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http://grj.umin. jp/ > U ANV T BT 2R
— ERECBET A REER (RROFHE, 5
B, 22U - A, BB, BEREG, S0HE,
<X =V AV, BRIV EY VTR &
D,

2) UANT AT k= ERHOBE - F
Baxg s Li-mszEL, RERIZON
TOBEFOEREYRZITD.
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REoRzxE, BREFHRIZEEN 2E8ET, B
JOVRR DR EXEREBERDORNCN 2 E D
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D. &%
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SEG OBEE D HE S, 10004 H7-0, 2418
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MO D ERXFHERETHDL LHE L.
KREOERE T, WA IRVIREERE, W
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ERLRENZENDZ LI D.
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subject

D indication]| karyotype Array Results CNV susp CNY

14P WHS  |der(4)t(4:8) |loss 4pl6%, gain 8p23% ggg:‘;: é 7q3l. 1, 8pll. 23, 6p25.3, 8q23.3

15P WHS del (4) loss 4px 8pll.23, 8pll.1 8pl1l. 23
17P WHS del(4) loss 4p* 17q21. 32, 18pll, 32, 19pl2 12q13. 31, 16pl2.1
30P WHS del(4) loss 4px 8pll. 1 10g26. 3

5P Chr Abn |add(2q) gain 2ql6x, loss 2q17.3% #[8pli. 1, 11423.1, 14923.3 6p26. 3, 16pl12.1
19P Chr Abn |del{(2q) loss 2ql4%, loss 9q24. 1% 19p12
20P Chr Abn |del(4q) loss 4q34% 8pll.23

11P Chr Abn |[del(6q) loss 6ql16-21% 8qll. 22 6p25.3, 8pll.22, 16pl2.1

1P Chr Abn |add(11q) loss 11q24%, 11q25% # 4931.3, 7q31.1, 7q34, 9q23 8pil1. 23, 10qll.22
32P Chr Abn [mos i{12p) gain 12pl13% 12q24. 11 1q44, Xp22.33

10P Chr Abn |mos del(13q) [loss 13q13-31x% 4436, 16pl2.2 6p25. 3

18P Chr Abn |del(13q) loss 13q22-32% 8pll, 1, 19pl2 16pl2. 1

12P Chr Abn |add(17p) gain 7pter%, 17pterkx # 8p23. 3-23.2, 9pl13.3, 16p2l
28P MCA/MR |46, XX loss 1p21%, gain 17q12 13;3,?‘213’ lipll.2, 17pl3.3, 12p13. 31, Xq28

6P MCA/MR 486, XX gain 1q43% 19p12 6p25. 3, 8pll, 23, Xp22.33

25P MCA/MR |46, XX gain 8p23. 2% 19pl12 6p25. 3, Xp22.33, Xq28

39P MCA/MR |46, XY loss 13q3t 11pl5, 11pl4.3, 18q¢23 16pl12. 1, Xp22.33

42p MCA/MR |46, XY logs 17pll.2 3pll. 1, 8qll.23 1q44, 16pl3. 1, Xp22.33
27p MCA/MR |46, XX 1g21. 3, 14¢32.33, 19pl2 6p256. 3, 10g26.3, Xp22.33

ap MCA/MR |46, XX 3323231 opl5. 33, 10a24.32, g5 3

29p MCA/MR |46, XY ?323333 Sggilﬁ‘gf 2 8111 110411, 22, 10a26.3, 16p12.1, Xq28
43P MCA/MR 146, XX 3pl2.3, 6p2l.1, 18ql12.3, 19pl2]|lq44, 12p13.31, Xq28

9P MCA/MR |48, XY 4p16.3, 14q32.33, 21q22.3 10ql1. 22, Xp22.33, Xq28

23P MCA/MR |48, XY 6ql4, 14q21.1 12p13. 31, 1i6pl2.1, Xp2Z, 33

38pP MCA/MR |46, XX Tp22.3, 7q36.2, 9p24.3 14q11. 2, 16pl2.1, Xp28
36P MCA/MR |46, XX 7p22.3, 13ql2, 19pl2 8pll. 23, 12ql2, 16pi12,1, Xq28
37P MCA/MR |46, XY Tp22.3 12p13. 31, 17q21.31, Xp22,33
13P MCA/MR |46, XX 9g31. 1, 19pl2 6p256.3, 16p12.1, Xp22.33, Xq28
2p MCA/MR 146, XX 12q24. 11 1q44, 6p25.3
18P MCA/MR 146, XX 13934 6p25.3, 10926.3, 16pl2.1

