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Annual Report on External Quality Assessment in Diagnostic Genetics in Korea (1999)

Hyoun Chan Cho, Sun Hee Kim, Sung Sup Park, Kyung A Lee, Eui Chong Kim,
Suk Ja Park, Jong Woo Park, Soon Pal Seo, Kyung Soon Song, Yu Kyung Lee,
Hyo Jin Jeon, Se lk Joo and Hyun Sook Chi

Diagnostic Genetics Subcommittee,
The Korea Association of Quality Assurance for Clinical Pathology,

Seoul, Korea

The importance of quality control for dramatically growing genetic tests continues to
be emphasized with increasing clinical demands. Diagnostic genetics subcommitee of
KSQACP performed one proficiency trial for molecular genetic tests and two trials for
cytogenetic study in 1999. The trial for molecular studies included genetic tests for ge-
netic disorders (DMD/BMD, Apo E genotyping), hematologic malignancies and infectious
diseases (tuberculosis, hepatitis C, cytomegalovirus and herpes simplex virus). The trial
materials for molecular tests were distributed to 46 laboratories and most of them per-
formed acceptable. Two trials for cytogenetics were performed by 34-37 laboratories
and answered correctly in most laboratories except some problems in nomenclature and
analysis for microdeletion syndromes. External quality assessment program for diagnostic
genetics could be helpful to improve the quality of genetic laboratory by continuous ed-
ucation and good quality control materials.

Key Words : External quality assurance, Diagnostic genetics
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19979, AFHF-AZA ol g Axdeje] HAF
de ez g AdfAstEAE= FU IAA
AL Az ged Fedt 9y 4009 7|FHE A
22 FAAA Eobel Uiyt HAEZALE AAFA
3, ol& ulgto g 1997dRE JYA AL Fokg
Az e AldE, 19983 E = EAFAAA Bof
9l Axe] A glE AlAstdch

19999 % FAFAAAL Fobo] A=des 1998
dx el AL ulgbog AAEE A¥-E WA
Aed, FAFSAA Eoboll A Southern hybridi-
zation 72k} 370 Zlstate] FUlEAW HYgI =
29 A2 A DAA = A, EACAAE
72 Bolell=  cytomegalovirus (CMV) 2}  herpes
simplex virus(HSV) ZA1E F718iqicl. A Ao
2%& PCR A9 dulx A yciE Eolx &3
o 24& 5o FERAE AFsdon, o
SEAA BoloAde #3R Aude ¥E 4
S Axstdch. FAAAA Y AYE Axe dA
Ze Aoz vH g9 HYPEAL AAFH
ded 1 AHE old mugch

|

M

7+ Ax@e)EAe FF ¢ 5A-L Table 10
713 ulel ol FAAFRY EAFAZ A=
Au7iRozRe ZAEH 4719 DNA AHA MG-1,
2, 3, 45 243tk ATCCEX-H 4% F 71
A HAE FFALFMO-1, 2)9} CML A=
BE 2 H¥7TMO-3E FAdF EARA
Ao AHgstgch. ATCCZYE i3 ZAIA
BEEFFMM-DE A Ad JApe] P78
F B2aAslsto] AlgH oy, #Ae] dHoRwY

FA% Az 4 MM-2) & HCV AALE
ANSEE gk FRA EeH FF:E
CMVE MRC-5 A XA 25Uzt wjeksty 1 4
Z2de EAAZEGMM-3) CMV Hrapoll AL4-3
L2 stgen, wg 22 wyeg HSV &4 )
oFoll (MM-4) & Azstgct. AxAejEAEL Table

T ZA A58 31(1999) —

1o 7159 2t7te] nawbyel wet xese] 4
£o2 19999 129 109 BEHden HF o9
2 200013 19 31dol] wztsbdrd.

2) dAIS S0 e ME §s

AT AR 2 AAA vl dekdk Ay
ol AHE-HZ glervzg 7+ Ay As: &
Al vl gA = ojol gt Ao FF $AT
2 1998k 9} o] 7+ At F5W A4 Fo
W " AxbEd, 948 Ay S z2AREA F
Aot

3) 2t 24 9 2y

AR 4 A2pgdE M9y dqa
7189 71 A7) el § AdeAn AgS=
WHlolet: EFAAX A3 At ARl H
£ A ¥ SAVFAAT AL S
ASe du Ao Agstd EAsdr 4
8" AFE AH3te Ave 1d= £434
o ZAEC 71&8A 4L At L Z1FEelA
AP A sejeta I g5 9 $4E
vlgdes $R3td EAM3dn. 4 Ade 9@
A Aol A FEe HrhEA dste.

