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BpoaeH nedeKT Ha rMuKosunmpaHe, 6e3 HeBpoNOrMyYHa CUMNTOMATNKA, MMa epeKTUBHO JieyeHue.
Bb3pacTHUTE NayMeHTN NOHAKOra HAMAT U3ABeHa KJIMHNYHA KapTUHa.

KAKBO E
FNMMNKO3IUTTNPAHE?

MukosnnupaHeTo e cMHTE3 Ha ,3axapHu AbpBeTa”
(rnnkaHm) n TAXHOTO ,,3aKpenBaHe” (CBbp3BaHe) KbM
npotenHnte u nunugute. lNpepctaBnABa Han-Ba-
»KHaTa MOCTTPaHC/aUMOHHA MoanduKauma, KOATO
3acAra QyHKUMNTE Ha NPOTEMHUTE KaTo E€H3UMMW,
6enTbYHM peuenTopu, NPEHOCUTENN HAa XOPMOHM,
BUTaMUHU, GaKTOpU Ha KpbBOCbCUPBaHe 1 Ap.

CDG ca reHeTU4YHU (BpoaeHn) aedeKTn Ha rMuKosunmpaHerto. Te ce Xxapak-
Tepusupar C HapylleHa Unv nuncealla CTPYKTypa Ha rmuKkaHuTe Ha npore-
MHUTE N Aunugure.

HOPMAIJIEH
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HEMDNEH
3AXAPHU AHTEHU

MpotenH-ryb6ewa eHtep
Mana6copb6buyus
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YEPEH APODb

Xenatomeranusa | YepHopgpo6Ha ¢ubposa |
YepHoapo6Ha HeOCTaTbYHOCT |
Luposa | Tpom603a/KbpBeHe

APYIT CAMNTOMMU

NMPpOADNXKNTENIHO KDPBeHe |
JlecHa noABa Ha KOXHMN KPpbpBOHacAAaAHNA

Cbo6uUleHN ca KAMHUYHO 3A4paBu, 6€3CMMNTOMHU Bb3PacTHU

OTKpUTH cnyl-la|7||-|o npn CKPUHWUHTI, HanpaBeH MO NOBOA4 Ha AOKa3aHN 60nHN uyneHoBe B
cemMmencTtBoTO UM UK N3cnegBaHN BbB BPpDb3Ka C eKCcLljeCcMBHa yn0'rpe6a Ha aJIKoXxoIJ.

KIMHNUYHO NMPOCJIEAABAHE

MPI-CDG 3aBbpLuBa ¢paTanHO, ako He ce NpoBeXAa JleueHne 6@ AoKas-
BaT, YUe 3abonaBaHeTO MOXe Aa ce NeKyBa epeKTUBHO C nepopasHa

MaHO3a. B'bl'lpEKI/I TepannAaTa, HAKOM OT NauneHTuTe

p06Ha HeAOCTAaTbYHOCT, KOETO MNOKa3Ba, Y€ ycnexor U fo ronAma
cTeneH 3aBNUCn OT CcTeneHTa Ha qepHop,po6Ho 3acAraHe. ®

CONGENITAL
DISORDERS OF
GLYCOSYLATION
WORLD CONFERENCE

The power of advancing patient-oriented research united

CTOMAX U HEPBA

NoBpbvuwaHe | Anapua | BunosHa atpodums |
NMumdaHrnektasua | HeBupeeHe |

EHAOOKPUHHA CUCTEMA

XlllﬂepllchanllHEMlll‘-lHa xmnornmkemmsa

NABOPATOPUA 3A NBNMMNTBAHE

Xunoan6ymuHemus | lepuuynt Ha
aHTUTpom6uH lll, npotenn C, paktop Xl |
Mopen Tun 1 npu n3oenekKTpuUUYHO
$doKycnpaHe Ha cepyMeH TpaHchepuH |
Aedununt Ha pocpomaHo3oOM3OMepasa B
neskounTn n ¢nbpobnactTm

KAKBO
NPEACTABJIABA (BAr)?

BpopneHunTte pedektn Ha rnmkosnnupaHe (BAr)
Cca HapacTBalla rpyna ot 3abonaBaHunsa BCpea:

Nno3HaTM peakm bonectm
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JIMNCA HA
3AXAPHU AHTEHM

onatuma |

nayneHtn ¢ MPI-CDG,

pa3BUBaT YepHOA-

A

CDG CEMENCTBA U MPO®ECUOHAJIUCTU, OBEAVNHEHU 3A CTUMYJINPAHE
HA HAYYHUTE U3CNEABAHUA U PASPABOTBAHE HA TEPANNA
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KAKBO NPEACTABJIABA
PI-CDG?

