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YPODKEHE MOPYLUEHHS INIKO3W/IFOBAHHA TUN 1B (CDG-1B CUHAPOM,
AEPILUNT ®POCOOMAHHO3OI3OMEPA3U): KNIHIYHUN BUNAAOK

MonTaBCbkun AepXxaBHUN MeAMYHMI yHIBepcuTeT (M. MNonTtasa, YkpaiHa)
KIM "Outada micbka kniHiYHa nikapHs MNontaBcbKoi Micbkoi pagun”

lMpedcmaesneHo KniHivHUl eunadok e/1aCHO20 CroCmMeEpPeXeHHs 3a xnonqdukom A., sikom 1 pik 10 micsuie, 3
OiagHo30M: YpodxeHe nopyweHHs anikosurntogaHHs mun 1b (CDG 1b cuHdpom, degbiyum ¢bocghomaHHOI30-
mepasu). HanucaHHs cmammi obymosneHe mpyOHowamu OiaeHOCMUKU, 5K M08’93aHi 3 MyrbmucucmeMHi-
CMIO KIiHIYHUX nposieie y suansadi docume HecrieyughivHUX namosiogiyHux cmaxie, ma HedocmamHicmio iH-
opmauii npo daHy pidkicHy namornoeito. YpooxeHi deghekmu 2/iKo3umnoeaHHs a8n1s1ome coboro epyry 2e-
HemMu4HoO 0byMoBIIeHUX 3ax80prO8aHb, NMpPU SKUX Nopyuwyemscss cuHme3 abo npuedHaHHs arikaHie 0o aniko-
npomeiHie ma anikosninidie, a makox ymeopeHHs ariiko3ungocghamiouniHozumorsy. Bidomo 6inbw Hix 130
ypodxxeHUX dechbekmie eniko3usmogaHHs. 32i0HO niimepamypHUM daHuUM, fpu ypodxxeHUXx deghekmax asiko-
3Us0B8aHHS y HOBOHapoOXXeHUX ma dimel cmapuwio2o 8iKy criocmepiearombCsi 3a2p0o3nuei 015 XXUummsi 3MiHU
8 opeaHi3Mmi, SKi ekro4Yarome po3iadu 3 60Ky ycix opaaHig | cucmem, Wo Crpustome nopyweHHIM i3udHo-
20 i Hep8oBo-rcuUxiYHO20 po3sumky. OcmaHHIM Yacom orucaHo ece binbuwie suradkie debromy ypodKeHUX
Oehekmie aniko3unoeaHHs eidpa3sy nicrisi HapPoOXKeHHs y 8uasnsidi cuHOpomy OuxarnbHUX poanadie; 6Hympiul-
HbOYepernHUxX Kpososusiugie y OOHOWEHUX HOBOHaPOOXeHUX; mpusaroi UCYHKUI WyHKO80-KULWKOBO20
mpakmy; 6bakmepianbHUX IHGbekyili, Wo 3azpoxyroms xummio. BiOcymHicmb 4imkux crieyugidHux KmiHiYHUX
rposigie xeopobu rpu3eodumb 00 HECBOEHACHO20 PO3rli3HaBaHHs i 1liKyeaHHSI 3ax8oprosaHHs y dimed ricns
HapoOXXeHHsI ma cripusie NMopyweHH ix po3sumky. 3akroyHuli diaeHo3 OUMUHU 8U3Ha4YeHOo 3a pe3yrbma-
mamu MOJIEeKYIIPHO-2EHEMUYHO20 0BCMEXEHHS: CEK8EHY8aHHSI €K30MYy: Mae Micue 2emepo3uz2omHe Ho-
citicmeo 2eHie EXTL3, MFSDS8. 3pobnieHuli 8UCHOBOK npo HeobxiOHiCMb rposedeHHsT OUHaMi4YHO20 Crio-
CmepexXeHHs 3a X/0Mn4ukom rnediampa i eeHemuka 3 MEMOK KOHMPOIIo 3a (Yi3UYHUM i HEPBO8O-MCUXIHHUM
PO3BUMKOM.

