EDITOR IN CHIEF

|\
J

Eugen Sorin BOIA

CO-EDITOR

Calin POPOIU

SECRETARY

Radu Emil IACOB

EDITORIAL BOARD

O Adam
Marioara Boia
A Craciun
M Gafencu
Daniela lacob
A Pirvan
| Velea

EDITORIAL

CONSULTANTS

M Ardelean — Salzburg, Austria
ES Boia — Timisoara, Romania
V. Botiu — Timisoara, Romania
S Garofallo — Milano, Italy
DG Gotia - lasi, Romania
C llie — Timisoara, Romania
E Laz r - Timisoara, Romania
J Mayr - Basel, Switzerland

N Eva Nemes — Craiova, Romania
ADDRESS L Pop — Timisoara, Romania
| Popa — Timisoara, Romania
Timisoara, Romania GCS: Eo?ers B GrC(;eenvn'IA(\e, USA
Gospodarilor Street, nr. 42 ‘] cdaamon_—_ raz, Austria
Tel: +4-0256-439441 | Slme_ rea — Timisoara, Rome_lnla
cod 300778 C Tica — Constanta, Romania
e-mail: eemboia@rdslink.ro
ISSN p 1221-7212 |y
P AN Y




CONTENTS

I. NEONATOLOGY

1. AFORM OF DANDY-WALKER SYNDROME AS A PART OF A MULTIPLE
MALFORMATIVE SYNDROME. LIMITATIONS OF THE ULTRASOUND SCAN

Gabriela Olariu, IT Cioata, Alina Surdu, Daniela Icmal Mihaela TUNESCU ........ccouevieivviieiiiecriccrecre e

2. NEONATAL HEPATITIS WITH CYTOMEGALOVIRUS

Simona Braicu, ROXANA NICOIA .......cviiuiiiieiiicriice ettt ettt et et sbe et e s bestaesasenbeeneas

3. PERINATAL LEUKODYSTROPHY CLINICAL CASE

Marioara Boia, VBo iu, ES Boia, Daniela lacob, Aniko Manea, Dana Mihut ............c.ccoeeeviiiieeii e

4. SEVERE POSTASPHYXIC SYNDROME FOLLOWING A MASSIVE
FETOMATERNAL BLEEDING

Gabriela Olariu, Mihaela Tunescu, D Grigoras, Daniela Icma, Alina SUrdu ..........ccoeevveieieniiciiinenscne

Il. PEDIATRICS

5. HALLOTHERAPY - AN ADDITIONAL METHOD IN THE TREATMENT
OF THE RESPIRATORY DISEASE IN CYSTIC FIBROSIS

GB Almajan, | Popa, Zagorca Popa, L POP, C PASCU .......ocuiierireiiiieee ettt

6. THE VALUE OF ESOPHAGEAL pH MONITORING FOR
THE DIAGNOSIS OF GASTROESOPHAGEAL REFLUX

A PIIVAN, N VU Lottt e ettt e e ettt e et e e e st e e e sat b eeesas e e e s sataeeseastesesssseseesssbeeesasaeeesrsaaneaas

7. MALLORY-WEISS TEAR IN AN 11 YEARS OLD PATIENT
WITH ACUTE LYMPHOBLASTIC LEUKEMIA

A Pirvan, N Miu, G Popa, Cristina BIAg .........ccceeuiieiiiieese ettt nneeneeneas

8. THE CORELATION OF THE RICKETS INCIDENCE WITH THE RISK FACTORS
The risk factors- individual study

Liana Berinde, | Popa, Daniela Boangiu,A Berinde,R GEOIgESCU .......ccueiereererieriresieneineenieseseesseseeanessesneneens

9. THE ECHOGRAPHICAL EXAMINATION IN CHILD CHOLESTATIC SYNDROME

Liana Berinde, | Popa, A Berinde, M Berinde, M 1ac0b, R GEOIgESCU .....ocuvevvrierieeeiere e

