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First Place

The Power of Nutrition - Conquering the Female Athlete Triad

Author: Daria Papara'
Coordinator: Otilia-Andreea Tarciu MD!

Affiliations:
1-"Grigore T. Popa” University of Medicine and Pharmacy

Background

The Female Athlete Triad (FAT) combines menstrual dysfunctions (MD), poor bone health,
and low energy availability (EA) which can be present with varying severity in female
athletes of all ages who engage in regular, moderately intense physical exercise. Due to
nutrient restriction and/or excessive energy expenditure, neuroendocrine adaptations occur to
support the vital systems, interrupting ovulation and bone turnover and leading to
amenorrhea, osteopenia, and increased risk of fractures.

Objectives

Transdermal hormonal therapy, combined oral contraceptives, or bisphosphonates, frequently
utilized in the management of the triad’s symptoms, are associated with various adverse
effects and may not always address the underlying cause effectively. This review emphasizes
the need for a higher EA as higher caloric intake to protect overall physiological health and
prevent potentially serious consequences in female athletes, with the possibility to effectively
restore fertility and enhance bone health in the majority of cases, when implemented
correctly.

Material and method

For the present review, 15 relevant studies from PubMed (2018-2024) were included,
highlighting low EA with/without eating disorders (ED) as the main factor underpinning
hormonal disturbances that affect bone metabolism and fertility. The presence of at least one
component of FAT in regularly physically active females was the inclusion criterion, ranging
from subclinical menstrual disorders to functional hypothalamic amenorrhea, from low bone
mass density (BMD) to osteoporosis. Patients with chronic/congenital pathologies causing
amenorrhea or impairments in BMD and Z-Score were excluded.

Results

EA is crucial for a healthy state and optimal performance, typically exceeding 45 kcal/kg of
fat-free mass (FFM)/day. Low EA (<30 kcal’kg FFM/day, resting metabolic rate) prioritizes
survival-related processes over non-essential ones like reproduction and growth, resulting in
severe chronic issues - amenorrhea and osteoporosis. Increasing body weight by 5-10% or by
1-4 kg with a nutritional surplus of 300-600 kcal/day (for at least 6 months) and reducing
resistance training restores the physiological hormonal balance, promoting positive changes
in menstrual regularity and BMD.



Abstract Book - Medicalis Congress 2024

Conclusion

Nutritional therapy, the primary treatment for recovering BMD and resuming menses in
energy-deficient female athletes, reestablishes the hypothalamic-pituitary-ovary axis. Given
that up to 87% of female athletes experience a FAT-related disorder, dietitians should provide
performance nutrition education to promote and enhance optimal EA.

Keywords: Female Athlete Triad, Energy Availability, Amenorrhea
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Second Place

Who’s treating me? — a multispecialty approach to Irritable Bowel Syndrome

Author: Mara-Lorena Imbrea'
Coordinator: Simona Stefania Juncu MD"*

Affiliations:

1- “Grigore T. Popa” University of Medicine and Pharmacy lasi, Romania

2- Institute of Gastroenterology and Hepatology, “Sf. Spiridon” University Emergency
County Hospital, Iasi

Background

Irritable Bowel Syndrome (IBS) is a chronic disorder of the gut-brain interaction that affects
the quality of life. With a prevalence of 1 in 10 people globally and present therapies being
only modestly effective, IBS is surely becoming a socio-economic concern world-wide. This
review aims to draw attention to the lack of collaboration between health professions when it
comes to different management therapies of IBS.

Material and method

This review brings together the results of 11 articles between 2018 and 2023 as to signal the
need of combined and personalized pharmacological and psychologic treatment to relieve
symptoms. The literature search for reviews summed up to the total of 4233 patients and 118
studies. The inclusion criteria were 1) IBS patients that claim symptoms of abdominal pain at
least 1 day/week in the last 3 months, change of frequency of stool (constipation, diarrhoea,
or both) or change in form of stool (Rome V criteria) 2) IBS patients that have presented
anxiety or depressive symptoms either before or after being diagnosed. The exclusion criteria
reffered to patients diagnosed with celiac disease, Crohn’s disease or ulcerohemorrhagic
rectocolitis.

Results

The notable findings were: 1) the prevalence of anxiety and depressive symptoms in IBS
patients being 39% and 29% respectively; 2) a dysbiosis frequency of 73% observed in IBS
patients compared to a 16% rate in healthy individuals; 3) higher IBS symptom improvement
in subjects receiving antidepressants (tricyclic antridepressants) compared to placebo groups
(63.8%, 224/351 vs. 42.7%, 186/436 respectively); 4) brain imaging uncovering disturbed
intrinsic brain activity in brain regions of IBS patients pertaining to emotional arousal; 5) a
number of 83 articles illustrating the benefit of using cognitive behavioral therapy,
acupuncture and diet as IBS therapy.
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Conclusions

The usual clinical approach of IBS patients only includes the pharmacological alleviation of
symptoms, whereas the demonstrated psychological onset calls for a non-drug approach to
their symptom management. That being said, it is for the long-term benefit of the patient that
the treatment includes some of the newest evidence-based therapies such as: cognitive
behavioral therapy, acupuncture and mindfulness based stress reduction.

Keywords: IBS, anxiety, gastrointestinal symptom management.
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Third place

Immediate breast reconstruction (IBR) versus delayed breast reconstruction (DBR)
with free DIEP flap — What if we don’t wait?

Author: Maria-Cristina Simian'
Co-author: Tabita Alexa'
Coordinator: Maximilian Muntean MD"?

Affiliations:
1- “Iuliu Hatieganu” University of Medicine and Pharmacy, Cluj-Napoca
2- Institute of Oncology “Prof dr. Ion Chiricuta”, Cluj-Napoca

Background

The gold standard for autologous flap in breast reconstruction is the Deep Inferior Epigastric
artery Perforator flap (DIEP). The DIEP flap technique involves breast reconstruction using
abdominal tissue transfer to the mastectomy site as a free microsurgical transplant. While
older techniques involve harvesting a small amount of rectus abdominis muscle along with
skin and subcutaneous tissue, the DIEP flap technique provides complete muscle
preservation. Depending on the timing of the intervention, breast reconstruction can be
immediate (IBR), performed in the same operation as the mastectomy, or delayed (DBR),
performed months to years after the mastectomy.

Objectives

The objective of this paper is to establish whether IBR or DBR with an autologous free DIEP
flap should be the preferred approach in most cases by comparing them in terms of aesthetic
outcome, psychological distress, treatment costs, and associated risks.

Material and Method

We conducted research on PubMed as the preferred database. The keywords used are
"Immediate DIEP flap breast reconstruction" and "Delayed DIEP flap breast reconstruction",
connected by the Boolean operator "OR". The papers we took into consideration are those
that were published in the last ten years (2014-2024). This search algorithm yielded 264
results.

Results

IBR implies a decreased risk of emotional distress, usually with better aesthetic results, and
possibly a reduced number of surgeries with subsequent lower costs in the long term.
However, IBR comes with possible skin and nipple perfusion problems and a higher
occurrence of hematoma and seroma. Nevertheless, the DBR procedure more often showed
wound problems. One impediment in choosing IBR might be the possible future need for
radiotherapy, as it could compromise the reconstructed breast, but more research needs to be
done as the indications are still unclear in this case. Furthermore, several papers claim that
there is no difference in the rate of development of local cancer recurrence between the two
techniques. Additionally, no significant differences were found regarding fat necrosis, partial
flap loss, and total flap loss rate. It is fundamental to acknowledge that the presented
complications are higher in patients who present several comorbidities, like smoking and a

13
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higher BMI.

Conclusions

To conclude, we can state that IBR with free DIEP flap appears to be the superior
intervention option after a mastectomy, but the clinician needs to keep in mind all the risk
factors that might be present when deciding. Thus, the solution should be an individualized
treatment plan that provides the best outcome for the patient.

Keywords: DIEP flap breast reconstruction, Immediate breast reconstruction (IBR), Delayed
breast reconstruction (DBR), breast cancer, mastectomy
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First Honorable Mention

Assessing Prognostic Factors for Clinical Outcomes in Malignant Melanoma

Author: Andrada Adelaida Patrascanu’

Co-authors: Sebastian-Mihai Belbe!, loana-Bianca Moldovan', Alexandra-lulia Piucean',
Teodora-Maria Oros'

Coordinator: Assistant professor Andrada-Larisa Deac'

Affiliations:
1-“Iuliu Hatieganu” University of Medicine and Pharmacy, Cluj-Napoca

Background

Melanoma is a neoplasm developed from the pigment-producing cells, the melanocytes,
being acknowledged as the fifth most common cancer worldwide due to its rapidly increasing
incidence. Unlike other solid tumours, it is frequently diagnosed in people younger than 55
years old, which usually present risk factors like UV radiation exposure, family history,
atypical mole syndrome, and white race. Several mutations such as BRAF, affect the MAPK
pathway which is known to be involved in the development of malignant melanoma.
Notwithstanding, the prognostic role of BRAF mutation is contentious, its presence
seemingly linked with a worse survival outcome, but at the same time, it is considered to be
one of the most immunogenic malignancies, as melanoma and its tumoral microenvironment
represent an incredible target for immunotherapy and a valuable way to predict the evolution
of the patients.

