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Pezrome.

AxmyanvHicmos npodiemu noisiede y UCOKOMY CIYREHI MOJNCIUBO20 JIeMalbHO20 HACAIOKY MA IH8ANIOU3aYil HeMo8iam
3 8POOIHCEHOI0 2ANAKMO3EMIEIO0, HEe36ACAIOUU HA 8NPOBAVIICEHHS 8 YKPaili po3uupeno2o HeOHAmanbHo20 CKPUHIHZY.

Mema pobomu — na 61acHOMY KATHIYHOMY 00C8I0I NPOOEMOHCMPYSAMU CYUACHUL CMAH 0AHOT npobiemu 8 yMosax
00MmedceH020 00C8idy pobomu AiKapie-HeoHamoN02i6 3 piOKICHOK NAMONO2IEN) ) HOBOHAPOOIHCEHUX.

Mamepian ma memoou 00cioxncenns. B 0cHo8y 00CHiONCEHHS NOKIAOEHO 0OCMENCEHHSL MA JIKYBAHHS HOBOHAPOONCEHO20
3 KIACUYHOI opmoto 8podaiceroi 2anakmosemii. Komnaexc diacnocmuunux 3axo0ie 6Knoyas: Kiiniumi, 0ioXimiuni, bakmepionociuui
00CHI0IHCEHHS, IHCMPYMEHMANbHI: PeHmMeeH02paPis Opeanie epyOHOI KAIMKU, YIbmMpPasgyKo8l O0CIIONCEHHS, QOniepocpagis,
00CmedHCeHHs 04H020 OHA, NAMOICMONO2IUHI 00CTIONHCeHH:. Bci obcmedicenHs npoeedeHo 3 O0OMPUMAHHAM NPUHYUNIE OI0eMUKU.

Pezynomamu oocniosycennsn. Y cmammi npedcmasieHo unadok epoodcenol carakmosemii I muny (kracuuna gpopma)
3 MAHCKUM nepebicom ma 1emanbHuM 8UXo0om. Jumuna Hapoounacs OOHOWEHO Y HCIHKU 38 POKi6 3 00MAHCEHUM COMAMUYHUM
Ma aKyulepCoKuM aHAMHe30M, UWLIAXOM Kecapego2o posmuny. Ocobaugicmio KaiHiuno2o nepebicy 8pooicenoi earakmosemii
6 OAHOMY KIIHIYHOMY BUNAOKY € Ye 3A008IIbHULL CMAH OUMUHU 810 HAPOONCEHHS, BNPOO0BIHC nepuux 6 OHi6 Hcumms nepedysana
y 8i00inenHi cymicho 3 mamip’t0. Ceped KIiHIYHUX CUMRMOMIE CROCMePIanu HHo8MaHUYio 3 4-i 00ou scumms na Powi
8i1bHO20 2pYOHO20 6U20008y8anHs. Ha 4-y 000y npoeedenuti posuuperuli Heonamanvrull ckputine (21 cnaokoea xeopoba,).
JKosmsiHuys (3 HenpsAmMoo 2inepOinipybinemicio) 6 OUHAMIYT 3pOCMANA, HE38ANCAIOYU HA NPoeedeHHs homomepanii. 3 7-i 0obu
JACUMMs CnoCcmepieany He2amughy OUHAMIKY 3a2albHO20 CMAHY HOBOHAPOOICEHO20 3 PAXYHOK THMOKCUKAYii 3i 3pOCmanHam
2inepOinipydinemii, enamome2aniero, 3HAUHUMU HeBPONOIUHUMU NOPYUEHHAMU (2INOMOHIs, 2inopeqhiexcis), y 36 3Ky 3 um
oumuHa 6yna nepesedena y 8i00LIEHHS IHMEHCUBHO20 002NAJY ma 0Py2020 emany 8UX00HCY8aHHs HOBOHAPoOxceHux. Ha 9-y
000y Jcumms y 36 3Ky 3 NOABOIO 2eMOPALIUHO20 CUHOPOMY, NOZIPULEHHAM DIOXIMIYHUX NOKA3HUKIE KPOSI (nidguwyeni pigni
KOH '10208aH020 OIiNipyOiHYy ma NeYiHKO8UX MPAHCAMIHA3) OUMUHA nepesedeHa y 8i0dileHHsA peaHimayii ma iHMmeHCUsHoI
mepanii HOBOHAPOOICEHUX, D€ NPOBOOUNLOCA BIONOBIOHe NiKyeanHs. Kuiniunutl diaenos: Iemopaciuna xeopoba, panns gopma.
Ilepunamanvha inghexyia. I'emonimuuna xcoemanuys. Ha 13-y 000y npu 0enadi ounozo OHa 0Y10 8UABIEHO KPOBOBUIUBL
¥y cKA0n00ibHe mino nigozo oka. Ha 14-y 000y scumms ompumano no3sumugHutl pe3yibmam HeoHamaibHo20 CKPUHIH2Y Ha
eanaxmosemito I muny, npogedenuii nogmopnutl ckputine. Hesgasicarouu na xomniekcny mepaniio, He2camueHa OUHAMIKA
3POCMANa 3a paxyHox nPocpecy8ants NPoasie IHMOKCUKAYIT, OUXATbHUX PO31Adi8, He8PONO2IUHOT cumMnmomamuku, o3uax /[B3-
cuHopomy ma Ha 14-y 006y scummsa 6yna KoHCmamosana 0ion02iuHa cmepms OUMUHU. Bpooscena 2anakmoszemis y OaHOMY
8UNAOKY NIOMEEPOICEHA NATNOL020AHAMOMIYHUM OOCTIONCEHHAM A NOGIMOPHUM NOZUMUBHUM PE3VIbIMAMOM CKPUHIHSY.

