


1. REFRARE

REF I LI T o—% RS ) LRI ———— 1
FEHRE RAREE

(RE) B1. KABEFEE CREZ N STXBPL R

(RE) H2. AESNEI AR AERRF AV ARELZAREELTS
(FERE) BFREHE L EITRK

FRY ) LEA VT T L—EBWY ) AR E———— 13
SRERE  FEER

(®H) 1. 7r—riROSMBRELEORN

(RHh) F2., BREF v FERAVENGAELT L—RITR R

(¥e¥t) K 3. 250K Nsp 7 L —CHitH L7= O\

(%) E4. SNP 6.0 7 L—TRRH L™= CW

11, FEREOTTICET S K 25

IT1. BFERROTITY - IR 31



A FSMPHEF R RAEEE
(AISEEBRAENEEER & ) AT —F—A— Fif%E)
(RE) FEgs®
2N ) BEAL ) T L—2BWTEY ) LRRTHE

FEHEE BEEE BRETLAKFAFREFHEM SR

B b LARBREBS RO NR—TERLY ) L2584V 7T LV—%M% L, Zh%
AWTE MM ERREICEELREELRIZTE M AOMMRERE (REk- &
) AEBENICRITL, REESNLY 7 AREN OB EEBEIRETLE
BETAZ L ABERE LTHEZN, ¥k 18 EE~20E£ED I EMTHTENE, &2
B ) BBAL YV TTL—DR%IL, KECHORI LV #t52F T L I LZA)
> % BAC DNA (BAC 32,891 f8) |ICUMFEZTHBICIEL-#R7 o— 24218 @ (¥
7 ATBLUREKBHR K  ESREERREEEEZST) ZBMmLx 33,169 7
a—DNA ZERICE STEODE N AV—F U AIZEREOEVDOP-PCR 754 =
—ZANVTER&Za0—0O—KPCRH#§IE, X 5IZDOP-PCR 774 =—D 5’ fIicFET S
THTE—YA FeiBERHELETI ) F_VN_RTFA—E2 BT K PCR HiE, 7
A NVE —ETLRBEED L HNE, ZFHAEICLDBATAL FARYyT 4 7 %247V 33K
BAC 7 L —2SERR 19 SEEPHICERK Lz, EHICHEER—RFYT DN 7L—L LT
Affymetrix #t GeneChip 250K * GeneChip 6.0 M AL BAC 7 L — L L THEBS / A
BT EZED, BACFZA VNV IT L —LBBEAY T DNA 7 L—DHETIX, GeneChip
250K TiX, 7L —7 4 > L ONV SREIE AT R CTRVWAR Y, TL—FHF S kD
RENASMHIZR o723, GeneChip6.0 TILBAC 7 L— L IZIERSD Y ) Ao —4 R
EREHVBAETHLZ L 2R L, FeENEEAER - MR BOEMNEMT
JERIZEITL, Z0 ) bFHARMICRE LERETALA LBHEEL ML T5KH
FREFERETORTRETHEEICRTI L= (Nature Genet, 2008), & & |- Hill(L BT
£S5 West EEBICAWVWTHFRARECRETFORHBEICRS L, SIERETFEROBENE
BIZOWTHEITZ1ToTW5S, WITLTEERARBITAWNW W Fa /S HERLTE.

SHEEE
FERE#H - WA T4 I A = AFRE

A. HFEE®

e b AEREELERICN/SA—T3
TR I LFA VU TITT L —ZMRL, =
NEAVWTE MR BRRCEELRER
PRIETE N ADBHERERYE (X
o BHE - BE) ZERBRMICETL, BE
ENEY 7 ARED O EERE R EER
CFZEMT A - FENETH, =17
27 L—CGHIX, 7/ LADKE (1 =E—)
HEHB aC-)DEMRARFENTEET, #F
EL_NTHRHEEBELSY) 2 DNA 7 L—0

-

PARE A HEITL TV 5, ABFFETIE, BAC %
HEBEFTET ) AREFANV A TTL—%
BAZE - EL, EEES—ATHRAY I
DNA 7T L—LEBRMNZITVWI Iy 7
F—LADBEFHALMITIZ L LEMND
—2ThHdH, TLTHBELETLV—EFY
I DNA 7 L—Z A EbETHEML TS
fixDEBRYT ) LR EZED, BKBICH
- FERETFOREZD T,

B. TFEFH#*

RS )ALV T L—DER L&
RGO
KECHRI G5 2Z T =L FF
L&A Y Z7BAC DNA (BAC 32, 8911#) % &%
AZ3fEOE b A — U RITER
DOV DOP-PCRT 7 4 =— 2 FWT L2



o— D—RPCRIGIEA1TH, E7 o— {8
AN N BKIKE) THEED R 2R LIEiE
AR u— 2 BEPRRTRZYREDOR
Fiz8»3, X5IZDOP-PCRF 74 <v—D
5' Wi ET AT HTH—34 &8N
ELET IV FRLVKRTFTA2—%HWN
TPCRHEB AT 5, BABOSE L BRIGHE %
X% 7= HPCRIBIBD A T v 7 ORI 21T\
7o ba—NL gk BT, £20—2
DOPCRIBIEE®IZ T A NV F—HETHM LA
I Vxy MEZAVWTIRDOT L—2A 5
A4 FEZ2TOZ oa—LDNARERET 5 (&
FEAME) . ER LAV 7T L—%ER
LTELEBEORL at—¥RHD-HD
ERREERET S,

@7 Y IDNAT L— DA

Affymetrix #£0 GeneChip 250K (25 57
n—7/245 ) L) X GeneChip 6.0 (
188 F7a—7/245 7 L) Z#XAL, B
¥ LTI L, BAC 7 L—iTRER LD
HERMNEITS.

