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Clinical abstract- From womb to recovery:
complete d-TGA

navigating the journey of

Student
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From womb to recovery: navigating the
journey of complete d-TGA

Author: Wiktoria Lisinska
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Liberska MD, PhD
Affiliation: Student Scientific Research Club of Prenatal Cardiology

Medical University of Lodz

Case history

Part 1: Prenatal appointment

A pregnant 28-year-old patient at 22 « 6 days of
gestation Mer obstetric history included an early
pregnancy complication at 642 weeks when she
was admitted for vaginal bleeding and déagnosed
with a 3 cm subchorionic hematoma. Secend-
ester ultrasound that raised suspacion of a
tal heart dafect:

-+ absence of the normal cressover of the great
AFTETIES

« aorta arising from the right ventricle and the
pulmanary artery from

the beft wentricle

-+ abnormal threevessel view and trachea (3VT)
wigw

=+ abnormal blood flow patterns = visible on color
Doppler imaging

Part 2 Prenatal Cardiology Clinkc
Results from fetal echecardiogram:
= eonfirmed diagnosis of complete d-TGA
= vantricular septal defect (VSD)
* gutflow congenital heart disease (CHD)
& good atrial communication (FO indéx = 33%)
= preserved pulmenary cireulation,

Stable fietal
_) hemodynamics
and expectod
growth.

of gestation,
Part 3; Delivery

Fetal heart had good

atrial
communication (FO
index=27%)

Delivery was parformed via
cesarsan section.
Neonate was born with a
birth waeight of 3700 g with
Apgar scores of BT,

It was concluded
that thédé was no
rediate need for
a Raghkind
procedurs

(a balloon
sEptostomy)
postratally.

Introduction

Trarnpostion of the Grat Arenes

d-TGAIsac al heart disease. It acoounts
for approsimataly 8-10% of all congenital heart
defects, Leads to life-threatening hypoxemia if
untreated.

For the survival of a newborn with a
defect, a connection batween the
systemie and pulmonary circulation
is essential:

+ patent foramen owale

+ parsistent ducius arteniosus
“+wentricular septal defect

« atrial sepral defect

Wirial septal detect
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Discussion

Early prenatal diagnosis of congenital heart defects, such as complete d-TGA, is crucial for
optimizing outcomds.

+ JOVANCEMENTS in prenatal ultrasound screening have significantly improwved its detection
upta 77%

=+ garly pregnancy detection remains challenging due to the normal appearance of the four-
chamber heart wiew and technical limitations in visualizing the great arteries.

The connections between the systemic and pulmenary blood circulations in atrial septal defect,
patent ductus arteriosus, or veniricular septal defect allow the necnate with TGA to survive untdl
the arterial switch surgery

d-TGA can present as gither a planned or emergent condition

+ planned cases: prostaglandin E1 {PGEL) ks administered to maintain ductal patency until
surgery

+ gmergent cases immediate postnatal intervention (balloon atrigl septostomy

Conclusion

* Pronatal sereaning is essential for the early detection and potential treatment planning of feral
heart defects.

= Although prenatal detection of d-TGA may not change manitoring during pregnancy, it is
essential for timely postnatal interventien and improves neanatal outcomes.

* The connections between the systemic and pulmanary blood circulations allow the neonate
with TGA 16 Survive until the arterial switch surgery.
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Part 4: Comrective surgery

2 weeks of age: neonate underwent
planned corrective cardiac surgery

The treatment of chosce
MaAnagEmEnt is currently
procedurc—anatomical cormect
restores the narmal anatarmy of the heart.
# i5 performed in newbarns up 1o the 3rd
wenk of life
+ is carried out using cardispulmanary
bypass and deep hypothermia

T T T T T P PR TP
Part 5: Postnatal course

= Intenslve care with mechanical ventilation

= catecholamine infusion

& weicoplanin and ceftamdime [ wownd infection)

Follow-up echocardiography confirmed
| contractili L]
dial effusion




Clinical abstract- Overlapping classic phenylketonuria

disorder: a diagnostic challenge

Student
Gustavo Matassoli

Overlapping classic phenylketonuria and advanced liver
Yy disorder: a diagnostic challenge

