APXEIA EAAHNIKHX IATPIKHX 25(2), 2008

Neapd¢ aoBevig pe atumn KAviki
g1kova ouvdpopov Noonan

I'N. Kwvotavtivov, I Kwvotavtivou,
A. Kapvéong

'B” MaBoloyikn KAwikr}, 401 [€viké SToaTiwTIKG
Noookoueio ABnvwy, ABriva

Young patient with atypical clinical
manifestations of Noonan's syndrome

Abstract at the end of the article

Né€eig evpetnpiov: Suvdpopo Noonan, Turner-like
syndrome, Weudo-Turner cuvdpopo

213

To ouvSpopo Noonan gival pia TTOMNATAY GUYYEVHC
avwpaia mepi Tn SIAMAAoN, e KOPLA XAPAKTNPIOTIKA TO
XOUNAS avdaotnua (70%),"? ducpopisg Tou Bwpaka’>~”
Kal ouyyeveig kapSlomdbeleg (60%),¢ pe ouxvotepn autn
NG OTEVWONG TNG TIVEVPOVIKAG aptnpiac®®'’ og moocootd
MEXPL Kal 88% Twv aoOevwv. ZTI¢ SUCHOPPieg Tou Bwpaka,
0 oKaPOEISG Kal 0 Tpomboeldn ¢ Owpakag Kuplapxouv otn
CUVTPITTIKA TAELOYNPia Twv acBevwv (85-92%).” H emintw-
on Tou cuvdpopou avépyetal oe 1/1000-1/2500 yevvrioelg
oTiG HIMA, evw dev undpyouv avtiotoixa Sedopéva yia tov
€NNVIKO TANBuoO.*” To cUVSpopo, av Kal Bewpeital Ot
KANPOVOUEITAl PE TOV QUTOCWHIKO KUPIapXo XapaKTripa,
mapouotdlel PeydAAn etepoyévela, pe AMote AAMAN Sielo-
SuTikOTNTA Kal Oxl Aiya TEPIOTATIKA METANAEEwWY 1] Kal
MWOAIKIOMOU UE YOVOTUTTIKA LYLEIC Yoveic. H artioloyia Tou
ouvdpoUoUL Bev €xel SIEUKPIVIOTEL EMTAPKWG, EVW BpiokovTtal
oe e€ENEN €peuveg yia Tov akplPry Tpoodloplopd tng.'#7*
Qdaivetal, wWoTOCO, OTI 6 TOCOOTO 40% TTEPITTOU TWV ACOE-
VWV, yld TNV EUPAVION TOU oUVOPOOU EVOXOTIOLEITAL Hita
METAANNAEN Tou yovidiou PTPNT1, To omoio Bpioketal oTo
Xpwuoéowpa 12g24 kat givat urrelBUVO yla TNV KwSIKoToINGN
NG PWOPOPIKACS Tupoaoivng SHP-2 310111619

21n 81e6vn BiBAoypapia, To clvdpopo Noonan cuva-
VTATAl KAl PE TIG ovouaoiec dppev Turner (male-Turner),
Yevdo-Turner (pseudo-Turner) 1} Turner-like syndrome,
AOYW TNG TAPATAN oA PE TO oUVSpopo Turner KAIVIKA G Tou
elkévac.! Alaxwpiletal SPwE EUKPIVWG artd To TEAEUTAIo,
Kabw¢ to ouVSpopo Noonan gpgaviletal e€icou kai ota Suo
®UAQ, eV O6NolL 01 aaOeVEIG £X0UV PUOIOAOYIKO KAPUOTUTIO
Kal puaololoyikr Soun XpwHoowudTwy. 52021

MEPIFPAOH NEPINTQZEQX

Appev aoBevng, NAIKiag 18 eTwv, TTPOCHABE OTO TUNUA ETTEL-
YOvTwv Tou 401 levikoL ZtpatiwTikou Noookopgiou ABNvwv (wg
VEOOUANEKTOG OTPATIWTNG) QUTIWHEVOG £VTOVN OCPUOICKIONYia,
aioOnua CAANg Kal TEPIOTPOPLKO iAlyyo pe umotpomalovta
xapaktipa. Ta ava@epOpeVa CUPTTTWHATA TIPWTOEUPAVIOTNKAV
anod TV évapén g nPng Babuiaia dpwg emdelvwvovtav péXL
KAl MEPLIKEG NUEPEC TTIPLV ATTO TNV TTEPLYPAPOUEVN €E€TAON.