QIEFDEMR L 7 7 LRRHT
REEFEoY— T ATERENEX Y
b U —27 N, R R
HNZBERIE - BEAKRME - A=y /7 HE
DIEPIZ EME MU 5. BABIZY 1
FERERILZ 1TV 4/ LDNA & FISHA i~
Ly PEERT 5. ELIZH /7 LDNAIZZ A
VUo7 T L—bBWIEEBEAY) IDNAT
L—ZAWTEIETH, aE—ERER
(L ER/PCRS 2 M ZFISHARHTIZ CTHREET
5,

OEBORERET HEE

KBS ) LR CRIEShERBNS ) Ao
E-REBHERD L EMBREFZBHLA
ROKBREMRICBETEROBELRTT
Do

C. IR
DY I LZAV T L—% W=
R O5ERK

1. 7Vr—{ERiEOHR

ZNE T4 2K7 L— (4235{8 DBAC % E#E)
DERUZRWTIE, —RPCRICE ¥/ A8

E893FBEDODOP-PCRT 54 ~— % F %
NBD3F 2 — 7 CHEIESE, 3F 2 —7 DR
B EHEIZ LT, DOP-PCR7 5 1 = —HIiZ
EENBTHITE YA FEEHE LET
)T T4 2—% BT ZKPCRIGIE % 1T
5 LW FETINAZER L TWe=, LAL
ZDHETIEH, BIEOHMEDF 2 —T%
AWTENRENPRZITIXLERHVE KX
RFES BEM - 2 A MBRPND, ZORE
ERERT A0, —KPCRZFEAH 6 37IE
DDPF 74 =—%BELIDDF a2 —7T
WMIET52HEZLY, RBO 7T L —EBRIC
THEREE HB LBELRVEREE LN,
ZORBEEFRAWTANEIZRIT 532, 981
@ OBACOPCRIME 2 2A T v 72F =—7
(BRAT v 1F2—7) OZTOREIBL L
Z KWW - A - F L T50%D =2 A b HIR
ICREh L7,

2. TFRH ) ALEAL N T TL—DER

CHRI» b5 EhefE NI A5 A
U > ZBAC DNA (BAC 32, 89118) = M#fzE=
THBIZIUE LM o — 92780 (¥
TTuATBIURAKKHERE - BEHE
FEHEEHEREST) ZBML 7233, 1692
B—EHFRIC, 27 90— 0O—RPCRIE
#8 « ZIKPCRIE « 74 L Z—KE - A2
Vxy MZEBATV—ARovT 47 (T
FEANE) BRT LA (FRRI194108) . ¥4
PIOHEE D ERI19FEE PHIZTER LT,
ZOTL—%2AWTH  Aar—HRER
FICE#RRERE 25BN LRELER
BHOBRBEPIB<EELET 2 ha—1%
{ERR L 7=,

@AY TDNAT L — DA

AffymetrixftDGeneChip 250KZ M A L. %
BY ) AR Bt LKL TH S, 2K
T L— DTSR L DB AT o7, 3
OFEGI DARMT CLBRN L, MEBEDA)Y
TDNADFR (B AR v b TRAAIC KT
H¥2%E) L7 Vv—T¥A > EOXREA (BAC
T L—IZH LTS/NERELSLIAR Y b7
D DEFEEREVWCE, ¥ ALICERBE
NEBHAR Y FBIDORY L BEORY
—MENFE LBRHATTRERER L 28H 5
%) B—@H LM/ -7, Copy Number V

-2-



ariation (CNV, = &"—#{Z£H) Segmental

duplication®#ALICIZAR v FECEBE
DWNEAZERLARITHIER LRV LA
WIBA L7, MAEEEICH-ICAffymetrix Ge
neChip 6.0 ¥ AL, ZOFFv 72
— L2 Az LTI8s F S u—7H
B =41, GeneChip 250K CEEEXN TV
CNVEEIR b RIT A RBEL L 2V ELDORT
ODHREVMFEENZ, R, LBHEVE
{Fo—7EERL2ENEEBEOF AIZH
EnThotz, LLEESMOBRHEDR
BT ADTNT) XATCKELE
fEL., 77 Aa—¥REBLOY A X %5
0 KbR°100 KbD 7 4 > KU TR TS Z &
DL EBRN ThoT, BACFA VL TT
—ICBITHRHRA TH S50 Kb & EXM
2R, M7 7y b7+ — LADOMRITEE
MTIE, REBRERBENZ EBHLNITR
27,

CIEF DI & A7

KEREERR2Z SUDEREKFEETA»AD
FEFIAS 140 BIEER L, ZOEBEHEOHFEY
V—AL LTIIEETRzH L2, K
ElEA—F v v TIEMERE - Coffin-Siris fE
ERE - Aicardi SEERE, LOLROM. BE
M) = D FE TR, RICHEOR
BT 20~40 BIRRE OEMEZ B ONER RN
BETLTWS, HEASE 40 B, $EERME
60 ., ,S= v 7 % 130§, HREHESE
150 FIHLER L=, 2 b OSEFIEE% BAC
TL—shAWIAVIDNATL—, HL<
Bf77 v b7 4+ —AZRAVWTCIERETZ
fFToTW5B, B@E. 1 EFIZAVWT 10~20
BHFROYS /) Ao —HEEXFEESN, &
Fab—EERF—FR—-R|IBEENT
WA CNY COERZVEEZRAMLT, BEX
NTWRVWLOZEEL TRIEEZTT-oTW
%, EEOKEBICEET I LBEEIND S
J A BREEEAREI N TE Y K BREER
EFOEEOREZEMCROTRHNPT
b5, MEBHFERIH—0KEB & mfcE
T AR HEORE 2D L EZIEREY
POMNCEFZERMLU-BERH D,

OF BB T O HRE
EIEE fEG 0 1§ T 9933. 3-q34. 11 |Zfk#EX
REFIE L. REALH» LR TRER LHEGE

=8

Bz TADA L BT 5 T REE OV VRS
MEFRALEEL, HOREFERESTE
BT EITo L ZA4ABIICRERERE
RELE. —OZEREIFEEOBRESELN
3P CHBAERERTHAZ LKL
REBMEFCHALEERL Nature
Genetics (ZF&E L7-(2008), REENIZE
RiZLTIRAEVRAERT, 2—FT5%
YRR 3 Rl EEAKEPLITRE
LTI BERBREINEZ 0D, ¥V
R BEOREZEENTHREINE (K1),
ELENLRBNILERT I/ BEETD
BN RIIFAERIY IVEVRETY
UvRIERENS AT AN (H
2), EEFHELEER., AFEEICNEHET
HEE (PTC HE) %2fT-7. S LICH##E{L
BEEEf£D West EFEBICAVWTHRARE
MEFOHREICRD L, BERETERD
HEMNBBIZIOVWTERIF21ToTWVWS Gk
BRO-DERIZEZS), CNbOERS
J LEFTPICHRE TRV HEF L fix
aE—HKER (CN) 2FREL, ZhEzL ¥
oL (SEFEE - FRO#RERZ
),

D. #%

MEEBEICER LEREFYA IV ITL—C
RELERET 7o ba—AL2REL., £
B4 ) AT OBRICHWE, E6IHT
ICEREEAVTIDNATL—HFALT, @
Ty b7 x—LEREEBBRHL, mMEFLDL
BELWT— Y ERHTEZH L ERERL
Teo 7 V—fETECRIE L ZEBERNS
) ABRENL, BIC 2K TRERETFH
B o) LAFEA VSRR G
EOERMEEZEIELTWS, 5% ELITE
WA ) ARET R D THR O mERER
MEREFORENRTRIZZR S Z LA
Eha,

