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The importance of quality control for dramatically growing genetic tests continues to be em-
phasized with increasing clinical demands. Diagnostic genetics subcommitee of KSQACP perfor-
med two trials for cytogenetic study in 2003. Cytogenetic surveys were performed by 33 labo-
ratories and answered correctly in most laboratories except some problems in nomenclature and
analysis for FISH and complex cytogenetic abnormalities in neoplasia. The molecular genetic test
surveys include M. tuberculosis, HBV, HPV, leukemia/lymphoma, ApoE genotyping, Duchenne mu-
scular dystrophy, myoclonic epilepsy and ragged red muscle fibers, and spinal and bulbar mus-—
cular atrophy. HPV, myoclonic epilepsy and ragged red muscle fibers, and spinal and bulbar mu-
scular atrophy were the first challenge of the genetic survey. Molecular genetic survey showed
excellent results in most participants, however, HPV tests should be improved by quality control
in a few laboratories. External quality assessment program for cytogenetic analysis could be
helpful to give participants many chances of continuous education and of interesting case

materials.

Key Words : External quality assurance, Diagnostic genetics, Cytogenetics, Molecular genetics
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Table 1. Results of Cytogenetic Survey 03CY-01

Karyotype Grading M S AN Nieferee% F,’\la;ticipan;
46 XY,inv(3) (021426.2) 1(9:22) (q34:q11.2) (41/46. XY (1) HEEE 4 1100 | 12 | 36.4
46 XY,inv(3)(021026).1(9:22)(q34.1:911.2) (4)/46 XY (1) HEEHE 1] 3.0
46.XY,inv(3) (621426).1(9:22) (a34:q11.2) (41/46.XY(1)) HEEE 2 | 61
48X der(22)1(9:22) (a34:11) (41/46 XY (1] (1] 1] 3] 3 1| 3.0
46.XY.inv(3) (421926 (1] 1]3] 3 1| 3.0
46.XY.inv(3)(421426).1(9:22) (q34:011.2) (4)/ el sl 5 | o
46,XY,inv(3) (a21q26) (1)
46.XY,inv(8)(621026.1),1(9:22) (q34:q11.2)(4)/ 1l I
46.XY,inv(3)(021926.1) (1)
46.XY.1(3:8) (421:q13).1(9:22) (a34:q11.2) (41/46.XY (1) HEBEE 1] 30
46,XY.1(9:22) (q34:q11.2)(4)/46,XY,i(17a) (1) (1] 1]3] 3 8 | 242
46,XY,1(9:22)(q34:q11.2)(4)/46 XY (1) (1] 1]3] 3 1| 3.0
46,XY,1(9:22),inv(3) (7) (41/46,XY (1) (1] 1] 3] 3 1| 30
46 XY ,1(9:22)(q84:011.2) (5] (3] 1]3] 3 1| 3.0

* M 1 Modal chromosome number, S : Sex chromosome designation

A Recognition of abnormalities, N : Karyotype nomenclature
** 0 Not graded, - Good performance,

: Acceptable performance, © Unacceptable performance
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Table 2. Results of Cytogenetic Survey 03CY-02

163

Karyotype Grading Referee Participants

MSAN No. % No. %

46.XX,1(2:5:13) (p23:035:q14) (5) ENEEEE 1 25 6 | 182
46 XX,1(2:5:18) (p23:034:013) (5] EHEEER 1 3.0
46.XX,1(2:5:13) (p24:935:q13) (5) EHEREE 1 3.0
46.XX,1(2:5:13) (p22:033:q14) (5) 111 ]2] 1 3.0
46,XX,1(2:5:18) (p21:033:012) (5] 11 ]2] 1 25 4 | 121
46.XX.1(2:13) (p24:914) (5) (111 ]3] 1 25 1 3.0
46.XX.1(2:13) (p23:914) (5) 111 ]3] 3 | 91
46.XX.1(2:13) (p21q14) [5) EHERER 1 3.0
46.XX.1(2:13)(p23:912) (5) 111 ]3] 1 25 5 | 152
46 XX.1(2:13) (p25:q14) 111 ]3] 1 3.0
46 XX,1(2:18) (p25:q14) (5) ENERER 6 | 182
46.XX.1(2:13) (p25:922) (5) 111 ]3] 1 3.0
46, XX.1(2:5:18) (023:014:035).1(6:9) (p23:0934)(5) | [ 1 [ 1 [ 3 ] 1 3.0
46,XX,1(2:8) (p12:024) EHERER 1 3.0