Bucnoeku. Bpaxosywuu necneyughivnicmos 0eOl0MHUX CUMNMOMIB KAACUYHOT hopmu 8po0diceHol carakmosemii ma
decamudeHHuUtl mepmin OMPUMAHHS PE3YIbINAMie 0OCMENCEHH HA 2ANAKIMO3EMII0 NPU HEOHAMATLHOMY CKPUHIHEY, NPAKMUYHI
HeoHamon02u Maoms MONCIUBICIYb 3aNi003pumu X6opoody Ha niOCMAasi HAAEHOCMI NPO2PECYIOUOI HCOBMANUYI (3 BUCOKOIO
2inep6inipybinemicro), eenamome2anii 3 GUCOKUM PIGHEM NEUIHKOBUX MPAHCAMIHA3, NOPYULEHb 320PMAHHS KOG, KDOBOBUNIUGLE
Y CKNION00iOHe mino ma He2aliHo nepesecmu OUMUHY Ha 6e32alaKmo3Hy/0e3NaKmo3sHy CyMiut 00 OMPUMAHHSL PE3YIbIMAMIE CKPUHIHSY.

Knrwuoei cnoea: spoosicena zanaxmosemist; HOBOHAPOOIICEHI, HEOHAMANBHUT CKPUHIHE; KIHIUHI NPOAGU.

MIEYiHKH, HEPBOBOI CHCTEMH, KaTapaKTH, IOPYIICHB 3rop-
TaHHS KPOBi, CENTHYHHUX YCKIaTHeHb [1, 2, 3].

Bctyn
lamakTo3emis — 1€ CITaJKOBE 3aXBOPIOBAHHS OOMIHY

BYIJICBOAIB, B OCHOBI SIKOTO JIe)KaTh MyTallii r'eHiB Qep-
MEHTIB, Ki 0epyTh y4acTh y MeTabO0Ii3Mi TraJakTo3H.
[Tig TepMiHOM «TaJIAKTO3EMisD) PO3YMIFOT TPYITY 3 TPHOX
CHa/IKOBHX ayTOCOMHO-PEIIECUBHUX 3aXBOPIOBAHB, IIPH
SIKMX CIIOCTEPIraeThesl BPOKEeHa HEJOCTATHICTh OTHOTO
3 3-x ¢epMeHTiB: raynakro3o-1-dpocharypuaunrpanche
pasu (GALT), ranakrokinasu (GALK), ypunnaandocd
arranakro3o-4-enimepasu (GALE), sxi B HOpMi OepyTh
y4acTh y JAHIIOTY PEaKIliii mepeTBOPEHHs TalakTo3u Ha
nrroko3y. BHacninok myTanii y reHax ¢gepMeHTiB B opra-
Hi3Mi XBOPOTO HaKONWYYIOThCSl HA/UIMIIKH TaJIAKTO3U Ta
i MeTa0oIIiTiB, IO TPU3BOAUTH JO THXKKOTO YPaKCHHS

Haii0inpm TSKKOI0 Ta HAWIIOIMTHUPEHIMIOW (HOPMOI0
BPOIKEHOI rayakTo3eMii € kiaacndanaa ramakrozemMis (KI),
sIKa BUHUKA€E BHACHIOK nedinury pepmenty GALT. Ten,
skuit kopye pepmenT GALT, po3ramoBaHnil Ha XPOMO-
comi 9p13, Brirouae 6mm3pko 4,3 kb JIHK, cknamaeTscs
3 11 ex3oniB. Ha cygacHomy etami Bu3HaueHO 336 My-
taril y reri GALT. Xapakrep myraniii Ta iX moeJHaHHS
B T'€HI BIUIMBAIOTH HA PE3HyaIbHY aKTHBHICTh ()EPMEHTY
GALT [2, 3, 4].