24P MCA/MR 148, XY 16q24. 1, 16p13.2 8pll. 23
22p MCA/MR 148, XY 15q24. 1, Xqll.1 8p11.23, 16pi2, 1, Xp22.33, Xq28
8P MCA/MR 486, XX 19p12, 19p13.3 14q11.2, 16p12.1, Xq28

41P MCA/MR |46, XX 19p12 1qd44, 6p25.3, Xp22.33

26P MCA/MR |46, XX 19p12 1q44, 6p25.3, Xp22.33, Xq28
21P MCA/MR |46, XX 19p12 6p25.3, Xq28

34P MCA/MR 1486, XX 19p12 8pll. 23, Xq28
33p MCA/MR |46, XY )l(ggg, 32;)25. 3, 8pll.23, 16pl2.1,
44p MCA/MR |46, XY 1q44, 6p25.3, 16pl2.1, Xp22.33,
Xq28
i MCA/MR |46, XX 6p25. 3

WHS: Wolf-Hirschhorn syndrome, Chr Abn: Chromosomal Abnormality, MAC/MR: multiple congenital anormalies/mental retardation

% >1Mb gain or loss, #:

suspect complex chromosomal rearrangements
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(5 RJ gensReviawsiogan  http:/ /grj.umin jp
Wolf- Hirschhorn fE{& &

(Wolf- Hirschhorn Syndrome)
[4p- Syndrome, Del(4p) Syndrome, Monosomy 4p, include :Pitt-Rogers-Danks Syndrome }

GeneReview ¥ : Agatino Battaglia , MD; John C Carey, MD; Tracy J Wright, PhD. .
AASRE . EHNS (ENAYELTHERRBEGCFSRE) , BREX (EBNKEEFETMERRARTTF2HEN)
GeneReview SRREHH: 2009.3.24. HAERSEMEEHH: : 2010.1.18.

B3 Wolf- Hirschhorn Syndrome

KEORN

Wolf- Hirschhorn fEMREE (WHS) (%, ZLIRHAICIE, ROLS HHAMNLAFEBAAORREEL TV "FU v RTOAN
Ay M LHRENDE GIEHICHEIELEVERE) | NRE. SOAMENEREULER . IREME . NIRAER . S<5R
DBE. EOWAR, FTEAWVEDR ., NEE. BEFEOREEH > LEMEER, IXTORELCENT., FEAL LRIV N
ERbHE<RERE . HRRET. BLUSEIENEEOREES/MUBESRDHOND . FOIANS0 ~100%DEEIC
BHond, TOM. BREE (60 ~70%) . £XMLESE (30 ~50%) . BERE (FLALOBREEEN) (40%LL
b)) . REEER (25%) . MOBERE (33%) SRHOND .

Zh - BE

WHSOZHR 24 MR, RERE, B EHRGEEH, ER#ICL UL BIN, Wolf- Hirschhorn Critical

Region (WHCR, WHSOEE4HE, 4p16) OREERIET DI LICKYVREBMSGRIND. (EROMIBBREFHI Uv—5F
OGS E S BEESRE) Tl . WHS BB REDE0 ~70% (HBWMEH - ELMRN) UMRETERZNA

WHCR (Wolf- Hirschhorn Critical Region ; WHS®D & {EfAis) DT O—TEBWEFISHETIZOS %L L2 ®(ETES . BREIIE
RREE LTRETHETHS. FLAEDRED. HhORBEIEEREEZELIEVRE (WhWABMERE) 28750 . &R
RABRBE . 4p-THFA 5 . THESRBERECHRT ZRERBELE V> LRULRBEBERTZETIHELH D,

BERATR A

WHSEET3BEDRRELTIIRDLSBBDONHS : UNEYUTF—al, BE-IIa=T—>3 UEEEYA ERE,
BRI NI T AN T OBRS, TADAREICHT BV YST7EE VRS, BAREICNT S Haberman feeder”
 IBEWE, and/ or SN, BREY, REMER, EXMOESR, BLUBNRECHLTRE, RENLTT7SHRSH
5.