10. PERINATAL HYPOXIA-ISCHEMIA MAJOUR COUSE
OF SYSTEMIC DISFUNCTION IN NEWBORNS
Elena Pop, loana Micle, Oana Belei, Rodica llie, Andreea Militaru,

Otilia M rginean, Monica M r zan, RAMONA GIUIESCU .......cevrreruirueeeieeienieeeeaeeeeseesreeeeseseereeseeseeseeseeseeseenes

I11. PEDIATRIC SURGERY

11. CONSIDERATIONS UPON A CASE OF SPONDYLOLYSIS
IN A PRE-SCHOOL AGED INFANT

ROSWIENE POP ..ttt ettt bbb b bbb s bt b bbbt et st et et b s et et nenbere s

12. EVOLVING SURGICAL TECHNIQUES FOR PECTUS EXCAVATUM CORRECTION

A Radulescu, Andrea Papp, CM Popoiu, ES B0ia, RE 18C0D ........cccccoriiriineiiiienese e

IV. PSYCHOLOGY

13. THE PSYCHO-AFFECTIVE LIFE OF THE CHILD BEFORE AND AFTER BIRTH

Y 2 T [ RO

MANUSCRIPT REQUIREMENTS ...t



! ""#

A FORM OF DANDY-WALKER SYNDROME
AS A PART OF AMULTIPLE MALFORMATIVE
SYNDROME. LIMITATIONS OF
THE ULTRASOUND SCAN.

Gabriela Olariu®, IT Cioata?, Alina Surdu?, Daniela Icma* Mihaela Tunescu®
1Clinical Hospital of Obstetrics and Gynecology “dr. Dumitru Popescu” Timisoara — Neonatal Unit,
2Clinical Hospital of Obstetrics and Gynecology “dr. Dumitru Popescu” Timisoara - IA, Obstetrics &

Gynecology Clinic

Abstract

The most impressive issue of this special case is
that altrough standard ultrasound scan correctly
recommended and performed during the pregnancy do not
always identify some of the cerebral malformations. When
dealing with this specific type of malformations, they can
“escape” the prenatal ultrasound screening and therefore
they get diagnosed postnataly.

In this particular case the hydrocephalus was
identified not only through a clinical examination or
ultrasound scan but mostly by magnetic resonance.

Key-words: Dandy-Walker Syndrome, ultrasound
scan.
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At 31 weeks of gestation there is noticed a
premature imminence of the delivery. That was
successfully stopped using tocolisis, uterosedatives and
antispastics drugs. Accordingly, it was decided to adminster
corticosteroids in order to prevent the hyaline membrane
disease (Celestone VI f). On the ultrasound scan there was
evident a bordered placenta praevia.

Birth: at 33 weeks of gestation a minor bleeding
episode intervened being shortly after followed by a
massive haemorrhage. The caesarean section was the best

History

First carrying 32 years old woman who followed
precisely the doctor’s recommendations regarding medical
examinations, clinical follow-up and ultrasound scans
during the pregnancy; the risk score for the 21% trisomy
ranged 1.1674 (embriofetal biometry, free serological

HCG and FP).

The ultrasound scan performed at 20 weeks of
gestation did not identify any foetal malformations, the
intracranial structures appeared normal, the cerebellum’s
vermix was obvious (while using the standard incidence),
the cisterna magna seized 6 mm, normal figure of the
ventricles.(fig.1)

Fig. 1. Ultrasound scan at 20 weeks of
gestation — normal aspect of the ventricles.

choice of that moment and so it was performed as an
emergency. There it was, a new born baby girl, weighing
2140 grams, Apgar scored 6/7 at 5 minutes who was in
obvious need of bag-and-mask ventilation using 100% O,
than 40%0,. The obstetrician confirmed his suspicion of
accrete bordered placenta praevia.

