHMP1A, CLCN2, CLN5, CLN6, CLP1, COG5, COL18A1, COQ2, COQ4, COQ5, COQ7, COQS,
COX20, CPTIC, CSTB, CTDP1, CTSD, CUL4B, CWF19L1, CYP27A1, CYP2U1, CYP7B1, DAB1, DARS2, DBT,
DCLRE1B, DDB2, DDHD1, DDHD2, DHTKD1, DKC1, DNAJC19, DNM2, DNMT1, DSTYKD, DYRK1A, EEF2,
EIF2B1, EIF2B2, EIF2B3, EIF2B4, EIF2B5, ELOVL4, ELOVL5, EMC1, ENTPD1, EP300, EPM2A, EPTI,
ERCC2, ERCC3, ERCC5, ERCC6, ERCCS, ERLIN1, ERLIN2, ETFA, ETFB, ETFDH, EXOSC3, EXOSCS, FA2H,
FAAH2, FAM126A, FAM134B, FAT1, FAT2, FGF14, FIG4, FLRT1, FLVCR1, FMR1, FOLR1, FOXC1, FXN,
GAD1, GALC, GAN, GBA2, GBE1, GFAP, GJB1, GJC2, GLRX5, GOSR2, GPR56, GRID2, GRM1, GRN,
HACE1, HEXA, HSD17B4, HSPD1, HTRA1, IBA57, IFIH1, IFRD1, INPP5E, ITM2B, ITPR1, KCNA1, KCNA2,
KCNC3, KCND3, KCNJ10, KCTD7, KDMG6A, KIAA0196, KIAA0226, KIDINS220, KIF1A, KIF1C, KIF268,
KIF5A, KIF7, KLC2, KLC4, KMT2D, L1CAM, L2HGDH, LAMAL, LMNB1, LMNB2, LYST, MAG, MAN2B1,
MARS, MARS2, MCEE, MECP2, MLC1, MMACHC, MMADHC, MORC2, MPZ MRE11A, MRPLIO,
MTFMT, MTHFR, MTPAP, MTTP, NALCN, NHLRC1, NIPA1, NKX2-1, NKX6-2, NOL3, NOP56, NPCI,
NPHP1, NT5C2, OFD1, OPA1, OPA3, OPHN1, PARN, PAX6, PC, PCNA, PDHA1, PDHB, PDSS1, PDSS2,
PDYN, PEX10, PEX16, PEX6, PEX7, PGAP1, PHYH, PIK3R5, PITRM1, PITX2, PLA2G6, PLD3, PLEKHGA4,
PLP1, PMPCA, PNKP, PNPLA6, POLG, POLG2, POLR3A, POLR3B, PPP2R2B, PRICKLE1, PRKCG, PRNP,
PRPS1, PRRT2, PSEN1, PTEN, RAB3GAP2, RAD1, RARS, RARS2, REEP1, REEP2, RIPPLY1, RPGRIPIL,
RPIA, RTEL1, RTN2, SACS, SAMDIL, SARS2S, SCARB2, SCN1A, SCN2A, SCN8A, SCYL1, SERACI, SETX,
SIL1, SLC16A2, SLC17A5, SLCIA3, SLC25A15, SLC25A46, SLC2A1, SLC33A1, SLC46A1, SLC52A2,
SLC52A3, SLC6A19, SLCIAL, SLCIAG, SNAP25, SNX14, SPAST, SPG11, SPG20, SPG21, SPG7, SPTAN1,
SPTBN2, SQSTM1, STUB1, SURF1, SYNE1, SYT14, TARDBP, TBP, TCTN1, TCTN2, TCTN3, TDP1, TDP2,
TECPR2, TERT, TFG, TGFB1, TGM6, THGIL, TINF2, TMEM138, TMEM216, TMEM231, TMEM237,
TMEM240, TMEMG67, TPP1, TRAPPC11, TRMT5, TRPC3, TSEN54, TTBK2, TTC19, TTPA, TTR, TUBB4A,
UBAS5, UBQLN2, UCHL1, USPS, VAMP1, VCP, VHL, VLDLR, VPS37A, VRK1, VWA3B, WDR48, WDR73,
WEFS1, WWOX, XPA, XPC, ZFR, ZFYVE26, ZFYVE27
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ANEXO Il. Mapa del vector pCR™2.1-TOPO®

p of pCR™2.1-TOPO®

The following map shows the features of the pCR™2.1-TOPO" vector and the

sequence surrounding the TOPO® Cloning site. Restriction sites are labeled to
indicate the actual cleavage site. The arrow indicates the start of transcription for
T7 polymerase. The sequence of the pCR™2.1-TOPO® vector is available from
www lifetechnologies.com /support or by contacting Technical Support (page 32).
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Comments for pCR®2.1-TOPO®
3931 nucleotides

