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Case Report

Gaucher Disease Diagnosed During Adolescence
Ergenlik Déneminde Teshis Edilen Gaucher Hastaligi
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ABSTRACT

Gaucher's disease (GD) is an autosomal recessive lysosomal lipid storage disorder caused due to insufficient activity of the enzyme beta-
glucocerebrosidase. Type 1 GD may present at any age but manifests in childhood in more than half of patients. In this case report, an
adolescent who applied to our gastroenterology outpatient clinic with dyspeptic complaints and was diagnosed with type 1 GD is presen-
ted to draw attention to rare metabolic diseases. A 14-year-old girl complaining of abdominal and bone pain was admitted to the hospital.
Erlenmeyer flask deformity was detected on the direct knee radiograph of the patient, as well as thrombocytopenia, ferritin elevation and
hepatosplenomegaly. A preliminary diagnosis of Gaucher disease was considered upon detection of low levels of beta glucocerebrosidase
enzyme for our patient. The homozygous variant was detected in the GBA gene NM_000157.4:c.1226A>G (p.Asn409Ser) and diagnosed as
Type 1 GD. When evaluating patients, it is important to remember that some rare metabolic diseases can be observed in older children.
Our patient was diagnosed with Type 1 GD at an adolescent age, and treatment was started. Currently, improvements in clinical manifes-
tations can be achieved with existing treatments. Therefore, it is crucial to diagnose the disease at an early stage and begin the necessary
treatment.
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OZET

Gaucher hastaligi (GH), beta-glukoserebrosidaz enziminin yetersiz aktivitesine bagli, otozomal resesif gegisli lizozomal lipit depo hastaligi-
dir. Tip 1 GH, eriskin tip olarak tanimlanmaktadir ancak klinik semptomatik infantlardan, asemptomatik eriskinlere kadar genis bir yelpa-
zede goriilebilir. Bu olgu sunumunda, dispeptik sikayetlerle gastroenteroloji poliklinigimize basvuran ve Tip 1 GH tanisi alan adolesan
olgu nadir metabolik hastaliklara dikkat cekmek amaciyla sunulmaktadir. 14 yasinda kiz hasta karin agrisi ve kemik agrisi sikayeti ile bas-
vurdu. Hepatosplenomegali saptanan hastanin trombositopenisi, ferritin yiiksekligi ve direkt diz grafisinde Erlenmayer deformitesi sap-
tandi. Sfingolipidoz gen panelinde homozigot NM_000157.4 (GBA):c.1226A>G (p.Asn409Ser) varyanti GBA geninde tespit edildi ve Tip 1 GH
tanisi aldi. Hastalari degerlendirirken bazi nadir metabolik hastaliklarin biiylik cocuklarda goriilebilecegi unutulmamalidir. Olgumuz ado-
lesan yasta Tip 1 GH tanisi alabilmis ve tedavisi baslanmistir. Glinlimiizde mevcut tedavilerle klinik bulgularda iyilesme saglanabilmekte-
dir. Bu nedenle hastaligi diisinmek ve erken donemde taniyi koyup tedaviyi baslamak 6nemlidir.

Keywords: Gaucher hastaligi, adélesan, metabolik hastalik

Received: 05.09.2022 - Accepted: 24.11.2022 - Published: 29.01.2023

Correspondence | Yazigma: Selen Giiler - SBU Tepecik Egitim ve Aragtirma Hastanesi, Pediatrik Gastroenteroloji, Hepatoloji ve Beslenme, Klinigi, izmir,
Turkiye - drselenguler@gmail.com

Cite this article as: Giiler S, Cagan Appak Y, Onbasi Karabag S, Aksoy B, Kahveci S, Kose M, et al. Gaucher Disease Diagnosed during Adolescence. Pediatr
Acad Case Rep. 2023;2(1):29-32.

© 2022 Association of Pediatric Specialization Academy. All rights reserved.


https://orcid.org/0000-0002-1758-1759
https://orcid.org/0000-0002-4330-9281
https://orcid.org/0000-0002-8949-710X
https://orcid.org/0000-0002-7657-8007
https://orcid.org/0000-0001-8561-4041
https://orcid.org/0000-0003-2255-3725
https://orcid.org/0000-0001-8867-0508
https://orcid.org/0000-0003-3827-2039

Pediatr Acad Case Rep

INTRODUCTION

Gaucher's disease (GD) is a rare autosomal recessi-
ve lysosomal lipid storage disorder caused due to in-
sufficient activity of the enzyme beta-glucocerebrosida-
se (1). Along with the accumulation of glucocerebrosi-
des in monocytes and macrophages, liver, spleen and
bone marrow involvement can be observed. GD is divi-
ded into three main types. Type 1 is the most common
form, accounting for up to 90% of all cases. Unlike other
types, it has no neurological involvement. Type 2 is cal-
led the infantile or acute neuropathic form, and type 3
is called the juvenile subacute neuropathic form. Type 1
GD is defined as an adult type, but its clinical manifes-
tations can be observed in many individuals, from
symptomatic infants to asymptomatic adults (2).

In this case report, an adolescent who was admit-
ted to our gastroenterology outpatient clinic with abdo-
minal pain and dyspeptic complaints and diagnosed
with type 1 GD is presented to draw attention to rare
metabolic diseases and raise awareness.

CASE REPORT

A 14-year-old girl was admitted to our paediatric
gastroenterology outpatient clinic with complaints of
weakness, nausea, burning in the stomach and abdo-
minal pain in the epigastric region. It was learned that
the frequency of complaints of the patient had been
increasing for the last year. When her history was evalu-
ated in detail, she described weakness and pain in her
entire body, especially in the kneecap, heel and fingers.
It was learned that there was a first-degree kinship bet-
ween the patient’s parents with no known disease in
the past.