Pherylketonuria  [PEU) is am autosomal recessive  metabalic
disorder caused by defidency of phemdalanine  hydroxylase,
leading 1o elevated phenylalanine levels  and Pewrotosicity,
Untreated patients may develop intellectual disability, movement
disorders and poychiatic symploms. Since the introduction of
WEOAALE| SCPEERING Program, late diagnasis has becorme rane.,

Cargli dieaie, & congenital disordér with intrahepatic bile duct
ELMIOn, My progreds o portal Fypeention and liver failure,
predisposing 1o hepatic encephalopathy (ammonia-related) and
soquired hepatocerebral degeneration [AHD), associsted with
manganese  deposition, both  characterized by  cognitive
impainment and mevement disorders,

Dol aey prohen Thyromme
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A 53-year-obd woman with known Caroli disease presented in 2019
with progressive newrological detendration, charsctedived by
prychomator siowing, mild postursl tremor, bilsters! dyimetiia
andl dysdisdochokinedis, with preserved gait snd postural stability.

Cranial CT revealed bilateral fypodensity of the denate nucle,
ralding suipicion of scquingd hepdtocerebral dégeneration (AHD).

Between 2020 and 2021, neurological deterioration progressed
with fluctuating dementia, dyiasthria, woclonic Lemor gait
instability, généralised chonea and cervical dyitonia, actompanied
by jaundice, periphersl edema and lapping. Baain MRI findings,
together with elevated ammonis hevels (764 mgfdL), suppomed
the diagnosis of AHD associated with hepatic encephalopathy,
despite normal serum manganese levels (8.0 ug/fdL).

Fgrn § st . gt

Due te progressive liver disease, the patient wnderwent liver
tramsplantation in 2021, followed by significant neurological
Iimprovement, with reduction of chorea, normalization of
coordination and stabde gait, with anby mild tandem instability

The presence of Efelong cognitive impaiement and similar
developmental iraits among family members ralsed suspicion of a
hereditary condetion. Ganetic testing  identified  homoaygous
pathogendc varlants in the PaM gene, and ehevated serum
phenylalanine (14 mgfdl} confirmed phemdietonuria. Family
sereening revealed the patient’s brother was also affected, while
bath children tested negative.

Discussion

in this patiem with Caroli divease and sdvanced lver dysfunction,
cognitive  decling  and movement  disorders  were  initially
interpreted a3 hepatic encephalopathy, supported by elevated
amimonia levels, and acquired hepatodensral degenaration (AHD),
supgested by neuroimaging findings. Cranial CT showed bilateral
dentate nucheus Fypodensity, and brain MRl demonstrated
T2/FLAIR hyperintensities inohing the pyramidal tracts, centrum
semiovale, corpus callosum and subtle basal gamglia changes,
patberns described in AHD,

Hiwever, Serm manganess levels were nosmal, making dlassic
manganese-related AHD less likely as the sole mechanism. The
marked neurological improvement after lver  transplantation
nevertheless supparted the presence of a reversible Bver-related
neuroonic Component.

The persistence of lifelong newodevelopmental impairment,
together with developmental delay observed in her children,
ratsed suspicion of a comdsting metabolic disorder. Genetic testing

y confirmed phenyl (PRU), likely undiagnosed
because the patient was borm before the implementation of
newborn  screening.  Alhough the children also  presented
developmental delry, PEU was not confirmed in them, suggesting
posiible matermal mitabalic exposune during pregnandy.

This case suggests a dual mechanism: a reversible neurological
deterioration related to Fwver dysfunclion and & chronic
neurodevelopmental impairment due 1o previously undiagnosed
PEL.
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Conclusions

This case highlights the diagnostic complesity created by the
coexistende of neurclogical conditions, in which lver-related
neurpicuicity initially masied an underlying metabolic disorder, A
comprehensive evaluation of the patient and famaly contest,
particularly the observation of neurodevelopmental impairments
in the patients children, prompted reconsideration beyond the
initial explanation of hepatic encephalopatty and acquined
hepatocenshral degeneration, ultimately leading to the diagnosis
af phemylketonuria [PEUL

it alsa underscores the impaortance of neonatal soreening, which
enables early diagnosis and treatment of PEU, preventing
Iong-team neurological damage and making late diagnoses such a3
this increasingly rare,
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Clinical abstract- Pleural Ultrasound as The Primary Tool for Monitoring
Necrotizing Empyema in Infants: A Case Report

