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Abstract

This study intended to observe the genetic health of the population, how it evolved in the
last few years, and whether the economical development had any influence on this aspect.
The data presented in this paper was obtained from the Public Health Directions in the two
counties, reflecting the situation recorded between 2006 and 2013. The analysis and
interpretation of the statistical data revealed a number of 1894 cases of chromosomal
disorders and congenital malformations that were distributed on years and body systems.
The identified cases are represented by children with Down syndrome - 172 cases, Turner
syndrome - 17 cases, nervous system malformations - 78 cases, cardiovascular system
malformations - 866 cases, respiratory system malformations - 71 cases, digestive system -
46 cases, urogenital system - 144 cases, and musculoskeletal system - 395 cases. The
numbers show us that the frequency of these disorders is not caused as much by the diet or
the pollution in the area, but rather by the level of development, the degree of civilization
of the human populations, by the quality of medical assistance, the level of education of
the people, the population of Bacau seeming to be, from these points of view, more
advantaged than the one of Vaslui.

1. Introduction

Chromosomal disorders are produced by genetic or chromosomal mutations,
causing chromosomal anomalies in number or structure (Gorduza, 2007). The
frequency of the chromosomal anomalies, estimated (using classic techniques)
through systematic studies of living neonates, is around 6% (Covic et al., 2004). If
one takes into account the miscarriages in the first trimester of pregnancy, 50% being
caused by chromosomal anomalies, then the frequency is a lot higher. Chromosomal
aberrations are the main causes of multiple congenital anomalies, creating
approximately 600 pluri-malformative syndromes that have common traits: mental
retardation, growth and development disorders, puberty or reproductive disorders
(sterility, miscarriages, dead newborns) (O’Connor, 2008). Congenital
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malformations are macro and microscopic anatomical anomalies, solitary or
multiple, within tissue structures, organs, systems of organs, or organism, caused by
disorders in the normal intrauterine development and observed at birth (Moraru,
1980). Clinically, malformations are classified in isolated (unique or complex) and
multiple, while in relation to their severity, they can be major or minor.
Malformations appear precociously during the embryogenesis - days 15-60 of
pregnancy - being definitive and hard to treat or rehabilitate. In the medical practice,
it is important to differentiate between a malformation and a deformation or a
disruption. Malformations are severe congenital anomalies, potentially invalidating,
which often go untreated, and in most cases have genetic causes (chromosomal, or
multiple factors) associated with a high risk of reoccurrence (Gorduza, 2007).

2. Materials and Methods

Organization and development of the research:

In order to assess the incidence of human chromosomal disorders and
congenital malformations, a comparative study was conceived, conducted over a
period of 8 years, between the human populations of two Romanian counties (Bacau
and Vaslui) that differ in size, number of inhabitants, level of economic and social
development, etc., factors that could have an impact on the frequency of these
disorders. The data presented in this paper was obtained from the Public Health
Directions in the two counties, reflecting the situation recorded between 2006 and
2013. In Bacau County, in this time interval, a number of 1052 human chromosomal
disorders and congenital malformations were reported and investigated, while in
Vaslui County, there was a number of 842 cases. In the case of congenital
malformations, their frequency was analyzed, on groups of systems: nervous system
anomalies, cardiovascular, respiratory, digestive, urogenital, musculoskeletal, etc.,
both for each county, and comparatively (between the counties).

The hypothesis of this research is: Presumably, by studying the incidence of
certain genetic disorders and congenital malformations in the human populations of two
Moldavian counties, one can see their genetic health, how it evolved in the last years,
and whether the level of economic development has or not any influence on this aspect.

3. Results and Discussions

The investigations revealed that between 2006 and 2013, in the urban
population of Bacau County, 97 cases of genetic disorders were diagnosed, while
in Vaslui County, a number of 106 of such disorders. Reported to the size of the
two populations, it results that the incidence of these disorders was of 0.136 %o in
Bacau County and of 0.237 %0 in Vaslui county, numbers that show a higher
frequency of these disorders in Vaslui. Out of all the genetic disorders, the most
frequent and most well-known chromosomal syndrome in the human population is
the Down syndrome, a fact shown also in this investigation. In Bacau County,
during the investigated period, 81 cases of Down syndrome were discovered, and
91 cases in Vaslui County, which is 83.50% and 85.85%, respectively, of the total
discovered cases of chromosomal anomalies. VVery concerning is also the situation
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of 2013, when in the two counties a large number of Down syndrome cases were
reported, compared to the entire researched period: 34 cases in Bacdu county and
49 cases in Vaslui county, situation that should give some food for thought to the
medical authorities in these counties who are assigned to the task of finding
solutions to prevent it using the specific means at their disposal. (Fig.1)