2. HMAHA MUS HA}

.|.4

1) 4A| WY

999x 793 129, 238ld HA 7z Az

EAE 94389 444 Ak AxdEE AA
&k, 19994 7€l AAR RN WA AR A}
Ax el =278 34 (99CY-01, 99CY-02, 99CY
03) 9] FAYEAL 947 Aol Favic #A
9] zid 3 JAAneg Az o E 5709 AXEE
Z7] AAL 2 19999 1294 AR F 4
Hq FANAAL e T2 TPL 549 (99CY-04,
99CY-05, 99CY-06, 99CY-07, 99CY-08) o] 3 & A
& 9% Aolgled 7 FHel 549 AEEEF
7] AAAE Bl Zzte] FE4FIAEe] AR
AA4A Wde 5T #Y¥ A (karyotyping) o] 8
7B A4 2L AAE 284 2dY G-
banding'le2 G412 Foldct FAAAFARIE
Z+ AXRAGA AHgdte T4 WYz E4T
ZNAZE 24T F HF 43 AR A I
A "o ZAFL¢ =, International System of
Human Cylogenetic Nomenclature(ISCN) 19952}



Table 1. 19999 %

—dddelel A A29 A1s 20004 —

TAFAZA A= R A A

- AAYE AAER A MM AW -
N vina UySUUPILEL T RATS €X0Nd1o] A4 TAFY DNA in 1x TE, A2/
MG-2 DNA Dystrophin 2 #}2] exond59ll 4] exon52742] AA€ 3}

<} DNA

MG-3 DNA Apo E f-A 3 o] ed4/ed4ql 52} DNA

MG-4 / DNA Apo E #A 3] e2/e29] E=ke] DNA
nuualmmp UuLZ4o), UML, Major ' Ethanol fixation
ber/abl rearrangement(+), b3/a2 type

MO-2 Cell line SUP-B15(ATCC CRL1929), ALL, minor AL

ber/abl rearrangement(+), el/a2 type
MO-3 WBC CML #=}2] W€ major
ber/abl rearrangement(+), b2/a2 type

MM-1 BT M. tuberculosis (ATCC25177) Ethanol fixation
MM-2 ¥y HCV <4 #A59 234 0.01% sod. azide
MM-3 Culture CMV culture positive fluid FAAz
MM-4 Culture HSV culture negative fluid

EAA=x

Table 2. Fo} o7 ¥

o 4 o
+AAE EAFAAAL
FoF £R4AAA

W AT A5 AAA

F FA7lB 4

Fos RS A& (%)

3 S97% 5 16

H5 Yol Wl Seseg seo.

2) ZatEM 2 Hgol BN1o| iy
7zt A 93 #32 M: Modal chromosome
Number, S:Sex chromosome designation, A :
Recognition of abnormalities, N : Karyotype no-
menclatures} 72 M, S, A, N9 ] 7}x] 843
A H7st e 24 dl AbR) 246 G YIS
< 0 o 2 Bez EFsded, 1 713e
[ : Not Graded, (1l : Good Performance, [Z] : Ac-
ceptable Performance, [3] : Unacceptable Perform-
ances} Al 7z ZAle]l Wg AP target value
‘A3 FA47R g JgALAS 9l
A+2 Ao A4 AdHez AAF=
< “two-band rule’ & wst=dH o]l Hyl4o
o-band T+ two-subbandyell
A AHE AdAgE Aok FHAF #Y

