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Resumen

Objectives: To show Clinical, analytical, genetic, treatment and state of liver data of 4 unrelated
cases of CESD.

Material and methods: We report cases of LAL deficiency included in the Registry of Dyslipemias of
the Spanish Arteriosclerosis Society. We recorded demographic, anthropometric, familial, Clinical,
treatment and state of liver data as well as the activity of LAL and the mutation found in the
molecular analyses.

Results: Four patients followed in Lipid Units for hypercholesterolemia were found to have LAL-D.
All of them have mild elevation of ALT and AST and three of them have liver steatosis
(ultrasonography or hepatic RNM). Two patients underwent a liver biopsy. The degree of fibrosis
ranged from F1 to F4. No cirrhosis was present. Only one patient suffered from coronary and
valvular heart disease. Baseline LDL cholesterol ranged from 198 to 305 mg/dL and under lipid-
lowering drugs in three patients dropped to 96-125 mg/dL. LAL activity was almost undetectable in
all patients (< 0.02 nmol/punch/hour). Age at diagnosis, genre, mutations found, treatment, and
state of liver (steatosis Ultrasound, RMN, fibroscan, yes or not cirrhosis, biopsy realized or no, and
level of transaminases) are summarized in the table.

LIVER
Case 1 2 3 4
Hepatic steatosis YES YES YES
ULTRASOUND
STEATOSIS RNM 135 Fat Mo realized Without Neo realized

steatosis

FIBROSCAN F3-F4 F2-F3 Hot done F1-2
CIRRHOSIS NO NO NO RO
BIOPSY Mo realized Yas Nao Yas
ALT [basal) 287/40 59 33 146
AST (bassl) 100/42 82 50 105
GGT (basal) g8/52 17 31 a4
ALP [basal) 122117 91 326
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LIPIDS
Case 1 2 3 ]
ICoT [basal) 354 301 280 T
LOL [bazal) 305 242 198 284
HOL [basal) 27 az 55 34
ITg (basal) 130 83 196 220
(CaT [ult, 147 293 191 176
disponible)

LOL [UD) a8 235 125 108
HOL UD) 6 3 33 28
g (w0} 127 133 163 200

TREATMENT MI
Case 1 2 3 d
STATIN Atorvastatin 80 |no Atorvastatin Atorvastatin
20 20
EZETIMIBE |Ezetimibe 10 no
iPCSK9 Alirocumab no
150
OTHERS Acenocumarol |no Levotiroxina |Lewvotiroxina
100 25
o 1 Fl 3 4
[Age fyears] 60 16 43 2
Ganre Famaly Femule Female [
MWutationd p-Gink384G0n PGyl Tal+ pdeli27S_Q398 | podeli27E_Q298
p.GIATIEHIS p.540iSer2T5_GIn298 | p.delS275_0298 pTII*
LAL Actity « 002 T F] <002 < 0B
nrnql'.l'nu-thu"lj'L
Li il i EALT
[7] [[7] [iT7] [iT+]
cAD Wes{LADG, AC) L] 1o 41+
Cuhetri Cardiggatiog Aanic v G = -
BIRRMEEE
FAD s O HO 41}
Eanihomay [ [ O [
[oLEM sare 12 [ N 15

Conclusions: Our data confirms the notion that LAL-D is found in cohorts of patients with Polygenic
or Familial Hypercholesterolemia and should be taken into account in the differential diagnosis.
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