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The prevalence of pediatric endocrine and metabolic diseases in Korea

Dong Hwan Lee, M.D.

Deparfment of Pediatrics, College of Medicine, Soonchunhyang University, Scoul, Korea

The government neonafal screening program has a 17qeas history. 'Therefore, it can now provide informafion on the pre-

valence of endoaine and metabolic discas

:s which included in neonatal saeening. Knowledge of the prevalence of metabolic

discases is very imporfant with these results, the most effective sacening methods can be defemined and diseases can be
idenfified that should be added fo neonafal sareening. For these puiposes regular follow-up of patients with metabolic discases
and qualify assuarance are also needed. (Korean J Pediatr 2008;51:559-563)
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2000 636,780 407981 64.1 2) OIZTE BYEMY|(HHHA)S 0188 FHY (IR
2001 557,228 382,338 68.6 o ur HIZ
2002 494,625 346,176 70.0 i = ) .
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Table 2. Prevalence at Birth of Phenylketonuria and Congenital Hypothyroidism in Korea
Phenylketonuria Hypothyroidism Total
Year No. tested
No. cases Prevalence No. cases Prevalence No. cases Prevalence
1991 28,286 1 1/28,286 7 1/4,041 8 1/3,536
1992 20,372 0 - 7 1/2,901 7 1/2,910
1993 35,094 0 - 8 1/4,387 8 1/4,387
1994 51,045 1 1/51,045 12 1/4,254 13 1/3,927
1995 74,880 2 1/37,440 8 1/9,360 10 1/7,488
1996 62,542 1 1/62,542 6 1/10,424 7 1/8,935
1997 345,013 6 1/57,502 62 1/5,565 68 1/5,074
1998 416,115 7 1/59,445 132 1/3,152 139 1/2,994
1999 398,444 9 1/44,272 88 1/4528 97 1/4,108
2000 407,981 9 1/45,331 89 1/4584 9% 1/4,163
2001 382,338 9 1/42,482 70 1/5,462 79 1/4,840
2002 346,176 8 1/43272 49 1/7,065 57 1/6,073
2003 339,945 14 1/24,282 36 1/9,443 50 1/6,799
2004 386,889 9 1/42,988 71 1/5,449 80 1/4,836
2005 412,653 10 1/41,265 73 1/5,653 83 1/4,972
2006 433,331 7 1/61,904 144 1/3,009 151 1/2,870
2007 472,005 4 1/118,013 149 1/3,168 153 1/3,085
Total 4,613,159 97 1/47558 1,011 1/4563 1,108 1/4,163
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Table 3. Prevalence of Maple Syrup Urine Disease, Homocystinuria, Galactosemia and Congenital Adrenal Hyperplasia at Birth

MSUD HCY GAL CAH
Year
No. tested No. cases No. tested No. cases No. tested No. cases No. tested No. cases

2005 238,075 1 201,479 1 353,834 9 251,164 9
2006 433,331 1 433,331 1 433,331 4 433,331 5
2007 472,055 3 472,055 1 472,055 8 472,055 6
Total 1,143,461 5 1,106,865 3 1,259,220 21 1,156,550 20
Prevalence 1/228,692 1/368,955 1/59,962 1/57,827

Abbreviations : MSUD, Maple Syrup Urine Disease; HCY, Homocystinuria; GAL, Galactosemia; CAH, Congenital Adrenal Hyperplasia
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Table 4. Metabolic Disorders Diagnosed using Tandem Mass
Screening (2007)

Disease tel\sI?é d cljs()és Prevalence
Tyrosinemia 324,514 4 1/81,128
Hypermethioninemia 324,514 1 1/324,514
Citrullinemia 324,514 1 1/324,514
Very-Long Chain-Acyl CoA 324,514 1 1/324,514
Dehydrogenase deficiency
Isovaleric acidemia 324,514 9 1/36,507
3-Methylglutaconic aciduria 324,514 2 1/162,257
3-Methylcrotonyl glycinuria 324,514 3 1/108,171
Malonic aciduria 324,514 2 1/162,257
Methylmalonic aciduria 324,514 1 1/324,514
Propionic acidemia 324,514 4 1/81,128
Glutaric acidemia type I 324,514 1 1/324,514
Total 324,514 29 1/11,190
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Table 5. Metabolic Disorders Diagnosed using Tandem Mass
Screening (2001-2004)

Disease tel\sI?é d cljs()és Prevalence
Propionic aciduria 79,179 4 1/79.197
Isovaleric aciduria 79,179 3 1/26,399
3-methylcrotonyl glycinuria 79,179 1 1/79,197
Glutaric aciduria type I 79,179 2 1/39,598
LCHAD deficiency 79,179 3 1/26,399
VLCAD deficiency 79,179 1 1/79,197
SCAD deficiency 79,179 1 1/79,197
Classic PKU 79,197 4 1/19,799
Tetrahydrobiopterine deficiency 79,197 2 1/26,399
Citrullinemia 79,197 3 1/26,399
Tyrosinemia 79,197 1 1/79,197
Maple syrup urine disease 79,197 2 1/39,598
HHH syndrome 79,197 1 1/79,197
Total 79,197 28 1/2,828
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