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LISTADO DE FORMATOS Y REFERENCIAS: 
 
 
PRENATAL & POSTNATAL ANALYSIS 

 
 

PRODUCTO REFERENCIA FORMATO 

MLPA Aneuploidies P095 100 rxn 

MLPA Mental 
Retardation - Telomers P036B 100 rxn 

MLPA Mental 
Retardation - Telomers P069 100 rxn 

MLPA Mental 
Retardation – Telomers P070 100 rxn 

MLPA Mental 
Retardation syndroms – 

MR1 
P064 100 rxn 

MLPA Mental 
Retardation syndroms – 

MR2 
P096 100 rxn 

MLPA Monosomy 1p36 P147 100 rxn 

 
VARIOUS SYNDROMES AND DISEASES : 
 

PRODUCTO REFERENCIA FORMATO 

MLPA Alagille syndrome P184 100 rxn 

MLPA Alzheimer early-
onset P170 100 rxn 

MLPA Aniridia/Optic 
atrophy 1 P097 100 rxn 

MLPA Aortic aneruysm 
syndrome P148 100 rxn 

MLPA a.d Dopa-
responsive dystonia P099 100 rxn 

MLPa Arrhythmogenic 
right ventricular 

cardiomyopathy (ARVC) 
P168 100 rxn 

MLPA Ataxia 
telangiectasia syndrome P123 100 rxn 

MLPA Branchio-oto-
renal dysplasia 

syndrome (BOR) 
P153 100 rxn 
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MLPA Bugada/long QT P108 100 rxn 

MLPA Canavan  P025 100 rxn 

MLPA Cerebral 
Carvenous 

Malformations 
P130/P131 100 rxn 

MLPA Charcot Marie 
Tooth (CMT) P033B 100 rxn 

MLPA Classic 
galactosemia P156 100 rxn 

MLPA CMT2A/1B P143 100 rxn 

MLPA Congenital 
Adrenal Hyperplasia P050 100 rxn 

MLPA Congenital long 
QT syndrome P114 100 rxn 

MLPA Cornelia de 
Lange syndrome P141/P142 100 rxn 

MLPA Craniofacial 
disorders P080 100 rxn 

MLPA Cystic Fibrosys 
(CTFR) P091 100 rxn 

MLPA 
DiGeorge/Velocardiofaci

al/Cat eye 
P023 100 rxn 

MLPA Duchene/Becker P034/P035 100 rxn 

MLPA Duchene/Becker 
on Agarose P071-P078 100 rxn 

MLPA Fabry disease P159 100 rxn 

MLPA Fanconi Anemia P031/P032 100 rxn 

MLPA Fanconi Anemia 
Group B P113 100 rxn 

MLPA Gitelman 
syndrome P136 100 rxn 

MLPA GLUT1 deficiency 
syndrome P138 100 rxn 

MLPA Haemophilia A P178 100 rxn 

MLPA Hereditary spastic 
paraplegia P165 100 rxn 

MLPA Hirschprung P169 100 rxn 

MLPA Hunter Syndrome P164 100 rxn 
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MLPA 
Hypercolesterolemia 

(LDLR) 
P062 100 rxn 

MLPA Hypertrophic 
cardiomyopathy P100 100 rxn 

MLPA Ichthiosis x-linked P160 100 rxn 

MLPA Intersex P185 100 rxn 

MLPA Lissencephaly P061 100 rxn 

MLPA Limb 
malformations-1 P179 100 rxn 

MLPA Limb 
Malformations-2/Heart P180 100 rxn 

MLPA Limb girdle 
muscular dystrophies 

(LGMD) 
P176 100 rxn 

MLPA LMNA (several 
syndromes) P048 100 rxn 

MLPA LPAC syndrome 
(ABCB4 gene) P109 100 rxn 

MLPA Marfan syndrome P065/P066 100 rxn 

MLPA MEFV P094 100 rxn 

MLPA Menkes disease P104 100 rxn 

MLPA Mental 
Retardation syndromes -

1 
P064 100 rxn 

MLPA Mental 
Retardation syndromes-

2 
P096 100 rxn 

MLPA Mental retardation 
X-linked P106 100 rxn 

MLPA HMGS deficiency P068 100 rxn 

MLPA Mitochondrien P125 100 rxn 

MLPA Monosomy 1p36 P147 100 rxn 

MLPA Myoclonic 
epilepsy P137 100 rxn 

MLPA Ophtalmogenetic 
Anomalies P054 100 rxn 

MLPA Ornithine 
catbamoyltransferase 

(OTC) 
P079 100 rxn 
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MLPA Osler-Weber-
Rendu syndrome (HHT) P093 100 rxn 

