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Be careful with exophthalmos 
 
Norato A, Pericoli R, Filippini B, Vergine 
L, Marsciani A, Paolucci P, Iughetti L. 
Università degli Studi di Modena-Reggio 
Emilia. Scuola di Specializzazione in Pedia-
Pediatria. Policlinico di Modena - Azienda 
Unità Sanitaria Locale di Rimini 
 
Histiocytosis is a tumor-like condition, 
frequently seen in children between 1 and 
15 years. However, the etiology is poorly 
defined. One hypothesis suggests that it 
may be caused by an alteration of the 
Langerhans cell by a somatic mutation or a 
viral infection at an early stage of develop-
ment .The cell accumulates abnormally and 
produces proinflammatory cytokines re-
sponsible for the organ and systemic in-
jury. Localization: 80% skeleton, 60% skin, 
33% lymph nodes, 30% hepato-renal, 25% 
lung, 20% CNS. The final diagnosis is ob-
teined by histological spacement. G.B., a 3 
year old child, was hospitalized with bilat-
eral exophthalmos prevalent on the left 
side. Blood tests normal, thyroid function 
normal. No ophthalmological or neurologi-
cal symptoms were observed. MRI high-
lighted high cell density neoformation, 
involving skull base bones and both orbits. 
The CT guided biopsy confirmed the diag-
nosis of Langerhans cell histiocytosis. This 
case serves to remind us to take care with 
diagnosis when sympotoms are indicative 
of a particular illness. Indeed, exophthal-
mos should be treated with care, above all 
in children. Histiocytosis also should re-
ceive special consideration because it af-
fects a large number of organs and sys-
tems and enters in the differential diagno-
sis of many clinical conditions. 
 

#### 
 
Subdural Hematoma and external hydro-
cephalus as clinical presentation of rare 
factor XIII deficiency in infant  
 
Giulia Dall'Ara 1, Francesca Savina 1, 
Annalisa Arlotta 2, Lorenza Bonetti 2, 
Giancarlo Izzi 2 
1School of Specialization in Pediatrics, Uni-
versity of Parma. 
2 Unit of Pediatric Hematology and Oncol-
ogy, Children's Hospital “P.Barilla”, Univer-
sity-Hospital of Parma. 
 

A 5 months baby was brought to our ser-
vice due to vomiting, lethargy, poor reac-
tivity and bulging fontanelle. On physical 
examination a blueish color of eyes was 
noticed, suggestive of osteogenesis imper-
fecta. Her medical history disclosed only a 
slight prematurity at birth (34 weeks) and 
left hypoacusis documented at hearing 
tests. Emergency brain ultrasounds and 
scans revealed external hydrocephalus. A 
brain NMR documented diffused subdural 
hematomas with varying evolutions. Reti-
nal hemorrhages were noticed by the oph-
thalmologist. Neurosurgeons applied ex-
ternal drainage devices obtaining evacua-
tion of clear LCR, resolution of hydro-
cephalus and rapid clinical improvement. A 
careful follow-up was performed until com-
plete resolution of subdural hematomas. A 
defect in hemostasis was suspected, so a 
complete examination of the baby's coagu-
lation was performed, disclosing a signifi-
cant reduction of fXIII (29%). The same 
protein was found to be slightly reduced in 
her mother (63%). On suspecting osteo-
genesis imperfecta, a radiological assess-
ment was performed, revealing no bone 
anomalies. Finally, an analysis of genes 
COL1A1 and COL1A2 was ordered which is 
still under evaluation. In conclusion, co-
agulation defects need to be excluded in 
infants presenting with intracranial hemor-
rhages, even if a deficit of  fXIII and vWf is 
rare; the possible association with bone 
anomalies like Osteogenesis Imperfecta 
can cause the extension of hemorrhages 
and influence the clinical trend to healing. 
 

#### 
 
A case of atypical persistent vomiting 
 
A.Filannino, E.De Giorgi, E.Dermyshi, 
O.Amato, S. Varano, O.Montagna, 
N.Laforgia 
Neonatology and Neonatal Intensive Care 
Unit. Di.M.O., University of Bari, Italy 
  
Vomiting in the neonatal period can be a 
sign of several pathologies not exclusively 
of gastrointestinal origin. D.C. was born by 
spontaneous delivery, 3200 g, Apgar 9-10, 
and presented several vomiting episodes in 
the first few hours of life. The first sponta-
neous emission of meconium occurred 
after 12 hours and in the following hours 
just after stimulation. Laboratory tests and 
eco abdomen were normal. Vomiting per-
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sisted even with continuous nasogastric 
feeding. The abdomen X-ray even with 
contrast media, was negative. Enteral feed-
ing with a hydrolyzed protein formula did 
not change the clinical situation. In the 5th 
day of life she had phototherapy, which 
was suspended after 4 days. From the 7th 
day there were signs of torpor and feeding 
rejection with apparent macroglossia not 
present in the early days. Waiting for out-
come screening, the thyroid function was 
evaluated: 303 TSH mUI/L,fT4 0.7 ng/dl. 
Ultrasound and scintigraphy demonstrated 
thyroid agenesis. The femoral distal 
epiphyses X-ray showed bilateral Béclard 
nucleus. Anti TSH receptors antibodies 
(TRBAb), performed for previous maternal 
positivity, were negative. At the moment 
the baby is six months old and presents 
normal neuropsychological and auxologi-
cal development. Conclusion: although 
hypothyroidism screening is carried out, 
suggestive clinical signs, such as vomiting 
sine causa, necessitate a thyroid function 
check in the first days of life. This strategy 
allows for the initiation of replacement 
therapy earlier, with long-term benefits. 
  

#### 
 
Results of the application of WHO guide-
lines for malnutrition in children  
in a rural district hospital of Burkina 
Faso 
 
A. Liguori^, S.Collini^, E. Banci^,  G. 
Cardellicchio^, M. Mazzocco*,  P. Lionet-
ti^ 
^ Scuola di specializzazione in Pediatria, 
Università degli studi di Firenze - AOU 
Meyer 
* Clinica Pediatrica, Università di Ferrara 
 
Malnutrition is one of the most important 
underlying causes of mortality in children 
under 5 years of age in the developing 
world. The aim of this study, carried out in 
a rural district hospital of Burkina Faso, 
was to evaluate the implementation of the 
World Health Organization (WHO) guide-
lines for the treatment of children with 
complicated acute malnutrition in an area 
with a high prevalence of co-morbidities. 
Between April 2008 and February 2012, 
615 children were hospitalized and treated 
according to the WHO guidelines; 63,6% 
having complicated severe acute malnutri-
tion (MAS) and 36,4% having complicated 

moderate acute malnutrition (MAM). Fre-
quency of co-morbidity, mainly malaria, 
was very high (91,1%). Mean duration of 
hospitalization was 14,6 days. At dis-
charge, 81,1% of children were improved 
or recovered; the mortality rate was 11,7%. 
After discharge, children were enrolled as 
outpatients; the percentage of children lost 
at follow up was very high especially dur-
ing the rainy season and increased from 
44% at first follow up to 78,9% at the 
eighth follow up. Our results demonstrate 
the effectiveness of WHO guidelines for 
inpatient treatment of children with com-
plicated acute malnutrition also in areas 
with a high prevalence of co-morbidities 
and highlight the need for new outpatient 
treatment strategies. Therefore, in April 
2012 we started production and free distri-
bution of enriched flour made from local 
ingredients, prepared together with the 
mothers of malnourished children. 
 

#### 
 
Precocious puberty related to hamar-
toma and glioma 
 
M. Casella, A. Boni, M.F. Tutera, B. Gi-
gantesco, S. Baldini, S. Cocchiola. 
Clinica Pediatrica, Azienda Ospedaliero 
Universitaria Pisana. 
 
M., 8 yrs 5 mths, presented at our clinic for 
larche and pubarche since age 8. Her previ-
ous history was not remarkable. Height 
had been >97°c since the age of 2, MPH 
was 75°c; pubertal stage PH2, I1, B3; clini-
cal and neurological exams were normal; 
bone age: 11 yrs. GnRH test: LH (+30'): 3.4 
mIU/mL, FSH (+90'): 9.8 mIU/mL. E2: 37 
pg/mL. Pelvic ultrasonography: uterine 
length was 49 mm, right and left ovarian 
volume were 2.6 mL. Treatment for central 
precocious puberty (CPP) (triptorelin 2.5 
mg every 28 days) was initiated and a brain 
MRI was performed which showed a optic-
chiasmatic glioma and hamartomatous 
component possibly related to NF1. Oph-
thalmologic evaluation was regular. A neu-
rosurgery specialist recommended repeat-
ing MRI two months later; it showed un-
changed findings. No other criteria for 
diagnosis of NF1 were fulfilled. The preva-
lence of CNS lesions in presence of CPP is 
lower in females (5%), especially after the 
age of 6 and the male-female ratio is 2:1; 
they are represented mainly by hypotha-
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lamic hamartomas and, in minor portion 
by optic gliomas. Treatment with GnRH-
agonists and neuroradiological follow-up is 
the first choice for these patients while 
surgical removal should be reserved to 
selected cases. This case shows the impor-
tance of neuro-radiological investigations 
in CPP also when age, sex and symptoms 
onset do not suggest organic causes. 
 

#### 
 
Psychogenic polydipsia in a child of 16 
months 
 
A. Boni, M. Casella, B. Gigantesco, S. 
Baldini, S. Cocchiola. 
Clinica Pediatrica, Azienda Ospedaliero 
Universitaria Pisana 
 
R., 16 mths old, presented at our clinic for 
polydipsia (up to 3 L/day) and polyuria. 
Her previous history was unremarkable 
except for upper respiratory tract infec-
tions and a HHV6 infection at the age of 1. 
Physical examination showed a good con-
dition and hydration status and normal 
neurological findings. Weight was 10.2 kg 
(40°c), height was 80.5 cm (79°c); she 
showed no weight gain since 11 mths of 
age. R. was hospitalized in order to evalu-
ate water balance and perform further 
investigations. She was allowed to drink 
water ad libitum. The daily fluid intake and 
urine output were 1500 ml/day (3 L/m²/
day), confirming polydipsia and polyuria. 
Serum osmolality was 267 mOsm/kg, 
urinary osmolality was 166 mOsm/kg and 
urine specific gravity was 1.011. Other 
tests, including blood glucose, urine glu-
cose and HbA1c, were normal and DMT1 
were excluded. Because of her age, we 
chose not to perform a water-deprivation 
test and we ordered the gradutal reduction 
of fluid intake, transitioning from a baby-
bottle to a cup. Two months later, serum 
osmolality was 268 mOsm/kg and urinary 
osmolality had increased to 338 mOsm/
kg. Clinical examination was normal, she 
showed weight gain (11.3 kg, 56°c) and 
liquid intake reduced to 500 mL/day. On 
suspicion of psychogenic polydipsia we 
opted for strict follow-up and delayed a 
decision to perform further investigations. 
 