Kniniunro ormmucani ¢popmu KI': y BUTIISIAL IyKe TSHKKOTO
niepediry (3 nedinntom GALT < 1%), sixa 6e3 cBo€gacHOT
JIarHOCTHKH Ta JIIKYBaHHS 3aKiHIY€ETHCS JETAIBHO, Ta

255



HEOHATOJNOrIA, XIPYPTISi TA NEPUHATANBHA MEAULUHA
NEONATOLOGY, SURGERY AND PERINATAL MEDICINE

T. XV, Ne1(59), 2026
voL. XV, Ne1(59), 2026 KEY TITLE: NEONATOLOGIA, HIRURGIA TA PERINATAL'NA MEDICINA (ONLINE)

ABBREVIATED KEY TITLE: NEONATOL. HiR. PERINAT. MED. (ONLINE)

ISSN 2226-1230 (PRINT) ISSN 2413-4260 (ONLINE)

M’sika ¢opma (BapiaHT Jlyapre) 3 nerkum abo Ge3cumil-
ToMHUM nepebdirom (nedinur GALT 10-25%). Yactora
BusiiieHHs1 KI' y HaceneHHs pi3HUX €THIYHHUX MOIYJIALH
BapiabenbHa, B cepeqabomy — 1:40000-60000 HOBOHApO-
JUKeHUX [4, 5, 6].

3axBoproBaHHS 3a3BUYai MaHidecTye B epuii aHi abo
THDKHI KUTTS IUTHHU Ta 32 BIJICYTHOCTI JIIKYBaHHSI IIBHJTKO
nporpecye 3 ¢aranbauM KinneM. Ha i rpynHoro Buro-
JIOBYBaHHS Y HOBOHAPO/PKEHOTO BUHHMKAIOTh OJIOBAaHHS,
Iiapesi, M’s130Ba TiMTOTOHIS, MIIABICTE. Y ITUHAMIIIi 3aXBO-
PIOBaHHS BUHHKAE 1 IPOTPECYE ypaKEHHS NEUiHKH, 110
CYIPOBOIKYETHCS YKOBTSHHUIICIO, TEMaTOMETATI€T0, HEP1IKO
KPOBOTOUYHUBICTIO BHACIIITOK TIMOKOATYIAIII. Y mepiri THi
Hiclisl HApOPKEHHS BUSBIISIIOTH KPOBOBUIIMBHU Y CKIIOIIO-
niOHe Tiyo abo KarapakTy. 3a pe3ybTaTaMy Ja00paTOPHIX
JIOCITIJDKEHb BUSBIISIFOTH MTiIBUIIEHHS aKTUBHOCTI TEYiH-
KOBHX TpaHCaMiHa3, (ppaxiiii OinipyOiHy (HEeKOH ToroBaHa
rinmepOunipyOiHeMis, 1110 Ha Mi3HIX CTaisX TpaHCHopMy-
€THCS Y KOH FOTOBaHY ), TIIONITIKEMII0, Tinoans0yMiHeMiro,
samkennit cuaTe3 VIII pakropa 3ropraHHs KpoBi, HEPiIko
BUSBJISIOTH TIEPXJI0PEMiYHUNA METaOOMIYHUH aIu103, Ti-
moocdaremiro, reHepanizoBaHy TilepaMiHOAIUIyPiro, 0
CBIYUTH PO BTOPHUHHY ITUCQYHKIIIO KaHAIbBLIB HUPOK.
3aranpHi 3MiHN y IepudeprdHiil KPOBi Ha TiIi ITi ABUIICHHS
piBHs C-peakTHBHOTO OijKa Ta MO3UTUBHOTO PiBHS MPO-
KaJILLIMTOHIHY € KPUTEPIEM IIPHETHAHHS CETCHCY (YacTiie
CIPUYMHEHUH TPaM-TIO3UTHBHUMHU MIKPOOpPTaHi3MaMH).
VY nitel, siKi BI)KHUBAIOTh, BHHUKAE XPOHIUHA TIEYIHKOBA
HEJIOCTaTHICTb, TSKKE YPa)KeHHSI HEPBOBOI CUCTEMH, BHU-
pakeHa 3aTpUMKa ICHXOMOTOPHOTO PO3BUTKY, IO IIPH3BO-
JIATH 710 DIHOOKOT IHBATIM3AITi1 Ta 3MEHIIICHHS TPUBAJIOCTI
xurts [1, 4, 5, 7].

lanakTo3emis — qpyre ophanHe MeTabOIYHE 3aXBO-
pIOBaHHS Michs QEHITKETOHYPil, IKe TOYaIH BUSBISATH
ITi/1 Yac MaCOBOTO HEOHATAILHOTO CKPUHIHTY Y 60-Ti poKu
XX cr. y CHIA Ta 6aratpox kpaiHax €Bpomnu. 3010Tuit
crannapt naboparoproi giarnoctuxu npu KI' — BusHa-
4yeHHst aktuBHOCTI hepmenTy GALT B epurpounTax KpoBi
xBoporo [8§, 9].

