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A clinical case of eruptive congenital
xanthomatosis

Xanthomas are localised infiltrates of lipid-containing foamy histiocytes, typically found in the dermis or tendons. Xanthomas
predominantly arise in the presence of lipoprotein metabolism disorders. Due to the skin manifestations, a dermatologist
is often the first to diagnose this condition. The term «xanthomatosis» is used when multiple lesions are present. A distinction
is made between primary xanthomatosis, associated with familial cases of hypercholesterolemia, and secondary xanthoma-
tosis, which arises as a result of an acquired disturbance in lipid metabolism. The onset of eruptive xanthomatosis, which
manifests as multiple raised rashes with signs of inflammation that often cause discomfort, may be a warning sign of acute
pancreatitis and type 2 diabetes, and is usually caused by high blood triglyceride levels.

Case presentation. Patient M., aged 1 month, was admitted for treatment with a raised body temperature and a widespread
rash. On examination, multiple flat and papular lesions of a yellowish colour, ranging from 0.1 to 0.5 cm in diameter were
observed on the skin of the face, trunk and limbs. Physical and laboratory examinations were carried out. Elevated lipid
metabolism markers were detected. A family history of type V hyperlipidemia was confirmed. A diagnosis of eruptive
congenital hereditary xanthomatosis was made.

Conclusions. Primary xanthomatosis is a rare familial disorder that manifests in early childhood. It presents as skin rashes
against the background of abnormal lipid metabolism and may lead to the development of severe systemic complications.
Timely diagnosis allows for the prevention of further disease progression and improves patients’ quality of life and life

expectancy.
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Xanthomas are localised infiltrates of lipid-
containing foamy histiocytes, typically found
in the dermis or tendons. Xanthomas predomi-
nantly arise in the presence of lipoprotein metabo-
lism disorders. Due to the skin manifestations, a
dermatologist is often the first to diagnose this
condition. In fact, as specialists, we have a unique
opportunity to identify early changes in lipid
metabolism and prevent serious associated condi-
tions — atherosclerotic cardiovascular diseases.
Lipids that accumulate in xanthomas are predomi-
nantly free esterified cholesterol, but sometimes, to
a significant extent, they may consist of other sterols
and triglycerides [4].

The term «xanthomatosis» is used when multiple
lesions are present. They can first appear at various
ages — in childhood, adolescence or adulthood —
and multiple rashes are rarely encountered in clini-
cal practice. A distinction is made between primary
xanthomatosis, associated with familial cases of

hypercholesterolemia, and secondary xanthomato-
sis, which arises as a result of an acquired distur-
bance in lipid metabolism [2, 3]. In clinical practice,
there are also sporadic cases of xanthomatosis in
patients with normal blood lipid levels [1, 6]. The
onset of eruptive xanthomatosis, which manifests as
multiple raised rashes with signs of inflammation
that often cause discomfort, may be a warning sign
of acute pancreatitis and type 2 diabetes, and is usu-
ally caused by high blood triglyceride levels.
Primary xanthomatosis is a rare hereditary con-
dition that occurs in newborns or manifests in early
life against the background of hyperlipidemia, high
blood levels of triglycerides and chylomicrons. The
efflorescences are flat, nodular, round or elongated,
2—3 cm in diameter, with relatively distinct borders,
and yellow or brown in colour. They are distributed
across the entire skin surface, most commonly on
the buttocks, knees and elbows. As blood parameters
normalise, the number of lesions decreases, and some
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A — skin of the trunk; B — skin of the back.

of them disappear. We present a case of primary
xanthomatosis arising against the background of
familial hypercholesterolaemia.

Case presentation

Patient M., aged 1 month and 17 days, was admitted
to the regional children’s hospital following his
mother’s reports of a fever up to 39 °C, lethargy, and
a rash on the face, trunk and limbs. The boy had
been unwell for a month when isolated lesions began
to appear; a widespread rash developed against the
background of a fever. The child had previously been
treated at the district children’s hospital with a
diagnosis of vesiculopustulosis and anemia, and had
been prescribed antibiotic therapy. On the third day
of his stay, his hemoglobin level rose from 110 g/1
to 280 g/1, which led to his transfer to the next level
of medical care.