#### 
 
 

Breastfeeding in the Mediterranean area: 
comparison with the WHO guidelines. 
 
Camilla Panico, Francesca Tucci, Luigi 
Greco  
Dipartimento di Scienze Mediche Traslazio-
nali, Università Federico II, Napoli 
 
Exclusive breastfeeding until month 6 and 
continued over the first year of life, in 
tandem with the weaning process, is im-
portant for a number of reasons. It pre-
vents a number of conditions in children 
(i.e. obesity and allergies) maintains good 
nutrition, influences the immune system, 
and delays the occurrence of symptomatic 
disease (i.e. celiac disease). In the Mediter-
ranean area, where breastfeeding had 
always been favored as a result of cultural 
and religious tradition (especially in the 
Islamic populations), a change has been 
seen in the few last decades. Firstly, in the 
economically developed countries (the 
European side) habits started to differ 
significantly from the WHO guidelines and 
later on the African side there has also 
been a progressive decline in the exclusive 
breastfeeding until month 6 . In compari-
son with the ideal (100% prevalence rate) 
and the achievable condition (close to 85%) 
in Mediterranean countries the prevalence 
rates are under 50% (see figure). Among 
them, Italy ranks in the last position; only 
partially mitigated by the observed rates of 
35% in those regions where investment in 
an educational program on breastfeeding 
is quite strong. Investments in educational 
programs on breastfeeding are of high 
priority in the Mediterranean area both in 
Europe and in Africa. 
 

#### 
 
Blueberry Muffin Baby Syndrome: a case 
report 
 
C. Domenici, L. Luti, E. Dati, F. Massei, 
M. Nardi, C. Favre 
UO Oncoematologia Pediatrica AOUP, Pisa 
 
A female baby was born at term after an 
uncomplicated pregnancy. A few minutes 
after the delivery numerous brownish-red 
macular, papular and nodular lesions, 
ranging from 2 to 10 mm in diameter, 
appeared over the trunk, abdomen and 
lower limbs suggesting a diagnosis of 
"blue berry muffin baby syndrome ". The 
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rest of the physical examination and the 
laboratory tests (serological tests included) 
were negative. Chest and skeletal X-ray, 
abdominal and CNS ultrasound were nor-
mal. The skin biopsy revealed dermal 
histiocyte aggregates positive for S100 
and CD1a. With these findings the diagno-
sis of congenital self-healing reticulohistio-
cytosis of Hashimoto-Pritzker was made. 
The baby was then discharged with a fol-
low up plan. In the presence of "blue berry 
muffin baby syndrome" the differential 
diagnosis should consider: congenital 
infections (Cytomegalovirus, TORCH, Cox-
sackie, Epstein Barr, Syphilis), haemato-
logical disorders (spherocytosis) and neo-
plastic disorders (histiocytosis, congenital 
leukaemia, neuroblastoma, rhabdomyosar-
coma). Self-healing reticulohistiocytosis is 
a benign form of Langerhans cell histiocy-
tosis (LCH) characterized by the presence, 
usually in the neonatal period, of cutane-
ous lesions, which generally disappear 
within the first months. The absence of 
sistemic involvement at diagnosis and 
during the next follow up permits the 
distinction of this benign and self-healing 
form from the others types of LCH.  
 

#### 
 
Antenatal combined therapy of an 
autoantibody-related congenital atrio-
ventricular block: a case report. 
 
Antonio Di Mauro 1, Vita Caroli Casavola 
2, Grazia Calderoni 1, Federica Di Mauro 
3, Vincenzo D’Addario 2,Ettore Cicinelli 2, 
Nicola Laforgia 1. 
1 Section of Neonatology and Neonatal 
Intensive Care Unit. Department of Bio-
medical Sciences and Human Oncology, 
University of Bari, Bari, Italy. 
2 Section of Gynecology and Obstetrics. 
Department of Biomedical Sciences and 
Human Oncology, University of Bari, Bari, 
Italy.  
 
Autoantibody-related congenital atrioven-
tricular block (CAVB) is an autoimmune 
condition in which transplacental passage 
of maternal autoantibodies causes damage 
to the developing heart conduction system 
of the foetus. We report a case of a 31–
year-old woman, in a good clinical status, 
referred to our center in February 2013 
during the 26th weeks of her first preg-
nancy after detection of bradycardia in a 

fetal ultrasonography. An echocardiogra-
phy revealed a 3rd degree CAVB with an 
atrial rate of 154 bpm and a ventricular 
rate of 54 bpm, without any anatomical 
defects that structurally displace the heart 
conduction system. Anti-Ro/La-related 
CAVB was suspected, despite the mother 
being asymptomatic for autoimmune dis-
ease, detection of maternal anti-
extractable nuclear antigens antibodies 
was performed. A high title of maternal 
anti-Ro/SSA was found (359,5 U/ml) and 
diagnosis of an autoantibody-related CAVB 
was made. A combination treatment proto-
col of oral betamethasone (4mg/day), 
plasmapheresis (weekly session) and IVIG 
(1gr/kg fortnightly) was begun and contin-
ued until the delivery date, to diminish the 
inflammatory response in the fetal conduc-
tion system and to lower the serum levels 
and placental transport of maternal 
autoantibodies. At birth, IVIG session (1gr/
Kg fortnightly) for neonate was scheduled 
until maternal antibodies became undelet-
able. This therapy is known to be effective 
in reversing a 2nd degree CAVB but its 
benefit in treating 3rd degree CAVB re-
mains to be proven.  
 

#### 
 

A case of Macrophage Activation Syn-
drome in Cystic Fibrosis. 
 
Federico Cresta, Aldo Naselli 
IRCCS G. Gaslini, Clinica Pediatrica, Centro 
Fibrosi Cistica, Genova, Italy 
 
We describe the case of a boy, affected by 
Cystic Fibrosis (CF), age 10.7 yrs, FEV1 in 
good health 60%, chronically colonized by 
Methicillin-susceptible Staphylococcus 
aureus (MSSA). In February 2011, the pa-
tient underwent intravenous antibiotic 
therapy for respiratory exacerbation. A 
week after onset he presented fever unre-
sponsive to acetaminophen, alteration of 
consciousness, emathemesis and melena. 
Blood tests performed showed: PLTs 
47000/mm3, ferritin 76150 ng/dl, LDH 
7863 U/L, AST 642 U/L, aPTT 91.4 s, PT 
21%, Fibrinogen 88 mg/dl. These first 
findings suggested an initial septic shock, 
so we changed intravenous antibiotic ther-
apy: ciprofloxacin (30 mg/kg/die), ami-
kacin (20 mg/kg/die), teicoplanin (10 mg/
kg/die) and oseltamivir (120 mg/day for 
one week) after throat swab result (Real 
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time PCR positive for AH1N1 Virus). Were 
also performed: blood culture (negative), 
chest x-ray (thickening area in basal left 
lung), EGDS (evidence of  fund hemor-
rhagic gastritis); abdominal ultrasound, x-
ray brain and MRI were normal. These 
findings suggested a diagnosis of Macro-
phage Activation Syndrome (MAS) and we 
started intravenous therapy with predni-
sone for 15 days, followed by gradual 
tapering. In a week we observed resolution 
of clinical features with a complete nor-
malization of macrophage activation 
marker. Currently the patient has stable 
respiratory conditions (last FEV1 64% 
pred).  
 

#### 
 
Refetoff Syndrome associated to com-
mon variable immunodeficiency  
and psoriasis: a case report 
 
Flavia Urbano, Angelo Acquafredda, 
Maria Felicia Faienza, Clara Zecchino, 
Luciano Cavallo 
Università degli Studi di Bari – Scuola di 
Specializzazione in Pediatria 
 
We describe the case of a 17-year-old Bra-
silian boy with common variable immuno-
deficiency and psoriasis who presented 
high levels of thyroid hormones with posi-
tivity for anti-TPO antibodies and normal 
values of TSH after TRH-stimuli test. The 
thyroid echography showed the presence 
of two nodules in the left lobe of the 
gland. The thyroid scintigraphy with 99-
MTC-pertechnetate reported: “Gland in 
situs, slightly dysmorphic, with normal 
distribution of the tracer”. So the genetic 
study of thyroid hormones receptors was 
started through PCR and sequencing of the 
coding regions and intron-exons junctions 
of the THRB gene. The results showed the 
presence, in the exon 9 of the THRB gene, 
of the M313T mutation due to a replace-
ment cytosine-threonine (ATG-ACG) in 
etherozygosis. In addition, an unusual 
polymorphism rs13063628 was found in 
etherozygosis in position IVS9+9bp. The 
molecular genetic response is compatible 
with Refetoff syndrome, a very rare syn-
drome characterized by a mutation of the 
THRB gene responsible for a generalized 
resistance to the T3 nuclear receptor and 
sensorineural deafness. It can be associ-
ated to autoimmune diseases like vitiligo, 

autoimmune thyroiditis and Graves’ dis-
ease. The association with common vari-
able immunodeficiency and psoriasis has 
never been described in literature before, 
and for this reason it is necessary to re-
search not only autoimmune diseases, but 
also umoral and cellular immunity disor-
ders in all patients with Refetoff syndrome. 
 

#### 
 
Agenesis of corpus callosus: a case re-
port 
 
D.C. Rodriquez, M.G. Alagna, M.C. Mura-
ca, A. Ermini, F. Braconi, G. Buonocore 
Department of Molecular and Developmen-
tal Medicine, Division of Neonatology, 
General Hospital “Santa Maria alle Scotte”, 
University of Siena. 
 
