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ASOCIACION ESPANOLA

DE GENETICA HUMANA

A\% égg;lsetdems FM13_GNAS_A2 GS1322- 1_C06_211230_AM Inst ModelName 3500/3500 Instrument

FM13_GNAS A2 GS1322-1 1 Dec 31,2021 04:30PM, CET
S/N G:132A:128 T:127 C:112 KB_3500_POP7_BDTv3.mob Dec 31,2021 04:45PM, CET
KB.bcp Pts 1511 to 3248 Pk1 Loc:1479 Spacing:10.04 Pts/Panel700
KB1.4.1.8 Cap3 Version 6.0 HiSQV Bases: 115 Plate Name: 211230 AM
C G CCCCC G TG T T ATGCCTCCTTCATAACCTG G (=i i g X 3T e b el e gl L L G
1 8 15 22 29 36 43 50 51

Comienzo
exog

120 127 134 141 148 155 162 169

SECUENCIA REFERENCIA

GGTGCTGGAGAATCTGGTAAAAGCACCATTGTGAAGCAGATGAGGATCCTGCATGTTAATGGGT
TTAATGGAGAGGGCGGCGAAGAGGACCCGCAG
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ASOCIACION ESPANOLA
DE GENETICA HUMANA

AE Blosxirlset%ms

S/N G265 A:177 T214 C:265

FM13_HEXA_A10_DX0622-1_A05 231221 AM_ALB
FM13_HEXA_A10_DX0622-|
KB_3500_POP7_BDTv3.mob

@

Inst Model/Name 3500/3500 Instrument
Dec 22,2023 04:53PM, CET
Dec 22,2023 05:07PM, CET

KB.bcp Pts 1726 to 4478 Pk1 Loc:1694 Spacing:10.9 Pts/Panel700
KB 1418 Capi Version 6.0 HiSQV Bases: 150 Plate Name: 231221_AM _ALB
GG 16 G C C c & T CX G cCcc TCT GAGCT G C G Cc > i i G c CT
1 8 15 22 29 36 43 50

______ nnu
Jm Mu“uuhmm_ ‘Hﬁi RN

SECUENCIA REFERENCIA

GGCTGCTGGACATCGTCTCTTCTTATGGCAAGGGCTATGTGGTGTGGCAGGAGGTGTTTGATAA
TAAAGTAAAGGTGAGCCGGGGCAGAGAAGAGAAGAAGCCACCAGCAGTGCCTCCCTCTGGTCTC
CCCAGCTCCTCCCTGCCTCTACAGAGACTGATCCTCCTGGTTTGGATTGGGCTTTAATGGTCGG
AGCACTCTCCTTTTCTCTCTAGAAAGGCCACAGAGTGCTGGGTGCAGTGGCTCACGCCTGTAAT

cC
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ASOCIACION ESPANOLA
DE GENETICA HUMANA

A% A "ed FM13_GNAS_A1_GS12809-1 B12 200220_KJ_AP inst Model'Name 3500/3500 Instrument
Blosystems

FM13_GNAS A1_GS1289- Feb 21,2020 01:20AM, CET
SING:TBA46T:25CH0 KB_3500_POP7_BDTv3.mob Feb 21,2020 01:43AM, CET
KB.bcp Pts 1534 to 4771 Pk1 Loc:1501 Spacing9.98 Pts/Pansl700

KB1.418 Cap2 Version 6.0 HiSQV Bases: 323 Plate Name: 200220_KJ AP
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DE GENETICA HUMANA

A% Blosglrlset%ms

@

FM13_HEXA_A11_DX0622-1 E05 231221 AM ALB Inst Model/Name 3500/3500 Instrument

FM13_HEXA_A11_DX0622-|

Dec 22,2023 04:53PM, CET

S/N G:470 A:424 T:380 C:450 KB_3500_POP7_BDTv3.mob Dec 22,2023 05:07PM, CET
KB.bcp Pts 1677 to 6452 Pk1 Loc:1645 Spacing:10.84 Pis/Panel700
KB 1.4.18 Cap5 Version 6.0 HiSQV Bases: 439 Plate Name: 231221_AM_ALB
AR GG AATCTCCTCAGC TTTGTGTCCTTACTOGCC TTTEACCTT TITTATAAMT GATTCA GCC1?2

64 T 78 85 92 29 106 113

Comienzo
exon
| ll | ‘
A‘ m““ Ahhﬂﬂhl hhl ““ m“l M A“
* T C T GGTG TG GC G * G G T i g § GTGAR y § GC T GG
120 127 134 169
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NUCLEOTIDO REFERENCIA: C
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DE GENETICA HUMANA

Todo es parte del exdn, fijarse en el marco de lectura:

p\‘% APPIIEd P13 MAGEL2 A1 DX1915 D06 240412 YV Inst Mogel/Name 35003500 Instrument
A Biosystems = 28 T =

FM13_MAGEL2 A1.5_DX1915 abr 13,2024 11:46AM, CEST
SNG4AIABTISCAI KB_3500_POF7_BDTV3.mod abr 13,2024 12:15PM, CEST
KB.bcp Pts 1732 to 8702 Px1 Loc:1700 Spacing 1058 PlePanaddl
KB 14158 Cap4 ) Version 54 HSQV Bases: 699 B Plate Name: 240412_YV

G G T G C G T T & e T [ T T A G T € A A G G A C C A 2E G e B
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NUCLEOTIDO REFERENCIA: C
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VARIANTE FRAMESHIFT

