20//2P095H4

JR A T R AT R R B &
BEIRMEIR BT R SR T 28

B A E— R R D RRATIEGRRE (7417
by ok EGERE G ) OBBHEOHE L
BEROWRIC BT B

ERROMEE ATE - S

WIREAERE Bl 2t
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I.

M. HFFERREOTITICEYT 5 —&5K

V. BIFEECROTIITY, &

H X

WFEI T
7 LAY BB ) BRABERE (VT ak-v

EFEFEET) OBMEORIL & BEROILEICE T 2058
WoeftEE . BIEEE (BMKFEFHIEEES - THEFFEE - 8d%)

(‘&% 1) Wolf-Hirschhorn JEERE BEFHIFERALTER
(&£ 2) WHS15BIDBEE-FRFAFER

IERT RS

1. ) BT C—BRE R ERAERE (77 VT e 2 Y

EEELZED) OBMEOMYT L BHERORICET 261%

—SEBIRRET - TEHRIEAL-

migeataE  HEAD  BNRFEEFERERE  FE
BIEET BMRFEFR B

2.7 LaY—HBEEE)ERGEERRE (T4 V7Y 2R — Y

EEELZESD) ODWEOM & BEEOILRICET 505
— 4 L7 L 4 BT & metaphase FISHEAT—
hsemtEs BmHmT BNKRFEFEH B

3. %) AIC—BREEME) ERATERE (V4 VT LY 2f Yoo

FEREETED) ODWIEOMRI & BEHOILEBICE T 55t
<4 707 LA g X AWol f-HirschhornfEEEE2261 O E(RHIZFRH
RUAR B ERAT & IE IR it
WfgeaE KR BEERVNEEEY VY —EEE BEERDE
s EKER BERINREEL Y S —EEZF

(B¥3) 20114E 4pE/ vV I —JfEEREMIE WHBRAER

4. F) LTV —BEEEMES EREEREE (74T LMY 2k e

EREFELZED) OBWEORL & BEROILEICHT A%
-~ A7 uT VAEIERTH o 7222q1 1. 2R KFEGERE A 5 L 72 HEBI-
WrsesiEE JIE # BROKKFREFRZEREERN V2 Y 7a-2R
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BEEFBR AN ERERDE ERRBRRFIEESE)
IR R S E

T haC—HEEEMH RRTGVERE (VA VT7 ey a R —VEREREED) O
PWHEDRENL & BEROTERITE T D55
ERFE

BEEE  ENRFERS e

MEEE

U A INVT BNV 2R EERE S ERGERROBEREE M LY, REEOENE
(L BRER & OBELZALNCT B0, 7 5 oo —8oB{ba BRMICHRHT A5
J BT VA FRITEER AWT, BERIZEEREROFEEIT 7.

1) VAT ey o — EERE O R KEH & BERER & OBREALNTTS.

2) ERTFADKERGHEGEREL Y ) Aa bt —HEEOBGRERLNCT .

3) 7 AT VAENTCRIEEE 72D CNV (copy number variation) 1Z2WTC, HARADT —

HEEREL, BEOBWSF ) LT VA EIERZHESLT 5.

T AT VAR EAT o120 /v 7 )Ly o dh— U fEERE 22 SEFICIE, RESEN KX A
DO, EHECREMEROBENEELTIERNALNZ. £z, BERRHEOLRKER/
B EREE (MCA/MR syndrome) 84 FlEXIZRIZYT ) LT LA I 2TV, 2N 6 H
DT LEa—HOBBRO N, 7 AT — 2= - BEDEH L DEEEIT, D7
<& 176 (20%) ITEEKREREEER DD a2 —KEEDOREENEWEEZ b, BEA
| OYEEEEG 31 GO TIE, 7/ LADORK ERHEELZEMICEET S & AR, Hik
PO AREEROIMIERH T oM. 7 AT VA BN ERERIEEROZEICEETH S
2N, BENCT /) Aa b —HOEEFMT 2720I100E, VEIZSELTCEEBIUVERAD
metaphase FISH fEtT 2 EH 3 570 CIBMNEN T O LERH . £, BFRERICESZBEGEL
ena b —#EA (CNV) ICEH LTS BEIBICEERAAEZ S L LT —F _R— AR RN NET
H5b.

