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ABSTRACT

Objective: 10 determine the frequency and various types of craniofacial congenital anomalies in 1000 live
births at District Peshawar of Pakistan.

Methodology: The study was carried out in the Gynecology and Obstetrics units of Khyber Teaching Hospital
Peshawar and Kulsoom Maternity Home Peshawar during the study period from 01.06.2014 o 30.06.2014. A
total number of 1000 pregnant women admitted for the purpose of delivery, in the age group between 16 and 40
years, were included in the study sample. Detailed history was taken on a printed history sheet. Besides preliminary
investigations, all the cases were subjected to repeated ultrasonnd examination thronghout the complete duration of
pregnancy. After the delivery all the live newborns were thoroughly examined for all types of gross congenital anomalies,
especially of the craniofacial region. Newborns suspected of having congenital anomalies other than the obvious ones,
were subjected to ultrasonographic examination of the respective system. Echocardiography was done in newborns
suspected of having cardiovascular anomalies.

Results: 1n the study population of 1000 cases, a total nuniber of 36 cases were detected to have congenital anomalies at
the time of birth, including anomalies of the craniofacial region. Thus the incidence/ frequency of Congenital Anomalies
were 3.6%. Congenital Anomalies were detected in almost every system of the body. Out of the 36 cases, Craniofacial
congenital anomalies were detected in 14 (38.88 %), of which clift lip and palate were reported in 35.71% cases.

Conclusions: Craniofacial congenital anomalies are fairly common in this region requiring serious attention and
search for the possible risk _factors. Many of the possible risk factors can be avoided, provided the necessary precantions
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are taken in time.
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INTRODUCTION

Congenital abnormalities (CAs) have been
described under so many headings e.g., congenital
malformation, birth defects and congenital anomalies.
Congenital anomalies take place as a result of abnormal
or mal development of pharyngeal apparatus during
fetal life. All of the fore mentioned terms represent
the similar problems. These descriptive terms are used
for structural, functional, metabolic and behavioral
problems, present in the fetus or newborn'. Congen-
ital anatomic abnormalities are classified into various
main groups. These are congenital malformations,
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disruption, deformation and dysplasia, polytrophic
field defect, sequence, syndrome and association™’.

Congenital abnormalities in the new born have
both social and economic impact on the family in pat-
ticular and the community in general. Incidence of CAs
varies in different countries of the world*”. General
incidences of CAs range from 1.5 to 3% of all births.
Syndromes (multiple related anomalies with a known
cause) constitute about 1%°. Craniofacial anomalies are
often a component part. In the developed countries,
CAs lead to 20-30% of perinatal deaths, while 50%
of the babies die in infancy. It also leads to severe
mental and physical handicaps in 50% of the affected
children"".

There is statistical evidence that congenital mal-
formations in 80 — 90% of the cases occur in infants
without any risk factor®. The scientific community
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advocate repeated ultrasonographic screening of the
whole obstetric population to allow prenatal diagnosis
of structural birth defects.

The most important causes of pregnancy loss
and complications include chromosomal abnormali-
ties, placental abruption or umbilical cord complica-
tions, infections, the placental damage by the mother
immune system, increase in maternal age, uteropla-
cental insufficiency, diabetes, immunological rejection,

drugs and teratogenic exposure’ .

The purpose of this study was to find out the
frequency of CAs in live birth and to design a preven-
tive strategy on the basis of such findings.

METHODS AND MATERIALS

This cross sectional study was carried out to
assess the frequency and types of various craniofacial
congenital anomalies in the offspring of 1000 pregnant
females.

The study was conducted in the Gynecology
and Obstetrics units of Khyber Teaching Hospital
Peshawar and Kulsoom Maternity Home Peshawar.
A total of 1000 gravid females between the ages of
16-40 years, admitted in these hospitals for the pur-
pose of delivery (both O.PD/Emergency Cases) wete
included in the study population. After the delivery
all the live born babies were examined for all types of
gross congenital anomalies in general and craniofacial
anomalies in particular.

A printed Performa was used for detailed histo-
ry, inquiring about the total duration and progress of
the present pregnancy and outcome of the previous
pregnancies (if any). A thorough history was taken,
of any drugs intake, infections such as toxoplasmosis,
rubella, cytomegalovirus, herpes simplex, and HIV
(TORCH), exposure to investigative radiations, Diabe-
tes or any other medical problems during the present
pregnancy. All the cases were subjected to repeated
ultrasonographic examination to look for the progress
of pregnancy and any fetal congenital anomaly at an
early stage. Cases with abortions, miscarriages and still
births were excluded from the study population.