B VYkpaini 3 xxoBtHst 2022 poky ranakrozeMis | Tumy
(KT') BKITIOUEHA B TIPOTpaMy PO3IIMPEHOTO HEOHATAIEHOTO
ckpuHinry (PHC) 3 oTpuMaHHSM pe3ysbTariB CKpUHIHTY
TinbKkK yepe3 10 qHiB, TOMY Ha Cy4acHOMY €Tarli MUTaHHs
paHHBOI giarHOoCTHKH Ta JikyBaHHs KI' 3annmarorbes
aKTyaJbHUMHU 4Yepe3 HecnenupiuHiCTh ASOTHIUX CUMII-
TOoMiB. J{iarHO3 3aXBOPIOBaHHS HE 3aB)KIHN BUCTABISETHCS
CBO€YAcHO. J[iTH JNiKyIOTBCS y BIAJIIEHHSAX 3 MOMUJIKO-
BUMH JiarHO3aMU: CETICUC, MUTIapHUH UPO3 TMEHiHKH,
TOCTpi PO3JIaJy XapuyBaHHs, 3aTsDKHA JKOBTSIHHUIIS HOBO-
HapomkeHux. JludepeHiiaibHy AlarHOCTHKY rajlaKTo3eMii
HEOOXI1THO IPOBOJMTH TAKOXK i3 TEMOIIITHYHOIO XBOPOOOIO
HOBOHAPOJDKEHUX, [IMTOMETAJII€10, BPOJPKEHUM TOKCOILIa3-
MO30M, CIaJIKOBHMH TinepOiuipyOiHemMisiMu (HanpuKiazn,
Kpirnepa-Haiisipa), rannimio3naamu.

€IMHUM METOIOM €TiOMaTOreHeTHYHOTO JiKyBaHHsI KI'
€ JIIKyBaJIbHA JII€TA 3 BUKIIOYEHHSM I'aJIaKTO3H Ta JIAKTO3H
3 parioHy xapuyBaHHs IUTHHU. CBO€YAaCHO ITpU3HaUEHa
Oe3raiakTo3Ha/0e37aKTO3HA CYMIll HOBOHAPOIKCHOMY
3ano0irae BAHNKHEHHIO HEOE3MeuHMX JJIs )KUTTS CTaHiB
y HEOHATAJIBbHOMY Nepioli, 3amobirae cMepTi AUTHHH,
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3MEHIITy€ HMOBIPHICTh BHHUKHCHHS BiTAICHAX HACTIIKIB
y BUDJISIZII ypaXKeHHs HEpBOBOi cuctemu [2, 8].

VY crarTi npeacTaBieHo BIaCHUHA BUIAJIOK CIIOCTEpe-
eHHA 3a quTHHOIO 3 KT, AKuif 3aKiHYMBCS JeTalIbHUM
BuxonoM. HoBoHapomkeHa nuTiHa (X10m4uK) Big 3-i 6a-
JKaHOI BariTHOCTI, Ipyrux nojoris. [lepma BariTHicTh —
IITYYHUI abopT; 2-a — CAMOBUIBHI ITOJIOTH KHUBOIO J10-
HOIIECHOIO INTHHOIO. baThbKku ANTHHY y 3apeecTpoBaHOMY
unto6i. Bik marepi 38 pokis. [1IkianuBi 3BUuKy 3anepedye.
CragkoBicTh He 00TsDkeHa. B aHaMHe31 y KiHKH: XpOHid-
HUH nieJIoHe(pUT, ceqoKkaMm’ssHa XBOpoOa, OKUPIHHS, Ti-
MOTHUPEO3, XPOHIYHA apTepianbHa rineprensis (3 2022 p. —
TiOTEeH3WBHY TEPAIliio Ha MOCTIHHIA OCHOBI /10 BariTHOCTI
He npuiimMaia); omnepaii — (eO0TOHIsI, aleHICKTOMIS;
y IUTHHCTBI — MCHIHTIT.