Kntoyosi cnosa: AiTW, ypoaxeHe NopyLUeHHs rMiko3umoBaHHsS, CUHAPOM >KakeTa.
38’730k ny6nikauii 3 nnaHosuMu Haykogo-0ocnioHumu pobomamu. [aHa poboma € ghppacmeHmom Haykogo-00cnioHoi pobomu «Po3po-
bumu KniHiko-nabopamopHi kpumepii, Memodu npPo2HO3yeaHHs1 ma 3anobicaHHs MemabosniyHuUx nopyweHs y Oimel paHHbLO20 8iKy»
(2020-2024 pp.), Homep OepxasHoi peecmpauii 0120U102856.

Bctyn MaloTb MiCLie 3arpo3nuBi Anst XUTTS 3MiHK B opra-
HI3MI BHacnigok noegHaHHA OCHOBHUX CUMIMTOMIB,
LLLO BKINIOYAOTb HEBPOMONiYHI po3naau, cepen sikux
nepeBaxaroTb Cyp.OMHI/II;I CMHOPOM, 3aTpuMKa ncu-
XOMOTOPHOIo po3BUTKY, HeOoCTaTHE [OoAdaBaHHA
Macu Tina, BUpaxeHa M’A30Ba rinoToHisA, rinornike-
Misi, Pi3Hi POPMU ypaxKeHHsI MediHKK, O4en, LUKipw,
LLNYHKOBO-KULLKOBOIO TPaKTy (XPOHiYHa pAiapes),
CKeneTy, OKOPYXOBi po3nagu, NopyLUEHHs Koaryns-
uii [12], B noegHaHHi i3 ctTuirMamu ansemopioreHesy
[4]. OcTaHHiM Yacom onucaHo Bce BinblLue BUNaakis

YpopoxeHi aedektn rniko3unoBaHHA (congenital
defects of glycosylation, CDG) sBnsawTb coboto
rpyny reHeTu4Ho oByMOBMNEHNX 3aXBOPKOBaHb, Mpu
SKUX MOPYLUYETLCA CMHTE3 abo npueaHaHHA rnika-
HiB 0O rMiKONPOTEiHIB Ta rnikoninigis, a TakoXx
YTBOPEHHS rnikosundocdartiguniHosutony [11]. Bi-
Aomo 6inbLl Hix 130 ypomxeHux aedekTis rnikosu-
noBaHHa (YOl [5,6]. PospisHaoTe gedektn N-
rMiko3unoBaHHs BinkiB (HanbinbL NoLMPeHi, ckna-

aloTb Ginbwe 80% BunagkiB ycix YOI); nedexktn . . .
AO—FJ'IiKO3MJ‘IIOBaHH$| 06in|<iB/;:l MH{))KMHI-II:il )N—p' 1('2 O- Aebioty YA BiApasy nicnA HAPOMKEHHA y BUNAA

LT P . NMHOPOMY AMXanbHWX iB not Tpu-

AecbecTn cmresy oningls | miowngoohaT: oy ETU boaran o noresove o
AINIHOSATONY [1,7,10,13]. fedexy N- NbHUM Kil—YLLeM BHYT iLLIHII;LOLIe enHv;x KpOBOBWIMYMBIB
rniko3urnioBaHHA Ginkis Bnepwe 6ynu onucai J. yTp P P ’
Jacken Ta cnieaBTopamu [9], TOMy iX Takox Haau- LLO BUHMKAIOTL Y AOHOLUEHMX HOBOHAPOAXeHNX 6e3
' : aKTOpIB PU3MKY remopariyHmMx YLIKOOXEHb MO3KY;

BalOTb cuHapoMoM XakeTta (HegocTaTHICTb ¢hoc- ® P& p y remopa YLIKO[KE O3KY;

omaHHomyTasu-2 (reH PMM2). OaHi gedektn yva- ;%Bag (“)/: Agﬁﬁ)ggKilél;.unyHKgB}iéK:ggléOﬁcn)g?_Jpgggy,
CTO MpU3BOAATbE A0 MYNbTUCUCTEMHUX YparKeHb pi- ApoMy ’ 1 YPoA peasy,

Topylues: IoKoso Ty osoro Toueocrady 2 T
3rigHo niTepaTypHuM gaHum, npy YOI gyxe va- y P Hiv, P

CTO Y HOBOHApPOKEHUX Ta [LiTEeA CTapLioro BiKy KytoTb )KMTTFO_[VZ, :.3]' . . .
B goctynHin nitepaTypi CbOrogHi onucaHi nuwie
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MOOAMHOKI KNiHIYHi CNOCTEpPEeXeHHs 3a AiTbMu 3
yar.