E. #iR

AFREIXE b4 ABHELELICH A
—F BT ) LFA NV TT L —% R
L. ShZHVWTE MFREFMHEECEE
HEEARIETE M) AOBWMRERE
(K% - B - &) ZHERAICREITL
RESNEY 7 ARENOHEHMERE



ERETFEHEBET S L2 B0 LTHY
 REFEILELTF ) AZA YV TT L—%
EREE, RERFEEE CIC 28R TR
EFHEBECLRIIL TWA 72 VT ET
L—EDHRRZH/LLELZ TS, 5%IT
NV LR BB T B2 17 5 BRRR 1Rk
L. EHIZCNVERE S RVWBETFOAERN
TREBTHAERICIBLW TR —4
VYLK BHEBEDY ) A —br o AR
EEERTILENHBLEZTWA,

F. FERHE
1. MXRE

Kurotaki N, Matsumoto N. Sotos syndrome.
Genomic disorders: The genomic basis of
disease: 237-246, 2006. Edited by Lupski
JR and Stankiewicz PT. The Humana Press
Inc, Totowa, NJ, USA

Kanemoto N, Kanemoto K, Nishimura G
Kamoda T, Visser R. Shimokawa O,
Matsumoto N. Nevo syndrome : a variant
of Sotos syndrome? Am J Med Genet
140A(1): 70-73, 2006

Yamomoto T, Ueda H, Kawataki M, Yamanaka
M, Asou T, Kondoh Y, Harada N,
Matsumoto N, Kurosawa K. A large
interstitial  deletion of 17pl11.2-13.1
including the Smith-Magenis region in a
patient with congenital multiple anomalies.
Am J Med Genet 140A(1):88-91, 2006.

Miyake N, Shimokawa O, Harada
Sosonkina N, Okubo A, Kawara
Okamoto N, Ohashi H, Kurosawa
Naritomi K, Kaname T, Nagai
Shotelersuk V, Hou J-H, Fukushima
Kondoh T, Matsumoto T. Shinoki T, Kato
M, Tonoki T, Nomura M, Yoshiura K-I,
Kishino T, Ohta T, Niikawa N, Matsumoto
N. No causative genomic aberrations by
BAC array CGH in Kabuki make-up
syndrome. Am J Med Genet 140A(3):
291-293, 2006.

HKEpfEZ

Miyake N, Shimokawa O, Harada N,

il

Sosonkina N, Okubo A, Kawara H,
Okamoto N, Kurosawa K, Kawame H,
Iwakoshi M, Kosho T, Fukushima Y,
Makita Y, Yokoyama Y, Yamagata T, Kato
M, Hiraki Y, Nomura M, Yoshiura K-I,
Kishino T, Ohta T, Mizuguchi T, Niikawa N
Matsumoto N. BAC array CGH reveals
genomic aberrations in idiopathic mental
retardation. Am J Med Genet 140A (3):
205-211, 2006.

2

Kawara H, Yamamoto T, Harada N, Yoshiura K,
Niikawa N, Nishimura A, Mizuguchi M,
Matsumoto  N. Narrowing Candidate
Region for Monosomy 9p Syndrome to a
4.7-Mb Segment at 9p22.2-p23. Am J Med
Genet 140A (4): 373-377, 2006,

Visser R, Hasegawa T, Niikawa N,
Matsumoto N. Analysis of the NSDI
promoter region in patients with a Sotos
syndrome phenotype. J Hum Genet
51(1):15-20, 2006

Ohata T, Yoshida K, Sakai H, Hamanoue H,
Mizuguchi T, Shimizu Y, Okano T, Takada
F, Fukushima Y, Ikeda S, Matsumoto N.
The prevalent —-16C>T change at the 5°
UTR of the puratropin-1 gene in autosomal
dominant cerebellar ataxia in Nagano. J
Hum Genet 51(5): 461-466, 2006

Miura S, Miura K, Masuzaki H, Miyake N,
Yoshiura K-i, Sosonkina N, Harada N,
Shimokawa O, Nakayama D, Yoshimura S,
Matsumoto N, Niikawa N, Ishimaru T
Microarray comparative genomic
hybridization (CGH)-based prenatal
diagnosis for chromosome abnormalities
using cell-free fetal DNA in amniotic fluid.
J Hum Genet 51(5): 412-417, 2006

Hamanoue H, Umezu N, Okuda M, Harada H,
Sakai H, Mizuguchi T, Ishikawa H,
Takahashi T, Miura K, Hirahara F,
Matsumoto N Complete Hydatidiform
Mole and Normal Live Birth after
Intracytoplasmic Sperm Injection. J Hum
Genet 51(5): 477-479, 2006

Niihori T, Aoki Y, Narumi Y, Neri G, Cavé H,

Alain Verloes A, Okamoto N, Hennekam



RCM, Gillessen-Kaesbach G, Wieczorek D,
Kavamura MI, Kurosawa K, Ohashi H,
Wilson L, Heron D, Bonneau D, Corona G
Kaname T, Naritomi K, Baumann C,
Matsumoto N, Kato K, Kure S, Matsubara
Y. Germline KRAS and BRAF mutations in
cardio-facio-cutaneous (CFC) syndrome,
Nat Genet 38(3): 294-296, 2006

Sato H, Miyamoto T, Yogev L, Namiki M, Koh
E, Hayashi H, Sasaki Y, Ishikawa M, Lamb
DJ, Matsumoto N, Birk OS, Niikawa N,
Sengoku K. Polymorphic alleles of the
human MEI] gene are associated with
human azoospermia by meiotic arrest. J
Hum Genet 51(6): 533-540, 2006

Sakai H, Visser R, Ikegawa S, Ito E, Numabe H,
Watanabe Y, Mikami H, Kondoh T, Kitoh H,
Sugiyama R, Okamoto N, Ogata T, Fodde
R, Mizuno S, Takamura K, Egashira M,
Sasaki N, Watanabe S, Nishimaki S,

Takada F, Nagai T, Okada Y, Aoka Y,
Yasuda K, Iwasa M, Kogaki S, Harada N,
Mizuguchi T, Matsumoto N.
Comprehensive genetic analysis of relevant
four genes in 49 patients with Marfan
syndrome or Marfan related phenotypes.
Am J Med Genet 140A: 1719-1725, 2006

Shimokawa O, Harada N, Miyake N, Satoh K,
Mizuguchi M, Niikawa N, Matsumoto N.
Array Comparative Genomic hybridization
analysis in first-trimester spontaneous
abortions with ‘normal’ karyotypes. Am J
Med Genet 140A(18): 1931-1935, 2006

Hiraki Y, Fujita H, Yamamori S, Ohashi H,
Eguchi M, Harada N, Mizuguchi T,
Matsumoto N. Mild craniosynostosis with
1p36.3 trisomy and 1p36.3 deletion
syndrome caused by familial translocation
t(Y:1). Am J Med Genet 140A(16):
1773-1777, 2006

Yamamoto T, Sameshima K, Sekido KI, Aida
N, Matsumoto N, Naritomi K, Kurosawa K.
Trigonocephaly in a boy with paternally
inherited deletion 22q11.2 syndrome. Am J
Med Genet 140A(12): 1302-1304, 2006.