s A
RAHF (BINRFEEEE)
HEMD (FMRFEFEMER)
IR T (BINKFEZER)
RiBGEX FERSNEEEREE )
JE # (BEOKEFKRE)

HTEAHERH DN, ERESERICL TS
LAERRECHALDREFE 2R TE RVER S
BELFETH. HE, 72O —KoElL
R T DT ) AT VAT (w4277
LA BBRRE) EREESHL, $#E5< 0EREFR
FEEEEE 7 L —HEF L OBBRBIHELMTE

No0H 5. AHEOHMIL, WHS% 5T RFH

A. BHEEH

Tede, RFRIEEEROZENL, BERERDOEA
BOEERRIMICEBICR SN Z EREL, 2B
BEIIRLNTZbDThHoTr. U4 Ty ok
— VEMEEE (Wolf-Hirschhorn syndrome, 4 e,
RERRIEGERE, 4 pT /7 Y I —EER ; WHS) 1L
4 BRERERICAE T 2B THORREKIZLY ]
THISNHIERTHY, EEBHEE, REEE
, BERMETANA, EREFEEEBETHERT,
BEITNS TAC L ALHES N TWDAR, EMkER
RABEITA LN ENTWRY., RIEFEREDO—ET
IFRARREIC LY 4 BRAERERROIH S REE R

TEERED T ) LT VA AT & R TR % e
ML, ZOHEZRANT, DREICBT D 2EiRE
EDFRRAFTHEGHBELZMBTL, 7/ sravr—¥K
BEzRTOREODREZRLNCTHZEITLY
, DREOWHS Z & e RETHIEGRO BE K1
BT ThHD.

B. HBrgEH

O FEHTHEEGIOER L Vv T NE

AIEEICS| EHE, EMNRREZTWERES
FREREHERSNEERY ¥ — &G 222

LI R, B A/ R RS Dysmorphology



DY REFTEELTENFTBT DR EN D,
WHS & 22 W7 S N TERR L O\ & % FEH], BEA
DHRBEEERFT2FT2ER, ERAHOERS
TEAEERES], BLOBMAOELNZE»bREE
INELT.

@ 7 BT VAR
Roche NimbleGen CGX array (134829 oligo

probes, hgl8) # AT, DL TFOESREEIZHONT,
W LTERIR LB ADEONZEHO T ) L7
A fENTEEM L, Y 7 b Genoglyphix® VT
FERERNT LT,
1) WHSHEF
2) WHSUAOBEMmOYE R R E B
3) JREREADLHE T/ EEREFERE (MCAMR

syndrome) BFE

@ FISHAEATIC X 3 YA EHER OMER

T )BT VAT L o CH ) ha v —HEE (
CNV) BBH SNTEF D > b, Y EER Ok
FRFIREMN DB RER] L B oW T, JER, 32k
DNAcloneT A 77 U —H & Yefa (K& R ORESRIC
# L72BAC clone &R L C 7' n—7 & LFISH#E
#HraeFEm L.

@ WHSHEFE OB ER-R AT

20123 A R E TITE L7 BHZ DWW T, 4/ A
T VAFRITIC L D 4 BREERERREEZRO-BE
22622V T, FEIRESEICWHS & LTHETX
CERRIERICOW TR T L — NRE (EE 1)
ZERL, TIVE CTREROELNEZISHIZONT
BART- KRB BT 2 EhE L7z,

® WHSIZ DWW T DIEHRIRE & FHRiIE

1) BEERY A FTh5GeneReviews Japan <
http://grj.umin.jp/>=°, IS REE DTS % F|
L 7o &gt 2 e E Lz,

® 7 Lo AR ERTHIEERDSE
HH 72 FRAT

BEED 7 ) ba C—HEFETH 5229 11.2K %
SEFEEEOBRRIERINGRD b=y, 22 q 11.20%8404
REDHERBTERV—FNZONT, 7 AT VAR
Br&EiToiz. '

(fREE~DEE)
EMREDHHEEES OARE B M EICE
D&, ERELYBERRNOA T —A K- 2

eV RERIES ATERLE.

