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[exploring the function of the ATR-X syndrome protein]
Richard Gibbons#i%
Weatherall 3 FEFHAR (KE - AV I RT74—K)

ATR-XEGBIZBEELTCREL, BHEH. Y517, BRER NEBRE ¥
BOTBERLESELEREETHERB T 84— E BEDATRXHARHO
BREB>TVET, COE ARXEEROBAEETEHBLERE -FviR
DA —FRKEOGbons T AE BRI, BhL A4~ TUBBEO RO EDAYELE,
ATRXEBRBOBEBOERBRICOVT BERYLTNAEYRBEThMAYLS
FTLERRLTWERERVET, BXAOISMEBFHLLTRYEY.

(Fawh MERE BRI (PHS5456)]

* BEF LA TLIBROSHLH L. BETBMTEN, BSOS T
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"Greetings from the UK. H10
I'm so pleased that you are having this ATR-X
meeting - I know from meeting groups of patients in
Holland and Sicily how important it is for the families
to meet each other and share information and
support.

I'm sad that it was not possible to for me to attend
your meeting, nevertheless I was delighted to meet 2
ATR-X families in Yokohama as well as Japanese
scientists involved in ATR-X research.

ATR-X research is now very active throughout the
world and important advances have been made and
Japan is one of the leaders in both clinical and
scientific research.

Best wishes from Richard Gibbons” (2011.9.16)

15

12/05/25



BRI ATR-XIEERHOHRAESICHITHATRGEEFER

Patient # Family # Exon/intron Nucleotide change Amino acid change HbH
1 1 5" ~UTR +
2 2 2 Ex2_6 +
3 3 INT2 (+) 23A>6 ? -
4 4 5 c. 3706>T:r [243_484del] p.R81fs -
5 5 c. 3706>T;r [243_484del] p.R81fs -
6 5 6 ¢.390_391 ins A p.E131fs +
1 6 8 p. P170L -
8 7 8 c. 536A>G; r[532_594del] p. V178_K198del +
9 8 8 ¢.536A>G: r[532_594del] p. V178_K198del +
10 9 8 c. 536A>G: r[532_594del] p. V178_K198del
1" 10 8 c. 568C>G p. P190A +
12 1 8 c. 569C>T p. P190L +
13 12 8 c. 580G>A p. V1941 +
14 13 8 ¢.5811>C p. V194A -
15 14 10 c. 667T>C p. G223R -
16 15 10 c. 668G>T p. G223F
17 16 10 c. 6876>C p. L229F
18 17 10 c. 6956>A p. C232Y
19 18 10 c. 72710 p. C243R
20 19 10 c. 7134T>C p. L245P -
21 10 c. 1341>C p. L245P +
22 20 10 c. 736007 p. R246C -
23 21 10 c. 1360>T p. R246C +
24 22 10 c. 7360>T p. R246C +
25 10 c. 736C>T p. R246C +
26 23 10 c, 736C>T p. R246C +
27 10 c. 736C0T p. R246C -
28 24 10 c. 73600T p. R246C +
28 25 10 c. 736C>T p. R246C +
30 26 10 c. 736COT p. R246C +
31 27 10 c. 7360>T p. R246C
32 28 10 c. 73600T p. R246C +
33 29 10 c. 736007 p. R246C -
34 30 10 c. 73600T p. R246C
35 31 c. 7360>T p. R246C
36 32 c. 136C>T p. R246C
37 33 10 c. 794G>A p. C265Y +
38 34 10 c. 797AG p. Y266C
39 35 c. 832A5C p. The278Pro
40 36 10 c. 1727004 p. $576X +
41 37 INT16 (=) 145A>C ?

42 38 17 c. 4654@>T p. V1552F +
43 17 c. 4654607 p. V1552F +
44 39 18 c. 4744_4746 del. p. T1582del

45 19 c. 4865C>T p. A1622V -
46 40 19 . 4865C>T p. A1622V -
47 19 c. 4865C>T p. A1622V -
48 19 ¢. 48706>A p. V1624M +
49 41 19 c. 4870G>A p. V1624M

50 19 c. 4870G>A p. V1624M +
51 42 19 c. 4934T>C p. L1645 +
52 43 int21 ¢. 5273-5C>G: r[5273-5448del] p. Y1758X +
53 m 23 C. 5498A>G p. Y1833C

54 23 C. 5498A>G p. Y1833C

55 45 23 c. 5540A>G p. Y1847C +
56 46 23 c. 5540A>G p. Y1847C

57 23 c. 5540A>G p. Y1847C

58 47 27 c. 6052G>DA p. G2018R

59 48 29 c. 6253C>T p. R2085C

60 49 30 c. 6392G>A p. R2131Q

61 50 30 c. 6392G>A p.R2131Q +
62 51 30 c. 6406G>A p. D2136N -
63 52 c. 6511A>G p. Met2171Val -
64 c. 6511A>6 p. Met2171Val -
65 53 int31 nsertion of 2kb from chr.2; splicing abnormal ity -
66 54 c. 7156C>T p. R2386X +
67 55 int35 c. 1200+4A>G, fs -
68 56 3 UTR
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