The new born baby was admitted in the Neonatal
Intensive Care Unit undergoing continuous monitoring. The
first chest X-ray performed soon after birth showed a fixed
lifting of the right hemi diaphragm which rose the question
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of a possible congenital paresis of the right frenic nerve.
The peribronchovascular image sustained a lack of amniotic
fluid resorbtion (considered at that time as a neonatal
transient tachypnea). The baby’s condition aged 24 hours
was worsening. She was experiencing a moderate
respiratory distress syndrome (scoring 4/5 on Silverman
scale) and so the neonatologist decided to intubate her for
starting conventional mechanical ventilation. The chest X-
ray performed in this stage undoubtfully showed a right

N
pneumothorax and pneumomediastine (fig.2,3,4). The
symptoms could be kept under control while receiving the
mechanical ventilation via the endotracheal tube and while
performing the aspiration puncture on the right hemi
diaphragm. But not for so long and there was a need for a
second puncture. At 4 days of age, undergoing conventional
mechanical ventilation and pleural drainage, there were no
signs of respiratory distress whatsoever.

Fig. 2,3,4. Right pneumothorax and pneumomediastine

Starting the 2" week of life, there was noticed a
progressive increase of the cranial circumference, from 31,5
cm at birth to 34 cm ageing 2 weeks, 35 cm at 3 weeks of
age and 40 cm at 8 weeks of age.

Transfontanellar ultrasound (baby girl aged 8
days): well designed cerebral tissue, right lateral ventricle

ER

Hydrocephalus is most frequently due to Sylvius’s
aqueduct stenosis, obstruction of the foramina of Luschka
or Magendie. It is seldom related to an increase secretion of
cerebral spinal fluid, to a decreased reabssorbtion in the
subarachnoid space or to an arterial-venous malformation.
Isolated hydrocephalus is more often caused by a
congenital obstruction of Sylvius’s aqueduct which makes
the connection between the 3™ and the 4™ ventricles.
Hydrocephalus is a common feature of meningocele
associated with Arnold Chiari malformation. When
detected postnatal, the hydrocephalus might be following a
bleeding process or a cerebral infectious episode.

First evaluation:

Premature baby girl (gestational
age 33 weeks)

21 mm, left lateral ventricle 19 mm, with nonomogenous
transsonic insights, anterior corns with hypereccogenous
walls, moderately dilated 3 wventricle with massa
intermedia present. All of the above stand for evolutive
bilateral hydrocephalus (moderate form). No signs of
intraventricular hemorrhage.(fig.5)

Fig. 5. Transfontanellar ultrasound — no
sings of intraventricular hemorrhage.

Caesarean section for bordered
placenta praevia
Respiratory distress syndrome-
neonatal transient tachypnea
Pneumothorax secondary to the
therapy and to the right frenic nerve paralysis
Evolutive hydrocephalus starting
the 2" week of life; first considered as a post
bleeding process and then confirmed by the
lumbar puncture (cerebral spinal fluid analysis)
and the transfontanellar ultrasound
Question to be raised at this point: early postnatal
evolving hydrocephalus associated to the unilateral frenic
nerve paralysis might conclude to a complex syndrome? In
order to answer to this question (baby’s age being 3 weeks),
it was asked for a magnetic resonance imagery (severe
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ecstasies of the intracerebrum liquid spaces on bilateral
overtentorium level with obvious compression on the
cerebrum tissues; possible identification of an arterial-
venous malformation of approximately 3/3/2 cm at the

Hypoplasic inferior cerebellum’s
vermix with moderate ecstasies of the 4™ ventricle
and it’s large communication with cisterna magna;
low insertion of the tentorium; intracerebral
vessels-  slightly ecstasies, sinuous shaped;
hypophysis gland and orbits-normal (form of
Dandy-Walker Syndrome)

Conclusions

1. severe triventricular hydrocephalus

2. right arterial-venous malformation with
bloody regional clots (delayed sub acute
status)

3. possible form of the Dandy-Walker
Syndrome — partially agenesis of the anterior
and inferior sector of the cerebellum’s vermix

N
cortico / subcortical level, just anterior to the frontal corn of
the right lateral ventricle; drainage vessels and bloody
regional clots- using T, hypo signal, T, hyper signal)(fig.6)

Fig. 6. Magnetic resonance aspect.