2o N oo
e e oMy

o

|o

it

e

i

o] ™ol ISCN 19959 {Fe Wohl: Algte
A3 g0k 9] 9718 (comments) o] 7|&EE S &
%}

2 o

HI

AR AAL

1) Eoj7ja U sjpM8

% 467 719e Yoz AAES wgsgoen
HAZIRTE 417189.1%) 71elich. 1998w}
@t FPr|RAeE 7T 7H, AV RSE
A Z1Fe] kst AR/} GAgEA
A, 2 ERE|BEAHAE At 5Ag 7
T 47 13(28.3%), 13(28.3%) 122 40(86.
9%) M KAk (Table 2). Eztu]PEAA gk AA)ehy
A JFe 1998959} o] 227 (57.9%) o)1)
A Eokg 25 A% 719 THAT1%) = 17
71#o] 9tk (Table 4). A} AANEZF HAe
< A¥F PCRF} HCV PCR AAb7} zbzt 36(78.3
%), 34(739%) 7I¢ez 7R de AAHE £
Fo7 zAE%ed, CMV PCR AAL(15713, 326
%), major ber/abl - RAAF A ul QA AL (137]3, 28.
3%), Apo E genotyping (12713, 26.1%) %-°]<ich
(Table 3).
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Table 3. AAIE 5 Fo&
Z Aok A EE Fq71HS F& (%)
+AAH DMD/BMD exon deletion
ApoE genotying
RS Major ber/abl rearrangement
Minor ber/abl rearrangement
PML/RARA rearrangement
TR AE M. tuberculosis PCR
HCV PCR
CMV PCR
HSV PCR
T AR 5
Z 3w 5 46

Table 4. Ao Fojg

A ApE-o} Fq71dr FoAE(%)
RS
FAAR, FAgdF
Hx n]x 2
FHAR, LAulE 5 122
FAYGE, ¥R 6 146
A0 A E f 22 53.7
F Bl 4

2) HAl SSH A8 HAY 3E

z+ AAESEE AMgdte s EREkdA
t}(Table 5). Adxe}l vjwsld AAHoz o E
okl AF AEE AFE ol 43t APl F
zezden AFF PCRS AYIL (588%) v} 4
7 71Zko] F7H 2470 713 66.7%) A A FF3H
wy g Ag-slgde). AAHezs AT Py ol
4% 7|FdME &< PCR Wilrcs FZF4E
¢ 7A3¥ 4 9= nested PCRolY Agta A A=
He =33 A4S F4E $F ddd Apo E
FARAYHAANAE AdE e AP A A3}
A" AFEs Afl 9} Hae OAMEHE AH&ste
71#e] 27} 7]F o2 el vl g 1F-Holglc)

3) Aol 24

FoiZl#st Aol weh 234 oE 2%
7 222l ddod FAdoz A4
dAHe woch BACME Popo ueTAL
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Sl 31D vAES gaes FHiape Eof
55 AR 223994 Fod@d 2E 7T 4
100% A€ Z23E ¥} (Table 8). F3 A%
DMD/BMD AAlojAlE TEA Fuea LASHE
single exon deletion®] Holx= AAE ol&3tgd:=
bl 10 exonsTHE AARslE 71doA] o]E 2
A Ry, AAHo2E 197) nuke] exons
ZAASHE WgezE AR HA2¥HE S
F 8l A3E B gt (Table 6). lgtEe] 27
FAAA AdE MO-2614 270 719 Axr} ¢
& Hgov(Table 7) ¢l FZFAES] 293
TA de Aoz vy

ol

o o

4) GMAHA AMUT XA} o}

19993 79 AAR A 1z} AAHA AEH
2] AAE 370 7139 A w43y, 3270
A zYE A4S Wkt 19999 12¥0)
AAE A 23 GAARAA} A= BAAE 340
Z1Tel A HEHAT 327 HAAARRE
AR E At AAY AEA Y4-e Table
9-163} zc}.

]

1

19999E EAFAAAL okl BE@elAgol
At FWe $AFAAA4 840] obx ol
274 Fopol AZHT Yo} WIAE ANFRE
Atk fAARANY GF EAFAAA

£ AAE AR Y AAFLY AZAT 3
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Table 5. 7 AAEZ e AR For)Bs
RS A Aba SRR
DMD/BMD 74} Exon No. -

pb, pm, 3, 4, 6, 8, 12, 13, 16, 17, 19, 32, 34, 41, 42, 43, 44, 45, 46,
47, 48, 49, 50, 51, 52, 60 (26 exons)

pm, 3, 4, 6, 8, 12, 13, 17, 19, 43, 44, 45, 47, 48, 49, 50, 51, 52, 60 1
(19 exons)
pm, 3, 4, 6, 8, 12, 17, 19, 43, 44, 45, 47, 48, 50, 51, 52, 60 (17 exons) 1
pm, 3, 6, 13, 43, 47, 49, 50, 52, 60 (10 exons) 1
Apo E genotyping R S
Comrmercial kit
INNO-LiPA (Innogenetics) 6
ApoE genotyping kit (A ®) 1

In house method
PCR-restriction enzyme digestion, Hhal 3
PCR-restriction enzyme digestion, AfIIII, Haell 2

