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METABOJITYHI NPUYUHU HEOHATAJIBHUX CYJOM

Haii0inpi 4yacTUMH TpOsIBAMH BPOKEHUX JIeeKTiB MeTabomizMy
(BJIM) B mepiosr HOBOHAPOIKEHOCTI € eHledanonarisi, MOPYIIEHHS Xapuy-
BaHHS, JICTAPTisd, PECIipaTOpPHiI YCKIAJAHCHHS Ta CyIOMH. BITIBIIICTh CyaoM
npu BM/]I mepebirarote sk emijentudHi eHmedanomnatii Ta (GpeHOTHIOBO
monioui. TpernHa JikapiB He moMivaroTh HeoHatanbHUX cynoM (HC). Inen-
Tudikais Mera0omigHOro AedeKkTy Moke MPU3BECTH 0 CIenudigHol
teparmii. Yacrora HC cepen monomennx HoBoHapomkenux — 1,1-16:1000;
cepesl HEJOHOUIEHUX Ta JiTel 3 HHU3bKOI Macoro — y 10 pasiB wacTime.
B cTpykTypi yCix nmpuunH HeoHaTaNbHUX cyaoM BJIM cranoBiath 1-4%.

JIo YMHHUKIB HEOHATAJbHHUX CYJIOM BIIHOCSATHCS: 1) TiMOKCHYHO-iIIe-
MmiuHa eHnedanonartis (50-70% B cTpyKTypi ycix mpu4mH); 2) MeTabosiuH1
(3-6%): ToKCHHM; JIiKK; MOPYIIEHHS €JEKTPOJIITHOTO OalaHCy Ta PiBHOBAru
KHCJIOT T OCHOB, B T.4. rimoriikemis (3-7,5%), rinokamsiiiemis (2,3-9,0%),
rimomarHiemis, Tilo-/TilepHATpieMis; TaToNOTis OOMIHY PEYOBHH, B T.U.
nedinut GIOTHHINA3M, TOPYIICHHS OOMIHY aMiHOKHCIOT (TiHepriiliHeMis,
NIPOTIIOHOBA aluzeMis, (PEeHUTKETOHYpis, XBOopoba cedi i3 3armaxoM KJIEHO-
BOTO CHpOITY); MOPYIICHHS 0OMiHY BYTJIEBOMIB (TaaKTO3eMisl, NESIKi TIiKO-
TCHO3H, iJionmaTHYHa CiMEWHa TiNOTIIKeMis, JaKTaTalun03); MOPYIICHHS
oOminy mininiB (xBopoba Tes-Cakca, iHdanTHnbEHa Qopma xBopodu [omre,
rioboinHo-KmiTHHHA aucTpodis Kpabbe, meraxpomaThuHa JIEHKOIUCTPO-
¢isn); mopymeHHs 0OMiHy BiTaMiHIB (IedimWT KapHITHHY, TiaMiH3aJeXHi
nedexktn MeTabomi3My mipyBaTy, MiPUIOKCHH3AIEKHI CYIOMH); METalliB
(xBopoOa Jlinkeca); MOpYIIEHHS IIypHHOBOTO/TIiPUMiAMHOBOTO OOMiHY, (ep-
MEHTOIATid IMKIy cedoBHHH, ImKiy Kpebca, nedextn ¢epMeHTiB
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IUXAIBHUX JAHIIOTIB; 3) iHpekuii (3-17%); Haitdinsm yacto TORCH-koMm-
IUIeKCy); 4) BHyTpilIHbOUEpenHi KpoBOBWIMBH (23-33%); 5) momninu-
TeMis; 6) Bpo/pkeHI aHomanii MO3Ky (4%); 7) XpPOMOCOMHI CHHIPOMHU;
8) pakomarozu (2%); 9) myxJIMHU TOJOBHOrO MO3Ky; 10) moGposkicHi
ciMCiiHI HEOHATAaJIbHI CYIOMHU.

