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USB1

NAME: U6 snRNA biogenesis phosphodiesterase 1

SYMBOL: USB1

VERSION OF ORPHANET: 2023-06-22 14:14:43

FLJ13154

HVSL motif containing 1

HVSL1

SYNONYMS: Mpn1l

U six biogenesis 1

mutated in poikiloderma with neutropenia protein 1
poikiloderma with neutropenia
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Related Genetic Tests

e Dermatogenetic panel, severe, rare and hereditary genodermatoses (gene panel - 394 genes)
e Dyskeratosis Congenita (gene panel)

o Intellectual disability (virtual gene panel)

o Myeloid/lymphoid neoplasms with germline predisposition (gene panel)

e Pediatric oncopredisposition (gene panel)

e Primary immune deficiencies (gene panel)

e Primary immune deficiencies (gene panel)

e Skin disorders (gene panel)

e « Inherited bone marrow failures syndromes » with or without organ dysfunction

Related Diseases

e Dyskeratosis congenita
e Poikiloderma with neutropenia

Related Gene Panels

e Dermatogenetic / severe, rare and hereditary genodermatoses (394 genes) - ULB
e Dyskeratosis Congenita (18 genes) - KUL

e Hematologic Familiar Forms - ULG

o |ntellectual disability (gene panel)

e Pediatric oncopredisposition - UGent

e Primary immune deficiencies (444 genes) - KUL

e Primary immune deficiencies - UGent
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e Skin disorders - UGent
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