The patient’s body weight and height were at the
90-97th percentile and 97th percentile, respectively. On
physical examination, it was observed that Traube’s
space was closed, the spleen was palpable 1 cm below
the left costal margin, the liver was palpable by 2 cm,
and epigastric tenderness was present. The neurologi-
cal examination and other physical examination fin-
dings of the patient, who had tenderness in the knee
and elbow joints and fingers by palpation, were within
the usual limits.

The following were also detected: 12,4 g/dL ha-
emoglobin, 9900/mm3 leukocyte count, 96000 mm3
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platelet count, 1312 ng/mL ferritin, 36 U/L aspartate
aminotransferase and 30 U/L alanine aminotransferase.
Hepatitis B, C and HIV serology were negative. More-
over, a peripheral blood smear test showed 60% poly-
morphonuclear leukocytes, 32% lymphocytes, 8% mo-
nocytes, and clusters of 6-7 platelets, some of which
were large in appearance. No atypical cells were
observed.

Direct radiography of the femur revealed Erlenme-
yer flask deformity (Figure 1), and abdominal MRI reve-
aled signal changes in the liver parenchyma consistent
with hemochromatosis. Bone densitometry (lumbar
and femoral neck) was compatible with osteopenia.

]

Figure 1. Radiograph of the Erlenmeyer flask
deformity, showing the triangular outline of the
metaphysis of the distal end of the femur.

In a liver biopsy, mild inflammatory cell reactions,
including lymphoplasmacytic cells in portal areas, focal
balloon degeneration in hepatocytes, nuclear glycoge-
nation, regenerative changes, and mild (Grade 2/4) iron
accumulation with a Prussian blue stain were reported
(Figure 2). Bone marrow biopsy showed Gaucher cells.
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Figure 2. x400, Prussian blue histochemical staining.
Iron accumulation in the cytoplasm of Kupffer cells and

hepatocytes is observed.

Genetic tests for hemochromatosis were normal in
the case. The homozygous variant
NM_000157.4:¢c.1226A>G (p.Asn409Ser) was detected in
the GBA gene. Neurological and eye examinations were
normal, and we started imiglucerase treatment on the
patient after the diagnosis of type 1 GD. She has been
taking imiglucerase treatment at a dose of 30 1u/kg for
two years. The homozygous mutation was also found in
one brother with family screening. The consent from
the parents’ of the participant was obtained in this case
study.

DISCUSSION

Gaucher’s disease is a lipid storage disease with an
incidence ranging from 1/4000-1/10000 (3). It was first
described by Ernest Gaucher in 1882. Type 1 non-ne-
uropathic GD, the most common of the three types of
disease, may occur at any age. Our patient was admit-
ted with dyspeptic complaints at the age of 14 and was
able to get a diagnosis when she was evaluated in detail
with the history and physical examination findings in
our clinic. Hepatosplenomegaly, haematological disor-
ders and bone lesions are the main pathologies in pati-
ents with type 1 Gaucher disease. The earlier the age of
onset of symptoms, the worse the prognosis. The prog-
nosis is negatively affected due to neurological involve-
ment in type 2 and type 3 GD, and both types have a de-
ficiency of the beta glucocerebrosidase enzyme, but
their mutations are different (4,5,6).

The hallmark of Gaucher disease is the presence of
lipid-laden Gaucher cells in organs, such as bone mar-
row, spleen and liver. Although these cells seem unique
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in morphologic features and metabolism, their exact
role in the pathology of GD remains largely unknown
(7). Phenotypic changes may be observed depending
on the age of manifestation of symptoms (8). Hepatosp-
lenomegaly on physical examination in a patient with
bone pain as a starting symptom and the detection of
anaemia and thrombocytopenia in laboratory studies
are stimuli for diagnosing GD. Cases where massive sp-
lenomegaly was detected in childhood, splenectomy
was performed due to hypersplenism and GD was diag-
nosed in adulthood were also reported (3,9). Dyspeptic
complaints at the forefront, bone pain, hepatospleno-
megaly on physical examination and thrombocytope-
nia found through laboratory tests made the patient
think she had GD, and further examinations were
performed.

Although bone involvement is most common and
severe in type 3 GD, bone involvement is also common
in type | GD. The most common of these is the Erlenme-
yer flask deformity of the distal femur, which is seen as
cortical thinning and loss of concavity in the distal fe-
mur (2). More rarely, osteopenia, bone necrosis and
bone infarcts can also be observed. (4, 10, 11). In our
patient, the detection of Erlenmeyer flask deformity in
the femur, which is suggestive of GD, was a guide regar-
ding diagnosis.

Iron accumulation is observed in GD for unclarified
reasons. Studies have shown that mild chronic inflam-
mation in patients may lead to high ferritin levels, inc-
reased hepcidin transcription and subsequent storage
of ferritin in macrophages (12). Ferritin levels were high
in the examinations of our patient, and iron accumula-
tion was observed in the histopathological examination
of the liver biopsy.

When evaluating patients, it should be noted that
some rare metabolic diseases can be observed in older
children with different clinical manifestations. As a re-
sult of a detailed evaluation of our case, we were able
to diagnose type 1 GD at an adolescent age and begin
enzyme replacement therapy for our patient. Signifi-
cant improvement in hepatosplenomegaly, haematolo-
gical disorders and skeletal findings can be achieved
with current treatments (2). Therefore, it is important to
think about the disease, determine the diagnosis at an
early stage and begin treatment.
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