C. R
O FEATIEERDOER L I S INE

AFFRICLD, 2011 5FE 4 A»Db 20124 3 A%
T, FRICIBRRIUNTLAOEEBS I3 LD
B b ORBIEZ 0. BRGS0 RE
Ti, FF 264 % 266 L DOERGHIEBEEERS
[WHS £%# 22 ffl, WHS LIS DB DYt ik B
BE 8B, FEAHOSR TR/ EHER
(MCA/MR) #BF& 186 1], BLU 65 241 LD
FEDOBOBRBIIINE ST,

A SRR S ER: DNA Hi3 3 & &
Hio, REKRERAEEHREZERLZ. —85Es
TIZ DNA i &N =502 W= 7=, ik
EREEMEZELNLTOVRNVED B o7,

@ 7 LT LA IRITRER
1) WHSEH

CHIVE TITHIT L7e 4 B ARER R E DT
BE 22 fllIoVTIE, TRTOBRED 4 BYREE
ERORKEHZFEMBFETH L LI, 4B%
BAREREERE IS BIEED S ) sar—KE
BlIZoWTbHLMC L.

SER] D 4 F Gt KBRS A4 2(Mb)iZ, 2Mb >
5 29.4Mb LIEEITIBIRS, UIBTAIL 3 B 2R iE
B Z LT R e > Tz, REY A A(Mb) D FEEIE +
SD 2% 10.97+£7.47 (HR{E :8.77) THV, K&k
DoyEEIE, BEMiRE 1861 (82%), TRIEHREE
3% (14%) [+8pter, +10qter, +11qter], MEfEIW
PLIZPEDIRE A BRBE 16 (6%) Thot-. M
BTN FIREIE 72 THID 5 b, BflixkF -7 6
F1Z9_T de novo T, REEREERE der(4)t(4;8)
D 1P EFOBEREREICEE L TV 2 & e
Liz. BMb BT OREKY A X%H LI-EMME, G
SERETIEEEEZRHTE QW o7z,

2) WHS LIS DBES O Yo (kB B

BEF D WHS LIS O e R B E 31l DWW T4
LT VAR R ER L, &ESHH 5\ % FISH f##
PCTHRE SN TSR RS O 2R L
7=.

G 29EH 2\ FISH 1A TR BRI E B3 M
HIAL T 22 FEFR L OBE~ — 7 — L R
BHEENTWE SEFD S B, BFl~—i —Lak
D ST\ IEFILIAMS, BEFRasiciEE
L7777 ha—HBRENRETE ., —HIcHE
SHTWEEEN O FHRESN o U —HEE N B



ENRWEBFINRDY, 7 AT VAT ORTITIE
L MEERFRIZENICE O R WERANRH S Z
CEBRE L. SbHIlT, —Ii, EERENER
EN TR EORER & IXE R DR akERo s/
Ao —$Ed b RS, M L ERORE
R CIWCHETHEM D2 720V ERFER ST,
EEAEDOEFDN, HALEZY ) Ao —KEE
DIEBRZEZLELICEBR LEZ e —72H0WT,
metaphase FISH #4712 & 2 Y B AFRERL ORER N
METHoT-.

3) REARHOLRAHMEFEFEER (MCA/MR
syndrome) &BE

2011 FEICNE LZFERRHD MCA/MR &%
84 BUNTEME L 7247 ) AT LA AT DRER, BRFRER
~DEENH D clinically significant], 2\ iX
HELTWAOFREREWITNEEE L ITV AR

lunclear clinically significance] 7274/ A= t°—
BEEN 17 ] (20%) KHEESAE. =L, BE
FIZF EMEARFEEDORTTY, THETITNE -
7 LA fEFT LT JREAR O MCA/MR B3 187 41
B I Ty WHS EERIIEEN TV o
7.

FRHREEZEETS a B L E2HBELE
10 EEF D 5 H 1 FER], IR EFERE & L CBERmD
EIRORKThH o7z, 2 EFNX, ~A 707 VA
Frod e K U CHEMERE & U CRESL L C & T EMEREGER
E=EHDNIA— =T v T LT,

RREERRVERLEZONDICHEDL LT,

FEAEOEERNPEMOBETEEALT, HDHNIE
F—sN—F LT, . DGV R ISCA 72 E AR
ENTVWDEY ) Aab—HT—ZN—RCBHFEN
TV, BARARELEZLNDS 7 babvr—#
BEEbboT.

FHMOEEZEDdRD, MBEOHKE L
metaphase FISH fEHTIC L A AENT 2 FIREZR R VD D
DEEBIT, LWBLEEZMZ, &EBEFOEKRER
EDFEEIZOVWT S HIZFHA L T T EBRET
Hot.