LacZo fragment: bases 1-547

M13 reverse priming site: bases 205-221
Multiple cloning site: bases 234-357

T7 promoter/priming site: bases 364-383

M13 Forward (-20) priming site: bases 391-406
1 origin: bases 548-885

Kanamycin resistance ORF: bases 1318-2113
Ampicillin resistance ORF: bases 2131-2991
pUC origin: bases 3136-3809

Figura Suplementaria 1. Mapa del vector pCR™2.1-TOPO® de 3,9 kb y secuencia del sitio de clonacidn.



ANEXO lll. Primers M13R y M13F

Tabla Suplementaria 1. Secuencias de cebadores empleados para la amplificacion del ADN tras la clonacién y posterior
secuenciacion por Sanger.

M13 Reverse | CAGGAAACAGCTATGAC

Primer 560C
M13 Forward | GTAAAACGACGGCCAG

Primer

Tabla Suplementaria 2. Componentes de la mezcla de reaccion para PCR por muestra.

H,0 19,5
Tampon 10X 1X 2,5
dNTPs 20 mM 0,4 mM 0,5
MgCl, 25 mM 0,5mM 0,5
Primer directo 10 uM 0,2 uM 0,1
Primer reverso 10 um 0,2 uM 0,1
Taq polimerasa | 1 U/uL 0,5 U/uL 0,5
Colonia *

*El volumen de colonia no se puede estimar en microlitros, dado que lo que se picé la colonia y se mezclé en el eppendorf
con la mix preparada previamente.



ANEXO IV. Informacion obtenida de los predictores de splicing in sillico para los cambios en
ATM

ATM c.2921+1G>A

~ inlerpreted Data

This table shows only relevant results related to the mutation position and context.

Predicted signal Prediction algorithm cDNA Position Interpretation

1 _HSF Matrices _l_f_‘I.‘-l.l‘C_::esgé‘sa:
i W o o

Broken WT Donaor Site 2 A\terauolj.:vf }lhe '..T d..ror_s_lte.

most probably affecting splicing

n —
2 - MaxEnt 78 0 82 84 36 88 0 @2

~ Raw Data Tables 0

In the tables below, positions in sequence for the 5' intron are labeled as negative and as positive for the 3' intron
\ariations in the tables below are noted in colored boxes, according to the following scale

Potential Splice Sites Potential Branch Points Silencer motifs ‘Other splicing motifs

 HSF Matrices
Sequence Position | cDNA Position | Splice site type New splice site | Wild Type | Mutant ej{;”{;;;?::;;::;n Var‘ig‘:;un
177 7 Acceptor 7353 7359 NA +0.08
131 81 Donor 80.95 54.11 92 -
Figura  Suplementaria 2. Informacion ~ del  predictor =~ Human  Splicing  Finder  version 3.1

(http://www.umd.be/HSF3/HSF.shtml) para el cambio ATM ¢.2921+1G>A.

Splice site predictions for 1 sequence with donor score cutoff 0.40, acceptor score cutoff 0.40 (exon/intron boundary shown in larger font):

Donor site predictions for 217.127.170.203.5503.0 :

Start End  Score Exon Intron
142 156 attacaggtgtgage
317 331 atcgtaagaaa
577 591 -attttggtaggtac

Acceptor site predictions for 217.127.170.203.5503.0 :

Start End Score Intron Exon
34 74 8 ggctaatttttgtgtttttagtagagatggagtttcaccat

aatgcttttaaagga

ttttecctectaccatettagtat

220 260

407 447 ttttttttttttttaccacaeaatgtgtgttotttgtate

Splice site predictions for 1 sequence with donor score cutoff 0.40, acceptor score cutoff 0.40 (exon/intron boundary shown in larger font):

Donor site predictions for 217.127.170.203.5615.0 :

Start End Score Exon Intron
142 156 0.85 attacaggtgtgage
577 591 0.98 cattttggtaggtac

Acceptor site predictions for 217.127.170.203.5615.0 :