BACAU VASLUI

Figure 1 — Comparative observation of the Down syndrome frequency
in the counties of Bacau and Vaslui

If one analyzes comparatively the incidence of congenital malformations in
the populations of Bacau and Vaslui counties between 2006 and 2013, one can see
that it varies from one year to another in the two counties, between 0.008 and
0.047% in Bacau and between 0.008 and 0.037% in Vaslui, that only in 2008 there
were similar values, and that generally, the frequency of these disorders is higher in
Vaslui county (0.0238% in average) than in Bacau county (0.0199%). (Tabel 1)

Table 1 — Incidence of congenital disorders in the counties of Bacau and Vaslui
between 2006 and 2013

BACAU COUNTY VASLUI COUNTY
Incidence of Incidence of
e inrll\;oblitgfwts congen.ital intgcl;-it?;ts congen.ital
malformations % malformations %
2006 721.411 0.008 % 456.686 0.026 %
2007 721.848 0.012 % 455,594 0.023 %
2008 718.125 0.014 % 452.528 0.008 %
2009 716.176 0.011 % 450.269 0.024 %
2010 714.260 0.023 % 449524 0.023 %
2011 712.304 0.028 % 393.340 0.024 %
2012 583.590 0.016 % 375.151 0.025 %
2013 578.500 0.047 % 372.467 0.037 %

Comparative incidence of nervous system malformations in the two counties

In Bacau county, the number of discovered NS malformations was
considerably higher (51) than in Vaslui county (27). The most frequent nervous
system malformations encountered in both counties are hydrocephalus and spina
bifida. Generally, the neural tube defects can be associated with mental retardation,
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and, in open forms with hydrocephalus, with lower limbs paralysis, sphincter
incontinence, etc., their prognosis being severe. After a surgical treatment, 1/3 of
the cases with open spina bifida survive for at least 5 years, 85% present a severe
neurological handicap, 10% manifest a light form and only 5% do not present a
handicap (Bembea, 2004). Between 2006 and 2013, in Bacau County there were 30
cases of spina bifida, while in Vaslui there were 9 cases. In Bacau and Vaslui
counties the number of patients with hydrocephalus was similar (11 and 10 cases,
respectively), most of them dying before reaching the age of 5. (Fig.2)
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Figure 2 — Evolution dynamics of the nervous system malformations

Comparative incidence of cardiovascular system malformations

The cardiovascular system malformations are numerous, both in Bacau and
in Vaslui County. During the investigated period, there were 442 cases in Bacau
County and 422 in Vaslui County; the table shows the most frequent cardiovascular
malformations, common to both counties. If one takes into account the dimensions
of the two human populations, the incidence of these disorders is higher in Vaslui
County (0.94%o0 inhabitants) compared to Bacau County (0.62 %e0). The observed
cases were: congenital malformations of the cardiac cavities, orifices and/or septa,
malformations of the heart, of the circulatory system, interventricular and
interauricular defects, etc. (Fig.3)
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Figure 3 — Evolution dynamics of the cardiovascular system malformations

The most frequently encountered anomaly is the "ventricular septal defect” - 20-
25% of the heart congenital malformations. A high incidence in both counties had the
circulatory system malformations. In Vaslui County, the number of cases (60) from
only one year (2006) represents half of the total cases diagnosed over the course of the
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entire researched period (121), a concerning number, compared to Bacau County,
where there were only 73 diagnosed cases in the 8 years that were investigated.

Comparative incidence of respiratory system malformations

This type of malformation is also more frequent in Vaslui County (0.069 %o
inhabitants) than in Bacdu (0.056%o0),. Out of the respiratory system
malformations, the cleft lip and palate was the most frequent in both counties, a
situation that is in concordance with the one at a national level. In the population of
Bacau County the following malformations were also diagnosed: laryngeal stridor,
malformation of the lung, trachea, congenital cystic lung, etc. (Fig.4)
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Figure 4 — Evolution dynamics of the respiratory system malformations