Objectives
To determine the influence of histopathologic features and biologic factors on
immunotherapy response rate and disease prognosis.

Material and method

This assessment involved 4 patients diagnosed with stage III melanoma, two of which were
BRAF positive (females) and two BRAF negative (males). The following variables were
analyzed: age, gender, tumour site, neutrophil-to-lymphocyte ratio (NLR),
platelet-to-lymphocyte ratio (PLR), lymphocyte-to-monocyte  ratio (LMR),
tumour-infiltrating lymphocyte (TIL), growth pattern, Breslow thickness, and ulceration.

Results

Our analysis identified that 75% of our patients had high Breslow index(4-22), ulcerative
lesions, and non-brisk TILs. 50% presented vertical growth pattern, sole localization, low
CD8 (20-40%), low FOXP3 (30-60%), and subunitary CD8/ FOXP3 ratio. NLR ranged
between 2-4, PLR between 101-244, and LMR between 1,54-3,28, but they possess low
specificity because of the cut-off variations. Every patient enrolled in our study has clinical
prognostic factors associated with a poor prognosis, particularly the BRAF-negative patients
that showed progressive disease after 3 cycles of immune checkpoint inhibitors (ICI),
whereas one of the BRAF-positive patients treated with Dabrafenib and Trimetinib (D+T)
had one-year progression-free survival and the other presented progressive disease after 6
cycles of ICI + ongoing D+T.
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Conclusions

The improved survival of BRAF-positive patients is related to their higher CD8 and FOXP3
percentages, which make this type of melanoma a highly immunogenic tumour model.
However, data are controversial and require future confirmations because of the small
number of patients. In addition, we need reliable markers so as to be able to identify which
patients will respond to immunotherapy.

Keywords: malignant melanoma, BRAF mutation, immune checkpoint inhibitors, B-raf
inhibitors, melanoma prognostic factors
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Second Honorable Mention

Human Amniotic Membrane Biological Dressings in Burn Therapy - An Accelerating
Adjuvant for Standard Skin Grafts?

Author: Alexia-Gabriela Stratan -2
Co-authors: Catinca Dumitrescu', Mara-Georgiana Uliliuc!, Cosmin-Stefan Velnic'
Coordinator: Lecturer Camelia Tamas MD, PhD "*

Affiliations:

1-“Grigore T. Popa” University of Medicine and Pharmacy lasi
2-Romanian Student Society of Surgery

3-“Sf. Spiridon” Emergency Clinical County Hospital lasi

Background

Burns are amongst the most traumatic skin injuries, leaving large defects which render the
host susceptible to bacterial infections. Complications lead to systemic sepsis and severe
septicemia (75% of mortality in burned patients), obliging for appropriate wound care
management. Human amniotic membrane (HAM) is a multilayer membrane separated from
the chorion and placenta. Showing low antigenicity and promising support of cell
proliferation, HAM makes for an auspicious alternative to traditional burn dressing, not only
regarding healing time, but also proving to decrease the tissue bacterial bioburden.

Objectives
The aim of this review is to assess the functional and clinical efficacy of sterilized HAM as
an alternative dressing in burn wound care.

Material and Method

This review is based on 11 PubMed articles (10 Original Studies, 1 Meta-Analysis) published
between 2011-2020, totalling 632 patients. Inclusion criteria comprised patients with second
or third-degree burns (4-15% of total body surface area) requiring split-thickness skin grafts,
while those presenting less than second-degree burns or history of cardiac disease, renal
failure and underlying metabolic disorders were excluded. HAMs were isolated from the
placentae of screened donors based on medical history, followed by succesive washing,
air-drying and gamma-ray sterilization. The layer was then applied on the wound bed after
split-skin were harvested and grafted, accompanied by Vaseline and dry gauze dressing.

Results

Results were proven satisfactory regarding promotion of wound healing, with a complete
graft take rate of 96.76% and a mean duration of 6.98 + 1.35 days, significantly overcoming
the traditional 13.99 + 1.6 days. HAM is accompanied by rapid re-epithelialisation and
granulation-tissue development by inhibition of leucocyte protease activity and angiogenesis
stimulation. Moreover, laboratory investigations revealed that the basement membranes of
amnios share major components with human skin, thus resembling it both morphologically
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and ultrastructurally. Procurement and processing are facile, while sterilization and
preservation do not require consequential costs and show no obvious architectural changes
over time. However, the main concern focuses on whether the antibacterial activity against
burn-isolated resistant bacteria is potent, although it is safe to state that HAM dressings were
found impermeable to various bacili and cocci strains.

Conclusions

HAM biological dressings are a safe and feasible alternative to routine treatment course in
burn therapy with providential prospects for wound protection, microbial control and
maturation hastening, showing strong potential for a better over-all management of these
traumatic events.

Keywords: human amniotic membrane; biological dressings; burns; skin substitute
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1.2. Basic Medical Science
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Targeted therapies in polycystic ovary syndrome

Author: Maria Vancea!
Coordinator: Svetlana Capcelea'

Affiliations:
1-Department of Molecular Biology and Human Genetics, Nicolae Testemitanu State
University of Medicine and Pharmacy of the Republic of Moldova

Background

Polycystic ovary syndrome (PCOS) is a complex endocrine pathology manifested by
biochemical and clinical hyperandrogenia, is associated with ovulatory dysfunction and the
appearance of multiple cystic formations at the ovary level. Elucidation of pathogenesis,
diagnosis and treatment of PCOS are permanent concerns.

Objectives
Study of ethio-pathogenetic factors and molecular targets in the treatment of PCOS.

Materials and methods
The research is based on bibliographic analysis of the sources identified in PubMed, NCBI,
Research Gate and Medline, published in 2014-2024.

Results

PCOS is a complex and highly heterogeneous etiological pathology with the combination of
various genetic, epigenetic and environmental factors. In the pathogenesis of PCOS, severe
biochemical pathways have been studied in which products from various genes encoding
factors involved in the biosynthesis and metabolism of steroid hormones (CYP17, CYP1I,
CYPI19, CYP19, CYP19, HSD3B1-2, HSD17B1-3, StAR), insulin secretion and action
(IGF1, IGFIR, IGFBPI1-3, INS VNTR, IR, INSL, IRS1-2, PPARG), obesity and energy
regulation (MC4R, OB, OBR, POMC, UCP2-3), gonadotropin and gonadal hormones action
(ACTRI1, ACTR2A-B, FS, INHA, INHBA-B, INHC, SHBG, LHCGR, FSHR, MADH4,
AR). Different variations in these genes could lead to predisposition to anovulatory PCOS
and the concomitant risk of developing type 2 diabetes. Mutations in severe
aromatase-coding genes, including CYP11A1, CYP11B2, CYP17A1, CYPI9A1, CYPIAL,
CYP21A2, CYP3A7, have been reported to be involved in PCOS pathogenesis. These genes
and/or products of their expression become biomarkers in the diagnosis of PCOS and
potential therapeutic targets. Potential therapies in PCOS include exosome therapy, gene
therapy, and drugs based on targeting aberrant pathways by alleviating inflammation, insulin
resistance, excess androgen, and ovarian fibrosis, what are typical pathological elements of
PCOS. Researchers are concerned about understanding gene-gene, gene-environment
relationships when administering different biomolecules with affinity to signaling pathways
responsible for the pathogenesis of PCOS: PI3K/Akt, TLR4/NF-kB, Nrf2/HO-1, AMPK,
MAPK, JAK/STAT, Wnt/B-catenina, Notch, Hipo/YAP, TGF-B/Smad and hedgehog paths. In
women with PCOS, an excess of LH and an inadequate FSH/LH ratio are observed, and the
new therapeutic substances could base their action on GABA inhibition and stimulation of
the kisspeptin of GnRH neurons. Proteins from the GLUT type 4 family are targets for new
agents that would combat insulin resistance in patients with PCOS.
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Conclusion

PCOS is a multifactorial pathology, determined by the varied interaction of predisposing
genetic changes and environmental factors. The personalized approach of patients with PCOS
involves the correlation of metabolic disorders including ovulatory dysfunction, insulin
resistance, obesity with molecular-genetic tests.

Keywords: Hyperandrogenism, insulin resistance, polycystic ovary syndrome, signaling
pathways, targeted therapies.
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Harmonizing Recovery: Music Therapy in Traumatic Brain Injury resulting from
Motorcycle Accdients with Helmet Breakage

Author: Daria-Elena Druhus'
Co-author: Daria-loana Vreme'
Coordinator: Emilian-Bogdan Ignat Teaching Assistant MD'

Affiliations:
1- University of Medicine and Pharmacy Grigore T. Popa lasi

Background

Traumatic Brain Injury (TBI) encompasses a spectrum of neurologic dysfunction resulting
from external force to the head and possesses multifaceted challenges, necessitating
innovative approaches beyond conventional treatments. Music therapy has emerged as a
potential ally in the rehabilitation journey of TBI patients, offering holistic benefits across
cognitive, emotional, and physical domains.

