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7| 18y/F 6.92 typical | -5.1/-25 | g0 - PS BERR BT BER NI PEE| HCho, BRE
8 | 2yM 751 typical | —47/-45 NI - - NI NI -
10| /M 8.77 typical | -45/-39 | Tube | +(toP) [ PDA - - - -
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16 | 18y/F (0.834?—.1645) typical | -53/-38 | &0 - ASD | BIERMH-BAE | EEEBAFS NI - &Cho
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viewslopag, hitp:/ /griumin.jp

Wolf- leschhorn REREE
(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. .
BAERE  HEMC (ENARZEZHMERREGTFLEDR) , GBS (ENAFEXTHERREGFZER)
GeneReview R#EEH H: 2009.3.24. AARZBEREELELHH: : 2010.1.18.

B3 Wolf- Hirschhorn Syndrome

E2
EEOFE

Wolf- Hirschhorn fEf&8 (WHS) (3. RIEEICIE, ROLS HHENAFHHEAOCEEESLTVS : “FUS v E+DOAIL
Ay bR LD e (FIEEBICRBAVERRE) | MEE. SVMEREERELAER . REMEE. NRASRE. S5<2
ROBEE. BOUAR. T2EWCOR ., NEE. BABOEBEM > -ENMEFRRK. ?"\TUD$%L2&L\T FEANSIRE
VIPEROH<HRREE . HERET . BLUSETEABREOREES/MBEZSTOENS . (FONABS0 ~100%DE
EICRDOND ., £ . BEEE (60 ~70%) . £XMLESE (30 ~50%) . E?;EK%% ([FLAEDBREE)
(40%LLE) | FREEEHZ (25%) | BIOBERE (33/) PROHEND .

=k - &%

WHSDRZ B4R/ EESR, RREE, BHuEshiEEs, TRBCLUELS BN, Wolf- Hirschhorn Critical

Region (WHCR, WHS®E{EEE, 4p16) DREERETHZELICEUBEZHMALEINS. EROMBLBEGEENSR UL—F
YOCRFEELERERRE) TIE. WHS[CBIFEREDE0 ~70% (HBNEH> &) LHBRETEIRNA .

WHCR (Wolf- Hirschhorn Critical Region ; WHSDE{ESER) D7 O0—7 & BUWVEFISHEATIHOSBLU L #BRETES , BE(ILE
KREELUTREARETHS. FEAEDBEDN . thORBEEEREE4ELAVRE (WhBBHAKRK) 28358 . B
WABZEHE ., 4p-EYM 4 . THEUEEREICHRET ZRELEERE \> A ES M ACRIELEREEETIIESHHS .,

BEROIZIZAC

WHSZBTEHBEBEDERLLTRRDLSBBDONHS : UNEUF— 3, EEF-AIa=45—arEitd /S8, 3
HENNEECHT SN IIVTOBIRE, TADARECHT IRV Y STEE RS, ERABEICT S Haberman feeder”

, BERE, and/ or BEER. BBEE, BHNER, £EXMIESE, BLUBEAEZCHLTIE, SENET7AERSH
3.

BEADEYT

WHS (3. WSO DEENBRFO—DICEDE4p16ICBET HZWHSEEESARET A EICL>TRETS ., WIS%DEE
DHRDAP16REE . M12%DBEN/RRIBLEAZEOHEEDVEIMVEERES . 2L THI3%DEENSEOHEEREE R
EEICHET 2R ERBEELREICL 54p16REEET S . ﬁ?%‘)Zﬁ(iﬁ(%@iﬁﬁ?ﬂ’ﬂ%f?!&ta’(i&% o BOLEGHEER
BORRETHS LMD D>TNDIHE . BEMNBHIEERNICTRETS S .

w;»

2

RERESER

b

WHSDOZERI4S RN/ EESR, RERE, BHESREER, BRBICLUEWSEEN, Wolf- Hirschhorn Critical

http://grj.umin.jp/grj/whs.htm 1/9 ~—
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Region (WHCR, WHSOZEEREIR, 4p16) ORKZERILT S ZLICLURERKINBAENS.
LtCh N PANE EIHOR S 4

WHSZ 5 B ADERIR [LF# S £ ICZEEL, TNENOREAICIEC TREMNZ/S — & 27 5 [Battaglia et al 2000]. EER L
DFBICE . “FUPELTOANILAY MR LIFENDR20F FIERICERTHEEVEE) HEEND . INlE. IXT
DEETHENSPNERICROOoNSA . BEHICEBELKELES , hOBESERORMICE . NEE. SOAEHLEEL
ER . REREE . FRBEVLE . S<SROBE. BLUAT ., T2@EWLVEO ., NEE .. BAEEOREE M > EEMERRH
2END .