Miura S, Miura K, Yamamoto T, Yamanaka M,

=B

Saito K, Hirabuki T, Kurosawa K, Harada
N, Ishizaki-Yamasaki Y, Matsumoto M,
Hirahara F, Yoshiura K, Masuzaki M,
Niikawa N. Origin and mechanisms of
formation of fetus-in-fetu: Two cases with
genotype and methylation analyses. Am J
Med Genet 140A(16): 1737-1743, 2006

Dowa Y, Yamamoto T, Abe Y, Kobayashi M,
Hoshino R, Tanaka K, Aida N, Take H,
Kato K, Tanaka Y, Ariyama J, Harada N,
Matsumoto N, Kurosawa K. Congenital
neuroblastoma in a patient with partial
trisomy of 2p. J Pediatr Hematol Oncol
28(6): 379-382, 2006

Horikoshi H, Kato Z, Masuno M, Asano T,
Nagase T, Yamagishi Y, Kozawa R, Arai T,
Aoki M, Teramoto T, Omoya K, Matsumoto
N, Kurotaki N, Shimokawa O, Kurosawa K,
Kondo N. Neuroradiologic findings in sotos
syndrome. J Child Neurol 21(7):614-618,
2006

Sato K, Iwakoshi M, Shimokawa O, Sakai H,
Ohta T, Saitoh S, Miyake N, Niikawa N,
Harada N, Saitsu H, Mizuguchi M,
Matsumoto N. Angelman syndrome caused
by an identical familial 1487-kb deletion.
Am J Med Genet 143A(1): 98-101, 2007.

Mizuguch T, Matsumoto N. Recent advance in
genetics of Marfan syndrome and Marfan-
associated disorders. J Hum Genet 52(1):
1-12, 2007

Yamasaki-Ishizaki Y, Kayashima T, Christophe
M, Soejima H, Ohta T, Masuzaki H,
Kinoshita A, Urano T, Yoshiura K,
Matsumoto N, Ishimaru T, Mukai T,
Niitkawa N, Kishino T. Role of DNA
methylation and histone H3 Lysine 27
methylation in tissue-specific imprinting of
mouse Grbl0. Mol Cell Biol
27(2):732-742, 2007.

Nakashima M, Takamura N, Namba H, Saenko
V, Meirmanov S, Matsumoto N, Hayashi T,
Maeda S, Sekine 1. RET oncogene
amplification in thyroid cancer: correlations




with radiation-associated and high-grade
malignancy. Hum Pathol 38(4): 621-628,
2007.

Sato D, Shimokawa O, Harada N, Olsen OE,

Hou J-W, Muhlbauer W, Blinkenberg E,
Okamoto N, Kinoshita A, Matsumoto N
Kondo S, Kishino T, Miwa N, Ariga T,
Niikawa N, Yoshiura K. Congenital arhinia:
molecular-genetic analysis of five patients.
Am J Med Genet 143A(6):546-552, 2007

Nishimura A, Sakai H, Ikegawa S, Nagai T,

Takada F, Ohata T, Tanaka F, Kamasaki H,
Saitsu H, Mizuguchi T, Matsumoto N.
FBN2, FBNI, TGFBRI, and TGFBR2
analyses in  congenital contractural
arachnodactylyy, Am J Med Genet
143A(7):694-698, 2007.

SET-domain-containing protein (NSD1) or
fission yeast su(var)3-9, enhancer-of-zeste,
trithorax 2 (SET2). Cell Biochemistry and
Function 26:146-150, 2008.

Hiraki Y, Okamoto N, Ida T, Nakata Y, Kamada

M, Kanemura Y, Yamasaki M, Fujita H,
Nishimura G Kato M, Harada N,
Matsumoto N. Two New Cases of Pure 1q
Terminal Deletion Presenting With Brain
Malformations. Am J Med Genet A 146A:
1241-1247, 2008

Paez M, Yamamoto T, Hayashi K-i, Yasuda T,

Harada N, Matsumoto N, Kurosawa K.
Furutani Y, Asakawa S, Shimizu N,
Matsuoka R. Two patients with atypical
interstitial deletions of 8p23.1: Mapping of
phenotypical traits. Am J Med Genet A
146A: 1158-1165, 2008

Sosonkina N, Miyake N, Harada H, Starenki D,
Ohta T, Fukushima Y, T Kosho, Niikawa N,
Matsumoto N, Less frequent
NSDI-intragenic deletions in Japanese
Sotos syndrome: Analysis of 30 patients by Fukushima Y. De novo balanced
NSDI-exon array CGH, quantitative translocation between 7g31 and 10p14 in a
fluorescent duplex PCR. and fluorescence girl with central precocious puberty,
in situ hybridization. Acta Medica moderate mental retardation, and severe
Nagasakiensia 52:29-34, 2007. speech impairment. Clin Dysmorphol

17(1):31-34, 2008.

Kosho T, Sakazume S, Kawame H, Wakui K,
Wada T, Okoshi Y, Mikawa M, Hasegawa T,
Matsuura N, Niikawa N, Matsumoto N,

Togashi Y, Sakoda H, Nishimura A, Matsumoto
N. Hiraoka H, Matsuzawa Y. A Japanese
family of typical Loeys-Dietz syndrome
with a 7GFBR2 mutation. Internal
Medicine 2007;46(24):1995-2000, 2007

Hiraki Y, Moriuchi M, Okamoto N, Ishikawa N,
Sugimoto Y, Eguchi K, Sakai H, Saitsu H,
Mizuguchi T, Harada N, Matsumoto N.
Craniosynostosis in a patient with a de novo
15q15-q22 deletion. Am J Med Genet

Sato D, Kawara H, Shimokawa O, Harada N, 146A(11): 1462-1465, 2008

Tonoki H, Takahashi N, Imai Y, Kimura H,
Matsumoto N, Ariga T, Niikawa N,

Mochizuki I, Saitsu H, Mizuguchi M, Visser R,

Yoshiura K. A girl with Down syndrome
and partial trisomy for 21pter-q22.13: A
clue to narrow the Down syndrome critical
region. Am J Med Genet: 146A (1):
124-127, 2008.

