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NEWBORN SCREENING FOR CONGENITAL HYPOTHYROIDISM AND

PHENYLKETONURIA AT SIRIRAJ HOSPITAL IN 2005-2011

MR. JUKRAPUN SIRIBORIRUK

Abstract

Background: There have been a few studies about newborn screening in Thailand. Most of them did not
provide data regarding the final diagnoses and outcome of treatment. At Siriraj Hospital, we could
perform newborn screening, diagnostic tests, and treatment of both CH and PKU at Department of
Pediatrics. This study was aimed to obtain comprehensive data of a newborn screening program in a

single university hospital.

Objective: To identify the incidences, final or definite diagnoses, and treatment outcomes of newborns

with CH and PKU from the newborn screening program at Siriraj hospital.

Methods: We performed a retrospective review of the database from the newborn screening program and

outpatient medical records of newborns with CH and PKU identified during 2005 — 2011.

Results: Thirty-one out of 53,671 screened newborns had abnormal TSH screens, and serum thyroid
function test. These cases comprised of 14 cases (45.2%) of transient hypothyroidism, 4 cases (12.9%) of
thyroid dyshormonogenesis, 8 cases (25.8%) of thyroid dysgenesis, 1 case of central hypothyroidism
(3.2%) and nonthyroidal illness (3.2%), and unclassified 3 cases (12.9%). The overall incidence of CH
was 1:3,354. For the outcome of treatment, only 7 cases with CH were eligible for assessment of growth
and development: 3 cases had normal growth and development, and 4 cases had delay of either growth or
development. These could be attributed to preterm-associated complications or genetic syndromes. Only
single case of PKU was detected and confirmed with' plasma amino acids.” This led to an estimated
incidence of PKU with 1:53,671. He was-treated with the special metabolic fomula, and had normal

growth and development at the age of 3 years.

Conclusion: The incidence of CH from this study is approximated to those of previous studies. However
the incidence of PKU was lower than those of western countries. More cases with CH and PKU are

required for outcome assessment in the future.