Objectives

This study seeks to explore the effectiveness of music therapy as a supplementary treatment
approach in individuals suffering from Traumatic Brain Injury (TBI) following motorcycle
accidents wherein helmet breakage has occurred.

Material and Method

Our study employed a systematic review methodology to investigate music therapy's efficacy
in traumatic brain injury (TBI) in patients from motorcycle accidents with helmet breakage.
In conducting analysis, we searched across esteemed databases, including Web of Science
(Core Collection), PsycINFO and Google Scholar as well as accessing articles published
between 2005 - 2020 via PubMed. Initially, 5,472 studies were screened for eligibility, 228
being found suitable for encompassment in our analysis. Our inclusion criteria targeted
studies investigating music's impact on cognitive, emotional, and psychosocial aspects of
TBI rehabilitation on individuals aged 18 and above, who suffered a motorcycle accident
with helmet breakage. We focused on studies examining music therapy's impact on cognitive,
emotional, and psychosocial aspects of TBI recovery, considering diverse methodologies
such as experimental research and clinical trials.

Results

The trial has shown advancements among patients in both physical and cognitive domains, as
well as in social engagement through activities such as reading, games, music, artwork, and
internet access, complemented by standard inpatient rehabilitation services. Among the 228
patients evaluated, cognitive function displayed recovery rates ranging from 25% to 75%,
while emotional well-being demonstrated developmental progress in 30% to 60% of cases.
Motor skill recovery was observed at rates between 40% and 70%, with variations in quality
of life noted within the range of 30% to 70%.
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Conclusion

Music therapy shows promise as an effective intervention for addressing the complex needs
of patients with TBI resulting from motorcycle accidents with helmet breakage. By
integrating music-based interventions into comprehensive rehabilitation programs, healthcare
providers can enhance cognitive function, promote emotional well-being, and facilitate the
overall recovery process in this vulnerable population.

Keywords: Traumatic Brain Injury, Music Therapy, Motorcycle Accidents, Helmet Breakage
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Could your occupation cause skin cancer? Deciphering the connection between one face
and two sides of a story

Author: Daria-Ioana Vreme'
Co-author: Daria-Alexia Grigoras', Daria-Elena Druhus', Toana Adumitresei'
Coordinator: Teaching Assistant MD, PhD Irina-Mihaela Jemnoschi-Hreniuc'

Affiliations:
1-“Grigore T. Popa” University of Medicine and Pharmacy, Iasi, Romania

Background

Occupational factors play a significant role in the risk of developing skin cancer, alongside
environmental exposures such as ultraviolet radiation (UVR), personal habits, and genetic
predisposition. Over the last 50 years, the global incidence of skin cancer has surged
dramatically, with basal cell carcinoma (BCC) emerging as the predominant form, followed
by squamous cell carcinoma (SCC) and melanoma which, despite its lower prevalence,
presents as the most aggressive variant, with heightened metastatic potential.

Objectives
This review aims to magnify the correlation between sun exposure on distinct facial regions
and the primary types of skin cancer incited by this factor.

Material and Method

In the process of conducting this systematic review, extensive searches were conducted
across multiple databases including Embase, Medline (Ovid), and Web of Science (Core
Collection), alongside accessing articles on PubMed published between 2007-2023. Our
inclusion criteria focused on primary research studies investigating the impact of sun
exposure on individuals aged 25 and above, specifically examining the risk of the three
predominant types of skin cancer. Our analysis encompassed over 1500 cases, with
approximately 1300 BCC, 100 SCC and the remaining cases pertaining to melanomas.
Additionally, our research indicates that certain occupations are associated with an elevated
risk of skin cancer in specific facial regions. Hence, our study investigated individuals
employed as taxi drivers, truck drivers, farmers, railway engine drivers and workers, firemen,
miners, and quarrymen. Odds ratios (OR) and 95% confidence intervals (CI) were estimated
using logistic regression mixed models.

Results

For skin cancer as a whole, miners and quarrymen registered excess risk, regardless of
exposure to solar radiaton and skin type. Frequency of BCC proved higher among railway
engine drivers and firemen (OR 4.55; 95% CI 0.96-21.57), and farmers (OR 1.65; 95% CI
1.05-2.59). Furthermore, research has demonstrated that railway workers exhibit a
heightened susceptibility to BCC on the forehead, while taxi and truck drivers have been
found to develop BCC on the left auricular helix, with SCC commonly observed on the left
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arm. The occupations that registered a higher risk of SCC (though not of BCC) in those
involving direct contact with livestock and construction workers (OR 2.95, 95% CI
1.12-7.74).

Conclusions

The association between occupation and skin cancer incidence, as demonstrated by distinct
patterns across various professions, underscores the importance of recognizing and
addressing these occupational risks. Understanding these occupational risks is crucial for
implementing targeted preventive strategies to safeguard the health of workers worldwide.

Keywords: occupation, squamous cell carcinoma, basal cell carcinoma, melanoma;
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1.3. Clinical Medical
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The importance of spirometry in bronchial asthma management and the predictive
value of MMEF and FEV1 parameters for future exacerbations

Author: Ioana Marica'
Coordinator: Paraschiva Chereches-Panta MD'

Affiliations:
1- “Iuliu Hatieganu” University of Medicine and Pharmacy, Cluj-Napoca

Background

Spirometry is currently the most used and most reliable method to diagnose bronchial asthma
and to follow its evolution (control assessment of symptoms and risk for exacerbations ). A
recent study has shown a suboptimal control of bronchial asthma and other studies showed
that the prevalence of asthma is increasing. That is why we considered necessary a study that
shows the correlation between spirometry parameters and symptomatology, along with the
risk for future exacerbations of asthmatic patients.

Objectives

The importance of performing spirometry in bronchial asthma monitoring, correlating the
values of the functional parameters with the number of exacerbations and quantifying this
correlation highlighting the predictive value of FEV1 and MMEF for the risk of future
exacerbations.

Material and Method

It is a cohort, observational, retrospective study. It was carried out in the Emergency Clinical
Hospital for Children in Cluj-Napoca, Pediatric Clinic III. For this study, the closed circuit
method of spirometry was used. The size of the entire sample was 480 patients who
performed spirometry, of which 184 were diagnosed with bronchial asthma. 28 patients with
asthma were randomly selected and followed up for 2 years (January 2022- December 2023)

Results

Values of the spirometric parameters FEV1 and MMEF were collected from all patients with
asthma (n=184). The comparison between the values of FEV1 for patients with controlled (C)
and uncontrolled (UC) symptomatology, showed lower values of FEV1 in the UC group
(p=0,015). A 10% higher frequency of patients with FEV1 values &It;80% was observed in
the NC group, compared to the C group. The number of exacerbations during two years was
tracked in correlation with the values of spirometric parameters at the beginning and then at
the end of the follow-up period. The regression model was statistically significant (p=0.006)
for MMEF values (Spearman Multiple correlation coefficient R=0.26).
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Conclusions

Patients with uncontrolled bronchial asthma presented significantly lower values of FEV1
compared to the group of patients with controlled bronchial asthma, thus reflecting the
impairment of lung function at the time of spirometry, but without predictive value on the
evolution of the disease.

Performing spirometry is very important to identify a small but significant group of

patients (10%) with low FEV1 values and without obvious symptoms and to guide

treatment decisions that reduce asthma morbidity and mortality .

The higher rate of exacerbations was correlated with MMEF values of <80%,

which gives this parameter a predictive value for the risk of disease progression.

Keywords: bronchial asthma, spirometry, monitoring
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Neuroendocrine tumours
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Background

Neuroendocrine tumours are a heterogeneous group of malignancies that develop from
neuroendocrine cells found in different organs and tissues. These tumours can be slow or fast
growing and their clinical and biological characteristics can vary considerably.

Objectives

The objectives of the paper are to evaluate the efficacy of surgical excision in the treatment of
neuroendocrine tumors, especially in terms of survival and control of associated symptoms,
and to analyze paraclinical laboratory results such as APTT, PT, bilirubin, creatinine,
glycaemia, liver enzymes, serum amylase, plasma protein leveles, creatinphosphokinase,
LDH, serum sodium, serum potassium, serum haemoglobin, leukocytes and neutrophils to
assess relevant biomarkers in the management of neuroendocrine tumours.

Materials and methods

Twenty patients with confirmed diagnosis of neuroendocrine tumour were followed up over a
5-year period (2017-2021). Of these, just over half were female (56.62%). The sex ratio was
1.3:1 female:male. Statistical analysis was performed using Microsoft Office Excel and IBM
SPSS Statistic 28.0 software (IBM Corporation, USA, 2022). Descriptive statistics were
calculated for all variables.

