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20vOopopo Wolf-Hirschhorn pe avemrdapkeia augntikng oppoévng (GHD):
HOKPOXPOVIO AVTATTOKPION O€ BepaTreia pe avlpwirivn avaouvOuaopEvn
aunTikn oppovn (rhGH)
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Q Eicaywyn

Bepatreiag pe rhGH

To ouvdpopo Wolf—Hirschhorn (WHS) eivai omrdvio oUvdpouo PIKpoEAAEIWNG Tou Bpax£0og OKEAOUG TOU
Xpwuoowparog 4 (4p16.3).

e To xaunAd avaoTtnua atroTeAei ouxvo & XapoKTNPIOTIKO QAIVOTUTTIKO YVWPIOUA TOU CUVOPAUOU, EVW N 'Ylp Og S DS: —4 . 2 > —1 . 36
emBepaiwpévn GHD eival acuvhong.

BeATiwon kaTd TNV TTApakoAoudnon
o Ta diaBéoipa dedopéva yia pakpoxpovia Beparreia pe rhGH og aobeveig pe WHS eival repiopiopéva.

162 cm

OXeDOV TEAIKO UWOG
O 2KOTTOG TNG Trapouciaong

« [lapouaciaon Tng avtammokpiong Pakpoxpoviag Beparreiag rhGH og ayopl pe yeveTika emiReRaiwpévo WHS
Kal pepikl GHD.

H ocuoTtnuarikn evéokpivoAoyikni digpeuvnon yia GHD 0a mrpérel va

o AvadeIgn TN onuaciag evOoKPIVOAOYIKAG dlepelivnong oe acBeveic pe WHS kal coBapd xaunAd avaoTnua. emdiwkeTal og aoBeveig pe WHS kai coBapo xapnAos avaotnua.
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KAIVIKO TTEPIOTATIKO

loTopikd — KAIVIKNA €1kOva — MEVETIKOG EAeyXOG

O ATOMIKO 10TOPIKO O KAIvikA €§€taon O MeveTikA emiBeBaiwon

o Appev TaIdi, TTAPATTOUTTH O€ NAIKia 5 €TWv Adyw coapou

. 87 3 ¥ J 3.1
XapnAoU avacTAPaTog Kal JElwPévng TaxuTnTag algnang. Yyog cm/Céano(gVEVVﬂUﬂ) Kai Taxmra avgnong . .
ZUupBaTIKOG KAPUOTUTTOG:
o [évvnon SGA oTig 38 eBdopadeg (Bl 2810 gr MZ 50 cm). 46, XY ywpic oparéc avwpahiee
« AuokoAieg oiTiong Adyw ox1oTiag utTepwag: voonAeia oe MENN ) . . .
15 nUEPWV* XEIPOUPYIKN OTTOKATACTAON OTOUG 11 prveg. Auopopeia Mikpoke@ahia, UTTEPTEAOPICHGG, TIpoéxouoa
yépupa pIvog, eTtikavBog, hikpoyvabia, oxioTia
. . i , , UTTEPWIOG
o AegBoBupogivn yia 2 £éTn Adyw TTpwToTTaboUg uTToBUPEOEISITUOU. Array-CGH:
Kapdia ZuoToAik6 euonua lI/VI
EMeiypa 4.7 Mb otnv mrepioxr 4p16.3 — p16.2
o 2ZoBapr WuxokIvnTIKA KaBuoTépnaon, €TTEI0odIA TTUPETIKWV
OTTAOPWY KAl YEVIKEUPEVN UTTOTOVId. AvartrTuén Bdpog kai Upog kdtw atd Tnv 3n eKATooTIgIa
Béon
ZKeNETOG Aev TTapatnprienke okoAiwaon f GAAa eppavn i
OKEAETIKA EUprpaTa TuuTrépacua:

EUpnua oupBatoé pe auvdpopo Wolf—Hirschhorn

SGA WHS 4.7 Mb deletion (4p16.3 —
pl16.2)

QAIVOTUTTIKA XOPAKTNPIOTIKA




MAPOYZIAZH KAINIKOY MEPIZTATIKOY | MAIAIATPIKH ENAOKPINOAOTIIA

M£OBODOOI Kal OEPATTEUTIKO TTPWTOKOAAO

EvdokpivoAoyikn digpeuvnon — EmBeBaiwon GHD — MNapakoAoudnon

1. EvOokpivoAoyik digpelvnon

o IGF-1: 50.2 ng/mL (katwTepo pualohoyiko 6pio)
« Aokipaoieg diéyepong GH pe L-dopa kar yAukayovn