His mother’s first pregnancy was complicated by
furunculosis. This was her first delivery; labour
induction was performed at 41 weeks. Birth weight
and height were within normal limits. The early
neonatal period was uneventful. From the first days
of life, multiple cases of neonatal acne and milia were
noted on the face. A family history revealed a simi-
lar condition in the child’s father’s third cousin;
type V familial hyperlipidemia was confirmed, which
manifested at the age of four.

On examination, the child’s general condition is
serious. The response to examination is appropriate.
Visual and auditory focus is present. Spontaneous
motor activity is reduced. Muscle dystonia, hyper-
reflexia, body temperature 39.5 °C. Mucous mem-
branes are pale, skin has a greyish tinge and is pasty.
Multiple flat and nodular xanthomas are present on
the skin of the face, trunk and limbs, ranging from

Fig. 1. Patient M. with multiple flat and nodular xanthomas

0.1 to 0.5 cm in diameter, yellowish in colour, some
reddish-blue, and some covered with hemorrhagic
crusts and scales (Fig. 1).

Dermoscopy of the rashes was performed. Micro-
scopically — multiple elements of varying sizes,
whitish-yellow in colour; focal, indistinct vascular
inclusions are present; some of the lesions are cov-
ered with scaling (Fig. 2).

The abdomen is distended and tender on palpa-
tion. Urination is unimpeded and adequate. Stools
are yellow in colour, homogeneous, and free of for-
eign matter. No abnormalities were detected on
chest X-ray of the lungs or heart. ECG and echo-
cardiogram are normal for the patient’s age. Abdo-
minal ultrasound: the liver is in its normal position,
protruding 1.5 cm below the costal margin; the right
lobe measures 6.6 mm, the left lobe 3—4 mm. The
parenchyma shows slightly increased echogenicity;
the bile ducts are not thickened; the gallbladder is
contracted. Pancreas, kidneys and adrenal glands
show no pathological changes. The spleen is slight-
ly enlarged, with a homogeneous structure. Neuro-
sonography is within normal limits.

Complete blood count: marked anemia (86 g/1),
with a reduced red blood cell count (2.6 - 1012/1),
eosinophilia (23 %), erythrocyte sedimentation rate
(ESR) 26 mm/h. Biochemical analysis: elevated
C-reactive protein (18.5 mg/1), elevated bilirubin,
GGT 370 units per litre, LDH 454 U/I (hepatocel-
lular damage, cellular breakdown). Lipid profile:
triglycerides 6.47 mmol/l — markedly elevated,
cholesterol 5.4 mmol/l, LDL-cholesterol
2.97 mmol/l — also elevated. Urinalysis and stool
analysis showed no abnormalities.

The boy was examined by an ophthalmologist
and an endocrinologist: no abnormalities were
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Fig. 2. Patient M. Dermoscopic images captured in polarised mode at 10 x magnification
A — papular elements with blood-filled crusts and scales and irritation of the surrounding tissues; B — yellowish papules with isolated

vascular inclusions.

found. He was referred for consultation to our
clinic. Based on the medical history, clinical findings
and laboratory results, the boy was diagnosed with
eruptive congenital hereditary xanthomatosis
against the background of familial hypertriglyceri-
demia. To confirm the diagnosis and adjust treat-
ment, the patient was referred to the Okhmatdyt
National Children’s Specialized Hospital. The child
remained there for one month, during which the
diagnosis was confirmed clinically and histopatho-
logically. PCR testing for EBV, CMV and HAV-G
was negative. Infusion therapy with glucose-saline
solutions was administered. Antibiotic and antifun-
gal therapy, gastroprotective agents, vitamins and
lipid-lowering agents were prescribed. Topical glu-
cocorticosteroids and emollients were applied to the
rashes. The boy was discharged with significant
improvement; the number of rashes decreased, and
no new ones appeared during treatment. It was

There is no conflict of interest.

recommended to continue a low-fat diet, lipid-
lowering agents and vitamins. Topical therapy, as
previously prescribed, was continued. The patient
remains under the supervision of a pediatrician and
a dermatologist.

