
http://www.pediatriconcall.com

Pediatric Oncall April - June 2011. Volume 8 Issue 2 47

3.  UNICEF. Vitamin D: Rickets in children and osteomalacia 
in pregnant women. In The Prescriber: Guidelines on the 
Rational Use of Drugs in Basic Health Services. December 
1993; 8:11.  

4.  Li HQ. Correctly understand vitamin D deficient rickets. 
Zhonghua Er Ke Za Zhi. 2008; 46: 161-163  

5.   Rajakumar K, Thomas SB. Reemerging nutritional rickets: 
a historical perspective. Arch Pediatr Adolesc Med. 2005; 
159: 335-341  

6.  Feiss HO. Spontaneous fractures with rickets. Report of a 
case. J Bone Joint Surg Am. 1906; 2-3: 271-278. 

7.  Chapman T, Sugar N, Done S, Marasigan J, Wambold N, 
Feldman K. Fractures in infants and toddlers with rickets. 
Pediatr Radiol. 2010; 40: 1184-1189 

From: Command Hospital Air Force, Bangalore, 
India.  

Address for Correspondence: Dr Rahul Sinha, 
Command Hospital Air Force, Bangalore, Karnataka, 
India. Email: drrahul_2000@yahoo.com   

E-published: 1st April 2011. Art#26

Letter tO edItOr (VIewer’s ChOICe)

THANATOPHORIC DWARFISM: A LETHAL SKELETAL DYSPLASIA

Singh DK*, Seth Shikha**, Singh Mamta** 

A G2P1A0L1 woman aged 20 years presented with 
complaints of abdominal over distention and pain 
following eight months amenorrhea. She was an un-
booked and uninvestigated case first time reporting to 
hospital in whole duration of pregnancy. She had one, 
two and half year old alive and healthy female child 
who was delivered at home without any complication. 
In present pregnancy, there was no definitive history 
of any drug intake, radiation exposure, high-grade 
fever, rashes or fits in the peri-conceptional period. On 
examination, abdomen was grossly distended and tense. 
Abdominal veins were prominent. Abdominal girth was 
122cms. Fetal parts, lie, presentation could not be 
appreciated due to distention. Fetal heart sounds were 
not audible by stethoscope. On vaginal examination, 
os was one finger dilated, tense bag of membranes 
felt and presenting part was not appreciable. She was 
suspected as a case of polyhydramnios or multiple 
pregnancy. Ultrasound showed a single intrauterine 
fetus in cephalic presentation of 35 weeks gestational 
age with biparietal diameter (8.8cm), extremely 
short femurs (22mm), narrow thorax (23.2 cm 
circumference) in comparison to abdomen (34.2cm) 
and polyhydramnios (AFI-28). She spontaneously 
went into active labor. Baby presented as vertical lie, 
face presentation, with mentoanterior position. She 
delivered a moribund short-limbed female of 2.0 kg 
weight, having severe respiratory distress, who could 
not be revived despite resuscitation. 

At birth, baby’s face was congested & swollen 
probably because of the face presentation. There was 
macrocephalic head with frontal bossing, flattened 
nasal bridge, proptotic eyes, protruding abdomen, 
short proximal upper and lower limb bones, which were 
abducted and externally rotated and square “trident” 
hand. (Figure 1) 

X-ray showed short ribs with narrow (Bell shaped) 
chest and protruding abdomen giving the torso a 
“Champagne Cork” appearance, vertebrae were flat 
(“platyspondyly”) giving “H” shape, with increased 
inter-vertebral disk spaces, markedly shortened and 

curved proximal long bones (Rhizomelia) especially 
femur as “French Telephone Receiver”. Fibula was 
shorter than tibia. There were squared very small 
pelvic bones. 