OO0TsxkeHn mepelir 1aHol BariTHOCTI: B TEpMiHI
4-5 TwxHIB mepeOyBaa Ha JIiKyBaHHI Ta 00CTEXEHH] y Ti-
HEKOJIOT1YHOMY BiJJTUICHHI 3 1arHO30M XpOHIYHA apTepi-
ajnbHa rineprensis. J{iarHo3u mia 9yac BariTHOCTI: Timep-
TOHIYHA XBOpOOa 3 NMEPEBAXHUM ypaXEHHSIM cepls 0e3
3actiitnoi CH; XpoHiuHa 00CTpyKTHBHA XBOpOOa JIereHb
II ct; ayroiMmyHHUI THpeoinuT, Timeprpodiuaa Gpopma. 'i-
notupeos, cyokomnencanis. Oxupinns I cr.

V TepmiHi 35 THXHIB BariTHOCTI TOCIiTaJli30BaHa
V BIITUTCHHS aHECTE310JI0Ti1 Ta IHTCHCUBHOI Teparii 3 Ti-
NEePTEH3UBHOIO KpU30t0. Y TepMiHi 37 TmxkHiB nipu Y 3J]
3 JOIIJIEPOMETPI€I0 BU3HAYCHO MOMEPEUHE MOTOKECHHS
TUIONLY; BUCOKOPE3UCTEHTHHI KPOBOOOIT B apTepisx my-
MMOBHUHM 3 HASBHICTIO HYJIbOBUX KpOBOTOKiB, BDII 4
6ann. [IpoBeneHnit KOHCHIIIYM JaB 3aKJIIOYEHHS 11010
PO3POKEHHS IIUISIXOM KECAPEBOTO PO3THUHY, BPAXOBYIOUH
PO3BHTOK TUCTPECY IUIOAY Y BariTHOI 3 BaXKKOIO €KCTpa-
TeHITaJILHOIO MATOJIOTIE0, TTOTIEPEYHE MOJIOKESHHS TUIOY.

B ymoBax omneparniiiHoi (00MagHaHOT U IPUHHATTS
repeI4acHUX IMOJIOTIB) IIUISIXOM KecapeBa po3THHY 3 ITpH-
BOJY KOCOT'O MOJIOKEHHS IJIOLY HAPOAUBCS KHUBUIT JOHO-
menui (37 Tik.) xyomank Baroro 2940 r, 3pict 50 cM, 00-
Bix rosioBu 34 cM, 00Big rpyaeit 33 cm. JutuHa omiHeHa
Ha 8/8 OaxiB 3a mkanoro Anrap. [lepBuHHI peaHimMamiliHi
3aX0I1 HEe TIPOBOJIMIIHCSI.

CraH Big HApOIKEHHS PO3ILIHIOBABCS 5K 33I0BLIBHUH,
JUTHHA NlepeOyBaja y BiAICHH] CyMiCHOTO repeOyBaHHs
3 MaTip 1o IpoTAroM 6 aHIB. JIMTHHA 3HAXOAMUIACS Ha BiJlb-
HOMY TPYAHOMY BUTOZOBYBaHHI 3 JOlaBaHHSIM CTaHAAPT-
HOI1 cyMili 3a norpedoro. Ha 3-10 100y ®HTTs NpoBeIeHMI
PHC (21 xBopoba).

3 4-1 100M )KUTTS CIIOCTEPIraly MOsIBY >KOBTSHHILI 3 Ti-
nepbinipybiHeMiero 3a paXyHOK HempsiMoro 61mipy0iny
(3aranpHuit O6imipy6in 323,4 MxMoIb/i1, HenpsiMui 309
MKMOJIB/JI, ipsiMuii 13,7 MKMOJIB/JT), IpoBOAMIACS POTO-
Tepanis. HeBponoriunmii cTaTyc BiAMOBINAB TecTaIlili-
HOMY BiKy. B nmuHaMini piBeHb OinipyOiHy 3HM3UBCS He-
3HAYHO, 3aTaJIbHUN aHaJIi3 KPOBi Y MeXax BIKOBOI HOPMH,
C-peakTuBHu# 610K — 2,8 Mr/i. 3Beprae Ha cebe yBary
BIJICYTHICTh TaKUX KJIIHIYHUX CHMIITOMIB SIK OJFOBaAHHS
Ta Jiapest.