Conclusions

Primary xanthomatosis is a rare hereditary condi-
tion that manifests in early childhood. It presents
as skin rashes, against the background of abnormal
lipid metabolism, and can lead to the development
of severe systemic complications. Timely diagnosis,
based on awareness of the condition among a wide
range of specialists and the use of additional diag-
nostic methods, in particular dermoscopy of the
rashes, and correction of biochemical abnormalities,
enables the prevention of further progression of the
disease and improves patients’ quality of life and life
expectancy.
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IKAIHIYHIA BUMOAOK €PYMNTUBHOTO BPOAXKEHOTO KCAHTOMATO3Y

Kcantomu — 11e jiokastizoBaHi iHGIiaBTpaTy TiCTIONUTAPHUX MIHUCTUX KJITHH, 1110 MICTATb JIili/IN, SKi 3a3BUYail HAsiBHI B
IEepMi UK CyXOKUILISX. KCaHTOMU BUHUKAIOTH [IEPEBAKHO Y Pasi MopyiieHb 0OMiHY JHMOMPOTEiHiB. 3 OISy Ha IPOSIBU
Ha IKiPi ZIePMATOJIOT YaCTO MEPIINM BUSIBIISIE IO TIPOOIeMy. 3a HAsIBHOCTI MHOKUHHUX €JIEMEHTIB BUKOPUCTOBYIOTD Tep-
MiH «KCAaHTOMAaT03». PO3Pi3HAIOTH MePBUHHUI KCAHTOMATO3, OB I3aHWH 13 CIMEITHIMI BUTIAIKAMU TillepXoJecTeposieMii,
i BTOpUHHUI, 1110 BUHUKA€E BHACJIJ0K HaOyTOTO nopyiieHHs ¢isiosorii imigroro oominy. [losiBa epynTUBHOrO KCAHTOMA-
TO3Y, IO MPOSBISETHCSA MHOKUHHUMU TIPUTHATAMYA BUCUIAHHSAMU 3 O3HAKaMU 3allajieHHs, SKi 9acTO CIPUYUHSIOThH
HETPUEMHI Bi4yTTs, MOKe Oy TH MEPBUHHOIO 03HAKOIO TOCTPOTO MAHKPEATUTY 1 IyKPOBOTO AiabeTy 2-T0 THILY Ta 3a3BUYail
BUHUKAE Yepe3 BUCOKUI PiBEHDb TPUTJIIIEPUIIB Y KPOBI.

IIpesenTauis Bunaaky. Xeopuii M., 1 mic, rocmiTanizoBaHuil 3 MiZIBUIIEHOIO TEMIIEPATYPOIO Tijia Ta TOMNUPEHUM BHCUIIOM.
OO6’exTHBHO Ha KIpi 06/uys, TyayOa i KIHIIBOK IIOMITHI MHOKUHHI TJIOCK] Ta ropOUKoBi esieMenTn aiamerpom Big 0,1
110 0,5 cM, 110 Masiu KoBTyBaTuii Kosip. [IposeaeHo disukasbHi Ta 1abopaTopHi 00CTEKEHHS, 32 Pe3yJIbraTaMu SIKUX BUSIB-
JIEHO BUCOKI MOKa3HUKHY JIiITIHOr0 0OMiHY. BiilIOBIIHO [0 laHUX reHeaIoriyHOTO aHaMHe3y Bepu(DIiKOBAHO CiMelHy Titep-
ainizemito V tumy. BeranoBiieHo 1iarHo3 epynTHBHOTO BPO/PKEHOTO YCIIaJKOBAHOTO KCAHTOMATO3Y.

BucuoBku. IlepsunHuii KcaHTOMaTO3 — pifiKicHa ciMeliHa xBopoOa, Mo MaHidecTye B paHHbOMY Billi. [IposiBisgerbes
MOSIBOIO BUCHIIAHB HA MIKIPi HA TJI MOPYIIEHHS JIIiHOrO 0OMIHY Ta MOKE IIPU3BOAUTHU 10 PO3BUTKY TSIKKUX CHCTEMHUX
yCKJIajiHeHb, BuacHa giarHoCTUKa a€ 3MOTY BKUTHU NPO(MITAKTHYHUX 3aXO/iB, 100 3am00irTH MOAAJIBIIOMY PO3BUTKY
XBOPOOH, 8 TAKOK MOKPAIUTH AKICTH Ta 30IIBIITUTHA TPUBAIICTD KUTTS HAIIEHTIB.

Kiio4oBi cioBa: KcaHTOMATO3, METabOJIi3M JIiMiIiB, XBOPOOU TIKIPH, MiaTHOCTUKA, Bi3yasrisallist MKipu.
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