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Background: Keutel syndrome is a rare autosomal recessive characterized by
diffuse cartilage calcification, brachytelephalangism, peripheral pulmonary artery
stenoses and facial dysmorphism, occurs as a result of MGP mutations
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Case Report: We present a case of keutel syndrome with bilateral sensory neural
deafness, calcification of the cartilage tracheobronchial rings, ear cartilage,aortic root
ascending and descending aorta, pulmonary artery with bilateral pulmonary artery
branchs stenosis.
Conclusion: In such cases often the cause of haring loss and abnormal faces with
wide spreadcartilage calcification possibility of keutel syndrome must raise.

Case Report
We present a 13-year-old female patient, positive
consanguinity,at the age of four, patient’s mother noticed diminution
of her daughter hearing power of gradual onset and progressive
course,no ear discharge, pain, or neurologic manifestations. On ENT
consultation,she was diagnosed as having bilateral sensory neural
deafness more on left side,ear grommet’s tubes were inserted with
partial improvement.

She suffered recurrent ear infection for which left myringoplasty
was done.

1.
However stridor with failure of tube removal when
she was operated upon,this helps to diagnose subglottic
stenosis and tracheostomy tube was inserted.She referred to
our medical department for depressed nasal bridge,abnormal
features,subglottic stenosis for further evaluation.

alkaline phosphatase levels in serum were within normal ranges,
X-ray lateral view neck revealed ,calcification in all tracheal
rings,(Figure 2).Ct scan neck and chest revealed faint mural
calcification is seen along the tracheobronchial tree &calcific focus
of pulmonary artery and semilunar faint calcification in ascending
aorta,(Figure 3).Ct scan of petrous bone revealed calcification in
ear cartilage.(Figure 4).ehocardiography revealed aortic stenosis
,heavily calcified aortic root, ascending and descending aorta,
bilateral branch pulmonay stenosis measured 0.4 cm with peak and
mean gradients (45&31) mmHg on the left branch and (34&23) on
the right branch & right ventricular hypertrophy.

On examination normal vital signs with short stature,
midface retrusion, stiff and rigid ears,saddle nose,short terminal
phalanges(Figure 1).
IQ test, 75 (borderline) most probably due to hearing problems
,harsh ejection systolic murmur over pulmonary and aortic .Her
blood tests were unremarkable, serum calcium, phosphorus and
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Figure 1: Patient with elongated face with maxillary and
midface hypoplasia, hypoplasia alae nasi.
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Figure 5: Calcific focus of pulmonary artery and semilunar
faint calcification in ascending aorta.

Discussion

Figure 2: Calcification in all tracheal rings.

Figure 3: Mural calicification
tracheobronchial tree.

is

seen

Hearing loss has many causes in children as infections,maternal
drug and congenital,[1].Laryngotracheobronchial calcification is a

along

the

rare finding in children under 13 years old [2]. Tracheobronchial
calcifications can occur in Keutel syndrome, congenital cardiac
abnormalities, chondrodysplasia punctata syndrome, and warfarin
sodium therapy or rarely it can be idiopathic [3]. Keutel syndrome is
an autosomal recessive disorder caused by a novel loss-of-function
mutation in the Matrix Gla Protein gene (MGP). MGP protein
resides in the extracellular matrix and is implicated in inhibiting
calcification though the repression of bone Morphogenetic Protein
2 (BMP2). Mutations resulting in loss of consensus donor splice site
at exon 2-intron 2 junctions result in significant diffuse calcification
of soft tissue cartilage. Arterial calcification resulting from MGP
inactivation results in prognosis, commonly seen in patients with
diabetes, atherosclerosis, and renal dysfunction[4-6]. In conclusion,
in such cases often the cause of haring loss and abnormal faces with
wide spread cartilage calcification possibility of keutel syndrome
must raised.
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