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The discovery research of the vulnerability factor, which is
associated with schizophrenia, through familial clustering cases

of both Hermansky-Pudlak syndrome and schizophrenia.
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IR R OMEE (353C) : We found the nonsense mutation in the HPS4 gene through
sequencing analysis of a familial clustering cases in both Hermansky-Pudlak syndrome
(HPS) and psychotic disorders. This mutation probably caused HPS in this family. An
association study between the schizophrenics and the controls revealed that minor allele of
an intronic single nucleotide polymorphism (SNP) was over-represented in the control
samples. And this minor allele was associated with higher working memory. Taken together,
genotypic diversity of the HPS4 gene may contribute some pathological aspects of
schizophrenia.
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HPS4 (22q12.1)

A nonsense mutation is detected in Exon7 (c.541C>T).
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Tab\eﬂ Haplotype case-control study in the 5 htSNPs (Permutation test)
Haplotype __Schizophrenics _Frequency Controls_Frequency _Permutation P-value

1 G-Del-T-G-C 281 0333 334 0289 0.037  ~Hapl

2 ADelT-G-G 247 0293 323 0279 0567  -Hap2

3 G-DelC-G-C 116 0137 209 0181 0.008  -Hap3

4 Adns-T-A-C % 0113 153 0.132 0191 -Hapt

5 ADelT-AC 105 0124 137 0119 0701 -Haps
Haplotype pairs mean rs4822724(A/G)-21bp Insertion(Delins)-rs9608491(C/T)-rs713998(A/G)-r52014410(C/G) in HPS4,
Global Permutation P-value was 0.034.
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