* M 1 Modal chromosome number, S : Sex chromosome designation
A Recognition of abnormalities, N : Karyotype nomenclature

** O : Not graded, - Good performance,

: Acceptable performance, © Unacceptable performance
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Table 3. Results of Cytogenetic Survey 03CY-03

Karyotype Grading Referee Participants

MSAN No. % No. %

46.XY,+1.der(1:22)(q10:10), +9,der(9:18) (p10:410) (3) HERER 2 50 3 9.1
/47 idem, +8(2)
46.XY,+1,der(1:22)(q10:q10),add(18) (p11.3)(3) HERER 1 25 2 6.1
/47 idem, +8(2)
46 XY.der(1:22)(q10:q10), +1,der(9:18) (p10:010), +9(3] ] 1 25 1 3.0
/47 idem, +8(2)
46, XY, +1,der(1:22)(q10:q10),add (18) (p11.3) (3] ] 1 3.0
/47 XY, idem, +8(2)
46.XY.add(18) (p11.3).der(22)t(1:22) (q12:p13) (3] HERER 1 3.0
/47 idem, +8(2)
46.XY.der(1:22)(q11:p11.2),add(18) (p11.3), +1(3] HERER 1 3.0
/47 idem, +8(2)
46.XY,add(18) (p11.3),der (22)t(1:22) (q11:p11.2) (3] HERER 1 3.0
/47 idem, +8(2)
46.XY,+1.der(18)1(9:18) (p13:p11.2) der(22)1(1:22) (10 HERER 1 3.0
a10)(3)/47,idem, +8(2]
46, XY, +1,der(1)(1:22)(p13:013),dup(18) (p11.2011.3), HERER 1 3.0
-22(8)/47 idem, +8(2)
46.XY, +1.der(1:22)(q21:010),add(18) (p11.2) (3] HERER 1 3.0
/47 idem, +11(2)
46.XY.+9,der(9:18)(p10:010),der (22)t(1:22) (q12:p11.2) HERER 1 3.0
(3)/47.idem, +mar(2)
46,XY.+9,der(9:18)(p10:q10),der(22)1(1:22) (q12:p11.2) HERER 2 6.1
(8)/47 XY idem, +8(2)
46.XY, +del(9) (a34),-18,der(22)t(1:22) (q12:p11.2) (3] HERER 1 3.0
/47 idem, +8(2)
46 XY.der(1:22) (p13:q13),1(13:18)(a32:p11.3),-22(3) HERER 1 3.0
/47 idem, +8(2)
46.XY.der(18)del (1) (p22)t(1:18)(p10:q10).der(22)t(1:22| [ 1 [ 1 [ 3] 1 3.0
)(a10:q10) (3)/47.idem, +8(2)
46,XY,der(18)t(18:2) (p11:7),der(22)t(22:?) (p11:) (3] HERER 1 3.0
/47 idem, +8(2)
46,XY,der(18)t(18:7) (p11:7),der(22)t(1:22) (a12:p13)(3) HERER 1 3.0
/47 idem, +8(2)
46 XY,der(18)t(9:18) (p10:q10),der(22)t(1:22)(q10:q10) HERER 1 3.0
[8)/47 idem, +8(2)
46.XY,dup(18) (p11.3p11.3) der(22) (t(1:22) (a12:p11.2) HEREN 1 3.0
(3)/47.idem, +8(2)
46,XY,der(18)t(9:18) (p13:p11.2),der(22)t(1:22) (a12; HERER 1 3.0
p11.12(3)/47 idem, +8(2)
46 XY,der(4:22) (q10010), +4(3)/47 XY, +9,der (4:22) 1] 1 [3] 1 3.0
(910010), +4(2]
46,XX.add(18) (p11.3),der(22)t(1:22) (q10:010)(3) 1] 3]3] 2 6.1
/47 idem, +mar(2)
46,XY,der(18)t(9:18) (p13:p11.2),der (22)t(1:22) (p13:af 3] 1 [3] 1 3.0
1.2)(2)/47.XY.idem, +8(2)/46,XY,der(22)t(1:22) (p13;
q11.2),+8.-18(1)

* M : Modal chromosome number, S @ Sex chromosome designation,

** [0 : Not graded, [1] : Good performance, [2] : Acceptable performance, © Unacceptable performance

A Recognition of abnormalities, N : Karyotype nomenclature
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Table 4. Results of Cytogenetic Survey 03CY-04

Karyotype

46,XY.ish del(22)(q11.2911.2) (TUPLET-)

46,XY.ish del(22)(g11.2g11.2) (TUPLE 1-)

