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/I\/IUESTRAS de REFERENCIA ) M1, M2, M3, M4 y MSZ\

e Errores centrados en:
»Nomenclatura (inserciones multiples Cs).
» Transcripcion (omision de posiciones, error de bases).
»Lecturas “forzadas” en heteroplasmias de longitud
(309.1C, 309.2C, 309.3C).

e Faciles de subsanar:

» Seguir recomendaciones ISFG.

» Dobles ediciones de las muestras.

» Revision doble o automatizada en el volcado de
datos al informe final.
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3.2 Insertions and deletions

If deletions are observed relative to the Anderson sequence,
they would be reported as the position deleted (e.g. if the base
hetween 245 and 247 was deleted. this would be listed as
246d). If aninsertion is observed, it would be designated with
a *.1" after the lower numbered base of the two between

which it has inserted (e.g. if an additional adenosine base was
. . - - C . :

2451 A). If an insertion occurs within a homopolymeric tract
(i.e. several tandem C hases), the exact location of the
insertion is unknown. The standard generally adopled is 1o
ssume that the insertion hasoccurred at the highest numbered
nd of the stretch. For example, an insertion in the C-siretch
etween positions 302 and 310 would be designated 309.1C;
bwo insertions here would be listed as 309.1C and 309.2C.

6125N). Insertions are described by first noting the site immediately 5 to the insertion
llowed by a decimal point and a *17 (for the first insertion), a “2" (if there is a second

sertion), and so on, and then by the nucleotide that is inserted. In the case of
omopolymeric tracts, where the exact position at which the insertion has occurred is
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numbered end of the homopolymeric region. For example, a homopolymeric region, at






/I\/IUESTRA M6 (mezcla M4 o M5 + desconocido): \

« 31 laboratorios analizan la mezcla ( 43— 31).

»Algunos labs indican gque no analizan muestras
mezcladas.
»Algunas preguntas:

v ¢, Se analiza realmente este tipo de muestras
(mezclas) en la casuistica diaria).

v ¢, Se emplean criterios de aceptacion de secuencias
(mezclas)?

v ¢ Es utilizado para incluir o excluir un donante como
participante /solo para excluir / sélo para incluir?

K v'¢,Se realiza algun tipo de tratamiento estadl'stico’?/




/ MUESTRA M7 (pelo) \
mezcla M4 y/o M5 + desconocido:

39 laboratorios analizan el pelo

»Disparidad de resultados:
v'Haplotipo “real” del pelo (21).
v'"Mezcla de haplotipos (11)
v'Haplotipo del donante de la sangre (M4/M5) (4).
v“Raros” (suma de dos haplotipos sin indicio de mezcla)

» Ensenanzas:
v Importancia de:
o Estudios preliminares (Microscopia optica).
o0 Tratamientos previos a la extraccion (lisis previa,
lavados..., chequeo posterior MO).

o0 Almacenamiento del extracto de primera lisis 0
k lavado para eventual analisis. /