Emokomikd, o aoBevn¢ mapouciale To @avoTuTIo TNG EIKOVAG
1, HE KUPLA XAPAKTNPIOTIKA:

« Paipfokpavo Seld (5e€16¢ oTEPVOKAEISOUAOTOEIONG HUG) €K
YEVETAG Tou aoBevolq

« XapnAn mpdo@uon WTwv, OTWG caPwe SlagaiveTal Kal oTnv
glkova 1

« [Mtepuylo avxéva (eik. 1)

- YKa@oeldn Bwpaka

YrmoBAribnke 7.7.2006
EykpiOnke 24.1.2007
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« YKoAiwon omovSUNIKNG OTHANG (€IK. 3)
« XapnAé avaotnua (157 cm).

AdYyw TOu PAIVOTUTIOU KAl TWV CUUTTTWHATWY TIPOCEAEUONG
TOU a0Bevolg, TTPAYUATOTTOINONKE KATA cuoTripata €&€taon
amd TIG avTioTolxeg €18IKOTNTEG. O WTOPIVOAAPUYYONOYIKOG Kal
VEUPOAOYIKOG ENeyxog Sev avédel§av kamolo maboAoyiko evpnua.
AT ToVv 0@BaApoNoyIkO €Neyxo SlamOTWONKE LUTTEPTNAOPIOUOG,
NTAg HOPYPriG CUYKAIVWV OTPaBIoPOG Kal HuwTTia Auew (HéXPL
2,5 Siomtpieg o€ KAOs 0POANUO).

Noyw TnG oouolioylalyiag SievepyriBnke opBomaiSikdg ENeyxoG.
3ta mAaiota g Slepelivnong TPAyHATOmoINONKAV aKTIVOYPAPIES
QUYEVIKNG Kal Bwpakooo@UIKNG Hoipag OTTOVOUNIKAG OTAHANG (EIKOVEG
2, 3, 4). AveupéOnkav moANamAEG avwpalieg epi TN S1AmAaon Tou
OKEAETOU, OTIWG OKAPOEISNG Bwpakag, GKOAWON TNG OTTOVOUAIKIG
OTAANG, EKPUAICTIKY) OTTOVOUAOAPOPITISA OTNV AUXEVIKN Hoipa TNG
omovSUAIKG oTAANG (AMXX) (oTtévwon og OAa Ta pecooriovSUAia
SlaoTtripata, cuvooTeWoelg oovOUAwY), euBelaoudg AMES, au-
XEVIKEG TIAEUPEG (EIKOVEG 2, 3), NUIOTIOVSUAOL BWPAKIKNG Hoipag
NG omovSUAIKNG OTAANG (OMXY) (gik. 3), o0TE0POPIKEG PAARES
aplotepg Mayiag athavtoa&ovikig dpBpwong, omovOUAwv OMEY
KAl 00QUIKNG Hoipag TnG omovOUAIKNAG otHANG (OMXY), Sioxidrig
paxn Os ormovSUAoU Kal n orravioTtatn mepintwon Sioxidoug paxng
O11 Kal O, oToVOUAWV (EIK. 4).

Ol aVATOUIKEG AUTEC IBIAUTEPOTNTEG, Ol OTToiEC SV CUVASOULV UE
TNV NAIKia OUTE UE TO AOUTO ATOUIKO KAl OIKOYEVEIOKO IOTOPIKO TOU
aoBevoUlg, odriynoav og mepaItépw EAeYX0. ATIO TOV KAPSIOAOYIKO
€NEYXO0, TO NAEKTPOKAPSIOYPAPNA ATAV YUGIOAOYIKO Kal Ao TO
urnepnxokapdioypd@nua dtamotwOnke SuomAacTikr omnicOia ritu-
XN (YAwxiva) Tng tptyAwyivag BaiBidag. O Aoimdg epyaoctnplakog
€Neyxog [yevikn aipatog, mARpNg BLoxNUIKOG KAl TTINKTIKOG EAEYXOG,

Ewkova 1. Qawvétumog aoBevouc.
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OpHOVOAOYIKOG EAeYXOG (T3, Ts, FSH, LH)] ATav evidg @uoioAoyikwv
opiwv. EmmAéoy, SievepynOnke Kat urrepnxoypd@npa Kothiag, xwpig
va avadelxBouv maboloyikd suprpata.

