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OWEZRRE |/ Theme of Research

The rearch title was “Biochemical and molecular characterization of inherited metabolic disorders in domestic animals for development of diagnostic and
epidemiological screening.” Based on the theme, I performed veterinary diagnotic investigation of inherited metabolic diseases in domestic animals using a
variety of methods from the field of veterinary clinical sciences.

@WEME | Outline of Research

Inherited metabolic diseases are a large group of genetic disorders prevalent in humans and animals, which include lysosomal storage diseases,
urea cycle disorders and organic acidemias. Thus, these diseases are excellent models for humans. During my reserch period, | analyzed the
molecular bases of GM2 gangliosidosis, suspected ornitine carbamylase deficiency and isovaleric acidemia in dogs and/or cats.

GMERE | Results of Research

| identified 3 types of novel mutations in canine and feline GM2 gangliosidosis as my countinuing research of my PhD study. In addition, | found
several candidate mutations in suspected canine ornitine carbamylase deficiency and feline isovaleric acidemia by sequencing analysis of DNA and
RNA in each case. However, further analysis should be done to indentify these mutations.

@41 MstE | Further Research Plan

| am going to finish writing two research papers regading canine and feline GM2 gangliosidosis. On the other hand, regaridng canine ornitine
carbamylase deficiency and feline isovaleric acidemia, the following experiments should be done: 1) RNA expression, protein expression etc., 2)
Establishment of PCR-based DNA tests, especially real-time PCR methods, 3) Development of molecular epidemiological survey.
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PRZEEZRBECHFEODH . PHEIWAREORFEZBIEL-S FHREIELTRYBATL. COMET IR T, LLOA DEYERR (GM2
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DL, TOZWIESNTH FEBEFDICHEITLE,

@ ZMEE | Outline of Research

EXRRBBRBER. ErB LU TRBIHFET HEGHRDT IL—TTHS, TNLICE., SV —LEER. REABRERE. ARBRERELEDH
NEEND, CNODBWMERBEL. EMNRBDTCNEETILTHEEZBZALNTVS, KRR TIE, SAVV—LEBRICEITGM2AL T VA I F— R ERE
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@M ZEHR | Results of Research

RBOCM2A VT IVA VRV ROERBRITOVTE, BERETOMRO—BMEL TEESNIADTH oA, TORNDHERS LV ERDORKS
DHFEBEBHICOVTE, RENGTHEZEERNBELLG STV =, TOEHARARBMIZENT, ChEOERER (X ALY —7U X RNAFTR T
EV—T R EHITETSERTUIIVEE. F)ET 2TV ChETICREDAVHROERERBLVHE TR EE T DERE TS EITHILE F
fzs SEFZISHNZF AN NSS—ERBENREONERELVANVEERMENSRON BT OV THLE DN FRBEREL L, TORER. Chod
REIOVWTE, A RHMTIREEZEDORZEICITE>TWVEVD, RERFEGHIEREZVCONRDFTHIENTE, §#,. ChHoDHERBRRETD
DENHSD.

@S#OFE | Further Research Plan
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EERE 5 (PCR) /Laboratory work (PCR) EERE = (BEXKE) /Laboratory work (Electrophoresis)




