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A girl with partial monosomy 18g21: cytogenetic and molecular ge-
netics studies
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Abstract: This study is about a girl with chromosome deletion of 18q and with mental retardation and mild delay of physi-
cal development. Based on karyotyping of high resolution, florescence in situ hybridization (FISH) and microsatellite
analysis mapping to 18q, we found that the patient’s karyotype was interpreted as 46,XX,del(18).(pter—q21:), ish
del(18)(D18Z1+,qter-). Detection of D18S979 showed that the region from 18q21.1 to 18qter was deleted, which was
originated from her father. There were MBP gene and GALNR gene in the deleted interval in which both of them were lost.
In conclusion, deletion of 18q21—qter including the MBP gene and GALNR gene should be responsible for her mental re-

tardation and mild delay of development.
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Fig. 1 The result of MRI

A: MRI photo of the girl shows that the cerebral tissue density is
quite even with poor differentiation of gray and white; B: MRI
photo shows a normal control®®,

1.2
1.2.1 &K GIEFAZR >

G

1.2.2 %K K (Florescence in situ hybridization,

FISH)
M-FISH
18 ( » Vysis,
Inc. Downers Grove, IL 60515, USA) 18
( , Abbott Molecular Inc.
Des Plaines, IL 60018, USA),
[7] Olympus BX51 s
Cytovision 3.0(Applied imaging)
1.2.3 #HIEZAN 18q Lagir g 5
5 mL,
DNA 18q21.31 18q22.1 1
D18S41 D18S979
PCR Genome Database (GDB,
http://www.ncbi.nlm.nih.gov), PCR 3100
(Applied biosystems), GeneScan
Analysis v 3.7 and Genotyper v 3.7
2
2.1
20 G 18q21
( 2), 1 46,XX,del(18)(pter—q21:)
2.2 FISH
M-FISH 18 ( 3A)
18 18qter
( 3B)
2.3
DNA , 18q21.31
D18S979
163 bp , 5
18q22 , 18q22.1 D18S41
( 4 8.7 Mp


http://www.ncbi.nlm.nih.gov/

8 1 18q 993

-

-
- ‘.*
> .
»
B
2
A:l 18 , - 18 B: , “Ox77 18q ,(q21)

Fig. 2 The result of G-banded high resolution of a metaphase
A: The arrow to bottom(]) indicates the normal chromosome 18, and the arrow to right(—) indicates the del(18); B: Partial karyotype of the
present case. The symbol “*”indicates the breakpoint of 18q21.
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Fig. 3 The result of FISH
A: The photograph of M-FISH shows that there is no translocation fragment the arrow(?) indicates the del(18); B: Both of the orange and
aqua signals can be observed in one of the chromosome 18 and only aqua in the other.
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Table Clinical findings of individuals with 18q deletion

Patient < L e L [ L L A < L L S [ Total
ota
Gender M M F F F F M F M M F M M M M F F
Age, years 2.8 12 36 31 6 4.3 23 34 44 3.6 2.7 33 0.7 6 2.3 25 1
Small for gestational age N 7
(SD) Height, SD 25 1.8 2.8 11 2 1.6 36 3 21 3.6 0.6 0.6 3 4 3 3
Facial dysmorphism 14
Aural atresia 8
Cleft lip/palate 4
Hand anomaly 9
Foot deformity 9
Cryptorchidism N N N N N N N N N 4
Ventricular or atrial N 2
Recurrent respiratory 9
IgA IgA deficiency N N 3
Motor lumsiness 16
Hypotonia 12
Dysmyelination N 12
Mental retardation 11 + 3+ dd dd =+ 2 =+ 3+ dd 2 2
Hearing impairment N 7
Oral dyspraxia 7
Seizures 2
Autistic features N 4
dd: = = ;oo 72 73 P N:

dd: Developmental delay; +: Critical level; : Mild mental retardation; 2 : Moderate mental retardation; 3 : Severe mental retardation; N: Not applicable or not yet done.
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Fig. 4 Polymorphic detection of 2 STR loci

5

A: The result of locus D18S979, D18S979 of the girl is a single
copy. Only the apex of 163 bp coming from her mother has been
detected. B: The result of locus D18S41 shows that the three are

identical, so no valuable information can be obtained.
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