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Fig 1: Crude birth prevalence of all anomalies and folic acid preventable anomalies across the 
registries 
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Fig 2: Crude birth prevalence of selected system anomalies across all registries 
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Table 2A-J: Anomaly specific and system specific crude birth prevalence of congenital malformations 
across all registries 

 

Diagnostic Grouping Number of 
cases 

Prevalence 
/ 10,000 

A. Congenital Anomalies of the Central Nervous System (Q00 – Q07) 460 35.2 
A01 Anencephaly (Q00.0) 
(Incl. Acrania, Exencephaly, Iniencephaly) 159 12.2 

A02 Encephalocele (Q01.0 – Q01.9) 
(Incl. Frontal & Occipital Encephalocele/ Meningocele) 50 3.8 

A03 Microcephaly (Q02) 9 0.7 

A04 Congenital Hydrocephalus without Spina bifida  (Q03.0 – Q03.9)  
(Incl. Dandy – Walker malformation, Ventriculomegaly) 88 6.7 

A05 Spina bifida without anencephaly (Q05.0 – Q05.9) 
(Incl. Meningocele, Meningomyelocele, Myelocele, Rachischisis, excluding Spina bifida 
occulta) 

136 10.4 

A06 Holoprosencephaly (Q04.2) 8 0.6 

A07 All other congenital malformations of brain, spinal cord & nervous system (Q04, Q06 & 07) 
(Incl. Agenesis of corpus callosum, absence of nerves, cerebral cysts and cerebellar 
malformations, etc.) 

15 1.1 

 

Diagnostic Grouping Number of 
cases 

Prevalence 
/ 10,000 

B. Congenital Anomalies of Eye, Ear, Face & Neck (Q10 – Q18) 99 7.6 

B01 Anophthalmos / Microphthalmos / Macrophthalmos (Q11.0 – Q11.9) 11 0.8 

B02 Absent external auditory meatus (Q16.1) 9 0.7 

B03 Low set ears (Q17.4) 49 3.8 

B04 All other congenital anomalies of Eye, Ear, Face & Neck (Q10 – Q18) 37 2.8 

 

Diagnostic Grouping Number of 
cases 

Prevalence 
/ 10,000 

C. Congenital Anomalies of the Circulatory System (Q20 – Q28) 197 15.1 

C01 Common Truncus / Persistent Truncus arteriosus (Q20.0) 2 0.2 

C02 Double outlet right ventricle (Q20.1) 6 0.5 

C03 Transposed Great vessels (Q20.3) 4 0.3 

C04 Ventricular Septal Defect (Q21.0) 38 2.9 

C05 Atrial Septal Defect / Patent or persistent foramen ovale (Q21.1) 21 1.6 

C06 Atrioventricular septal defect  
/ Endocardial Cushion Defect / Ostium primum (Q21.2) 15 1.1 

C07 Tetrology of Fallot (Q21.3) 1 0.1 

C08 Pulmonary valve Atresia (Q22.0) 0 0 

C09 Ebstein's anomaly (Q22.5) 2 0.2 

C10 Hypoplastic right heart syndrome (Q22.6) 9 0.7 

C11 Other tricuspid valve abnormalities (Q22.8) 0 0 

C12 Bicuspid aortic valve (Q23.1) 1 0.1 

C13 Hypoplastic left heart syndrome (Q23.4) 16 1.2 
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C14 Dextrocardia (Q24.0) 2 0.2 

C15 Patent ductus arteriosus (Q25.0) 25 1.9 

C16 Anomalies of arch of Aorta (Q25.1 & 25.4) 8 0.6 

C17 Anomalies of pulmonary artery (Q25.5 – 25.7) 5 0.4 

C18 Persistent left superior vena cava (Q26.1) 3 0.2 

C19 Single umbilical artery (Q27.0) 32 2.4 

C20 Other specified and unspecified congenital heart anomalies (Q20.2, Q20.4, Q20.8, Q22.3, 
Q22.4, Q23.0, Q23.2, Q24.8, Q24.9 & Q25.8, Q26.2, 26.9) 22 1.7 

