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A Rare Case of a de novo Proximal Deletion of 13q in a Neonate with Congenital

Megacolon
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Chromosome 13q deletion syndrome, which is relatively rare, is characterized by a wide spectrum of phenotypes resulting from a partial deletion
of the long arm of the chromosome 13. The main clinical features are mental retardation, developmental delay, craniofacial dysmorphism, and
various congenital defects. Here, we report a de novo interstitial deletion in chromosome 13 (q21.3¢31) in a neonate with congenital megacolon
(Hirschsprung disease) confirmed by biopsy. A short tandem repeat analysis (D13S317) was used to compare the loci on the chromosomes of the
patient and the parents, the latter representing the normal karyotype, to determine how the features of the profile peaks relate to the deletion.
The clinical data were also compared with those of similar cases in previously published reports.
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Fig. 1. Severe ileus and obstruction of barium as observed in the colon
radiograph.
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Fig. 2. Partial karyotype of the patient at the 550-band level revealing
13q deletion: 46,XY, del(13)(q21.3¢31).
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Fig. 3. Partial karyotype and idiogram of the normal and deleted
chromosome 13.
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Fig. 4. Short-tandem repeat profiles of the patient (A) and the parents: the father (B) and the mother (C). At the peak of D13S317, the patient
shows a single 11-repeat allele, the mother shows 2 peaks for 11- and 12-repeat alleles, and the father shows a single 11-repeat allele. The height
of the peaks was 162 for the patient, 139 (11-repeat) and 108 (12-repeat) for the mother, and 299 for the father. If the patient is homozygous for
11-repeat alleles, the peak should normally appear higher. Therefore, we interpreted that the patient had a deletion of chromosome 13.
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Table 1. Comparison of the clinical characteristics of our patient with those of other patients with proximal 13q deletion who have been previously

described in literature

) Koetal. Leeetal Ballariti et al. 2007. [8] Kirchhoff et al. 2009 [9] Tiiysiiz et al. 2009 [16] Qi
Patients 2003 [6] 2004[7]  Case4 Case 5 Case 6 Case 10 Case 11 Case 1 Case 2 Case3 ~ patient
Deleted segment q22 q24 021.1-31.3  21.33-31.2 22.1/2-313 @21.33-31.1 q21.31-313 q22.1-313 ¢21.1-313  22.1-313 21.3-31
Sex M M M F M M F M F F M
Age Atbirth At birth 21 wg. 28 yr At birth 21 wg. Tyrém 45d 17 yr 19m At birth
Growth retardation NA + NA + - NA + + + + NA
Mental retardation NA + NA + + NA + + + - NA
Microcephaly - = = = = - + - _ + _
Ocular anomalies - + - - - - - _ _
Facial dysmorphism + - - + + + + + NA
Heart defects - - - - - - - - +
Hearing loss NA NA NA - - NA - - + + NA
Congenital megacolon - - - - - - - + - - +
Hypotonia + - - - = = + - - - _
Limb malformation + + - - - - + + - - _
Genital anomalies + - - - + = = - - - -

Abbreviations: M, male; F, female; w.g., week of gestation; d, days; m, months; yr, years; NA, not applicable.

TR S etk Ao] WaKl=tl, RET (rearranged during
transfection), GDNF (glial cell-derived neurotrophic factor), NTN
(netrin 1), SOX10 (SRY-box containing gene 10), EDNRB (endo-
thelin B receptor), EDN3 (endothelin 3), ECE1 (endothelin con-
verting enzyme 1), ZEB2 (zinc finger E-box binding homeobox 2),
PHOX2B (paired-like homeobox 2B), TCF4 (transcription factor 4)
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