Results

The average age in the group was 60 years, with a minimum age of 20 years and a maximum
age of 81 years. The mean age among male patients was 55 years, while in the group of
female patients it was 66 years. This difference did not reach the threshold of statistical
significance. All deceased patients were female. Analysis of paraclinical parameters showed
significant differences between the deceased and cured patients. APTT and prothrombin time
were significantly higher in deceased patients, suggesting an association between coagulation
dysfunction and adverse outcome of neuroendocrine tumours. Direct and total bilirubin,
serum creatinine and serum urea levels were significantly higher in deceased patients
compared to cured or improved patients. These differences suggest the involvement of the
liver and renal system in the adverse outcome of neuroendocrine tumours. The majority of
patients had primary tumors in the intestine (69.57%), followed by pancreas (26.09%) and
lungs (4.34%). Distant metastases were seen in 61% of patients, with liver and lung
metastases being the most common.
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Conclusions

Neuroendocrine tumors affect both men and women. Patients of any age may be involved.
Patients with neuroendocrine tumours are at significant risk of complications and death. The
prognosis is more reserved among women. Liver and lung metastases are most common.
Surgery is the main treatment, but drug therapy and radiotherapy can be used as adjuvant.

Keywords: management, surgical, neuroendocrine, surgical, radiotherapy
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Whole Exome Sequencing’s role in the diagnostic odyssey of neurodevelopmental
disorders
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Background

Elevating our grasp of medical genetics, Whole Exome Sequencing (WES) is taking us a step
forward to personalised medicine. Whereas gene panels look for specific gene’s variants,
WES has a more global view over the patient’s DNA, offering an unbiased approach in
identifying rare genetic disorders. Neurodevelopmental disorders (NDDs) are a group of
conditions that affect cognitive, motor and social functions. Because of the genetic
heterogeneity, the clinical diagnosis challenge and the importance of early intervention that
NDDs impose, it’s obvious how WES could shorten the diagnostic odyssey in the best
interest of the patients.

Objectives
This research’s objective was to see how WES testing can be used to look for the underlying
etiology of NDDs in order to provide the best medical care for the patients.

Material and method

We aimed to test patients with NDDs over a period of three months at the Medical Genetic
Outpatient Clinic Regina Maria Cluj-Napoca. There were a total of 21 patients who presented
with NDD-like phenotype and underwent WES testing.

Results

The results showed either pathogenic variants or variants of uncertain significance (VUS) for
6 patients.

Remarkably, one patient marked the first diagnosed case of ODLURO syndrome in Romania.
The patient inherited a variant of the KMT2E gene from his father, who also presents
autistic-like behaviour. The mutation, in this case, being very relevant for the parents’ desire
to have more children.

Genetic testing showed another patient’s hemizygosity for a chromosome X duplication,
indicative of the pathogenic MECP2 duplication syndrome. The last four patients exhibited
modifications in their exomes that were also linked to NDD symptom:s.

All patients presented mostly the same symptoms, but each one of them had a distinct gene
defect. Thus, it’s understandable that WES is the perfect tool to look for the etiology as there
would be hundreds of possible genetic targets. There’s more room for progress as WES
testing didn’t manage to unravel the etiology for 15 patients, showing there could be more
epigenetic or non-genetic causes for the NDDs.
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Conclusions

To sum up, our research showcased the effectiveness of WES in identifying distinct gene
defects associated with NDDs. Notably, WES revealed novel diagnoses, such as ODLURO
syndrome and MECP2 duplication syndrome, emphasizing its role in expanding our
understanding of genetic disorders. Overall, WES is a new genetic technology that is paving
the way for more targeted and individualised medical care for patients with
neurodevelopmental disorders.

Keywords: Whole Exome Sequencing, neurodevelopmental disorders, ODLURO syndrome,
MECP?2 duplication syndrome, genetic testing
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The Obesity-Menopause Conundrum in Breast Cancer — The Risk of Weight and
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Background

Breast cancer (BC) represents the most common malignancy in women, with incidence on the
rise. While a polymorphic disease, obesity is one of the factors incriminated to increasing the
risk of developing BC and to a worsening prognosis. Menopausal status is the fulcrum on
which the association between obesity and BC reputedly hinges. One of the most consistent
associations has been its increased risk for post-menopausal BC in contrast to a null or
inverse association in pre-menopausal women. Obese post-menopausal women have an
increased risk of hormone receptor-positive BC, whereas pre-menopausal women have a
higher proportion of triple-negative BC, risk of recurrence, and mortality rates reported.

Objectives

The study aims to assess different clinical, imagistic, and biological determinants of fat mass
and gonadotropic axis in BC-treated patients according to their menopausal status at
diagnosis.

Material and methods

Seventy-eight BC female patients evaluated in the Endocrinology Department for metabolic
or endocrine disease associated with BC treatment were included in the current
cross-sectional analysis. All women were at menopause, either physiologic or therapeutically
induced. Fat mass was assessed by dual-energy X-ray absorptiometry (DEXA), with data on
total fat mass, subtotal fat mass (without head region), and trunk fat mass measured in grams
(g) or as percentage (%) of total body mass. Immunoassays were used to determine serum
hormone levels of insulin, FSH, estradiol, estrone, and total testosterone. Insulin resistance
was calculated by the HOMA-IR index.

Results

Post-menopausal diagnosed women showed statistically significant higher BMI (t=-3.159,
p=0.002), abdominal (t=-2.305, p=0.036), and hip circumference (t=-2.683, p=0.009), but not
hip/abdominal ratio (t=-0.647, p=0.520); also, they had significantly higher body fat mass
(either total, subtotal, or trunk fat; p<0.05). No statistically significant differences were
observed in fasting glucose (t=-0.800, p=0.426), cholesterol (t=-0.566, p=0.573) or
triglycerides (t=0.969, p=0.336). Insulin levels, however, were significantly increased in the
post-menopausal group (t=-2.420, p=0.018), and subsequently, the HOMA-IR index was
significantly increased (t=-2.305, p=0.024). Regarding sex hormones, no statistically
significant differences were observed in circulating estrogens (estradiol and estrone) nor
androgens (total testosterone and calculated free androgen index). However, for both
pre-menopausal and post-menopausal groups, no statistically significant differences were
observed in sex hormones according to weight status (obese vs non-obese).
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Conclusions
This study shows a significant difference between weight status and risk of BC regarding

menopausal status, supporting obesity as a risk factor in post-menopausal patients and a
protective factor pre-menopausal, underlying the polymorphism of breast cancer disease.

Keywords: breast cancer; obesity; menopause.
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1.4. Clinical Surgical

35



Abstract Book - Medicalis Congress 2024

The surgical treatment of superior thoracic outlet syndrome
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Background

Thoracic outlet syndrome (TOS) was first described by Peet, in 1956, and encompasses three
interrelated syndromes characterized by the compression of nerves, arteries or veins in the
upper chest and lower neck region. The current treatment protocols involve a combination of
conservative and surgical approaches, tailored to the type of TOS and the severity of
symptoms.

Objectives

The primary objective is to promote the first rib resection as the most suitable therapeutic
option for the above-mentioned pathology that is refractory to the conservative treatment.
Secondary, the paper will enlighten the impact of surgical treatment on long-term outcomes,
including pain relief, functional improvement, and patient satisfaction, following surgical
treatment for TOS.

Material and Method

The present paper summaries and analyses the data from 318 articles published in English, in
free full text listed on PubMed databases, in the last 5 years. Prospective cohort studies of
interest and comparative studies that meet the inclusion criteria were encompassed.
Furthermore, the paper illustrates our surgical technique based on case reports.

Results

In terms of surgical management, a standardized surgical approach has not yet been
established. However, the largest series published in the literature indicates a high success
rate with transaxillary first rib resection. The rationale of this approach is that the first rib
forms the common denominator for all causes of nerve and vascular compression in this
region, so that its removal generally improves symptoms Nonetheless, serious complications
such as scapular winging and snapping, as well as pneumothorax, have been linked to this
procedure. Additionally, some studies have reported a high recurrence rate. Consequently, to
mitigate the risk of complications and recurrence, the supraclavicular approach has been
recommended for first rib resection and scalenectomy. Besides these two surgical approaches
above-mentioned, the video-assisted thoracic surgery (VATS) approach is a superior
alternative to the classic transaxillary access for treatment of TOS. The visualization of the
entire length of the first rib and the neurovascular bundle is excellent, enabling thorough
posterior resection. Potential complications linked to rib resection for TOS encompass
chylothorax, paresthesia, neurovascular damage, and persistent pneumothorax.
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Conclusions
The first rib resection, regardless of the indication, is an operation with very good results in
well-selected cases and can be performed with very low morbidity and negligible mortality.

Keywords: thoracic outlet syndrome, first rib resection, transaxillary approach,
supraclavicular approach, VATS approach
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Background

Parathyroid adenoma is a benign tumor of the parathyroid glands which accounts for the
majority of cases of primary hyperparathyroidism (80-85%). Abnormal migration during
embryogenesis can determine an ectopic placement of the parathyroid glands, encountered in
up to 16% of cases. A frequent site that should not be overlooked is the mediastinal position,
where the gland is primarily intrathymic.

Objectives

The primary objective is to present the optimal management of the pathology by analysing
the methods of diagnosis and imaging, as well as the therapeutical approach. Secondary, the
paper will enlighten the techniques with the greatest therapeutic advantage and the least
adverse effects.

Material and Method

The scientific paper summaries and analyses the data from 15 out of 40 identified articles
published in English listed on PubMed databases, in the last 20 years. Comparative studies,
reviews, meta-analyses and case series that meet the inclusion criteria were included. In
addition, the paper illustrates the elected surgical treatment and technique by means of a case
report.