46,XY.ish del(22)(q11.2911.2)
(D225553/D225609/D225942-)

46,XY,del(22)(a11.2)
46,XY.ish del(22)(q11.2911.2) (D22S75-)

46,XY.ish del(22)(q11.2911.2) (D22S75-)

46,XY.ish del(22)(q11.2911.2)

46, XY ish del(22)(g11.2911.2)
(LSIARSA+ TUPLE-)

46,XY.ish del(22)(q11.2911.2)
(TUPLE 1-,ARSAX2)

46,XY.ish del(22)(g11.2911.2) (TUPLET-,ARSAX2)

46,XY,del(22)(g11.2).ish del(15)(a11.2911.2)
(TUPLET-)

46,XY,del(22)(q11.2911.2)

46,XY.del(22)(a11.2911.2) .ish del(22)(q11.2911.2)
(TUPLET-)

46,XY,del(22)(g11.2g12.2).ish del(22)(g11.2g11.2)
(VCFS-,ARSA+)
46 XY, del(22)(g11.2)

46,XY,del(15)(q11.2912)

46,XY,del(15)(g11.2g12.2).ish del(22)(g11.2911.2)
(TUPLE-, ARS)

Grading
MSAN

= =) =] [
= =] [
o] oo [eo]
o] [ [eo]

<]

Referee

Participants

No.

%

75

25

No.

11

%

33.3

3.0

3.0

156.1

3.0

3.0

6.1

3.0

3.0

3.0

3.0

3.0

3.0

3.0

* M 1 Modal chromosome number, S : Sex chromosome designation
A Recognition of abnormalities, N : Karyotype nomenclature

** J : Not graded, - Good performance,

© Acceptable performance, * Unacceptable performance
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Table 5. Results of Cytogenetic Survey 03CY-05

Grading Referee Participants

Karyotype MS AN NG % NG %

46.XX.del(5) (p15.1) HHEEERER 4 100 | 24 | 727
46,XX,del (5) (p15.2) R EREE 4 12.1
46 XX,del(5) (p14) HHEEERER w 3.0
46 XX, del(5) (p15) TN EEERER 2 6.1
46 XX, del (5) (p15.8) L1171 ]3]38] 1 3.0
46.XX.del(5) (pter-)a13:) 11 ]3] 3] w 3.0

* M : Modal chromosome number, S : Sex chromosome designation
A Recognition of abnormalities, N : Karyotype nomenclature

** O : Not graded, [1] : Good performance,

© Acceptable performance, * Unacceptable performance

Table 6. Results of Cytogenetic Survey 03CY-06

Karyotype ﬁrgd}i;?\‘ NORefeI’ee% ,\ITeriCiDam;
46.XX,1(6:9) (023:934) (5) ENEEEREE 4 100 | 29 | 907
46 XX.1(6:9) (023:934.3) (5] ENEEERER 1 3.1
46 XX.1(6:9) (023:934) BN 1 3.1
46 XX.1(8:9) (23:934) .del (16) (622) [5) 1] 1]3]3] 1 3.1

* M : Modal chromosome number, S : Sex chromosome designation
A : Recognition of abnormalities, N : Karyotype nomenclature
** [ : Not graded, © Good performance,
© Acceptable performance, - Unacceptable performance®
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Table 7. Results of Cytogenetic Survey 03CY-07