MLPA Parkinson 
(Familial) P051/P052 100 rxn 

MLPA Pelizaeus 
Merzbacher Disease P022 100 rxn 

MLPA Phenilketonuria 
(PAH) P055 100 rxn 

MLPA Pyruvate kinase 
(PK) deficiency P203 100 rxn 

MLPA Renitis 
Pitmentosa P115 100 rxn 

MLPA RETT syndrome P015 100 rxn 

MLPA Prader 
Willi/Angelman 

syndrome 
ME028 100 rxn 

MLPA PROS1 deficienty P112 100 rxn 

MLPA Pseudoxanthoma 
elasticum P092 100 rxn 

MLPA Simpson Golabi-
Behmel syndrome P154 100 rxn 

MLPA SOTOS 
syndrome  P026B 100 rxn 

MLPA Spynal Muscular 
Atrophy (SMA) P021 100 rxn 

MLPA Stargardt macular 
dystrophy (ABCA4) P051/P052 100 rxn 

MLPA Thalasemias P140 100 rxn 

MLPA Tuberous 
sclerosis TSC2 P046 100 rxn 

MLPA Tuberous 
sclerosis TSC1 P124 100 rxn 

MLPA 
Turner/Klinefelter/Triple 

X 
P018 100 rxn 

MLPA Waardenburg 
syndrome (WS) P186 100 rxn 

MLPA Williams Beuren 
Syndrome P029 100 rxn 

MLPA Willson disease P098 100 rxn 

MLPA X-linked 
hypohidrotic ectodermal 

dysplasia 
P183 100 rxn 
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CANCER HEREDITARIO: 
 

PRODUCTO REFERENCIA FORMATO 

MLPA Ataxia 
teleangiectasia P123 100 rxn 

MLPA Breast Cancer P002B 100 rxn 

MLPA Breast Cancer P087 100 rxn 

MLPA Breast Cancer P045 100 rxn 

MLPA Colon Cancers 
(HNPCC) P003 100 rxn 

MLPA Colon Cancers 
(HNPCC) P008 100 rxn 

MLPA Colon Cancer 
(polyposis) P043 100 rxn 

MLPA Fanconi Anemia P031/P032 100 rxn 

MLPA Gorlin syndrome P067 100 rxn 

MLPA Li-Fraumeni 
syndrome P056 100 rxn 

MLPA Metastasis CDH1 P083 100 rxn 

MLPA Multiple 
endocrine neoplasia P017 100 rxn 

MLPA 
Neurofibromatosis type 

1 
P122 100 rxn 

MLPA 
Neurofibromatosis type 

1 
P081/P082 100 rxn 

MLPA 
Neurofibromatosis type 

2 
P044 100 rxn 

MLPA Peutz-Jeghers 
syndrome P101 100 rxn 

MLPA Retinoblastoma P047 100 rxn 

MLPA Tuberous 
sclerosis P046 100 rxn 

MLPA Von Hippel-
Lindau syndrome P016B 100 rxn 

MLPA Various types of 
tumours P024 100 rxn 

MLPA Wilms Tumour P118 100 rxn 
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SUPRESION DE TUMORES: 
 
 

PRODUCTO REFERENCIA FORMATO 

MLPA Breast, ovarian, 
cervical (ERBB2) P004 100 rxn 

MLPA Breast, ovarian, 
cervical in Agarose P012 100 rxn 

MLPA Chronic 
Linphocitic Laeukemia P037/P038 100 rxn 

MLPA Chromosome 8 
kit P014 100 rxn 

MLPA CDKN2A-
CDKN2B (P16) P024 100 rxn 

MLPA Gain1, Gain2 
&Gain3 P171-P173 100 rxn 

MLPA HNSCC1 P084 100 rxn 

MLPA Human 
Chromosomal 

aberration1 
P005 100 rxn 

MLPA Human 
Chromosomal 

aberration2 
P006 100 rxn 

MLPA Human 
chromosomal 
aberration3 

P007 100 rxn 

MLPa Lung Cancer P126/P127 100 rxn 

MLPA Neuroblastoma P161/P162 100 rxn 

MLPA 
Oligodendroglioma1 P088 100 rxn 

MLPA 
Oligodendroglioma2 P105 100 rxn 

MLPA Tumor suppresor ME001 100 rxn 

 