4. postnatal diagnosis via magnetic resonance
imagery

5. standard incidences on the prenatal ultrasound
scans of the cerebellum DO NOT
IDENTIFY this possibility

6. an increasing need of adopting new
incidences over the cerebellum while
performing the prenatal ultrasound scan
which might be borrowed from the magnetic
resonance techniques (including transverse
and oblique subcerebellar incidences)

7. THE TRANSFONTANELLAR
ULTRASOUND HAS IT’'S OWN
LIMITATIONS related to the equipment
itself, the techniques used, the examiner’s
abilities and of course the anatomical
peculiarities identifiable in every baby at a
certain age.
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NEONATAL HEPATITIS
WITH CYTOMEGALOVIRUS

Simona Braicu, Roxana Nicola
Re ita County Hospital

Abstract

Hepatic disorder is frequent during congenital
infection with cytomegalovirus. The clinical expression
ranges from subclinical to serious, even fatal forms of
disease. The hepatic manifestations can dominate the
clinical symptomatology or, within the multisystemic
involvement clinical or only biochemical signs of hepatitis
can occur. The evolutive forms of disease, progressing
towards the chronic stage, have an important potential
towards chir.

Key words: cytomegalvirus infection, neonatal
hepatitis

Introduction

Infection with cytomegalovirus (CMV) represents
one of the most frequent congenital infection in Europe,
with a rate of 4-5 to 1,000 births.

The newborn liver is particularly predisposed to
transplacentar or perinatal infection with CMV, whereas in
other ages the hepatic disease occurs rarely and only in
certain circumstances (e.g. immunity deficiency)

Hepatic disorder is mainly manifested as a
hepatocellular disease (hepatitis), but the CMV infection
has been associated, in many studies, with three other
clinical-pathological distinct entities:

- inflammation and reduplication of the biliary duct
in the portal spaces, which in some circumstances
results in paucity of the biliary duct;

- lesions of the main intrahepatic biliary ducts with
evolution towards sclerosing cholangitis;

- diseases of the extrahepatic biliary ducts, mainly
biliary atresia (2)

In all these cases there is a stereotype response,
neonatal cholestasis, which creates difficulties in diagnosis,
and the primary pathological impact can be common,
respectively an inflammatory chollangiopathic process,
with various degrees of involving the hepatocytes and the
biliary ducts.

Aim of study

The authors target the evaluation of hepatic
involvement in the congenital infection with CMV, as well
as the study of clinical manifestations, of the biological
modifications and of the evolution in the neonatal hepatitis
with CMV.

Material and method

A number of 11 newborns were under study, that
had been diagnosed with maternal-fetal infection with
CMV, in the Maternity of Re ita Hospital, during 1996-
2004.

The serological diagnosis of the congenital
infection with CMV was carried out by determining the
IgM type CMV antibodies, with the ELISA method. In 2
cases the diagnosis was confirmed by the detection of pp65
antigen, specifically CMV in leucocites and the isolation of
the CMV infected cells in urine. The presence at birth of
the IgM type CMV antibodies indicated the intrauterine
infection. Diagnosis of neonatal hepatitis with CMV was
based on clinically documented hepatopathy and/or by
altering the hepatic tests.

Results

Out of the 11 analysed cases, 8 presented clinical
symptoms at birth or during the early neonatal period and 3
cases were asymptomatic, the diagnosis being exclusively
serological, based on the presence of CMV IgM type
antibodies. The asymptomatic cases have been included in
the study for the following up of subclinical forms of
disease.