Sta mAaiota NG Staopltkng Sidyvwong mbavou cuvdpoou
Turner, A\Oyw ToU 181AITEPOV PAIVOTUTIOU TOU acOevoUC, TTIPAYUa-
TomoINONKe OTTEPHOSIAYPAMHA KAl KUTTAPOYEVETIKOG ENEYXOG, TA
oroia ATav GUGCIOAOYIKA.

To aioOnua {AANG Kal o TEPLOTPOPIKOG iAlyyog amoddOnkav
OTIC AVATOUIKEG aVWUaAieg TG AMIY, evw n oo@uoioxlalyia otn
Siox16n paxn tng OMZ. Av kal n cupITwHAToAoyia ATtav Badulaia
em&evoupEVN aTTd TOUANAXIOTOV 5-7 £TN TIpIV Ao tnv mapovoa
e€€taon, ol I8laITEPOTNTEG TNG OTPATIWTIKAG (WG ACPANWG ETTI-
Bdpuvav tn yevikn katdoTtaon Tou acBevoug kat Sikatohoyouoav
TNV eMSEiVIWON TWV CUUMTWUATWV.

ZXOAIO

AV KOl O€ YEVIKEG YPAMUEG N TTAPATIAVW KAWVIKN EIKO-
va XapakTnpeiletal wg ATuTn, O CUYKEKPIUEVOG aoBevng
mapouaciale Ta cuxVOTEPA XOPAKTNPIOTIKA EVPAHATA TOU
oUVOPOUIOU, OTIWC MUOCKEAETIKEG AVWHAAIEG, SUCTIAACTIKN

Ewkéva 2. Mayia akTivoypagia auxeviKig poipag omovOuAikig oTAANG
(AMZX), otnv omoia katadelkviovTal 0 eUBEIAONOC TNG AMEE, 0L OTEVW-
0€lG HEGOOTTOVOUAIWY S100TNUATWY KAl CUVOOTEWOTELS TWV AVTIOTOI WV
omovOUAWV.
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Eikova 3. AkTivoypagia auxevoBwpaKIKAG Hoipag TNG omovVOUAIKAG
O0TAANG, OTNV omoia KATASEIKVUOVTAL N TIAPOUGCIa AUXEVIKWY TTAEUPWVY, OL
Bwpakikoi NUIOTTOVSLAOL Kal N OKOAIwGoN TG OITOVOUAIKNAG OTAANG.

TPy wyiva BaABida, xapaKTnploTiKA @alvotumou Turner
(am’ 6mou kat n ovopacia Turner-like syndrome), énwg
UTMEPTNAOPIOUOG,?? AUXEVIKO TITEPUYIO Kal XOUNAS avdotnua,
AAAA Kat opOaipoloyIkEG BAGBEG. O otpafioudg amavtdartal
nepimou oto 50% Twv aoBevwv pe ocuvdpopo Noonan,
EVW TTEPITTOVU TO 60% gppavifel SIAONACTIKEG avwONIES.]
EmmAéov, o acBevnig mapouaoiale kpupopxia duew, n omoia
anmokataotddnke oe Bpepikr NAkia. Kpupopxia amavtdarat
0710 42% TWwV appévwv acBevwv ue cuvdpopo Noonan.'*8
O ouykekplipévog acBevng Sgv mapouciale To TAPAUIKPO
StavonTiko mMpPoOPAnUa, KATL To omoio amavtdral oto 25%
TIEPITIOV TWV TIEPUTTWOEWV. ATIO TO OLKOYEVEIAKO IOTOPIKO
Tou aoBevouc Sev avapépOnkav cuyyeveic KapOlomadeLeg,
vonTIKr voTépnon’ 1} Kat XapunAo avdotnua? peta&ly twv
OUYYEVIKWV TIPOCWTIWV TIPWTOU Kal SeuTtepou Babuou.

Méxpt onuepa, dev umapyxel 181kn e€€taon yla tn d1da-
yvwon tou cuvdpdpuou Noonan, n omoia mapapével KAVIKN
Kal €€ AMOKAEIOHOU KUpiwg Tou cuvdpdpou Turner.? Ot
TIEPIOOOTEPEG TTEPITTTWOELG TOU CUVOPOUOU TIAPAREVOLY,
SuoTuXWE, adlAyvwoTeg, €ite AOyw TNG ATUTING KAIVIKAG
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Ewkdva 4. AkTivoypagia Owpakooo@uikig poipag Tng omovOUAIKIAG
oTAANG, otnVv omoia Siakpivetal n e€alpeTikd omavia Siox1drig pdxn O
Kat @y, aAa kat n oxdng paxn Os.

