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Coronavirus disease 2019 (COVID-19) and its virus, severe acute respiratory syndrome 
coronavirus 2 (SARS-CoV-2) first emerged in China in December 2019. It was thought that 
COVID-19 may take a more severe course because of pulmonary and immune system in-
volvement of inborn errors of metabolism (IEMs) (1).

IEMs are frequent because of consanguinity marriages in Turkey. The impact of the COVID-19 
pandemic in lysosomal storage diseases and management challenges with enzyme replace-
ment therapy (ERT) has been reported in the literature. However, this manuscript is the first 
report from Turkey.

Health systems have changed all over the world because of COVID-19 (2). Disruptions in 
treatment are as important for IEMs, especially in patients undergoing ERT, as the infection. 
Home infusion therapy, as the most rational treatment approach to ensuring no disruptions 
in treatment during the pandemic, is an effective method (3).

In this report, we present a case of Gaucher disease (GD) with COVID-19 whose follow-up 
and treatment were impaired because of the pandemic. Our intention here is to emphasize 
that asymptomatic COVID-19 is not so innocent in patients with IEM.

A 13-year-old female patient followed up with a diagnosis of type 1 GD (c.475C>T p.R159W 
and c.1226A>G p.N409S compound heterozygous mutation) was admitted to our center for a 
swab polymerase chain reaction (PCR) test for suspected COVID-19.

In her medical history, she had undergone ERT (imugluserase 30 units/kg/dose every 2 
weeks) for 9 years, and the disease was currently under control. Her hemogram parameters 
were always within the normal range.

A clinical examination revealed no complaints of infection. A swab PCR test for COVID-19 was 
positive, and the patient was diagnosed with asymptomatic COVID-19. The patient had no com-
plications during the 14-day quarantine. Nevertheless, quarantine was extended because of the 
second positive swab PCR test after the first quarantine period. Her family’s swab PCR tests were 
subsequently detected positive, one by one. Therefore, quarantine lasted two months for our 
patient and her family. Because of the quarantine imposed on her, she missed four doses of ERT.

After the quarantine, following a negative swab PCR test, a laboratory investigation showed 
that the patient’s hemoglobin level had decreased from 12.5 g/dL to 10.8 g/dL. Her platelets, 
which were 170,000/mm3 before COVID-19, had decreased to 143,000. Furthermore, with 
interruption of ERT, the patient’s chitotriosidase level, which had been 5857 nmol/h/mL (RR: 
0-120) before contracting COVID-19, increased to 10,130 nmol/h/mL (Table 1).

We would like to emphasize that asymptomatic COVID-19 should not be underestimated in 
patients with IEM. Interruption in ERT of a patient with GD led to a deterioration in laboratory 
findings. Asymptomatic infections can have negative impacts on clinical progress in those 
with IEM, because their access to healthcare services is suspended during the quarantine.
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There is a lack of information about the clinical progress of 
COVID-19 in patients diagnosed with IEM, although it is thought 
that, in such patients, the clinical manifestation may be more 
severe because of the decompensation and impairment of the 
immune system (1,4,5). The decrease in beta-glucosidase en-
zyme activity in GD may lead to the accumulation of inflam-
matory glycosphingolipids. It is related to chronic immune ac-
tivation (6,7). This creates the prediction that COVID-19 may 
progress more severely in patients with GD. In a study involving 
150 adults and 31 pediatric patients with GD in New York, con-
trasting data were obtained. It has been reported that 25% of 
the patients have at least one mild symptom. The most com-
mon symptoms are cough, fatigue, and fever. None of the pa-
tients needed specific treatment, and there was no death. This 
research concluded that SARS-CoV-2 does not pose a severe 
risk for GD as expected (6).

In many IEM centers around the world, working days and hours 
have been reduced because of the pandemic, and outpatient 
clinics have even closed in some locations (2,8). In this process, 
in a study conducted by the European Organisation for Rare 
Diseases, it was determined that care of 83% of patients with 
rare disease was disrupted. A total of 60% of patients could 
not receive infusion therapies. Appointments of 70% of patients 
were postponed (9). Our patient could not attend the hospi-
tal for ERT because of her quarantine for COVID-19, and, as 
a consequence, she was found to have developed cytopenia 
and an increased chitotriosidase level. We believe home infu-
sion therapy would be a good solution for lysosomal storage 
disorders in the pandemic (3). In research conducted in Spain, 
113 patients with GD were evaluated. Of the patients who re-
ceived ERT, 25% reported disruptions during the pandemic. The 
importance of home infusion therapy is highlighted in the study 
(10). Unfortunately, home infusion therapy is still uncommon in 
several countries, Turkey being one.

We hypothesize that, amid the COVID-19 pandemic, which is 
expected to last for a long time, the healthcare system should 
be modified to ensure the requirements of patients with IEM 

are satisfied. Furthermore, home infusion therapy should be 
promoted for ERT to avoid interruptions to treatments. More 
studies are needed to evaluate the clinical manifestation of 
SARS-CoV-2 infections in patients with IEM.
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Table 1. Laboratory findings of patient before and after 
COVID-19

Laboratory parameters Before 
COVID-19

After 
COVID-19

WBCs (×109/L) (RR: 4.5-12.5) 5.19 6.12
Lymphocytes (×109/L) (RR: 1.5-6.5) 1.53 1.25
Hb (g/dL) (RR: 12-15) 12.5 10.8
Platelets (×109/L) (RR: 150-450) 170.000 143.000
Chitotriosidase (nmol/h/mL) (RR: 0-120) 5857 10.130
AST (U/L) (RR: 0-35) 32 35
ALT (U/L) (RR: 0-35) 10 12
ALT: alanine aminotransferase; AST: aspartate aminotransferase; COVID-19: 
coronavirus disease 2019; Hb: hemoglobin; WBC: white blood cell.

271

https://doi.org/10.1007/s10875-014-0076-6
https://doi.org/10.1002/ajmg.a.61722
https://doi.org/10.1182/blood.V82.4.1107.bloodjournal8241107
https://doi.org/10.1186/s13023-020-01563-w
https://doi.org/10.1111/imj.14894
https://doi.org/10.1016/j.ymgme.2020.12.288
https://doi.org/10.1016/j.ymgme.2020.05.002
https://doi.org/10.1016/j.ymgme.2020.09.004
https://doi.org/10.1016/j.bcmd.2020.102478