Comparative incidence of digestive system malformations

The incidence of the digestive system congenital malformations is higher
among the individuals of the human population of Bacdu county (0.084 %0} than
among the ones in Vaslui county (0.036 %0). One can see that in Bacau county
there is a high incidence (0.028 %60) of the Hirschsprung's disease or congenital
aganglionic megacolon that was not diagnosed among the people of Vaslui. This
malformation is caused by the reduced number of nervous cells in the muscle
structures of the large intestine. The congenital aganglionic megacolon can also
emerge following several chromosomal syndromes. Frequent in the two counties is
also the malformation of the small intestine, in Bacau being diagnosed 10 cases
(0.014%b0), and in Vaslui 5 cases (0.011%o inhabitants). (Fig.5)
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Figure 5 — Evolution dynamics of the digestive system malformations
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Comparative incidence of urogenital system malformations

The multifactorial inheritance is responsible for the apparition of isolated forms
of congenital "nonsyndromic" anomalies in the urogenital system (Georméneanu,
1986). The molecular studies show the cause for these congenital anomalies, whether
it's new mutations, submicroscopic microdeletion, or uniparental disomy. The
incidence of these malformations is higher in the population of Bacau (0.14%0),
compared to the population of Vaslui (0.098 %a). Among the anomalies observed in
Bacau county a high frequency had the renal cysts (46 cases; 0.065 %0 ) and the
malformations of the male genital system (26 cases; 0.036 %b0). In the population of
Vaslui there were more frequent cases of renal agenesis (12 cases; 0.027 %ba).
Polycystic kidneys are characterized by bilateral renal cysts; they can be associated
with cerebrovascular aneurysm; this disease can be spotted perinatally, when at birth
one can observe the symmetrical, marked abdominal distension. (Fig.6)
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Figure 6 — Evolution dynamics of the urogenital system malformations

Comparative incidence of musculoskeletal system malformations

The incidence of the musculoskeletal system malformations in the
populations of the two investigated counties is similar, slightly higher in Bacdu
county, compared to Vaslui (0.36 %0, compared to 0.31 %0). In both populations, the
most frequent malformations were the congenital malformations of the leg (congenital
deformed leg) and of the hip (congenital hip dislocation).
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Figure 7 — Evolution dynamics of the musculoskeletal system malformations

The congenital crooked leg can appear in an isolated form, or as part of multiple
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nervous system syndromes (hydrocephalus). It has multifactorial causes, and presents a
familial aggregation. In the case of the population of Vaslui county, the cases of
polydactyly and syndactyly are more frequent than in the population of Bacau. (Fig.7)

4. Conclusions

The statistical analysis of the data collected from the Public Health
Directions showed that the incidence of the chromosomal disorders recorded in the
human populations of the Bacau and Vaslui counties over the course of the period
that was analyzed had average values of 0.014% in Bacau county and higher, of
0.025% in Vaslui county, presenting important variations from one year to another,
as follows: between 0.0004% (2009) and 0.0054% (2013) in Bacau county, and
between 0.0009% (2008) and 0.012% (2013) in Vaslui county.

The chromosomal disorders represented 9% of all the anomaly cases
(chromosomal and congenital) that were identified for the studied period in Bacau
County and 13% of them in the county of Vaslui. In both counties there was a
higher frequency of chromosomal disorders in 2013, the spotted cases representing,
out of the total cases identified throughout the entire period, 38.14% in Bacau
county, and 47.17% in Vaslui;

The highest incidence belonged to the Down syndrome (DS): in Bacau
County - 81 cases, in Vaslui County - 91 cases, which represents 83.50% and
85.85% of the total recorded cases of chromosomal disorders. The year 2013 holds
again an undesired record, with 34 cases of Down syndrome in Bacau county and
49 cases in Vaslui. The situation is alarming, considering that the ways of early
intrauterine discovery of the disorder have evolved, and the population has access
to information related to it (Internet, television, etc.), and it should be the focus of
the medical authorities of both counties, which through adequate measures could
contribute to the reduction of this disorder in the future;

The incidence of congenital malformations was also higher in Vaslui
(0.024%) than in Bacau (0.020%), oscillating between 0.008 - 0.037% in Vaslui
county, and between 0.008 and 0.047% in Bacau. One can say that the higher
incidence of chromosomal disorders and congenital malformations in the human
population of Vaslui county does not depend so much on the eating habits (which
are probably healthier in this county, its rural population being higher), nor on the
pollution level of the area (more reduced than the one in Bacau - a more
industrialized county), but more likely on the county's level of development, the
financial state of its population, civilization degree, its probably more precarious
medical assistance, the level of education and instruction of the future mothers, etc.