RNA preparation for molecular oncology
Commercial kit

RNAzol B, RNA STAT (Tel-Test) 3

Ultraspecll, RNAsol (Biotecx) 3

Trizol (Gibco-BRL), Purescript (Gentra), RNaid (A]XxH)) 3(# 1)
In house method

Acid-Guanidium-Phenol-Chloroform 4

M. tuberculosis PCR
Commercial kit

Amplicor, Cobas Amplicor (Roche) 15
Pre-Mix TB (Bioneer) 4
TB-DNA (BMS), M. tb detecton system (DMS), #lx = kit 3(z+ 1
INNO-LiPa (Innogenetics), MBI (Maxin Biotec) 2z 1)
In house method
25 PCR 5
Nested PCR 6
PCR-RE digestion 1
Hepatitis C virus PCR
Commercial kit
Amplicor, Cobas Amplicor (Roche) 14
Pre-Mix (Bioneer) 6
GEN-ETI-K DEIA (Sorin), #Xx = kit 2z 1)
In house method
<5 RT-PCR 2
R RT-PCR # nested PCR 10
CMV, HSV PCR
Commercial kit
Pre-Mix (Bioneer) 2
Alxd kit 1
In house method
o= PCR 8
Nested PCR 2
PCR-restriction enzyme digestion 2
3 3971325
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Table 6. #8489 $AFARA A A

A5 A AP A A e
MG-1 MG-2 S
71 A} Exon No. 4
DMD/BMD 26 exons 51 45,46,47,48,49,50,51,562 1
19 exons 51 45,47,48,49,50,51,52 1
17 exons 51 47,48,50,51,52 1
10 exons No deletion 47,49,50,52 1
Apo E genotyping MG-4
Commercial kit
INNO-LiPA (Innogenetics) ed/ed e2/e2 6
ApoE genotyping kit (A =€) ed/ed e2/e2 1
In house method
PCR-RE, Hhal ed/ed e2/e2 3
PCR-RE, Afllll, Haell ed/ed e2/e2 2
Table 7. q}F o] 2ARF-AHAAY AAESE AAAY
FA71R5
=AY %A MO-1 MO-2 MO8
Major ber/abl rearrangement 13
Positive, b3/a2 type : 13
Positive, b2/a2 type 1 12
Negative 10
T 1 1
Minor ber/abl rearrangement 11
Positive, el/a2 type 9
Negative 7 1 7
2o 4 1 4
PML/RARA rearrangement 8
Negative 8 8 8
Table 8. A0 & 7ALe] ZHApwHd ZArZA =
A3 BAAEH A Apky =t i W e
| Positive b 4]
MM-1 M. tuberculosis PCR Table 5. =
MM-2 HCV PCR Table 5. &=
MM-3 CMV PCR Table 5. #%

MM-4 HSV PCR Table 5. #=

e T




Table 9. Results of 99CY-01

—ddyeel Ardal A224 A1s 20004 —

Karyotype

46,XY,dup (16) (q13g24)
46,XY,dup (16) (q21q24)
46,XY,dup (16) (q12q24)
46,XY,dup (16) (q13q23)
46,XY,dup (16) (q12.1¢23)
46,XY,dup (16) (q11.2q24)
46,XY,dup (16) (q24q11.1)
46,XY,dup (16) (q21q23) [5]
46,XY,der (16q +)
46,XY,der (16q)
46,XY,add (16) (q24)
46,XY,t(7;16) (q32;q24)

AEEEERRE .« .
SEEEEREE 5 §
sEEiSEE e
EEERiEEEE

~
-
&
&

=] -]
s
o] o
o) e

i

Participants

No

46, XY dup (7) [1]1]3]3]
46,dup (16) (q12.1923) 1 113]2]3]
46, XY 11]1]3]3]

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

**[] : Not graded,

[1] : Good performance,

[2] : Acceptable performance, [3]: Unacceptable performance

o] A FEL WA sl AHel Hesigw
Sigadchel= N

Axde AAe EF Aoz Az=HYe
Y FAAERYE T4t v dAHE Az A
AgE T+ 5 dA =H9d 2 Frrsc A
28 AAAz oM Feoeze] FAE F
A HMusEE Aol HCVS e ugs 3
HErh de o1y £ o un o ofyg =4}
3tod Z+ AAAA A= W Eo] o]5L A
£3cd 8o HEE A8E ATsE FD A
o]t} ,

A bl delAE HAxseh o] chokdt wb
HEel AH4H3 ey AHAHogE: FF 7}
A Aoz dQ3Ey FAAFHe wels}
Zadte FAE 2ok BAFAAAY A