CyuacHi xnacudikanii HC OymyroTbcst Ha micTaBi KOMILIEKCHOT OILIHKH 1X
KJTIHIYHUX MPOSBIB, MaTto(i3ioforiYyHuX MeXaHi3MIB, B3a€MO3B 3Ky MK MaHi-
¢ecrarmiero Hanagy Ta HasBHICTIO 3MiH Ha EEI". HaiiOinpm BipHIM BapiaHTOM
kiacugikanii HC npu BpopkeHNX MOPYIIEHHAX MeTaboii3My € Kiach]ikaris
3a aToreHe3oM: 1) BHACHIZOK eHepreTHdHoro gedinury (rinormikemis, [JIVT-
1-nedimmr, nedimmr B qUXaIbHOMY JAHIIOTY, NeMIUT KpeaTuHy); 2) TOKCHIHI
(amiHoarmonaTii, OpraHiuHi amumypii, AePEeKTH MUKITy CEYOBHHH); 3) BHAC-
JIOK TOpYIIEHh HEHPOTPAHCMITTEPHUX CHCTEM (HEKETOTHYHA TilepriIiiy-
nemisi, ' MK-tpancaminas nedilit, AediluT CyKIMHAT HAITiBaIbICTiI-IeTiapo-
reHasu); 4) BHAaCIIJIOK CyJMHHUX MaJibhopMalliii B TOJOBHOMY MO3KY (TIEpOK-
cucomHi xBopoou (LlenbBerepa), mopymieHHs O-TJIiKoNa3w; po3Iagd CHHTE3Y
xoJecTepuny); 5) Bitamin/kodaktopsanexkHi (aedinut OiOTHHITA3H, MPHIOK-
CHH3QJICKHA CIUIEINCis, mipuaoKcanbhochaT3agekHa emencis, XBopoda
Memkeca, ¢oiieBouyT/rBa; 6) 3MilIaHi (BpOMXKEHI MOPYLICHHS TJIIOKO3UIIa3H,
CepHH-010CHHTETHYHHN Ne(ilUT, TMOPYIICHHS 1OHHUX KaHATiB; 7) BHACIIIOK
ocimabieHnass (QyHKI{ HepBOBOI cHCTeMH (XPOHIYHI MOPYIICHHA); 8) po3iaau
JIMXaTHFHOTO JIAHIToTa;, 9) medinut cymb(iT-OKCHIa3H.

OCHOBHIMH YMHHHKAMH PU3UKY PO3BUTKY CYIOM Y IIiTEH €: Oi0IIOTivHI,
€KOTCHETUYHI Ta MEIUKO-COIiaNbHi. [HOAI MPOBOKYIOYI YMHHHUKH Ta Xapak-
TEp HamajJiB MOXYTh BKA3aTH Ha €TIOJOTii0 iX BUHHKHEHHs. Tak, rimorsi-
KeMisl B HEOHAaTaJIbHOMY ITIepiojii OB’ sI3aHa, SIK PaBUIIO, 3 TIOPYLICHHIMH [3-
OKHCJICHHS XKMPHUX KHUCIOT abo rinepiHcyiiHiaMoM. DeOpuibHi cynoMu
MOXYTh OyTH MOYAaTKOM TileprnposiHeMii 2-ro Tumy, CyaoMHuil (eOpuib-
HUI CTaTyc — NposiBOM XBopoOu Menkeca. MIOKJIOHIYHA eIiJierncist Xapak-
TepHa JJIsl MIPUIOKCHHOBOI 3aJIeKHOCTI, MIIHHOBOI eHuedaonarii, nedi-
LUTY MPUIOKCHH-OKCHIA3H Ta CyIb(iT-OKCHa3H, BPOPKEHOT HecTadi TpaH-
CIIOPTY TIIFOTaMaTy Ta MITOXOHApIabHUX cHIedaroMionaTii; emiierncis 3
iHpAHTUIEHUMHE cTIa3MaMH — [T (PEeHIUIKETOHYPIi, MITOXOHAPIaAIEHUX MOPY-
meHb, Bkiaroyaroun NARP Ta mopymenHs oOMiHy KapHiTHHY, nedinury
3-pocdorminepar aerizporeHasH, MipyBaT JAETiJpOreHa3d Ta aJeHiIaT
LUKJIa3H, Ul HEOHATaJIbHOI ajnpeHoneiikoaucTpodii Ta XxBopodbu MeHkeca.