Thanatophoric dysplasia / dwarfism meaning death 
bearing (Greek) is a lethal congenital form of short-
limbed bone dysplasia (1). It clinically presents with 
polyhydramnios or hydrocephalus. It is diagnosed 
prenatally, second trimester onwards with the help of 
ultrasonography and X- Rays. The pregnancy usually 
results in still-birth or early neonatal death because 
of pulmonary hypoplasia leading to respiratory failure. 
(2) Thanatophoric dwarfism in Greek meaning “death 
bearing” or “death bringing” and was first described in 
1967 by Maroteaux et al (3). The estimated frequency 
is approximately 0.5:10,000 births with equal male 
- female ratio (4). Two subtypes I & II have been 
described with relative incidence of 86% and 14% 
respectively. Our case is of type I variety characterized 
by extreme rhizomelia, bowed long bones, narrow 
thorax, a relatively large head, normal trunk length, 
flattened ribs with increased disk spaces. Prominent 
forehead, frontal bossing, hyper-telorism, saddle 

Figure 1: Rhizomelic dwarfism
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nasal bridge are the common facial findings. In type 
II variety, limbs are short but straight, and “Clover 
leaf skull” is characteristic (5). It is an autosomal 
dominant genetic defect said to result from de novo 
mutation of the Fibroblast Growth Factor Receptor gene 
(FGFR-3) located on the short arm of chromosome ‘4’ 
affecting the skeletal and craniofacial development. 
(6) Molecular genetic analysis from cultured amniotic 
fluid cells, cord blood or fetal tissue can provide the 
definitive diagnosis. If massive hydrocephalus is 
present, cephalocentesis be done. Caesarean section 
should be considered only for obstetrical indications. 
This has a low risk of recurrence (2%) because 
condition requires new independent dominant mutation 
to reoccur. 

The incidental discovery of a skeletal dysplasia on 
routine ultrasound screening, in pregnancy not known 
to be at risk of a specific syndrome, necessitates a 
complete evaluation of all limb bones for shortening, 
shape, mineralization and associated anomalies of 
head, thorax, spine and face. Therefore, combination 
of ultrasound, radiological, biochemical and cytogenetic 
analysis is necessary. 
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HALLERMANN - STREIFF SYNDROME

Nibedita Mitra, N Kannan

Keywords: natal teeth, hypotrichosis, hypolastic 
mandible, skin atrophy. 

A twenty-day-old neonate was referred to our 
hospital for feeding difficulty and noisy respiration. She 
is the first-born child to parents of nonconsanguinous 
marriage, delivered after two years of marriage. Baby 
was delivered at term after an uneventful pregnancy 
with a birth weight of 2.2kg, head circumference was 
33 cms and length was 45 cms. Mother is twenty-five 
years old, and father’s age is twenty-nine years. The 
first product of conception was aborted at two months 
gestation. On examination, the neonate had two natal 
teeth (upper central incisors), severe micrognathia, 
a small mouth and high arched palate and a small 
and thin tongue. There was frontal prominence with 
wideopen posterior and anterior fontanel and widely 
open sutures. The nose was small and beaked. 
Scattered patches of thin hypo pigmented skin were 
present over face, trunk, back and limbs. The scalp 
hair was sparse and thin with areas of complete 
baldness mainly along the lambdoid suture. Eyebrows 
were sparse but eyelashes were normal. There was 
microphthamia but no congenital cataract (Figure 
1). The nails, ears, external genitalia and limbs were 
normal. Skull radiograph shows hypoplastic mandible 
(Figure 2). Ultrasonography of cranium, abdomen and 
pelvis did not reveal any anomaly Uterus size was 
within normal limits for the age. Based on the above 

clinical presentation a diagnosis of Hallerman-Streiff 
Syndrome was made. The baby is not able to suck at 
the breast but is accepting feeds well with a palaade. 
She has been evaluated by an ophthalmologist and has 
been advised regular follow up. Proper positioning of 
the baby has been advised to the mother.

F i g u r e  1 :  N a t a l 
teeth, parrot beaked 
nose,  micrognathia, 
a t r o p h i c  s k i n , 
hypotrichosis.

F i g u r e  2 :  X - r a y 
showing hypoplastic  
mandible

Hallermann-Streiff syndrome occurs sporadically 
and is not associated with chromosomal anomalies. 
It affects both male and female in all ethnic groups 
(1, 2). It is a rare genetic condition and is also known 


