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Hepiinyn. [Mapovoiddovtat 10 aodeveig and 9 oucoyéveieg pLe obvpouo “kddpatog yarig” (cri du chat, 5p).
Ieprypagovtar ta owcoyevelarxd tovg 6évipa, n KAwikr tovg eucéva rat divetat éupaon otnv de novo eu-
@avion tov oLVOPOLOL O€ VEOVE YOVELS. AvaoKonovvTdl TO LOTOPLKO AvATIapay®yng Kal AvapePETal 1 LEXPL

orjuepa e&€lién twv acdevav.
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Ten (10) patients with “5p deletion” syndrome are presented. The patient’s pedegree and clinical profile are
described and de novo appearence of the syndrome is emphasized. Also, the family history and the outcome

of the patients, are reviewed.
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Eecaywyn

To ouvdpopo “cri du chat” eivou yowuoowut-
%6 ovvdpouo xan ogelletar og amawhera (deletion)
TUUATOS TV PQOYEMV O%READV EVOS XOWUOOH-
uarog tov Levyoug 5 (5p-)' (Ew. 1). To tujuo g
OTTWAELOS TTOWXIAEL, TTAVTOTE GUMG TEQLAAUBAVETOL
N meproxy Spls.2, mov Bewpeltor rpliowwn ywo to
OUVOQOUO %OL EVOYOTOLEITOL YLOL TNV RAVLXY TOU
gmovo? (Tliv. 1). T avniy eueQLEEToL 1 YoVidLo-
%] B€on g delta-catenin. H delta-catenin eivou
ULoL TTOWTE VN TEGOOEONS TTOU CUUUETEYEL OTNV RUT-
TAQWXI] RKIVNTLROTNTOL KOL EXPQACETAL OTOL Oy Md
otddia me Sragpopomoinone Twv vevpdvav>. Bi-
BAoyoaprd avagépetal aofevig Rt UOVO UE EV-
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diapeon amdrero me Lhvne 5pl15.24 Snomde g
eQyaoiog eivol va TEQLYQIYOUUE TNV XALVIXY| ELRO-
Vo Tov ouvdEASuov, va dLepeuviiooupe TV UIaoEn
UANQOVOUXOTNTAGS, TNV ETLPAQUVON TOU OLXOYEVEL-
0x0U LOTOELROV AVATTOQOYWYNS TOV YOVEMV ROL VO
dramotaoovue ™V eEEMEN Twv aoBevaiv.

MéBodog — YAiké

10 dudomua 1973-2001 epevvijOnray oto gp-
yaomjolo uog 3855 aoBeveig pe dudpopes evoei-
Eelg. e 10 amd avtovg duoryvadodnxe 1o ovvdgouo
“uhdporog yohic” (Ew. 2). Avaoromioaue toug
PAAEAOVS TOV 0LOOEVAIV HOL RATAYQAYPOUE TO OLKO-
YEVELOXO LOTOQRG avaraQoywyis (advvapio ovA-



166 Maidiatpikr) Bopeioy EAnaaOg, 13, 2

Spi6+33
S5p15. 32
Sp15.31 \
Spi15.2
5p1541 Sp15.1 /
Spl4.3 Ep14.3
Spild.2 5:1442
Spid.l Spid,d
Sp13.3 Spi3.3
Spl3.2 Spld.2
5?%3;& 5?%3;5
pl2 F
Spil Spit
5q11.1 S5qi11.1
Sqil.2 5q11.2
Sq1241 Sq12.1
B315:3 83i5:5
S54q13.1 Sq13.1
Sqld.2 Sq13.2
541343 5q13.3
Sql4e1 Sqlt.l fE
Sqi4s2 Sqi4.2
Sq14.3 Sq14.3
Sq15 5415
Sq21.1 S5921+1
542142 B321.2
Sq2l+3 592143
JEa+ = +
SRR e BBEL
5923.1 592341
5423,2 5423.2
5923.3 5q2%:3
Sq31.1 5931.1
5431.2 S5431.2
593143 54313
Sq32 e 5932 B
5q33.1 Eq33.1
Sq3%.2 543342
593343 5933:3

54934
5438.1
59352
59363

5934
5435.1
54935.2
5935+ 3

Euw. 1. Zynpotny mopdotaon pegtrol ®aQuotimov acbe-
voUg pe ovvdoouo “»hdpotog yYois”.

