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XaunAé avaotnua  opiletat to UYog xaunAotepo
< -2 SDS amd tov péco 6po twv maldlwv tou idlou
dUAov kat nAkiag. H dtepelivnon amaltel oTtoxeupévn
AUn otopikol, Aemtopepry KAWIKA €€étaon Kal
OTOXEUUEVO epyaoTnplakd £Aeyxo. Itn Sladopikn
Slayvwaon Tou XounAou QVOOTHHATOC
nepAapBdavovtal UTOCLTIONOG, Xpovia Bepameia pe
KOPTLKOOTEPOELSN), PEUMATOAOYLKA KOL OULLOTOAOYLKA
VOO ata, Xpovia VEDPLKH VOOOG, 0IVOCOOVETTAPKELEG
Kal KUOTIK (vwon. Evéokplvoloylkd aitia Tou
odnyolv  og  xoapunAd  avaoctnua  elvat o
unoBupeoelblopdg, n avendpkela GH, to o. Cushing
kalL o PevdoilmonapabupeoelSlopog tumou . TéAog
YEVETIKA cUvSpopa pe XapnAo avdotnuo eival ta o.
Turner, o. Noonan, o. Silver Russel, kot Prader-Willi.

ZKOTO¢
H napouciaon nepintwong epnpou o onoiog
napakoAouBeito amd tnv maldikr nAkia Aoyw
XounAoU avaoTAUATOC

YAwk6 — MeBoboloyia

Ayopt nAikiag 5 ®12 gtwv TMapaméumetal omo
nawdiatpo ya Siepelivnon xapnAol avaotuoTog.
ATO TO OTOUIKO LOTOPIKO avadEpeTal TEAELOUNVN
kOnon e Br=2940g, Sucavefia otn Aaktoln, Kot
roNn oe PBpedikn nAkic. AMO TO OLKOYEVELOKO
LOTOPIKO  avadépetal XapunAd avaotnuo othv
OLKOYEVELOL TOU TTATEPA KOL N UNTEPQ EXEL LOTOPLKO
woONKIKAG KUOTNC TIou adalpEdnke, wotdoo ol sUo
yoveic €xouv puatohoyikd avaotnua Y3: 167cm.
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Katd tnv mpwtn eniokePn mapouciale Y2: 100,5cm (<31 EQ),
B2: 15,5kg (<31 E@), Uog atdxo 173cm, duacloloyikn avaloyia
KOPUOU-AKPpWVY , XaUNAAR mpooduon WTWV, AVACTIWHEVOL OPXELG
audw, dvonua 2/6 (yvwoto , eheyxBév, odelhdpuevo o ULkpol
BaBuol avemdpkela pitpostdoulg). Amd TOV  €pyaoTnpLOKO
€\eyxo Bpébnke kaBuotepnuévn ootk nAkkia 4 etwv, YounAn
IGF-1 = 65ng/ml kaBwg kat ducLloloyLk TR AUENTIKAC OPUOVNG
( GHmax = 10,5ng/ml) kat puctohoytkd kapudtuTo 46,XY.
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HAwia (étn) h

0 aoBevng napakoAouBnOnke KAWVLIKQ,
£PYQOTNPLOKA KOL QTELKOVIOTIKA OVA €TOG OMOTE
TAPEUEIVE  QOUUMTWHOTIKOG HE  duacloloyikn
Bupeoeldikn Aswtoupyla.  Xe nAwio 13 212 gty
gxovtag oofapol Pabuol xaunAd avaoctnua
Ys : 127,8 cm, KAwKa mpoednBLlkolc OpxeLS
ducloloyikad avemtuypévoug, IGF-1 = 223,9ng/ml
Kal ¢pualohoylkd test Siéyepong GH pe kAovidivn
(GHmax = 13,5ng/ml) 6&levepyndnke €Aeyxog
yoviSiwv mou oxetilovtal pe YounAd avaotnuo
onw¢ FGFR3, SHOX, NPR2, ACAN, IGF1R, IHH. Aev
aviyvelBnke yvwotr maboydvog petdiagn. Me tnhv
uroyia s. Noonan mpoypappotiotnke WES to
omoio avédelée petdMhafn oto yovidio PTPN11
erupepatwvovrtag tn Stayvwon.

AnoteAéopato

Mpoypappotiotnke KapSLOAOYLIKOG, OKOOAOYLKOC,
obBaApoloylkdg  éAeyxo¢ oL omoiol  ATav
duacloloyikol. Jtov opBormnedikd £\eyxo
SlamotwOnke avicookeAia AP>AE xwpig
avayKalotnTa EMEUPAONG KAl OTOV O8OVILATPLKO
£é\eyxo Olamiotwbnke Kabuotepnuévn avamtuén
yvabwv katl avatoAng povipwv dovtiwv. Katd tv
o mpoaodatn eniokedn TOU OTO LATPEIO 0 NAKia
15 412 ety éxel Y2I: 137,1 cm (<31 EO), BZ: 31,6kg

(<317 EO), tpixwon ednPaiov otadiov -l katd
Tanner katL Oyko Opxewv 10ml. Amdé tov
£pYQOTNPLAKO €\eyxo TapoUoLaleL LH=

3,93mUl/ml, Testo=320 ng/ml, IGF-1= 206ng/ml ,
ootk nAkioe 14 etwv omodte €ywve aitnon yla
Xopriynon augntikig oppovng.

Tupnépaoua

To o.Noonan eilvat pa yevetikr Siatapoxn n
omola xapaktnpiletat amd xoapunAd avdaotnua,
ouyyevelc kopdlomabeleg (ue Mo ouxv TV
OTéVWOoN TIVEUMOVIKAG PBoABidag), Suopopdika
XOPOKTNPLOTIKA ~ TIPOCWIIOU kKat  Bwpaka
(kuplapxolv o okadoeldng Kkal TPOTLSOELdN¢
Bwpakag) kpuPopxla Kol KANPOVOMELTOL ME
OUTOOWMLKO  EMIKPATH TPOMO. 2To 50% twv
nepumtwoswv  odelleTal o€  PETANAALEL OTO
yovidio PTPN11, to omolo Ppioketal oto 12q24
yovibio kat kwdikomolel tnv dwodopikr Tupoacivn
SHP-2. H 8ldyvwon tou pnopel va Stahdbet Adyw
™G GALVOTUTILKAG KAL TNG YEVETIKAG ETEPOYEVELOG
TWV TEPLOTOTIKWY TIOU €XOUV Kataypadel otn
BiBAoypadia.
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