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We report a long survival case of mosaic form of
trisomy 13 who died of aspiration pneumonia at 7
year and 4 month old of age.

Cyiogenic study was done and trisomy 13 was
elucidated on routine G-banding karyotype analysis.
Fluorescence in sitw hybrizidation (FISH) showed
mosaicism type of trisomy 13 (73.2% of cultured
cells were 47 XY +13 karyotype / 26.8% of
cultured cells were normal karvotype).

Magnetic resonance imaging showed dilatation
of the lateral and 3nd ventricles as well as
bifurcated septum pellucidi. The cerpus callosuin
was thin, especially in the splenium. He showed
systoric  murmur  and was diagnosed  with
ventricular septal defect type IV. Our patient had
no severe brain and heart deforrmities.

Neuropathology showed olfactory aplasia and
fenestration of the scptum pellucidum, dilated
lateral ventricle and atrophic hippocampus.

Histopathologically, nUMerous “torpedo”
(swollen fusiform Perkinje cell axons) were noted
in the granular layer subjacent to the Perkinje cell
layer, and rarely in the granular layer
heterotopically.

These charactenistic pathologic changes have
never been reported in the literture of autopsy cases
of trisomy 13. As far as we know, this patient was
the oldest individual as trisomy 13 ever autopsied
and documented in the literature.



