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Apparent homozygosity due to compound heterozygosity of one point
mutation and an overlapping exon deletion mutation in ABCA12:
A genetic diagnostic pitfall

(ABCAI2 BT ORARLEET L IV Y O REERD
HENT OESEIZH T D apparent homozygosity)
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apparent homozygosity THET S Z E &ALz, o H—ET. FABEFRROD
BENABELRRTRRVWAERZFRETETALAZENRBEINDZDHOOFEHITL D
TRERDTZVESIZIL. uniparental disomy (UPD)YDIZ, SERICT VY > RIE
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