Results

An integral part of the treatment is preoperative localisation of the ectopic gland.
Ultrasonography, while useful in the neck region, has been proven inefficient for detecting
mediastinal parathyroid adenomas. Preoperative *™Tc-MIBI scan has been utilised for
detection of ectopic glands, reporting a sensitivity between 80 and 90%. Computerized
tomography (CT) and magnetic resonance imaging (MRI) can also contribute to the
diagnosis, but used alone they possess lower sensitivity (65% and 75% respectively). Better
detection can be achieved with single emission photon computer tomography (SPECT) in
association with CT(SPECT/CT). Four-dimensional CT has proved to be useful when the
aforementioned investigations have failed, but the dose of radiation is higher. Positron
emission tomography (PET) radiotracers (''C-methionine, choline) could become a better
alternative, however it is still limited by the high cost and low availability. Currently, the first
line of imaging is comprised of *"Tc-MIBI associated with SPECT/CT. The most effective
therapeutical option remains the surgical removal of the abnormal intrathymic glands. The
small number of cases have halted the establishment of a standard approach. Video-assisted
thoracoscopic surgery has been shown to have less complications and a lower mean hospital
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stay than a median sternotomy. A cervical incision approach can be used, but it has proven
ineffective in lower mediastinum sites.

Conclusion

Mediastinal parathyroid adenoma is a rare and challenging pathology, successful
management depending on preoperative localisation which enables the use of minimally
invasive surgical treatment.

Keywords: mediastinal parathyroid adenoma, parathyroid imaging, hyperparathyroidism,
minimally invasive thoracic surgery
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Background

Hernia is a condition in which an organ or tissue protrudes through a weakened area of the
abdominal wall. Hernia management involves assessment, diagnosis and treatment. The
collaboration of surgeons with anaesthetists and radiologists is very important.

Objectives

The main aim of this paper is to evaluate the differences between elective surgery and
emergency surgery patients .Thus, demographic characteristics, type of surgery and
paraclinical data are followed.

Material and method

50 patients with inguinal hernia are followed retrospectively over one year. Patients with
incomplete data were excluded from the study. All information collected from patients was
centralized in a database created using Microsoft Excel; IBM SPSS Statistic 29.0 (IBM
Corporation, USA, 2023) was used for statistical analysis. Independent groups t-student test
was used for data comparison. A p-value <0.05 was considered statistically significant.

Results

The group consisted of 50 patients of which 11% were female and 89% male.Of these, 50%
had emergency and 50% elective interventions.The average age in the group was 60 years,
with a minimum of 21 years and a maximum of 92. 37% of the patients were from urban
areas and 63% from rural areas. A much higher percentage of rural patients underwent
emergency surgery compared to urban patients.The average age of patients who underwent
emergency surgery was significantly higher than those who underwent elective surgery. Only
1% of elective surgery patients and 5% of emergency surgery patients had postoperative
hydrocele.1% of patients who underwent emergency surgery developed postoperative
phlegmon, compared with electively operated patients in whom this complication did not
occur.

Conclusions

Patients undergoing emergency surgery have a higher rate of postoperative complications
such as intestinal obstruction, the phlegmon.The mesh was used more often among
emergency surgery patients. The recurrence rate is as high among emergency patients as it is
among elective patients.Elective procedures were associated with lower serum glucose values
compared to emergency procedures.Emergency surgery patients had slightly higher ASA
scores, indicating a more severe physical condition before surgery.

Keywords: hernia, emergency, male, hydrocele, phlegmon
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Background

Acute mesenteric infarction is caused by a sudden drop in blood flow. Nonspecific
symptomatology together with the fast progression contributes to a high mortality rate of
about 60-80%.

Objectives

The aim of the study is to highlight the difficulty of establishing a diagnosis based on a
non-specific clinical picture and the importance of risk factors and clinical variables. The
study also aims to follow the evolution of patients and their condition at discharge.

Material and method

Fifty-eight patients with a diagnosis of mesenteric infarction with diagnosis code K55.0 are
being followed from February 2018 to July 2022. Patients with incomplete data or those who
died before surgery were excluded. Statistical analysis was performed using Microsoft Office
Excel and IBM SPSS Statistic 29.0 (IBM Corporation, USA, 2022). Descriptive statistics
were calculated for all variables. The y2 test (Chi-Squared Test) with or without Yates
correction was used for comparisons between categorical variables.

Results

The study shows a higher prevalence among men than women. The average age in the group
was 70 years. In the female patient group, the age was higher compared to the male patient
group. 81% of the patients in the group were pensioners, of whom 64% showed improvement
at discharge. 29% of the patients in the group died after surgery. 59% of patients had diabetes,
55% hypertension, 84% were obese, 62% had dyslipidemia. 81% of patients were
non-smokers. In the batch, the average number of secondary diagnoses was 11, with a
maximum of 23. Renal function was assessed using creatinine and urea. The mean creatinine
value was 2 mg/dl. Sindromul inflamator asociat injuriei vasculare a fost evaluat folosind
valoarea numarului de leucocite si neutrofile circulante. Inflammatory syndrome associated
with vascular injury was assessed using circulating leukocyte and neutrophil counts.

Conclusion

Although smoking is an independent risk factor in the pathogenesis of vascular disease, 81%
of the patients in the group were non-smokers. This demonstrates that the presence of other
comorbidities such as diabetes mellitus, hypertension, dyslipidaemia and ischaemic heart
disease may have a more important role in the pathogenesis of the disease.

Keywords: ischaemia, sudden, elderly, comorbidities, nonspecific
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Background

Fetal surgery, also known as intrauterine surgery, has evolved significantly over the years.
This specialized branch of surgery focuses primarily on treating congenital conditions and
abnormalities of the developing fetus. Prenatal repair of myelomeningocele (MMC), the most
common and severe form of spina bifida, is an exceptionally delicate surgical procedure in
which fetal surgeons open uterus and close the opening behind the baby while it is still in the
womb. Because spinal cord injury progresses throughout the gestational period, prenatal
repair of myelomeningocele can prevent further damage.

Objectives

The aim of this study is to meticulously analyze the surgical approach to myelomeningocele
and ascertain its outcomes. By delving into this intricate procedure, we aim to shed light on
the efficacy and impact it holds in clinical practice, contributing to the advancement of
neurosurgical care.

Materials and Methods

The research was conducted on PubMed using the keywords "fetal surgery," "spina bifida,"
"myelomeningocele," and "prenatal." Scientific papers were selected based on inclusion
criteria, which involved patient groups treated with both prenatal and postnatal surgery,
recovery period, postoperative well-being of patients, operating time and the effectiveness of
the procedure itself. Articles mentioning patients with major complications were excluded.
Risk of bias was not assessed, and PRISMA criteria were used for data synthesis.

nmn

Within the carefully curated selection of 12 articles, we have delved into two impactful
studies that contribute significantly to the field. The initial study, led by the esteemed
National Institute of Child Health and Human Development (NICHD), meticulously
scrutinized a cohort of 183 patients treated between 2010 and 2020. Notably, 91 patients
underwent prenatal surgery, while 92 opted for postnatal intervention.

The second study, conducted at the Saint Louis Fetal Care Institute, methodically
investigated a cohort of 58 patients, all of whom received prenatal treatment, spanning the
years 2011 to 2017. Thus, this scientific undertaking illuminates a collective insight derived
from a comprehensive study group of 241 patients.

Results

According to the first study, children from the group that underwent prenatal surgical
intervention showed a significantly higher likelihood of achieving independent mobility
(44.8% compared to 23.9% in the group that underwent surgery after birth). Subsequent
research indicates that prenatal repair of myelomeningocele improves motor outcomes at
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the age of 30 months compared to postnatal repair. Within the cohort of 58 patients
analyzed in the second study, 2 unfortunately succumbed to prematurity (3.44%), and 30
required treatment for hydrocephalus (51.72%).

Conclusion

Fetal surgery for spina bifida brings remarkable benefits, notably reducing the need to divert
fluid from the brain, enhancing mobility, and increasing the likelihood of independent
walking for the baby. This intervention addresses and mitigates the effects of spina bifida, a
congenital condition impacting the spinal cord. By surgically repairing the
myelomeningocele (MMC) prenatally, the procedure contributes to improved long-term
outcomes for affected individuals, preventing ongoing damage and fostering a foundation for
healthier development. This proactive approach underscores the transformative impact of
medical innovation on the lives of those with spina bifida.

Keywords: Fetal surgery, intrauterine, myelomeningocele, spina bifida, independent walking,
prematurity , hydrocephalus
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Background

Cholecystolithiasis with obstruction of the bile duct is a common medical issue. Endoscopic
retrograde cholangiopancreatography (ERCP) and laparotomy with choledochotomy are
commonly used in treating this condition. ERCP is a minimally invasive procedure allowing
for the assessment and treatment of biliary tract problems, whereas laparotomy with
choledochotomy is the traditional method involving a large incision in the abdomen.

Objectives
This review aims to compare these two surgical methods in terms of: hospitalization period,
recovery period, operating time and postoperative well-being.