Ha 7-y 100y *HTTs CTaH JUTUHH 3 HETATUBHOIO JMHA-
MIKOIO, B&YKKHH 32 paXyHOK IHTOKCHKAIII1 31 30€peXeHHIM
3HaYHOI rinepOinipyOiHemil (ITiABUILEHHS NpsAMOT (pakIil
6inipy6ina — 79,2 MKMOIB/JT), TemaToMerasii, 3p0CcTaHHs
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HEBPOJIOTIYHUX MOPYIIEHb (TiOTOHIs, rimopeduexcis,
y 3B’SI3Ky 3 UMM JMTHHA NIepeBe/ieHa /10 BiAIIIEHHS TO-
CTIHTEHCHBHOTO JIOTJISLYy Ta JIPYTOr0 €Taly BUXOIKY-
BaHHS HOBOHAPO/DKEHHX JIUIS TIOJAITBIIIOTO JOOOCTEKEHHS
Ta JIIKyBaHHI.

[Ipu moctyneHHi y BigaiIeHHS TOCTIHTEHCUBHOTO
JOTVISy CTaH IWTHHU CTaOLIBHO BayKKHMii, 0€3 CyTTEBHX
3MiH. ['emoguHamika Oyna koMmreHcoBaHa. EnTepansHe
HaBaHTa)XEHHS JTUTHHA 3aCBOIOBAJIA, TOlyBasIacs dyepe3
30H]. Y HEBPOJOTIYHOMY CTaTyCi CIIOCTEpiraiucs sBUIa
MTOMIpHOTO LIepedpanbHoro npurHiveHHs. [Iponosxena
¢doroTepanis, Npu3HaYeHa aHTHOAKTEpiaTbHa Tepartis.
B nunaMmini piBeHs OinmipyOiHy 3anumnraBcst JOCHTH BH-
COKHM 3 MOCTYIIOBUM 3pOCTaHHSIM NpsMoi (paxiii; Bu-
3HAYaJIOCs IMiIBUILEHHS PIBHS MEYiHKOBUX TpaHCaMiHa3.
3BepraB Ha cebe yBary He3BHYHHIT KOJIip CHPOBATKU KPOBi
Ipy 610XIMIYHOMY JOCTI/DKEHH] — ICKpaBO-3eJIeHNH. Y 3a-
raJbHOMY aHaJi31 KpOBi — 3pOCTaHHS 3allajJbHUX 3MiH. 3a
JaHVUMHM KOaryjaorpaMu: Mmoka3Huku 3HmkeHi, AHTY He
BH3Ha4aBcsl. bakTepianbHi BUCIBH HET'aTHBHI.

Kiniuauii cTaH 3alIUIIaBCs BaKKUM, 0€3 THHAMIKH.
[kipa cyOikrepndHa, Oy1ifa 3 CipM BiITIHKOM, HE3HAYHO
BUPaKeHUH aKpoLliaHO3, BA3HAYAIOTHCS TPHBAIII KPOBOTEU1
3 MiCIIb iH €KIiii. B HeBpostoriyHOMYy cTaryci BU3HaYaIocs
BUpaXeHe liepeOpanbHe npurHiveHHs. Ha 9-y no0y sxutTst
JUTHHA TIepeBe/icHa Y BiIIUICHHS aHECTE310JI0Ti1 Ta iHTeH-
cuBHOI Teparii HoBoHapokeHux (BAITH) 3 niarnozom:
paHHs QopmMa remMopariyHoi XxBopoOH. 3a pe3ysnbraraMmu
KOaryJiorpaMy — BUpakeHa T1MOK0aryJsis, KJIiHIYHO
Y AWTHHU 3HAYHO ITiIBHIIMIACE KDOBOTOUMBICTD 3 MiCIh
1H €KIiH, mpoBeaeHa TpaHcdy3is CBIKO3aMOPOKEHOT
TUIa3MH. Y TUHAMILI IPOSIBY TINOKOAryJsiii perpecyBaiy.
3a TaHMMU KOaryjaorpaMy OUTBIIICTE MOKa3HHUKIB TOKpa-
ek, Ha 13-y moOy mpu oOcTekeHHI 0YHOTO JHA BH-
SIBJICHO KPOBOBWJIMB Y CKJIOIIOIOHE TiJI0 JIIBOTO OKa.

Ha 14-ty noGy 6yino oTprMaHO MO3UTUBHHUN pPe3yilb-
TaT CKPUHIHTY Ha raJlakTO3eMilo, TIPOBEICHN T TTOBTOPHUH
CKpUHIHT. Y IIell e Jac y IUTHHH BiJIMidYeHA HETaTUBHA
JUHAMiKa 32 paXyHOK IpOTpPECcyBaHHS HEBPOJOTIUHOT
CHUMITTOMAaTHKH (IMCTOHIS, IPUTHIYEHHS CBIIOMOCTI, 3pH-
TYBaHHS B HEBEJIMKOMY 00CsI31), HAPOCTaHHS JUXAIBHAX