Student
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Pleural Ultrasound as The Primary Tool for
Monitoring Necrotizing Empyema in Infants:
A Case Report

u; Diana- .u.nan:ea Usurelu " Andrei-Stelian Ugurelu | Alexandru Ulmeanu *
Vitalia Andreea-Beatrice '

F2-morih-cid female, ax-pramatung nfa
(2845 wwaks, birth weight 1320 g) from a twin
pregnancy

significant cause of morbidity in young children,
particularty in former premature infants.

This case roport highlights tha vakue of seral ploural RSCH iomeRatratin or, vt ey
uitrasaund in kiantitying fibrnopunilent Ioculations and
datecting necrotizing complications such as lung
abacess, SeMONSITANNG 15 usehlness as a bedsia 1ool
managemant.

€ oo oese

i

A 22-month-old girl presented with 12 days of high fever jup o 30.5°C) and
spasmodic cough, unresponsive to antibiotics, and progressive respiratony
distress. Al admission, she was lebirile (38.5 °C) with pallor, upper airway
Inflarmmation. and right-sided decroased breath sounds with apical crackies.
Sp0); was B8-00% on (GOM dif, iMproving bo BE% with exygen.

Koy Laboratory Findings at Admission

Clinical Coure i Hallow-up

B T o o v S 3
Based on BTS and Amenican Tharstic Socisty guidelings, and ansr excluding
othesr pathologies such as tuberculosis, congenital maformations, and
aspiration, the patient was diagnossd with stage 2 Sbinopurulent ermpyima.
Considering her ex-premature status and the decline of inflammatory
markers, therapy with intravencus meropenerm and nexclid, along with
oxygen supplementation, was initiated, resulting in favorable clnical
evolution.

e

accelarate tissue necrosis,
and highlights that pleural
ultrasound detects abscess .
formation earfier than static
radiography, guiding clinical
decision-making,

-
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fibrinopurnulent loculations and
necrotizing complications.

Sarial PUS enables detection of
complications before they bacome
clinically sevare

e 2 =
e b Ear o qh ~ I; s robs of serial pleural ultrasound in R L P e
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Clinical abstract- Robotic Management of Stage 4 Endometriosis: A Case of
Diagnostic Discrepancy

Student
Fericel George lulian

OPORTO
BIOMEDICAL
SUMMIT

Introduction Case|Repart

* Endometriosis is a chronic inflammatory disease affecting  * 34-year-old female presenting with dysmenorrhea, daily

approximately 10% of reproductive-age women. chronic pelvic pain, positional dyspareunia, and painful
* Stage 4 features deep infiltrating lesions impacting the defecation, also a 2-year history of primary infertility.
gastreintestinal tract, extra-pelvic structures, and fertility. + MRI and transvaginal ultrasound suggested deep infiltrating
= Multidisciplinary, robotic-assisted surgical approach is endometriosis.
essential for managing multi-organ infiltration. + Hysterosalpingography - negative Cotte test on the left side.

* Course of treatment: a three-hour robot-assisted
laparoscopy was successfully performed.

+ Bilateral ovarian cy y - without parenchymal
coagulation to preserve ovarian reserve.

* A 9-cm colorectal segment resection using the NOSE
technique, extracting the specimen transvaginally.

* A 3-cm white, fibrotic endometriotic lesion on the ileum,
causing stenosis and missed on MR, was resected alongside
diaphragmatic lesions.

+ Final rASRM score of 78.

+ Immediate outcome: restored pelvic anatomy and optimized
fertility potential.

+ Postoperative continuous dienogest therapy was continued.

+ 2-month follow-up: complete resolution of severe
symptoms and normal healing of the vaginal vault.