In regards to the distribution of congenital malformations on systems, the
highest incidence in both populations belongs to the cardiovascular anomalies, with
values of 0.94% in Vaslui county and 0.62% in Bacdu county, the most frequent
cases being anomalies of the cardiac cavities, orifices/septa, of the heart,
circulatory system, interventricular and interauricular defects. The incidence of the
nervous system anomalies is also higher in the population of Vaslui County
(0.12%0) than in the one of Bacau County (0.075%o), hydrocephalus and spina
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bifida being the most frequent. In the population of Vaslui, the respiratory system
malformations had also a higher incidence (0.069%o) than in the population of
Bacau (0,056%o), the most frequent being the cleft lip and palate;

The incidence of digestive system anomalies was higher in the human
population of Bacau County (0.084%o) than in the one of Vaslui County (0.036%o).
In Bacau county there was a high frequency of Hirschsprung's disease (congenital
aganglionic megacolon), which was not observed in the population of Vaslui. The
congenital anomalies of the urogenital system were also more frequent in the
population of Bacdu county (0.14%o) than in the one of Vaslui county (0.098%o);
within these anomaly cases, in Bacau county there was a higher incidence of renal
cysts (0.065%0) and male genital system anomalies (0.036%o), while in Vaslui
county the most frequent were the cases of renal agenesis (0.027%o).

The musculoskeletal system congenital malformations had a close frequency
in the populations of the two counties, slightly higher in Bacau county, compared
to Vaslui (0.036%, compared to 0.031%), the most frequent anomalies of this type
being deformations of the leg (congenital deformed leg) and of the hip (congenital
hip dislocation);

Among the factors that could contribute to a higher incidence of congenital
anomalies in human populations from certain areas, one could count: pollution of
the environment in general, and of the water in particular with nitrites, pregnant
women's bad diet, lack of information, obsolete medical devices for the intrauterine
discovery of a disorder, precarious living conditions of the parents, etc. One can
say also that the reduced economical development and the underdevelopment of an
area can influence the population's health on a long term basis.
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Cuvinte cheie: boli cromozomiale, malformatii congenitale, populatii umane, incidentd
Rezumat

Prin acest studiu am intentionat sd constat care este starea de sandtate genetica a populatiei,
cum a evoluat ea in ultimii ani si dacad nivelul de dezvoltare economica are sau nu vreo
influenta sub acest aspect. Datele prezentate in aceasta lucrare au fost preluate de la
Directiile de Sanatate Publica ale celor doua judete si reflecta situatia Inregistrata la nivelul
lor in perioada 2006-2013. In urma prelucrarii si interpretarii datelor statistice, a rezultat un
numar de 1894 de cazuri cu malformatii congenitale si boli cromozomiale, care au fost
distribuite pe ani calendaristici, aparate si sisteme. Cazurile identificate sunt reprezentate
de copii cu sindrom Down — 172 cazuri, sindrom Turner — 17 cazuri, malformatii ale
sistemului nervos — 78 cazuri, ale sistemului cardio-vascular — 866 cazuri, ale aparatului
respirator — 71 cazuri, ale sistemului digestiv — 46 cazuri, ale aparatului uro-genital — 144
cazuri si ale aparatului locomotor — 395 cazuri. Cifrele ne arata ca frecventa acestor boli nu
tine atat de modul de alimentatie sau de nivelul de poluare al unei zone, ci mai degraba de
nivelul de dezvoltare, de gradul de civilizatie al populatiilor umane, de o asistentd medicala
mai bund, de nivelul de instruire si educatie a locuitorilor etc., populatia judetului Bacau
fiind din acest punct de vedere avantajata, credem noi, fatd de cea din judetul Vaslui.