OnucaHHs KniHiYHOro BUNagKy
i noro o6roBopeHHs

MpeactaBneHo KniHiYHWUA  BUMNAAOK BRACHOro
crnocTepexeHHs 3a xnonyukoM A., Bikom 1 pik 10
Micauis, 3 pigkicHUM AiarHO3oM: YpoaxeHe nopy-
WweHHA rnikosuntoBaHHa Tvn 1b (CDG 1b cuHgpom,
aediunt pocomaHHoizomepasn).

HanucaHHs cTaTTi o6yMmoBneHe pigkicTio 3ycTpi-
YAEMOCTI  3axXBOPIOBaHHA  (MowwupeHictb 1
1 000 000), TpygHoLlaMn AiarHOCTUKW, CRpUYUHE-
HAMW MYFbTUCUCTEMHICTIO KNiHIYHMX MPOSBIB Y BU-
rnagi 4oCuTb HecneundivHMX NaToNoriYHUX CTaHiIB,
Ta HeJOoCTaTHICTIO iHcbopMaLii Npo AaHy NaTonorito
B AOCTYMHIN nitepatypi.

[ocniTani3auia xnonyuka 3 AaHOK NaTororiet
oByMoBIeHa noripweHHsM CTaHy Yepes npueaHaH-
HS FOCTPOI BipyCHOI pecnipaTopHOI iHdeKL;ii.

OuntnHa noctynuna y BiaAiNneHHs paHHbOro Au-
TUHCTBA 3 HEOHaTarnbHUMW NiXKaMU OUTAYOT MiCb-
KOl KniHiYHOI nikapHi M. MonTasa 3 giarHo3om: oc-
Tpa iHdeKUis BEpXHiX AMXanbHWX LUMAXiB, HeyTou-
HeHa. acTpoiHTeCcTUHanNbLHUN cMHApoM. BpookeHa
Baga cepus: Bigkputa apTepianbHa npoToka (3,4
MM), niBo-npaBuii ckug. lNepeHeceHe rinOKCUYHO-
iwemiyHe ypaxeHHs UHC, cybaypanbHi rirpomu
(pOKy 3a OaHMMU MarHiTHO-pe30HaHCHOI ToMorpa-
aii), enicuHgpom.

Ckapru maTepi Ha MiaBULLEHHA TemnepaTypu Ti-
na, HeXuTb, PO3piAXeHi BUMOPOXHEHHS, HedocTa-
TiO Npmnbaeky Barn. 3 aHaMHesy BifOMO, LLO Xnon-
YUK HapoauBcA Big | BariTHOCTI Ha Tni Npeeknamn-
cil. MNonorn Ha 41 TwxkHi rectadii. Maca Tina npu
HapoaxeHHi 3840 r. HeoHaTanbHWI nepioa yckna-
OHEHUN XOBTHAHMLEID, B 3B’A3KY 3 4Ynm nepebyBaB
Ha CcTauioHapHOMY FiKyBaHHi y nepuHaTanbHOMY
LeHTpi M. XapkiB 3 giarHo3oM: HeoHaTanbHa >xoB-
TAaHUUA. BigkpuTe oBanbHe BikHO, BigkpuTa apTepi-
anbHa NpoToKa, cepueBa HegocTaTtHicTb O cT. Bpo-
[)keHa Baja pPO3BUTKY CEYOBUAINBHOI CUCTEMMU:
ABOGIYHMI rigpoHedpos |-l cTyneHto.

Y Biui 2 micauiB nikysasca ambynaTtopHO, KoOnu
nicns BBegeHHs cymiwi Nutrilon MNenTi Ha Tni rino-
ranakTil y QUTWHK BigMiYanucb NposiBM aTomnivyHOro
AepMmatuTy, noripleHHa aneTuty Ta HedoCTaTHIN
Habip Barn. CTaH noninwuecs, odHaK Yy XIonyuka
BigMiYanuncb NposiBM iHTOKCMKALil (MNABICTb, COH-
NUBICTb, BUPaXeHa acTeHis, 3anuLaBcsa 3HWKEHUM
anetuT, 6yna BiacyTHa npubaska B Maci Tina). B
3B’A3KY 3 UMM Yy 3-X MicsaYHOMY BiLi nepebyBaB Ha
cTauioHapHOMY fikyBaHHi B obnacHii guTadin kni-
HiYHIA nikapHi M. XapkiB 3 giarHo3om: NocTHaTanb-
Ha rinoTpodpia animeHTapHoro reHesy Il cT. AToniu-
HUA aepmatuT. BpogkeHe nopylleHHA obMmiHy pe-
YyoBUH. PaxiT, nepiog posnany, nigroctpuit nepeoir.