Start End Score Intron Exon
34 14 0.88 ggctaatttttgtgtttttatagagatggagtttcaccat
220 260 0.42 tttteectee atcttaJtatctaatgettttaaagga
407 447 0.97 ttttttttttttttaccacQeaatgtgt stttgtate

Figura Suplementaria 3. Informacion del predictor NNSPLICE version 0.9 (http://www.fruitfly.org/seq_tools/splice.html)
para el cambio ATM ¢.2921+1G>A. La imagen superior corresponde a los sitios de splicing para la secuencia consenso o wild

type, mientras que la inferior corresponde a los de la secuencia mutante.


http://www.umd.be/HSF3/HSF.shtml
http://www.fruitfly.org/seq_tools/splice.html

The sequence: wild has the following composition:

Length: 783 nucleotides.
26.2% A, 19.2% C, 18.6% G, 36.0% T, 0.0% X, 37.8% G+C

Donor splice sites, direct strand

os 5'-»3° hase strand confidence 5°' exon intron 3
p P
584 2 + @.55 GAGCATTTTG GTAGGTACAG

Donor splice sites, complement strand

os 3"->5' os 5'-»3' hase strand confidence 5' exon intron 3'
P P P
232 472 1 - @.36 TACTAAGATG GTAGGAGOOA

Acceptor splice sites, direct strand

pos 5'-»3" phase strand confidence 5° intron exon 3*
248 @a + @.36 ACCATCTTAGMTATCTRATGC
258 @ + @.27 GCTTTTAAAGHGAGCTTCLTG
261 @ + @.a7 TTTAAAGGAGHCTTCCTGGAG
427 2z + @.65 TTTACCACAG CAATGTGTGT

Acceptor splice sites, complement strand

pos 3"-»5' pos 5'-»3' phase strand confidence &' intron excn 3"
626 78 1 - a.ee GTATCCACAGHATAGCAARAG
587 187 a - @.27 TTTGACCTAGMGTTTTTCACT

CUTOFF values used for confidence:

Highly confident donor sites (H): 95.
Nearly all true donor sites: s@.

@ ®
E

Highly confident acceptor sites (H): 95.
Mearly all true acceptor sites: 2.

O
&= af

The sequence: mutant has the following composition:

Length: 783 nucleotides.
26.3% A, 19.2% C, 18.5% G, 36.0% T, ©.0% X, 37.7% G#C

Donor splice sites, direct strand

pos 5'->3' phase strand confidence 5' exon intron 3'
584 2 + @.55 GAGCATTTTG GTAGGTACAG

Donor splice sites, complement strand

pos 3'-»5" pos 5'-»3" phase strand confidence 5°' exon intron 3
232 472 1 - @.36 TACTAAGATG GTAGGAGGGA

Acceptor splice sites, direct strand

pos 5'-»3" phase strand confidence 5° intron exon 3*
248 a + @.32 ACCATCTTAGTATCTAATGC
258 @ + @.23 GCTTTTARAGGAGCTTCCTG
427 2 + @.65 TTTACCACAGCAATGTGTGT

Acceptor splice sites, complement strand

pos 3'-»5" pos 5'-»2" phase strand confidence 5° intron exon 3*
626 78 1 - 9.8 GTATCCACAG™ATAGCAARAG
587 197 a - @.27 TTTGACCTAG*GTTTTTCACT

CUTOFF values used for confidence:

Highly confident donor sites (H): 95.8 %
Mearly all true donor sites: 5@.8 %
Highly confident acceptor sites (H): ©95.8 %
Mearly all true acceptor sites: 20.0 %

Figura Suplementaria 4. Informacion del predictor NetGene2 (http://www.cbs.dtu.dk/services/NetGene2/) para el cambio
ATM ¢.2921+1G>A. La imagen superior corresponde a los sitios de splicing para la secuencia consenso o wild type, mientras
que la inferior corresponde a los de la secuencia mutante.


http://www.cbs.dtu.dk/services/NetGene2/

ATM ¢.1899-11C>G

~ Inlerpreled Data

This table shows only relevant results related to the mutation position and context
The mutation occurs in the late intronic positions, the following table show results of acceptor splice sites that could be affected by the mutation

Predicted signal Prediction algorithm cDNA Position Interpretation

tattaaagatcttagtttcttgaagTGh

New Acceptor Site 1 - HSF Matrices

~ Raw Dala Tables g

In the tables below, positions in sequence for the 5 intron are labeled as negative and as positive for the 3" intron.
Variations in the tables below are noted in colored boxes, according to the following scale:

Potential Splice Sites Potential Branch Points Other splicing motifs
~ HSF Malrices
- . . . . . . If cryptic site use, Variation
Sequence Position | cDNA Position | Splice site type Motif New splice site Wild Type | Mutant exon length variation %)
79 22 Acceptor taaagatcttactt | taaagatcttagTT 41.43 70.37 +10
89 12 Acceptor actttcttgaagTG | agtttcttgaagTG 78.63 76.82 0
Figura  Suplementaria 5. Informacion ~ del  predictor =~ Human  Splicing  Finder  version 3.1

(http://www.umd.be/HSF3/HSF.shtml) para el cambio ATM ¢.1899-11C>G.