 

Diagnostic Grouping Number of 
cases 

Prevalence 
/ 10,000 

D. Congenital anomalies of the Respiratory system (Q30 – Q34) 9 0.7 

D01 Congenital cystic adenomatoid malformation of lung (Q30.0) 7 0.5 

D02 Absence / Malformation of nose (Q30.1 – Q30.9) 3 0.2 

D03 Laryngeal atresia (Q31.8) 1 0.1 

D04 Tracheal atresia (Q32.1) 0 0 

D05 Agenesis of lung (Q33.6, Q33.8) 1 0.1 

D06 Other Respiratory anomalies 1 0.1 

 

Diagnostic Grouping Number of 
cases 

Prevalence 
/ 10,000 

E. Congenital anomalies of the Gastrointestinal tract (Q35 – Q45) 182 13.9 

E01 Cleft palate (Q35.0 – Q35.9) 21 1.6 

E02 Cleft lip (Q36.0 – Q36.9) 17 1.3 

E03 Cleft palate & cleft lip (Q37.0 – Q37.9) 53 4.0 

E04 High arched palate (Q38.5) 15 1.1 

E05 Other congenital malformations of tongue and mouth (Q38.2, Q38.3) 1 0.1 

E06 Atresia of esophagus without fistula (Q39.0) 16 1.2 

E07 Tracheoesophageal fistula with atresia (Q39.1) 0 0 

E08 Tracheoesophageal fistula without atresia (Q39.2) 12 0.9 

E09 Gastric outlet obstruction (Q40.0) 0 0 

E10 Tubular Stomach (Q40.2)  0 0 

E11 Absence, atresia and stenosis of small intestine (Q41.0 – Q41.9) 15 1.1 

E12 Imperforate anus (Q42.3) 31 2.4 

E13 Other Congenital malformations of large intestines (Q42.1) 1 0.1 

E14 Meckel’s diverticulam (Q43.0) 0 0 

E15 Anomalies of liver and gall bladder (Q44.0 – Q44.9) 0 0 

E16 Abscent pancreas (Q45.0) 1 0.1 

E17 Anovestibular fistula / Rectovestibular fistula (Q64.7) 1 0.1 

E18 Other specified and unspecified gastriointestinal tract (Q43.1 – 43.9) 9 0.7 
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Diagnostic Grouping Number of 
cases 

Prevalence 
/ 10,000 

F. Congenital Anomalies of the Genital and Urinary Systems (Q50 – Q64) 166 12.7 

F01 Congenital malformation female genital organs (Q50.0 – Q52.9) 3 0.2 

F02 Undescended testis (Q53.0 – Q53.9) 20 1.5 

F03 Hypospadias (Q54.0 – Q54.9) 24 1.8 

F04 Other congenital malformations of male genital organs (Q55.0 – Q55.9) 8 0.6 

F05 Indeterminate sex (Q56.4) 22 1.7 

F06 Renal agenesis (Q60.0 – Q60.6) 26 2.0 

F07 Cystic kidney disease (Q61.0 – Q61.9) 
(Incl. Infantile or Adult polycystic kidney and Multicystic dysplasia) 43 3.3 

F08 Congenital hydronephrosis (Q62.0) 16 1.2 

F09 Pelviureteric junction obstruction (Q62.1) 7 0.5 

F10 Other ureter anomaly (Q62.4 – Q62.8) 0 0 

F11 Other congenital malformations of kidney (Q63.0 - Q63.9) 
(Incl. Fused / Horseshoe kidney) 3 0.2 

F12 Ectopia vesicae / Bladder exstrophy (Q64.1) 1 0.1 

F13 Congenital posterior urethral valve (Q64.2) 5 0.4 

F14 Other congenital malformations of bladder & urethra (Q64.3, Q64.8) 6 0.5 

 

