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Clinical Approaches to Patients with Congenital Malformations
Jin—Sung Lee
Department of Clinical Genetics, Yonsei University College of Medicine, Seoul, Korea

Congenital malformation is observed in about 2-5% of newborns and is a leading cause of infant mortality.
The prognosis of malformation is dictated mainly by proper treatment followed by correct diagnosis at an
early age. In practice, etiological consideration and classification of a malformation is critical for diagnosis.
Malformations can be classified as belonged to minor or major anomaly. It is clinically important to clarify
the pathogenesis of the anomalies among malformation, deformation, disruption, and dysruption. Genetic
counseling aids this process by helping patients or family members understand and the nature of the
malformation and risk assessment.
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Table 1. Etiology of Malformations™

Kalter & Van Regemorter Nelson &

Warkany et al. Holmes
(1983) (1984) (1989)
Study population 10,0000 69,277
Incidence of major
malformations (%) 1.7 2.24
Mendelian 7.5 7.0 3.1
Chromosomal 6.0 13.0 10.1
Multifactorial 20.0 51.0 23.0
Environmental 5.0 6.1
unknown 38.0 29.0 43.2

Table 2. Prevalence of Selected Malformations in New York
State 1993™

Condition Prevalence/ 10,000 births
Hypospadias 32.6
Venticular septal defect 30.8
Atrial septal defect 26.3
Congenital dislocation of hip 18.6
Obstructive uropathy 17.8
Down syndrome 10.6
Talipes equinovarus 9.8
Congenital hydrocephalus 7.7
Cleft palate 6.7

Source: New York State Congenital Malformations Registry
"72.9% of malformations reported to the Registry were identified
at less than 3 days of age, 11.8% at 329 days and 15.3% at
more than 29 days of age.
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Table 3. Association of Specific Single Malformation with Additional Malformations®

Conditions % with associated malformations Conditions % with associated malformations
Hydrocephalus 70-80 Jejunal or ileal atresia 5
Neural tube defect 20 Atresia of colon 33
Microphthalmos/ coloboma 15-30 Urinary tract anomaly 72
Microtia/ anotia 2040 Horseshoe kidney 33
Preauricular tag 5 Hypospadia 89
Preauricular pits 10-30 Kippel-Feil anomaly more than 50
Choanal atresia 50 Limb deficiency 32-55
T-E fistula 30-70 Triphalangeal thumb 75
Diaphragmatic hemia 56 Ompbhalocele 40-88
Anorectal atresia up to 50 Gastroschisis 21-39
Cleft lip/palate 14-45 Supernumerary nipples up to 27
Extrahepatic biliary atresia 12-27 Single umbilical artery 13-45
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