Yamada-Okabe T, Matsumoto N. Decreased

serum dependence in the growth of
NIH3T3 cells from the overexpression of
human nuclear receptor-binding

-6—

Miyake N, Unno N, Matsumoto N.
Alu-related 5q35 microdeletions in Sotos
syndrome. Clin Genet 74:384-391, 2008.

Saitsu H, Kato M, Mizuguchi T, Hamada K,

Osaka H, Tohyama J, Uruno K, Kumada S,
Nishiyama K, Nishimura A, Okada I,
Yoshimura Y, Hirai S-i, Kumada T,
Hayasaka K, Fukuda A, Ogata K,
Matsumoto N. De nove mutations in the



gene encoding STXBP1 (MUNCI18-1)
cause early infantile epileptic
encephalopathy. Nat Genet 40(6): 782-788,
2008

Ozeki Y, Mizuguchi T, Hirabayashi N, Ogawa
M, Ohmura N, Moriuchi M, Harada N,
Matsumoto N, Kunugi H. A Case of
Schizophrenia with Chromosomal
Microdeletion of 17pll.2 Containing a
Myelin-Related Gene PMP22. The Open
Psychiatry Journal 2:1-4, 2008

Kuniba H, Tsuda M, Nakashima M, Miura S,
Miyake N, Kondoh T, Matsumoto T,
Moriuchi H, Ohashi H, Kurosawa K,
Tonoki H, Nagai T, Okamoto N, Kato M,
Fukushima Y, Naritomi K, Matsumoto N
Kinoshita A, Yoshiura K-i, Niikawa N.
Lack of C20orf133 and FLRT3 mutations
in 43 patients with Kabuki syndrome in
Japan. J Med Genet 45(7):479-80, 2008

Nishimura A, Takano T, Mizuguchi T, Saitsu H,
Takeuch Y, Matsumoto N. CDKL5
disruption by t(X;18) in a girl with West
syndrome. Clin Genet 74:288-290, 2008

Yamamoto T, Dowa Y, Ueda H, Kawataki M,
Asou T, Sasaki Y, Harada N, Matsumoto N
Matsuoka R, Kurosawa K. Tetralogy of
Fallot associated with pulmonary atresia
and major aortopulmonary collateral
arteries in a patient with interstitial deletion
of 16g21-g22.1. Am J Med Genet A 160A:
1575-1580, 2008

Kuniba H, Sato D, Yoshiura KI, Ohashi H,
Kurosawa K, Miyake N, Kondoh T,
Matsumoto T, Nagai T, Okamoto N,
Fukushima Y, Naritomi K, Matsumoto N
Niikawa N. No mutation in RAS-MAPK
pathway genes in 30 patients with Kabuki
syndrome. Am ] Med  Genet
146A(11):1893-1896, 2008.

Mizuguchi T, Hashimoto R, Itokawa M, Sano
A, Shimokawan O, Yoshimura Y, Harada N,
Miyake N, Nishimura A, Saitsu H,

e

Sosonkina N, Niikawa N, Kunugi H,
Matsumoto N. Microarray comparative
genomic hybridization analysis of 359
patients with schizophrenia. J Hum Genet
53:914-919, 2008,

Watanabe Y, Sakai H, Nishimura A, Miyake N,
Saitsu H, Mizuguchi T, Matsumoto N.
Paternal somatic mosaicism of a TGFBR2
mutation transmitting to an affected son
with Loeys-Dietz syndrome. Am J Med
Genet 146A: 3070-3074, 2008.

Saito S, Kawamura R, Kosho T, Shimizu T,
Aoyama K, Koike K-I, Wada T, Matsumoto
N, Kato M, Wakui K, Fukushima Y.
Bilateral  perisylvian  polymicrogyria,
periventricular nodular heterotopia, and left
ventricular noncampaction in a girl with
10.5-11.1 Mb terminal deletion of 1p36.
Am J Med Genet A 146A: 2891-2897, 2008

2. FEBER

Naomichi Matsumoto. Noriko Miyake, Osamu
Shimokawa, Naoki Harada, Norio Niikawa.
BAC array CGH reveals five genomic
aberrations in 30 patients with idiopathic
mental retardation. (Poster presentation)
European Human Genetics Conference
2006 May 6-9, 2006, RAI congress center,
Amsterdam, Netherland
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Naomichi Matsumoto, Osamu Shimokawa,
Naoki Harada, Norio Niikawa, Remco
Visser. Non-hotspot-related breakpoints of
common deletions in Sotos syndrome are
located within destabilized DNA regions.
(Poster presentation)_11™ International
Congress of Human Genetics Aug 6-10,
2006, Brisbane, Australia

Naomichi Matsumoto, Haruya Sakai, Akira
Nishimura, Takeshi Mizuguchi.




Comprehensive  genetic  analysis  of
relevant four genes in 49 patients with
Marfan syndrome or Marfan related
phenotypes. (Poster presentation) 56
Annual Meeting of the American Sciety of
Human Genetics Oct 9-13, 2006, New
Orleans, LA

Naomichi Matsumoto: Basic reserches in
clinical genetics: array CGH and its
clinical application (Symposist, invited
speaker) The international symposium in
the 6™ Annual Meeting of the East Asian
Union of Human Genetic Society Nov
16-17, 2006, Swon, Korea

Naomichi  Matsumoto, Mie  Iwakoshi.
Angelman syndrome caused by an

identical familial 1487-kb deletion. (Poster
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Naomichi Matsumoto. Chromosomal
submicroscopic changes. (Invited lecture)
The 1st National Summer Program of
Graduates in Medical Genetics in China
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Naomichi Matsumoto. Cerebral gigantism with

histone methyltransferase abnormality:
Sotos syndrome (Symposist, invited
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Naomichi Matsumoto. Gene analysis of Marfan
syndrome (Invited lecture) VIII Annual
International Symposium on Advances in
Understanding Aortic Diseases (Tokyo,
October 13, 2007)

Naomichi Matsumoto, Akira Nishimura,
Haruya Sakai, Hirotomo Saitsu, Takeshi
Mizuguchi. FBN2, FBN1, TGFBRI, and
TGFBR2  analyses in  congenital
contractural  arachnodactyly.  (poster
presentation) 57" Annual Meeting of the
American Sciety of Human Genetics (Oct
23-27, 2007, San Diego, CA)
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Naomichi Matsumoto. Genetic analysis of
Marfan syndrome and its related disorders.