Fig. 1: Endometriosis lesions on MRI.
a=-AxT2 b - Sag T2 - rectal lesion
¢, d - Ax T1 F5 SFOV - ovarian endometrioma

Biscussion

+ Key feature: the significant discrepancy between imaging
and surgical findings.
* MRI missed a 3cm ileal nodule and diaphragmatic lesions. . .
+ Robotic assistance was vital for precise nerve-sparing and Fig. 2: Intraoperative aspects.
complex suturing. i - a - ovarian endometrioma
* The NOSE technique - minimally invasive extraction, b - rectal and Douglas
ducing incisional end iosis risk and enhancing pouch lesions
€ - ileal lesion
d - side-to-side ileal anastomosis
with 60 mm endoGlA stapler
and ICG testing

References

recovery.

Coanclusian

* Endometriosis is a systemic condition that is frequently
mare extensive than imaging reveals.

* Accurate diagnosis still relies on high clinical suspicion
and careful surgical inspection.

* Comprehensi Itidiseipli PP h is erucial to
reduce the risk of missed lesions. Fig. 3: Resection specimens
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Research abstract- Dissecting PRRXL1 Transcriptional Regulatory Mechanism

in Dorsal Spinal Cord Development

Student
Mafalda Pinto Gomes de Oliveira

Dissecting PRRXLI Trunscri?
Mechanism in Dorsal Spina

tional Regulatory J
Cord Development P

M. Oliveirat | H. Saavedral . | F. Almeidal , C. Reguenga 23, F. A Mantein) 23

INTRODUCTION

During desvelogimant. precunar neurces differentiale Into dverie NEuron sublypes
by i inbidpliy between exiracellulel i 30d CElHAININGK  Renelic pOogramd
contralied by combenaionial expression of iranscription Tactors. Whde the emportance of
eransongtion famors in (he generation of newonal diversity (s well evtablished. the
winderstancing of molecular mechanisms underkang thesr functon remains lmited

Thi homeodoman iransciglion faner PRIVL Y s specficaly expressed in developing
DRG Aoccepton Snd i PULIMBERER reuront of the spinsl cord dorsl hom (1,2
Seudhes in Proadi mutant mice revealed that PRRXLT i requined for proper neuronal
eigration, differensiation, amsn guidance, and establihmern of the DRG-tpinal
nodceplive drcultry. To whderstand the maleculsr badd af PRAALY funcBond, our
research group sdentified a kst of putaiive PRRXLY target genes in embryonic DRGs and
dorsal spinal cord by cembining chromatin smmunoprecpftation wh gene exprossion
profiling. This saperimental strategy was suciessiully employed on the identificaton of
tanged gones conrolied by the transcription facior TLXS [3].

"Depanamento de Blomedicing, Faculdads de Medicing, Unhrsidacs do Pema, Panta, Portugal, *Pain Neurcliology Group, IBMC - Insonas de -
Binlogia Molecular & Celular, Porto, Portugal, %35 - instituto de Investigagio  inovagdo em Saiide, Porto, Portugal

[0 malakdspgoiveira@pmailoom o v

OBJECTIVE

Dissect how PRRXL1 regulates its transcriptional tarngets at the
enhancer level inembryonic dorsal spinal cord.

| Embryonic
| dorsal
! spinal cord

p
METHODOLOGY

Tranatecton
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RESULTS CONCLUSIONS

These preliminary data:
* Roplicate Prexdl sutcrepression data [ 3L
+ Indicate an effect of PRAXL] on enharcers Adcuap!,
Griicd and Lm0 comsistent with gene expression
studies on knockout mice
The efects on enhancers Cok. Galr T, and Thel were not
consistent wilh ia wvo Sludies, indicating ether an
effect on & differerd enhancer, an indirect PRIEKLY
reggulacion, or a lack of cellular context.
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Research abstract- Effects of Clinically Used Contrast Agents on the Actin
Cytoskeleton

Student
Zétény Eléd Csonka

actin cytoskeleton
Zétény E15d Csonka and Zoltén Ujfalusi

Introduction, Objectives & Methods

Acnin b5 & fendamental, haghly
vieskle Iramigort. 11 o evadent that the
lead b el death.