3 6-MicAYHOro BiKy AUTMHY noyanu TypbysaTtu
3puryBaHHs. Ha ¢oHi BigHOCHOro Grarononyyys
BMHWK Hanag cyaom nig yac cHy. OutuHa B cTaHi
enicratycy rocnitanizoBaHa [0 peaHiMauiiHoro
BigAiNeHHa XapKiBCbKOrO MiCbKOro LeHTPY AUTAYOl

Henpoxipypril, e nepebyeana 3 giarHo3om: CtaH
nicnsa eninpuctyny. MNNOKCUYHO-ILLEMIYHE YparKeHHS
ronosHoro mosky. CybaypanbHi rirpomu. lnotpo-
ois. MNeviHkoBa HeaoCTaTHICTb.

BpaxoBytoun TpyaHOLLi AiarHOCTUKN Ta Heedek-
TUBHICTb MpOBeAEeHOl CMMNTOMaTU4HOI Tepanii, y
BiLli 8 micauiB Byna npoBedeHa KOHCYNbTaLia reHe-
TMka XapKiBCbKOro crneLjianisoBaHoro Meauko-
reHeTUYHOro LeHTPY 3 NpuBoAY NOPYLUEHHS amiHO-
KACNOT, rineproMmouuMcTeiHeMii, amiHoaumgonaril,
nopyLleHHs finigHoro, NypuHOBOro, MiHepansHoro,
6inkoBoro 06MiHy, NOPYLUEHHST OOMiHY KOBYHUX KM~
cnot, meTtaboniyHoro cuHapomy. 3a pesynbTatamm
MOSEKYNAPHO-TEHETUYHOIO OOCTEXEHHS: CEKBEHY-
BaHHS €K30MY: Ma€ Micue reTepo3uroTHe HOCIMCTBO
reHiB EXTL3, MFSD8, noctasneHo pgiarHo3: Bpo-
OKeHe nopylleHHs rnikosuntoaHHa tun 1b (CDG
1b cnHapom, gediumnT docdomaHHoizomepasn).

KniHiyHi o6CTEXEHHA NPOBOAMIUCS i3 BKITHOYEH-
HSIM OLiHKM COMaTOHEBPOSOriYHOro crtaTycy 3a na-
TONOrMYHUMU CTaHamu, ki HanbinbLW YacTo 3ycTpi-
YalTbCA y OiTeln 3 4aHOK NaTonorieto:

— remopariyHuin CUHAPOM;

— CYAOMHWUIA CUHAPOM;

— ANCHYHKLISA LWNYHKOBO-KULLKOBOIO TPaKTY;

— NOpPYLUEHHSA (Pi3NYHOro Ta HEPBOBO-MNCUXIYHOIO
PO3BUTKY.

