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Primary Carnitine Deficiency
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Carnitine transporter defect

Carnitine transporter
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Normal Carnitine transporter defect
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Primary Carnitine Deficiency
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— Acute presentation in infancy
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— Cardiomyopathy
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— Autosomal recessive inheritance
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- Researches are searching for the
causative gene since 1975

. rﬁ fE B & FPEI EISE Jﬁ@{ﬁﬁ
SETH AR
— Patient inherits one defective carnitine
transporter gene from each of the parent
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— Among the first in identifying the carnitine transporter gene, OCTN2
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nherited Metabolic Diseases in Chinese
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— Early diagnosis of patients with primary
carnitine deficiency
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Patients and family

BMT team
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More patients with primary carnitine deficiency
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 cases were diagnosed in Hong Kong, Macau,
Taiwan; Sharing a common mutation

HUMAN MUTATION Mutation in Brief #524 (2002)

A Founder Mutation (R254X) of SLC22AS (OCTN2
in Chinese Primary Carnitine Deficiency Patients
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What FOAD are found in Southern
Chinese?

1. Primary Carnitine deficiency

2. Glutaric aciduria type 2 (ETF chain)
defects

3. Carnitine translocase deficiency
4. VLCAD
5. SCAD

Skin fibroblasts are cultured until
confluence is reach

Subculture into
culture plate

Leave to aanerx

overnight

Analyze deuterium
labelled acylcarnitine
species by MS/MS

What is the Chinese term for
Carnitine ?
* [A] 1% before 1999

« At 1999, | created a new term "4 ina
press conference.
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Approach to diagnose
Inherited Metabolic Diseases

¢ 3 steps

1. Clinical Symptoms
2. Metabolites

enzyme 3. Definitive

T} B diagnosis by enzyme
or mutation

Add 1 ml medium
to 4ml DW

A D-enrichment of

the samples.

History of Chinese term for
Carnitine
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