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Kk iE B F S5 %E DNARSR )/ SEBEADIY -
H 3 B AS~ e IR D15S18 D15S9 D15S11 D15S10 GABRB3 D15S12
Z 1% B 1,2 normal no 2 2 2 2 2
B8 normal no 2 2 2 2 2 2
6-8 normal Del/Mat 2 2 Z 1 1 2
DNAZR & 9,10, 24 del (15) Del 2 1 1 1 1
H O 11,25,38,41 del(15) Del/Mat- 2 1 1 1 1 1
¥ 12 del (15) Del/Mat 2 1 1 1
13 del (15) Del/Mat . 1 1 1 1
14 del (15) Del/Mat 1 1 1 1
15 del (15) Del/Mat 2 1 1 1
16, 17 del (15) Del/Mat 1 1
18, 33 del (15) Del 1 1 1 1 1
19 del (15) Del/Mat 2 1 1 1
20 normal Del/Mat 1 1 1
21 Del/Mat 1 1 1 1
22,23 del (15) Del/Mat 2 1 1 1 1
26,28 del (15) Del/Mat 2 1 1 1 1
&1 del (15) Del 1 } 1 1
29 normal Del/Mat 2 1 i 1 1
30,40 del (15) Del 1 1 1 1 1
31 normal Del/Mat 2 1 1 i
1) del (15) Del/Mat 1 1 1 1
34 del (15) Del 1 1 1
35 normal Del/Mat 2 1 1
36 Del/Mat 2 1 1 1 1 1
37 Del/Mat 2 1 1 1
39 normal Del/Mat 2 1 1
42 del (15) Del/Mat 2 1 1 1 1
43 del (15) Del/Mat 1 1 5! 1
44 normal Del/Mat 1 1 1 1 1 1
45 Del 2 1 1 1
DNARK D 46 del (15) no 2 2 2 2 2
al #l 47 normal no/BPI 2 2 2 2 2
3720 48 normal no 2 2 2 2 2
HCFE 49 normal no/BPI 2 2 2 2 2 2
50 del (15) no/BPI 2 2 2 2 2
51 del (15) no/BPI 2 2 2 2 2
52 normal no/BPI 2 2
53 del (15) no 2 2 2 2
54 normal no 4 2 2 2 2
55 no " 2 2 2 2
56 normal no/BPI 2 2 2 2 2
57 no/BPI 2 2 2 2
58 no/BPI 2 2 2
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59 normal no/BPI 2 2 2 2
60 normal no/BPI 2 2 2 2 2
61 no/BPI 2 2 2 V.

AS1-2, 4-5, and 6-8 are sib cases. AS1-2, 4-5, 7, 10, 11-14, 16-18, 20, 25-26, 29-
30, 32, 34, 41, 43, 45, 47-49, 51-53, 55-56, 58, and 61 are females. del (15): del(
15) (q11.1q12); Del: DNA deletion; BPI: biparental inheritance; Mat: maternal dele
tion.
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3 mEAEXK 0 8 0 M'g 0 i 0 3
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DNA-based Diagnosis of Angelman Syndrome and Prader-Willi Syndrome
Shinji Saitoh, MD

Department of Human Genetics, Nagasaki University School of Medicine, Nagasaki;
Department of Pediatrics, Hokkaido University School of Medicine, Sapporo.

A molecular-genetic study was performed on 61 patients with Angelman
syndrome (AS) and 14 patients with Prader-Willi syndrome (PWS). Southern blot
analyses and/or PCR-mediated dinucleotide repeat polymorphism (DNRP) analyses
revealed that 67% of AS patients have DNA deletions ranging from D15S9 to D15S512
loci. An exception was 3 sib cases whose deletion involved only 2 loci, D15510
and GABRB3. The parental origin of the deletions in AS patients were exclusively
maternal. No uniparental disomy (UPD) was found in our AS patient series,
suggesting that UPD in AS is infrequent than that in PWS. Molecular deletions
were observed in 6 of the 14 PWS patients.

In order to develop a simple, reliable DNA-based diagnostic method, I
adopted PCR-mediated DNRPs as genetic markers for the detection of deletions
and/or parental origin of chromosomes 15 in AS and/or PWS patients. This method
gave useful diagnostic information in 33 (89%) of 37 AS patients and 12 (86%) of
14 PWS patients, indicating no big difference from the information obtained with
Southern blot analysis. Furthermore, since this DNRP method does not require
radioisotopes, it may be a first-choice, alternative way when diagnosing AS or
PWS patients.




1. Deletion 3.Del/UPD

Maternal del
CpPwm

CPwm

D15S11 D15S11
GABRB3 GABRB3
D15S97
D15S87 D15S87
2. Uniparentaj disomy 4. BP|
CPM L
D15S11 D15811
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GABRB3 GABRB3 "‘
D15S97 D15597
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