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PKHDI1L1 Knockout HEK293T RIPA Lysate
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Species Gene Symbol Gene ID GenBank Accession Transcript
Human PKHDILI1 93035 BC093096 NM 177531
About the gene

Official Symbol PKHDIL1

Previous Symbol -

Official Full Name | PKHDI1 like 1

Synonyms PKHDL1
Location 8q23.1-q23.2
Gene Type protein_coding

Uniprot ID Q86WI1

Pathway/Library Lung Cancer Growth Related Genes Library

A novel stereociliary protein, Polycystic Kidney and Hepatic Disease 1-Like 1 (PKHD1L1), is a homolog
of PKHD1, mutations of which cause autosomal - recessive polycystic kidney disease. Low levels of
PKHDIL1 expression have been detected in primary immune cells. The predicted domain structure of
Gene Summary PKHDIL1 suggests that the ectodomain may bind other proteins. The location of PKHDILI near the tips
of OHC stereocilia suggests possible binding partners, but further studies are needed to evaluate possible
interactions of PKHDIL1 with itself, with STRC and NPTN, with other TM components like
CEACAMI16 and TECTA, or with other proteins that form stereocilia surface specializations. Such




interactions would help our understanding of PKHDILI function. PKHDIL1-deficient mice have
progressive hearing loss, indicating that this protein is essential for normal hearing. The PKHD1L1 model
will allow more extensive characterization of the function of PKHDI1LI1, and by extension the upper
surface coat of stereocilia. PKHDIL1 is expressed by hair cells from PO to P12, and is predominantly
localized to the tips of OHC stereocilia, shows stronger labeling at the basal than apical turn of the cochlea
at PO, is predominantly expressed in OHCs but less in IHCs, mice lacking PKHDI1L1 show progressive
hearing loss, and mice lacking PKHDI1L1 lack the stereociliary coat at the tips of stereocilia. PKHDIL1
may be the major component of the upper surface coat of hair-cell stereocilia, and is essential for normal
hearing especially at high frequencies.
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