1. Introducere

Bolile cromosomiale sunt produse de mutatii genomice sau cromosomice,
care cauzeaza anomalii cromosomice de numar sau structura (Gorduza, 2007).
Frecventa anomaliilor cromosomiale, estimata (cu tehnicile clasice) prin studii
sistematice la nou-nascuti vii, este in jur de 6% (Covic et al., 2004). Daca se iau in
calcul si avorturile spontane din trimestrul I de sarcind, 50% fiind provocate de
anomalii cromosomiale, atunci frecventa este mult mai mare. Oricum, aberatiile
cromosomiale sunt principalele cauze ale anomaliilor congenitale multiple,
determinand circa 600 de sindroame plurimalformative care au o serie de trasaturi
comune: retard mental, tulburdri de crestere si dezvoltare, tulburari pubertare sau
de reproducere (sterilitate, avorturi spontane, nou-nascuti morti) (O’Conor, 2008).
Malformatiile congenitale sunt anomalii anatomice macro- si microscopice, solitare
sau multiple, interesand structuri tisulare, de organ, sistem de organe sau organism,
determinate de tulburari ale dezvoltarii intrauterine normale si constatate la nastere
(Moraru, 1980). Clinic, malformatiile se clasifica in izolate (unice sau complexe)
si multiple, iar in raport cu severitatea, malformatiile pot fi majore sau minore.
Malformatiile apar precoce in embriogeneza — zilele 15-60 de sarcina — fiind
definitive si greu de tratat sau recuperat. In practica medicald este importanti
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diferentierea dintre o malformatie si o deformatie sau o disruptie. Malformatiile
sunt anomalii congenitale grave, cu potential invalidant, care deseori nu beneficiaza
de tratament si in majoritatea cazurilor au cauze genetice (multifactoriale sau
cromozomice) asociate cu un risc de recurenta crescut (Gorduza, 2007).

2. Material si metode

Organizarea si desfasurarea cercetarii: Pentru evaluarea incidentei bolilor
cromosomiale si malformatiilor congenitale la om am conceput un studiu
comparativ, derulat pe o perioada de 8 ani, intre populatiile umane a doua din
judetele Romaniei (Bacau si Vaslui), judete care diferd intre ele prin dimensiuni,
numadr de locuitori, nivel de dezvoltare economica si sociald etc, factori care ar
putea avea un impact si asupra frecventei acestor boli. Datele prezentate in aceasta
lucrare au fost preluate de la Directiile de sanatate publica ale celor doua judete si
reflectd situatia inregistrata la nivelul lor in perioada 2006-2013. in judetul Baciu,
au fost raportate si investigate in acest interval de timp un numar de 1052 de boli
cromosomiale si malformatii congenitale umane, iar in judetul Vaslui un numar de
842 cazuri. In cazul malformatiilor congenitale, s-a analizat frecventa acestora pe
grupe de aparate si sisteme: anomaliile sitemului nervos, ale sistemului cardio-
vascular, respirator, digestiv, uro-genital, locomotor etc, atat pe fiecare judet in
parte, cat si comparativ (intre judete).

Ipoteza cercetarii este urmatoarea: Se presupune cd, prin studiul incidentei
unor maladii genetice si malformatii congenitale in populatiile umane din doua
judete ale Moldovei, putem constata care este starea de sandtate genetica a acestora,
cum a evoluat ea in ultimii ani si dacd nivelul de dezvoltare economica are sau nu
vreo influenta sub acest aspect.

3. Rezultate si discutii

Investigatiile au aratat ca in perioada 2006-2013 in populatia umand a jud.
Bacau a fost diagnosticat un numar de 97 cazuri de maladii genetice, iar in
populatia jud. Vaslui un numar de 106 astfel de maladii. Raportat la dimensiunile
celor doud populatii, rezultd ca incidenta acestor boli a fost de 0,136 %0 in jud.
Bacau si de 0,237 %0 in jud. Vaslui, cifre care releva o frecventd mult mai ridicata
a acestor boli in jud. Vaslui. Dintre maladiile genetice, cel mai frecvent si mai bine
cunoscut sindrom cromozomial in randul populatiei umane este sindromul Down,
fapt demonstrat si in investigatiile noastre. In judetul Bacdu au fost depistate in
perioada cercetata 81 cazuri de sindrom Down, iar in judetul Vaslui 91 cazuri, ceea
ce reprezinta 83,50% si respectiv 85,85% din totalul cazurilor depistate cu anomalii
cromosomiale. Ingrijoritoare apare si situatia din anul 2013, cind in cele doui
judete a fost depistat un numar foarte mare de cazuri cu sindrom Down comparativ
cu intreaga perioada cercetatd si anume 34 cazuri in jud. Bacau si 49 cazuri in jud.
Vaslui, situatie care ar trebui sa dea de gandit autoritatilor medicale din aceste
judete, care au sarcina de a gdsi solutii pentru prevenirea ei prin mijloacele
specifice pe care le au la dispozitie. (Fig.1)
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Figura 1 — Observatie comparativa a frecventei Sindromului Down
in judetul Bacau si Vaslui