Karyotype Grading Referee Participants
MS AN No. [ % | No. [ %

46,XY,1(1:3) (p22:21),1(8:14)(024.1:932),del 17) (p11.2)(5) | [ 1[ 1] [ | 2 | 25| 6 | 188
46,XY,1(1:3) (p22:921) 1(8:14) (024:932) (5] HEEE 1] 25| 1 | 31
46,XY.1(1:3) (p22:q23),1(8:14) (024.1:932) (5 HEEE 1 25| 1 | 31
46, XY,1(1:3) (022:21),1(8:14)(q24.1:632),del 17) (013)(58) | [ 1] 1] | | 3 | 9.4
46, XY,1(1:3) (p13:921) 1(8:14) (024:932) (5] ] ] 2 | 63
46.XY.1(1:3)(p10:p14.1) HEEE 1| 3.1
46,XY,1(1:3)(p13:921),1(8:14)(024.1:932),del 17) (p11.2)(5) | [ 1[ 1] [ | 1| 3.1
46,XY,1(1:3) (p21:24),1(8:14)(024.1:932.3),del 1) (p13)(5) | [ 1[ 1] [ | 1| 3
46,XY.1(1:3) (p22:q13),1(8:14)(323:032),del 17)(p11.2)(5) | [1[ 1] [ | 1| 31
46,XY.t(1:3) (p22:021),1(8:14) (q24.1:032) (5] 1| 3.1
46, XY,1(1:3) (p22:21),1(8:14)(a24.1:932.1),del 17) (p12)(5) | [ 1[ 1] [ | 1| 3.1
46,XY,1(1:3) (p22:23),1(8:14)(a24.1:932),del 17) (p12)(5) | [1[ 1] [ | 1| 3.1
46,XY,1(1:3) (p22:24),1(8:14)(024.1:932),del 17) (p11.2)(5) | [ 1[ 1] [ | 1| 3.1
46,XY,1(1:3) (p22:24),1(8:14)(024.1:932),del 17) (p12.2)(5) | [ 1[ 1] [ | 1| 3.1
46.XY,1(1:3) (p22:24),1(8:14) (424.132) (5] HEEE 1| 31
46,XY.1(1:3) (p22:026),1(8:14) (q24.1:932),del (17) (p13) (5) 1| 3.1
46, XY,1(1:3) (p31:q26),1(8:14)(a24.1:932).del 17) (p13)(5) | [ 1[ 1] [ | 1| 3.1
46,XY,1(1:3) (p32:p21) 1(8:14) (024:932) (5] ] ] 1| 3.1
46.XY.1(1:3) (p32:21).1(8:14)(024.1:982).del 17) (p13)(5) | [1[ 1] [ | 1| 3.1
46.XY,1(1:3) (p32:21) 1(8:14) (024:482) (5] ] ] 1| 3.1
46.XY.1(1:3) (p32:026).1(8:14) (424.1:932).del 17 (p11.2)(5) | [1]1] [ | 1| 3.1
46, XY,1(1:3) (032:27) 1(14:17)(q32:p11.2) (5) HEEE 1] 81
46.XY.1(1:3)(q11:p32).1(8:14) (024.1:932) (5] ] ] 1| 3.1
46.XY.1(1:3:14) (p22:0921:922) HEEE 1] 81

* M Modal chromosome number, S : Sex chromosome designation, A : Recognition of abnormalities, N :

Karyotype nomenclature

** [ : Not graded, : Good performance, . Acceptable performance, - Unacceptable performance
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Table 8. Results of Cytogenetic Survey 03CY-08

Referee | Participants

Karyotype Grading M S AN o | % | No. %

47,XY.del(5) (913033), +21(5) 3 | 75| 17 | 531
47 XY, +21,del(5) (q13033) (5) 1 25| 3 |94
47,XY.del(5) (912033), +21(5) 1] 31

47.XY,del(5)(q15),+21(5) 1 3.1

47,XY,del(5)(q13a31), +21(5) 6.3

no

47,XY.del(5)(q13q33), +21(4]/46,idem,-3(1] 2 6.3

47 XY, del(5)(g13a33), +21(4]/46 XY idem,-3(1) 6.3

48,XY,-3,+21,del(56)(q14)[11/47, XY, +21,del(5) (q14) (4] 1 6.3

HH
==
HH
HH

no

46,XY,del(5) (a13a33), +21(4]/47,XY,-3,del(5) (q13a33), +21(1) 3.1

HH
==
HH
HH
s

47, XY,del(5)(021),+21(4)/46,XY,del(5) (q21),-3, +21(1] 1 3.1

47 XY del(5)(a21), +21(4)/46,XY,idem,-3(1) 3.1

H
=
H
H
—

* M : Modal chromosome number, S : Sex chromosome designation, A : Recognition of abnormalities, N :
Karyotype nomenclature
** O : Not graded, - Good performance, . Acceptable performance, - Unacceptable performance
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Table 9. Results of Cytogenetic Survey 03CY-09