Pelletier n cbTp. (1986) onucBaTt 3a NbpBU MbT KNK-
HMYHaTa KapTnHa Ha MPI-CDG (CDG-lb). @
CnHApOMbBT ce npuymnHABa ot myTaunm Ha MPI reHa
(Ha xpomo3oma 15) n Bogn oo aedbvunT Ha uuTonN-
nasmeHunA eHsnm ¢pocpomaHo3onsomepasa.

ETUOJIOITUNA

MPI-CDG e aBTO30MHO-peuLecuBHO 3abonsABa-
He, KakTo noBeyeTto Tunose CDG.

OUATHO3A

N3oenekTpuuHoTo poKycnpaHe (MED) Ha cepymeH
TpaHcPepnH e Ha-HaAZEXAHUAT MeTo[ 3a CKpu-
HUHI Ha BpoaeHuTe pedekTu Ha N-rnmkosnnupaHe
KaTto MPI-CDG.

CnepBauaTta cTbnKa e ga 6bae npoBeaeH eH3MeH
aHanun3 Ha ¢ocpomaHo30M30Mepasa B IEBKOLUTH
n ¢ubpobnacTtn. [lmarHosarta Tpsa6Ba ga 6bvae no-
TBbpAeHa C MyTaLuMoHeH aHann3 Ha MPI.

Ton no3BonABa yCTaHOBABAHE Ha XeTePO3MIroTHO
HOCUTENICTBO 1 NMpeHaTaliHa gnarHo3a. lNMuwere HN
Ha cnefHNA eNeKTPOHEH agpec, ako nckate ga Bu
CBbp’KeM C AMarHoCTu4YHa naboparopua 3a CDG:
sindromecdg@gmail.com

YECTOTA HA
S3ABOJIABAHETO

CbobuweHn ca 25 naymeHtn ¢ MPI-CDG. Mopaan
HnckaTta ocBegomeHocT 3a CDG, MPI-CDG He ce an-
arHocTumumpa. @

KOIA TPABbBA OA
NMOOO3UPAME MPI-CDG
NMPU OELUA U BDB3PACTHI?

MPI-CDG e uepHoapO6HO-4YpeBHO 3abonsABaHe n ce
oTnn4aBa oT noBeyeTo cy6TnoBe CDG no nuncara
Ha 3HaAYUTEJIHO 3acsAraHe Ha LeHTpaJiHaTa HepBHa
cuctema. MNMpepomMuHupawmTe CMMNTOMK Ca XpoO-
HMWYHA AVapuAa C HeBUPEEHe U NPOTenH-rybella eH-
TeponaTuA C KoaryionaTtus, xenatronaTma u xumnor-
nukemus. MPI-CDG TpsabBa aa 6bae BKIOUYEH B AN-
depeHumanHata gnuarHosa Ha BCUUYKM NaLUeHTn C
ropenocoyeHnuTe CUMNTOMU. ®
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Fiona Waddelt MPI-CDG patient)

TO3UW UBTOYHUK HA UHOOPMALUNA E OCUTYPEH 3A BAC OT NOPTYIFrAJNICKATA ACOUUALUNA 3A CDG U APYITN CBDP3AHU METABOJIUTHU BONNECTU (APCDG).

Aemopu: Vanessa Ferreira (MopTyrancka acoynauusa 3a CDG) — sindromecdg@gmail.com | Fiona Waddell (naynent cbc CDG patient, Xonanausa).
Eva Morava (Tulane University Medical School, USA). | Mercedes Serrano & Belén Pérez Duefas (San Juan de Déu Children's Hospital, Spain).
Pedakyusa: Jaak Jaeken (LUeHTbp 3a meTabonutHu 6onectun, YHuBepcutetcka 6onHunya Gasthuisberg JiboseH, benrus). Mpoekmupana om: DSDESIGN (www.diogosampaio.com).
lNMpeeod om aHanulicku Ha 6vn2apcku e3uk: XpucrtuaHa TopopoBa, (CTygeHTka B MeaguunHckm yHusepcutet, Coduna, Acoumauna Ha CTyaeHTUTe meamum B) — bbnrapusa, hristiana69@abv.bg.
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