Dacad analizdm comparatiVv incidenta malformatiilor congenitale in populatiile
judetelor Bacau si Vaslui in perioada 2006-2013, constatam ca aceasta variaza de la
un an la altul in cele doua judete, intre 0,008 si 0,047% in judetul Bacau si 0,008 si
0,037% 1n judetul Vaslui, cd doar in 2008 Inregistreaza valori similare si ca, in
general, frecventa acestor boli este mai mare in judetul Vaslui (0,0238% in medie)
decat in judetul Bacau (0,0199%). (tabel 1)

Tabel 1 — Incidenta maladiilor congenitale in judetul Bacau si Vaslui,
in perioada 2006-2013

JUDETUL BACAU JUDETUL VASLUI

Anul .| Incidenta | Incidenta

Nr. locuitori maladiilor Nr. locuitori maladiilor

congenitale % congenitale %

2006 721.411 0,008 % 456.686 0,026 %
2007 721.848 0,012 % 455,594 0,023 %
2008 718.125 0,014 % 452,528 0,008 %
2009 716.176 0,011 % 450.269 0,024 %
2010 714.260 0,023 % 449,524 0,023 %
2011 712.304 0,028 % 393.340 0,024 %
2012 583.590 0,016 % 375.151 0,025 %
2013 578,500 0,047 % 372.467 0,037 %

Incidenta comparativa a malformatiilor sistemului nervos in cele doua
Judete
In judetul Bacau numirul de cazuri de malformatii ale SN depistate a fost
sensibil mai mare (51) decat in judetul Vaslui (27). Cele mai frecvente malformatii
ale sistemului nervos intlnite in ambele judete sunt hidrocefalia si spina bifida. In
general, defectele de tub neural se pot asocia cu retardul mental, iar la formele
deschise cu hidrocefalie, paralizia membrelor inferioare, incontinenta de sfincter
etc, prognosticul acestora este sever. In urma tratamentului chirurgical 1/3 din
cazuri cu spina bifida deschisd supravietuiesc cel putin 5 ani, 85% prezinta
handicap neurologic grav, 10% manifestd o formd usoard si doar 5% nu prezinta
handicap (Bembea, 2004). In perioada 2006-2013, in judetul Baciu s-au inregistrat
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30 de cazuri de spina bifida, iar in judetul Vaslui 9 cazuri. La nivelul judetelor
Bacau si Vaslui numarul pacientilor cu hidrocefalie a fos asemandtor (11 Si
respectiv 10 cazuri), majoritatea cazurilor decedand pana la varsta de 5 ani. (Fig.2)
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Figura 2 — Dinamica evolutiei malformatiilor sistemului nervos

Incidenta comparativa a malformatiilor sistemului cardio-vascular

Malformatiile sistemului cardio-vascular sunt numeroase atit in judetul
Bacau cat si in judetul Vaslui. In perioada investigata s-au inregistrat 442 cazuri cu
astfel de boli in jud. Bacau si 422 in jud. Vaslui; in tabel au fost selectate cele mai
frecvente malformatii cardio-vasculare, comune ambelor judete. Daca ne raportam
la dimensiunile celor doud populatii umane, incidenta acestor boli este sensibil mai
mare in judetul Vaslui (0,94%0 locuitori) comparativ cu jud. Bacau (0,62 %0).
Cazurile depistate sunt: malformatii congenitale ale cavitatilor, orificiilor si/sau
septurilor cardiace, malformatii ale inimii, aparatului circulator, defecte
interventriculare si interauriculare etc. (Fig.3)
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Figura 3 — Dinamica evolutiei malformatiilor sistemului cardio-vascular

Cea mai frecvent intalnitd anomalie este ,,defectul septal ventricular” - 20-
25% dintre malformatiile congenitale de cord. O incidentd ridicatd, in ambele
judete, prezintd malformatiile aparatului circulator. In jud. Vaslui, numarul de
cazuri (60) numai Intr-un an (2006) reprezintd jumatate din totalul celor
diagnosticate pe intreaga perioadd de cercetare (121), o cifrd ingrijoratoare,
comparativ cu judetul Bacau, unde s-au diagnosticat doar 73 de cazuri pe parcursul
celor § ani investigati.
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Incidenta comparativa a malformatiilor aparatului respirator

Si acest tip de malformatii este mai frecvent in populatia judetului Vaslui
(0,069%00 locuitori) decat in populatia jud. Bacau (0,056%0).. Dintre malformatiile
aparatului respirator, fisurile labiale si palatine au fost cele mai frecvente in ambele
judete, situatie ce concordi cu cea la nivel national. In populatia jud. Bacau au mai
fost diagnosticate ca malformatii: stridor laringian, malformatia pulmonului,
traheei, pulmon chistic congenital etc. (Fig.4)
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Figura 4 — Dinamica evolutiei malformatiilor aparatului respirator

