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Abstract 
Autopsy literally means to see for one self - is the dissection and examination of a dead body to determine the cause of death and establish 

evolution of a disease. There are 3 main types of autopsies-(1) Medico-Legal/Forensic/coroner's autopsy, (2) Clinical /pathological autopsy, (3) 

Anatomical or academic autopsy. In this study we performed pathological autopsy of perinatal death cases and presenting a series of 5 cases with 

rare (unusual) congenital deformities along with review of literature.  
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Introduction 
"To the living we owe respect but to the dead we owe the truth" - 

Voltaire. 

"We must turn to nature itself, to the observations of the body in 

heath and disease, to learn the truth." -Hippocrates. An autopsy is a 

medical procedure that consists of a thorough examination of a body 

to determine the cause of death and to evaluate any disease or injury 

that may be present. An autopsy is an important audit tool that often 

discloses new information about the cause of death[1]. There are 3 

main types of autopsies[2],- 1) Medico-Legal Autopsies - These are 

performed as prescribed by applicable law in case of violent, 

suspicious or sudden deaths; 2.  Pathological autopsies - Are 

performed to diagnose a particular disease or for research purposes; 3. 

Anatomical/Academic autopsies - Are performed by students of 

anatomy for study purposeonly. 

 In this study we performed pathological autopsy of perinatal death 

cases.    

Perinatal death is a common clinical problem and the family seeks 

and deserves answers regarding the cause of death. The clinical utility 

of the perinatal autopsy are as following[3] 

1. Confirm the clinical diagnosis (concordant),  

2. Change the clinical diagnosis (discordant). 

3. Add (significant unexpected finding noted). 

In this study we present a series of 5 cases of perinatal autopsies with 

rare congenital malformations.   

 

Materials & Methods 

Ethical Consideration 

The study was approved by the Institutional Ethics Committee. 

This study includes the perinatal deathwhich is defined as follows 

(Most widely accepted definition for international comparison)[4,5]. 

1. >= 500 gm. birth weight at 22 or more weeks of gestation and 

2. Death between birth and at the end of the neonatal period. 

All these cases were referred from the Department of obstetrics and 

Gynecology to our department with written consent obtained from the 

parents in each case for autopsy. 
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- In each case autopsy was done according to the standard protocol in 

the following order - 

1. Anthropometry. 

2. External examination. 

3. Internal examination. 

4. Examination of the placenta and umbilical cord.  

5. Tissue taken for histopathological study.  

 

Case-1 
This is a case of elderly primi (maternal age 37 years) presented with 

intrauterine fetaldeath (IUFD).The body was received and perinatal 

autopsy was done according to the protocol described. 

On gross examination, no structures of the face developed except a 

midline aperture with single round blue color eyeball likestructure. 

On opening of the cranial cavity, it was found that failure of the 

forebrain to separate into two halves was there.   On histopathological 

examination of the round blue colored structure, the components of 

eye ball wereconfirmed. The final diagnosis was Holoprosencephaly. 

 

Case-2 

In this case 32 years female 2ndgravidapresented with lower 

abdominal pain and tenderness. AbdominalUSG confirmed there was 

intrauterine fetal death.  

On gross examination of the body, there were short forearm, 

syndactyly and polydactyly in the foot & imperforate anus. On 

dissection, there was absent kidney. On X-Ray of the fetus, it showed 

absence of the radius bone. The final diagnosis was done as Ellis Van 

Creveld syndrome. 

 

Case-3 
34 years female, primigravida presented with IUFD. On gross 

examination, there was anencephaly, spine bifida and a large 

intracranial mass replacing the intracranial contents.    On histological 

examination of the intracranial mass, it was found to be Mature 

Cystic Teratoma containing mature elements derived from all the 

three germ layers.  

The final diagnosis was made as Neural Tube Defect with Congenital 

Intracranial Teratoma.  

 

Case - 4 

32 years female term pregnancy presented to the emergency with 

labour pain. The baby died soon after birth because of failure to 
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breath. On autopsy examination there was an abnormal opening in the 

diaphragm on left side through which part of liver, spleen and portion 

of intestine were herniatedin to chest cavity with collapse of lung and 

secondary dextrocardia.  

The final diagnosis was Congenital Diaphragmatic Hernia with 

Secondary Dextrocardia.  

 

Case- 5 
A 30 years female of term pregnancy having difficulty in expulsion. 

On cesareansection it was found to be a case of dichorionic 

diamniotic twin pregnancy, one with normally developedfetus and 

placenta and another placenta with multiple grapes like vesicles 

which was confirmed to bepartial mole on histopathological 

examination. The final diagnosis was made as term twin pregnancy 

with hydatidiform mole. 