FEAICKEY . BEROHE<HEREILTOEECENT 3 ROOLND .

B4 DREORZET /BMERIT, 2TORELENTROO5NS. HRERETELUELLTTRICRDSNIGRERR
B, TRTOBEICHE=NS,

B =&

IR EMRE EROMBERENSIT O—F 20 CRREERLEHEESLEER) Tl . WHS BEEDHG0 ~70%(CE T
4p16EBUABLEBRERERMBOREKERETES , FEAEDEEDN . hORBAERBEEREETE4DAIVRE (Wb BB
BREK) 2FTEH . RI4BEEE . 4p-EV1 5 . FEEREEGEICHETIRELEHE V2B LEBRIBEERE %
ET3H86H5 .

HIEGENICBRRTEAREDPHFEOAHEIEEGEEICHET ARELEBEICROOSNINEINIT . D FHBEEENTERIC
FUERTEAT0ELHS .

PT7TFOATHEBOFISHROU—=2 013 | RE4BRBEERTETS/200, BELKRHEBE, BEELHICEVAE
Thb . LEFAOHE EGEFORZHEIVITTFOATHERICBELTNS) | YTFAATHEEORIY -2 5Tk UEREER
ICBEHhBHI—ADREEFBREIETES .

SKYi% (Spectral Karyotyping ) E£7/ZEM-FISHEZRAWA I LTk Y, REROMHIEEGFENAZCEVTHINEBE M 4pITfT
BELTWBZENRBREINFHICBITBFFMBLORENFEERS ,

e

i={REF. Wolf- Hirschhorn Critical Region (WHCR, WHSODE {4, 4p16) D&R%&H, Wolf- Hirschhorn FEIEEECHNT
HONTOWAH—DERTHS.

HRECENICHETESREPBPORHEEBEGREZCHET 2 RELEBERICEDSNINEI ML . P FHEBEENFEIC
KVHERTERMRENIHS . FISHICELBZ Y TTFOXATHEEICEFEIREDR Y- FF . EOEDREFRELSICHN
HETHAD . GBEFIOHZRE EGEFAORZHITITTFOATHEEICBELTWS) | 4 7FAATHEEOR S Y- F &
UEREEICBID A B O —ADEBERORETES . EROMBEBELRENAZCEVTHNBAMN4pICHBE LTS I ENBERIN
7=BTld . SKYiE (Spectral Karyotyping ) E£7/=IIM-FISHESFMEIB S DBEEICERENBBEELH S,

EBERICBIT57A

HARTR
o FRIRIRE

FISH (fluorescence in situ hybridization) : WHSOE{E#EE TH SWHCRO£MEHEEL 70— (WHSCR probe, LPU 009,
Cytocell Ltd) ZRW/=FISHIEIZLY | 95/L1J:0)$%L SWTRERDPRDLEND .

o LIFTAWLWSNTIVE FH—FIZWHCROMZH 2D THIEHDEREH /5T RAIBERLH S .
o YUFOATFMEHROTO—-T7Fy FPBEVWLNAEAIE PRSMREERELTHEENSH S
o Rk /EHEMEF U /BRSSO X N/DNAZ 4P 6.3 DBEREIRICAN BBACY O— Y D/SRIVITNA
TVIAXEHBHEICLY, PHBREEZEORELARKRERETIIENTES. ZOEEICEIF570—2
Ry TDEARDPDNSEF v v TIZERATBEADMBEROGBITICAZ M LAEND, BYWOBMNTHBKR
ROBEEDZERICIZTTHTHS.

# 1 Wolf- Hirschhorn fE{&E [CA W SN 3 BLFHRE

s

http://grj.umin.jp/grj/whs.htm 2/9 R—Y

— 94—



Wolf- Hirschhorn JE{&g 12/05/19 20:12

e 4p16 3DRE T <60-70% AN —X
FISH' /sk - BHARHT WHCRDR 5% >95% gk~ — 2 [Testing]

1. WHSCR probe (Catalogue Number LPU 009, Cytocell, Ltd) Z{&EF8
2. 5/ ADNAD > — U TV AR TIIBRBICIIBRHTEARVWRE /EEERETIRE | E2PCRE, U 77 A4 APCRIZE,
multiplex ligation-dependent probe amplification (MLPA);%, %3 M3 7 LA CGHER E#4 A EABLSNS.