Incidenta comparativa a malformatiilor aparatului digestiv

Incidenta malformatiilor congenitale ale aparatului digestiv este mai mare
printre indivizii populatiei umane din jud. Bacau (0,084 %0} decat printre cei ai jud.
Vaslui (0,036 %0). Remarcam faptul ¢a in jud. Bacau prezintd o incidenta ridicata
(0,028 %0) boala Hirschsprung sau megacolonul, care nu afost diagnosticata printre
bolnavii jud. Vaslui. Aceasta malformatie se datoreaza reducerii numarului celulelor
nervoase din structurile musculoase ale intestinului gros. (Fig.5)
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Figura 5 — Dinamica evolutiei malformatiilor aparatului digestiv

Megacolonul congenital poate apare si ca urmare a unor sindroame
cromozomiale. Frecventa in cele doud judete este si malformatia intestinului
subtire, in judetul Bacau fiind diagnosticate 10 cazuri (0,014%0), iar in judetul
Vaslui 5 cazuri (0,011%e locuitori). (Fig.5)
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Incidenta comparativa a malformatiilor aparatului uro-genital

Ereditatea multifactoriala este responsabild de aparitia formelor izolate de
anomalii congenitale ,,nonsindromice” de sistem uro-genital (Geormaneanu, 1986).
Studiile moleculare elucideaza cauza producerii acestor anomalii congenitale, fie ca
este vorba de mutatii noi, microdeletii submicroscopice sau de disomie
uniparentald. Incidenta acestor malformatii este mai ridicatd in cadrul populatiei
jud. Bacdu (0,14 %e), comparativ cu populatia umana a jud. Vaslui (0,098 %o).
Printre anomaliile depistate in jud. Bacau au avut o frecventa mai mare chisturile
renale (46 cazuri; 0,065 %0 ) si malformatiile aparatului genital masculin (26
cazuri; 0,036 %o). In populatia jud. Vaslui au fost mai frecvente cazurile de
agenezie renald (12 cazuri; 0,027 %0). Rinichii polichistici se caracterizeaza prin
chisturi renale bilaterale, se pot asocia cu anevrismul cerebro-vascular; aceasta
boala poate fi depistatd perinatal, cand de la nastere se observa distensia
abdominala marcata, simetrica. (Fig.6)
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Figura 6 — Dinamica evolutiei malformatiilor aparatului uro-genital

Incidenta comparativa a malformatiilor aparatului locomotor

Incidenta malformatiilor aparatului locomotor in populatiile celor doua judete
investigate este asemanatoare, usor superioard in judetul Bacau fata de jud. Vaslui (0,36
%o, fatd de 0,31 %00).
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Figura 7 — Dinamica evolutiei malformatiilor aparatului locomotor
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In ambele populatii, cele mai frecvente malformatii au fost deformatiile
congenitale ale piciorului (picior stramb congenital) si ale soldului (luxatia congenitala
de sold). Piciorul stramb congenital poate apare izolat sau ca o componenta a mai multor
sindroame cu afectare nervoasa (hidrocefalia). Are o determinare multifactoriald si
prezinti o agregare familiala. In cazul populatiei jud. Vaslui sunt mai frecvente cazurile
de polidactilie si sindactilie decat in populatia jud. Bacau. (Fig.7)

4. Concluzii

Din prelucrarea statisticd a datelor obtinute de la Directiile de sanatate
publica a reiesit cd incidenta bolilor cromosomiale inregistrate in populatiile umane
ale judetelor Bacau si Vaslui pe perioada analizatd a avut valori medii de 0,014% la
nivelul jud. Bacdu si sensibil mai mare, 0,025% in jud. Vaslui, prezentdnd variatii
importante de la un an la altul, astfel: intre 0,0004% (2009) si 0,0054% (2013) in
judetul Bacau si intre 0,0009% (2008) si 0,012% (2013) in judetul Vaslui;

Bolile cromosomiale au reprezentat 9% din totalitatea cazurilor cu anomalii
(cromosomale si congenitale) identificate pe perioada de studiu in jud. Bacau si 13% din
totalul acestora in jud. Vaslui. In ambele judete, a existat o frecventd mult mai mare a
bolilor cromosomale in anul 2013, cazurile depistate reprezentind din totalul celor
identificate pe intreaga perioada 38,14% in jud. Bacau si respectiv 47,17% in jud. Vaslui,