 

 

 

 

Discussion 

Case-1: (Holoprosencephaly) 

Holoprosencephaly is a cephalic disorder in which the 

prosencephalon (the forebrain of theembryo) fails to develop into two 

hemispheres. Normally the forebrain is formed and the face begins  to 

develop in 5th and 6th weeks of gestational period. Hox gene which 

guide placement of embryonicstructures, fail to activate along the 

midline of the head allowing the structures that are normally paired 

on the left and right to merge. The condition can be mild or severe.  

Holoprosencephaly consists of spectrum of defects or malformations 

of the brain and face. According  to the National Institute of 

Neurological Disorders and Stroke (NINDS), "In most cases of 

holoprosencephaly, the malformation isso severe that babies die 

before birth."[6,7].  

In our case the baby was died before birth and the fetus presented 

with most severe facial defecti.e., Cyclopia (i.e. development of 

single eye), and the nose is in the form of a proboscis (tubular 

appendage). The condition is also referred to as Synophthalmia or 

cyclocephaly and is very rare. 

 

Case 1(Holoprosencephaly) 

 
                                    Figure 1: A: cyclopia                                                                                        B .Proboscis 

 

 
C.  Failure of forebrain to separate 

 

Case - 2: (Ellis Van Creveld Syndrome) 

It is also known as Chondroectodermal Dysplasia. This is an inherited disorder of bone growth results in very short stature and narrow chest with 

short ribs and syndactyly /polydactyly, congenital heart defect and finger nail dysplasia[8]. In our case the baby had very small forearms (absent 

radius bone on X-Ray), syndactyly and polydactyly in left foot, finger nail dysplasia, flattened pinna, ASD (Atrial Septal Defect) & absent 

kidney. 
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Case 2(Ellis Van Creveld Syndrome) 

 
        Fig 2 A: Absent radius bone                                B. Syndactyly and polydactyly                                  C .Imperforate anus 

 

Case -3:(Congenital Intracranial Teratoma) 

Intracranial teratoma are rare, according for 0.5 - 2.0% of intracranial 

tumors[9]. They are typically benign. They develop from embryonic 

cells which become "misinvolved" during formation of primitive 

streak in the 3rd. week of life. Some of these cells become 

"misenfolded" as intracranial rests of tissue.Sometime the intracranial 

mass is massive and replaces the intracranial contents[10]. Our case 

was of massive mass replacing the intracranial contents and on 

histology it had mature elements derived fromall the three germ 

layers. The case was also associated with spina-bifida. 

 

Case 3 (Congenital intracranial teratoma) 

 
Figure 3 

 

Case-4: Congenital Diaphragmic Hernia (CDH) 

Diaphragmatic hernia is a birth defect in which there is an abnormal 

opening in the diaphragm most commonly on the left side. The 

incidence of CDH ranges from approximately 0.8- 5/10,000 

births[11-14]. Inspire of advances made in the medical and surgical 

management of CDH the mortality and morbidity remain 

high[15,16,17]. In our case the defect was on left side through which 

part of liver, spleen, stomach and portion of intestine were present in 

the chest cavity with collapse of lung and secondary dextrocardia. 

The baby died soon after birth because of failure to breath.   

 

Case 4(Congenital diaphragmatic hernia) 

 
Fig 4: Dextrocardia and herniation of viscera 

 

Case-5: (Term Twin Pregnancy with Hydatidiform Mole) 

The coexistence of hydatidiform mole with a normal fetus is rare. The 

incidence ranges from 1 in 20,000to 1 in 100,000 pregnancies[18]. 

The probability of carrying one fetus up to term with associated molar 

pregnancy is low because of development of complications like pre-

eclampsia and vaginal bleeding, thyrotoxicosis and increased risk of 

persistent trophoblastic disease[19]. 

In our case on caesariansection, it was found to be a case of 

dichorionic diamniotic twin pregnancy with one normal fetus and 

placenta and another placenta with multiple grapes like vesicles 

which was confirmed to be of partial mole on histopathological 

examination. 
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Case 5: Term twin pregnancy with hydatidiform mole) 

 
Figure 5 

 

Conclusion 

In our case series we have reported unusual congenital abnormalities 

in perinatal autopsy study. The clinical utility of perinatal autopsy are 

as follows - 

1. Confirm the diagnosis (clinical and autopsy diagnoses concordant). 

2. Change the diagnosis (clinical and autopsy diagnoses discordant).  

3. Add (significant unexpected findings noted on the autopsy 

although the clinical diagnosis was not altered to conclude carefully 

performed perinatal autopsy is the single most useful step in 

identifying   the cause of perinatal death[20]. 

According to Bove KE et al, 1997 autopsy in perinatal deaths 

provides an etiology and summary of contributing factors in most 

cases and allow improved management in futurepregnancies[21]. 
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