(invited lecture) The 2007 EAUHGS
symposium (Dec 8, Changsha, China)
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Naomichi Matsumoto, Junko Mochizuki:
Alu-related 535 microdeletions in Sotos
syndrome. (poster presentation). European
Human Genetics Conference 2008 (May
31-June 3, 2008, Barcelona, Spain)

Naomichi Matsumoto, Mitsuhiro Kato, Takeshi
Mizuguchi, Keisuke Hamada, Hitoshi
Osaka, Jun Tohyama, Katsuhisa Uruno,
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presentation) The international symposium
in the 8" Annual Meeting of the East Asian
Union of Human Genetic Society (Jul
18-19, 2008, Sapporo, Japan)
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Naomichi Matsumoto, Junko Mochizuki:
Alu-related 5q35 microdeletions in Sotos
syndrome. (poster presentation). 58th
Annual Meeting of American Society of
Human Genetics (November 11-15, 2008,
Philadelphia, Pennsylvania)
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A G BF R ERMEI &
(BISEERAEF AR : & ') AT —F— A — FH%R)
(BE) FRMER

R ) LDZAN) I T v—2BWEY ) AR
Sy
(ERRISEE) w4 2 o7 L—CGHRIEEICBET 2%

(ERI19EE) 24 7 ARBIZ X 57 L—Rr o R%E
(ERR204EE) BMEBE~A 707 L—IZ X BACNVF—F <—ADERR

SEMEE REESM WMNATAAILTAMZR Bk

¥ A0 —RERBII LA 7 07 L —RiTEE, ERBHAFER M LA EERER
HEBRERFRETIEN-FETHD, FHEIL, b b A2ZF2BOI %L/ A
FAV T L—2HE LML OMEHEERES / L2BF L KERETFZEETSE
HTiThbh, HEFEE LT, FR 18 FEERT L —Bif CRIHEA o E—HRE%X
DREICRIET A OEFMRIEEO BRI 21TV, Tk 19 EERZT V—RITEOR
KA EZEFIIANL, MEDY ) L DNA o245 ) LA#EHE (Whole Genome
Amplification, WGA) #/ L7=7 L —MHF O et 2 RN Lz, BEERE (Tl 20 585)
I, BEET L —2BVWTHEEAD 50~100Kb UL LD —¥EH (CNV) OB F o/
F = _R—2ZEREITo T, WIHERE L AT MR 2 5T - BReICHa LFEL IR
BT T A EDOEELHERE ChHo2. TV—RRRIAEL LTRER) T A
2 PCR #73 FISH L #EHIC R LR - DR ARFETHN . 27 AHBELEE KL O
CNV IR HFEETH Y &/ L DNA SR RARHT HHETAICFRIEETH A Z L AR Lz, X
AT BDCNV A Zul|T—F_—RERLRET L. COWFa S 3EEBOBENT )
ADT L —RRFTICHED TEERWESEZRET 5. HESL RS TERICETIE
LEZITWS,

A. WFERS
D<A 277 V—CGH RIFEICET 55
%

<4 7 07 L—CGH &, #ERgHAT
AL REAMERYZRERAE
TAHENEFETHIN, MM TV FAE
—aVEEERLTIERRTHY, i
BRILETEBEZBATAIZLTELICR
B EEA W L3 5. ABFEILMERD FISH
EEREFTE5FEE LTMLPA - MCC
E-ERVTNVIZALPCREREFNENL
BRN L~ 2707 L—CGH ORIFEIC
BELRFEEBRTIELZENLE L,

@24 7 LB (WGA) 12X 37 L —ARiT
Ketomet
<4 7 a7 L —CGH ¥izi, Br#RED

RIEAEDT, A 20570045 A
DNA 2B L35, TOEOHEEOBREL
PAFTET, HEEEENTEXR2VWEE
KRBT RETAZLEVEETH S,
WGA EiZia BRoOBREHEE» SR L
77 DNA 2 EFHEICHEIETHZ LA
FARETHY, fx ORETRITICFIAZL
TWd, 41X WGA HEiICL Vv AELE
DNA # AWVWT7 L —ZX 35/ Ao —
BT RIRED R R LT,

QEBE~A27u7L—izk5 CNV F—
5 _— ADERR

EbF ALICIE, BAMTaE—H
VDR DEEPFET D, Zhix=a—%
%% (Copy number Variation : CNV) & FEIE
., —AIC 1 kbp LLEDOR & OfFEkE %
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KL LTWS, ONV iZWbiEa v —&KoE
AZETHY, —HEZT (SNP) LIZEA
5. T, ERERELR VY OBESICESR
EOBEEMDH D CNV OH L 6§ %R L
DRAENRLRWEEZ NS, WhIE RN
D CNV L 2EBEINTWA, L L %L
? CNV [Z2oWTEDEEKRAEMAITA
BHETIIRWVWRRICH D, Z0O7-DEFIR
Brizisit a2 CNV BRIEHZ A, maH 2 4
W45 LAKFICHEOTHETHS, BA
MTHRBIZALNIEEZERLELTD
CNV F—#R—ZAD=—X|I3HEH THE,
REMETERT —FX—2ATlX,. AFHEE
YEBL TRV, ONVRHOFS v b7
F—ABHE—ZI N TRV, EEME
RAIZRAWTH ETHLBERE L VO fIE
BT Thd, MBE~A 707 L—i%,
FKBHAHETH L0722 CNV 2RER
KRHTHIBHTENEFETHD, £
Eix, MEBE~A 707 L—%kE B, B
ANEHIZH LY 2 Ao ©— %R % £
L. #fEN2 CNV ORIE & . BERAICHES
BEEOEW, WHOZRMERLEZ LN
% CNV D& a5 —u2~—ZER%1T
3T EEEME L.