AtnmioBi abcancm xapakrtepHi it aedpektry GAMT, mopymieHp OOMiHY
cedoBUHH, AedinuTy mipysaraerigporerasu ta myTanii GLUT 1. Cumnromo-
KOMIUIEKC TPOTPECYIOYNX MiOKJIOHYC-CIiJIencii 3ycTpivaeTscs mpu aedi-
IUTI CyIb(IT OKCHIA3H, MITOXOHAPiaTFHIX XBopobOax. DokamsHUH MiOKIIO-
HIYHHH cTartyc xapaktepHuil s cuapomy MERF, emizomu renepaiszo-
BaHOTO MiOKJIOHIYHOT'O CTaTycy — JUIsl XBOpoOu AJbliepca.
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B amamHe3i y OUTHHHM 3 CyAOMaMd 4YacTO 3yCTpidaloThCs cCimeitHa
OOTSDKEHICTh 110 HEBPOJIOTIYHHX 3aXBOPIOBAHHSAX Ta KPOBHOCHOPIIHEHOMY
nuro0y; B HEOHATaJbHOMY TIE€PioAl Y AUTHHU 3 M’S30BOIO TIITOTOHIEI0 MOX-
JIMB1 NOPYIIEHHS! KOBTaHHS Ta CMOKTAaHHS 3 JIETapTi€ro, AUXaIbHUMHU 1OpY-
LIEHHSMH Ta JIAKTaT-alll1030M, B KIIACHYHOMY BapiaHTi — 3 eMUICITUYHUMU
HamaJaMH 3a THIIOM MiokJIoHiH. [Ipu ornmsaai — nusmopdii Ta ypopKeHi Baau
PO3BUTKY, HEWPOILUKIpPHI CUMIITOMH. BaXkKicTh cTaHy AWTHHU HE BiANOBiZae
BaXKOCTI Iepediry BariTHOCTI Ta mojoriB. MerabomidHi po3iagy MaioTh
OyTH 3amio3peHi, SKIIO eMiJIeNciss Pe3UCTEHTHa IO CTaHAAPTHOTO IIKY-
BaHHA 1 SIKIIO € Taki CHMITOMH, SK 3aTpHMKa PO3yMOBOTO PO3BHUTKY Ta
pyxXOBi mopymieHHs. Y HOBOHapomkeHnx 3 BJIM mo mo9atky cyioMm 3a3BH-
4aif po3BHBaeTheA Jerapris. Uepe3 72 roawHM Micis HAPODKEHHS IIPOSB-
nmstoteest HC, moB’s3aHi 3 posnamamu MeTaboiizMy (0cOOMHBO, aMiHO-
auuaypii), OCKUIbKM TIOYMHAETHCS TOAYBaHHS OUIKaMH Ta TIIIOKO30I0.
B HeonaTanbHOMY mepiofli yciM HEOoOXiHO NMpU3HA4YaTH MipHIOKCHH— abo
nipunokcanbdochar 3 AiarHOCTUYHOIO METOI0, HAaBITh SKIIO Hamagu o0y-
MOBJICHI cencucoM abo NepHHaTalbHOW acdikciero; MpoOHe JiKyBaHHS
¢omieBoro kucnororo. [Ipu HasBHOCTI BpomKeHO! MIOKJIOHIUHOI eHieda-
nonarii yacto mpumyckaioTh BJIM, xoua yTOYHHTH IOro Xapakrep He
BIAETHCA. 3a HAsBHOCTI CyAOM, IEpII 3a BCE CIiJ BHUKIIOUYUTH HEMeETa-
OONiYHI MPUYWHH 3 paHHIM MoYaTKOM. [lomanmpIuii MiarHOCTUYHUN airo-
PUTM IWUTHHH 3 HecrnenungpivanMu 3MiHaMu Ha MPT Ta 3MiHaMH OCHOBHOIi
aktuBHOCTi Ha EET, Bkmowae: 1) aHami3z KpoBi Ha pPIBEHb EIEKTPOJIITIB,
MIEYiHKOBUX (PEPMEHTIB, aMOHiI0, JIAKTaTy, MipyBaTy, aMiHOKHCJIOTH, IIiIe-
