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Abstract: Ostium primum ASD may be associated with high degree AV block largely due to the location of the defect and proximity of
the AV node and His bundle to the defect. Ostium secundum ASD is very rarely associated with AV nodal block. Our patient presented
with such a rare combination at a younger age, which prompted us to evaluate further towards association of any genetic syndromes.

We are presenting this case for the rarity of the presentation.
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1. Case Report

Mrs. B, 30 - year - old female presented with chest pain,
shortness of breath & giddiness for 2 days. O/E, patient was
short, had pes planus and had low 1Q. She also had hearing
loss and irregular menstrual cycles. On CVS examination,
she had an ejection systolic murmur with a loud P2.

ostium  secundum  ASD

Echocardiography  showed

measuring 17mm with left to right shunt and a mild
pulmonary hypertension. Postero - inferior rim was 1.6cm,
antero - superior rim was 0.5cm and postero - inferior rim
investigations

was insufficient. Basic were normal.

Interestingly, ECG showed complete heart block with supra
- hisian escape with a rate of 50/min.

Literature review indicated that certain genetic syndromes
were associated with a combination of ostium secundum
ASD and complete heart block. Our patient also had certain
general examination features which pointed towards a
genetic predisposition.

We did a targeted genetic sequencing for the patient. It
showed positive for KAT6B which is indicative for
genitopatellar syndrome (OMIM#606170).
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2. Discussion

Genito patellar syndrome is an Autosomal dominant disorder
characterized by short statue, small or absent patella,
intellectual  disability,  cryptorchidism, club  foot,
microcephaly, agenesis of corpus callosum, micrognathia
and hydroureteronephrosis, delay in eruption of teeth,
hearing loss and thyroid issues. Cardiac manifestations
include ostium secundum ASD and varying degrees of AV
blockage including complete heart block. Our patient was
short (140cm), had microcephaly, micrognathia and delayed
eruption of teeth. She had menstrual irregularities (on
treatment with a gynaecologist) a low 1Q (confirmed by
Psychiatry evaluation) & hearing loss authenticated by ENT
examination. She presented with ostium secundum ASD and
complete heart block and diagnosis was confirmed by a
targeted genetic sequencing. We are presenting this case for
the rarity of the presentation. We are planning ASD closure
for the patient with further follow - up.
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