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Oculocutaneous Albinism Type 1 Diagnosed by Genetic Study
in a Newborn Infant

Young Joon Ahn, M.D.", Chun Soo Kim, M.D.",
Sang Lak Lee, M.D.", and Dae Kwang Kim, M.D. *

Departments of Pediatrics' and Medical Genetics’, Keimyung University School of Medicine, Daegu, Korea

Oculocutaneous Albinism (OCA) is a heterogenous autosomal recessive disorder characterized by defective

melanin biosynthesis. Physical findings including white scalp hair and depigmented skin of whole body in

newborn infants are important clinical features of OCA 1. We report a newborn case of OCA 1 with two different

TYR mutations, and gene defects of the baby revealed to be originated from both parents carriers of OCA.
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234 392,000/mm’ 3L C—HHE ¥ 01 mg/dL
Sk 7F 715 HAkeh 87 AalE HakE B el
ol uj kAL 5 Folagdo] gIgiek Eafel re] o
g A A B WET-E o] 8814 fluorescent
dideoxy termination -2 2-8-8F ABI 377 715 (Perkin
Elmer, USA) © % tyrosinase +342] DNA 97|14 9S
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217} 30T} Exon 19] 74-9- 2304 47141991 G7}
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0 2 v 39 (missense) E<HO)7F LERATHEig. 2).
Exon 20145= 929914 17144 thsoll C7HFE= &
% (frameshift) &=AHO7H AR T} (Fig. 3). EAtel]

Fig. 1. Gross appearance of the patient: white scalp hair
and depigmented skin of whole body.

Fig. 2. Direct sequencing analysis. Heterozygous ¢.230G>A
(CGG>CAG, p.Arg77GIn) (arrow) inexon 1 of the TYR gene.
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ZIek: of7]9] 214 wka} 9] o] A A4 QEAHAL A

A, TYR =A%) 52 717 OCA 18 2. & esiSict

CAGAACCCCCAAGGCTCCCCTCTTCAGCTG

Fig. 3. The sequencing analysis of the TYR gene shows an
insertion of a C at position 929/930 in exon 2 (¢.929dupC)
(arrow). Upper sequences is normal control, and the bottom
is the patient’s sequences with inserted mutation.
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Fig. 4. PCR-SSCP analysis of exon 1 of the TYR gene shows
aberrant band shifts (arrow) at father and patient (A). In
exon 2, mother and patient have aberrant shifts (arrow)
(B). Abbreviation: N, normal control; F, father; M, mother; P,
patient.
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