BEAD YT

WHS 1. W< ODPDOREMBEO—DICEDZ4p16[CBETAWHSEEFEMNRET DI LICK>TRETS . ¥W7SKDEE
MFREDAp16REE . HI12%DBENBRIBLREXLLOBENEVBEREE . TLTHI3%ORENIROUHRAEK
BlrhRTAFRYEREEGEEICLD4p16REEETS . BRYRIBIREDBEFHURFEICI>TRAS . BSRBEEER
BEDOREETHIEADN>TWRIBE . HERRHIIIEBARNICRIETS S .

WHSOZHR I 45a iR, RERE, BeHEHREES, ERCIYEVSHEN, Wolf- Hirschhorn Critical

— 192 —
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Region (WHCR, WHSOE{ESEIE, 4p16) DREAZBRUT I LICKYBERKNEEND.
# YA T3 BAS D454

WHSZ 5 A DR ILE# & T L, ThENOBICE U TRENA/S — %27 5[Battaglia et al 2000]. EitL
DREHICIE., “FUIPETOALAY ME EHFENB801 GIERBICESTHELVARRE) SPEENS. Chid. TRT
DEETHENSNMNEICRSONZH . BEMICIIBIALRL<ES , hOWBHAAORMICIE . MEE. BOAMEBEREL
B . RIS . ARATVE . S<BROBE. VAT . TEAWED ., MEE. BREOREEM O LEMERML
SEND .

FERICHEY . HERBHR<ARBELZLTOBRELEVTROLNS,

EeDIREOREES BHESI, 2TORFLENTEDHOLND. HBRETELVELLTTRICROSNIHBRETR
B, TRTOBEICHRZIND,

B B

ARG 2NRE EROMBBGCENST U —F o0 GRRiLESBESREE) TIH . WHS BED#G60 ~70%(CEWVT

4p16& ALABLERERERMBOREERETES . FLALOREN . hORBFBEREEADRVRE (WO S B
mRE) #BTHH . BRIBRES , p-TEY M0 . THEVHEGECHRTIRELBEL V> EERLBREEABEREZ
FT558b55.

BN ICHRBRTE ARASFOTHERBEREICART RERBRICROSNEINEI NME . HFHRIBEENFELC
VMR TZSRERNHS .

HTFAATEEEOFISHR O Y—=0F (3 . RE4BREABERATT D0, BELRLEBE, RABELHLHVAEX
TH3 . GEFOES (GEFIOAZHEY 7FOATZHEBICHELTNS) | YTTFAOATZRBORS V-V ICXVERE
CBHZHOI—FADREAXHRETES

SKYi% (Spectral Karyotyping) £7=13M-FISHiZZRWAZ &Ick Y, WROMIBBEFRNAZCEVTHIMEBSM4plTHt
ZELTWAZ ENHBINAEHICEITSHMBLORENSTTREL LS,

BIEFHIRE

AR F. Wolf- Hirschhorn Critical Region (WHCR, WHSOE{ESEIR, 4p16) DXR%A, Wolf- Hirschhorn  fE&RE#ICE VT
MENTWSH—DFRETHS.

ARG TR TE ARADSBEOTHERAERECHAR T ZRELBECHDHOSNINES M. FFHEBBEFHFEIC
FURATXZTEERNHD . FISHC LB TFOATHEBICBIIBZREDRIU—ZFE . SHRBBERRELOICEN
HETHAD , GEGADOBE (GEFOASHIIYITOATHERICASLTNDS) | $T7TAATHEEORIV-—ZJICL
YEEBICEHZH O —FORBEALEIETES ., EROMIBREENTECSEVTHRMBBAS4pICHBEL TVS I LMNTESH
=8TlE . SKYiE (Spectral Karyotyping ) E/=(3M-FISHEMSIMBAORZEICERENIBENHS .