Corpus callosum is the main neocortical 
commissure of the cerebral hemispheres. 
Agenesis of corpus callosum (ACC) is a 
rare congenital disease. It can be complete 
or not, isolated or related to brain malfor-
mations, genetic syndromes or metabolic 
disorders. The karyotype is altered in 20% 
of cases. The diagnosis is made by ultra-
sound: colpocephaly of the occipital horns 
of lateral ventricles (LV), dislocation at the 
top of 3°ventricle, approachment of the 
frontal horns of LV ("bull-horn"), cerebral 
grooves radially around the roof of 3° ven-
tricle. Case report: A.V. was born at the 
gestational age of 35 weeks by cesarean 
section in breech presentation. Pregnancy 
course was regular, no prenatal exposure 
to toxins reported and maternal serology 
for TORCH was negative. Apgar score: 7I-
9V, weight: 2650g. At 30 weeks the obstet-
ric ultrasonography showed ventriculo-
megaly. Physical examination at birth 
shows craniofacial asymmetry and mild 
axial hypotonia. Brain ultrasonography 
showed ACC aspect "bull-horn" of LV, ab-
sent cingulate gyrus and related struc-
tures, bilateral ventriculomegaly, colpo-
cephaly of occipital horns. The MRI con-
firmed ultrasonographic data; the EEG was 
regular. The ultrasonographic screening 
excluded extracranial malformations. The 
karyotype and screening for metabolic 
disorders were normal. Neurological devel-
opment is appropriate to baby’s age at the 
age of 24 months. 
 

#### 
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Abdominal pain and migraine: abdomi-
nal migraine?  
 
M. Paccone, M. Proto, P. Stellato, A. 
Smarrazzo, P. Boemio, R. Auricchio 
Department of Translational Medical Sci-
ences, Section of Pediatrics. University 
“Federico II”, Naples, Italy 
 
A.F. is a child of 8 years and 7 months 
who came to our observation for recurrent 
abdominal pain. By the age of two years he 
had suffered from recurrent episodes of 
intussusception for which he had been 
subjected to two surgerical interventions. 
From the age of three years, this problem 
was no longer present; however, he began 
to complain of recurrent debilitating, long-
lasting abdominal pain which never oc-
curred at night. These pains appeared to 
be more pronounced during the summer 
and were non dependent on meals. The 
patient has also recently reported the 
occurrence of migraine, although there is 
no family history of this problem. The 
physical examination and blood tests did 
not show anything abnormal. Abdominal 
ultrasound showed a significant thickening 
of the loops of the ascending and trans-
verse colon, with negative calprotectin. AF 
has also undergone a radiological exami-
nation with barium contrast medium, 
which confirmed the absence of structural 
and functional abnormalities and a normal 
EEG result. Because of the clinical charac-
teristics of pain and its association with 
the headache, and negative investigations 
excluding organic causes of abdominal 
pain, abdominal migraine was suspected; 
therefore, the patient started therapy with 
flunarizine. The symptoms reported during 
therapy and after its suspension will allow 
us to confirm the diagnostic hypothesis. 
 

#### 
 
An annoying itch of the face and the 
arts  
 
F.Tucci , M. Proto, M. Paccone, L.Lupoli,  
P.Stellato, A.Smarrazzo, R. Auricchio 
Department Of Pediatrics, University of 
Naples Federico II, Naples, Italy 
  
DMN, 4 years 6 months, was admitted to 
our facility for diagnostic investigations 
upon the appearance of pruritic dermatitis 
of the face and limbs, from the age of 4 

months, initially defined as atopic dermati-
tis. Prick tests were performed for food: 
results negative, and environmental aller-
gens: positive results for D.Pteronissus, 
D.Farinae, Grasses mix, the dosage of total 
IgE showed a value above normal (210 
KU / L vn <70 KU / L), the RAST to foods 
and inhalants were normal. Therapy with 
Advantan, Zirtec, Bentelan, Gentalyn Beta 
was prescribed, with which there has been 
a clinical improvement. Given a recurrence 
of the stympotoms and the family history 
of celiac disease (maternal uncle), dermati-
tis herpetiformis was suspected. Serology 
for celiac disease was performed, that was 
negative and duodenal biopsy showed a 
normal duodenal mucosa, incisional biopsy 
of the skin lesion, also excluded dermatitis 
herpetiformis. DMN was diagnosed with 
papular urticaria comfirmed by the value of 
total IgE, the positive allergy tests together 
with a compatibility of histology and site of 
the lesions. Therapy with a 1st generation 
antihistamine, Fucicort Aloe and Zinc has 
been prescribed and as well as the treat-
ment of the home environment with pyre-
throids. 
 

#### 
 
Sickle cell dactylitis: a case report 
 
M. Mazzocco*,  A. Liguori^,  P. Lionetti^ 
* Clinica Pediatrica, Università di Ferrara 
^ Scuola di specializzazione in Pediatria, 
Università degli studi di Firenze - AOU 
Meyer 
 
Nanoro, Burkina Faso. D. ,a 2 year-old 
child, came to our clinic due to symmetric 
swelling of the third and fourth fingers of 
both hands. At physical examination, fin-
gers were hot, painful, with purulent exu-
date pouring out of the incisions made at 
home by her father with therapeutic pur-
pose. The general examination showed 
conjunctival pallor and mild splenomegaly. 
The blood count showed anaemia (Hb 7g/
dl) and neutrophilia. We also decided to do 
a hemoglobin electrophoresis om suspi-
cion of drepanocytosis. While waiting for 
test result, due to the onset of fever, we 
started her on broad-spectrum antibiotics 
along with analgesic treatment and hydra-
tion. Nevertheless, after a slight improve-
ment, on the fifth day the patient showed a 
rapid deterioration, with sudden, massive 
spleen growth. Suspecting an acute splenic 
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sequestration crisis, we asked for a blood 
unit for urgent transfusion; unfortunately, 
the evolution was so fast that the patient 
died before having the transfusion done. 
Some days after the death, the electropho-
resis result showed SS homozygous pat-
tern, confirming the clinical suspicion of 
sickle cell anaemia. Acute dactylitis is 
frequently the first sign of drepanocytosis 
in the first years of life, and it is associated 
with a negative prognosis. This case was 
worsened by the onset of an acute splenic 
sequestration crisis, one of the most dan-
gerous complications of sickle cell anae-
mia. 
 

#### 
 
Wheat related disorders: beyond celiac 
disease. 
 
Passoforte P. 1, Di Mauro A. 1, Gallo D. 2, 
Di Mauro F. 2, Indrio F. 1, Miniello VL. 1,  
Francavilla R. 1. 
1. Pediatric Section, Department of Bio-
medical Science and Human Oncology, 
University of Bari “Aldo Moro”, Bari, Italy. 
2. Medical School, University of Bari “Aldo 
Moro”, Bari, Italy. 
 
Wheat is one of the most widely consumed 
food grains in the world. The introduction 
of gluten-containing grains may create the 
condition for different diseases: wheat 
allergy (WA), celiac disease (CD), and glu-
ten sensitivity (GS). We report three differ-
ent cases. A 21 month old boy referred to 
us with irritability, loose and frequent 
stools, abdominal pain and failure to 
thrive. Serological tests revealed an IgA 
deficit, normal level of IgAanti-tTG  and 
IgAanti-AGA, positivity of IgGantiAGA and 
high IgGanti-tTG. HLA-DQ2/8 was detected 
in genetic evaluation. CD was confirmed 
by a small intestinal biopsy. A 16 year old 
girl referred to us with an episode of urti-
caria, after wheat ingestion, during physi-
cal activity. Wheat skin prick test and 
wheat radioallergosorbent test resulted 
positive. On the suspicion of wheat-
dependent exercise induced anaphylaxis 
and to avoid the risk of an oral challenge, 
IgE to recombinant ω5-gliadin was per-
formed with a positive result. WA diagno-
sis was confirmed. An 11 year old boy 
referred to us with weight loss, abdominal 
pain, bloating, vomiting, diarrhea and 
extra-gastrointestinal symptoms after 

wheat ingestion. During a previous visit 
both allergic and autoimmune mechanisms 
were ruled out. A gluten free diet (GFD), 
followed by a positive blind placebo/gluten 
challenge, confirmed GS. All patients re-
sponded well to the GFD. As illustrated, 
based on a combination of clinical, biologi-
cal, genetic and histological data, it is 
possible to differentiate these diseases. 
 

#### 
 
A case of pelvic pyomyositis 
 
C. Proietti Pannunzi, C. Spagnoli, G. Del 
Baldo, G. D’Angelo 
Clinica Pediatrica dell’Università Politecni-
ca delle Marche 
A.O. “G. Salesi”- Ospedali Riuniti di Ancona 
 
Pyomyositis (PM) is an acute pyogenic 
infection of skeletal muscle common in 
tropical countries. Children and young 
adults are most commonly affected (M/F: 
2/1). The development of PM is assumed 
to be secondary to traumatic injury to a 
muscle during a period of bacteriemia. 
Staphylococcus aureus is the most com-
mon causative agent followed by Strepto-
coccus pyogenes, Enterococcus faecalis 
and Neisseria gonorrhoeae. The diagnosis 
is based on clinical features and haemato-
logical and radiological investigations. 
Magnetic resonance imaging (MRI) is con-
sidered the gold standard in making a 
diagnosis. A 9-year-old girl was referred to 
our hospital with fever and sever left hip 
pain radiating to the thigh. The pain wors-
ened to the point that walking became 
difficult. Laboratory findings revealed a 
neutrophilic leukocytosis and an increase 
in CRP (18.1 mg/dl, normal range <0.6) 
and pro-calcitonin (0.37 ng/ml, normal 
range <0,05). Ultrasound and radiographic 
studies of the hip were negative. MRI 
showed an enlarged left iliacus muscle 
with a high signal on the the T2-weighted 
images. Therapy with teicoplanin and cefo-
taxime was initiated with rapid normaliza-
tion of inflammatory markers and clinical 
improvement. Early diagnosis of PM is 
important and it should be differentiated 
from other severe conditions such as the 
septic arthritis of the hip; late therapy can 
result in serious complications.   
 