BEORENE
WHSZRES 2T RN TDEFZECHL T, TROREETIIELNRYETHS.

o REVWRAPEMUBERE RREEH . THELAEEE) 2RET3ODBELEGFRE

o WHCREZSUHWIRERERLT BDDFISHH 3 W\ 3R %K/ EERF
L, RETHNIE. YTTFOXATREEDFISHRO U—~=24, $23 037 LACGHIZL Y, WHCRDR LN TIE R
BICLBBDMESNERETHIEMNTES.

ETHICEELRS

Rauch513 . BARICWHSOER (BFRICIELTEGE . WHSOEH OB . MBI EFNREECEEL-SEREEE) %
RUTHY . WHCR ICRRFE L7z de novo D/NSahRBISREEE TS BEENOTRELE,

()73

LIpi3 R 5KEE £ EZ SN TV EWHS &Pitt-Rogers Danks fEfEEE (PRDS) [, HETIZ 1 DDOEBREDEERBANRY S A
THDEREBEINTINS .

Pitt-Rogers- Danks syndrome (PRDS) (%, 1984% [CFERHKEERE . ESE . /NEE . $4U0NER . B5HEE . (TUOhAE
BFIB48E OB2AEHK) LLTRESNEZ . 125% . ClemensS (I LDOMHEE L U2 ADKRBERECBVTWHSTH S
NA0 LR UApEMEOBNREEZRNE L . PROSEWHS & (E . BEEEHOY A XBLVOEHRASHBELTHY . B—EE
BOBEKRP\ANRS PSS ATEREWNEEZEZSNTNS,

HERZ WHS WHSICE 1T BERRAEIRD HIEEE R2ICRYT .
&2 WHSICHEIT BERRAEIRD HIRBEE

S AR
MR (ERZEOEESR)
FEARBEL HEBORERE
RS

. BHERET

. BEEET

[FOhA BEORERE
HARE

>75%

No G s wN -

BREOZE (NEE; KBRE ZRUEES)
BRER

SRERERE D IEXIHR

IRIE T =

. HDEE

. FUERIE

50 ~75%

ouhwn —

EHEE
FERMELRE
R/ HRAEERE
AER/OEH
HERIRBRES
HOBERE

25 ~50%

Ut W

http://grj.umin.jp/grj/whs.htm 3/9 m—Y
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7. BEMELETTE (FEESLOMLSE FEELSKDIAL
<& EhaL<E)

TTFoL> a5

BT i
LR
HLE
L
R
fif
RENAR

<25%

Noohs N

HERDRRES : WHSZHDIRTOERENG . BAIRLF—LEAOERZT>TOTS . ELOWFERREEE . B4
BOBESR . FEENTREE/LT .

BHIER WHSEZH DEEEIEEDMMREEEFFEL . EHNTE2Y, REROIAI 24— 3 UEITUMEARNE—1BH
CEDLNTNEY . REDEBRTIIHMBEADESDIRYKRE NI EMBESMT/E >/, Battaglia &CareylCEniE . FE9RE
BRFOEEIRE (8%) . #EFE (25%) . EE (67%) Thofz. LEN>T, BEDZSO—EREN DS PEEDRBHIE
FERLTNWBI LS. BER ., BEALDOBETEREE (k. 9. xAE]D) FEE2BTHDOFIRONSS . 6%DEE
TIREXDUNIVIELZ . BREE, $HAEXXER (KR CERSNTWAELSTHS, AZa=4—2aryLiEVNENSERIEF
ENWEDBEBILHDELOITHY . BRUFERYDLNA—RM) —FEOTETEFICHE>TIN ,

#10%DBEN . BES ~14mOBIC., BROK - E£3> bO—ILTEDLSIHD . 2~12RETIC, 25%IFMIILT
. 20%13 XA ZERLUTHTAREELD (BHOETASUDBEEHFTTS) . H30XDEESEROEETITHTESLSIC
2% BEZTS (10%32<HAT) | BEREBKETS (20%) . BHARAOEEZEZITS . ETOEBCEVT, ¥o
KUTHBD . BRGESDPRON . REZAONTELIVBRFLREEZ LTS,