B. #fFEFHE
O~A4 77 L —CGH RIEEICET A
%

477 L—CGH ETCRIEENTE
15q11-q12 BHIKE OO Be 6 R BHR x FFE 5l %
WTMLPA# -MCC i ERV TNAHA A
PCR EIC X A REAREDOBRHDE - FHEO
EM: - RAE LR L=,

MLPA (multiplex ligation-dependent probe
amplification) #5i3xH Rk RAOES & =
==Y N T 54 +v—CPCREIBTX 54k
WEF| 2R EEETa—T 2B, %8
8% T Forward 8 X U Reverse 7 u —7 %
FAF—a b BEEDFAHF—avS
nF7 hEHRITEXT AV ERE=S
—YNTFTAv—THIEL TRIHT 25
ThHDH, HBEFERO = ©°—%55 PCR EME
M3 5, PCR EPXfEI = Lo 4 X
BERIRBHEINATWAEOEROES
ZRIFFICRRIT LY A X THE L%, #4h
TNOBRH 7 A BEOERMNEB LIC
Lo THBERO L —KERETLIEN

AEETH B,

MCC (Molecular Copy-number Counting)
HEZRELRFRY ) L DNA 288 LT
~IRAT 4 v FPCRIZ L Y wf el & E
Havr—¥ESo 2 @2 LT 2¥E TH
M —EERET I ENTETH S,

ERBYVTNEA LAPCREIIHEHBSE T,
B A 7 MBI B BEIKD PCREH D
HA TN EBRH L TERILFEETH S,
REFREBEROMIT CIIRLINTRBYED
2B, E/VI— (7451 ar—) R}
DJ3I— (F/743 ab—) PEEiCHRH
TEETHDZ ENEHETITRODLNS,

@24 /) LH#EE (WGA) IZL 57 L—iElT
AEt OBt
1. BN 5 WGA ¥ |

5p15.33-p13.31 SEIR DYt (R R RFEFIZ o
WC, M b ESERML L -k S )
Z» DNA. Genomiphi V2 ¥ kb (GE ~/V A&
ETRAZFH AT R) TOREBY /A,
DNA, REPLI-g ¥ v b (QIAGEN) Toi#
8% / 2 DNA. GenomePlex Complete Whole
Genome Amplification % »» + (SIGMA) T®
MBS / A DNA #F W T Affymetrix #
GeneChip Human Mapping 250K 7 L —D 7
Ty b7F—AILBIT Y ) Aav—fE
MREROEBRNZITo7-,
LARIEWE KM EZRR L L WGA X
SRR R

FARPIITAEFMIR (living cells) 23 20~
7% U MFEERT (BEUR 1638 & 30 Mok
DY ; BT — %), RAKDPREFRE
EATOBEICITMIS N LA L B, b
LREEMIa L5k DNA #EEHH
L.WGA CTREZAE T NIZRIRZIC
BWTKEFRARYVV—RERBEEZDL
35, €ZTB-Q-1 THEBRNOBERL
7 ba AT L7 BRI T AR
&Y X7 GenomePlex F v FEER L
TREEEAMIED L OREHNE - HiE%
BIRzokiTolk, 3ml ®FK (EiRE%K
8 16 ) 21 MfKH 5 DNA &Iz
WGA #17\), DNA B 2 2 7H A4 X
BN L,
3. REHEKBEO WGA RE D S BERE

B-@-2 ® WGA ®REZ AW THEHEKD STS
v—A—TOPCRPBHEEBRNLE, £
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7= 1 FEGIIZ DWW T ik WGA RE 0K BT
REFEEE — 7 AMITL, EaD
1 Fliz2WTix, %o STR (short tandem

repeat) A XML LI=T7 7/ A MRiT R

fTo7,

4. WGA BRE D ) L2 B — bt
FKIEEFAK 3ml OMESL v P LEE
L7z 21 > WGA BEHZ -2V T GeneChip

250K Nsp 7 L—IiC X 3%/ ha ¥ —¥fig

EEBEL, REERE, /' 2aE8—%

ZEROBHERAT,

QEBBE~A 71T L—IZLBCNVF—
Z ~— 2 DYER
. MEE~A 707 L—@HTcLd CNV
DA R
E hPRMMA S ESEME LS/ A DNA
HRE 2 xd &% & L T Affymetrix £t
Genome-Wide Human SNP Array 6.0 .
GeneChip Human Mapping 250K 7 L —|Z X
2577 hat—BRiTEER L, Rtz
O CNVIZSNP 607 L—iX50 kb LA L
DT ) YA XEHTHHD, 250K 7 L—
TiZ100kb L EEZF T I L0EZHRE L,
ARATRIBRIL 110 BT, TDASNP 6.0 Tl
60 # (10 OB [V A)&2&ir), 250K
Tl 50 Wiz TT L— MR 2 HE1T L 7=,
; &5 haC—HRITRERICHT R
FhEhoy ) Lhav—ERITERZ
Affymetrix #-8 > 7 k7 =7 Genotyping
Console (GTC)Z FiWVWTHRHN LA, 28—
EeoBRBHIBEL Tk, BEARIATY
BE M) ATF—EFR—AD—D2THD
Database of Genomic Variants (DGV
http://projects.tcag.ca/variation/) & ® & %17
W, EBIZAZT U T ALREE (BAC)Z
n—> Z R\ /= FISH (fluorescence in situ
hybridization)iEZ X A IAEZ (T o7, w4 7
a7 L—0O7—Z MHTIZIZ Affymetrix 0
Genotyping console (GTC)® ver 2.1 & % W &
ver 3.0.2 Z iz,

C. FERR

DvA4 7 a7 L —CGH RIFEIZHT AHF
% (@1

1. MLPA

Prader-Willi/Angelman fE & #£88% (XBEIZ

R¥y bBRHFEEL, FOX v FEAWVWD L
BRI REDRENTAETH-=M, B
FTRHTEI o—T2AVWE L, BHD
BANBERIC Lo TEELRZVWEESND
h . oEWAY TIDNA D3R NDEEA T,
ZROFRBROMITIZITE X 2 2 EZ
2% (it

2. MCC &

JEITHM T, HLRBLFAETHY HRE
ROFITICOAISHED S, R L 2 FE S
) ABREXZBIT-DORERERVCEERD
PCR FUSZ4TH ETOREM » = X FA3h
YDV L7,

3.7E#&k ) 7 ¥ A 5 PCREE
RECREELEHRENB LN, £/ FISH
EBIcAWS u—7 Lo/ hERERoE
LRIETHSENAETH Y REIC FISH 2R
BTARMEELRY 55 Liimani. 1
BRTOBIEIC»D 23 A Y FISH LR%
Tholo,

