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P HI0199 AR ¥ R Az Al

iR

MTHFR & B 4% 4% 2 3% 45 F # (SOP-HJ0199-01)

HoiRlAZ g MTHER %
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NIFTY JE4R MRS 2% & 88 25 B 4 R0 4% 22 42 4F F i (SOP-HJ0199)

WRIAR Y ARR 23 B -

(1) # g ps NIFTY (3 38)

AFE13,18,21 3 8 -

(2) Epeps NIFTY (7 58)

AFE 13, 18,21 e R ML &R -

(3) s NIFTY (39 38)

ANFE 23 HF 8 -

#2 % 1p36, 2q33.1, 5p, 8q24.11-q24.13, 10p14-p13, 11923, 15q11.2, 16p12.2-p11.2,
17p11.2, 18q, 22q11.21 -

Other duplication/deletion syndromes (2 10 Mb)

(4) Eppps NIFTY (111 38)

ANFE 23 H L B8 -

#2 % 1p32-p31, 1p36, 1g41-q42, 2p12-p11.2, 2p16.1-p15, 2931, 2q33.1, 2q37.1-q37.3,
3pter-p25, 3q13.31, 3q22-q24, 3929, 4p16.3, 4921, 5p, 5q12, 5q14.3-q15, 6pter-p24, 6q11-
ql4, 6q24-q25, 7q, 7q11.23, 8p23.1, 8q12.2-q21.2, 8q22.1, 8q24.11-q24.13, 9p, 10p14-p13,
10923, 10926, 11p11.2, 11p13, 11p13-p12, 11923, 12ql14, 13q14, 14q11-q22, 14q22.1-
q22.3, 15q11.2, 15q14, 15925, 15926.1, 15q26-qter, 16pter-p13.3, 16p13.3, 16p12.2-p11.2,
16922, 17p11.2, 17p13.3, 17q12, 17923.1-q23.2, 18p, 18q, 19q13.11, 21q22.3, 22q11.2,
22q11.21, Xp21, Xp11.3, Xq21, Xq22.3, Xq28 °

&4 1p31.3, 2q31.1, 2q34-q36, 3929, 4q32.1-q32.2, 6q27, 7q11.23, 8p23.1, 8q22.1, 15¢q11,
15q26-qter, 16p12.2-p11.2, 17p11.2, 17p13.3, 17q12, 17p12-p11.2, 17q21.31, 22q11,
22ql11.2, Xp11.23-p11.22, Xq27.3-q28 -

Other duplication/deletion syndromes (2 5 Mb)
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(1) NIFTY V1.0

AFE13, 18,21 - EMARM I ERM -

(2) NIFTY V1.1

AFE 23 H I ER -

(3) NIFTY V2.0

ANFE 23 HF e -

#2k: 1p36, 1q41-q42, 2q33.1, 3q22-q24, 4p16.3, 4q31-qter, 5pl5, 7q11.23, 7q21-q32,
7q31-q32, 8q23.3-q24.11, 10p14-p13, 11p13, 11p11.2, 11q23-25, 13q14, 13g32-qter, 15q11-
ql3, 16p12.2-p11.2, 16p13.3, 17p11.2, 17p13.3, 18q22.3-q23, 20p12, 22q11.2 -

#4: 15q26-qter, 17p11.2, 17p12-p11.2 -

(4) NIFTY V3.0

AN 23 H B8 -

# % 1p36, 1q41-q42, 1p32-p31, 2p16.1-p15, 2q33.1, 2937, 2q31.1, 3pter-p25, 3q22-q24,
3q13.31,4p16.3, 4921, 4q31-qter, Sp15, 5q14.3, 5q12, 6pter-p24, 6q24-q25, 6q11-ql4, 6p, s
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6q15-q23, 6q25-qter, 6q26-q27, 7q, 7q11.23, 7q21-q32, 7q31-q32, 8p23.1, 8q23.3-q24.11,
8q22.1, 9p, 10p14-p13, 10q22.3-q23.2, 10926, 10p11.21-p12.31, 11p13, 11p11.2, 11q23-25,
11923, 12q14, 12p12.1, 13q14, 13q32-qter, 14q11-q22, 14q22.1-q22.3, cen-14q22, 15q11-
ql3, 15q26-qter, 15q14, 15924, 15q22-q26, 16p12.2-p11.2, 16p13.3, 17p11.2, 17p13.3, 18p,
18q22.3-923, 20p12, 21922, 22q11.2, Xp21, Xq21, Xq22.3, 1q43-q44, 5921.3-q23.1,
5923.1-q23.2, 5q31.1-q31.3, 11q21-q22.3 -

F45:2q31.1, 2q, 3pter-p25, 3q, 4p, 4921-q35, 5pl3, 5p, 8p23.1, 8q22.1, 8p, 8q, Ip, 10p,
12p, 14q, 15q26-qter, 15926, 16p12.2-p11.2, 16p13.3, 16q11-q13, 17p11.2, 17p13.3, 17p12-
pll.2, 17p, 20p, Xp11.23-p11.22, Xq27.3-q28, 9p24.3-p13.1 -

P HJ0299 BRCA1/2 X B R %A (KRR HFE)

2o, 4@ Bk Bl X 5 4 60 fa 4R

% ¥ F k% BRCA12 4 F 48045 3 35 48 5 # (SOP-HJ0299-01)
#RI4% #: BRCAL, BRCA2
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-Reference genome: Human genome sequence hgl9

-ClinVar, COSMIC, dbSNP, DGV, OMIM

Bl e 1.234017 #rdb T Af & LB — £ 168 5% 11 4%

P HI0299 K EH K44l (REREFE)

18 HARE T o 3T A 8

T T B R E & B R 7 47 4 B4R B 4% 45 F # (SOP-HJ0299-02)

#8424y ALK, BRAF, EGFR, ERBB2, ESR1, GNAS, IDH1, IDH2, KIT, KRAS, MET,
NRAS, PDGFRA, PIK3CA, RET, ROSI

A B

-Reference genome: Human genome sequence hgl9

-ClinVar, COSMIC, dbSNP, DGV, OMIM
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