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Holoprosencephaly Associated with 63, XXY Karyotype
— An autopsy report —
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Lk partment of Pathology Kwngiook National University College of Medicine and
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Holoprosencephaly, a grave malformation during cleavage phase of brain development, occurs
in association with a variety of clinical syndrome including chromosomal aberration. Among
chromosomal anomalies trisomy syndromes, particularly trisomy 18, are often associated with
holoprosencephaly. Triploidy with holoprosencephaly had also been described. We report an au-
topsy case of incomplete triploidy with abnormal sex chromosome, ie, 63, XXY. Our case
showed a marked intrauterine growth retardation, and postrmortem examination revealed alobar
holoprosencephaly, hypotelorism, bilateral cleft palates and lips, flat nose, microstomia. lowset
ears, congenital heart disease and cystic kidney, The brain was microcephalic 56 cm and was
of pancake shape. there was a large dorsal cyst. Olfactory tracts and bulbs were absent. The
brain surface was smooth, and only suggestive hippocampal fissure was noted. The basal ganglia
and thalami were fused in midline and the agueductal origin was exposed, The brain stem and
cerebellum were unremarkable. Repeated karvotypings revealed 63 XXY consistently, All 21
chromosomes showed trisomy except for D group. The sex chromosome was XXY, and the genital
tract and gonad were those of female. (Korean J Pathol 1995; 29: 106 ~109)

Key Word: holoprosencephaly

Habefole] gleld H& wiz] 4~8F 2N} 4
Avulgo g FE|s i o]l tj4] YHow Haso] F
Mo A2 oA, o) 2 e AdlE fe]aga e
el £ A= F(holoprosencephaly)e] 47]1&d o
71l 5 #elo] Axof wiel Foii(alobar), 44
(semilobar), 22]a ¥ -4{lobar)e] Al=}= FHe| gl
ot olF #hak AlgE al el -5 dl(alobar type)e #
x| (prosencephalon)®] #2]48 YUojuiz] 2 A4

Hoa 1004y TH 129, Al=sal 1994 0% 239
T AdgA] FF AdE 27} 50, SgivlE 700-412
AHudeta slad} delgmal A5

E FulEe g9 789 E SAzes ¥oFEo
ol 2 gl 44 FFAAA 713 Usle @ Al
w2 gl=] ghed BAe Heba) a4 e|adn F
qbxl Abgle] e]H ghed oF 54 £i] Euksls
2 139 Al g & F(trisomy 13)e) gk, 22} 13
Wl ol Zlete] Ald A Er Fulsle Ao 7E
el glddvl AHAEFL A 2Fc FHA waEz
B Adas o doddae dddaFza Tuis
HAxFe] yAFeE AYen o5 Ladles ule)
e},

F 2 394 4=g SulH olr|E 9lAl 243ef

— 106 —



22 2] 291 Hale] 4HE3, XXY)E bt A A HF

T
i 1] rllllllhll.' !

=
—

Fig. 1. External feature of the patient. The head is Fig. 2. Gross appearance of the brain seen above(dor-

proportionally large to show hvdrocephalus, sal view), to show a pancake-like cerebral
hemisphere with a dorsal cvst.
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Fig. 3. Karvotvpe reveals 63, XXY. Only D group shows normal diploid pattern,
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