£

T Ha HAEIE=2 ML SFHAPAE o]l &3lo
Hiake] 222 HE FEZAEL AR o277
g4 vz

3 AHAHEY Az & fA=HT ds A
obch. webx ojd we A LIFEA A} Ba
A 9 AAAE 4 dAEE AYY Ar@e ¥
AEE AgsA Ak e Heo] Ax=E7 9
ot BARFAHA Y] Ao B $ 9lEo] 2E4
29 29L& HAF HAdNE F FAz Fohr)

d, Adx o] vste] FoJ2 FHPsl= 7o)
20% (870 1) 71 AL EAFAAAY o4
ol mi2A HFAHT AL 242 Hrldgdc). o
A BARARAE] 4 AN AAHE AR
T A4S ARSI o]F R{sHE Aol B A
SFHAE e GG HAty & RAo|r)

Tl AX AA" dAAAA} AeReatyd
A FAAN AP e} 233 I
of 5¢] YPELAL AL B F AU, AHA
9 Ax <f33ld EHARLE dA=z BE284
o}

99CY-012 46,XY,dup(16) (q13q24) 2] #3e 7
T 22 Yo AAANE G, el A

rlo
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Table 10. Results of 99CY-02

AgEs AW AL 23487 (1999) —

Karyotype Grading Parﬁcipants
MSAN No %
46,X,i(X) (q10) [31/45,X [2] 1[1]1]1
45X [21/46X,i(X) (q10) [3]
mos 46,X,i(X) (q10) [3]/45,X [2] (1]1]1]1]

46,X.idic (X) (p11.2) [31/45,X[2]
46X idic (X) (p11) [31/45X[2]
46,X.idic (X) (q10) [31/45X[2]
45,X0 [2] /46 X idic (X) (p11.2) [3]
46,X,i(q10) [3]/45X[2]
45,X[2]/46,X,i (X) (q10) [2]1/46,XX [1]
45,X[21/46,X.is0 (X) (q10) [3]
45,X[3]1/46,XX,i (Xq) [2]

mos 45,X[31/46,X,i (X) (q10) [2]
45X [4]1/46,X,i(X) (q10) 1]
46,X,i (X) (q10)

46,X,i(Xq) [4]/45,X[1]
46,X,i(Xq10) [31/45X[2]
46,XX,1(X) [3]/45X[2]

46,i(X) (q10) [31/45X[2]
45,XX,-8

==L
=) o] [eo]foo] = 1= 1=
oo} eo] [e2][eo][eo] o] [

Iy

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

**[]: Not graded,
[2] : Acceptable performance,

A 169 JA8A o) FEo2 FAHsgo A¥ F
Aol e HYgdd /& 2k &, ISCN
1995 ideogramel] $l= <d4d(band)}t “two-band
rule” o] A Wolvts GAdE AGH2E 3o H
Hyol &Y 7o)l @k 99CY-02+ wWold
Turner $%7 #AzHE 4 dxPdeog A
AR AAAA olate] =AY (mosaicism) HH
HE FHHos HYrstr] 4 S Aok 99CY-
03L& 46,XY,t(11;17) (g23;q21) [4]1/46,XY([1] 2] &8
& Holx T4 AA=, 111 d4A A9
21,22,2425% A= Ao g §F 7S “acceptable”’ 2
Hristd o, 119239 o] SolfwAAr $A 3
£ YA GHA oY AS ALHE A3}
A 271315 dxsta Qo

¥, 99CY-04= 5 702 Robertson AHE B
ol wxdAog FH3FPL 44XYder(14;21) (q10;

1] : Good performance,
{3] : Unacceptable performance

qlOx2% o v dFEo] 7PN A} FIHS
A48l #7)st ). 99CY-05% Prader-Willi &
F #A9 223N AAz P 46XXdel
(15) (q11.2q13) gic}. ¢ ZFAAE PAZRAASF
- (microdeletion syndrome) 2] ZZ& of% 9 AHdg
e dopg AHEsA wU|EsE FHALE
Frbst Al g, 3274 717 F 2190 71Fel A
U A AAE BASRHY 84 ZFANE FAE
3 A4 dydez BRI & HAAANA
IATEAY stelld 54 A 2HE ¢
Fol vAZAAL A&t 71eAA F-o| ds
g Aoz Agz=Egcl. 99CY-06L FANIEY
el F4AAE A3 2 target value: 46,XY.del
(7) (@34),t(15;17) (@22:q11.2) [Bl1 ol A qk, 70 o
AA Ag9 AE A AEFo oy Fzsld ¢
Fod71F g9 2 Qo] A=A ol “not grad-

fr

L
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Table 11. Results of 99CY-03