KOJIOBY KHCJIOTY, CEYOBY KHCJOTY; 2) aHali3 Cedi Ha OpraHiuHi KHCIOTH,
CEUOBY KHUCJIOTY, MINEKOJIKOBY KHUCIOTY; 3) JiKBOporpamy; 4) TaHIeMHY
Mmacc-criektpomerpiro; 5) JHK-ngiarHoctuky. OcHOBHI J1ab0opaTopHi TECTH
BKJIFOYAIOTh: KUCJIOTHO-OCHOBHUII CTaTyc Ta aHIOHHHMH po3puB (MeTabosiu-
HUI auuno3 3 IMiJBHIIEHUM aHIOHHMM PO3PMBOM — OpraHidHi anumypii);
pecriipaTopHuii ankano3 — cuHapoM Jli, rinepaMOHieMist; BU3HAYESHHS TJIHO-
KO3HU B KPOBI (TIilTOTJTiKeMist — CITaJKOBHI TINEPIHCYITiHI3M); aMiaK Ta JaKTaT
B CHpOBaTIi (OpraHiyHa anuIypis, 1e)eKTH OKHUCICHHS XUPHUX KUCIOT a0o
IeQeKTH IMKIY CEYOBWHH), KETOHH, CEYoBa KHCIOTa (IeimuT KcaH-
TUH-ZET1IpOreHasn, Moi01eHOBOro (GakTopy Ta cyiab}iT-oKCHIa3u; CHHI-
pom Jlema-Hirana), amoHiil (HOpymeHHS LMKIYy CEYOBHHHU), TOMOLMCTETH
(nedinut cynbdit-okcupazu; aedeKTH MeTWIOBaHHA). TecTw Ipyroro
piBHS: TaHJIEMHA MacC-CIIEKTPOMETPis, MPo]isIb OPraHigHNX KUCIOT, aMiHO-
KHUCIIOTH B TIa3Mi KpoBi. JI0JaTKOB1 0OCTEKEHHS MPU3HAYAIOTh, SKIIO BUSB-
nsatote moripmanas Ha EEDT mepen mpuiiomom ixi (I'JIYT-1-nmedimmr),
pyxoBi posnaan (medinuT KpeaTHHy), 3MiHM 3 OOKy MIKipH Ta BOJIOCCS
(xBopoba Menkeca Ta nedinur OioTHHIA3W), AUCMOPQOIOTIYHI CHMII-
tomu (cupapoMm llenpBerepa). IlamieHTH 3 MapIiabHOI CIMINICTICIE0 Ta
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PE3UCTEHTHUM JI0 IPOTUCYJOMHHUX IperapariB elicTaTycoM MaloTh NMPOHTH
oOcTeXeHHs Ha MITOXOH/IpialibHI MopyIieHHs (XBopoba Anbnepca). Heiipo-
pamiosoriuni gocmimpkeHHs npu BM/] € Hecnierudiuaumu i pinko OyBaroTh
KJIFOYEeM JI0 J1arHo3y. B sSKOCTI XapakTepHUX O3HAK MOXKHA BUIUINTH Ii/IBU-
LIEHHs CUTHAJTY B Oa3ajbHUX sAApax Mpu XBopoOi Jles Ta Helipopaaioioridyny
KapTUHY iIIEMIYHOTO 1HCYJBTY, XapakTepHy it MELAS-cunnpomy.

BpaxoByloun MOTEHLIHHO BHUCOKI PH3MKH 3aTPUMKH HEPBOBOTO PO3-
BHTKY, AKi MOXXyTb Oyt 1oB’s3aHi 3 HC, BayKnnBoO 3’5ICyBaTH OCHOBHY TIPH-
YHHY HEBPOJIOTiYHOI AUC(HYHKIII Y HEMOBIAT. BKpail BaKIMBOIO 3a TaKHX
00cTaBHH, 3 METOIO0 BH3HA4YCHHA e(heKTHBHOI crermdigHoi Teparii, € MOX-
JUBICTh TECTYBAaHHS 3a JOIOMOTOI0 METa0ONIYHOTO CKPHHIHTY Ta CEKBe-
mysanHs JJHK Hactymroro mokomiaas (NGS).
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