v“\.

COLD SPRING HARBOR / A journal of precision medicine

Molecular Case Studies N\ e

HOME | ABOUT | ARCHIVE | SUBMIT | AUTHOR INFO | ADVERTISE | ALERTS /RSS | CONTACT | HELP

Advanced Search

p = = =g ACCEPTED MANUSCRIPT |
Rapid whole genome sequencing identifies a Current Issue
novel homozygous NPC1 variant associated This Article May 2017, 3 (3)
with Niemann-Pick Type C1 Diseaseina 7 e o o
). /mcs.a o

week old male with cholestasis Cold Spring Hare Mol Gese Stud £ 2

Published by Cold Spring Harbor ¢ 3
amber hildreth!, Kristen Wigby2, Shimul Chowdhury3, Shareef Nahas3, Laboratory Press 3 §
Jaime Barea4, Paulina Ordonez4, Serge Batalov3, David M Dimmock3, ;kﬁleS;;iC(IPDF) .

Supplemental Material
Letters & Updates
Author Affiliations (-] Article Category

. . . . Rapid Communication . .
«" Corresponding author; email: skingsmore@rchsd.org Ky iSeiatan SrScies
Abstract Services
stra
.................................................................................................................................. Google Scholar

PubMed/NCBI

. 3 . 1 '5
RCIGM Investigators® and Stephen F Kingsmore [+ || FestiediArtcies

COLD SPRING HARBOR
Niemann-Pick Type C disease (NPC; OMIM #257220) is an inborn error of intracellular
cholesterol trafficking. It is an autosomal recessive disorder caused predominantly by  L-| HPO Terms

mutations in NPC1. While characterized as a progressive neurological disorder, it can also Abnormal cholesterol homeostasis
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cause cholestasis and liver dysfunction due to intrahepatocyte lipid accumulation. We - ) )

) ) ) ) . Foam cells with lamellar inclusion
report a 7 week old who was admitted with neonatal cholestasis, who was diagnosed with a bodies
novel homozygous stop-gain variant in NPC1 by rapid whole genome sequencing (WGS). Generalized neonatal hypotonia
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WGS results were obtained 16 days prior to return of the standard clinical genetic test X i
Prolonged neonatal jaundice

results, and prompted initiation of targeted therapy. Submit
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