Diagnostic Grouping Number of 
cases 

Prevalence 
/ 10,000 

G. Congenital Anomalies of the Musculoskeletal System (Q65 – Q79) 374 28.6 

G01 Congenital dislocation of hip (Q65.0, Q65.1) 3 0.2 

G02 Talipes equinovarus (Q66.0) 107 8.2 

G03 Other Congenital malformations of feet (Q66.1- Q66.9) 
(Incl. Rocker bottom foot) 6 0.5 

G04 Congenital Musculoskeletal deformities of head, face, spine & chest (Q67.0 – Q67.9)  
Incl. Dysmorphic face (Q67.0) 34 2.6 

G05 Congenital deformities of knee (Q68.2) 
Genu recurvatum  6 0.5 

G06 Polydactyly (Q69.0 – Q69.9) 36 2.8 

G07 Syndactyly and polysyndactyly (Q70.0 – Q70.9) 17 1.3 

G08 Upper limbs - reduction defects / shortening (Q71.0 – Q71.9) 22 1.7 

G09 Lower limbs - reduction defects / shortening (Q72.0- Q72.9) 5 0.4 

G10 Unspecified limbs - reduction defects / shortening (Q73.0 – Q73.8) 6 0.5 

G11 Arthrogryposis (Q74.3) 12 0.9 

G12 Other congenital malformations of limbs (Q74.8 & Q74.9) 5 0.4 

G13 Hypertelorism (Q75.2) 22 1.7 

G14 Other congenital malformations of skull & face bones (Q75.0– 75.9) 41 3.1 

G15 Spina bifida occulta (Q76.9) 1 0.1 
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G16 Other congenital malformations of bony thorax and spine (Q76.0 – Q76.8) 
(Incl. Scoliosis, Hemivertebre etc) 30 2.3 

G17 Osteochondrodysplasia with defects of growth of tubular bones & spine (Q77.0 – Q77.9) 29 2.2 

G18 Osteogenesis imperfecta (Q78.0) 4 0.3 

G19 Diaphragmatic Hernia (Q79.0) 25 1.9 

G20 Absence / Eventration of diaphragm (Q79.1) 1 0.1 

G21 Exomphalos / Omphalocele (Q79.2) 29 2.2 

G22 Gastroschisis (Q79.3) 6 0.5 

G23 Thanatophoric Dysplasia (Q77.1) 3 0.2 

G24 Other congenital malformations of abdominal wall ( Q79.5, Q79.6, Q79.8) 
(Incl. Limb body wall complex, Cloacal anomaly) 11 0.8 

G25 Other specified and unspecified congenital malformations of musculoskeletal system 2 0.2 

 

Diagnostic Grouping Number of 
cases 

Prevalence 
/ 10,000 

H. Other Congenital Anomalies (Q80 – Q86 & Q89) 14 1.1 

H01 Icthyosis (Q80.8) 1 0.1 

H02 Simian crease (82.8) 8 0.6 

H03 All other congenital malformations not elsewhere classified (Q81.8, Q82.3, Q84.8, Q89.4, 
Q89.9)  5 0.4 

 

Diagnostic Grouping Number of 
cases 

Prevalence 
/ 10,000 

I. Multisystem Anomalies / Syndromes  18 1.4 

I01 Meckel Gruber Syndrome (Q61.9) 5 0.4 

I02 Pierre Robin syndrome (Q87.0)  4 0.3 

I03 Sirenomelia sequence (Q87.2) 4 0.3 

I04 VACTREL (Q87.2) 0 0 

I06 Other Syndromes (Q75.1, Q87.1, Q87.3, Q87.5, Q87.8, Q87.9) 5 0.4 

   

 

Diagnostic Grouping Number of 
cases 

Prevalence 
/ 10,000 

J. Chromosomal Anomalies (Q90) 19 1.5 

J01 Down’s Syndrome (Q90.0 – Q90.9) 13 1.0 

J02 Edwards’ Syndrome (Q91.3) 4 0.3 

J03 Pautau’s Syndrome (Q91.7) 0 0 

J04 Other Syndrome (Q96.0, Q98.4, Q99.1, Q99.8) 2 0.2 
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