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WFZER R OB (330) : In Japan, many clinicians consider DNA diagnosis is one of the
clinical laboratory test. However, because of high cost and requirement of special
instruments, DNA diagnosis is not come into wide use. In this study, we developed CHIPS
technology as simple, accurate and low cost mutation screening system. We set up CHIPS
system to 60 genetic diseases, including 73 genes and demonstrated its utility. We hope
spread gene tests by CHIPS among Japanese patients in near feature.
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AT e LT20085:ZCHIPS (CEL
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with polyacrylamide gel electrophoresis
and silver staining) VB & BA% L7z (Tsuji T,
Niida Y. Electrophoresis. 2008
Apr;29(7) 11473-83.)
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FREIR AR R SO APCRIEED 2155
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CHIPS ¥&IZBA L, LT > 60 AR (73 {5 1)
ZEELL, EHNRER T2 RS L
e REBALOT VT 7y MECFEHE)
Aarskog syndrome (FGD1), Acrodysostosis
(PRKAR1A), Adrenoleukodystrophy (ABCD1),
Alagille syndrome (JAG1), Alexander
disease (GFAP), Androgen insuficiency



syndrome (AR), Birt-Hogg—Dube disease
(FLCN), Biotinidase deficiency (BTD),
Boomerang dysplasia (FLNB), Cartilage Hair
syndrome (RMRP), CHARGE synd (CHDT),
Citrin deficiency (SLC25A13), Clouston
syndrome (GJB6), CM—-AVM (RASA1),
Coffin-Lowry syndrome (RPS6KA3), CPT1
deficiency (CPT1A), CPT2 deficiency (CPT2),
Currarino syndrome (MNX1), Distal renal
tubural acidosis (ATP6VOA4, ATP6V1BI,
SLC4A1), Dravet syndrome (SCN1A), DYTI
(TOR1A), Ellis—Van Creveld syndrome (EVC,
EVC2), Epilepsy and mental retardation
limited to females (PCDH19), Familial
Isolated Hyperparathyroidism (CDC73), FGFR
B AE (FGFR1, FGFR2, FGFR3), Hereditary
angioedema (SERPING1), Holocarboxylase
synthetase deficiency

(HLCS), Homocystinuria I (CBS),
Hypohidrotic ectodermal dysplasia (EDA),
I-cell disease (GNPTAB), Leigh syndrome
(SURF1), Lynch syndrome (MSH2), Marfan
syndrome (FBN1), MEN1 (MEN1), MEN2 (RET),
Metachromatic leukodystrophy (ARSA),
Menkes disease (ATP7A), MODY (GCK, HNFI1A,
HNF1B, HNF4A),Mowat—Wilson syndrome
(ZEB2), NBCCS (PTCH1), Nance—-Horan
syndrome (NHS), Neurofibromatosis type I
(NF1), Noonan syndrome (PTPN11, RAF1),
Oculocutaneous albinism 1 (TYR),
Osteogenesis imperfect (COL1A1, COL2A2),
Osteopetrosis (CA2, CLC7, TCIRG1), OTC
deficiency (0TC), Parkinson disease
(PARK2) , Pelizaeus—Merzbacher Disease
(PLP1), PKAN (PANK2), Protein C deficiency
(PROC), Rett syndrome (MECP2), Segawa
disease (GCH1), Shimke Immunoosseous
dysplasia (SMARCAL1), Stickler syndrome
(COL2A1), Tricho—Rhino-Phalangeal
syndrome I (TRPS1), Tuberous sclerosis
(TSC1, TSC2), Vascular type EDS (COL3Al),
Werner syndrome (WRN), Wilson disease
(ATP7B).
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