Mymg, aofolréc, Bvnoryevny o duomhaoTind veo-
YVA), TG NAMRIES TV YOVEMV KOTA TOV TOXETO. Me-
AETNOOQUE TOV ROQUOTUTO TV YOVEWV XROL UEADV
TV owxoyevelwv. O evdelEelg yia diepetivion tov
1OQUOTUTTOU TV 10 aloBeviV avapggovtal oTov mi-
vaxo 1.

Emuxowvovioope mpoopato Ue TG OOYEVEL-
€C TOUG YLOL EMUTAEOV TTANQOWOQIES OYETLRA UE TV
emPlmon tove. H yomuooownr] diegelivnon tov
yovémv 6 aoBevav (A/A 1, 3, 4, 7, 8 now 10) €yive
XOOVIXA TTOQAAMNAOL e T OLEQEVVNON TV TOLdLDV
tovg. Ou yoveic twv aoBevadv A/A(2) xou (9) mo-
onihBav 1o 2001. Ou yoveic g aobevoic A/A(S)
amefimoav rat tov A/A(6) dev mpooniBay.

Kurrapoyeverikij avdAuon

e ndBe aobevi) xou OTOVS YOVELS TOUG EYLVE
ROUQUGTUTTOS UETA Atd HOAMEQYELD AEUPORVTTA-
pwv oo mepupeowro alna (€heyyog 30 petoagpdoe-
WV) ROl TEOYHOTOTOMON®ROV ONUAVOELS TOV
xowuoowudtwv pe tig texvinés GTG xow QFQ.
Z10Ug YOVelg Twv aoBevadv 2 xou 9 €ywve emmAéov
ouYXEOVIOUSS xoAMEpyeLag ue Buudivy?.

AnoteMéopara

O aoBeveic frav 7 aydowo (A/A 1,2,3,4,7,9,
10) nou 3 noptrola (A/A 5,6,8). Katd v diepeivn-
on ot 8 rav nuxiog 1 nuépag - 1 €rovg (A/A 1,2,3,
4,6,8,9,10) now oL dvo (A/A 7,5) 8 now 20 etadv avl-
otowya (ITiv. 2).

‘Oleg oL untépeg elyav nhnio <35 gtayv (uécog
600¢ nhxiog 28,5 €m). Zuyxrexouuévo oL 4 (A/A 2,3,
4,6) fitav amd 21-25, ou 2 (A/A 8,10) and 26-30 nou
ot 4 (A/A 1,5,7,9) and 31-35 etodv.

‘O00V apoEd TO LOTOQLXG AVATAQUYWYNS KoL
véva CevydoL dev avépepe aduvvauion oVAMYMG,
€V TEONYOUUEVO PUOLOAOYLRA OOEApLL Elyav OL
aofeveis (A/A 1,2,5,6,7,9). Ané adevoodorwua
amefimoe o peyaritepog adehpdg Tov aoBevii A/A
(3). e 3 owmoyéveleg 0 aoBeViG 1TV TO TEOIGY TG
TEWTNS ®inons (A/A 4,8,10). Aofohn elye 1 wnté-
oa tov aofevii A/A(8), eEwuritolo Tov A/A(10) nan
€1TOMWON, AOY®D YONONG PAQUARMYV, 1| UNTEQA TWV
aofBevav A/A(2) rou (7) avtiotoryo.

To #hvird YOQOXTNOLOTIHG QAIVOVTOL OTOV
nivaxo 1 eved n emPiworn oto mivara 2. 2y eurd-
va 2 olvovTaL TOL XOOOUTNOLOTIRG TTEOCMITOV OQL-
ouévarv aoBevayv. To oopotnd Pdoog Twv aobe-
VAV %O 1 TEQIUETOOS TS ®EPAMS tav <31 exa-
tootiaio O€on. "Exouv faold Yuyoowpatinyg nabvu-
otéonon (dev whovv, dev avtoouvtnpouvvral, elvar
rAvipeLs, dev eh€yyouv v oUENnomn %ot apodev-
on), xou elvan €yxrherotor oe WOEURata g Bopeiou
EAMGdoc.

O ®aQUOTLTOG NTOWV AULYNS OTOVS 9 EVH OTOV
A/A(2) vmijpye uwoairiouds (46,XY/46,XY,5p-)
(Ewt. 3). Z¢e 8 and 1 9 owmoyéveteg mov pehetiin-
rav €ywve €Leyyog Tov yovémv. Ze 7 amd autég
QTTOAELQ, TOV YEVETIXOU VMXOU 1jtay de novo.