Donor site predictions for 193.145.206.22.1291.0 :

Start End Score Exon  Intron
297 311 @.57 gatataagt aggtct
438 458 a.7e gcattaggtacttgg
71 715 @.93 atctgaggt gagstt
945 959 @.84 tgtgtaggttagtga
958 973 9.54 aggaatagt aagagt

Acceptor site predictions for 193.145.206.22.1291.0 :

Start End Score Intron Exon

931 271 9.43 stassataattccttgtgtdEettagtgaggaatagtaaga

Donor site predictions for 193.145.206.22,1280.0 :

Start End Score Exon Intron
297 311 8.57 gatataagtaggtct
436 458 8.7@ gcattaggtacttgg
Fa1 715 8.93 atctgaggtgagatt
945 959 8.84 tgtgtaggttagtga
958 973 9.54 aggaatagtaagagt

Acceptor site predictions for 193.145.206.22.1280.0 :

Start End Score Intron Exon

231 971 B8.43 atassataattccttgtgtdgttagtgaggaatagtaags

Figura Suplementaria 6. Informacidn del predictor NNSPLICE version 0.9 (http://www.fruitfly.org/seq_tools/splice.html)
para el cambio ATM ¢.1899-11C>G. La imagen superior corresponde a los sitios de splicing para la secuencia consenso o wild
type, mientras que la inferior corresponde a los de la secuencia mutante.


http://www.umd.be/HSF3/HSF.shtml
http://www.fruitfly.org/seq_tools/splice.html
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The sequence: wild_type has the following composition:

Length: 1127 nucleotides.

35.6% A, 13.6% C, 19.7% G, 31.1% T, 0.8% X, 33.3% G+C

Donor splice sites, direct strand

Hm Rk E SRR AR EEERERS (otGanal V.

QL4 ek

The sequence: mutant has the following composition:

Length: 1127 nucleotides.