159

Karvotyoe Grading Referee Participants
youyp MSAN No. | % | No. | %
47 XY, +mar.ish der(22)t(11:22)(g23.3:911.2) 11 1 05 1 31
(TUPLE 1+ ,ARSA- MLL+) ’
47 XY, +der(22)t(11:22)(0283.2:913.1).ish der(22)1(11:22) 111 1 o5 1 3
(5'MLL-,3'MLL-;TUPLET+ ARSA-5'MLL+.3'MLL+ ) ’
47 XY, +mar.ish der(22)1(11:22)(023:911.2)
(TUPLE1+,ARSA- MLL+) W 1 1 25 2 6.3
47 XY, +der(22)t(11:22)(g28.2:911.2).ish der(22) 11 1 05 1 31
(TUPLE1+ MLL-) ’
47,XY,+22,del (22)(q11.2) RN 1] 31
47 XY, +del(22)(g13.1).ish der(22)1(11:22)(023:911.2) 1 1 1 31
(MLL+:TUPLE 1+ ,ARSA-) '
47 XY, +del(22)(913.1).ish der(22)t(11:22)(g923:912.1) 111 1 31
(ARSA- MLL+) ’
47 XY, +der(22) .ish der(22)t(11;22)(g23;911.2) 111 ] 31
(TUPLE 1+ ARSA- MLL+) '
47 XY, +der(22).ish der(22)t(11:22)(g23:913.3) 1 1 1 31
(TUPLE 1+ ,ARSA- MLL+) ’
47 XY, +der(22)7t(11:22)(023:913)..ish 111 1 31
der(22) (TUPLE 14+ MLL+) ’
47 XY, +der(22)t(11:22)(g23.2:9g11.2).ish 11 1 31
+der(22)t(11:22)(023:918.3) (TUPLE 1+ ,ARSA-MLL+) '
47 XY, +der(22)t(11:22)(g23.3:9g11.2).ish 1 : . 31
+der(22)t(11:22)(923.3:911.2) (TUPLET + ,ARSA- MLL+) )
47 XY, +der(22)t(11:22)(g23.3:a011.2).ish 11 1 31
del(22)t(11:22)(g23.3:911.2) (TUPLET + MLL+) ’
47 XY, +der(22)t(11:22)(g23.3:g11.2).ish 11 1 31
der(22)t(11:22) (TUPLET+ ,ARSA- MLL+) '
47 XY +der(22)t(11:22)(023;011.2) 47 XY, +mar.ish 1 1 1 31
der(22) (TUPLE+ ARSA- MLL+) ’
47 XY, +der(22)t(11:22)(923:911.2) .ish der(22) 111 1 3

(TUPLE 1+ MLL+)
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47 XY, +der(22)t(11:22)(023:011.2) .ish der(22)1(11:22)

(MLL+ , TUPLE 1+)

47 XY, +der(22)t(11:22)(023:011.2) .ish der(22)1(11:22)

(MLL+,TUPLE 1+ ARSA-)

47 XY, +der(22)t(11:22)(023:011.2) .ish der(22)1(11:22)

(MLL+ , TUPLE+)

47 XY, +der(22)t1(11:22)(023:011.2) .ish der(22)1(11:22)

(MLL+,TUPLET+)

47 XY, +der(22)t(11:22)(023:011.2) .ish der(22)1(11:22)

(928:911.2)(TUPLE 1+ ARSA-MLL+)

47 XY, +der(22)t(11:22)(023:011.2) .ish der(22)1(11:22)

(TUPLE 14 . MLL+)

47 XY, +der(22)t(11:22)(023:011.2) .ish der(22)1(11:22)

(TUPLE+,ARSA- MLL+)

47 XY, +der(22)t(11:22)(023:011.2) .ish der(22)1(11:22)

(TUPLE+ MLL+)

47 XY, +der(22)t(11:22)(023:911.2).ish t(11:22)

(MLLX2:ARSA+ TUPLE 1X2,MLL+)

47 XY, +der(22)t(11:22) (023:912)

47 XY, +mar.ish der(22)TUPLE 1+, ARSA- MLL+)

47 XY, +mar.ish der(22)t(11:22)(023:911.2)
(MLL+ , TUPLE 1+)

47 XY, +mar.ish der(22)t(11:22)(g23:911.2)
(TUPLE 14 MLL+)

47 XY ish +der(22)1(11:22)(g22:912)
(LSI TUPLEXS3, LSI' ARSAX2, LSI MLLX3)

47 XY ,ish+der(22)1(11:22)(q13.2:032) [4)/46,XY,ish
+der(22)t(11:22)(g13.2:932) [ 1) (ARSA-) (MLLX3)

47 XY, +der(22)add(22) (g11.2) .ishder(22)1(11:22)(923:911
2)(BAP11+ MLL-+:TUPLET+, ARSA-) dup(11)(g23-)qgter) 311 1
(MLL+ +) ,dup(22) (pter-)g11.2) (TUPLET + +) [

41/46,XY(1)

* M 1 Modal chromosome number, S : Sex chromosome designation
A Recognition of abnormalities, N : Karyotype nomenclature

** [0 Not graded, : Good performance,

- Acceptable performance, - Unacceptable performance
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Table 10. Results of Cytogenetic Survey 03CY-10