In order to study the occurrence of the hepatic
clinical manifestations in the CMV congenital infection, the
8 cases of children with symptomatic congenital infection
were analysed .

The clinical signs in the CMV congenital infection
were: jaundice, in 5 cases (62,50%), hepatomegaly present
in 5 cases (62,50%), splenomegaly in 3 cases (37,50%)
hypoxic-ischaemic encephalopathy in 3 cases (37,50%)
convulsions in 1 case (12,50%) petechiae in 4 cases (50%)
ascites in 1 case (12,50%) the hemorragipary syndrome 1
case (12,50%), microcephaly in 1 case (12,50%),
chorioretinitis in 3 cases (37,50%), pneumonia in 3 cases
(37,50%). The clinical signs of neonatal hepatitis were
present in 5 of the 8 cases of transplacental infection with
CMV

For the study of subclinical forms of disease, 1
asymptomatic case was included in the study, case where
the hepatic disease was proved by altering the biological
hepatic tests. According to the cases’ genders, age of
pregnancy, Apgar score, birth weight, it comes out that the
male gender was affected to a degree of 66.66%. According
to the age of pregnancy, as determined by anamnesis and
Ballard score, 16,66% were born premature. According to
the placement on the intra-uterine growing curves, 5
newborns (83,33%) were appropiate for gestational age, 1
children (16,66%) was small for gestational age. According
to the Apgar score, 2 cases (33,33%) presented obstetrical

asphyxia.

Clinical manifestations in neonatal hepatitis with CMV

Jaundice was present in 5 cases. The early onset of
jaundice was present in 2 cases: 1 case in the first 24 hours,
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respectively, 1 case in the first 36 hours. In most of the
cases, the jaundice was a colestatic type (4/5), of medium
intensity and associating hyperchrome urine (2 cases), and
hypocolic stools (1 case). In all cases, jaundice was
prolonged, with a winding evolution present in 2 cases and
progressive evolution, towards worsening, noticed in 2
cases. Hepatomegaly was present in 5 cases, associated
with splenomegaly in 3 cases. The associated digestive

symptoms were: biliary vomiting, difficulties in sucking,
low digestive tolerance, anorexia, abdominal distension
with meteorism. Within the systemic disease, the hepatic
symptoms were associated in 2 of the cases with
pathological neurological symptomatology: hypotonia,
apnea , convulsions. Other general symptoms: marble-like
skin, fever were also assessed.

Tablel. Clinical findings in CMV neonatal hepatitis

Symptoms Nr. of cases Occurrence

Jaundice

-average intensity 4 80%
-intens 1 20%
Hepatomegaly

<2cm 2 40%
2-4cm 2 40%
>4.cm 1 20%
Splenomegaly 3 60%
Hypocolic stools 1 20%
Hyperchrome urine 2 40%
Hemorragipary syndrome 1 20%
Ascites 1 20%
Biliary vomiting 1 20%

Hepatic biological investigations in the neonatal hepatitis
with CMV
- Hepatocytolythic syndrome

Hepatocytolysis was pointed out by high levels of
serum transaminase (ALAT/SGPT and ASAT/SGOT) in all
the studied cases. In 4 cases mild elevation of transaminase
were noticed, important cytolysis (TGP over 200 Ul/I, upon
repeated analysis) occurred in 1 case and was associated

Table 2. Hepatocytolythic syndrome

with intense jaundice, important hepatosplenomegaly and
colestasis. Slightly increased levels of transaminase (1.5xN)
were recorded in 1 asymptomatic case. Minor increased
levels of transaminasis, upon repeated analysis, associated
with slightly modified levels of direct bilirubin, led, by
means of additional investigation, to diagnosis of clinically
asymptomatic transplacental CMV infection. (table 2)

cases. The alfa-1 globulin levels were normal in 4 cases.
Even though this parameter is not considered accurate in
assessing the hepatoprive syndrome, due to its
unspecificity, the slighlty increased values occurred in 2
cases were included in this inflammatory context.(table 3)