Urdaaung

Participants

Karyotype

Aope __ MSAN No o
4BXY,t(11:17) (Qorvens cesy wons 11y  lagpsjigag
46,XY,t(11;17) (a23;q21) [1]17373]

46,XY,t(11;17) (q23;q11.2) [4]/46,XY[1] (171]2]

46,XY,t(11;17) (q23;425) [4]/46 XY [1]

46,XY[1]/46,XY,t(11;17) (a23;q21) [4] [1[1]1]3]

46,XY,t(11,17) (q25;q24) [4] /46,XY[1] [1[1]37]3]

46,XY,t(11;17) (a25;q22) /-16,+19[4] [1]1]3]3]

46,XY,-16,4+19[1]

46,XY,t(11;17) (q24:q21) [4]/46.XY [1] [1]172]2] 1 3.1

46,XY,t(11;17) (q23;q25) [1]1]3]3] 1 3.1

46,XY,t(11;17) (q25;q22) [1]2]3T8] 1 3.1

46,XY,t(11;17) (423;q22) [4]/46 XY [1] 1 31

46 XY,t(11;17) (q21;q23) [ 1]17873] 1 3.1

46,XY,t(15;17) (@22:q21) [1]1]3]3] 1 31
(1117273 1 21

46XY ,del (17) (q22) [5]

ALt AHMVUGL LILVLLIUDULLE [IULHUEL, O - O¥X COromosome designation

A : Recognition of abnormalities, N : Karyotype nomenclature

**[] : Not graded,
[2] : Acceptable performance,

ed”2 Hr}3l4dc}. 99CY-07 47 XX,-12, +fis(12)
(p10),+fis (12) (q10) [5] &) #Ye 2= T4 74
2, 129 d4A e dgs Aol 4oz o]Fo
A ¢ A5 (isochromosome) 7} FAlol] =&
%ol AHgdE F9He A2 HYrlsict
< S8 A9 centric fission(fis) o] 7} A3
SololAet BEA el SAGANzE
HZ 5 de 2NN, At Py Abe o
F7b @ol 270 ol 2 F7 wRY Ao et
] “unacceptable” 2 %7}3} gl 99CY-088 uHA)
TEAAHEY B FLAANZA AYL 46XVt
(2;9;22;9) (@31,434;q11.2;q22) [6]olit}l. 4742
A 908 Ze 2338 A 919 (complex re-
ciprocal translocation) ¢ 7% 2 AH&3 9oy
B7) A% FAl2A, gL 7Ty AgHde g
3 Zledtd oy AbAdYde AEsAE 23
Aok £ A=z @A Aeus: §id 4319
4z8 vk R £33 AAHE wyae] o e
ISCN 1995 ideogramell#] &A= o= 15ql1,

[1] : Good performance,
[3] : Unacceptable performance

22q113 22 JAYE AdH ez J|&dAY, =
A FHAH] QA ol #Y H [ U
o AE +% F78A ¥ A% 52 5 4 9
At

5712 AgezE 98WS ] uvla 999 g4
AR} Axde) BAL BAdZr) Axe] A A)
Az 4 3 g2 ZHE AT 5 Qdds A
olch. =3 A g ool AA QA HAS} o
74 FA AT YAARE AT oo A
Huol mE JAAEN X2 §xsn weA
d AFE A A ZAHAQ FHrdc)

4, 19999 1296 ATFAS A4 Ade 5t
4 AT A 22 HEZAE WYHEY), wEw
3470 71 F 297 ZiellAut AL wrgich A
24 AAE gokstd 207 |} F 267) 7|
A AMZfFAE AF5 dddegel ] gdsy
Ao, AR £ GFAAst PF 1249, o
AeA 2 Aol HF 247 0lqic). g Le
71BN HxIA, F4, FF AA AWAAA
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Table 12. Results of 99CY-04