A\% égg;'setdems FM13_GNAS_A2 GS1322-1_1_C06_211230_AM Inst ModelName 3500/3500 Instrument
FM13_GNAS A2 GS1322-1 1 Dec 31,2021 04:30PM, CET
S/N G:132A:128 T:127 C:112 KB_3500_POP7_BDTv3.mob Dec 31,2021 04:45PM, CET
KB.bcp Pts 1511 to 3248 Pk1 Loc:1479 Spacing:10.04 Pts/Panel700
KB1.4.1.8 Cap3 Version 6.0 HiSQV Bases: 115 Plate Name: 211230 AM
ECGCCCCC G TG T T AT GECCTCCTTITCAT CCTG G (=i i g X 3T e b el e gl L L G
1 8 15 22 29 36 43 50 51
Comienzo
exog

SECUENCIA REFERENCIA

GGTGCTGGAGAATCTGGTAAAAGCACCATTGTGAAGCAGATGAGGATCCTGCATGTTAATGGGT
TTAATGGAGAGGGCGGCGAAGAGGACCCGCAG
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ASOCIACION ESPANOLA

DE GENETICA HUMANA

VARIANTE INDEL + NONSENSE

A% Bi os¢'§%ms FM13_HEXA_A10_DX0622-1_AD5 231221 AM ALB Inst ModelName 3500/3500 Instrument

FM13_HEXA_A10_DX0622-| Dec 22,2023 04:53PM, CET
S/N G265 A:177 T:214 C:265 KB_3500_POP7_BDTv3.mob Dec 22,2023 05:07PM, CET
KB.bcp Pis 1726 to 4478 Pk1 Loc:1694 Spacing:10.9 Pts/Panel700
KB 1418 Cap1 Version 6.0 HiSQV Bases: 150 Plate Name: 231221_AM_ALB
GG 16 G € C CAG T CTA G CCEATCTG G.CX GCcCAaG CACT T C T G CACT
1 8 15 22 29 36 43 50

CET ET ECIT CICLC GECTCETGE GACAT CG T ECETET TCTX I G G C GG GC T TGTGGTG

57 64 71 Comienzo 78 85 92 99 106 113
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SECUENCIA REFERENCIA

GGCTGCTGGACATCGTCTCTTCTTATGGCAAGGGCTATGTGGTGTGGCAGGAGGTGTTTGATAA
TAAAGTAAAGGTGAGCCGGGGCAGAGAAGAGAAGAAGCCACCAGCAGTGCCTCCCTCTGGTCTC
CCCAGCTCCTCCCTGCCTCTACAGAGACTGATCCTCCTGGTTTGGATTGGGCTTTAATGGTCGG
AGCACTCTCCTTTTCTCTCTAGAAAGGCCACAGAGTGCTGGGTGCAGTGGCTCACGCCTGTAAT

cc
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ASOCIACION ESPANOLA
DE GENETICA HUMANA

VARIANTE NONSENSE

. .
A\3 &g?3§2m s FM13_GNAS A1_GS1289-1 B12 200220 KJ AP Inst ModelName 3500/3500 Instrument

5 FM13_GNAS_A1_GS1289- Feb 21,2020 01:20AM, CET
SNG:7TB A:46 T:25CH0 KB_3500_POP7_BDTv3.mob Feb 21,2020 01:43AM, CET
KB.bcp Pts 1534 to 4771 Pk1 Loc:1501 Spacing9.98 Pts/Pansl700
KB1.4.18 Cap2 Version 6.0 HiSQV Bases: 323 Plate Name: 200220_KJ AP

NUCLEOTIDO REFERENCIA: C
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ASOCIACION ESPANOLA
DE GENETICA HUMANA

VARIANTE SINONIMA

AB Blosyset%ms FM13_HEXA_A11_DX0622-1 E05 231221 AM ALB Inst ModelName 3500/3500 Instrument
FM13_HEXA_A11_DX0622-| Dec 22,2023 04:53PM, CET
S/N G:470 A:424 T:380 C:450 KB_3500_POP7_BDTv3.mob Dec 22,2023 05:07PM, CET
KB.bcp Pts 1677 to 6452 Pk1 Loc:1645 Spacing:10.84 Pts/Panel700
KB 1.4.18 Cap5 Version 6.0 HiSQV Bases: 439 Plate Name: 231221_AM_ALB
AR GG AATCTCCTCAGC TTTGTGTCCTTACTOGCC TTTEACCTT TITTATAAMT G TTCA GCC1l
64 71 78 85 92 99 106 113
Comienzo
exon
|l| I\
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alallol N elininl il Ll Al b lall ol Ual YAl U AU s LalAlnialiablaloliall 41 Aol U oo al Ll Aol allallel
CCT TGGC TG CTGG GG T T C G GTG G ccc I GG C T T G G
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c.C>T ‘l
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NUCLEOTIDO REFERENCIA: C



DE GENETICA HUMANA

AEGH
ASOCIACION ESPANOLA @

VARIANTE MISSENSE

Todo es parte del exdn, fijarse en el marco de lectura:

L% Bi osylflftgm s FM13_MAGEL2_A1E_DX1915_D06_260412_YV Inst Model/Name 350073500 Instrument
FM13_MAGEL2 A18 DX1915 abr 13,2024 11:46AM, CEST
SNGAABTISCA3 KB_3500_PCP7_BDTV3.mod abr 13,2024 12:15PM, CEST
¥E.bcp Pts 1732 t0 8702 Pk 1 Loc:1700 Spacing 10.98 Ps/Pan=idnd
KE1418 Capd Verson 54  HISQV Bases: 693 Plate Name: 240412_YV
G g . T G C A& G T T B c T e T T A G T €C A A & G I e € A A G e £
337 341 345 349 353 357 361 365 3¢
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NUCLEOTIDO REFERENCIA: C