Wenl-tuaia) () sl pacicditminm-bicid] {(MRI) conMFam igeati, Waktly wied s mhelanil isiping, imjdove disghinie:
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Effects of clinically used contrast agentonthe &

Department of Blophysics, Medical School, University of Pécs; Pées, Szigeti str. 12, H-7624, Hungary
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et interaction occurred between the two materials, as the

contrast agent affecied severnl important properiies of

actin. Regard

bess of its “direction,” this interaction is

detrimental to cellular function because it interferes with
fimely tuned dynamics. As o result, the cell may die,
suggesting that this interaction may represent a possible
mechanism  in the developmem of contrast-induced

nephropathy.
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Research abstract- Genetic testing previous to kidney transplantation in a
cohort of European population: what are we missing?

Student
Leonor dos Santos Caetano Dias

Leonor dos Santos Caetano Dias

Oporto Biomedical Summit

GENETIC TESTING PREVIOUS TO KIDNEY
TRANSPLANTATIONIN A COHORT OF EUROPEAN

POPULATION:
. What are we missing?

L

)

. Background

)

. Methodology

CKD affects opproximotely 10% of the adult
population standing o majer public health
challenge Genatic factors contribute
substantiolly to CKD etiology. with monogenic
causes identified in up to 20%.

. Objectives

) . Results

I Azzess how many patients referred for kidney
transplant evaluation fulfilled KDIGO-based criteria for
genetic tasting. Wa hypathesize that o conslderable
proportion of coses with uncertain diagnosis fulfill EDIGO
guidelines and rémain under-evalualed.

2 A lindeal Batwesn condidates
for fiest and subsequent kidney transplontation

. Discussion

!

("« These findings highlight the pre-transplant pathway os
an important opportunity for structured eticlogical
assessment

* Geeater integration of genetic testing into transplant
] may Imp lag le accuraey and
support maore parsonalized care

* Ro-tronsplont condidates may represent a particularly
relovant target group lor systomatie gonotie
assessment

e e
et T

= Retrospective single-center study including 278 adult
patients referred for kidney transplant svaluation
between January and June 2022.

« Eligiolity for genetic testing was assessed acconding to
KDIGO-based clinleal eriterla

* Collectod variables included CKD etiology. age at kidney
replocemant therapy initiotion, lamily history, extra-
renal manifestations, kidney biopsy data, and previous
genatic testing

A

.

» Unknown etlology: 29.1% (n=81)
« Eligible for genetic testing: 44.6% (n=124)
» Actually tested: 10.1% (n=28)
» 16 of 28 patients hod positive
hereditary /monogenic diagnosis
Gur main finding is a clear implementation gap:
although nearly half of the cehort fulfilled criteria for
genetic testing, only a small minarity had been
tested
« Blopsy status unavallable in 56.8%
= Family history missing in 56.8%.
This suggests that important diagnostic
opportunities may be missed during
routine pra-transplant work-up
* Re-transplant candidates were more likely to
tulfli criteria for genetic testing than first-
transplant candidates (66.8% vs 38.8%). Median
oage was 55 versus 58 years, and median age at
KRT initiation waos 35 versus 56 years

. Conclusion )
[ ¥ in

Potients :ul‘lum-ﬂ fed wecond kidney trensplontation were more
Irequantly sligible for genstic testing, making etislogic charfication

jol to GI9edS FeCuRrence fiak ond ensure 080 living donocd
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ssdection, partieubarly amang Blologically related donors
large gap and Impl

tenting

@iven the high proporiion of patients mesting criteria for genetic
tEting In thiz Poituguete coboi, Wtegrating genstic counselling
within el Gy teams and

family histery adsesament may improve diagnodis, transplant
planning

of genatic
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Research abstract- Three Vascular Phenotypes in the Spleen Controlled by the
Dosage of a Single Transcription Factor

Student
Kata Varadi

Three Vascular Phenotypes in the Spleen Controlled by the
Dosage of a Single Transcription Factor

Kinta Virody, Didna Heidt', Gergely Berta”, Péter Bologh

+ Comparing the vaseulas phenstype of Nix2.3 hetererygous and knoeksut mice.

= Characterising ectopic endothelial structures emerging in the red pulp of Nio-3
heterorygous mice.

* Defining the malecular identity of these vessels, inchuding expression of MAJCAM-1 and
endothelial adhesion molecules.

+ Evaluating the potential rode of these ectopic vessels in lymphocyte homing.

(heterozy,

MICROSCOPICAL
APPEARANCE OF

" (heterozygous,
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