Karyotype Grading Participants
MSAN No %
44 XY der(14;21) (q10;q10) x2
44 XY der (14;21) (q10;q10) der (14;21) (q10;q10)
44, XY,rob(14:21) (q10;q10) x2
44, XY der (14;21) (q10q10) x2,-22x2 1]/1[3]3]
44.XY der (14;21) x2
44 XY,~14,-21 der (14) der (21) [5)
44 XY,t(14;21) (p10;p10) (1]1]3]3]
44.XY £(14;21) x2
44 XY,-14,-21,+t(14;21) (q10;q10) x2 [1}1]83]3]
* M : Modal chromosome number, S : Sex chromosome designation
A : Recognition of abnormalities, N : Karyotype nomenclature
**[] : Not graded, : Good performance,
[2] : Acceptable performance, {3] : Unacceptable performance
Table 13. Results of 99CY-05
Karyotype Grading Participants
e MSAN No %
46,XX del (15) (q11.2q13) 28.1
46XX,del (15) (q11.2q12) [a1iTzTz] 156
46,XX,del (15) (q11.1q13) 3.1
46.XX.del (15) (q11q13) 125
46,XX,del (15) (q12q12) [(1]1]2]2Z] 3.1
46,XX,del (15) (q11;q13) 3.1
46,XX,dup (15) (q11.2q13) 31
46,XX,dup (15) (q11q13) [1]1]3]3] 31
46,XX,t(X;5) (p10p10) 31
46.XX ESEEEIE} 18.8
46,XX[5] 6.3

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

A : Recognition of abnormalities, N : Karyotype nomenclature

**[7] : Not graded,
[2] : Acceptable performance,
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: Good performance,
[3] : Unacceptable performance*

AN At 2970 71F F 200 Z1BAA A&
FEYEAY AulE Fuisty Afed, AA As
38 Az RIAA 285 AL Fx2IA9
A% FF 129, THE 2F 169, FFE 164
2 zAE 9

— 162 —



—olardelel Axwa] A22d A1 20009 —

Table 14. Results of 99CY-06

Karyotype Grading Participants
MSAN No %
46,XY,del(7) (g34),t(15;17) (@22:q11.2) [5] 1 3.1
46,XY,del(7) (g36),t(15;17) (q22:q11.2) [5] 1 3.1
46XY,del (7) (q34),t(15;17) (q22;q11-21) 2 6.3
46,XY,t(15;17) (q22;q12) [3]/46,idem,del (7) (q35) (2] 1 3.1
46,XY,t(15;17) (q22;q11.2) [3]/46,idem,del (7) (q36) [2] 1 3.1
46,XY,t(15;17) (425;q22) [3]1/ ’
46 XY.del () (a34),£(15;17) (@25:q22) [2] 1 8.1
46 XY,t(15;17) (q22:q11) [2]1/
46,XY,del (7) (a36),t(15;17) (@22:q11) [3] ' 31
46, XY,t(15;17) (q22;q12) [4]/
46,XY,del(7) (q34),t(15;17) (q22:q12) [1] [1]1[2]0] ! 31
46 XY,t(15;17) (q22;q12) [11/46,idem,del (7) (q34) [4] 1 3.1
46.XY,£(15;17) (q22:q12) [5] 1 3.1
46, XY,t(15;17) (q22;q12) 2 6.3
46,XY,t(15;17) (@22;q21) [5] 5 15.6
46.XY,t(15;17) (q22;q21) 4 125
46,XY,t(15;17) (q22;q11.27) (1]1]3]0] 1 3.1
46,XY,t(15;17) (q22;q11) [5] 2 6.3
46, XY,t(15;17) (q26;q22) (1]1[3]0] L 3.1
46,XY,t(15:17) (q22;q11) 4 125
46,XY,del (17) (q23) 1 3.1
46,XY,t(10;17) (026;q23) (1{1]3]0] 1 31

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

**[J : Not graded,
[2] : Acceptable performance,
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: Good performance,
[3] : Unacceptable performance
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Table 15. Results of 99CY-07
Karyotype Grading Participants
MSAN No %

47,XX,-12, +fis (12) (p10), +fis (12) (q10) [5] 6 1838
47 XX,~12, +fis (12) (p10), +fis (12) (q10) (1112} 5 15.6
47XX,+12,i(12) (p10),i(12) (q10) [5] 2 6.3
47XX,-12,+i(12) (p10),+i(12) (q10) [5] 1 3.1
47 XX, +12,i(12) (p10) ,i(12) (q10) [5] or 47,XX,+i(12) (p10),i(12) (q10) [5] 1 31
47,XX,+12,i(12) (p10),i(12) (q10) 1 3.1
47.XX,i(12) (q10),+i(12) (p10) [5]