#### 
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Headache with vomiting in infancy 
 
B. Gigantesco, A. Orsini, A. Boni, S. Bal-
dini, S. Cocchiola, L. Neri, A. Bonuccelli, 
G. Saggese 
Clinica Pediatrica, Azienda Ospedaliero 
Universitaria Pisana 
 
C., 2.5 years old, came to our Emergency 
Department (ED) because of recurrent 
episodes of frontal headache and morning 
vomiting for 7 days. Family history was 
positive for migraine with aura and 
Meniere syndrome. On suspicion of a 
symptomatic headache, we perform blood 
tests which showed normal results and 
fundus oculi (FO) examination showed 
evidence of prominent optic disc. Brain CT 
scan and MRI were normal. Clinical condi-
tions of C. improved rapidly with normali-
zation of FO, so we decided not to treat. 
One year later, C. came back to our ED 
with a recurrence of symptoms; we per-
formed blood tests again and FO exam 
showed optic disc swelling and hyperemia. 
Brain MRI showed expansion of the periop-
tic sheath. During hospitalization, C. still 
presented recurrent headache and vomit-
ing, especially in the morning, poorly re-
sponsive to analgesics and antiemetics 
drugs. Because of her age, on suspicion of 
benign intracranial hypertension, we de-
cided not to perform lumbar puncture and 
to start treatment with acetazolamide (250 
mg to 375 mg/day). The little girl’s condi-
tions improved gradually and symptoms 
disappeared in about 5 days. Benign in-
tracranial hypertension is a syndrome 
characterized by headache, papilledema, 
high pressure and normal composition of 
cerebrospinal fluid, in the absence of 
neuroimaging abnormalities and other 
identifiable causes. The incidence is about 
0.9 /100 000 and increases in obese ado-
lescents. This case is remarkable because 
of age of onset and absence of overweight. 
 

#### 
 
The year of the snake is coming 
 
A Montemaggi*, S Ricci*, F Ghiori*, M 
Prato*, A Mariani**, T Bianconi*, G Giu-
sti*, A Liguori*, V Graziani***, M Maz-
zocco***, S Jullien**** 
* Scuola di specializzazione in pediatria, 
A.O.U. Meyer di Firenze 
** Scuola di specializzazione in chirurgia 

pediatrica, A.O.U. Meyer di Firenze 
*** Scuola di specializzazione in pediatria 
di Ferrara, Arcispedale Sant'Anna 
**** Scuola di specializzazione in pediatria 
di Girona, Ospedale universitario Dr Josep 
Trueta 
 
Poisonous snake bites are medical emer-
gencies that require immediate interven-
tion. Approximately 2.5 million cases of 
snakebite are observed in the world every 
year, more than one million in Sub-
Saharian Africa, but their true incidence is 
underestimated. In particular in Burkina 
Faso, the registered number of admissions 
for snake bites in 2008 was 16259. Italian 
data are scarce and they show an incidence 
of about 250 bites/year. Three species of 
snakes are responsible for fatal poisonings 
worldwide: Elapidae, Vipers and Cobra. 
Their venom contains protease and toxins 
that cause local symptoms such as edema, 
pain and gangrene and/or systemic com-
plications such as neurotoxic syndromes 
and serious coagulopathies. The only spe-
cific treatment for snakebite is the admini-
stration of the specific antivenum, in asso-
ciation with symptomatic supportive care. 
The aim of our study is to describe the 
epidemiological and clinical data and to 
compare the diagnostic and therapeutic 
approaches to snake bites in two different 
locations. We retrospectively studied the 
cases of snake bite observed from January 
to December 2012 in the paediatric popu-
lation (<15aa) in a rural area of Burkina 
Faso - Saint Camille Hospital Nanoro – (16, 
11M and 5F) and at the 'Meyer Hospital’ in 
Florence (2, 2M). 10/16 (62.5%) of the 
cases observed in Burkina Faso presented 
a grade 2 severity, and 6/16 (37.5%) pre-
sented grade 3 (50% severe neurological 
symptoms). 2/2 Italian cases had severity 
2. Both Italian children received monova-
lent serum antitivenum, while in African 
children the polyvalent serum was adminis-
tered in 56% (9/16) of cases. No adverse 
reaction was observed after administration. 
In Burkina Faso 5/16 children (2M, 3F) died 
because of severe systemic complications. 
 

#### 
 
About Breath Holding Spells… 
 
M. F. Tutera, A. Bonuccelli, G. Saggese 
Clinica Pediatrica, Università di Pisa, Pisa. 
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Giacomo is a 10 month old gypsy boy, who 
came to our attention because of two epi-
sodes characterized by prolonged expira-
tory apnea, unconsciousness, cyanosis and 
hypotonia lasting about 20 seconds and 
followed by spontaneous resolution. Gia-
como’s pregnancy was complicated by 
oligohydramnios and perinatal distress; 
the cesarean delivery was at 35 weeks of 
gestation. To clinical observation, Giacomo 
showed normal skin color for his gypsy 
ethnicity and 2/6 systolic heart murmure 
to centrum cordis due to small left>right 
jet at the level of oval fossa attributable to 
patent foramen ovale; at neurological 
examination the child presented slight 
asymmetry of active motility, less fluid 
movement in left upper extremity, capacity 
for grabbing but not of transferring ob-
jects, sitting position not fully captured. 
Blood examination was performed. A se-
vere iron deficiency anemia is diagnosed 
(Hb 6,7 mg/dl; MCV 53,9fl; RDW 19%; 
ferritin 2ng/ml). EEG showed prevalence of 
right-sided slowest waves. Giacomo 
started iron therapy; he will have brain MRI 
and echocardiography checks. 8% of ALTE 
(Apparent Life-Threatening Events) epi-
sodes are due to BHS (Breath Holding 
Spells) the diagnosis of which is mainly of 
clinical type and is sometimes associated 
with that of iron deficiency anemia. Martial 
status study is therefore recommended in 
the evaluation of these patients, also in 
apparent absence of other signs of iron 
deficiency.  
 

#### 
 
Idiopathic Systemic Capillary Leak Syn-
drome: Case Report 
 
A.R. Cappiello1, M.F. MAstrototaro1, F. 
Cardinale2 

1.Scuola di Specializzazione in Pediatria, 
Università degli Studi di Bari; 
2.UOC di Medicina e Pneumo-Allergologia 
Pediatrica, 
Azienda Ospedaliero Universitaria Policlini-
co-Giovanni XXIII, Bari 
 
Systemic capillary leak syndrome is an 
unusual entity which presents recurrent 
episodes of hypovolemic shock due to 
leakage of plasma to the extra-vascular 
compartment because of immunologic 
dysregulation. PG, a 9 year old female, 
came to our first aid service for abdominal 

pain, pallor and hypotension with no fever. 
Here an abdomen x-ray (negative) and a 
thorax x-ray (pulmonary opacity with pleu-
ral effusion) were performed. She was 
admitted, intubated and transferred to ICU 
because of respiratory distress.  Total body 
TC showed bilateral pulmonary opacity and 
pleural, pericardial and abdominal effu-
sion. PG took antibiotic, antimycotic and 
steroid. Laboratory exams showed severe 
hypoalbuminemia (2,1 g/dl)  and anemia 
(Hb 7,5 g/dl). In the following days, we 
observed a worsening of the anasarcatic 
state with hemoconcentration (leukocytosis 
and elevation of hemoglobin-Hb 11.6 g/dl-
). Therefore, PG began therapy with albu-
min, clonidine, milrinone and furosemide 
resulting in clinical improvement. 
SCSL is difficult to diagnose. The character-
istic triad of hypotension, hemoconcentra-
tion (leukocytosis and an increase of hema-
tocrit) and anasarcatic state, in the absence 
of other causes of shock, present in this 
patient, is typical of this syndrome. 
 

#### 
 
A possible rare case of genetic SMA 
 
Domenico Martinelli3, Nicoletta Resta2, 
Lucrezia de Cosmo1, Nicola Laforgia1. 
1.Neonatology and Neonatal Intensive Care 
Unit. Di.M.O., University of Bari, Italy. 
2. Genetic  Unit, University of Bari. 
3.School of Medicine, University of Bari, 
Italy. 
 
Acute infantile spinal muscular atrophy 
(SMA) is as an autosomal recessive con-
genital neuromuscular disorder with differ-
ent clinical forms. Classical types (I, II and 
III) are defined according to time of onset 
and severity of symptoms, but, recently, 
other forms, with atypical clinical signs, 
have been defined (i.e. SMARD). We report 
a case of a single preterm male newborn 
(EG:34 weeks, BW:1690g) delivered by C-
Section because of polyhydramnios. Par-
ents were not consanguineous, family 
history was positive for two previous preg-
nancies complicated both by polyhydram-
nios with delivery by C-section at 34weeks. 
The first male died of respiratory failure on 
the 4th day of life and the second girl also 
died after 4 hours of life for the same rea-
son. The male showed bilateral clubfoot. 
No diagnoses were made in either cases. 
Our newborn, immediately after birth, 
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required mechanical ventilation, because 
of very weak respiratory effort. He showed 
clubfoot, profound hypotonia, absent ROT 
and fractures of the left humerus and both 
femurs. Routine blood tests were all within 
normal limits, as well as CPK. His karyo-
type was 46 XY. EMG, done at DOL9, sug-
gested myogenic etiology, but muscle 
biopsy (m.gastrocnemius) was not able to 
identify any classical myogenic etiology 
and suggested neurogenic etiology. Ge-
netic tests for SMA type 1 were negative 
while genetic tests for SMARD are pending. 
Baby passed away after 26 days of life for 
cardio-respiratory arrest. 
 

#### 
 
Evaluation of a handheld Near-infrared 
Device (InfrascannerTM) for Detection of 
Intracranial Haematoma in Children with 
Minor Head Injury. 
S. Bressan1, D. Donà1, F. Martinolli1-2, F. 
Mario1, M. Daverio1-2, T. Zangardi1, L. Da 
Dalt2 

1. Department of Women's and C hilden's 
Health, University of Padova, Padova, Italy 
2. Pediatric Unit, Ospedale Ca' Foncello, 
Treviso, Italy 
Background: CT scan is the gold standard 
in the identification of intracranial injury 
(ICI) in patients with minor head injury 
(MHI). However, the risks related to irradia-
tion and to the sedation of uncooperative 
patients should not be overlooked. Infras-
canner, a handheld near-infrared device, 
has shown good diagnostic accuracy for 
intracranial hematomas and hemorrhages 
in adults with head injury, but there are 
few data regarding its use in pediatric 
population. Objective: To determine the 
feasibility of use and potential accuracy of 
InfrascannerTM in children with MHI in 
Pediatric Emergency Department (PED). 
Design/Methods: Prospective observa-
tional study at PEDs of Padua and Treviso 
(Italy) on patients <15 years of age evalu-
ated for MHI at intermediate-high risk of 
ICI according to a local adapted PECARN 
rule. Decision on CT scan and CT reporting 
were blinded and independent to Infras-
canner result. Results: We enrolled 110 pts 
with a complete measurement ratio with-
out sedation of 94%. Average time for 
measurement was 4,4±2,9 min. We had a 
positive Infrascanner result in 8 pts (8%): 1 
with positive CT scan for extradural hema-
toma with the same localization, 4 with 

scalp hematoma (confounding factor), 3 
performed at the beginning of the learning 
curve. No pts reported any problem at the 
phone-call follow-up. Conclusions: Infras-
canner is an easy-to-use tool thanks to the 
high completion rate and the short time to 
completion. Further larger studies are 
needed to evaluate its diagnostic accuracy. 
 