161

Karyotype Grading Referee Participants

MSAN No | % | No | %

46,XY.ish del(7)(q11.23q11.23) (ELN-) TR 4 | 100 | 27 | 844
46 XY ishdel(7) (a11.23011.23) (ELN-) R 1 3.1
46, XY.ish del(7)(q11.23011.23) (D7S486-) TR 2 | 63
46 XY.ish del(7)(q11.23) (LS| ELN- D78522*2) 1] 1]3] 1 3.1
46, XY ish del(7)(a11) 1 [1 ]3] 1 3.1

* M 1 Modal chromosome number, S : Sex chromosome designation
A Recognition of abnormalities, N : Karyotype nomenclature

** O : Not graded, - Good performance, . Acceptable performance, - Unacceptable performance
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Table 11. Survey tests, specimen [Ds, test specimens and total participants of trial 1 for external quality
assessment of molecular genetic test survey in 2003

No. of

i D ' -
Tests Specimen [Ds|Test specimens Participants

V. tuberculosis MD 03-1 |M. tuberculosis H37Ra (ATCC 25177) 5
’ MD 03-2 |M. chelonae

> |Henatitis B virus MD 03-3 |HBV DNA positive serum 49
P MD 03-4 |Normal control plasma

s hman senioma vrgs |MP 088 [Caski oell ine (HPV 16): ) 10° cell/mL o
pap MD 036 |HL-60 cell line: 10° cell/mL

MD 03-7 |NB4 (PML-RARA positive) cell line: 10° cells
MD 03-8 |Reh (TEL-AML1 positive) cell line; 10° cells

5| Abo E genotvoin MD 03-9 [e3/e3 homozygote 5
P ¢ yping MD 03-10 |e3/e4 heterozygote

5 DMD MD 03-11 |M/8, DMD exon 45-50 deletion patient: peripheral blood DNA >
MD 03-12 |Mother of patient, MD 03-11 (carrier): peripheral blood DNA

- \MERRE MD 03-13 |MERRF 8344 (+) patient: peripheral blood DNA 5
MD 03-14 |M/42, normal control; peripheral blood DNA

3 lsBvA MD 03-15 |M/62, SBMA (+) patient: peripheral blood DNA 5
MD 03-16 |M/51, normal control; peripheral blood DNA

N

4 |Leukemia/lymphoma

Table 12. Survey tests, specimen numbers, test specimens and total participants of trial 2 for external quality
assessment of molecular genetic test survey in 2003

Specimen Test specimens”® No. of
IDs Participants

Tests

1M tuberculosis MD 03-17 |1. M. tuberculosis H37Ra (ATCC 25177) 50
' MD 03-18 |2. M. chelonae
iy . MD 03-19 |1. HBV DNA positive serum
2| Hepatitis B virus MD 03-20 [2. Normal control plasma 44
MD 03-21 ool | 100
3 |Human papilloma virus 1. Caski cell line (HPV 16): » 10° cell/mL 30

MD 03-22 |2. HL-60 cell line; 10° cell/mL

4 |Leukemia/lymohoma MD 03-23 |Reh (TEL-AML1 positive) cell line; 10° cells 1
yme MD 03-24 |NB4 (PML-RARA positive) cell line: 10° cells

5| Ano E genotvoin MD 03-25 [e2/¢4 homozygote o
P 9 yping MD 03-26 |e4/e4 heterozygote

5 DMD MD 03-27 |[M/11, DMD exon 8-43 deletion patient: peripheral blood DNA 5
MD 03-28 |Mother of patient, MD 03-27 (carrier): peripheral blood DNA

7 lsBVA MD 03-29 |M/40, SBMA (+) patient: peripheral blood DNA 5
MD 03-30 |F/57, normal control: peripheral blood DNA

* M. tuberculosis, HBV and HPV test specimens were sent as a pair of positive and negative samples by
participant-specific allocations.
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Table 13. Results of molecular genetic test survey of trial 1 in 2002