Zmv owwoyévela Tov aoBevav A/A(4) nan (5)
duamotdnre ®Angovourdtra. H untépa 11(5)
ntov @opéag Looluylouévng uetdbeong xoL to
modto mwoudl g Mrov moboroywkd III(1). Me
mooyevvnTn dudyvoon dwomotddnxe €va Eu-
Bovo guotoroyrd III(2) now o emduevn wimon
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MNivakag 1. KAk elkéva Twv aoBevwv e oUVOPOUO “KAAUATOG YAARG” TTIoU peAeT|OnKav

1 2 3 4 5 6 7 8 9 10
XaunAo B.Z. + + + + — + + + + +
Acuppetpia Tpoowrou — + — — — + — — — _
Mikpoyvabia — — + + — + + + + +
Mvoeldég npoowreio — + + — - _ _
EnikavBog + — — — — — _ _ _
YrieptnAopLopog - + — + — + + + — +
XaunAn npdaopuon autiwv + + + + + + + + + +
MAatid Bdon g piIng - + + + — + + + - —
YynAouU tévou KAAua + + — + — + — + + +
MBrkela avAaka - — + — — + — + _ +
Wakidoeldrg B€on nodlwv — — — — + — — — — _
2uyyevelg kapdlondbela  — — — - — - _ _ + +
KaBuotépnon avdrttuéng  — — - — — — + — — _
Yrotovia — — — + + — _ _ _ _
NontikA uotépnon + + — + + + + + — —

Ew. 2. Ov aoBeveic tov mivaxa 2: o) A/A(2) oe nhria 29 etdv, B) A/A(4) oe nhxia 2 etddv, v) A/A(6) og nhwria S nuepav,
9) A/A(7) oe nhxio 18 etdv now €) A/A(8) og nhnio 2 unvav.
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Mivakag 2. Okoyevelakd 10ToPIKS Twv aoBevwv

A/A ‘ETog ‘Ovopa HAikia Kapué- HAikia o€ €é1n EmBiwon Mpoyevvnmiky  evealoyiko
eAéyyou TUTIOG KOl KapUOTUTIOG didyvwon S8évtpo
unTépa narépa XPWHOCWHAT.
1 1973 T.A. 1ét0q  46XY,5p- 33 38 29 £TMV ma2)
46,XX 46,XY 1
111
2 1973 TI. 95unv 46XY/46XY5p- 25 29 29 eT@V - LRO00.00:0:
— - m 2
11T 2
3 1975 B.G. 5unv 46,XY,5p- 25 27 - -
46,XY 46,XY
4 1976 KI. 1unv 46,XY,5p- 21 32 25 eTWV 1(2),11(3)
Qopgag 46,XY
5 1988 X.A. 20 etwv 46,XX,5p- 35 - 35 eTwv -
6 1979 Z.aB 5nuep 46,XX,5p- 25 33 - -
7 1986 TL.A. 8etwv 46,XY,5p- 31 38 23 gTv -
8 1993 N.aB 2unv 46,XX,5p- 26 29 - (3)
46,XX 46,XY
9 1994 TMM.aB 1nuép 46,XY,5p- 35 39 1 nuépa -
10 1995 Nik. a 4 nuep 46,XY,5p- 29 29 2 punv ECHO,
46,XX 46,XY Bloxnuuwol

deikteq
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Ew. 3. Meordg ®apudtumog tov aofevav (5p-) »ow tmv
YovEmV Tovs. Ametroviletan to Letyog 5 v xowuoomud-
tov (GTG banding).

Eupovo ue otvopouo “whduarog yog” I11(3) oto
omoto €ywe dwonomy. Emiong elye adehon pe 1o
dto ovvdpouo II (6). Aev xotéotn Suvatov ue Tig
TOTE HUTTOQOYEVETIRES neBSdoVS var drartlotmBel
0TO €QYOOTHOLO MO MM OUTE OE EQYAOTIOLO THG
T'eopaviog m B€on petdbeong Touv amolecOEvVTog
veveTrkov vMxov. H untépa vioBétoe €va vyiéc
rop(tou I11(4).

ITpoyevvnuxry dLdyvmon YeWUOCHUKDY OVw-
noladv tou epupovou €xavav: n aderpr| (I12) tou
aoBevoic A/A(1) og dtduun vrofonBovuevn xnin-
on,  wntépa (113) Tov aoBevii A/A(8) ue puotoro-
YIRS ROQUOTUTTO %Ol OL dVO.