BH ST ) b3 B —EEE N BRE ORBKRER
CERENHDINE D NDOHE Z LT OEEERIT T
1To7z.

i) clinically significant (B OEEFER & BEERH
3) B EREA ) Ao —EELEEEN, ISCA
THROERTHHAREEREVER L Lz 200kb
PLE®Da e —%E/0h 400kb LD = v —588n
ThHY, o, DEEMOFBEFHOEFTLELL L

THILITW D, 2) FRER & BET 55 5\ 2B
ERTBIND S ) 2av—HEELLT
Genoglyphix®=<>, AR X7 TV 3% Database of
Chromosomal Imbalance and Phenotype in
Humans Using Ensembl Resources

(DECIPHER®) <° The International Standards
for Cytogenomic Arrays ISCA™IIZBREFEEN TV 5,
HDHWTFRILE LTEEROBERENRH S, ERE
WeDBEERMOEN TV ARLEGTFREL LT
LEHTHDZ L 2R UGS FMm L.

ii) unclear clinically significance (F3 o EgRRFER
EOBEIIAHEE) (1) &% 3) LHHETERN
e '

iii) thought to be benign (BE OEKRERICIZEE
L TWRWRTREMENREY) © DAERICHE AW
W BEDBRICER LIS ) AT VA EITER (A
FFRTHAAN 100 BILL L) 2R L e—mADT
—ZIZBNT, B35 FRULICEDEERILaY
—HETHIHE, DEFERORNENDIGE
L7=Z LA L7 84E, 3)a B —H%ELEm DK
& ) ISCA THRMWEERTH A AREMENMEVWELR L
L7z 200kb LLF @ = v°—%08ib 5> 400kb LAF D =
E—HENTH Y, »o, OFEENICERER & B
HETAHIERMBNTNDH D WIIEENRE S
DEETFHEENTE LT, 2(2)Genoglyphix®,
ISCA, Database of Genomic Variants (DGV*™)
{2 bCNVs H2WIHEE L TRE STV DI
E—HBHDINEA—NR=F v T L TWBREE L L.
ZUPREICBITHERERD bCNVs & L, BHIC
RBOTFEHKD S 7 A3 v —HZ{Lix Tthought to
be benign] & L7z.

<URL>

*DECIPHER: httpi//decipher.sanger.ac.uk/
**[SCA: https'//www.iscaconsortium.org/
***DGV: http'//projects.tcag.calvariation/

@ Metaphase FISHEHTIZ & Zo;ﬁ:é@ﬁiﬁ%ﬁi@ﬁﬁ

o

£z

B

TS LT VAN ORER,EOFRE D LB
@ metaphase FISH fEFTRF A REAICS>NT, &
EGIDORFEIRT L1, BURDNAZ n—%25
—ZNR=2ZNLBIR L a—T7 L LT, Ao
—EEEIE S PBEREERIC OV TS F R E S
FHICHERZED TND,

Frio, 7/ Ao B©—3EmMEEL, 71V O
FEROZTIE, EEMAREDOREED & DI
MM L7 O0HEETE 2 2%, metaphase FISH
FENTIZ L 2 BB ORERBNLETH 5.
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@ WHSBEDZ ) L7 LA BT & BEi-RER
il

WHS o #EEER & LT, BEOEBEFTR, K
BEE, BHEDRERE, TuhA (EERE)
RERHDBD, FENLEFLIT o — MERIZX
DVELNTZERE, REOKEZTREL 32124
BLUCHEBRKRE L BIEL).
FEREEEMESL LTE, REVAINKEVIZ
E, ERHEREIHEOHEEIZHEMT 2EECH o .
£72 156Mb B2 2 KE R ETILBIE, B, I
BMEDEEESREVEMICH 2. —F, DIEAE
PHEDHEEIIMROHRE LV EL (18/15,87%), &
FEEIIR KV A X2 59 ASD,PDA 72 & bk
BIER b DR L o7z, TOMETTREAHHEL
LT, fEF 2128WTC, SREFREEOAIEL
AT, MIZEER CNV IIEFEERET, E8m0
BEEGEF (EXTUVEXT?) \CIiERPLx ) VU H
N OREIIRD R Moz, LEEEHRATOH -2
BEREFEORLELRTFN 4p REEHICHEEST S
RN IR (BlE1a).
BED QOL M LICEERLERIEERTH DTV
A& DEFEIZOWTIE, FEHEET 12/14 (86%)
THY, 95 83% (10/12) IZEMES L ITEER%
T, FEEREFNT 2 il b 5Mb LT DX EY A
ATHY, MIFL 2BREBVERZRDZ. B
FIIEpIEZFIBERIE Ty he—A STV ER,
3 METED LERIIUEEAICH -, T-BI
F U TLHY T (Na/KBr) OEANELT
WAFINEHR LN, AFEE CTOIET VI AES]
D OB, EF 13 1X LETMI &b DDIRMK
1.4Mb %&£ 729 8.8Mb D HFRIER K &M T -
7o, TR E T OEMA 1.4Mb DI DR EEF] T
WADHENBEI 246152 [South et al.,, 2008]
T Linb, LETMI Oz, WHSCR X W iEMLD%E
B (FGFRL17:2 E) 280 BEOERFNITVWHAD
BERICEEEZRIFTL TS A[EEEZ TR L (B
#1b).