#### 
 
Type 1 Diabetes and celiac diasease: a 
retrospective study of prevalence  
and temporal correlation. 
 
S. Passanisi, T. Timpanaro, D. Lo Presti, 
M. Caruso-Nicoletti. 
U.O.C. Clinica Pediatrica Policlinico-Vittorio 
Emanuele Catania 
 
Although the association between type 1 
diabetes mellitus (T1DM) and celiac dis-
ease (CD) is well known, the exact estimate 
of the prevalence of this association and 
the temporal correlation between the two 
diseases have not been clearly defined to 
date. In our Center for Pediatric Diabetol-
ogy in Catania includes 383 patients with 
T1DM, we identified 32 patients with a 
diagnosis of celiac disease, with a preva-
lence equal to 8.3%. We considered two 
groups: the first one included all those for 
which the diagnosis of celiac disease was 
made previously or simultaneously to that 
of diabetes; the second group included 
those patients for whom celiac disease had 
developed after diabetes. 59.3% patients 
belonged to the first group and had an 
average age at onset of CD of 4.2 ± 3.8 
years (mean ± SD).  The second group 
included 40.7% of the patients with an 
average age at onset of CD of 8.1 ± 4.2 
years. The study, therefore, shows a high 
prevalence (8.3%) and, above all, a signifi-
cant association between the age of the 
patient and the temporal correlation in the 
onset of both diseases (p <0.05), empha-
sizing the importance of a more careful 
and aimed screening for T1DM in young 
patients with early onset of CD. 
 

#### 
 
Cystic Fibrosis and Pregnancy…yes, we 
can! 
 
Tricarico Ilaria, Difino Valentina, Di 
Mauro Antonio, D’Agostino Rossella, 
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Mongelli Giuseppina, Manca Antonio, 
Mappa Luigi, Flavia Urbano 
Section of Cystic Fibrosis. Department of 
Biomedical Sciences and Human Oncology, 
University of Bari, Bari, Italy. 
Section of Gynecology and Obstetrics. 
Department of Biomedical Sciences and 
Human Oncology, University of Bari, Bari, 
Italy. 
School of Medicine, University of Bari, Italy 
 
Cystic fibrosis (CF) is an autosomal reces-
sive genetic disorder caused by mutation 
of the CFTR gene that affects mainly the 
lungs, pancreas, liver and intestines. We 
report a case of a 35-year-old woman af-
fected by CF with pancreatic insufficiency, 
treated at our Center. The patient has a 
compromised pulmonary status (FEV1 
usually between 32-52% and colonization 
by Pseudomonas aeruginosa (Pa) and 
Staphylococcus aureus (Sa), a deficient 
nutritional status (BMI 16-18) and CF-
Related Diabetes (CFRD). In her medical 
history we report miscarriage during the 
8th weeks (2011). In June 2012, she began 
a new pregnancy that proceeded in the 
normal range, despite a constant deficient 
state of nutrition (severe hypoalbumine-
mia) and hydration. During the 20th week, 
the patient was admitted for an acute 
respiratory exacerbation caused by Pa and 
Sa, with increased inflammatory markers 
and reduced spirometric indices; she had 
therapy (azithromycin, piperacillin/
tazobactam), resulting in clinical improve-
ment. At the 24th and 28th weeks, the 
patient undergwent further exacerbations. 
In the following weeks the pregnancy pro-
gressed in the normal range with term 
birth and healthy newborn. To sum up, 
pregnancy in women with severe CF, does 
not aggravate the maternal prognosis, nor 
affect fetal health. It requires careful fol-
low-up and planning of the pregnancy to 
coincide with a cycle of ev antibiotic treat-
ment before the beginning of the preg-
nancy, to avoid the use of drugs in the 
first trimester. 
 

#### 
 

A case of hepatocerebral form of mito-
chondrial DNA depletion syndrome 
 
N. Caporellia, L.Ferritoa, C. Proietti 
Pannunzia, C.Spagnolia, C. Coppari, R. 
Cordialia, A. Ficcadentia. 

Università Politecnica delle Marche, Dipar-
timento di Clinica Pediatrica, Ospedale 
Salesi, Ancona. 
 
DG was admitted to our hospital at the age 
of 3 months because of growth arrest and 
hypotonia. Case history: consanguineous 
parents, regular pregnancy and neonatal 
period, 2 cases of SIDS in mother's family. 
Suspected UTI at 1 month. Physical exami-
nation: jaundice, hepatomegaly, axial hy-
potonia, decreased spontaneous move-
ments, diminished deep tendon reflexes, 
alert sensory. Laboratory-test results 
showed hypoproteinemia, transaminases 
and direct bilirubin elevation, high levels of 
plasma lactate and altered urinary excre-
tion of organic acids in absence of suc-
cinylacetone. Viral hepatotropic markers 
were negative. Emogasanalysis, ammo-
nium, plasma and urinary amino acids 
were normal. Ultrasound examination 
showed increased liver size and echogenic-
ity and abdominal-pelvic spilling. Normal 
brain MRI, EMG and ENG. Mitochondrial 
disease was suspected and as a result we 
performed molecular testing in cultured 
skin fibroblasts that showed MPV17 gene 
deletion. Progressive liver disease led to 
coagulopathy and hypoglycemic crises. DG 
died as a result of respiratory distress at 
the age of 5 months. DNAm depletion 
syndrome is an autosomal recessive dis-
ease characterized by deletion of the last 
exon of the MPV171 gene leading to se-
vere hepatocerebral involvement and exi-
tus before the age of 1year. The therapy is 
only supportive. The extra-hepatic involve-
ment makes TX liver ineffective. Stem cell 
transplantation could show promising 
results. 
 

#### 
 

A possible etiology for intracranial hy-
pertension in pediatric age. 
 
I. Coco, G. Cocurullo, F. Vierucci, A. Bo-
nuccelli, G. Federico, G. Saggese 
Pediatric Unit, Maternal & Infant Depart-
ment, "S. Chiara" University-Hospital 
 
A.M., is a 14 year old girl, who presented 
with an episode of fever and sore throat 
associated to supraorbital pulsatile mi-
graine with phonophobia, nausea and 
vomiting. The headache, exacerbated by 
eye movements, got worse in the following 
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days, requiring access to the Emergency 
Department: ophthalmological examina-
tion showed bilateral optic nerve edema 
with peripapillary hemorrhages (LE>RE). 
CTscan results were unremarkable so a 
lumbar puncture was performed, which 
was normal, but immediate improvement 
of headache was noted. VEP, ERG and MRI 
were all normal, confirming the hypothesis 
of benign intracranial hypertension. No 
evidence of endocrine dysfunction was 
identified. The blood virological test ruled 
out the main etiologic agents (1-2HSV, 
CMV, parvovirus B19, Adenovirus) and the 
search for other, uncommon, viruses are 
still in progress. An empirical therapy with 
i.v. corticosteroids and acetazolamide 
15mg/kg/die was started and iv potassium 
for 4 days was given for drug-induced 
hypokalemia.The next ophtalmological 
check up after 6 days therapy showed 
complete recovery from the peripapillary 
hemorrhages and a partial reduction in 
edema of the papillae. After excluding a 
secondary etiology for intracranial hyper-
tension a diagnosis of idiophatic pseudo-
tumor cerebri was established. The girl 
was discharged in good condition with 
instructions to continue low dose oral 
steroids tapering down the dose before 
stopping it completely together with diu-
retics until the next clinical follow-up. 
 

#### 
 
A girl affected by type1 and type2 oral-
food allergies 
 
M.S.Lieggi, V.L.Miniello. 
U.O. "Bruno Trambusti". Dipartimento di 
Biomedicina dell'Età Evolutiva.  
A.O.P. "Giovanni XXIII". Università degli 
Studi di Bari "Aldo Moro" 
 
At 6 months S.R showed urticaria-
angioedema after ingestion of gluten 
pasta, which occured again at 8 months. 
Therefore, a gluten-free diet was followed. 
At a year S.R showed the same type of 
reaction to egg. SPT showed a strong posi-
tivity for wheat, egg, fish and soy, so she 
started a diet free of these foods. At the 
age of 2 she had recurrent episodes of 
bronchospasm and oculo-rhinitis, and for 
this reason SPT was performed for inha-
lants, which showed a strong positivity for 
olive, cypress and mites. The execution 
ImmunoCAP test confirmed positivity for 
foods and inhalants and celiac disease was 

excluded. S.R. continues to have severe 
allergic reactions (anaphylactic), which 
require a strict diet and constant intake of 
antihistamines and bronchodilators. The 
RAST repeated in subsequent years should 
discover new positivities for foods 
(peanuts, hazelnuts, almonds, oranges, 
apple, peach, celery, tomatoes, strawber-
ries, various fish, peas, lentils, barley, rye 
and oats) and inhalants (various grasses, 
ragweed pollen, ragweed, wormwood and 
cat dandruff), justifying the persistence of 
allergic reactions despite diet and therapy. 
We assume an allergy to profilin (SPT posi-
tive for grass-birch-composite-olive-
parietaria associated with sensitization to 
many foods containing profilin), the syn-
drome of asthma and /or anaphylaxis by 
effort, defined by positivity for the mole-
cule ᾠ-5-gliadin, and slow resolution of 
allergy to egg, positivity for Gal d1 at the 
age of 10. 
 