RESULTS

Out of 1000 patients, the age range distinguish
was gravid females between 16-40 years. CAs (espe-
cially of the chromosomal origin e.g. Down syndrome)
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were more common in the elderly multigravida as
compared to the young group. There was male pre-
dominance, with male to female ratio of 2-1.6.

In this study population of 1000 gravid females,
36 (3.6%) live born babies were detected to have con-
genital anomalies of the various organs at the time of
birth, including anomalies of the craniofacial region.
Out of the 36 cases, various types of Craniofacial
congenital anomalies were detected in 14 (38.88 %0).
Distribution is given in Table-1.

Among the craniofacial anomalies, Cleft Lip
and/or Cleft Palate were among the most frequent
craniofacial anomalies, constituting almost 35.71% of
the total. Other craniofacial CAs in order of frequency
are given in Table-2.

DISCUSSION

The present study reveals that CAs are fairly
common in this part of the world. Incidence of the
congenital anomalies in general and that of the cra-
niofacial anomalies in particular varies in different
locations of the world. The general incidence of con-
genital anomalies in this study group was 3.6% with
craniofacial anomalies constituting 1.4% and 38.88%

TABLE-1: SYSTEM WISE DISTRIBUTION OF CON-

GENITAL ANOMALIES
System/Region Affected n %
Craniofacial 14 38.89
Musculoskeletal 8 22.22
Cardiovascular 5 13.89
Genitourinary 5 13.89
Gastrointestinal 3 8.33
Chromosomal 1 2.78
Total 36 100

TABLE-2: DISTRIBUTION OF CRANIOFACIAL

ANOMALIES

Types Of Congenital Anomalies n Yo
Cleft Lip and/or Palate 5 35.71
Multisystem involvement 3 21.42
Encephalocele 1 7.14
Anencephaly 1 7.14
Intracranial calcification 1 7.14
Hydrocephalus 1 7.14
Down Syndrome 1 7.14
Congenital cataract 1 7.14
Total 14 100




Cleft Lip

of the total live birth and of the total anomalies re-
spectively. Similar findings were recorded in a study
conducted at Tehran Islamic Azad University, Iran,
which revealed the frequency of the general conginital
amomilies to be 3.5%'. The data is also inagreemt
with a study done in Atlanta, USA in 1990, where it
was found that 3.1% live births were having CAs".
However a lower incidences were reported by Verma
etal'® (2.72%) and Martinez'” (2.02%) respectively.

The incidence of CAs was higher in the male
as compared to female subjects in the present study.
The ratio was 2:1.6. Male predominance has been
established as they have less resistance to oxidative
threats compared to females. The finding is consistent
with the study conducted by Taksande et al'® on 9386
cases in India presenting with 179 cases of CAs and
the studies conducted by Di Renzo et al”” and Ever
IM et al®.

As far as the nature of congenital anomalies is
concerned, cleft lip and/or palate, both isolated and/
or part of the multisystem involvement, were the
commonest in our study group accounting for 35.71%
of the total number of craniofacial anomalies. In a
number of other studies on live born babies cleft lip
and/or palate anomalies occured most commonly*' .
CNS anomalies including Anencephaly, Encephalocele,
Hydrocephalus and Intracranial calcification were also
the major contributor to the craniofacial anomalies
in the present study group. In number of studies
conducted in Brazil, Central Nervous System was the
most frequent site involved in congenital anomalies**.
The variation in the incidence can be due to difference
in exposure to various environmental and or genetic
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Cleft Plate

factors in various populations, their habitat and socio
economic status.

RECOMMENDATIONS

Craniofacial congenital anomalies are fairly com-
mon in this part of the world. There is strong need
to find out the causative factors responsible for these
anomalies, in order to take the preventive measures
in time, to help decrease the burden of the problem
in the community. There is need for multidisciplinary
approach, both for the prevention and treatment of
craniofacial congenital anomalies. Central Nervous
System anomalies can effectively be minimized by
folic acid intake during and even before the start of
pregnancy. Repeated ultrasonography is suggested in
all pregnant females throughout pregnancy in order to
detect the problem in time.

REFERENCES

1. Christiansonn A, Howson CP, Modell B. March of
Dimes: Global report on birth Defects. March of Dimes
Birth Defects Foundation. White Plains, New York 20006;
2-9.