Mpwn ornagi o6’ekTMBHO: 3aranbHUA CTaH OUTUHK
TSOKKMA 32 PaxyHOK iHTOKCMKaLiMHOMO CUHOPOMY,
eKcuKoasy, rinoTpodii N0 CMMEeTpUYHOMY TUNy, Mrs-
BOCTi, COHNMBOCTi, MiONaTMYHOro CUHAPOMY, BUpa-
XeHol acTeHil. Ha ornsa pearye HeraTuBHo. Anetut
Pi3KO 3HWXKEHWIA, M'Ee OX04e; 3acBOKE NPUBNN3HO
600 mn Ha goby cymiwi «HyTpinoH MenTi» Ta oBo-
YyeBoro nope. NokasHUKM i3NYHOro Po3BUTKY: iH-
aekc macu Tina — 12,4, Bara g0 BiKy HWk4e 3-ro
CTaHOapTHOro BiAXWUIEHHs, AOBXMHA Tina Jo Barn —
HWx4e 3-ro ctaHgapTHoOro BiaxwuneHHsa. Wkipa 6ni-
Aa, MapmypoBa, fixeHidikauia Ha wkipi ob6nuyys.
Typrop TKaHUH 3HWKEHWUN, NigLUKIPHA KNiTKOBMHA Ha
KiHLiBKax Maibke BiACyTHS, Ha Tynyb6i 3HmXkeHa; Bi-
3yani3yeTbCsi pO3LUIMPEHA BEHO3HA CiTka Ha obnuydi
Ta Tyny6i. Bucoknin piBeHb cturmaTtusadii. O6Big
ronosu — 42 cMm. Benuke TiM'suko 3akpute. Obnny-
4 CMMETpUYHE, A3MK No cepepHin niHii. KosTae,
npv rogyBaHHi TBEPAOK DKEeK MNOXMMHaeTbeH. Ak-
TUBHI PyXy1 OBMEXeHi 3a paxyHOK M’A30BOi FNOTOHIT
Ta acTeHiyHoro cuHgpomy. M’a30BMIA TOHYC PiBHO-
MIPHO 3HWXEHWUW, CYXOXMWNKOBI Ta nepiocTasnbHi
pecnekcn cepeaHbOi XBaBOCTI, LUBMAKO BUCHAXY-
I0TbCA; NAaToNOrivHi pednekcn He BUKITMKAKTHLCS.
[onoBy Tpumae, cnauTb 3 NiGTPUMKO, HE CTOITb,
He xoauTb. MeHiHreanbHi 3HaKn HeraTuBHi. B nere-
HSX OWUXaHHS MyepuribHe, XpUnu He BUCITYXOBYHOTb-
cs. TOHW cepusa PUTMIYHI, TYYHi, NIErKUA CUCTONIY-
HUA Wym. XKMBIT M'SKUiA, NigayTUn, nepuctansTuka
xBaBa. [ledviHka +2 cMm, cenesiHka +1 cm. [iypes
OOCTaTHIlN, BUNOPOXXHEHHS NepeTpaBreHi, XOBTi.

MpoBeaeHi 3aranbHOKNiHIYHI, BipyconoriyHi, 6a-
KTEpIioNnoriyHi, reHeTUYHi i iHCTpymMeHTanbHi obcTe-
YKEHHS Ta ornsAa cneuianicTis:

Hespornor Big 22.09.22p.: MetaboniyHa eHue-
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Summary

CONGENITAL DISORDER OF GLYCOSYRATION TYPE 1B (CDG-1B SYNDROME, PHOSPHOMANNOISOMERASE DEFICIENCY):
A CLINICAL CASE
Fesenko M. Ye.1, Scherban O.A.z, Kozakevich V. K.1, Zyuzina L.S.1, Kaliuzhka 0.0."
Key words: children, congenital glycosylation disorder, Jacquet syndrome

A clinical case of my own observation of a boy A., aged 1 year and 10 months, with the diagnosis: con-
genital glycosylation disorder type 1b (CDG 1b syndrome, phosphomannoisomerase deficiency) is
presented. The writing of this article is due to the difficulties of diagnosis, which are associated with the
multisystemic clinical manifestations in the form of rather non-specific pathological conditions and the lack of
information about this rare pathology. Congenital glycosylation defects are a group of genetically determined
diseases in which the synthesis or attachment of glycans to glycoproteins and glycolipids is violated, as well
as the formation of glycosylphosphatidylinositol. More than 130 congenital defects of glycosylation are
known. According to literature data, in case of congenital glycosylation defects in newborns and older
children, life-threatening changes in the body are observed, which include disorders on the part of all organs
and systems that contribute to disorders of physical and neuropsychological development. Recently, more
and more cases of the debut of congenital glycosylation defects have been described immediately after birth
in the form of a syndrome of respiratory disorders; intracranial hemorrhages in full-term newborns; long-term
dysfunction of the gastrointestinal tract; life-threatening bacterial infections. The absence of clear, specific
clinical manifestations of the disease leads to untimely recognition and treatment of the disease in children
after birth and contributes to the violation of their development. The child's final diagnosis is determined by
the results of a molecular genetic examination: exome sequencing: a heterozygous carrier of the EXTL3,
MFSD8 genes takes place here. A conclusion was made about the need for dynamic observation of the boy
by a pediatrician and geneticist in order to monitor physical and neuropsychological development.
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