-

SGPT SGOT
<50 UI/I 50-100U1/1 >100U/1 <70Ul/I 70-100Ul/1 >100U/1
- 4 2 - 5 1
66,66% 33,33% 83,33% 16,66%
- Hepatoprive syndrome
Prolongation of prothrombin time (PT) ocured in a
single case, with a value of IP 83%. The hepatic synthesis Table 3. Hepatoprive syndrome
deficit was proved by carrying out the Koller test (the P.T. P.1 Proteines | Albumines
intravenous administration of K vitamin and repeating the
PT after 2 days). The hepatocellular dystrophy, affecting 20s 50% <60/l 50%
the capacity of synthesis, revealed the decrease in the total
proteins under 60 g/l in 1 cases (proving the lowering of 1 1 1 -
hepatic synthesis). The albuminemia was normal in all 6 16,66% | 16,66% | 16,66% -

- Cholestatic syndrome

The cholestatic syndrome was revealed by higher
values of conjugated bilirubinemia in all cases, and mixed
hyperbilirubinemia was present in 1 case. Higher values of

~
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colestasis enzymes (alkaline phosphatase and gamma-
glutamil-transpeptidase) were noticed in 2 cases. (table 4)

Table 4. Colestatic syndrome

Bilirubin A.Ph. | gama-GT
D>0,3mg% | T>12mg% | >400U/L | >130U/L
6 1 2 2
100% 16,66% 33,33% 33,33%

- Immunologic investigations
The quantitative finding of immunoglobulins: IgA,
IgM and IgC, according to the nephelometric procedure
indicated:
- normal values for IgA in all new-born babies
- higher values for IgG in 1 new-born baby
(16,66%)
- higher values for IgM in 3 new-born babies (50%).
The changes noticed at the immunoglobulins levels
were interpreted as a reaction to the persistent viral
stimulus, with an important IgM reaction. The
determination of lymphocyte subpopulations with the
Beckton-Dickinson flowcytometry in 4 cases did not
indicate cellular immune deficit.

Evolution

Out of 6 infants, 4 (66.66%) presented a
favourable evolution, towards healing, with the
improvement of the clinical symptomatology and
normalisation of the biological values until the age of 6
months. In one patient, hepatomegaly and the colestatic
jaundice lasted until the age of 7 months.

The evolution towards chronicity occured in 2
infants (33,33%), with the persistency of clinical and
inflammatory laboratory signs, hepatic disfunction and
cholestasis. Decease was recorded in one case (16,66%), at
the age of 8 months, due to a progressive evolution towards
biliary cirrhosis.

Treatment of neonatal hepatitis with CMV

1. Etiological treatment. The treatment with
Ganciclovir, dosage of 6 mg/body kg, intravenous, in one

N
hour perfusions each 12 hours, for 6 weeks, was carried out

together with the monitoring of possible side effects

(especially, the myelosupressive effect, firstly severe

thrombocytopenia and neutropenia). Two cases of new-

born babies with severe forms of disease, with systemic

symptomatology, were administered the treatment.

2. Treatment of cholestasis. Phenobarbital was
used in a dosage of 3-5 mg/day, as an inductor of
mitocondrial enzymes and stimulator of the billiary flow,
acting independently from the biliary acids.

3. Prevention and fighting the main complications
of the prolonged cholestasis:

For lipidic malabsorption the diet was modified by
lowering the long chain triglycerides and by supplementing
medium chain triglycerides. Substitution of liposoluble
vitamins: A vitamin (10,000 units/month, intramuscular),
D3 vitamin (25-OH) 800 units/day orally), K vitamin (5-10
mg x 2/week, intramuscular), E vitamin (5-300 units/day)
was performed. Administration of 0.5 g of Calcium per day
was done.