Materials and Methods

The research was conducted on PubMed using the keywords "gallstone," "ERCP,"
"choledochotomy," and "stone extraction." Scientific papers were selected based on
inclusion criteria, which involved patient groups treated with both ERCP and laparotomy,
hospitalization period, recovery period, postoperative well-being of patients, operating time
and procedure effectiveness. Articles mentioning patients with major complications and
individuals over the age of 70 were excluded. Risk of bias was not assessed, and PRISMA
criteria were used for data synthesis.

Results

Out of the total of 18 articles found, 10 studies were selected. The cohort comprised 1423
patients, with 712 treated using ERCP and 712 through traditional surgery. The patient
group treated with ERCP had a hospitalization period of 1-2 days, with postoperative pain
that was easier to manage and an operating time of approximately 15 minutes. Meanwhile,
the group treated with the traditional method experienced moderate to intense pain, and the
hospitalization period ranged from 7 to 20 days and with an operating time of approximately
90 minutes. Minimally invasive surgery patients had a recovery period of up to 3 weeks
compared to the other group, where the maximum recovery period was 7 weeks.

Conclusion

ERCP represents a less invasive alternative to laparotomy with choledochotomy in the
treatment of gallstone disease. Understanding the advantages offered by ERCP, such as
rapid recovery, reduced complications, and diagnostic precision, makes this method an
attractive option in the management of gallstones. These advantages also encourage further
research into these treatment methods.

Keywords: Common bile duct, gallstones, laparotomy, complications
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Is our destiny written in our genes? — a hypertrophic cardiomyopathy case
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Introduction

Hypertrophic cardiomyopathy (HCM) is the most frequently inherited heart disease and an
important cause of sudden cardiac death in young patients, who are often unaware of their
underlying condition. Mutations in MYBPC3 and MYH?7 are the most frequent genetic cause
of HCM and are attributed to more than 50% of all HCM cases. The clinical heterogeneity of
HCM requires ways to identify patients at a high risk of complications and to evaluate their
quality of life.

Case Report

A three-year-old male patient was admitted to the hospital due to Rx abnormalities
(cardiomegaly) detected during examination for an episode of pneumonia. Paraclinical
examinations (ECG, echocardiography, cardiac MRI) led to the diagnosis of hypertrophic
cardiomyopathy. The genetic investigation (NGS) was performed and revealed two
pathogenic variants, ¢.1224-52G>A (Intronic) and c.3124del (p.Thr1042Leufs*4), identified
in MYBPC3.

MYBPC3 gene is associated with a spectrum of autosomal dominant cardiomyopathy
conditions. Furthermore, 5 additional variants of uncertain significance were also identified.
The family genetic testing revealed that the patient's mother was carrying the pathogenic
variant, ¢.1224-52G>A (Intronic), identified in MYBPC3 and that the patient's father was
carrying the pathogenic variant, c.3124del (p.Thr1042Leufs*4), identified in MYBPC3. Prior
to the genetic testing, the parents showed no clinical signs of cardiac pathology.

Discussion

HCM is an archetypical single-gene disorder with an autosomal dominant pattern of
inheritance. Therefore, a single mutation is usually sufficient to cause the disease, however,
with variable penetrance and expression.

The variability of the phenotype is due, at least in part, to the causal mutation acting in
concert with several other genetic and nongenetic influences. Approximately 60% of patients
with HCM have a recognisable familial disease.

Conclusion

Although specific genotype-based treatments for HCM are not yet available, positive genetic
test results confirm the aetiology of the disease and enable mutation-specific confirmatory
testing of the appropriate family members.

Keywords: MYBPC3, cardiomyopathy, hypertrophic
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Introduction

Initially, children infected with SARS-COV-2 were regarded to be either asymptomatic or
presenting mild symptoms. However, in light of recent findings, a new entity was described
as multisystemic inflammatory syndrome in children (MIS-C), associated with
SARS-COV-2, consisting of a severe hyperinflammation state with a wide array of
symptoms. Due to the vital prognosis, we will be discussing the cardiovascular involvement.

Case report

We report the case of a 7-year-old boy referred with a persistent fever for the past month. His
recent history included cervical lymphadenopathy, hepatosplenomegaly, and myalgia. Upon
admission, the physical exam also indicated bilateral conjunctivitis and strawberry tongue.
Further laboratory investigations showed high levels of inflammatory markers including CRP,
ESR, and IL-6 as well as positive SARS-COV-2 Ig G antibodies. A giant right coronary
artery aneurysm measuring 6/9mm (Boston Z score of 10) was found on cardiac
ultrasonography. Thus, the patient fulfilled the WHO criteria for SARS-CoV-2-associated
multisystem inflammatory syndrome. He was treated with intravenous immunoglobulins and
methylprednisolone, as well as aspirin and Enoxaparine due to the possible thrombotic
complications. Although both clinical and biological findings normalized, the coronary
aneurysm showed no improvement at the 1,3 and 6-month follow-up.

Discussions

MIS-C is hypothesized to be caused by a post-infectious immune dysregulation which
explains the improvement seen after immunomodulatory agents. Cardiac involvement is a
frequent feature and consists mainly of left ventricular dysfunction, coronary artery
aneurysms, and myocarditis. Given the overlapping features with Kawasaki disease, the
leading cause of acquired heart disease in children, prompt diagnosis and treatment are
essential for MIS-C patients.

Conclusions

Coronary artery aneurysms are reported in 6% to 24% of patients with MIS-C. Due to its
novelty, the long-term evolution of cardiovascular sequelae remains unknown. However,
given the possibility of severe cardiac ischemia at a young age, clinicians should be familiar
with this entity and ensure a long-term follow-up.

Keywords: MIS-C, coronary artery aneurysm, SARS-COV-2, children
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Introduction

Cowden syndrome is a rare autosomal dominant disease characterized by the development of
multi-systemic hamartomas and increased risks of breast, thyroid, renal and endometrial
cancers. Most patients with Cowden syndrome present mutations of the phosphatase and
tensin homolog (PTEN) gene on chromosome 10, being one of the PTEN hamartoma tumor
syndromes (PHTS). The involvement of this gene in the pathogenesis results in the variability
of symptoms of this disease. An unusual manifestation is the prevalence of cognitive
disorders and autism spectrum disorder (ASD).

Case report

We report the case of a 10-year-old male patient with a family history specific for PHTS
(uncle with macrocephaly), currently diagnosed with right thyroid nodule (under evaluation
and treatment). The patient presents characteristic symptoms of Cowden syndrome: growth
retardation, premature puberty, macrocephaly and hyperpigmentation of the glans.
Furthermore, the patient is known with various other types of tumors, such as axillary
hamartomas and right testicular lipomas (previously excised). As far as cognitive disorders
are concerned, the patient developed ASD symptoms starting from the age of 1 year and 6
months, with the language function being the most affected. Considering the particular
phenotype, an NGS-21 gene panel was recommended. The molecular analysis identified the
heterozygous c. 414T>G, p(Tyr138*) pathogenic variant in the PTEN gene.

Discussions
The variability of the Cowden syndrome’s symptoms makes this disease hard to diagnose.
Furthermore, it is one of the few causes of non-idiopathic ASD.

Conclusions

The fact that the PTEN gene is also involved in brain development leads to the unique
association between two apparently different conditions: an oncologic predisposition
syndrome and ASD.

Keywords: ASD, Cowden Syndrome, PHTS
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Introduction

Diffuse large B-cell lymphoma is the most common form of non-Hodgkin's lymphoma. The
standard treatment regimen is R-CHOP (rituximab, cyclophosphamide, doxorubicin,
vincristine, prednisolone). Rituximab is thought to exacerbate Kaposi sarcoma, a disease
mostly encountered in immunocompromised HIV-positive patients, the aetiologic agent being
KSHV/HHVS.

Case report

We describe the case of a 77-year-old Caucasian male who presented in the clinic with a left
cervical mass and upon HP/IHC evaluation was diagnosed with stage IIA Large B-cell NHL.
The blood tests were normal and a CT scan revealed laterocervical adenopathies. After
surgical removal of the mass, from May to October 2021, he underwent eight 3-week cycles
of R-CHOP, which were well tolerated. Another CT scan was made in November which
showed no suspicious lesions. After the 6™ cycle the patient presented with purplish spots on
the back of the hands, which exacerbated in December 2021, spreading to the upper arm and
the thigh. The histopathological appearance was compatible with the diagnosis of Kaposi
sarcoma; the THC staining was positive for HHVS, but the HHV8 and HIV serological tests
came out as negative. From February to July 2022 he underwent 12 cycles of paclitaxel,
having a favourable evolution.

Discussions

What makes this case stand out is that our patient did not have a history of KS. Rituximab
may be involved in latent HHVS reactivation due to B-cell depletion, increasing the chances
of KS development in HIV-negative patients with a compromised immune system due to
another cancer. Such events are rare, limited to a few case reports in the literature and the
underlying mechanism has not been yet elucidated, requiring further studies.

Conclusions

Clinicians should be vigilant when administering rituximab alongside other
immunosuppressive therapies in cancer patients and should resort to HHVS screening in
those at risk of infection.