® WHSIZ DWW T DFHRIRHL & FHINE

1) EREHRT A FTh BGeneReviews Japan <
http://grj.umin jp/> 2 FEE, WHSIZBET 2 5&HE
W (RRORE, HE, 2 - RE, B2, B
K&, &0HE, ~x—Y AV b, BRIV D v
7%) OFREETR - ET, ML TEHE LEZDI
Bl&feE, REE, 7/ 2o —¥EEE2HES 7RE
MDD 5 EEMREB S EHCEMBH L.

2) WMEERS/NR
B L7z,

EFEE L F—ICB W TERN K E

® 7/ ba b —HBEEEERITBIEERDHE
A 72 REAT

22q11 2R FFEMEREICTBVTC, #HE OFISHEE
RIEBFNTERI2VEFID, $95%1 \—mu&bgﬂé
TN DFISHREIL TRKERBD I I ERNC
DWNWTC, F ) hat—HEREORMNERBI o
SEl, 2q33.1FH DS ) b o B — 3 BE & BN
Db, ZOEBENOERLET, BIOEGROHREHF
&0, REFEOFRE &HEA LUWRRE Sz,
22q11.2 R FIEMREEOERIFER L LT, %iZovert’
HBEHEFEREBAEZRD 5EA8121E, 2933. 145/
REEGHEZZ 2 DVNERD Y, 22q11.2 K ELMERE
HOBEREREL L TEERKRETH D Z L 2VHH
L7=.

BRI OO R RE R ITEE R AEAR 22 & BV EE5E
WlrEEnd 7 u—7%RAW-FISHKE %2 £/ L
RUTNITHEEZWICE L RWVBENE N, EXRE
HREEZZ ATV D5HEE - FEHBHETH
2>Th, ERPOHEEBE CERVEFNHZ Z &
DEMIT L. BREEETED TS L SIT,
FEEELIL Y D RIEBERE, RNEEILT VY=~
BERE—%T27 ) ba—¥REENBRE I,
R/A:E—ﬁ@%ﬁ@,ﬁ%wﬁfﬁ%ﬁﬁﬁ@
ERBBICOEATHEZ ERERENT-&EL
%. [Genotype First] & LT, FEEZM T /20
REFEBEICK L CRINCER T EBRBEILS
JAET VAT CHDLEVWIBENRENTZ L%
E, DREICZBWTHERREEL LTS/ ATV
AT R T & D RHEET D 2 L OB EEE R
KFFRATZW. WHSO R 54, FEEZE SHh T
ROVEEORCEEMRRRE L, BREROEHE
BART5THY, BREROERIIEMZZET)
ETHEENSTHS.

D. £

FEEEE, Z< ORARERESERTIEERER
EREHN 7 40 —T v 70OEDICZZ L TVWEEL
Eo/NRBEEEOFEAOEMER IR 5 WHS
BERE XU EERBEROLNS, WHSOH A
FiX, F3L000HAIZOE Y THY, BEISLEE
DOWHSEERLBRE TIFEFN TS EHEFE L.
WHSERE « FiE, BIURIETHEMICE-T, &
PHEDOEEE, BREREOFETRNCETAER

HBOTERTHY, £F, BRERES ) Aoy

— B EMAL L OBEZ IR 5 70 DEH]