35.6% A, 13.5% C, 19.8% G, 31.1% T, 0.6% X, 33.3% G+C

Donor splice sites, direct strand

pos 5'-»3' phase strand confidence 5 exon intron  3° pos 5°-»3" phase strand confidence 5° exon intron 3
788 ) + a.73 CTCATCTGAGGTGAGATTTT 708 ] + @.73 CTCATCTGAG GTGAGATTTT
952 ] + 0.41 CCTTGTGTAG"GTTAGTGAGE 952 0 + @.41 CCTTGTGTAG GTTAGTGAGG
956 2 + 8.35 GTGAGGAATA®GTAAGAGTTT 966 2 + @.35 GTGAGGAATA"GTAAGAGTTT
Donor splice sites, complement strand Donor splice sites, complement strand
pos 3'-35' pos 5'->3' phase strand confidence 5° exen intren 3 pas 3'->5' pos 5'->3' phase strand confidence 5 exon intron 3
471 657 @ - @.32 CTTCAAGARAMGTAAGATCTT a5 1033 2 - @.00 TCTGGTATAGAGTAAGCAGTT
95 1033 2 - a.ee TCTGGTATAGGTAAGCAGTT 10 1889 2 R a.00 GTTTGTGCCAGTGAGTCATT
39 1089 2 - a.ee GTTTGTGCCAGTGAGTCATT
i i Acceptor splice sites, direct strand
Acceptor splice sites, direct strand T TR TR T T T T
. . . i pos 5°-»3" phase strand confidence 5° intron exon EY
phase strand confidence 5 intron exon 3 so7 1 . 8.07 GATAMAGAAGAACTTTCATT
1 * @.87 CATARAGAAGMAACTTTCATT 522 1 + @.18 TCATTCTCAGAMGTAGAAGA
1 * g - 1’_“_ Iié;;i;i:gnﬁigm:xgﬁ 5325 1 + 8.18 TTCTCAGAAG" TAGAAGAACT
N : 528 1 + @.18 TCAGAAGTAGAAGAACTATT
1 + a.17 TCAGAAGTAG"AAGAACTATT
531 1 + @.19 GAAGTAGAAGAACTATTTCT
1 * 0.18 GAAGTAGAAGAACTATTTCT 545 5 + a.19 ATTTCTTCAGACAACTTTTG
a + a.19 ATTTCTTCAG™ACAACTTTTG ' .
b : 519 TTTTGACAAGAATGOACTTTT 560 ] + @.19 TTTTGACAAG ATGGACTTTT
acceptor splice sites, complement strand Acceptor splice sites, complement strand
pos 3'-35' pos 5'->3' phase strand confidence 5'  intrem exen 3 pos 3°->5' pos 5'->3' phase strand confidence 5 intron exon 3
1084 44 B a.60 CTCTCTTCAGATECCACCAR 1084 a4 ] - a.00 CTCTCTTCAG ATGCCACCAL
761 257 2 B a.27 TTCCT AACAGAT TTACCARAG 761 367 ] - @.27 TTCCTAACAG" TTTACCARAG
703 225 2 B a14 CTCACCTCAGATGAGTAATT 783 425 ) - @.14 CTCACCTCAG ATGAGTAATT
ca7 241 1 B 2.17 AATTATTCAGAAAGCTGTTCT 687 241 1 - @.17 AATTATTCAG AAGCTGTTCT
584 244 1 R a.17 TATTCAGAAGCTGTTCTEAT 684 444 1 - @.17 TATTCAGAAG™CTGTTCTGAT
566 262 ® R a.18 ATAATCCCAGMAAGACAGCGA 66 462 5 - @.18 ATAATCCCAGAAGACAGCGA
663 265 ® R 0.18 ATCCCAGAAGMACAGCGATCC 663 465 ] - @.18 ATCCCAGAAGACAGCGATCC
P 269 1 R 0.18 CAGAAGACAGACGATCCAGTG 659 469 1 - @.18 CAGARGACAG"CGATCCAGTG
651 477 @ - a.a7 AGCGATCCAGATGATTCCTTG 651 477 ] - a.e7 AGCGATCCAGTGATTCCTTG
CUTOFF values used for confidence: CUTOFF walues used for confidence:
Highly confident donor sites (H): 95.0 % Highly confident donor sites (H): 95.0 %
Nearly all true donor sites: 56.8 % Nearly all true donor sites: 50.8 %
Highly confident acceptor sites (H): 95.8 % Highly confident acceptor sites (H): 95.8 %
Nearly all true acceptor sites: 20.8 % Nearly all true acceptor sites: 20.8 %

Figura Suplementaria 7. Informacion del predictor NetGene2 (http://www.cbs.dtu.dk/services/NetGene2/) para el cambio
ATM ¢.1899-11C>G. La imagen de la izquierda corresponde a los sitios de splicing para la secuencia consenso o wild type,

mientras que la de la derecha corresponde a los de la secuencia mutante.


http://www.cbs.dtu.dk/services/NetGene2/

ANEXO V. Electroferogramas de la secuenciacion Sanger de las muestras de las familias
fATX-165, fATX-168, fATX-169, fATX-173 y fATX-174 en los estudios de segregacion

fATX-165
ATM c.2921+1G>A

Figura Suplementaria 8. Electroferograma correspondiente a la secuenciacion del amplicén con el cambio ATM
€.2921+1G>A de la muestra SGT-1191 (Probando).
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Figura Suplementaria 9. Electroferograma correspondiente a la secuenciacion del amplicon con el cambio ATM
€.2921+1G>A de la muestra SGT-14489.

Figura Suplementaria 10. Electroferograma correspondiente a la secuenciacion del amplicon con el cambio ATM
€.2921+1G>A de la muestra SGT-1450.
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Figura Suplementaria 11. Electroferograma correspondiente a la secuenciacion del amplicon con el cambio ATM
¢.2921+1G>A de la muestra SGT-1451.

Figura Suplementaria 12. Electroferograma correspondiente a la secuenciacion del amplicon con el cambio ATM
€.2921+1G>A de la muestra SGT-1452.
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Figura Suplementaria 13. Electroferograma correspondiente a la secuenciacion del amplicon con el cambio ATM
€.2921+1G>A de la muestra SGT-1453.

Figura Suplementaria 14. Electroferograma correspondiente a la secuenciacion del amplicon con el cambio ATM
€.2921+1G>A de la muestra SGT-1454.



