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Pesztome. B cratbe npencTaBiICH KIMHUYESCKUI Cllydyail 00JI€3HM HaKOIUIEHHs IIMKoreHa tuma Ib
y peOeHka B Bo3pacte 1 mecsia.

KuroueBrble cjioBa: peOEHOK, IITUKOTeH03, MyTanuus rena SLC37A4.

Resume. The article presents a clinical case of glycogen storage disease type Ib in a 1-month-old
child.
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BBenenue. ['mukorenosas 6ose3ns 1b tumna (I'b1b) npeacrariser coboit HacaeACTBEHHOE
ayTOCOMHO-PEIIECCHBHOE 3a00JIeBaHNE, CBA3aHHOE C HApYIICHHEM MeTaboyM3Ma TIIOKO3bI U
pa3BUTHEM TUIOTIMKEMHUH, YTO MIPUBOJUT K PA3IMYHBIM META0OINYECKUM HAPYUICHUSIM, TAKUM
KaK TUIEPIUNHUIEMUs, TUIEPXOJIECTEPUHEMUS, TPEOYET MOCTOSHHOIO KOHTpPOJS MUTaHUS U
TpaHcianTauu neyeHu. K nanaomy 3a6oseBanuto npuBoauT mytanus reHa SLC37A4, koTopbiit
KOJMPYET TOBCEMECTHO OKCIIPECCUPYEMBI IMEPEHOCUYHK TIII0K030-6-ochar (glucose-6-
phosphate, G6PT).

Leb: mpeacTaBUTh peIKUi KIMHUYECKHUH Clydail 00Je3HM HAKOTUICHHS TJIMKOTeHa THUTIA
Ib y pebenka pannero Bo3pacra

OcHoBHbIE pe3yJbTaThl U 00cyxkaeHune. Pedbenok N. B Bo3pacte 1 mecsiy mocTynui B
neauatpudeckoe oraenenue Ne5 3 ropoackoit nqeTckoit kimHudeckoit 6ompHUIBI 08.09.20222 ¢
’Karo0aMy Ha TOBBIIICHUE TeMIiepaTyphl Tena 10 38 °C, CHIKEHHE alllleTUTa, PeIKUi Kallelb,
BSAJIOCTh M CPBITMBAHMS IOCIE KOPMIIEHHs C POXKACHMs. bbul BeicTaBieH nuarto3: OCHOBHOI:
OPMU. Punogapunrut. Ocnoxuenus: COU. ConyrcrBytomiye: AHEMUs CpeTHEN CTENEHH TSHKECTH
cmemrannoro renesa (Hb=91 r/m). Jlaktmonmctur cnpasa. I'DP. Puck peamusamun BYU,
natojorun [[HC.22.09.2022 pebGenok Obul BbIMHMCAH AOMOM ¢ BbI3nOpoBiIeHHEM. Crenys
pekoMeHaanusaM Bpaya, 17.11.2022 pebGeHok mocTynuia B neauwaTpudeckoe otaeneHue Ned 3
TOPOJCKON JETCKOW KIMHUYECKOW OONBHHIIBI JUIsl Kypca HeWpopeaOuiauTaluu B Bo3pacTe 3
MecsIIeB C Kalo0aMu Ha TOHYC B PYKax, HE JIEPXKHUT TOJIOBY, JI&ka Ha »uBoTe. M3 BBINMUCKU U3
aMOynaTOpHON KapThl, y peOeHKa Ha MPOTSHKEHUU 3 MecdleB HaOmoaaercss yckopenHoe COD,
TUM(OMOHOIIUTO3, HEUTPOTIEHUS], CHI)KEH TeMoriioouH. B ces3u ¢ pesynbraramun OAK n BAK
pebeHOoK ObLT HampaBiieH Ha KoHCyibTanuio remarosora B PHIII JIOTU. B JIOI'M 6buto
BoinosiHeHo Y3UW OBIL: mewens +3,5 cm, mouku +1,5 cm. Ot 30.11.22 B3siTa KpoBb HaA
onkomapkepsl ADII — 181 ur/mia (Hopma 10 28 Hr/mit), MOBBILIEHBI TeueHOYHbIE pepMeHThl ACT,
AJIT B 2 paza. 3akmtouenue remaronora 01.12.22: renaromeranusi, CMUHAPOM yckopeHHoro COD.
AHnemus. B 3TOT ke JieHb mauueHT O0b11 KoHCyabTupoBaH xupyprom B PHIIL JIX — remanruoma
neueHn. 02.12.22 B CBS3M C CUMNTOMAaTUKOM BUPYCHON HWHGEKIMH ObUT IepeBeleH B
nequatpudeckoe otaenenne Ne5. B OAK 02.12.22 coxpansercs JUMGOMOHOIIUTO3,
HEeUTpoIeHus, TpoMOoIUTO3, moBbitieHa COD, camwkeH remoriodoun (Hb=91 r/m). Pemenuem
koHcminyma 08.12 KoHCyNbTaIus TeHETHKA JIJIs1 UCKITIOUEHH S HaclIeZICTBEHHbIX O0s1e3Hel oOMeHa
- 12.12.22. ITpu 00bEKTUBHOM OTMEYAINCH "Mayybl T€MAaHTUOMBI" Ha JIQJI0OHIX, FeMaToMeranus
npu niepkyccuu. B BAK ot 13.12.22 noBsitens! xonectepud (7,3 MMOJb/1) U Tpurauiepuast (7,2
MMOJITB/T). 23.12.2022 B cBsI3U C MOBBIIIEHUEM Y MaTepu Temmeparypsl 10 40,0°C, cnabocTsio, o

3



JlnarnocTuka u JiedeHHe HACJIeACTBEHHBIX 3a001eBaHNii HePBHOIi cucTeMbl y aeTeii — 2025 : ¢6. MmaTepuaioB
IV Pecn. nayu.-npakrt. koH(}. ¢ Me:kaAyHap. yuacTuem, MuHCK, 4 1ekadps 2025 r.

COCTOSIHMIO 3JIOPOBBSl MaTEpH BBIMMCAHBI Ha aMOyJaTOpHBIA dTam. 26.12.2022 poautenu
Oo0paTWJINCh CaMOCTOSITEIPHO B IUIATHBIA LIEHTP, TI/A€ OBbUIO MPOBENEHO TEHETHYECKOE
UCCIIeIOBaHKNE — MOJHO3K30MHOEe cekBeHupoBanue JIHK, mo pesynpraTtam KOTOpOro y pedbenka
ObLT OOHapyxkeH reH 232220, CBUACTEIbCTBYIOIMUN O HATHYUU 0OJIE3HN HAKOIUJICHHS TTUKOTEeHA
1b Tumna.

B Hactosiiee Bpemsi peOCHOK HAOMIOAAETCS Y3KUMH CIECHUATUCTAMU — YYaCTKOBBIN
neauaTp, raCTPO3HTEPOIIOT, TEHETHK, YHIOKPUHOJIOT (10 MECTY KUTENbCTBa), rematosor (PHIIL]
JOTI'N); cobmoaeT BpaueOHbIe PpEKOMEHIALUH 110 ITUTAaHUIO U 00pa3y JKU3HU.

3akiouenue. Takum oOpaszom, [Bblb sBasercs Tsx€npiMm 3a0oneBaHUEM C
pasHOOOPa3HBIMU KIMHUYECKUMU MPOSBICHUAMHU, KOTOPOE TPEOYeT TaKKe MEIHKO-COLUATbHOM
MTOMOLIH.