47,XX,+12,i(12) (p10)i(12) (q10) ! 31
47,XX,-12,+i(12) (p10),+i(12) (q10) [1f1f2f2] 2 63
47XX,+i(12) (p10),+i(12) (q10),-12 1 3.1
47XX,i(12) (q10)i(12) (p10),+12[5] 1 31
47,XX,i(12) (q10),i(12) (p10) 1 3.1
47 XX, +12,der (12;12) (p10;p10) [5] 1 3.1
47 XX, +12,6(12;12) (p10;p10) [5] [1]1]2(3] 1 31
47 XX, +12,t(12:12) (p10;p10) 1 31
47, XX, +12,idic (12) (q11) ,idic (12) (p11) [A111313] 1 3.1
47XX, +12,i(12p) [5] (a7ifsTs] 1 3.1
47XX,i(12) (p11.2),i(12) (q12) [4]/48 XX,i(12) (p11.2),i(12) (q12),+mar (1] 1 3.1
47,XX,i(12) (q10),+i(21) (q10) ‘ 1 3.1
47XX,i(12) (q10),+21,der (21;21) (q10;q10) 1 3.1
48 XY, +1,der (21;21) (q10;q10) [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,
[2] : Acceptable performance, {3} : Unacceptable performance
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Table 16. Results of 99CY-08

Paru'cipants

Karyotype Grading
MSAN No %

46,XY,t(2;9;22;9) (q31;q34;q11.2;¢22) [5] 1j1f1}1 15.6
46,XY,t(2;9;22;9) (q31:434;q11.2;q22) 3.1
46,XY,£(2;9;22;9) (q32;q34;q11;q22) [5] (1]17273] 3.1
46,XY,£(2:9:22;9) (q31;q34;q11;q22) 3.1
46,XY,t(2;9;22;9) (q31;34;q11;q22) 3.1
46,XY,£(2;9;22;9) (q21;q34;q11:q22) [5] [(1]1[273] 3.1
46,XY,6(9;2;9:22) (a22;432;434;q11.2) [5] 3.1
46,XY,t(2;9:22) (q32;q34;q11.2) .del (9) (q22q34) 3.1
46,XY,t(2:9;22) (a37;q34;q11) del (9) (q22) 3.1
46,XY,t(2;9;9;22) (q31;422;q34:q11.2) [5] 6.3
46,XY,t(2:9;9;22) (q31;q13;q32a34;q11.2) [5] 3.1
46,XY,t(2;9;9) (q31;q34;422) 6.3
46,XY,t(2;9;9) (q22;q34:q31) [ATi1313] 3.1
46,XY,del (9) (a22) £(2:9:22) (q32:q34;qlD) (1]1][3]3] 3.1
46,XX,£(9;9;22) (qq22;q34;q11) 3.1
46,XY,t(9;9;22) (q34.1;q22;q11.2) 31
46,XY,(9;9:22) (q21.1;q34:q11) [1]11]373] 3.1
46,XY,£(9;2:9) (q22.3;q31;q34) (A11[3]3] 31
46,XY,t(9;22;9) (q34;q11;q22) [1]1]3[3] 31
46,XY,t(2;9) (q32;q33),del (9) (q13q32) el (22) (q11) 31
46,XY,(2;9:22) (q34:q34;q11) [5] O11T3713] 3.1
46,XY,(9;22) (a34:q11) [4]/45,Y,-X,t(9;22) (g34:q11) [1] [1{1]3]3] 3.1
46 XY,der (9)ins (9;9) (a34;q22q33) t(9;22) (q34;q11.2), 3.1
der (9)ins (9;9) ,der (22) £ (9;22)

46,XY,t(9:22) (q34:q11) [5] 11133 1 3.1
46,XY,£(9;9) (a22;qter) BERNERER 1 3.1
46 XY der (2) t(2;9;9) (a31;q22;q34) der (9) del (9) (q22), 1 3.1
t(2;9;22) (q31;22;11) der (9) £(2;9) der (22) £(9;22) [5] [1/1]3]3] 1 3.1

" M Modal chromosome number, S : Sex chromosome designation
A : Recognition of abnormalities, N : Karyotype nomenclature
**[1: Not graded, : Good performance,
{2] : Acceptable performance, {3] : Unacceptable performance

4. ISCN(1995): An International System for
Human Cytogenetic Nomenclature, Mitelman F
(ed) ;S. Karger, Basel, 1995

5. ACMG/CAP Cytogenetics Survey Participant
summary
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