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A Case of Trisomy 9 Mosaicism

Young Ok Kim, M.D., Chun Hak Park, M.D.", Ic Sun Choi, M.D., Hyun Jung Kim, M.D.
Chang Yee Cho, M.D. and Young Youn Choi, M.D.

Department of Pediatrics, Chonnam National University Medical School,
Department of Pediatrics’, Seonam University Medical School, Gwangju, Korea

Trisomy 9 mosaic syndrome is a rarely reported chromosomal abnormality with high incidence of
intrauterine growth retardation and perinatal death. Even a baby lives, he has severe mental retarda-
tion and significant malformations. The incidence and severity of malformations and mental retarda-
tion correlate with the percentage of trisomic cells in the different tissues. The characteristic cra-
niofacial abnormalitis are narrow bifrontal diameter, up-slanted and short palpebral fissures, a
prominent nasal bridge with a short root, a prominent lip covering a receding lower lip, low-set,
posteriorly rotated, and misshapen ears. Ventricular septal defect is a main cardiac abnormality. Bony
hypoplasia and dislocated hips have been frequently reported. Central nervous system, hepatobiliary,
gastrointestinal and genitourinary abnormalities also had been reported. The authors report a baby
who had characteristic abnormalities of trisomy 9 mosaicism with narrow temples, up-slanted palpe-
bral fissures, a bulbous nose, thin and protruding upper lip, low set and malformed ears, hyper-
extended wrist and overlapping fingers. Cytogenetic analysis performed to confirm the chromosomal
abnormality revealed trisomy 9, low level mosaic type. (J Korean Pediatr Soc 2003;46:597-601)
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Fig. 1. (A) General appearance of the patient demonstrates narrow temples,
small palpebral fissures, deeply set eyes, microphthalmia, slit-like nostrils, bul-
bous nose, thin & protruding upper lip, hyperextened wrist and overlapping fin-
gers. (B) Lateral view of face more apparently shows prominent occiput, low set
and malformed ears, retromicrognathia. and up-slanting palpebral fissures.
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Fig. 2. Head ultrasonography reveals left subependymal cyst in sagittal view (A) and coronal view (B).
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Fig. 3. Cytogenetic analysis shows that some cell lines(7 of 70) have trisomic 9 chro-
mosme (A), but the others(63 of 70) have no numeric abnormality (B).
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Table 1. Clinical Manifestations of Trisomy 9 Mosaicism®?

Aborted, still birth

Prenatal growth deficiency and postnatal growth retardation
Psychomotor retardation and severe mental retardation
Craniofacial anomalies

microcephaly; narrow temples; craniosynostosis; up-slanting and small palpebral fissures; deeply set eyes; slit-like nostrils;
exophthalmos; bulbous nose; high arched palate; thin, protruding upper lip; receding lower lip; low set, malfored ears; retro-
micrognathia; ocular abnormalities; microphthalmia; corneal opacities; Peters’ anomaly; absence of optic tracts; preauricular

tags, short neck; cleft lip and/or palate
Skeletal & dermatologic abnormalities

joint anomalies including abnormal position and/or function of hips, knees, feet, elbows, and digits; hypoplastic or absent
bones; articular dislocation, or fixation deformities; dislocated hips; calcaneovalgus deformity; joint hyperextension; punctate
mineralization in developing cartilage; scoliosis/kyphosis; narrow chest; hypoplasia of sacrum; iliac wings and pubic arch; 13
ribs and 13 thoracic vertebrae. simian crease; overlapping fingers; hypoplastic phalanges of toes; nonpitting edema of legs;

nail hypoplasia

Central nervous system abnormalities
17).

Dandy-Walker malformation "; seizures; spasticity; subarachnoid cyst; choroid plexus cyst; cystic dilatation of fourth ventricle
with lack of midline fusion of cerebellum; hydrocephalus; lack of gyration of cerebral hemispheres; meningocele

Cardiopulmonary abnormalities

ventricular septal defect; patent ductus arteriosus; atrial septal defect; double-outlet right ventricle; coarctation of aorta;, dex-

trocardia; frequent pneumonia”
Gastrointestianl abnormalities

Crohn’s disease”; esophagitis; diaphragmatic hernia; cholestasis; fatty liver; portal inflammation'”; bile duct proliferation in ab-
sence of a demonstable stenosis or atresia; velopharyngeal insufficiency"; gastoesophageal reflux"”

Genitourinary abnormalities

hypoplastic kidney; hypoplastic genitalia; cryptorchidism; cystic kidneys; hydronephrosis; hypospadia; bifid scrotum; cystic dila-

tation of renal tubules; diverticulae of bladder; hydroureter
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