wo 2009/113779 A3 | I} J1}101 0000 O OO

a2 B P2 G 93lo FAE FAESY

(19) A A=A A 24 7] 7
AR OO A IIlIIIII ||!:Il|||lll|||II|I|I||I|I|I|||III I
(10) A& /HE
43) FAFNYL
2009 (9 : 17]01 (]17 09.2009) WO 2009/113779 A3
61 FASIAEF: (72) @33 A
C120 1/68 (2006.01) (75) & A/ZEA US oﬂyﬁ] ) 01):] %‘-]7% ‘311 (fg)gg,
o K Man) [KR/KR]; 47| LA dAEAT BHE
Q) FAEFLAS. PCT/KR2009/001111 130 ROl E 101 % 501 % 411320 Gybonggl-do
(22) SASHY: 20094 3 € 5% (05.03.2009) (KR).
(25 &49499: F3rol (74) HE QY €7 (SON, Min), A& 7 A& 159-9
=HATHEY 65 T2 5 H AT
26) F/AA: S0 SeoulchR)?rH 6% FAFAFHALT &, 135973
(30) FAARFH: mel L mE ZEo
?(_)-2008-0022500 2008 51 34 11 ¢ (11.03.2008) KR @D 7;‘1135%(1;‘%% I §g7;§}oi ;5 LAQ A(? ADL AM,Z&
(71) &9 (US &(5) A 93 BE A A 2o yzle]). F AT, AU, AZ, BA, BB, BG, BH, BR, BW, BY, BZ, CA,
¥ ¢ 4 B (NATIONAL CANCER CENTER) CH, CN, CO, CR, CU, CZ, DE, DK, DM, DO, DZ, EC,
[KR/KR];, 7] % T%A] AAHEE ol [ 2 809 H EE, EG, ES, FI, GB, GD, GE, GH, GM, GT, HN, HR,
A, 410-7,69 Gyeonggi-do (KR). HU, ID, IL, IN, IS, JP, KE, KG, KM, KN, KP, KZ, LA,

LC, LK, LR, LS, LT, LU, LY, MA, MD, ME, MG, MK,

[che = Al

(54) Title: METHOD FOR MEASURING CHROMOSOME, GENE OR SPECIFIC NUCLEOTIDE SEQUENCE COPY NUM-
BERS USING SNP ARRAY

(54) Y| HA: SNP Ofeflo] 5 0l 8T FMA, RTAL Ee S8 72 QE= Mo 7tn] = EF Y

(57) Abstract: The present invention is a method for
measuring chromosome, gene, or specitic nucleotide

sequence copy numbers including: (a) a step of mixing
% % homozygote DNA and test specimen DNA; (b) a step
of analyzing the mixture DNA by using an SNP array;

' and (c) a step of determining chromosome, gene, or
specific nucleotide sequence copy numbers by measur-
ing the difference in signals output from the homozy-

gote DNA and the test specimen DNA.

[Fig. 3]

A& F A MA A
A= DNA A= DNA (57) 8FA: 2 1L (@) B8 43 (homozy-
AA Mi BB gote) DNA & 7 A LEL DNA 9} Et@ro} 74] (b)
”71 i%fﬂ DNA & SNP o} 2] o] (array) & 24 3}
= @A 2 (¢) #FHFA (homozygote) DNA 2
A A £ DNA ol A e s Aol & = 310]
SNP analysis AMA GAR e EX FEELET A 0:14
1oy %Kéﬂﬂ‘ A} (alter homozygote allele) WS & 7]—,1] Zﬁg ARG B S £3sls, A, &
A3z 24 F 7HX DNAGA e Aee Az D}E”i AR e B4 REAQEHE AE9 7}31 T 5
7% QO] {‘ligl A9 A71E Bg 5 Aok A W o] #al A o|Th
cc l

. . N2°| SNP 815
signal ratio (SR) = — — DD
HUEMAHEFE SNPMS

: SR LIE 29% Eellls RE &4 ek

AA ... sample genomic DNA

BB ... parrthenogenetic cellular DNA
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{alter homozygous allele) are analyzed, signals from 2 kinds of DNA
vary from each other, and therefore, the sizes of the output signals
can be defined

DD ... signal ratio (SR) = sample SNP signal / parrthenogenetic
cellular SNP signal

EE ... : analyze differences in SR for different regions
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