Zul/Tnon

To ouvdpouo “r#hdpatog yoric” meouyodgnue
e PoEd to 19636, H ouyvémta epgdviong Tou
elvaw 1/50000 yevvioeig »ow elivor amd tol Lo Ov-
KVA OUVOQOUN TTOU OEIAOVTOL O OTTWAELOL YEVE-
o0 vMxov>’. O aobevelc Wavté 10 ovvopouo
omotehovv mepinov to 1% twv aoBevdv pe Paold
vonuxy votéonon (1Q<20)”. Ko ov dwol pog
aofeveilg HeTd ™V TEAOEATY ETLLOLVOVIOL UE TLG
OLMOYEVELEG TOVG dvnre OtL Shou €xouvv Poold
Yuyooouatwy rafvotéonon (dev uwhovv, dev
ouTooUVTHEOUVTAL, €ival ®AVIQELS, OeV EAEYYOUV
™mv ovpnon xa agpddevon), xoL eivor €yrlelotol
oe Wpvuata ™ Bopetov EAAGdoG.

BifMoyoagurd otoug meploodtepoug aobevelc
(85%) 10 ovvdpouo opeihetan og de novo amdAeLo
%o uévo oto 15% 1 eugpdvion tov ovvdpduov eivan
xhnoovouriy. T tyv mhetoymopia (90%) twv mtepl-
TTDHOEMV RANQOVOAIG EUPAVIONS TOU CUVOQESUOU
EVOYOTTOLE (T LOOTUYLOUEVY HeTdBEON OE EVaL YOVEQ
eV 10 5% 0€ aVOOTROPY TOV XOWUOOHUATOS 527,
e 8 amd g 9 ooyéveleg mou peheTonxay €ywve
ELEYYOG TV YOVEWV. g T 0It6 QUTES 1] ATTWOAELL TOU
YEVETIXOU VM®OV 1jTtay de novo xal o€ pia uovo, Twv
aoBevoiv A/A (4), (5), vioye #AnQovouxsTITOL.
2TV OWOYEVELDL QT VITEYOV 2 TEOooPePAnuEva
UEMN og OO0 SLadOYIRES YEVIES, X WIS VO EYEL EMTN-
eaotel N avoamoaymyy (yivovtav ovAmym, dev
VITHOY OV QTOPOAES) RO 1) CTTORGAVYY TG #ANQOVO-
WxrSTTAS EYLVE UE TN YEVVION TOU TTAOYOVTOS TTOL-
owov III(1) ot 2n yevid.

H andAeia Tov yevetirot vhnov (Sp-) emitoé-
meL v emPioon, yiorti dev ouvdgetal pe PooLeég
opyaviég PAAPeg (ouyyevelc napdlomdbereg ®AT).
AuTé @aiveton amd ™ poxeoyeovia emLBimon Tmv
a00evav pog ®oBmg ®oL ot TV OVOPEQOUEVY OTY
dedvi| PLphoyoapio mov @Bdver uéyol 47 yoo-
vavZz. H gngdvion tov ouvdpduov dev oxetiCetal
1e TV NAxrio TS UNTEQAS, TOQATIENOT IOV emLE-
Bowdvetar xow oo T S| pog epyaoia, Yot Oheg
ot untépeg Nrav nhxriag 20 wg 35 yoovov.

To ovpepdouato g €QEVVAS Uog elvoL TTo-
AT yuo Tov ®xAMviro moudlotQo oxetird Ue ™ ye-
vetrt] ®aBodnynon mov meénel vo dwoeL og VEoug
yoveic mov amoxtovv maudi pe ovvdgouo “whd-
Hortog YaAic”. Zuyrexnouuéva, ol yoveic Bo moémet
Vo eviueQ@vVovTaL GTL:

a) Oo wEEmeL va. amorAeloTel 1) #ANEOVOULRO-
TNTO UE ELEYYO TOV YQOUOCHUATMV TOVS, ) #OTA
maoo mbavotro to Tadi Ba epgpavioet fogLd Yu-



170 Maidiatpikr) Bopeioy EAnaaOg, 13, 2

KOOWUOTIRY VOTEQNOM, Y) N TAELOVATHTA TV 0.0Be-
v €xovv naxed emPimon xou d) N avamxaooymy
toug dev emnpedleton nou Ba mEEmel va yivel Tpo-
yevvnuxy dudyvwon oe ETTOUEVES KUTOELS.
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Ocoués evyapioties oty x. Afjunroa Zayxagérov yia tnv ovuPolsj Tns oto TeEYVIxs UEQOS THG EQEVVAS TWYV YOWUOCWUATWY.