#### 
 
A case of neonatal hypoglicemia: the 
importance of early diagnosis 
 
T. Timpanaro, C.Giugno, I. Lombardo, S. 
Cilauro. 
U.O.C. TIN. Policlinico Vittorio Emanuele. 
Catania 
 
M.M. was born at term by eutocic birth, 
after a physiological pregnancy, weight at 
birth: 3380 g. A few hours after birth the 
child developed mild but persistent hypo-
glicemia so she was sent to UTIN. On the 
arrival at the department the child was 
torpid, with difficulties in suction and 
clonus. Haematic tests showed: hypogly-
caemia, hypocorticism, hypothyroidism; 
levels of IGF1, aminoacidemia, amino-
aciduria, Fehling test and sialotranferrine 
isoelettro focusing were normal. The child 
also underwent, as every child born in our 
Centre does, extensive metabolic screen-
ing that did not reveal any abnormalities. 
The child also underwent encephalic RMN 
which showed: “little and dysmorphic sella 
turcica with hypo intense signal”. There-
fore, we made a diagnosis of panhypopitui-
tarism. We prescribed replacement therapy 
with Hydrocortisone and Levothyroxine. 
Two months later, because of low levels of 
IGF1, we prescribed therapy with Somoato-
tropin. At the last ambulatory visit the 
child had normal growth and normal neu-
rological development showing the impor-
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tance of early diagnosis and early and 
careful replacement treatment for preven-
tion of neurological retardation. 
 

#### 
 
An acute headache due a nodulary swell-
ing of the skull 
 
Davide Vecchio, Maria Piccione, Mario 
Giuffrè, Ettore Piro, Emanuela Salzano, 
Dante Ferrara, Vincenzo Insinga, Gio-
vanni Corsello 
Department of Pediatrics. University of 
Palermo. Palermo, Italy. 
 
A.M., an 8-year-old male, was born at term 
by uneventful vaginal delivery to unre-
lated, healthy parents without a family 
history for genetic or neurological dis-
eases. His clinical history was only charac-
terized by the presence of two episodes of 
febrile seizure respectively at 18 and 23 
months. At the age of 8 years, the patient 
was referred to our Department because of 
an acute temporo-parietal headache. Our 
evaluation included physical and neu-
rologic examination, which were normal 
except for a 3 x 3 cm nodulary swelling in 
the right parietal region of the skull. No 
fever or neck stiffness was present. Labo-
ratory evaluation demonstrated normal red 
blood cell, white blood cell, and platelet 
counts. The results of coagulation function 
tests and biochemistry profile analysis 
were normal. Neuroimaging studies were 
performed, skull X-rays revealed: “a right 
parietal thecal reduced-intensity bone area 
rounded of 20 mm in diameter” and a 
brain MRI showed: “a right parietal oste-
olytic lesion with oval shape of approxi-
mately 16 x 22 mm diameter. The mass 
marked the underlying cerebral convolu-
tions and is not associated with edemigeni 
phenomena”. The patient was submitted to 
neurosurgery for removal. Histological 
examination showed rich infiltration of 
eosinophils and dense proliferation of 
Langerhans cells (CD1a, S-100+); further-
more, the lesion was characterized by 
necrotic-hemorrhagic phenomena and by a 
growth fraction of about 2-3 mitoses XHPF. 
Histiocytosis X, an uncommon disorder 
characterized by an abnormal proliferation 
of Langerhans' cells, is a spectrum of dis-
eases which should be classified among 
the wide spectrum of histiocytic disorders, 
consisting of proliferation of the mononu-

clear phagocyte system. The clinical mani-
festations reflect the site of histiocytic 
proliferation and may vary from a solitary 
bone lesion discovered by chance on X-ray 
film to a disease with a rapidly fatal course 
affecting almost any organ. Our case illus-
trates once again the clinical heterogeneity 
of headache as well as the complexity of 
Histiocytosis X. Therefore, a histiocytic 
disorder must be suspected in a child with 
a persistent cranial swelling and an acute 
secondary headache. 
 

#### 
 
Dizzy with genetics 
 
M. Del Pistoia, I. Vannozzi, A. Orsini, F. 
Vierucci, A. Bonuccelli, G. Saggese 
Pediatric Unit, Department of Pediatrics, 
University-Hospital Pisa, Italy 

 
A. is a 14-year-old Colombian girl adopted 
at the age of 8 after serious abuse and 
maltreatment. She came to our attention 
for dizziness and anomalies of eye move-
ments, associated with severe migraine, 
photo-phonophobia and nausea, triggered 
by even small head movements. PMH: 
sporadic episodes of constrictive head-
ache, bicornuate uterus, malformation of 
paranasal sinuses, upper calyceal disten-
tion of the right kidney with parapyelic 
cysts and Rathke’s cleft cyst. Physical ex-
amination: rapid saccadic movements in all 
direction in ŌŌ accentuated during fixa-
tion, linear hypopigmentation on the me-
dial side of the lower limbs along the lines 
of Blaschko. MRI of brain and cervical 
spine, ENT visit, eye examination, EEG all 
normal. The negativity of the investiga-
tions, clinical data (improvement in eye 
movements, persistent headache) and the 
gradual mood deflection, lead to a migrain-
ous syndrome associated with anxiety 
somatization disorders. Considering the 
phenotypic aspects and malformations, 
genetic investigations were required. Array
-CGH analysis revealed a 1,2 Mb duplica-
tion of the 17q12 region, containing ap-
proximately 15 genes. A few cases of this 
alteration have been described in the litera-
ture recently, associated with a wide phe-
notypic variability, particularly mental 
retardation and epilepsy, behavioural ab-
normalities, urogenital malformations, 
MODY, esophageal atresia and dyschroma-
tosis. 
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#### 
 
New 2012 guidelines for diagnosis of 
celiac disease. 
Farewell to biopsy? 
 
Giovanna Congiu, Marta Balzarini, Rosa 
Anna Podda, Mauro Congia. 
Seconda Clinica Pediatrica, Ospedale Re-
gionale per le Microcitemie Cagliari 
Scuola di Specializzazione in Pediatria 
Università degli studi di Cagliari 
 
MM, a 2yr3m old girl, came to our atten-
tion with AGA-IgG (40.1 U/ml) and anti-
TG2-IgA>128 U/ml, referred by her pedia-
trician because of prolonged diarrhea (34 
days) after an episode of acute gastro-
enteritis. She showed normal growth and 
had not previously suffered from gastro 
enteric symptoms. Her mother is affected 
by autoimmune thyroiditis. At the visit, 
she no longer had diarrhea . We repeated 
AGA and anti-TG2-IgA in addition to EMA, 
HLA genotype and anti-actin IgA (AAA): 
AGA-IgG 24 U/ml, anti-TG2-IgA>70 U/ml, 
EMA highly positive, HLA-DQ2 positive and 
AAA negative. In this setting the ESPGHAN 
criteria 2012 could not be applied because 
the girl did not have celiac symptoms; 
therefore an EGD with duodenal biopsies 
was performed. Histological analysis 
showed a normal morphology. The girl 
continued therefore a gluten-containing 
diet. During the following months, anti-
TG2-IgA and EMA gradually diminished to 
reach normal values after 12 months. In 
the literature, several cases of positivity 
for anti-TG2-IgA during acute infections 
are described, even if not of EMA. Our case 
report shows that, even if thanks to the 
new guidelines we can sometimes reach 
the diagnosis of celiac disease without the 
need for invasive biopsies, EGD + biopsy 
still remains the only choice when interpre-
tation of results is difficult or dubious. 
Therefore, a very strict adhesion to the 
ESPGHAN criteria is needed to avoid false 
positives, regarding a diagnosis forcing 
patients to a gluten-free diet for the rest of 
their lives. 
 

#### 
 
“As much as the love for salt”… A 20 
year long story  
 
S. Salis1, M. Zanda2, D. Manunza2, P. 

Pusceddu2 
1 Scuola di Specializzazione in Pediatria – 
Università degli studi di Cagliari 
2Centro di Riferimento Regionale Fibrosi 
Cistica - Azienda Ospedaliera Brotzu , 
Cagliari 
 
Michela is a 3-month-old child. She came 
to our attention for fever, cough and fidg-
etiness. Her clinical conditions were com-
promised. Her body temperature was 39.5°
C, RR 60/min, CR 150 bpm, Sat O

2
 96%. 

Fine crakles could be heared at the left 
apex. The blood count showed an increase 
of white blood cells. We diagnosed “an 
apical pneumonia and insufficient growth” 
and we chose to hospitalize the baby. 
Michela’s mother told us that this was the 
fourth admission in three months of life. 
At those admissions Michela had shown 
signs of respiratory and enteric disease. It 
was necessary to make further investiga-
tions such as the sweat test. It turned out 
positive and we diagnosed Cystic Fibrosis. 
The global treatment of Cystic Fibrosis 
obtained a good growth and a good con-
trol on the respiratory pathology. When 
Michela was 5 years old, we observed an 
intermittent colonization from Pseudomo-
nas Aeruginosa. When she was 10 years 
old, the infection became chronic, with 
progressive development of antibiotic 
resistance, decrease of respiratory func-
tionality, need of O2 therapy and NIV. 
When Michela was 22 years old, we de-
cided to list her for transplantation. On 
March 2013 we admitted her to our hospi-
tal for a new relapse of her chronic infec-
tion. Her clinical conditions were heavy 
compromised, so we moved her to an Ital-
ian transplantation centre. She started 
ECMO awaiting transplant, but she died 
during the operation.  

 
#### 

 
Skin features and macrocephaly: hall-
marks for specific syndrome 
 
D. Olla, L. Boccone 
Ospedale Regionale Microcitemie, Cagliari, 
Italy 
 
C. a 5 year-old boy, came to our attention 
for developmental delay, autism, statural 
overgrowth and macrocephaly. No family 
history of intellectual disabilities, mother 
diagnosed with Klippel-Trenaunay, father 
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with macrocephaly (>+ 2 SD). On physical 
evaluation: stature at 90th centile, weight 
at 50th centile, OFC 55 cm (>+ 2 SD). He 
showed pigmented macules on the trunk 
and penis, lipoma in abdomen. We per-
formed routine blood tests, thyroid exami-
nation, metabolic screening, molecular 
analysis for X-Fragile, S. Sotos, S. Simpson-
Golabi-Behmel all normal. Karyotype 46, 
XY. EEG, PAE, brain MRI were all normal as 
well. On the strong suspicion of Bannayan 
Riley Ruvalcaba syndrome, we performed 
molecular analysis which revealed a PTEN 
gene mutation. We then performed a 
colonscopy which revealed several poly-
poid projections on the ileum, colon, and 
rectum. The microscopic examination of 
polyps showed a nodular lymphoid hyper-
plasia. BRRS is a polymalformative syn-
drome with A.D. transmission and high 
risk of tumors. Main clinical features are: 
macrocephaly, multiple lipomas, hamar-
tomatous intestinal polyps, vascular mal-
formations, pigmented macules on the 
penis. In 50% of cases there's hypotonia, 
developmental delay and variable intellec-
tual disabilities. In 60% of cases there's a 
mutation of the PTEN gene while a deletion 
is seen in 11% of cases. BRRS shares fea-
tures with Cowden syndrome, an A.D. 
condition with more females affected, 
where mutations in PTEN gene are present 
in 80% of cases. 
 

