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I. Atresia ani sive recti simplex

a . Atresia ani simplex b . Atresia recti simplex

c . Atresia ani et recti simplex

II. Atresia ani sive recti complicata cum communicationibus

a . Atresia ani vaginalis

b . Atresia ani vesicalis

c . Atresia ani urethralis
M. Atresia ani sive recti complicata cum fistulis
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a . Atresia ani perinealis

b . Atresia ani scrotalis

c . Atresia

ani suburethralis

d. Atresia ani vulvaris
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Abstract

.. The clinical history, necropsic findings, and cytogenetic findings of a baby who
showed congenital multiple anomalies and died on 110th day after birth were presented.
The cytogenetic analysis of this case revealed a karyotype 46, XX, t(2p-; 13q-). The
congenital multiple anomalies of this baby werei confirmed by postmortem examination
to be the Eisenmenger’s complex, harelip, and imperforated anus with recto-vaginal
fistula. With reference to the bibliographies, summarization and consideration of the
anomalies were performed from both the cytogenetic and congenital aspects.  Innumer-
‘able interesting studies have been accumulated on the cause of the diversity of phenotype
originated from chromosomal translocation. The present authors attempted to explain
this problem with the following three comceptions : position effects, multiple effect or
pleiotropy, and heterogeneity.

I. Position effect: this conception indicates that the varieties of phenotype may
manifest according to the relative position of the adjacent genes, because phenotype
may be determined by not only the particular genes but also the loci of those genes.

II. Multiple effect or pleiotropy : this conception indicates that a close mutual
relation between the reciprocal characters may originate from the identical gene.
Therefor, an incomplete mutual relation in the reciprocal characters may originate not
from the existence or non-existence of the allelomorph on the identical chromosome but
from differences in the expressivities of the identical gene. v

III. Heterogeneity : this conception indicates that identical phenotypes may originate
from the action of different genes.

Then, the present authors attempted to inquire into these congenital anomalies
embryologically. As a result, every anomaly was proved to originate from developmen-
tal disturbances during 8—10 weeks of embyonic stage. As the number of families
with two or more members suffering from ano-rectal malformation is few, and the
number of still-bones jand abortions with this anomalies is many, it is difficult to
speculate on the mode of inheritance. Through the survey of many still-bones and
abortions with ano-rectal malformations, this pending problem would have come to a
satisfactory solution. '