[FONAIZ 50 ~100BDEBEEICESND . BIEIZABRS ~23L&ZFXFETHBN . ARI ~108BDHZL, (FLVhADIINSY —
IE. FAEOBMAKETH - /2Y | BEETH U . ZRESRIEE#E > EUEDRN- Y . BRSSO SEHOBERRE
ThofeY, LIEIETHD . BRMNVEERBIENSZ N, BRL ., 159ULEHETEIELHD ., 58BDEEICHEINT
FONABBERESRDOND , 60%BLULDEET . 1~5FOBICIERBNARBRECRET S . $PH8ICzayO—
WHORHELZEED DY, BYRRERICEVETAICLAN > THRTZERSHS. [FhAlL, 33%DEETIE2 ~135KE
TICLEEY | 17%DBETIIREN LI N TN,

70%DFEICENT . BoLPERREEENZRDONE.,

BEREEDORRI . HFERET . OEOERBLVENICHELARTOOELS . BTHA EHFRICESEE., FLTS
REYRLETHS . BEREERIEBETEI—BHNTHSHS, WHSEETEIEHKEL TEETEY, ChAGEENTRELY
Nk R EDRR LS.

BREF L LT, HESFELCHESFTEREAE . BROFLRIBELAME . ARE . BF 2L, BED60 ~70%ICRD
5n% .

RENEF L LT, SR, S2REMHE, REK - {8 10R—<, BEFLEEERZESRO—BRNIEDOTHS. HEEE
ETSREBOEREESFL2ROOND . BARITEREE R LM55 .

EFRE. AEOKSE . ARCHEIS2REE (HECRONDEFTRET ., ERPIRROIEFETHELTWSZD . BED
BELCKESLPORS . REFFEELCENENSHD) | <EROE . EOBRYMOBRRALE Mo /~EF OHHEEN
S50%LlLDBEICHLOND .

FERMELREIIN S0%ICRON . BEIEHLRETHS . ROEELSVOR . LEFRRE 27%) THY . HUL\TZ
DISEHENIRIRE . LEPRRE . BIRERE . KBRAHAETE ., 770-NOBETHS .

HifERIE (IgA DIgG2Y 7o S RRIE ., Bk IgA RiE . ZHEHEORICEE) 169%([CBHOHN . RIEHOERISHKLAFEPHE
ROBRETIERWDEZEZOENTINS

http://grj.umin.jp/grj/whs.htm 4/9 R—=Y
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EMFZORENP2HIOBETHRESINTNS. —FIIETETHEAOMMKEIETHY, b5 —BIIEHY V/HANKETHS.

HIE (FEAEDZEIIEENE) P40%DEBICEDOLND, BREHHEENLE LHT7HICHEEINTINS, HELANEDLER
MERESENEZEICHARLTNA LS THS.

SEIERRBFEN 25%DEBEICEOND . BEER. OSBERMERE EHE . oligomeganephroma (70 VD
DEXRTOVEBEYOBERICLIVEHEMITIONIBELR) . BHEE. BORGEY . BHiAR . BEESERE .,
oligomeganephroma (FIEBHBRELEBIRTS . INSOFHON DOMIEHRESEESHTS .,

FRETHEFBENGSO0XDERFICHLONS
FEEER . BRERSZRAIICRESNATNS,

FIRBEROBERS L 1/308B(CRDONE . FOL OFITHREIEB(LAEZEN, =52, &iﬁl(ﬁﬂf“li . CEHoOBERD
« WAVMNERBREOSUIWMEER, BEREES 655 . OFHEELT . MEORIMEE (> -HERRK .
arhinencephaly (BSfE) . 7V EVAOHEEOER . NEMEDERE - BEERASREIN TS,

EEROBEL . AYNBHICROSNDD , BRICHRTES,
SETELEDMDERRENVBOBETHREESATNS,

ERECEEBOBESE

WHSICBITBERRMZHRMEEHET S0 . 4pREDYA R EBHREROEEELOBOBEESTFRSATEL,
Wieczorek 5 & Zollono S505FhEh . ﬁﬁﬁ\aﬁf&ﬁét\fimﬁ@-lﬁ{K B - RIFBDERE 2RULAN . 5 UEBETANEE
TR D H S . Meloni 5IEEEDOBHEFEHFDHENAEKDOBETHFISHTCUMRETER VB REEETEIES
Y. BCEROREERE THRRETEIREVWREREFTACHDIPOOTRE ~hEEOBHESE2T 30D TASHES /T
WMEEDHBEBRRTNDS , LLEMS | REDY A XEBHREREDBICEEZANEHIIESNS .,

SPIIHBRETH S LEZXONTVEY, BEEORBETEES ZEFRTHOMY, BEIEIASARENSERTH o =5mHH
WESN, WHSORRHNZHREEZERTSDICIE, REFBHEOAESIEERERTHEARLELHS.