#### 
 

I’ve got you on my skin… 
 
L.Cara, L. Gaudi Megnetto, A. Nonnis, F. 
Corongiu, R.Mura 
Scuola di Specializzazione in Pediatria, 
Università di Cagliari 
U.O.C. Oncoematologia Pediatria e Patolo-
gia della Coagulazione, Ospedale Microci-
temico, Cagliari 
 
S.B., a one year old, was hospitalized in a 
pediatric department for  hyperpyrexia 
with chills and diffuse maculopapular rash. 
Nothing to report on past medical history. 
CBC: Hb 8,7 g/dl, MCV 54,7 fl, WBC 
123000 (N 22%, L 75%, M 0%), PLT 
255000, the others blood tests and inflam-
matory markers were normal. Discharged 
with a diagnosis of interstitial pneumonia, 
atopic dermatitis and exantema subitum, 
she still had discontinuous fever, asthenia 
with progressive weight loss and deteriora-

tion of physical condition. Therefore she 
was hospitalized again: she had hepa-
tosplenomegaly, seborrheic and pale skin, 
nothing to report upon physical examina-
tion; Hb 5,9 g/dl, reticolocites 4%, MCV 61 
fl, WBC 11200 (N 26%, L 45%, M11%), PLT 
105.000; ESR 33, CPR 1,1 mg/dl. Total 
body TC showed hepatosplenomegaly with 
the absence of focal lesions and multiple 
swollen lynph-nodes in the mesentery. 
Bone marrow aspirate showed no atypical 
cells, signs of dyserythropoiesis or block of 
maturation of metamyelocytes. During 
hospitalization the baby had episodes of 
absence (EEG and TC brain normal) and 
maculopapular disseminated lesions ap-
peared. Skin biopsy showed an infiltrata-
tion of CD1 and S100 positive cells which 
provided for the diagnosis of Langerhans 
cell histiocytosis. She started therapy with 
LCH III protocol, with insufficient results; 
therefore, she was switched to a second-
line therapy with 2 CDA (LCHS 2005 proto-
col), with which she achieved remission 
without presenting reactivation of the 
primitive disease. She is now undergoing a 
periodic follow up. 
 

#### 
 
Erythrodermia, oral candidiasis and diar-
rhea 
 
V.Pisano, M.Ligas, S.Salis, F.Cossu, 
R.Galanello 
Ospedale Microcitemico, 2^ Pediatric Clinic 
of University, Cagliari, Sardinia, Italy 
  
CM, a 2-month-old girl, born at 40 wks 
with normal appearance, was admitted to 
our Clinic for a dermatitis that appeared 
during her 2nd wk of life and was diagnosed 
and treated as “atopic dermatitis” at an-
other Pediatric Clinic. On admission she 
appeared to be ill, with fever, severe 
erythrodermia with diffuse scaly rash and 
cutaneous edema, oral candidiasis 
(resistant to Fluconazole gel) and diarrhea. 
Laboratory evaluation showed eosinophilia 

IgG 341 mg/dL, IgM 19 mg/dL, IgA 16 mg/
dL, IgE 14 IU/mL, lymphopenia with ab-
sence of B-cells and of naive CD4 T-cells 

-CD45RA <1%, CD4-CD45RO 81%, 
-

L), absent in vitro lymphocyte proliferative 
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response to mitogens, positive oral Can-
dida albicans, a paternal haplotype and 
one alone maternal haplotype in HLA typ-
ing. From the clinical features and labora-
tory data we made the diagnosis of Omenn 
Syndrome in SCID T-B-NK+. CM was urgently 
hospitalized in the Pediatric HSCT Unit, 
treated with NPT, piperacillin-tazobactam, 
amikacin, liposomal amphotericin, acy-
clovir, Ig, MPN, topical steroids, ci-
closporin, trimethoprim/sulfamethoxazole 
and received a haploidentical HSCT from 
her father. 10 years later, she shows nor-
mal hematological and immunological 
values. We found no mutation in her 
RAG1/RAG2 genes.  
 

#### 
 
A case of hipertensive hydrocephalus 
due to brain malformation 
 
E. Coni1, M.A. Marcialis2, M.C. Pintus2, V. 
Marinelli2, M. Puddu2 

1Scuola di Specializzazione in Pediatria, 
Cagliari 
2Patologia Neonatale, Puericultura e Nido 
AOU, Cagliari 
 
Holoprosencephaly (HPE) is a brain malfor-
mation resulting from incomplete cleavage 
of the prosencephalon into two cerebral 
hemispheres. It can be alobar, semilobar 
or lobar. In 1993, another milder subtype 
called “Middle Interhemispheric Vari-
ant” (MIHF) was reported. The HPE can be 
due to environmental causes (diabetes, 
alcoholism, exposure to drugs and TORCH 
infections during the pregnancy) and ge-
netic causes. CASE REPORT: Giovanni was 
born at gestational week 35 by cesarean 
delivery, with severe hydrocephalus. HPE 
was suspected on the fetal US at 20^ w. 
After birth, the child was admitted in NICU 
where the hydrocephalus was confirmed, 
without dysmorphic features. The brain US 
showed a picture of severe malformative 
hydrocephalus. The partial separation of 
frontal and occipital lobes and of the thal-
ami didn’t allow a differential diagnosis 
between HPE and MIHF with a dorsal cyst. 
The brain CT confirmed the US picture. 
Immediately after the diagnosis, Giovanni 
was transferred to a Pediatric Neurosur-
gery centre where a ventriculoperitoneal 
shunting was performed. CONCLUSIONS: 
HPE occurs in 1:16000 live births but its 
frequency may be as high as 1:250 preg-

nancies. The incidence of MIHF is un-
known. The clinical manifestations depend 
on the severity of the HPE and range from 
severe cerebral paralysis (often Cho-
reoathetosis) with endocrine and hypotha-
lamic dysfunctions and dysmorphic fea-
tures, to milder spasticity that doesn’t 
prevent ambulation (MIHF).  
 

#### 
 
A case of Anorexia 
 
Pintor M,  Mereu  A, Zuddas A 
Department of Neuroscience, Child Neuro-
psychiatry , AOU Cagliari, Italy 
 
G. 17 years, came to our observation for 
acute decompensation in chronic ano-
rexia . A clinical history of gastroesophag-
eal refux, recurrent tonsillitis and a sister 
with a history of anorexia (which strongly 
influenced the patient psychological condi-
tion) should be noted. G. presented in bad 
general condition, pale, with lower limb 
acrocyanosis, petechiae of the forearms 
volar surfaces, lanugo and palmar-plantar 
hypercarotenemia. Deambulation was diffi-
cult; she presented ankle edema and bra-
dycardia. G. was uncooperative, she had 
dysmorphophobia, with altered body im-
age, middle insomnia, weight phobia and 
anxiety symptoms. She presented also 
hypetransaminasemia, mild thrombocyto-
penia, hypoglycemia, hypocalcemia and a 
slight hypophosphoremia, even before 
therapeutic intervention. The echocardi-
ography showed a mild to moderate peri-
cardial effusion. To avoid refeeding syn-
drome we started the correction of electro-
lyte abnormalities. Only as a second step 
did we set a dietary plan and contemporary 
psychiatric and emotional support therapy, 
while waiting to start cognitive-behavioral 
therapy (not effective without a certain 
weight recovery). Anorexia nervosa is a 
serious medical and psychiatric emer-
gency, and, for this reason, early interven-
tion, the correction of electrolytes and 
monitoring of clinical parameters together 
with medical and psychiatric treatment are 
crucial for prognosis. 
 

#### 
 
A rare case of a girl with precocious 
puberty 
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Ibba Anastasia, Guzzetti Chiara, Pilia 
Sabrina, Loche Sandro 
Servizio di Endocrinologia Pediatrica, PO 
Microcitemico, ASL Cagliari 
 
L., a 3.4 year old, developed pubarche at 1 
year. At first presentation height was 
102.1 cm (96°%ile vs 3°%ile THT), height 
velocity (HV) 12.8 cm/year, pubertal stage 
AH1, B1, PH3. She had advanced bone age 
(4.4 years), elevated testosterone concen-
trations (T), normal pelvic and adrenal US. 
CAH was excluded, and in search for the 
source of T, an abdominal CT scan was 
then performed, which was normal. After 6 
months she continued to show pubertal 
growth, increased pubic hair and increased 
T concentration. An abdominal MRI re-
vealed the presence of a solid mass in her 
right adrenal gland (4*2.5*2.2 cm). The 
tumour was removed and it turned out to 
be a stage II carcinoma. She was then 
referred to the paediatric oncology unit, 
and started treatment with Mitotane 
(protocol Trep AIEOP) and Hydrocortisone. 
After 6 months (4.9 years) she developed 
bilateral thelarche (B3). Results of a LHRH 
test (FSH peak 10.6 mU/ml, LH peak 66.6 
mU/ml) and elevated oestradiol (49.5 pg/
ml) concentration indicated she had devel-
oped central precocious puberty. Treat-
ment with GnRH analog was then initiated. 
Precocious puberty can occur after the 
removal of a virilising tumour. Excess 
androgens may lead to maturation of the 
hypothalamic-pituitary-gonads axis, and 
removal of the feedback effect exerted by 
sex steroids would trigger endogenous 
LHRH secretion, thus causing gonadotro-
pin-dependent precocious puberty. 
 