In cadrul bolilor cromosomiale inregistrate, incidenta cea mai mare a avut-0
sindromul Down (SD): in judetul Bacau - 81 cazuri, iar in judetul Vaslui - 91
cazuri, ceea ce reprezinta 83,50% si respectiv 85,85% din totalul cazurilor cu astfel
de maladii. Anul 2013 detine din nou un record nedorit, cu cele 34 cazuri de SD
in jud. Bacau si 49 cazuri SD in jud. Vaslui. Situatia este alarmanta, avand in
vedere cd modalitatile de depistare precoce intrauterind a maladiei au evoluat, iar
populatia are acces la informatii de acest gen (internet, tv etc.) si ea ar trebui sa stea
in atentia autoritatilor medicale din cele doua judete, care, prin masuri adecvate, ar
putea contribui la reducerea frecventei acestei boli pe viitor;

Si incidenta malformatiilor congenitale in perioada analizatd a fost mai
ridicata in populatia judetului Vaslui (0,024%) decat in jud. Bacau (0,020%),
osciland si ea intre valori de 0,008-0,037% 1n jud. Vaslui si 0,008-0,047% in jud.
Bacau. Consideram ca incidenta mai mare a bolilor cromosomiale si malformatiilor
congenitale in populatia umand a jud. Vaslui nu depinde atit de modul de
alimentatie (probabil mai sdnatos in acest judet, cu o populatie rurald mai
numeroasd), nici de nivelul de poluare al zonei (mai redus fata de jud. Bacau - judet
mai industrializat), ci mai degraba de nivelul de dezvoltare a judetului, de starea
financiard a populatiei, de gradul de civilizatie, de asistenta medicala probabil mai
precard, de nivelul de instruire si educatie a viitoarelor mame etc;

In privinta distributiei malformatiilor congenitale pe aparate si sisteme s-a
constatat ca cea mai mare incidentd in ambele populatii o au anomaliile cardio-
vasculare, care inregistreaza valori de 0,94% in jud. Vaslui si 0,62% in jud. Bacau,
cazurile cele mai frecvente avand anomalii ale cavitatilor, orificiilor/septurilor
cardiace, ale inimii, apartului circulator, defecte inter-ventriculare si inter-
auriculare. Si incidenta anomaliilor sistemului nervos este mai mare in populatia
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jud. Vaslui (0,12%0) fatd de cea a jud. Bacau (0,075%o ), hidrocefalia si spina
bifida fiind cele mai frecvente intre acestea. In populatia jud. Vaslui si
malformatiile sistemului respirator au avut o incidentd mai mare (0,069%o) decat in
cea a jud. Bacau (0,056%o), cele mai frecvente fiind fisurile labiale si palatine;

Incidenta anomaliilor aparatului digestiv a fost in schimb mai mare 1in
populatia umani a jud. Baciu (0,084%o) decat in cea a jud. Vaslui (0,036%0). In
jud. Bacdu s-a observat o frecventa ridicatd a bolii Hirschspruung (megacolonul),
boala care nu a fost depistata printre indivizii populatiei din jud. Vaslui. Anomaliile
congenitale ale aparatului genito-urinar au fost de asemenea mai frecvente printre
indivizii din populatia jud. Bacau (0,14%o) decét in populatia jud. Vaslui (0,098%o);
intre cazurile cu aceste anomalii, in jud. Bacdu a existat o incidentd mai mare a
chisturilor renale (0,065%o) si anomaliilor aparatului genital masculin (0,036%o),
iar in jud. Vaslui au fost mai frecvente cazurile de agenezie renala (0,027%o).

Malformattile congenitale ale aparatului locomotor au avut o frecventd
apropiatd in populatiile celor doua judete, usor superioara in jud. Bacau fata de jud.
Vaslui (0,036%, fata de 0,031%), cele mai frecvente anomalii de acest gen fiind
deformatiile piciorului (picior strdmb congenital) si ale soldului (luxatia
congenitala de sold);

Printre factorii care ar putea contribui la incidenta mai mare a anomaliilor
congenitale in populatiile umane din anumite zone am enumera: poluarea mediului in
general si a apei cu nitriti, carentele alimentare ale mamelor gravide, informatia deficitara,
aparatura medicala invechita in depistarea intrauterind a unor maladii, conditiile de viata
precare ale parinfilor etc. Consideram, de altfel, ca dezvoltarea economica redusa,
subdezvoltarea unor zone, poate influenta sanatatea populatiei pe termen lung.
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