Keywords: Kaposi Sarcoma, Lymphoma, Rituximab, HIV
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Introduction

Burkitt lymphoma is a rare aggressive disease, more commonly found in children, but with
worse prognosis in adults. Two clinical variants were reported: sporadic (unknown etiology)
and endemic (immunodeficiencies). Our case report highlights a sporadic primary gastric
Burkitt lymphoma, a non-Hodgkin subtype, with only a small number of cases reported
worldwide.

Case Report

Disease onset occurred in June 2023 when a 10-year-old boy presented fever initially treated
as an upper respiratory tract infection by the primary physician. The symptoms evolved with
jaundice and he was suspected of hepatitis. During conservatory treatment for hepatitis,
massive coffee-ground vomiting appeared. CT-exam revealed a thickening of the gastric wall
with bile duct compression explaining the initial symptoms. The patient was admitted into the
pediatric oncology department where we opted for transcutaneous eco-guided biopsy
resulting in diagnosing the patient with Burkitt lymphoma. The staging was completed with
bone marrow aspiration and a spinal tap, ranking it stage III. He underwent chemotherapy
with Rituximab based protocol showing quick response confirmed by the CT scan. The side
effects reported were pancytopenia with fever in 2 cycles, digestive toxicities (nausea,
vomiting, mucositis) and hepatic cytolysis.

Discussions

Burkitt lymphoma is one of the least common forms of gastric cancer affecting children. This
tumor should be treated aggressively, chemotherapy showing increased sensitivity. Long-term
survival rates are reported, whereas surgery has a small role. Transcutaneous biopsy proved
to be more accessible in our case than endoscopy, due to the extension of the tumor in the
superficial hypogastric region. The initial symptoms mimic different conditions and careful
considerations should be given to establish the diagnosis and start treatment immediately.
Delayed diagnosis and treatment lead to death due to this highly curable disease.

Conclusions

We reported the case of a rare lymphoma with an even rare presentation. Quick diagnosis and
aggressive treatment lead to complete response, which is confirmed at the monthly
follow-ups.

Keywords: Burkitt lymphoma, Rituximab, transcutaneous biopsy, hepatitis
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Introduction

Histamine intolerance (HIT) defines the intolerance of histamine manifested at the ingestion
of food. It is caused by a deficiency of the histamine-degrading enzyme diamine oxidase
(DAO) or an existing imbalance between histamine and DAQO. The polymorphisms of the
DAO or HNMT, drugs and foods that inhibit the activity of these enzymes, foods rich in
histamine or promote histamine release, respectively dysbiosis are the main etiological
factors of HIT. This condition occurs in 1% of the population, females over the age of 40 are
predisposed to develop HIT, possibly linked with the reduction of sexual hormones.

Case report

We report the case of a 29-year-old woman presenting the following symptoms: paroxysmal
episodes suggestive for HIT: migraines, vertigo, fatigue, nasal congestion, rhinorrhea,
dyspnea, dermatographic urticaria, irritable bowel syndrome, tachycardia, anxiety. Following
genetic testing, the results revealed a heterozygous DAO status for the variants 1s2052129
GT, rs10156191 CT (associated with higher risk of migraines and migraine susceptibility),
1s2268999 AT, and WT (wild type) for rs1049742 WT.

Discussions

Considering the predisposing genotype of the DAO enzyme in the absence of other DAO
inhibiting conditions, the diagnosis of histamine intolerance secondary to deficient DAO
activity was put. Though literature does not specify severe forms of histamine intolerance
among heterozygous carriers; the manifestations imply a multifactorial etiology, therefore, a
multidisciplinary approach is needed with the implementation of a specific DAO diet and
intestinal microbiome restauration.

Conclusions

1. Histamine intolerance represents the imbalance between the accumulated histamine in
the body and the capacity to degrade it.

2. Some individuals are genetically predisposed towards histamine intolerance
presenting individual variability in the DAO enzyme expression and identifying
polymorphisms associated with gastrointestinal pathology.

3. Therapeutic objectives include nutritional counseling, DAO substitution; DAO food
supplements; copper, zinc, vitamin B6 supplements and avoiding DAO inhibiting
medication.

Keywords: Histamine, Intolerance, DAO, polymorphism
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Introduction

Prostate cancer is the second most frequent neoplasia in men and the second leading cause of
death in developed countries. Understanding its molecular profile may contribute to a more
accurate diagnosis, to a better prognosis definition and therapeutic choice. BRCA1/2
mutations are reported to increase the aggressiveness of the disease.

Objective
Molecular diagnosis of prostate cancer by assessing BRCA1/2 mutations and their relation
with the aggressiveness and the stage of the disease.

Material and Method

111 patients with prostate cancer were enrolled. The diagnosis was confirmed by PSA serum
level, biopsy, and imaging. All the patients signed the informed consent. We recorded the
Gleason score, the stage of the disease and the initial PSA value. A blood test for BRCA
evaluation was performed to all the patients upon enrollment.

Results

Most of the patients (83,8%) were diagnosed with advanced prostate cancer (stage IV). The
BRCA2 mutation was detected in 5,4% of the patients, while the BRCA1 mutation was not
present in any of the patients. 1,8% of the patients presented the ATM mutations. There were
no statistically significant differences between patients with BRCA 2 present and those
without it concerning the clinical characteristics and laboratory parameters. Although
Gleason score was higher in patients with BRCA 2 present, the statistical significance
threshold was not reached.

Conclusion

The frequency of BRCA mutations in the studied population is in accordance with the data
reported in the literature. We have not found any statistically significant correlations between
the BRCA mutations and the initial stage of the disease, the Gleason score and the initial PSA
value.

Keywords: Prostate adenocarcinoma, BRCA1/2 mutations, Disease stage, Gleason score,
Initial PSA value
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Introduction

Lynch Syndrome is a rare, autosomal dominant hereditary cancer syndrome, caused by
mutations in the MMR (DNA mismatch repair) genes MLH1, MSH2, MSH6, PMS2 or
EPCAM. Patients with Lynch Syndrome present high microsatellite instability, MSI-H,
having cancer predisposing phenotype.

Case presentation

We report the case of a 49-year old woman, premenopausal, with a family history positive for
endometrial cancer. The patient's oncological history began in May 2023, when a
mammography, followed by an ultrasound revealed minimal architecture distortion in the
right breast. The histopathology exam confirmed a Luminal B invasive breast carcinoma.

Discussions

Given the discovery of the tumour at an early stage, along with the particularity of three
family members being diagnosed with endometrial cancer, genetic testing was the next step
taken. The Oncotype Dx multigene test showed an RS (recurrence score) of 16,
chemotherapy presenting lower than 1% benefits for this patient. Following the NGS-based
germline panel test, a heterozygous mutation in MSH6 was discovered, which led to the final
diagnosis of Lynch Syndrome.

The patient underwent hormone therapy (with Tamoxifen combined with Goserelin) for 3
months, followed by Breast conserving surgery and SNLB. Adjuvant treatment included
External Beam Radiation Therapy and Hormone Therapy.

Conclusions

This case is unique due to the convergence of two significant factors: the discovery of MSH6
mutation in a patient with breast cancer and the subsequent diagnosis of Lynch Syndrome.
The rich family history of endometrial cancer emphasises the importance of genetic testing in
uncovering hereditary cancer syndromes, shedding light on the relationship between breast
cancer and Lynch Syndrome.

Keywords: Lynch Syndrome, Breast Cancer, MSH6 gene, Hormone Therapy.
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Introduction

We will be presenting a rare case of rheumatoid meningitis, an infrequent complication that
can occur in patients with rheumatoid arthritis (RA), an autoimmune and inflammatory
disease which mostly targets the joints. Rheumatoid meningitis can manifest with cognitive
impairment, cranial nerve palsy, severe headaches, stroke-like symptoms and seizures.
Neuroimaging, especially FLAIR MRI shows hypersignals along the meninges, layers which
cover and protect the brain and the spinal cord.

Case description

A 61-year-old woman, with a long history of RA, under treatment with Leflunomide for the
past 7 years, was admitted to the Neurology Clinic for gait disturbances, coordination
impairment on the left side, dysarthria, and involuntary movements with focal onset in the
left lower limb. Hypersignals were noticeable on the FLAIR MRI sequence, especially in the
cortex of the right hemisphere. Laboratory investigations showed that the rheumatoid arthritis
was kept under control with the treatment (RF was 12.07, normal value<14 IU/ml). CSF
analysis showed normal glucose levels, elevated protein levels, and the presence of white
blood cells, especially mononuclear ones (30 cells/mm?®). Moreover, no malignant, viral,
bacterial or fungal causes were identified through CSF analysis, proving that the meningitis
was aseptic.

Treatment consisted of methylprednisolone pulses, 1g/day for 3 days. Leflunomide was
changed to Azathioprine, 150 mg/day. Additionally, Levetiracetam, 1000mg/day, was
administered to prevent other myoclonic seizures.

Discussions
Rheumatoid meningitis is a rare complication of RA, since between 2003 and 2018, studies
reported under 50 cases, 59% of them women.

Conclusions

Differential diagnosis should be made through blood tests, CSF analysis and MRI. Treatment
is usually with corticosteroids, such as methylprednisolone, to counteract the inflammatory
effects of RA.