Conclusions:

1. The occurrence of hepatic manifestations of the
congenital CMV infection was in this study of 54,54%.The
clinical forms ranged from subclinic forms, present in
16,66% of newborns, mild forms in 33,33% of the cases,
medium forms in 33,33% of the cases and severe forms in
16,66% of the cases.

2. In the neonatal CMV hepatitis the hepatic
clinical manifestations were associated, in 33,33% of the
cases, within the systemic disease, with pathological
neurologic symptoms.

3. In 66.66% of the cases the evolution of CVM
hepatitis was favourable, towards healing. Improving the
clinical symptomatology and normalisation of the
biological values were achieved, in most cases, until the age
of 6 months. The chronic evolution was noticed in 33,33%
of the cases, with the persistency of clinical and
inflammatory laboratory signs, hepatic disfunction and
cholestasis. Decease was recorded in 16,66% of the cases at
the age of 8 months, due to a progressive evolution towards
biliary cirrhosis.
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PERINATAL LEUKODYSTROPHY
CLINICAL CASE

Marioara Boia®, VBo iu', ES Boia', Daniela lacob', Aniko Manea?, Dana Mihut?
YUniversity of Medicine and Pharmacy “Victor Babe ” Timi oara

Neonatology and Health Care Clinic Timisoara

Abstract

In this study the authors want to present a case of a
premature newborn who presented an extremely rare
disease for medical practice. Low prevalence of the
perinatal leukodystrophy, the difficulty of the clinical
diagnosis and the echography resemblance with other
diseases of the periventricular white matter is the subjects
of this presentation.

Key words: premature
leukodystrophy, echography.

newborn, perinatal

Introduction

Perinatal leukodystrophy is a rare cerebral disease
which is part of the cerebral white matter diseases and in
most of the cases starts in prenatal period. In fact this
disease represents the progressive distruction of the white
matter from the very proximity of the lateral ventricles. It is
hard to make the difference from other affections of the
white matter, especially the periventricular leukomalacia.
Both diseases are characterized by initial increasing of the
cerebral echogenity followed, in the next step, by the
appearance of cystic formations.

In severe forms, in both affections, the area which
results from white matter destruction can be ocuppied in
compensation by cerebrospinal fluid leading finally to a
hydrocephaly ex vacuo.

The progressive degeneration of the cerebral
tissue, during the myelinating process is rare. Detection by

MRI or transfontanellar ultrasound is difficult because
normal echogenity in this period (due to high water content)
is hard to differ from the pathological echogenity
increasing. Therefore in this situations comparison between
clinical data and ultrasound and MRI data is needed.

Case presentation

We present the case of H.A.M., female, 3 weeks
old hospitalized in our department for hypotonia, rhythm
and respiratory disorders, myoclonia._The new born comes
from a pathological pregnancy with repeated addmitances
in the hospital for bleedigs and uterine contractions.
Gestational age was 31/32 weeks, birth weight 1700 g,
Apgar score 7 at 1 minute and 9 at 5 minutes, born by
cesarean section for breech presentation.

At birth the new born presented a generally altered
state and resuscitation maneuvres were needed, also oxygen
input by bag-and-mask ventilation. In early neonatal period
the infant presented neonatal adaption disorders.

During the hospitalization she  presented
generalized hypotonia, myoclonus, nystagmus. Paraclinical
investigation emphasized frequent metabolic acidosis,
hydroelectrolitical disorders. The serum doseing of the
immunoglobulin does not reveal Ig M increasing; genetic
investigation-normal  karyotype. The transfontanellar
ultrasound revealed the presence of inhomogeneous, wide
spread, hyperechogene formations, in parietal-occipital area
(Fig.1), especially in the right side, with multiple transonic
areas between 3/3mm and 11/9mm (Fig.2).

Fig.1.  linhomogeneous,  wide

spread,

hyperechogene  formations, in parietal-

occipital area.