Figura Suplementaria 15. Electroferograma correspondiente a la secuenciacion del amplicon con el cambio ATM
€.2921+1G>A de la muestra SGT-1455.
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Figura Suplementaria 16. Electroferograma correspondiente a la secuenciacion del amplicon con el cambio ATM c.1899-

11C>G de la muestra SGT-1191 (Probando).
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Figura Suplementaria 17. Electroferograma correspondiente a la secuenciacion del amplicon con el cambio ATM c.1899-
11C>G de la muestra SGT-14489.

Figura Suplementaria 18. Electroferograma correspondiente a la secuenciacion del amplicon con el cambio ATM ¢.1899-

11C>G de la muestra SGT-1450.
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Figura Suplementaria 19. Electroferograma correspondiente a la secuenciacion del amplicon con el cambio ATM ¢.1899-

11C>G de la muestra SGT-1451.
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Figura Suplementaria 20. Electroferograma correspondiente a la secuenciacion del amplicon con el cambio ATM c.1899-

11C>G de la muestra SGT-1452.

Figura Suplementaria 21. Electroferograma correspondiente a la secuenciacion del amplicon con el cambio ATM ¢.1899-

11C>G de la muestra SGT-1453.
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Figura Suplementaria 22. Electroferograma correspondiente a la secuenciacion del amplicén con el cambio ATM ¢.1899

11C>G de la muestra SGT-1454.
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Figura Suplementaria 23. Electroferograma correspondiente a la secuenciacion del amplicon con el cambio ATM ¢.1899-
11C>G de la muestra SGT-1455.

12



fATX-168

KCND3 ¢.1117A>G (p.M373V)

Figura Suplementaria 24. Electroferograma correspondiente a la secuenciacion del amplicén con el cambio KCND3
¢.1117A>G de la muestra SGT-1437 (Probando).

Figura Suplementaria 25. Electroferograma correspondiente a la secuenciacion del amplicon con el cambio KCND3
¢.1117A>G de la muestra SGT-1500.
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Figura Suplementaria 26. Electroferograma correspondiente a la secuenciacion del amplicon con el cambio KCND3
¢.1117A>G de la muestra SGT-1501.
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Figura Suplementaria 29. Electroferograma correspondiente a la secuenciacion del amplicon con el cambio SPAST
¢.1235C>T de la muestra SGT-1422.
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Figura Suplementaria 30. Electroferograma correspondiente a la secuenciacion del amplicon con el cambio SPAST
¢.1235C>T de la muestra SGT-1507.
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Figura Suplementaria 31. Electroferograma correspondiente a la secuenciacion del amplicon con el cambio SPAST
¢.1235C>T de la muestra SGT-1508.

140 150

- - - - - - L - - - L - - - L L - L L

c A A G T H H A A c ] H c A A A A T A c [
: NN e = AN o

Figura Suplementaria 32. Electroferograma correspondiente a la secuenciacion del amplicon con el cambio SPAST
¢.1235C>T de la muestra SGT-1509.
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fATX-173

FAT2 c.11906-5C>T
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Figura Suplementaria 33. Electroferograma correspondiente a la secuenciacion del amplicon con el cambio FAT2 ¢.11906-
5C>T de la muestra SGT-1426 (Probando).

Figura Suplementaria 34. Electroferograma correspondiente a la secuenciacion del amplicén con el cambio FAT2 ¢.11906-
5C>T de la muestra SGT-1522.
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Figura Suplementaria 35. Electroferograma correspondiente a la secuenciacion del amplicon con el cambio FAT2 ¢.11906-
5C>T de la muestra SGT-1523.
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Figura Suplementaria 36. Electroferograma correspondiente a la secuenciacion del amplicén con el cambio FAT2 ¢.11906-
5C>T de la muestra SGT-1524.
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Figura Suplementaria 37. Electroferograma correspondiente a la secuenciacion del amplicon con el cambio FAT2 ¢.11906-

5C>T de la muestra SGT-1525.
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fATX-174

SPTBN2 c.4166C>T (p.A1389V)

Figura Suplementaria 38. Electroferograma correspondiente a la secuenciacion del amplicon con el cambio SPTBN2
¢.4166C>T de la muestra SGT-1427 (Probando).

Figura Suplementaria 39. Electroferograma correspondiente a la secuenciacion del amplicon con el cambio SPTBN2
¢.4166C>T de la muestra SGT-1521.
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