RAEDES

WHS & Pitt-Rogers-Danks fER#E & 13, RUEZEREBETHDEEZONTWES, RETIE, —DOEREOBERINRS RSAT
HBEREENTNS.

SHEE

fEsk . WHSOBEEEISH 1 /50,0004 R (R : BlE=2:1) LahThEE, LHAL., BREhTEY . BEshTg
WEBHNSIENS | SHERS>LBOLHERNEINS,

ERIEZ
FRIES ApRE ApDHHEWREEFT S HHARESINTNS , CHEODORELBSWHSOSEE S LU HIEMD4p12-p16
8L, INEWHSEIZRAL D 3 UEERETHS .

WHSORZRE WHSOBRERBICEREHENTSHSH . UTORELEETIERSHE-OCELINIIBENHS .,

o Seckel fEfRE (FEARBEE . RPERDORERE . INFEE. BOKBIELOLS e 128)

e CHARGEES (DOKR—~7 ., EXMLER . KEEE . MEE . BRERR . ENER /%) 13, COH7 OZRIC
BRLTWS.

o Smith- Lemli-Opitz fEf&%#% (SLOS) (3, HAERBORREE. NEE. DSENSEEORBES | SRASH, IS
ﬁ,ﬁ\fﬁfﬁﬂ’]'{‘c‘ﬁé FRELUTIL, SHMAREER, EXRMEOVERE, HREERER (BROBE) , @gMsiEsE, |l - ISk

BEMRENSD. SLOSOEREIL, 7-dehydrochlesteral reductase DEEERERIBTH D. AT EREGS HIBGEES

, ZEISERRIICE DN, mH7-dehydrochlesteraliE D _EH & 7-dehydrochlesteral : 3 L XFA—/LHD F 85

http://grj.umin.jp/grj/whs.htm 5/9 R—Y
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HENBZEIckULENS. EEBEFCTHABDHCR7DERBIFICL DD TFELCENBRENZRARETHS.

o Opitz -GBB fE{REE DS HII4S AN/ EESR (MIRMERE, FIZEZEH, widow’ s peak, IBIEWE2E, FiMES27) , BE- K
E-BEORY, £iER - REBRFE RETHE, £8BE, —ZoBZE /TEREER) RETHS. NS50XDEZFICE BR
BE /RERFEOBR /OBRADNAENS. S0BLUTOEEICALGNSIFREE LTI, EXRELEE, ST - EATEL
F9, BRREIBOEFH (Dandy-WalkerFfz, BREXIE - EFRK, DHRIBOKRE - BEK) 2ENHD. BENEEELD
U, XEHMIMDIOZENFERTHY, BLREHFEMEEEREL, 22911.2[CEHL TS,

e Malpuech FE{REF D45H(E, REEE . WRER . AVEER. SVSRKROBE .. HHRREFE, BEABEELETH
5.

o Lowry-MacLeanfE{&Ef D45#It, REEE . BHEF . OBR | &XMLEE . BHNELRETHS.

o WilliamsfEMEEE (WS) 45, RIEE (BEEIBRERMHES) , BHAFREGRN, SE0MEESYE, S-8ER, O
RE (LSRAFUVEBICLIHRESE) BETHD. SEIELEEOESHEERENSELSN, BHIN LU ANMESLUE
AN DAREBRONZDH—RINTHS. WSIEISRFUEEGF (ELN) 280CWSEHEEHEE (7911.23) OR%k%E
O BEEETERETHS. BRNICWSEZHENIBEDD B, 9% IWSHEEBRORESH Y, ZODRKIEIFISH
FICKVREAETHS. CORKIELEHAENEGERICLYEGEEINSED, FLAEDEHE denovo (RE
B) [CRURIETS.

o Rett FEMEBEIXESBEEMBGEETHS. XRDESE, ETHEEETHY, £%6 5805185 BIZHSHICEER
BEEEREE LT, FOR, SWVEETIHESHY, TOREHIC, EEBLUHEORFIMRITTS. 0K
BOHIE, BNEDS>TELEERTAENTET, TELLABYRTEOHZCEEMDo>TNEILTHS. BH
BOERE, N HORE, BELY, BESRMNERR - 1%, KFEHT, TEAERE, RE, BLUOERXMEONEEGR
5N5. COEBFUERHRETELDICHES, KRTRETRICLAN>T, PAMZT7 (HBRERE) , FEOLER
EEETIENEZL. RetUEBRBOLXROS0%ICIZITVNABHSN, £EHBERKITOVTAPRIEE T ONANE
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