L
Puc. 1. Makponpenapat neyviHku

po3iaaiB y BUTVISI pO3AYBAaHHS KPWJI HOCA, AUCITHOE,
y4acTi TOTIOMIXKHOT MYCKyJIaTypH B akTi quxaHHs. CraH
BKpail BayKKHii, 3arpo3NuBUIl sl )KUTTS 32 paxXyHOK Ha-
pOCTaHHSI SIBUI IHTOKCHKAIii, IPOrPEeCyBaHHS ANXATEHUX
po37ajiB, O3HAK JUCEMIHOBAHOTO BHYTPIIIHBOCYTHHHOTO
sropranHs ([IB3) kpoBi (Timokoaryssimis) — JereHeBa Kpo-
BOTEYa, TUTHHA MEPEBe/ICHa Ha ITYYHY BEHTIIIALIIO JIe-
reniB (I1IBJI) 3 BucoKkoI0 1oTali€lo KUCHIO, IO Tepartii 10-
JlaHi iHOTponHi npenaparty. He3Baxkaioun Ha mpoBeeHHS
PO3LIMPEHNX peaHiMaliiHUX 3aX0/IiB, KOHCTaTOBaHa 0i0-
noriuHa cmepTh. Ha manomy erami cMepTh qutuHE Oyna
BH3HaHA HE3BOPOTHHOIO.

OcHoBHMI KJIIHIYHNH JiarHO3: MacHuBHa JeTeHeBa
KpOBOTeYa, 1110 BUHUKAE y TIeprHaTanbHoMy nepioni. ITo-
pYIIEHHS OOMiHY TaJIaKTO3H.

Yexknanuenns: Juxansaa HegoctaTHicTh 111 cT.
CepueBa HenocTaTHiCTh. [lediHKOBa HEJOCTATHICTS,
HEyTOYHEHa.

CymnyrtHiii giarHo3: TokcnyHa eHnedanonaris, CHHIPOM
MIpUTHIYEeHHS eHTpasibHo1 HepBoBoi cuctemu (LIHC). I'e-
MopariuHa XxBopo0a y 1mio/ia Ta HOBOHapo/pKEeHOTo. PanHs
¢dopma. [HDekmis, crienudivyna I MepUHATAIEHOTO TIe-
piozy, HEyTOUHEHA.

[Naronoroanaromiunmii giarao3: OcHoBHUN: BpomkeHa
ranakrosemis [ tumy (knacuuana). [IprmknTTeBUI CKPUHIHT
JIOCITI/KEHHS Ha raJlakTO3eMil0 IO3UTUBHUI: CyOTOTabHA
BEJMKOKITITHHHA )KUPOBA TUCTPO]is IIEUiHKH, TEPEBAKHO
y HEHTPOIOOYISIPHUX Ta MEi1aJIbHUX 30HaX, BOTHUIIEBUH
HEKpO3 renaTolyTiB, BHYTPIIIHbOIOILKOBUI Ta KaHAJIbIIE-
BHH XoJlecTas, CHHyCOifadbHa qUIISTALls, TIOMipHa TTop-
TanbHa JiM(po-MakpodaransHa iHQITBTparis.

YcknagHeHHs: Boraumesa qBoCTOpoHHS OakTepi-
aJbHa MHEBMOHIS (pe3ysIbTaTH OaKTepialbHOTO BUCIBY
nocmeptHO — Klebsiella pneumonia, E. colli), cepo3Ho-
reMopariuHui HaOpsK JereHp. Y niBill HUpHi qpiOHE
BOTHHIIE THIIHOTO 3anasieHHs. [ eMopariuHuii cuHIpOM:
KPOBOBIJIMBH B IIKipPY, aJIbBEOJIIPHO — MIXKaIbBeO-
JISIpHI KPOBOBMIJIMBH. KpoBOBWINBY y CKIIONOIOHE TiJIO
000x oueit. TokcnuHa eHnedanonarisi FOJIOBHOTO MO3KY
3 TIMOKCHYHO-1IIEMIYHIM ypaXKeHHAM. I[HBOIIOLIS TUMYCY
4 ctynens (puc 1).
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[Ipu 0OroBOpeHHI MPEACTaBIEHOTO KIIHIYHOTO BH-
MaaKy HEoOXiTHO aKIEHTYBaTH yBary Ha IICHXOJIOTIYHY
MATPUMKY OATBKIB ITICIISt CMEPTI TUTHHHM 3 TSDKKOIO (op-
MOIO CITaIKOBOTO 3aXBOPIOBAHHS Ta CIIPSIMYBATH B ITOAATb-
oMy 0aTbKiB Ha MEJJUKO-TEHETHYHE KOHCYJIBTYBaHHS MIPH
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BucHoBku

1. PanHs miarHocTHKa KiacH4HOI GopmMu BpoIKe-
HOT TranakTo3eMii yTpyJIHeHa 3a paxyHOK HecrnenudiyHux
CHMITOMIB 10 OTPUMAHHS PE3yJIbTaTiB PO3LIMPEHOr0 HEO-
HATaJIbHOTO CKPUHIHTY.

