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Table. 1 ' Percentage of mutant mtDNA (3,243
A — G) in MELAS families _
_ Mutant mtDNA (%)
Family Dried biced ~ Urine  Skeletal
spots  sediments muscle
1 (TAN)
Patient (10Y, F) 63 92 ‘89
Mother <10 22 ok
Sister {elder) ‘ 20 27 e
2 (HID) o _ L
Patient (19Y,F) s 88 89
3 (KUB)
“Patient(21Y; M) 68 a4 84
Mother % EE <10

Father . <10 . EE *%

#* not tested

Table 2 Percentage of mutant mtDNA- (8,344
A > G) m MERRF family

Mutant mtDNA (%)

Family Dried blocd ~ Urine Skeletal
‘spots sedzments muscle
1 {(NAR)
Patient {15Y, F) 82 85 86
Mother <10 BE %k
Father <1 % T
Sister (elder) <10 %% 10
Niece L0 * % %%k

** not tested
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RCR Detection of Point Mutations in Mitochondrial DNA :
Its Application to Screening for MELAS
and MERRF Using Dried Blood Spots or Urine Sediments

Akihiro Yamaguchi, Masaru Fukushi, Yoshio Shimizu, Yuko Kikuchi,
Mayumi Kitagawa*' and Yuichi Kusunoki*?

ABSTRACT

DNA samples extracted from dried blood spots or urine sediments were applied
to a PCR-endonuclease detection of point mutations of mitochondrial DNA (mtDNA)
in MELAS and MERREF patients. A simple procedutre with hemoglobin denaturation/
boiling treatment was suitable for dried blood spots, although the complete procedure
with proteinase K digestion/phenol extraction was required for urine sediments. The
mutant mtDNA of three MELAS and one MERRF patients were successfully detected
in the range of 63-82% for dried blood spots and 82-94% for urine sediments. The
easiness of sampling or DNA preparation using these new DNA-sources enables to
have a screening program for the genetic defects.
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