BRPEDOND ZEZHF LR, REEHIC
INE XN WHSEBEII2EF DA TH o7z, WEERE
E TCICEHOWHSESE - ZRORBHEHHZH I LT
NTHERR M BIE, AEEFHBEOFREHRMII 22
CHEMRSOELEEZ LML, BHSATWA
WWHSEANX E7ZEBEMICND EE X LN D. A0
FECEITIFONT T2/ N EOBEMER VR WESE
DEBEER (&) BRRESTT7re—8hT0n52
ENREZBNDBEYD, ILRPIBEOERIL, 4
BELRATTu—TFRNNELE LT,

WHS % & TeBEM O R R EFERE I ERFRER D
LEEWETEERKICEENS v —T E2 AWz FISH
BEZERLZTNIEEZSENICELRWEENRSE
WA, BREBEBEERZL AT I8 - B
B HEP LR SN MCA/MR BE &R O
WCRWT, FEEEILY b REER, KEELIT VY
Vv VEFER L BT A ) Ao B E IR
Hah, EfEThH- THERNOEEZK TE 2
WEFIRSHDZ OB EBZ BN, BCkEER
THEDTND X 91T, [Genotype First] & LT, —
%/ NERENERIER? S RSICHEEZR T2
WHS 2 &0HoBREEREZEY BEICHLT,
T LT VAN EERTHI LT, 7 b=
B R RBERERKTAI LT, £
EREBRREROEBRP A +070% < OREREFHIERE
HOBEORKRERERZRL, BRI LITEYR
ERICFEDDT, MBRIESGIHED TIHE L
LBEDOZ 30 —T v 72 REESETTHL7ZDIT Y,
ELIIEBEZORRBICESTA2DICL, A
ECEERBREL LT L7 LA i (i< A
sa7 LARE) 2EETEDEHEOBENEIEL
LURETHD.

(0, T LT VAR ETO Z&ICLY, o
BRI REREREE B2, WHSIZBWTIE, @D
BEREERLLTWEA Yy ARy BREFEELRND
T EBEA BN S N7 RIS R A BLRE .

RRFRIEGEEOZENI EBAHNTIC X » TiTh
nizo, REERETCIIZO—HLIBETSZ L
BTERNTED, BEIENR2WFARKEEETS
CHEESND.

FTRMEDRB T, BWRe SNRVIREEIE, W
DRENRKEL, BB SN ETITEELL DERL
BENRINDIEWLRD. AFEOHEIZLY,
RRFEEROBK AR T 5 L%, 2
REEEER &M S8, BRLBREEHOEIBIZS
RWRB. EBIZ, Fhab—KEBEEORRR, #H
HEDOLDTHRFHREIEDIREEIZ 2 DA REMENRH 5
HDRDN, de novo (ERER) LD L0TR

FICIEEBEZEZ N LD THD DN EAKEICT S
TENTE, MPAOREERRTHENTEE L
EBEZOND. T AT VA ETITEREEEDER
WIERNDTZEDOTERVWENTHHZ L ZH BN
WCTBZENRTEE.

WHS D7 ) 57 VA FETOFRER, RIEFERK
ELRDITON, EOHECHEMNERORENEEL
THERPRHDZENALNE o7, WHS 128
BN, REEE, BB TAMA, SRFE
DI, BRI D158 - F 7T HRSLETH Y,
BEPLEEOCAHIIREWDS, FRFEICOVWTD
FHRIT, MREOTRZOERICENTD.

WHS BT 2 fF izt & LTI, MEEEI| &
frx, ERE®RY A b GeneReviews Japan 1ZHERE
LCERITEREZHBEEHT21Eh, SFEX, RHEHL
Ea—DebDOXBBERELBEEB L. & 82 o
XHBRERTE 20T, 5, FHEMICHEN L, B,
BE - FiE - BERERTICERREZITO FETH
5.

T BT VA BEATII S R FIEERE O BRI RE
BRTHLP, EERBEROFMICIE, BESL
TEMET 5 BB O RS ¥ TR AR
THIEPBETHSD. L, 7/ Aot —HKEE
DREE, BFEBCEEINIELET, BIUFER
DORA & FEERERDOLRVWDCNV 22 E 5 5, @ 3 5
WEEBELCHMTIMNERDY, EBICF /) bat’
—EREE D REEERBRIC OV T HHERT DY
BRbD. T LT LA FENTEIN 2@ RIS
THDIZ, HEARAN CNV F—F _R—2 2R T 5
WERHD., AFFRERIZCEIY, —BRETHRACE
WTHBEDT ) La v —HEE2BELTEY,
AARNERZRIZT ) LT VA T %2 ET 55
DEBERZRTIENTE . AW WHS 1$2
0TI, tMOERTFHEFEEOBENIC HEST
BNALDOTHDBEELD.