3. BpaxoByroun BUIIEHaBEICHI KIIiHIYHI Ta J1abopa-
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Oe3raakTo3Hy/0e31aKTO3Hy CyMilll 10 OTPUMaHHS Pe3yIlb-
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BHecok cniBaBTOpiB y NiArotoBKy matepianis
HaykoBoi cTaTTi. CriBaBTOpH AaHOT CTATTi SK JiKyHO4i
JiKapi AaHOI JUTHHU, TIPOBEJN aHali3 0COOIMBOCTEH
KJIIHIYHOTO NepeObiry rajakro3emii, pe3yabraris jgado-
paTopHOro 00CTEKEHHsI Ta OOTPYHTYBAIH MPAKTUIHUN
MAX1A 00 BeIeHHS HOBOHAPOKEHUX TPH MiJ03pi Ha
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CONGENITAL GALACTOSEMIA IN NEONATAL PRACTICE: A CLINICAL CASE REPORT
I. Redko', A. Lobanov?, Yu. Tokareva®

Zaporizhzhia State Medical and Pharmaceutical University',
KNP «Territorial Medical Association ‘Healthy Family’», Zaporizhzhia Regional Council®
(Zaporizhzhia, Ukraine)

Summary.

Classical congenital galactosaemia continues to be associated with high mortality and long-term disability in affected infants, even
with expanded neonatal screening in Ukraine.

The purpose of the work is to highlight the diagnostic and management challenges associated with this rare inborn error of metabolism
in neonates, particularly in settings with limited clinical experience among neonatologists, based on a single-centre observation.

Material and methods of the study. The report describes the clinical course, diagnostic evaluation, and management of a newborn
diagnosed with classical (type I) congenital galactosaemia. Diagnostic investigations comprised clinical examination, serial biochemical
analyses (including serum bilirubin fractions and liver enzymes), chest radiography, abdominal ultrasonography with Doppler assessment,
ophthalmoscopic fundus examination, and postmortem histopathological analysis.
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BUMNAOKW 3 NPAKTUKU

Results of the study. A full-term male infant with classical congenital galactosaemia presented with a severe clinical course
culminating in death. The infant was delivered by caesarean section to a 38-year-old mother with a significant somatic and obstetric
history. At birth, the newborn was in satisfactory condition and remained with the mother for the first 6 days of life while receiving
exclusive breastfeeding. Jaundice developed on day 4 of life as the sole initial clinical manifestation. Expanded neonatal screening for 21
inherited metabolic disorders was performed on day 3. Progressive indirect hyperbilirubinaemia ensued despite intensive phototherapy.
From day 7, clinical deterioration became evident, characterised by systemic intoxication, persistent hyperbilirubinaemia, hepatomegaly,
and neurological abnormalities (hypotonia and hyporeflexia). The infant was transferred to a second-level neonatal care unit. On day
9, haemorrhagic syndrome developed in association with worsening biochemical parameters (rising conjugated bilirubin and hepatic
transaminases), necessitating transfer to the neonatal intensive care unit with a provisional diagnosis of early-onset haemorrhagic
disease, perinatal infection, and haemolytic jaundice. Ophthalmoscopic examination on day 13 revealed vitreous haemorrhages in the
left eye. On day 14, the initial neonatal screening result was reported as positive for galactosaemia type I and was confirmed by repeat
testing. Despite maximal supportive care, progressive multiorgan failure ensued, including severe intoxication, respiratory insufficiency,
worsening neurological status, and disseminated intravascular coagulation, leading to death on day 14 of life. The diagnosis was confirmed
postmortem by histopathological examination and the repeated positive screening result.

Conclusions. Classical congenital galactosaemia typically presents with nonspecific early symptoms, and the current turnaround
time for expanded neonatal screening results in Ukraine is approximately 10 days. Neonatologists should maintain a high index of
suspicion in the presence of progressive jaundice with significant hyperbilirubinaemia, hepatomegaly with elevated transaminases,
coagulopathy, and vitreous haemorrhages. Immediate initiation of a galactose-free and lactose-free formula is warranted pending

confirmatory screening results.

Keywords: Congenital Galactosemia; Newborns; Neonatal Screening; Clinical Manifestations.
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