Keywords: Aseptic meningitis, Rheumatoid arthritis, Myoclonic seizures, CSF analysis,
FLAIR MRI
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Introduction
Wilson’s disease is a rare autosomal recessive disorder, in which unexcreted copper
accumulates in tissues, resulting in hepatic, neurological and psychiatric symptomatology.

Case report

A 26-year-old male patient complaining of resting tremor affecting his hands and head was
refered for a gastroenterology consultation after a cerebral MRI showed modifications
suggestive of Wilson’s disease. Clinical examination revealed a Kayser-Fleischer ring. On
abdominal ultrasound, the liver appeared micronodular, with an irregular border, with signs of
portal venous hypertension (splenomegaly of 18cm and hepatofugal portal flow). The upper
endoscopy uncovered esophageal varices of grades 1 and 2. Based on these findings, a
diagnosis of liver cirrhosis class Child Pugh A (5p) could be formulated.

A transjugular liver biopsy was performed and the histopathology was suggestive of liver
cirrhosis and positive for copper stain (Rhodanine stain). Laboratory findings showed a high
increase in urinary copper (579.6ug/24h) and low serum ceruloplasmin (0.071g/1). Genetic
testing was negative for the H109Q mutation in the ATP7B gene.

The final diagnosis, based on a Leipzig score of 9 (certain diagnosis) was Wilson’s disease.
He currently follows treatment with zinc and Penicillamine (the dose was increased gradually
from 500mg to 1250mg/day based on the levels of urinary Cu) with significant amelioration
of both neurological signs and liver disease (the portal vein flow was gradually reversed and
is now hepatopetal).

Discussions

Although negative for the H1069Q mutation, Wilson’s disease is associated with a high
number of pathologic mutations, so in this case, a negative genetic test could not reject the
final diagnosis considering the specific clinical manifestations. Another particular aspect of
this case was the portal venous flow, which reversed back to normal after treatment.

Conclusions
Although rare, Wilson’s disease is a cause of chronic liver disease to be considered in
coexisting hepatic and neurologic symptomatology.

Keywords: Wilson disease; tremor; liver cirrhosis; copper
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Introduction

Myecosis fungoides (MF) is the most common type of primary cutaneous T-cell lymphoma.
The diagnosis may pose a challenge in the early stages and in atypical clinical presentations
as it may simulate a large variety of common dermatologic disorders.

Case report

We present a case involving a 60-year-old male who was referred to the Hematology
Department at the Regional Institute of Oncology (RIO) lasi due to a 15-year history of
psoriasis that was refractory to treatment. The patient exhibited an erythematous, scaly,
ulcerous, and pruritic rash covering a significant portion of his body, prompting suspicion of
T-cell skin lymphoma. Multiple skin biopsies supported the diagnosis of atypical MF. with
CD8+, CD30+, Ki67 30% markers. Immunophenotyping from blood and bone marrow
aspiration indicated the absence of abnormal T lymphocytes. In contrast, computed
tomography (CT) imaging revealed multiple lymph nodes varying in size from 1.5 to 2 cm,
which were too profound for sampling. The patient was refractory to initial treatment which
included oral Methotrexate and second line therapy was initiated with Brentuximab, to which
the patient showed good tolerance and favorable evolution.

Discussions

The diagnosis of MF is often challenging, due to the atypical aspect in early stages. The skin
lesions simulated psoriasis and more thorough investigations were necessary for a correct
interpretation. Moreover, CD8+ MF is a much rarer entity than its CD4+ counterpart, making
the diagnosis more difficult for the pathologist.

Conclusions

This case report highlights the recurrence in misdiagnosis of MF. This is because the
spectrum of clinical and histological features are seen in both benign inflammatory diseases
and MF and more specific tests are necessary to reach an accurate diagnosis, including TCR
clonality molecular studies.

Keywords: Mycosis fungoides, Psoriasis, Skin lymphoma, Rash
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Introduction

A patient with lower gastrointestinal bleeding may present with a wide range of symptoms,
from a display of light anemia to sheer hemorrhagic shock. Even though complicated
diverticulosis is a known differential diagnosis in such cases, it is rarely uncovered while
examining the small intestine, considering that more than 95% of diverticula are found in the
colon.

Case Report

A 59-year-old female patient with a history of acute pancreatitis presents to the ER with
hematochezia, blood clots in feces, diffuse abdominal pain, syncope and vomiting. The
symptoms debuted two days prior. The digital rectal exam describes traces of fresh blood.
Laboratory studies revealed an inflammatory syndrome and moderated anemia. CT
angiography showed signs of enteritis.

The patient was scheduled for a colonoscopy. Due to the patient still experiencing bloody
stools the procedure was visually limited, with no signs of hemorrhagic lesions on the colic
wall. A polypectomy was performed for a sessile sigmoid polyp.

Following three successive episodes of hematochezia the patient is scheduled for a second
angiography. The source of the bleeding is revealed to be a diverticulum located in the
proximal jejunum.

Emergency exploratory laparotomy is performed, showing intestinal loops being dilated due
to endoluminal bleeding. Five mesostenic diverticula are found The resection is followed by a
jejuno-jejunal anastomosis. Histopathological examination confirmes the diagnosis of jejunal
diverticulitis.

Discussions

Diverticulosis is predominantly found in the colon and is usually asymptomatic.
Nevertheless, the small intestine is mostly inaccessible by means of endoscopy, which can
lead to difficulty in locating these sources of hemorrhage. In such cases, CT angiography is
advised.

Conclusions

Jejunal diverticulosis is an uncommon cause of lower GI bleeding. Most conventional
imaging methods prove to be ineffective when confronted with this clinical entity. A quick
diagnosis is crucial in preventing further complications.

Keywords: Jejunal, diverticulum, diverticulosis, bleeding, uncommon
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Introduction

Non-invasive prenatal testing (NIPT) is a screening method based sequencing cell-free
DNA(cfDNA),found in placenta and maternal circulation. Boasting a remarkable 99%
accuracy, with false positive and false negative results below 0.1% of cases, the purpose of
this case report is to underline the causes of this enigmatic realm of inconclusive NIPT
results, unraveling the complexities that render such outcomes unpredictable.

Case report

We present a case of a 40 years old woman, 18 weeks pregnant, who sought further
investigations due to an inconclusive NIPT result. She had one previous pregancy that ended
with a miscarriage after in vitro fertilization. An ultrasound by the obstretician revealed no
signs of chromosomal or malformative abnormalities. He recommended NIPT screening,
showing inconclusive results, and PrenatalSafe Karyo Plus, also with inconclusive results.
NIPT identified several severe anomalies in chromosomes 3, 11, 12, 13, and minor anomalies
in other chromosomes, without being able to precisely specify their cytogenetic/molecular
characteristics.The analysis was repeated in another laboratory, but this investigator also
provided indeterminant, so an amniocentesis followed by QF-PCR and chromosomal array
analysis was conducted. After birth, confirmation of acute myeloid leukemia emerged.

Discussions

Contrary to expectations, a fetus with complex chromosomal defects exhibited normal
ultrasound findings during gestation. Possible explanations include errors in methodology,
placental mosaicism, the "vanishing twin" syndrome, or the presence of benign tumors and
maternal malignancies.

Conclusions

Highlighting the complexity and difficulty of identifying hidden medical conditions during
pregnancy, this case underscores the importance for a multidisciplinary approach and increase
attention in managing maternal health. This is crucial to ensure the detection and proper
treatment of any underlying conditions.

Keywords: prenatal screening method, maternal malignancies, inconclusive results,
chromosomal abnormalities.
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Introduction

Syndrome of inappropriate antidiuretic hormone secretion (SIADH) causes significant
sodium depletion with plasma hypoosmolality, most frequently associated with small cell
lung carcinoma (SCLC) where is characterized by ectopic secretion of vasopressin. We report
a case of severe hyponatremia caused by SIADH and aim to emphasize the importance of
early diagnosis and treatment for a better outcome.

Case Report

A 53-year-old male is transferred to the Intensive Care Unit (ICU) with history of SCLC
stage IIIB under palliative radio and chemotherapy, hilar and mediastinal adenopathies,
chronic obstructive pulmonary disorder stage III GOLD, bronchopneumonia, chronic
smoking, rapidly progressive ataxia, sensory polyneuropathy, vestibulocerebellar syndrome
and chronic hepatitis B.

The admission reasons are severe hyponatremia, hyperkalemia and acute kidney injury
(AKI). The patient is conscious, cooperative, with symmetrical intermediate pupils, afebrile,
with 14 points on Glascow Coma Scale. He is breathing on the face mask with 02, flow
12L/min, has bilateral disseminated rales, tracheo-bronchial load, Sa02 98%, stable, without
vasoactive support, unmonitored diuresis, warm skin, without edema. Laboratory data
revealed a sodium level of 104,8 mmol/L, potassium of 6,93 mmol/L, hypoalbuminemia,
hypochloremia, elevated creatinine and urea levels, with a calculated filtration rate of 9
mmL/min.

An arterial line on the left radial artery, a central venous catheter and an urinary catheter were
installed to monitor vital functions and the treatment was started with NaCl 5,85%
50mEq/50ml at 7 mL/h and furo