163

, No. of
Tests Specimen IDs Responses oarticipants Expected responses
MD 03-1 Positive e Positive
, Negative 1
M. tuberculosis =
MD 0322 Positive 0 Nogative
Negative 56 egat
Positive 27 .
MD 03-3 : Positive
Negative 2
HBV Positive
MD 03-4 - Negative
Negative 29
iti 2
MD 035 |-ositive 0 Positive
Negative 0
HPY Positive 1
MD 03-6 Negati
Negative 25 egatve
PML-RARA (+) 10
Not tested, oth (- 7
MD 03-7 Aol PML-RARA (+)
Leukemia/ bCf/ab\ <+), PML_RARA <+> W
lymphoma PML-RARA, (=) 1
(translocation) TEL-AMLT (+) 7
MD 03-8 Not tested, others (-) 11 T%’AMU
\
ber-abl, minor(+) TEL-AML1: not tested 1
€3/e3 14
MD-03-9 3/e3
ApoE €4/e4 1 £3/e
MD-03-10 £3/e4 15 £3/e4
5,47,48,49,50
MD 03-11 jE)ng'A .49, ; DVD exon 45-50 deletion
bvD Carrier (+) 1
MD 03-12 l DMD exon deletion carrier
Normal 1
MERRE MD-03-13 8344 A-)G positive 2 8344 A-)G positive
MD-03-14 negative 2 negative
-
VD 0315 [A4/44 POSIVG | pogitive
47 Positive
SBIMA 22/22 Negative
MD 03-16 Negati
24 Negative eoatve
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Table 14. Results of molecular genetic test survey of trial 2 in 2003

Tests Specimen IDs Responses No. of participants Expected responses
MD 03-17(A) |Positive 32 Positive
.~ |MD 03-18(A) |Negative 32 Negative
M. tuberculosis : -
MD 03-17(B) |Negative 28 Negative
MD 03-18(B) |Positive 28 Positive
Positi 16
MD 03-19(A) [—o1v Positive
Negative 1
HBV MD 03-20(A) |Negative 17 Negative
MD 03-19(B) |Negative 14 Negative
MD 03-20(B) |Positive 14 Positive
Positi 15
MD 03-21(A) 2 Positive
Negative 2
Negati 16
MD 03-22(A) 0V Negative
Positive 1
2
S :
MD 03-21(B) =2 Negative
Positive 2
Positive 7 .
MD 03-22(B) : Positive
Negative 3
No response 1
TEL-AMLT (+ 7
MD 03-23 (+) TEL-AMLT (+)
Leukemia/ Not tested, other tests (-) 11
euremia PML-RARA (+) 11
Lympoma
MD 03-24 PML-RARA (-) 1 PML-RARA(+)
Not tested, other tests (-) 6
2/ed 16
MD-03-05 [P £2/e4
€3/e4 2
ApOE £4/e4 18
MD-03-26 £4/e4
No response 2
MD 03-27 8,12,13,16,17,19,32, 34,41, 42,43 3 DMD exon 8-43 deletion
PMD MD 03-28 Carrier W DMD exon deletion carrier
No response 1
MD 03-29 jg Ezz:gzi 1 Posttive
SBMA -
MD 0330 [20/25 Negative W Negative
30/29 Negative w J
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Table 15-1. M. tuberculosis detection methods in survey of trial 1 in 2003
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DNA extraction method No. of participants Total

Amplicor (Roche) 31
Resin-boiling 5
Instagene (BioRad) 3
Bioneer 3
) NeoDin 4

& Blood mini kit (Qiagen) 2 o1tz
Geneprobe 1
Biocore MTB PCR kit 1
MycoExpress system(SdJhitech) 1
Boiling 1

In-house Proteinase K/Boiling 1 4 (7%)
Proteinase K/Phenol/Chloroform 2

No response 1 1 (2%)
Total 56

2) MTB detection method No. of participants Total

Amplicor (Roche) 23
Cobas Amplicor (Roche) 8
Bioneer 7
NeoDin 4

i MlycoEx.press (SJ Hitech) 2 49 (87%)
Biomedical 1
Genotech 1
Biocore 1
Geneprobe 1
M.tb detection kit (Sangil) 1
Nested PCR 3

In-house PCR 2 6 (11%)
dUTP-UDG PCR 1

No response 1 1 (2%)
Total 56
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Table 15-2. M. tuberculosis detection methods in survey of trial 2 in 2003

1) DNA extraction methods

No. of participants

Total

Kit

Amplicor (Roche)

33

Resin-boiling

Instagene (BioRad)

Bioneer

Bioseum (NeoDin)

Blood mini kit (Qiagen)

Geneprobe

Biocore MTB PCR kit

Diaprobe

MycoExpress system(SJhitech)

56 (94%)

In-house

Proteinase K/Boiling

Proteinase K/Phenol/Chloroform

2 (83%)

No response

3
4
3
Z
1
1
1
1
2
1
1
2

2 (3%)

Total

60

2) MTB detection methods

No. of participants

Total

Kit

Amplicor (Roche)

25

Cobas Amplicor (Roche)

Bioneer

Bioseum (NeoDin)