#### 
 
Cerebellar hypoplasia and pneumonia 
 
V.Pisano, M.Ligas, S.Salis, F.Cossu, 
R.Galanello 
Ospedale Microcitemico, 2^ Clinica Pedia-
trica Università di Cagliari 
 
An 8 month-old boy, born at 36 wks with 
IUGR and cerebellar hypoplasia, was admit-
ted to our Clinic for a cough which had 
progressively worsened over a few days. 
On admission, he appeared to be ill, with 
high fever, tachypnea, grunting, retrac-
tions, and also slight microcephaly, oral 
candidiasis, pallor and petechiae. Chest 

radiography showed interstitial pneumo-
nia, that suddenly worsened and intubation 
and mechanical ventilation was required. 
Laboratory evaluation showed WBC 8900/
uL  (N 36%, L 26%, M 35%, E 3%), anemia 
(Hb 7 gr/dL, reticulocytes 1.5%), thrombo-
cytopenia (PLT 20000/uL), lymphopenia 
with absence of B-cells and NK-cells (ALC 
2010/mcL, CD3 1980/mcL, CD4 1450/
mcL, CD8 520/mcL, CD19 <1%, CD16-56 
<1%), absent in vitro lymphocyte prolifera-
tive response to mitogens, agammaglobu-
linemia (IgG 80 mg/dL, not detected IgM 
and IgA), positive oral Candida albicans, 
positive BAL PCR-DNA Pneumocystis ji-
rovecii. From the pathognomonic associa-
tion of cerebellar hypoplasia and SCID T+B-
NK- we made a diagnosis of Hoyeraal-
Hreidarsson Syndrome (the severe infantile 
variant of dyskeratosis congenita; in this 
child the XL form, caused by a novel mis-
sense mutation in diskerin coding gene 
DKC1, exon 3 T113-->C, Ile38Thr). Pneu-
mocystis pneumonia was cured, and the 
child received an allo-HSCT from her HLA-
identical sister, with sustained correction 
of immunological and hematological de-
fects.  Unfortunately, her generalized te-
lomerase defect caused a premature aging 
syndrome, with exitus (cirrhosis of the 
liver) at 10-years-old. 
 

#### 
 
Multicystic dysplastic kidney in children: 
conservative management and long term 
approach 
 
Chia L, Manca V, Masnata G 
Pediatric Urodynamic, Brotzu Hospital, 
Cagliari 
 
PURPOSE: Multicystic dysplastic kidney 
(MCDK) is a relatively common form of 
renal dysplasia. Associated urinary tract 
anomalies may accompany MCDK changing 
its natural history. The aim of this study is 
to evaluate the clinical course and the long
-term (20-years) renal outcome of children 
with MCDK. MATERIAL AND METHODS: We 
retrospectively evaluated 79 children, 52 
males (65,8%) and 27 females (34,2%) with 
unilateral MCDK. Mercaptoacetyl-triglycine 
(MAG3) renal scans were performed in all 
patients. The voiding cystourethrogram 
(VCUG) was performed only in children 
with a dilated urinary tract to exclude 
other uropathies. Was also monitored 
blood pressure and GFR. RESULTS: Diagno-
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sis was made by prenatal US in 68 patients 
(86%). 16/79 patients (20,2%), had abnor-
malities in the contralateral kidney. Com-
pensatory hypertrophy of the contralateral 
kidney occurred in 70 patients (88,6%). 
Two children had reduced GFR. Proteinuria 
was present in 2 of 79 patients. Hyperten-
sion occurred in 1 of 79 patients. There 
was complete involution of MCDK in 59 
patients (74,6%) and no malignant trans-
formation in any patients. Only four chil-
dren had recurrent UTI. CONCLUSIONS: 
The majority of children with MCDK are 
apparently healthy, have favourable out-
comes and do not need nephrectomy. 
VCUG is no longer recommended for all 
children and must be performed only in 
selected cases. Follow up must be more 
rigorous in patients with complex MCDK, 
who are at significant risk of developing 
UTI and renal failure. 
 

#### 
 
Mellitus Diabetes and eating disorders: 
a complex case 
 
Pinna AP,  Ripoli C, Nurchi AM 
Department of Pediatrics and Clinical 
Medicine, AOU and University of Cagliari, 
Italy 
 
M. a 13 year old came to our observation 
for a suspected eating disorder, lack of 
control over food assumption, binge eat-
ing and purging, in particular vomiting. 
The patient was suffering from diabetes 
mellitus type 1 without complications by 
the age of 8, and had a reasonable meta-
bolic control (up to that point) but exhib-
ited all the typical psychological implica-
tions of chronic diseases. At the time of 
the visit M showed depressive symptoms, 
she referred self-harm behavior and grad-
ual caloric restriction, followed by epi-
sodes of loss of control. Although 
auxological and body composition pa-
rameters were not altered, bulimic symp-
toms were accompanied by a metabolic 
decompensation of diabetes, in particular 
blood glucose values, because of a poor 
compliance. Because of frequent hypogly-
cemic crises we decided to significantly 
reduce insulin units and to set a proper 
diet plan, aiming at vomiting interruption 
and metabolic correction. To improve 
depressive symptoms we prescribed ther-
apy with sertraline. During hospitalization 

our patient also manifested  nausea, head-
ache, epigastric pain and left upper limb 
pain, and also anxiety symptoms, auditory 
hallucinations, which lead to convertion 
episode a few months later. We completed 
her therapeutic  plan with alprazolam, 
lorazepam and risperidone. In time the 
mood and eating disorders improved, but 
the conversion disorder and her unstable 
psychological condition make the manage-
ment of insulin therapy and metabolic 
control difficult . 
 

#### 
 
Outcome in children with vescicouret-
eral reflux: 19 years of follow-up 
 
Manca V, Chia L, Masnata G  
Pediatric Urodynamic, Brotzu Hospital, 
Cagliari 
 
PURPOSE: Vesico-ureteral reflux is a dis-
ease that affects 1-2% of the pediatric 
population, it can be associated with reflux 
nephropathy and the development of 
chronic renal failure in adults. The aim of 
this study was to evaluate the validity of 
the conservative approach to VUR and 
provide practical guidance regarding the 
management of patients with VUR and UTI. 
MATERIAL AND METHODS: This study in-
cluded 181 patients with primitive RVU 
aged from 0 to 24 between 1993 and 
2012. Patients were divided into group A 
(children younger than 2 years) and group 
B (patients aged between 2 and 24 years). 
All 181 patients underwent ultrasound of 
the urinary tract and voiding cystourethro-
gram. Kidney function was evaluated with 
GFR renal and scintigraphy. RESULTS: Of 
the 181 patients with VUR, 80 (44.1%) 
received a prenatal diagnosis. The children 
who did not receive a prenatal diagnosis 
and who were not prescribed prophylactic 
antibiotics after birth, developed febrile 
UTI in a percentage of 75% (group A) and 
80.6% (group B). Only 29/181 patients 
underwent surgery. None of the 181 pa-
tients had chronic renal failure. CONCLU-
SIONS: Only selected cases require surgery. 
We cannot predict which patients will de-
velop ESRD in adulthood. Prenatal diagno-
sis is important to prevent UTI in children 
with VUR under 2 years of age. For older 
patients, it is necessary to diagnose and 
treat voiding dysfunction and constipation 
to prevent UTI 
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#### 
 
Not just an hypertransaminasemia 
 
V.Orecchia a, A.Meloni b, M.Furcas a, 
G.Loudianos b 
aScuola di Specializzazione in Pediatria 
Università di Cagliari 
 bOspedale Microcitemico di Cagliari 
 
A 3-year-old girl was referred to our hospi-
tal with hypertransaminasemia. Anamne-
sis: recent gastroenteritis and an episode 
of oral candidiasis six months before. 
Normal physical exam. The laboratory 
tests showed hypertransaminasemia, hy-
pergammagt and hypergammaglobuline-
mia with normal restant parameters of 
liver function. Negative serology for hepa-
totropic viruses. Normal ceruloplasmin, 
serum and urine copper and alpha1anti-
trypsin. Positivity of ANA and anti-LKM 
with high title should be noted. Celiac 
disease and IBD were excluded. Liver bi-
opsy revealed evidence of chronic injury of 
the intrahepatic bile ducts and lobules. 
After an evaluation of the girl’s medical 
history, laboratory tests and histological 
exam AIH/SC overlap syndrome was diag-
nosed. Genetic investigation for APECED 
was carried out, which showed homozy-
gosity for the mutation R139X. She was 
treated with corticosteroids and azathio-
prine and was followed up for the manage-
ment of the disease. Colangioresonance 
and hepatic function had become normal. 
At 4 years she developed hypoparathyroid-
ism and maintained a normal adrenal func-
tion, which is kept under control. Upon 
screening the whole family, the younger 
brother was found to be homozygous for 
the same mutation. The APECED is a rare 
genetic disorder of immunoregulation, 
autosomal recessive, caused by mutations 
in the AIRE gene. The typical symptomatic 
triad is: mucocutaneous candidiasis, hy-
poparathyroidism and adrenal insuffi-
ciency. Approximately, 15-20% of patients 
also develop a AIH.  
 

#### 
 
Influence and prevention of xerostomia 
in the oral manifestations  
of pediatric onchoematologic patient. 
 
Perillo T., Degirolamo A., Scivetti M., 
Muggeo P., Koronica R., Santoro N. 

 
Xerostomia plays a fundamental role in the 
genesis and clinical aggravation of oral 
cavity diseases. The purpose of this study 
was the evaluation of the role played by 
xerostomy in the oral cavity diseases of 
children affected by LAL and LMA. We en-
rolled 60 children: Group A (20 patients 
undergoing chemotherapy), Group B (20 
patients in maintenance chemotherapy) 
and Group C (20 healthy children). We 
evaluated: salivary flow, basal salivary PH 
and PH after stimulation with paraffin, 
DMFT index, BEWE index and PCR. The 
results were: higher incidence of 
xerostomy in Group A (85%) compared with 
Group B (65%), and in Group A and B (75%) 
compared with Group C(10%).Increase of 
PCR index in Groups A(48,5%). Increase of 
BEWE index in Groups A and B 
(45%);Normal values in Group C (15%). 
Increase of DMFT index in Group A com-
pared with Group B, Groups A and B com-
pared with Group C. Increased PH and 
salivary flowmetry after paraffin mixtures. 
Xerostomia represents a statistically sig-
nificant risk factor (p-value < 0,05) for the 
oral cavity.Paraffin may represent a valid 
aid in preventing xerostomy. Onco-
haemathological young patients need: 1) 
more attention to chemo and radiotherapy- 
induced xerostomia 2) accurate informa-
tion about the oral cavity 3) highly quali-
fied staff that have to be trained and in-
formed about specific therapies. 
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