MéyioTeg Tipég GH: 6.29 kai 8.06 ng/mL avrioToixa

o ZUpTTépaOQ: ETMIRERAIWPEVN HEPIKH AVETTAPKEID QUENTIKAG
oppovng

Aigyvwon EmBeBaiwon
partial GHD

2. ZUPTTANPWHOTIKOG EAEYXOG

MRI eyke@dAou: pikpdg TTPdaBiog AoBOG UTTOPUANG XWPIG
aAAa TTaBoAoyikd eupApaTa

YTepnxoypdenua Bupeogidoug: HIKPOTEPEG DIAOTACEIG adEVa
yia TNV nAIKia

TSH, FT4, FSH evT6G QUOIOAOYIKWVY Opiwv

YTepnxoypdenua kapdidg Kal KolAiag xwpig TraBoAoyikd
EupAuaTa

‘Evapé&n rhGH ESapnviaia
mapakoAoubnon

3. O¢gpartreia Kal TTOPpAKoAovOnon

‘Evapén rhGH oe 86on 0.025 mg/kg/nuépa

KaBnpuepivég xopriynon €1mi ouvoAikd 11 €tn

EtravekTipnon ava 6 priveg

MapakoAoUBnan: KAIVIKN €E£TAON, CWHATOUETPIKG dEdOpEVA,
IGF-1, TSH, FT4, ivaouAivn, yAukdln, HbA1c kai ook
nAikia +/- LH, FSH, TeagtooTtepovn

TeAiko
uyog
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ATToTEAEOHATO

Avtatrokpion Kard Tn Ogpartreia pe rhGH

SDS Uyoug e TNV TT4PoSo Tou XPOVou 11 €Tn -4.2 > 162 cm
Bepatreiag pe rhGH — TEAIKO UWOg
i 1.36
/ ® évapén npng cm/€T0G KOTA TNV TTAIBIKN
nAikia
_
sps 2 /./
// Kopia eupquata
-3 ./.__..\/
/ Emitéxuvon Tou puBuol algnong peTd TNV évapén Tng BepaTreiag emTAXUVON.
-4 -4.2 ZnuavTikr) BeAtiwon SDS Uwoug o€ BepaTreia rhGH oguvoAikig didpkeiag 11 eTwy .
Aev ava@épBnKav GNUAVTIKEG AVETTIOUUNTEG EVEPYEIEG.
-5 : . : ; : ) O1 Tipég IGF-1 Trapépeivav eviog f EAAQPWG GVW TWV GUGIOAOYIKWY OPiwV.
4 6 8 10 12 14 16

AvogépBnke BeATiwaon Tng uTToToviag peTd TNV évapén Tng rhGH.
HAikia (€1n)




2ulNTNON — ZUNTTEPACHATO

KAiviki onpacia — NMAsovekthpata — MNMeplopiopoi — Ava@opég

1. ZuATnon
’ H kaBuaTépnon atgnong & 1o XapnAd avaoTnua atroTeAoUvV 4 TaAl K6 ouv pﬂépdcpd

Baoikd xapakTtnpioTiké Tou WHS pe Tn GHD va gival oTravia.

« Hdigpevnon yia GHD gival KAIvVIKG ouc1wdng o€ WHS pe coBapd
XOMNAG avaoTnua. H Bepartreia pe rhGH pTmopEi va TTpoo@EpEl
0oUCIaoTIKO HOKPOXPOVIO OQEANOG O€ ETTIAEYUEVOUG

O TTopwv acBevAG ePPAvIoe aagr] Kal d1IaTnPOUPEVN AVTATTIOKPION , B N

o€ pakpoxpovia thGH Bepareia. aoBeveig pe WI—!S. H svéoKplquolen a&voyno’n
yla GHD Ba mpéTrel va atroTeAel HEPOG TNG KAIVIKAG
TTPOCEyyIong o€ aoBeveig e goBapd xaunAo
avaoTtnua.

2. MAgovekTAMOATO

o [MpwTn TEKPNPIWPEVN TTEPITITWON Appevog acBevolg pe WHS kai
empBeBaiwpévn partial GHD utré pakpoxpoévia rhGH.

AeTrTopePAG TTapakoAouBnaon algnong ( >10 eTWV) Kal Kataypaen
TTopEiag NG epnpeiag.

DOI 10.1007/s42000-025-00722-7
3. Mepropiopoi
« Mepovwpévo TrepIoTaTIKO

H etepoyéveia Tou WHS duoxepaivel Tnv epunveia Twv
®  QTTOTEAEOUATWV
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