2. Moore KL, Persaud TVN. The developing Human.
7th Ed, Saunders Elsevier, Independence square west;
Philadelphia Pennsylvania. 2008; 303-20

3. Sadler T.WY, (Thomas W). Langman’s Medical Embryolo-
gy. 11th Ed, Lippon Cott Williams, USA. 2010;30:91-114.

Theogaraj SD, Josef LBM, Mani M. Statistical analysis of
750 cleft lip and palate patients. Indian J Plastic Surgery.
2007; 40:70-4.

5. Canfield MA, Honei MA, Yuskiv N, Xing ], Mai CT,
Collins JS et al. National estimates and/ethnic-spe-
cific variation of selected birth defects in the united



Frequency and Types of Various Craniofacial

10.

11.

12.

13.

14.

15.

16.

states,1999-2001. Birth Defects Res A Clin Mol Teratol.
2006;76(11):747-56.

Rao K. Current concepts in Perinatology. New Delhi:
Japee Brothers Medical publishers. 2008; 56-68.

Pinto V, Wankelmuth M, Addatio VD. Donald School
Textbook of Ultrasound in Obstetrics and Gynaecology.
First Ed, Jaypee Brothers, New Delhi, India. 2004;365-71.

Kurjak A, Kirkinen P, Latin V, Rajhvajn B. Diagnosis and
assessment of fetal malformations and abnormalities by
ultrasound. ] perinat Med. 1980;8:219-35.

Sheppard BL, Bonnar J. Ulteroplacental hemostasis in
intrauterine fetal growth retardation. Semin Thromb
Hemost. 1999;25:443-6.

Wiatterberg KL, Scott SM, Naeye RL. Chorioamnionitis,

Cortisol, and acute lung disease in very low birth weight
infants. Pediatrics, 1997; 99:110-15

Kliman HJ. The placental revealed. Amer ] Pathol.
1993;143:332-6.

Kliman HJ. Trophoblast to human placenta. In Knobil
E, Neill JD. Encyclopedia of Reproduction. 1999;4:
834-46.

Patel ZM, Adhia RA. Birth defects surveillance study.
Indian J Pediatr. 2005;72(6):489-91.

Hematyar M, Khajouie P. Prevalence of congenital
anomalies in 1000 live births in Javaheri Hospital,
Tehran, Medical sciences journal of Islamic azad uni-

versity. 2004;15(2): 75-8.

Rasmussen SA, Mulinare ], Khoury MJ et al. Evaluation
of birth defects histories obtained through maternal
interviews. American journal of human genetics.

1990;46:478-85.

Verma M, Chhatwal J, Sing D. Congenital malformations:
A retrospective study of 10,000 cases. Indian journal of
Pediatrics. 1991;58:245-52.

23

17.

18.

19.

20.

21.

22.

23.

24.

25.

JKCD June 2014, Vol. 4, No. 2

Martinez-Frais M, Cereijo A, Bermejo E et al. Epidemi-
ological aspects of Mendelian syndromes in a Spanish
population sample 1. Autosomal dominant malforma-
tion syndromes. American journal of medical genetics.

1991,38:622-5

Taksande A, Vilhekar K, Chaturvedi P, Jain M. Con-
genital malformation at birth in central India: A rural
medical college hospital based data. Indian ] Hum Gen.
2010; 16: 159-63.

Di Renzo GC, Rosati A, Sarti RD, Cruciani L., Cutuli
AM. Does fetal sex affect pregnancy outcomer Gend
Med. 2007; 4:19-30.

Inge M. Evers, Harold Wi de Valk, Gerard H.A. Visser.
Male predominance of congenital malformations in
infants of women with type 1 Diabetes. Diabetic care.
2009; 32(7):1194-5.

Monlleo IL, Gil-Da-Silva-Lopes VL. Craniofacial anom-
alies: Description and evaluation of treatment under the
Brazilian united health system. Cad Saude Publica 2000;
22 (5): 913-22.

Mossey PA, Little J. Epidemiology of oral clefts: An
international perspective. In: DF, ed, Cleft lip and palate:
From Origin to Treatment. New York: Oxford Univer-
sity Press 2002; 127-58.

Vieira AR. Unraveling human cleft lip and palate re-
search. ] Dent Res. 2008; 87 : 119-25.

Casto MLS, Cunha CJ, Moreira PB, Fernandez RR,
Garcias GL. Martino-Roth MG. Frequency of multiple
neonatal malformations in Pelotas, Rio Grande do Sul,

Brazil, and associated socio-demographic factors. Cad
Saude Publica. 20006; 22 (5): 1009-15.

Costa CMS, Gama SGN, Leal MC. Congenital malforma-
tions in Rio de Janeiro, Brazil. Prevalence and associated
factors. Cad Saude Publica. 20006; 22 (11): 2423-31.