EKICBSHA
B
A BT

o [RKRIRE

FISH (fluorescence in situ hybridization) : WHSOEERIRTH ZWHCRO2MENEEL 70— (WHSCR probe, LPU 009,
Cytocell Ltd) #RWAFISHEICEY . ISBLLLDBHICEVWTRENRDHONS .

o LIFIBLWSATWE FO—TEIWHCROAICH DD TEIEBMOBRE LS TAHENSH S .
o H/FOATHEBZOIO—TFy FSAVSNEIBRIE PRIBREEZREL TSNS D
o ‘i /EEMRAT V) L/ IRRE, S EN/DNAZ4p16.3DHEHHURICEABBACH O— 2 D/RIVITNA
TUTAXEHBZEICKY, PRBREESUREARKERBT I LN TES. COFERICHBIFS/0-2
Ty TOMAFRLONELEFE v v TREEEYIAOMEBBROGIFICAZhd L, BPOBHTHSR
KOTFEOZEIZIITATHS.

2 1 Wolf- Hirschhorn fEMRE$ ICH LS W5 BEFEHIRE
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BE BENB K% BB Bz
REASH 4p16 3DRK ~60-70% o
FISH! /%R - B2 WHCRD R 4% >95% ik~ — z [Testing]

1. WHSCR probe (Catalogue Number LPU 009, Cytocell, Ltd) Z &M

2. # ADNAD Y=o TV ABHTIIBS ICIIBRETERVRK /BEEZRNTIRE : TEPCRE, V744 ALPCR
i&, multiplex ligation-dependent probe amplification (MLPA)i%, $%WM3 T LA CCGHER Ed42 BT ENBAN SN
5.

BEOREE
WHSZEE S 2T RTOBEICH LT, TROREZTOENRAETHS.

o AFOWREPEMUBERYE RRREEA . THHIEELRE) 2RETICOHDBERBERE

o WHCRESOLWIREERIBT DODFISHD 5 W\ IRE /EREHR
HL, BPETHAE., YTTAOATHEEOFISHR S U—~=2, 3037 VACGHICLY, WHCROR KRS GRE
BICLDHDONESDERETH LN TES.

BEECBELRE

RauchS it . HHMICWHSOEER (BRICEEUTEGE . WHSOEEIR LORH . MELEPNRELRELCEEREER) &
RLTHY . WHCR ICBRB L 7= de novo D/NE R FRBREEH TS BEEZMOTHELL .

59733

LIgi Rz BERLEEZ 5N TL\=WHSEPitt-Rogers Danks fEfRE# (PRDS) (3, RETIL 1 DOERBOBERMANRS b5 A
THDHEBHEINTWS,

Pitt-Rogers- Danks syndrome (PRDS) (£, 19844 [CFEAREBE . EHK . DEE . BHNER . HHEF. FOhAZ
5T248E (5E2AEHK) SLTHEENE . 12F% . ClemensS (E OB LK V2ADKBREBEICEVVTWHSTH
ShA0ERCApRMEBOMNIREER LKL . PRDOSEWHSE (L, BERROY A ABLUVRRUSHBLTEY . BA—E
BEOBEERNARY FSATEHAELWMEEXLSNTNS,

HAME WHS WHSICEB S BERRER D MIRAE £ R2 ISR .
#:2 WHSICHIT BERAREIRD HIRAR

SABE AEIR
HHMER (RRZEOHEZER)
FERRETEL HERORREE
BB

BRERIET

BEEET
FONhA/BREOKMRRR
BREE

>75%

~NoO AR W -

REOEL (NEE ; KBEEH R UL
BRERY

EREPERTE D FEXIFR

IREGT=

BHORE

misRIA

50 ~75%

ouv b wWwnN —

BhEE
EXRMEORE

. R/RHERE
. OBR/OEH

BHow =

http://grj.umin.jp/grj/whs.htm —1l4- ~—3/3/9
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25 ~50% 5. HERBEE
6. BMOMERS
7. EEMLLETTE) (FEEODEISLCE ., FE1L< D50

CE . ERBLCE)
LITOLD I8k
1. BE
2. mBm
3. ML
25%
< 4. W

5. &
6. B
7. KB

HEBRDOHREE : WHSZHDIRTOERER . BVBIRNF—LEAOBEREIT>TVTSH ., ELLWFERNREBE., BE
BROESR. GEEMAREELT,

BHER  WHSEH DBELIEEOMMREEFZ22L . BMNTEY, REROIAZI 17— a rEMLMELLOE—BY
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