MycoExpress (SJ Hitech)

Genotech

Biocore

Diaprobe

54 (90%)

In-house

Nested PCR

CR

4 (7%)

No response

N | —= WD |[W|~|O1|00

2 (83%)

Total

D
o




Table 16-1. HBV detection methods in survey of trial 1 in 2003
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1) DNA extraction methods

No. of participants

Total

Digene I

5

Digene |

Amplicor (Roche)

Bioneer

Blood mini kit (Qiagen)

QlAmp ultrasens virus kit(Qiagen)

Genotech

Kit HBV-DNA assay (Bayer)

Diaprobe

Solgent

Wizard miniprep DNA puri. kit

Instagene matrix (BioRad)

Biocore

Easy DNA kit (Invitrogen)

PCR template purification kit (Roche)

33 (79%)

Proteinase K, Phenol/Chloroform

Proteinase K

In-house Microwave oven

Boiling

NaOH-HCI

8 (19%)

No response

6
4
3
3
1
1
2
1
2
1
1
1
1
1
2
1
1
2
2
1

1 (2%)

Total

42

2) HBV detection methods

No. of participants

Total

Bioneer

8

NeoDin

Genotech
it enotec

Diaprobe

Solgent

Biocore

PCR/Hybridization

In-house PCR

Nested PCR

12 (29%)

Quantitation only

WW|O|—= NP |—= |

—

13 (30%)

Total

~
(S
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Table 16-2. HBV detection methods in survey of trial 2 in 2003
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1) DNA extraction methods No. of participants Total

Digene |l 7
Digene | 5
Amplicor (Roche) 2
Bioneer 2
Blood mini kit (Qiagen) 3
Genotech 1
HBV-DNA assay (Bayer) 2

kit NeoDin 3 33 (75%)
Diaprobe 1
Solgent 2
Wizard miniprep DNA puri. kit 1
Instagene matrix (BioRad) 1
Biocore 1
Easy DNA kit (Invitrogen) 1
PCR template purification kit (Roche) 1
Proteinase K, Phenol/Chloroform 2
Proteinase K 1

In-house Microwave oven 1 9 (20%)
Boiling 2
NaOH-HCI 3

No response 2 2 (6%)
Total 44

2) HBV detection methods No. of participants Total

Bioneer 8
NeoDin 4

kit Genotech : 18 (41%)
Diaprobe 1
Solgent 1
Biocore 2
PCR/Hybridization 1

In-house PCR 8 12 (27%)
Nested PCR 3

Quantitation only 13 13 (30%)

No response 1 1 (2%)
Total 44




Table 17-1. HPV detection methods in survey of trial 1 in 2003
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1) DNA extraction methods

No. of participants

Total

Digene I

Digene |

Bioneer

DNA mini kit (Qiagen)

Blood mini kit (Qiagen)

Kit Wizard DNA extraction kit(promega)

HPV-PCR kit

Intron G-DEX

Genotein tissue mini

Accuprep Genomic DNA extraction

Commercial (?)

21 (81%)

In-house Proteinase K, Phenol/Chloroform

1 (4%)

No response

4 (15%)

Total

2) HPV detection methods

No. of participants

Total

Hybrid capture (Digene II)

11

Hybrid capture (Digene 1)

Solgent

HPV DNA chip (Biomed lab)

Kit Bioneer

Genotech

Biocore

Diaprobe

HPV screen/type PCR kit(Neodin)

25 (96%)

In-house Nested PCR

5
1
1
1
1
2
1
2
1

1 (4%)

Total

26
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Table 17-2. HPV detection methods in survey of trial 2 in 2003
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1) DNA extraction methods

No. of participants

Total

Digene I

10

Digene |

4

Bioneer

DNA mini kit (Qiagen)

it Blood mini kit (Qiagen)

Wizard DNA extraction kit(promega)

HPV-PCR kit(Bioseum)

DNaid(Genotech)

Intron

Accuprep Genomic DNA extraction

23 (77%)

In-house Proteinase K

1 (3%)

No response

3 (10%)

No response

2
1
1
1
1
1
1
1
1
3
3

3 (10%)

Total

30

2) HPV detection methods

No. of participants

Total

Hybrid capture (Digene II)

14

Hybrid capture (Digene 1)

4

Solgent

it HPV DNA chip (Biomed lab)

Diaprobe/Biocore/Bioseum

Genotech

Diaprobe/Bioseum

HPV screen/type PCR kit(Bioseum)

27 (90%)

No response

WIND|[—=|ND|—= [N —

3 (10%)

Total

30




