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Ewcoymyn: To atope pe véco amobikevong ATtOTSXéGp(IT(lZ To owmpepioo npoik petapforodv SF frav mapépolo oe popen Yo Ty

vAvkoyévov tomov 1b (GSD1b) &xovv ocvvij0wg yopunlo
EMIMEO0 YAVKOIMIOS KOU KIVOUVEDOUV OlOPKAOS 070
vaoyAvkaipia. Ilpéoc@ata voonievoape emitoko/Aeymion
pe GSD1b, 6mov mapoin ™ dwaTpo@iki] dwaysipnon g
ov Tpég NG yAuvkoipiog TG Ppiokoviav  oyedov
UTOAAVTEVTO TIPOS TO KUTMOTEPO PUCLOAOYIKE Opra. Xg
apocpatn perétn (Rossi et al. Orphanet Journal of Rare
Diseases 2020; 15: 99, https://doi.org/10.1186/s13023-
020-01377-w) avo@épeTanr 0TL 68 6VVONKES NPERiaG aALG,
Kol petd omd dfyspon pe koptikotpomivy (ACTH),
aropa pe GSD1b (n:7) gngavifovv younlotepo emimedo
KoPTILOANG GLYKPLTIKA PE Opdoa ELEYYOV.

YKOTOS: Ozopdviag 611 10 £péOopo TG
vroyAvkopiog givar woyvpo Yo tov aova vrodaiapos-
vrépuon-emveppidwe  (HPA), dwepsoviicaps v
dmpuepnorwo petafory ™™g kopTilodng oighov (SF) oe
Aeyoido pe GSD1b.

Mé£00060¢: Xe Aeywida 35 etdv, pe GSDIb,
ekTyuoape v dmuepioro petaforq g SF (5 Myeig
™y NuéPe), Yo 6v0 nuépes, Ty TpdTN gfoopdda petd
omé TOV TOKETO Kou neTd améd Tpipmvo. Avrtictovyn
dsrypotoinyia 61£vapy£'|0nka o€ 0V0, avrtioTouyme
nikiog vyieig yovaikes, 2-4 pjveg 881‘(1 0mo TOKETO, TOV
omotélecay TNV opdoa eiéyyov. Ov mpocowopiopoi SF
7ct:pu pﬂrronoui]_2 nNKoy ypnopomordvtas to assay Elecsys

ortisol 1l (Roche) pe m KTpOénusw(pm‘rm')za{I. Ta

est.

TNV 6TUTIOTIKY] 0v@Avon pappoctnke to Sign

ooc0svi] Kou TNV opaoo €Agyyov, pe Cevi0 katd v a@vmvion kot vadip 20:00-pecdvokra.
T VVOLKG, OV TPOLRES NETPNGELS SFE TGS aoBevoig NTav vynrotepes amd Tig oypes (p: 0,03). Ou
oypes perpioels SE g aclevog MTav vynioTEPEg OVTOV TNG ORAdAS EAEYYOV TNV TPAOTY
neépa (p:0,05). Tnv dcbTepn Nuépa, n 6yun cortisol awakening response (CAR, sF etig 08:00
- SF otig 08:30) TG 060cvODS NTaV 0PLOKGE YOPUNAOTEPT, GUYKPITIKA PE OVTHYV TNG ONASAg
gléyyov (p:0,06).

.- AogBeviic Aoxeia +1€B6. Hu 1
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== AgBevig Aoxela +3punv. Hu 1
—-- AcBsvr¢ Aoysia +3pnv. Hp 2
== Maptupag A Hu 1

Kopti{oAn otédou (nmol/L)

08:00 08:30 14:00 20:00 00:00

2olntnon: O npdpeg perpiioeig SF g acdevoig pe GSD1b deixvouv mpog pia diéyepon
700 HPA, 0670060 0016 am0TELEL EVPNUO KO OTIS PUOLOAOYIKEG AEYMIOES, 6OV £vTOg Alymv
NUEPAV GO TOV TOKETO, OL TINEG OMKNG Ko ELeV0epng F mhaopatog eravépyovror fadmaio
oTO. PO KUNONG EMImMEDD, PETO TOV TOAAUTAAGLOGNO TOVS, Wimg TO Tpito TPipnvo Tng
gykvpoovvng (Jung et al, J Clin Endocrinol Metab 2011; 96:1533-1540 & Mistry et al.
Reproductive Biology and Endocrinology 2015; 13:101). Xdpeove pe 10 kG pog
amoteléopata, oty GSD1b, dev dromot@veran Wéwaitepn exidpaon Tov dLapkovg epediopatog
¢ vroyAvkopiog eni Tov HPA.