E. &

T BT VA RRETIE, (EROYEARE TITHRE
TERWHHR S ) Ao —¥EE 2 HHTEREE
HEBOERICNAL A REERLRZWETHS.
T haC—HBE R RREVEGEROZENC
T BT VA FEWNIIBDO CERDTH BN, ERELRE
ROFBIROTZD, S GICARADOCNVICET A FHR
DEBRULETHD. 6T, BCKEEERDDF
J BT VAR (A 7 a7 LA QaikihE) 2
RIRE L LCEBTAEH & LT, BOEREE
DEFFEREZEDOND LY, 2ERETEEDS
WIRE R D EMMEREED D & L BT, FOMmR
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pE (e wwa| PRI con neme e SENT | an |TENE on B REFR BAMHE | HE | TOBBEANE
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6 | 16y/F 5.49 2ylm - SBEEODZP SRETEL BEESTR
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MEEE
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A. HFEER
7o T BNV oo R — v BB
(Wolf-Hirschhorn syndrome, 4 Z&¥e {580 /K 5
SEWERE, 4p £/ Y I —JERRE ; WHS) 23 18EMm
DYBEFEERELZHTH, HHVIIEERHTHE
EBWIZE > T RWERTERIERFEEE L, B
DELNTCBEOBRICT ) LT VAN (w471
TUAGEERE) FERL, BERRES LTF
AT VA RN R ERT HBREOERLLEZRE IS, B
B 72 F1ER KON ROFM A EIZ DWW TRETT 5.

B. #EFH
O FHphoe

FEEEICE | &t &, AMFEMICNEI N, &7
J LT VAR ERAWHSE S FZPE}E%D@%@{ZF
BEEREZETDH, HOVITXERRHE CTHERZE
Eofwﬁw%fﬁﬁrﬁﬁﬁﬁk,%ﬁwﬁ%h
TBEOBRORMM (~Y UM SH 5V ZEDTA
i) 2V uaE e L.

YU FARENT, —EET ) AT VAT BRI
Gentra Puregene Blood Kit (Qiagen) % HW T4

J 2 DNA ZHiH, 250~1000ng/ 1 BEICHE -
MBRTFL, —EE2REAESFEIC LD YRGEER
DEBPLERR>EHEAEICHEZ,

phytohemagglutlmn U L 7= 10%FBS I
RPMI1604 B8IRIT T 3~4 HEIEER, BEKT
1RRIRTIC 2L S F2EM, EOLTERILESR
0.075M (b U U AEIRIC CIEFRALERS, ERER A
Z ) —NVEIRICCEELABEZIT O REEEERE L
THEREF L. RAREERIE, —HoRE -8
WZOWTIE, K7 L7 Iﬂfﬁﬁ?ﬁuk LERRE S
EW LR CTHRESNL T b 00K Y 2351
THHWAA LK.

@ 7 LT VA fEMT
FEEEIZS| &%t %, NimbleGen CGX array
(SignatureChipOST™) (134829 oligo probes, hgl8)
(Roche) Z=MBv 7z,
WRLZEEB IR IO/ LNHO S /) A
DNAZ Y 7ADNAL, HHlOo—% LV 775
Y ADNAZ ZNENCybL Cy3D B2 BH @
RICTIT Vv HEF LT T A BBICTER, 7-VLE

— 13—




M EEIRE - HE LRI E CGX array - #&1E,
2~3HENA T IV XA RERT=ObIkE - 81X
72, MS200 Microarray Scanner (Roche) %
WTT v EDETa—TDEN T FA A=
ZH Y iAZ, NimbleScanY 7 MZ LW GGX7 7 A
JCEH L, BEROEN Y 7 b Genoglyphix®% |
LT, 7 o —8E{LEMET L.

< FRMTHE R DR >

BECBRHEENES ) hav—¥E %, M
BFEOEMRTHLHEYEDR, DEEOERER LS
BENH 5 (clinically significant) , 2)EF DEK
SE R & D B3 # X R # E (unclear clinically
significance) , 3)BEF DEERERITITFEL Tk
WEREMEA BV (thought to be benign) , DW§
AUCHE T 20 ONTC, EARMICTaR2EELE L
TFHl L 7=.

