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Familial Chylomicronaemia (FCS)
genetic testing request form

Patient details:

Name:

Date of birth:

Patient number:

Clinician details:

Name:

Hospital:
Email:

Clinical signs and symptoms can be supportive for right diagnosing.
Therefore please complete this section as fully as possible for all cases.

DEMOGRAPHICS

Ethnicity:

BMI kg/M2:

LIPIDS

Full lipid profile (Pre-treatment) in mmol/L
Total cholesterol:

Triglycerides:

HDL-cholesterol:

LDL-cholesterol:

Non-HDL-cholesterol:

Peak triglyceride
concentration (mmol/L):

Lowest triglyceride
concentration (mmol/L):

Apolipoprotein B (pre-
treatment, if known) in g/L:

Evidence of
chylomicron layer
(fridge test):

[1Yes []No

PANCREATITIS

Any history of
pancreatitis?

] Yes

If yes, how
many episodes?

] No

Any family history of
hypertriglyceridaemia
or pancreatitis?

] Yes

Details
(if known)

[ No

FCS Score’

(Above 7: genetic testing should be considered?)



Familial Chylomicronaemia (FCS)
genetic testing request form

Please use the following FCS Scoring Tool' to mark which of the following points apply
and generate a score for your patient

TRIGLYCERIDES

Has the patient had fasting TGs of >10 mmol/L for three consecutive blood analyses? (+5)
Has the patient had fasting TGs of >20 mmol/L at least once? (+1)
Has the patient had fasting TGs of <2 mmol/L at least once? (-5)

MEDICAL HISTORY

Does the patient have a history of pancreatitis? (+1)
Does the patient have unexplained recurrent abdominal pain? (+1)
Does the patient have a family history of familial combined hyperlipidaemia? (+1)

DIFFERENTIAL DIAGNOSIS

Have you excluded secondary factors (except pregnancy and ethinylestradiol)? (+2)

Has the patient failed to respond to hypolipidaemic treatment (TG decrease <20%)? (+1)

How old was the patient when their symptoms first appeared?

N | o Y

<40 years (+1)
<20 years (+2)
<10 years (+3)
Score interpretation Total score:

=10 FCS very likely 9 FCS unlikely =8 FCS very unlikely

Relevant proteins for FCS

PROTEIN FUNCTIONS AND REGULATION

Lipoprotein lipase (LPL)37 Hydrolysis of triglycerides in chylomicrons and VLDL and peripheral uptake of FFS;
is activated by ApoC2 and ApoAS5; is inhibited by ApoC1, ApoC3 and ANGPTL 3, 4 and 8

Glycosyl-phosphatidylinositol cored high density | Endothelial LPL transport protein; stabilises the binding of chylomicrons; supports lipolysis
lipoprotein binding protein (GPIHBP1)8"

ApoC2312 Co-factor of the LPL; activates LPL

ApoA5713 Cofactor for the interaction of APOC2 and LPL; amplifier of the LPL activity
Lipase Maturation Factor - 1 (LMF1)1s Chaperone, mediates folding of LPL in adipocytes and myocytes
Glycerol-3-phosphate dehydrogenase 1 Degradation of glycerol-3-phosphate, the starting product of TG synthesis
(GPD-1)"®

cAMP-responsive element-binding Transcription factor in the liver that regulates triglycerides and cholesterol
protein H (CREBH) ™8

Glucokinase regulatory protein (GCKR)"7'® Regulation of the activity of the enzyme glucokinase in the liver

Other genetic defects may be identified in the future.
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