€IKOVAG, €ite TNC UN avalnTnong laTPIKiG Bonbelag amd
Tov aoBevn, gitg, TEAoG, AOyw dAyvolag tou cuvdpduou
and Toug OEPATTOVTEG LATPOUG.” AEV UTTAPYKEL CUYKEKPIMEVN
OgpamevuTiK aywyrn mMApd POVO CUUMTWHATIKA aywyn.
MaAaiotepa, SOKIPAOTNKE N XoPriynon auénTikng opuod-
vNng yia TN BeAtiwon tou XapnAoU avacTAPATOG, Xwpig
Opwe Beapatikd amoteAéopata.? Ot acBeveic ogeilouv va
neplopifouv TIG SpacTNPEIOTNTEG TOUG AvANoyad Kal PE TIG
AVATOUIKEG AVWHOAIEG TOU OKEAETIKOU TOUG GUCTHUATOG,
EVW ouVIOTATAL va TTIPoRaivouv £yKalpa OE XEIPOUPYIKNA
QATTOKATACTAON TWV Omolwv mMOavwyv Kapdiomabeiwv.’ Emeidn
OE OPIoPEVA TIEPIOTATIKA TTAPATNPEOUVTAL KAl SIaTAPAXES
méng, ouvioTtatal o avAaAoyog ENeYXOG TIPLV amd TN Xopr-
ynon, yta omotodnmote Adyo, avVTITNKTIKAG aywyng.

Agv €xel aTTOCAPNVIOTEL ETTAPKWG AKOMO N YOVOTUTTIKI-
(PAIVOTUTIIK] OX€0N, a®ol UTTAPXOUV TTOANA TIEPICTATIKA
ME ATEAR 1 PUOIOAOYIKO PAIVOTUTIO Kal amodedelypévn
METANNAEN oTo yovidio PTPNT1. ITIC MEPIMTWOELG OTIOU N
OUYKEKPLIUEVN METANAEN €xel TIoTOTOINOE(, eMPBAN\ETAL O
avTiOTOIXOG ENEYXOG OTO OTEVO OIKOYEVELOKO TTEPIBANNOV,
EVW OLVIOTATAL KAl N CUMPBOUAEUTIKY YEVETIKI) OE PEANO-
VTIKOUG YOVEIG.
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Young patient with atypical clinical
manifestations of Noonan'’s syndrome
G.N. KONSTANTINOU, J. KONSTANTINOU, L. KARNESIS
2nd Department of Internal Medicine, 401 General
Military Hospital, Athens, Greece
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An 18-year-old young patient was referred to the emergen-
cies department due to dizziness, vertigo and low back pain
(lumbago) with sciatica. The patient presented with right
torticollis and Turner-like phenotype. Detailed clinical and
additional laboratory and paraclinical examinations were
performed. The patient was characterized by converging
squint, myopia, low accretion of both ears and fin of nape.
Neurological and otolaryngological evaluation was found
normal. Moreover, the patient had various skeletal abnor-
malities (scaphoid thorax, scoliosis of vertebral column, de-
generative spinal cord arthritis, cervical sides, semi-thoracic
vertebra, spina bifida Ti1, T1, Ls). The cardiological evalua-
tion with ultrasound revealed dysplastic rear aspect of the
tricuspid valve. Additionally, the patient had bilateral cryp-
torchidism during infancy. Dizziness and vertigo were attrib-
uted to skeletal abnormalities of the cervical vertebrae.The
particular phenotype led to additional examinations with
spermodiagram and cytogenetic control, both with normal
results. The final diagnosis was “Noonan’s syndrome”. There
are no specific laboratory or paraclinical diagnostic methods
and the final diagnosis is based only to clinical characteris-
tics. Most of patients with Noonan’s syndrome remain un-
diagnosed due to atypical symptoms and signs and lack of
knowledge of the specific syndrome from the physicians.

$0000000000000000000000000000000000000000000 0000000000000 00000000000 0000000

Key words: Noonan's syndrome, Pseudo-Turner syndrome, Turner-
like syndrome
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