FEAEEBRICEEN2BET EEOHE, 7/
Labt—HEMORE S, BIUORKOERLIZE
BRI D72 25! (benign copy number variations:
bCNVs) & LTREGDHAHEIENOE I EEEL,

lclinically significant) %, B ShizF /) b=

vV — LB, ISCATHRE R Th 5 AN
mWHEZ & L72200kb Ll £ 2 v —$8i4> 53400kb
UEDave—HBNThHY, »o, DEEMOATRIE
BEHEOEMLEEE LTSN TND, 2) BRERE
BET 255 WIXEERRBEINDF ) Lo —#
B L L T Genoglyphix®<°, AL TW53
Database
Phenotype in Humans Using Ensembl Resources
(DECIPHER*) <°The International Standards

of Chromosomal Imbalance and

for Cytogenomic Arrays (ISCA*)IZE &SN TV 5,

HDNEFRIE L TEROBERENRD D, IEERE
K e DBEENRM OGN TV EEEETBEM LT
DEBTHDZ &R LEHEICTHM L.
lthought to be benign] DML, DARMFZEIZH
TINT2 2N BE OBICER LI=7 ) 57 LA fEHT
fER (BRER THAALOOBILL ) Z2EE L —
FRADTF — 22BN, RBigd 5FRULICRDE
FLCa =B ThL5E, DERERORNVE
MOEELZ ENHHALEES, 3z —H%E 1k
IR DK E ENISCATHIEER CTH D FTHEMEDE
VWHZ L L72200kbEA T @ = B — #5354 52400kb A
Toavr—#Emchy, »o, (1) ERNICERER
FEREBET 22 EBMBN TV D H DV ITEHENR
RBEINDIEBEETFREENTELT, »2(Q
Genoglyphix® , ISCA, Database of Genomic

Variants (DGV*™*) IZbCNVs® 5\ T LH L LT
BEERIDTVWLIERE —EH DV —R—F v
LTW5%EE Lz, 24EEICBIT2EREAD
bCNVsk L, BEICRDIZFEED S ) 53—
25{bix Tthought to be benign| & L7-.

LFEEYET lclinically significant] & % lthought
to be benign] & GFEEEETER NS ) Lo’
—HEFIZTOoOW T,
significance| & 5F{fi L 7=.

DBRT —H X—ADURL%Z L FIZRT.

*DECIPHER: http://decipher.sanger.ac.uk/

**ISCA: https://www.iscaconsortium.org/

***DGV: http!//projects.tcag.ca/variation/

[ unclear -clinically
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BEDOYT ) LT VAT CHRB LY b2y
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2) Tunclear clinically significance] & Z¥{fi L7~ &
HIZOWTIE, RIEICFISHET A E S R VWEE %
RE, BEANMICREBEBREROEROED
metaphase FISHfT 2 EET AL & L, EEIE
PLDEVERID bR LTz

metaphase FISHEATEMIZES L Ci, £ $EH
LI ENTS ) har—HRENLEESH
LLOEEEROBRICNER o -7 L LT, =
V—BEFEOHLEENICT —F vy e —T, H
—REE DI C—HREORVEKICa S b a—
7w — 7 % “Human 32K BAC Re-Array

( BACPAC Resources Center at Children's
Hospital Oakland Research Institute, United
States)” ODNAT A 7T U —nb@ER Lz, &2
= EERET AN I =7 Ly FEICTDNA
ZRH L7z, BEIZS U T, 2~4EEDDNAY 1 —
VEINENLERLIER O K KA E
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WT=y 7 RIVAL—v g VIEICEDIE#R L.
RELILTn—T Iy 2ABRE, ATARTTA
LR L REBFERCT 94, T4 2 —F %
—BR—BENA T Y F AKX, Bl BRE L, HEE
i (Zeiss) THEMLLEED D\ IIHEIEIE £
WRHE SNV T TVEBEL, 7/ rar—KR
LD P REERIC OV TR LT-.

(T E ~DEE)

FEMREZORBEEESICHE LEARSN=S ) A
T VAR E LT, 7 AT LA IO
metaphase FISHAZMT & 26 L7, FIEF OMEHTRE
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T LA, Te—707my O Standard
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