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Serotonin Transporter Gene Polymorphism in Healthy Adults and Patients
with Irritable Bowel Syndrome

Dok Yong Lee, M.D., Hyojin Park, M.D., Won Ho Kim, M.D., Sang In Lee, M.D., Youn Ju Seo,
and Young Chul Choi, M.D.*

Departments of Internal Medicine and Neurology”®, Yonsei University College of Medicine, Seoul, Korea

Background/Aims: Serotonin is thought to be an important neurotransmitter in the pathogenesis of irritable bowel
syndrome (IBS). It is reported that functional polymorphism in the promotor region of the serotonin transporter
gene is related with the subtypes of IBS and shows racial difference. However, a functional relation between
polymorphism and IBS is not clear. The aim of this study was to investigate 5-hydroxytryptamine transporter
(5-HTT) gene polymorphism in patients with IBS. Methods: For fifty-six healthy controls and 33 patients with
IBS fulfilling Rome II criteria, 5'-flank promotor region of 5-HTT gene was analyzed by polymerase chain
reaction. Results: The genotypes of healthy controls were S/S (57.1%), S/L (37.5%), and L/L (5.4%). Those of
IBS patients were S/S (54.5%), S/L (36.4%), and L/L (9.1%). IBS patients were divided into three groups:
diarrhea predominant (n=15; S/S, 40%; S/L, 53.3%; L/L, 6.7%), constipation predominant (n=12; S/S, 75.0%; S/L,
8.3%; L/L, 16.7%), diarrhea-constipation alternating type (n=6; S/S, 50%; S/L, 50%). There was no statistical
difference in the 5-HTT gene polymorphism between patients and controls, and according to the subtypes of IBS
patients (p=0.135). Conclusions: There was no relationship between serotonin transporter gene polymorphism and
IBS. However, allele S/S genotype was most prominent genotype in both controls and patients.

(Korean J Gastroenterol 2004;43:18-22)
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Fig. 1. Genotyping of 5-
hydroxytryptamine transporter
gene-linked polymorphic region
polymorphism by gel electro-
phoresis. Lane 1, 100 bp
sizing ladder; 2, L/L ho-
mozygote (528 bp, 16 repeat);
3, S/L heterozygote (484 bp,
14 repeat; 528 bp, 16 repeat);
4, S/S homozygote (484 bp,
14 repeat).

Table 1. Polymorphism of the 5-hydroxytryptamine Trans-
porter Gene-linked Polymorphic Region in the Serotonin

Transporter Gene

Genotype Control (n=56) IBS (n=33)
S/S 32 (57.1%) 18 (54.5%)
S/L 21 (37.5%) 12 (36.4%)
L/L 3 (5.4%) 3 9.1%)

IBS, Irritable Bowel Syndrome.

Table 2. Polymorphism of the 5-hydroxytryptamine Trans-
porter Gene-linked Polymorphic Region in the Sertonin
Transporter Gene in IBS Patients According to Their

Subtypes
Diarrhea  Constipation Diarrhea-constipation
Genotype  predominant predominant  alternating type
(n=15) (n=12) (n=6)
S/S 6 (40.0%) 9 (75.0%) 3 (50%)
S/L 8 (53.3%) 1 (8.3%) 3 (50%)
L/L 1 (6.7%) 2 (16.7%) -
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