@4&4 7 LR (WGA) 12X 57 L—iR#T
HEtomit

1. WGA ¥ ¥ I

GeneChip |Z & %5 = E'—EMRHTOFE R, HE
ffitH. Genomiphi. REPLI-g. GenomePlex T
% L 7= DNA @ GeneChip 250K 7 L —#i&
FTICEIT A SNP =—/L8 L log2Ratio DIE
#{§7 (SD) IZENEi, 95.97%/0.212 (=
— )L /SD) . 96.54/0.317. 95.52/0.397 .
93.82%/0311 Tdh -7, =2 — L RiZ
GenomePlex 723 H{E< . SD iZ REPLI-g 2
BLEWEWVSFERTH 75, Genomiphi
& REPLI-g TIHIE#HH DNA (ZiX@8 D 5
niWwWr—F7727 beBbhdar—¥
ZIEBRZERAGHA, TOHEMITIFIIC
REPLI-g CHEF TCh-o/=, Thizx L,
GenomePlex Tl WGA % v b TR L
7 —F777 MidAYBH Lo 7o
B, 7 Lo R A ORERE LR
&L Bbhi (82),
2ARIEHEKMREA D D WGA REHTRE
K1 E/KHMALH 5 DNA DEZBRMMHT
it 1ml 7= ¥ 45 100ng F2EE O£ K KT
C7- DNA [REARE LR, ThEHRIC
25 ) LEE% I T 10pg @ DNA 23[EIR
S, #HT L7 21 Bk oo 2T 8
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o7, FET7THo—R A VBRI CHE
T& 5. 1808 DNA 44 XOHIERITEN
=TE,

3. WGA REI O BB E

BiEE WGA REZEA L7-8%o0 STS @
PCR TIXREL THBEEHIBOLNE, 1
Bz oW T L HRAS BfEFDF /37 a—
FEEOPCRY A L 7 b i—4 v 2 ki %
T, Costello FEMERE TEEA DA~ T A
REERORIENAIETH-o . T-fho 1
B Tid, WGA BB & 3 /Aa ) S L
DNA D F 2oV T 14 Fie itk -0k
DSTREZXB L LT 77 A MK
TV, WGA B THRHEME DNA (2H LT3
R o—Ry FOE—7 BBV EE
RN, WGA Tlia=—7 2% Ciitg

EL-/VTHHRERE IRV L B,

B i O R L 1R b
SR[EEME DRI I i,
4. ) Ao e— et
21 #10 WGA #3ELD GeneChip 250K 7 L—
WL BY /Ao —EBIT 2 ERLI-&R
(FEATY 7 PIZIZ CNAG ver. 3 #{EH) .
#] SNP = — L%} 89.4%, log2Ratio @ SD
DFEL 027 Thot-, REMREERE
(FY23I=21) IZMZ T, ¥ 100kb Bi#E
ETHA XS/ ARK, BEENLERICHR
HAIRETH Y, | BEDH -V EH 32D F
J Ao E—HER (mr—¥202 &)
ARHFRET A LN TE -,

@EEBE~f 7T L—izk3 CNV F—
& _R— 2 DVERR

| BEE~A 707 L—%FH\= CNV ®
T

SNP 6.0 i X A% 7 b o B —EARr D5 R,
FEF S 7 L1 BB FHI6HTHD = E—
BELZ M L7, GeneChip 250K Tit 1
SEGIS 7 L 40 Thot-. 10DV
FARRITIZ BV T, BEHE CNV o 2 T#
4 (denovo) CNV #% 33 SIKRIE L 7=,

2. T b—TRH L7 CNV ot

DGV L DBEDREF, SNP6.0 7 L — T
H LU= B —BZELEBiI2 448 B0 5 5
@ 383 [&FT(85.5%) HEEERE D CNV & F—
NR—=F 97 LTEN., £BED CNV It 65
#ET Cdh T, 250K 7 L—Ti%, £ 755 %
FIOatt—#FBLERHL, #0055 331

EAT (43.8%) MBEEHMED CNV LA —/3—
T o7 L. RBREROCNV % 424 BB H L=,
INODBERELLICAEANY ) L% st
RLLEEEET L—RHTICHBIT S CNV
DAZ T IF—FR—REER LT,

D. #%

<4 2707 L —CGH O ERIEEL L
T FISH #EIZBEICHES S TV B 038, RS
ICX D ERY) T A APCREDRRE - &
fii- 2R TH D Z & HVHBF L FISH ORE
ELELTHWAENRIETHSENKEE L
7=e —} TFISH CEMT % BAC Fu—7
FITHB LR SR EE bp (BAC 1
150kb) & K& ERY BAC 7 L—ORIE
#=& L TPCR 70— (LR DR} ECRERIZ
EEZETALEZOND, HRERLH
RFIZIEPCR 7 o —7 DEZHERTEL 7
EETHLIBaR MAHEL 2D, v/ 7
7 L —CGH ORREEIX, FISH L ERY 7
7 4 LAPCREZ A DETHRA |z HED
ZEREETHIHLEEZON,

FEEEEAKMED WGA (L W R L
DNA B2 %8 & L T GeneChip ¥4 7 &
TL—%2ERLEY Ao —Sffira £
L7, BRIESEOFREL2EKCITERD
KENFEMIZTHY, SNP =2 — /LR SD
IR ALY 2 B Bl L =80
LV PREVEZRLEN, HE b EBED
T ARE - BELAERICBHAETH-
Tc. 3 MO27 ) LAHEREX v b2 #EH
L7 GeneChip V) d=Af 27 F7 L—ic k&
S C—ERHOBERNEZToMN, 2
72< &% GeneChip 7 V—&ERT28IC
I%, Phi29 DNA polymerase |Z & % [/ —iRE
FETOZHBBER (MDA) HEE2—2
&3 % Genomiphi V2R°REPLI-g ¥ » b LV
H, E#iA PCR 2R—2 L5 5
GernomePlex v b HFA LY o —¥K R
WORHICENT-2%5 /7 L8 DNA 23
ETECTholz, WGA ZHEHTAZ LIz
LVBBOBRGEEMBLE LT L—REHA
EHRIREL 2V, FEEA~OFHE, B
RBRE~DISH~OER Y B#EEIh S,

HAANFRMM B MmERH 5V idEK MO
775 DNA 2X@E L TEEE~, 20
Tr—ilXdav—¥MrsEHL, A
ANZBITSH CNV O Za V/F—F_R—2Z
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{ERR AR AT, ZOFRR. BEHCNV L LD
IZEHOFHR CNV 2BHT 5 Z LHFEE
Té -1, SNP6.0 7 L— & 250K 7 L —i%
FnTney /L& 185 F@EL 26 EEDT
B—FTAhHA—=LTEN, HiHtEThiZ
SNP6.0 7 L—D R T IEERBETH S,
LAsL. EBRIZ CNV OBHETAHS L,
250K 7 L— DO FHH 1.7 {ERHENEL -
oMb 250K 7 V—IcE DT —TF 4
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