Fig.2. Mmultiple transonic areas between
3/3mm and 11/9mm.
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Ventricular system had normal dimensions, with
inhomogeneous hyperechogene formations, with trdas
content within the bilateral lateral ventriclesq3).

Discussion
Echographical changes of the white matter, inten
increasing of echogenity, are the result of a dyitic
process of the white matter occurred especiallyindur
intrauterine life. There are multiple causes of thiocess
and there are involved genetical, infectious, hypox
factors, isolated or associated.

Typical placement in the white matter requireg
differential diagnosis with several other disordevgth
early start of the white matter especially perivientar
leukomalacia; in  perinatal leukodystrophy thes
echographic densities (hyperechogenities) are glaceler
or above the front horns of the lateral ventricl€gpical
injuries are bilateral but asymmetrical (they al
symmetrical only when associated with a componédnt
focomatosis and glyomatosis). This aspect is exdhgmare
in periventricular leukomalacia where the typickgement
of the injury is in the very proximity of the latdrventricles
walls or at the level of lateral ventricles extdraagles.
Another different element is the persistence of t
hyperechogene injuries: in perinatal leukodystroghg
stage of the hyperechogenities lasts for month evhil
periventricular leukomalacia lasts 3-4 weeks. Bo
disorders can determine a ventriculomegaly. Rengatif
the fine, granular, inside the injuries calcificais suggests
a chronic intrauterine infection which can be tlasé of the
disorder (more frequent periventricular leukomadaci
extremely rare perinatal leukodystrophy).

Both affections have a resembling clinicgl
symptomatology: hypotonia or hypertonia, seizugesyth
disorders. Therefore certain establishing of ttegdosis is
difficult in the clinical stage. In the case we gat the
prenatal antecedents and the clinical signs ledtas
neurological disorder. The presence of the inten
hyperechogene injuries above the lateral ventrictbs
persistence of this formation also hyperechogerre afo

n

e

[}

th

period bigger than two month led us to the suspia Leukodystrophy  caused by  mitochondr|
perinatal leukodystrophy. dysfunctions is the third category involved in difintial
J

semyelinating disorders (leukodystrophies), which laaed to

ne

S€retardation, craniofacial dysmorphism, liver dydfiion

N
MRI was not performed yet, investigation bei
refused by the parents.

Fig.3. Ventricular system with
transonic content within the bilatergl
lateral ventricles.

In the literature there are presented some sefig

differ, based on the clinical and imagistic datagthhy
between themselves and from periventricular leukaoia
Generally leukodystrophies are: lysosomal storageages
peroxisomal disorders and diseases caused

mitochondrial dysfunction.

Lysosomal storage diseases are characterize
accumulation in the lysosomes of several substaBzesed
on clinical and imagistic signs the following affens can
be considered as differential diagnosis in our icase

Krabbe disease is an autosomal recessive dis
caused by a deficiency of galactocerebrosidg
galactosidase, an enzyme that degrd
cerebroside, a normal constituent of myelin. 1
infantile forme manifests a hyperirritabilit
increased tonus of muscle, myoclon
opisthotonus and nystagmus.The disease is ra
progressive and fatal. Hyperechogene injuries
initially seen in the area of thalamus and cau
nucleus, symmetrically, and then they spread
the periventricular white matter.

Mucopolysaccharidosis is caused by a defficie

of the various lysosomal enzymes involved in

degradation of glycosaminoglycans. Clinically g

imagistically  occur various degrees

hydrocephalus, atrophy and white matter chang

The second big category of leukodystrophies
peroxisomal dysfunctions. Differential diagnosioimr case|
can be Zellweger syndrome named also cerebroheeild
syndrome, which is an autosomal recessive disaraesed
by multiple enzyme defects and characterized
neurological syndrome (hypotonia, psychomd

with jaundice and cyst formations placed in renatical
and cerebral white matter).
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