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BPOIKEHI IIOPYIIEHHA METABOJII3MY
Y HOBOHAPOJJKEHUX -
HEOBXIOHICTb CKPMHIHTY

Pestome. Bpoooiceni nopywenns memabonizmy (BIIM) - ¢penomu-
NUYHO 1 2eHeMUYHO 2emepo2eHna epyna 3axeoprosans. Ha cbo200-
Hiwnit denv gioomi Oinvw niowe 1000 pisnux BIIM. Kymyaismuena
ygcmoma ix cknaoae nonad 1 na 800 napooocenux. BIIM cxna-
0aomy 2pyny Cnaoko8ux 3axeoploeanb, AKI 6UKIUKAIOMb 3HAUHY
HEeOHamanbHy 3axeoprosanicme i cmepmuicme. Kniniuni npossu
ix minauei, wo yckaiaouioe diaenocmuunuii npoyec. Panne suse-
JIeHHs ma 610N0GioHe NIKYBAHHA 0ONOMOJICe 3anobiemu po36umKy
yekaaonens. Oouax, eucokuil iHoexc KiiHiuHoi nioospu He € 0o-
CMAamHim 015 3HUMNICEHHA NOKA3HUKIE 3AX60PI08AHOCMI Ma cMepm-
nocmi. B ocmanne decamunimmas, y 38'a3Ky 3 n0516010 Memoouxu
MaHOeMHOT MAc-CnekKmpomempii, po3wuperuti CKpuHine Ho80HA-
Ppoodicenux cmag 0608'13k08010 cmpamezieio CycniibHOi 0XOpOoHU
300p0o8's 6 Oinvwocmi kpain. Jlabopamopui docsecnenus 0aomo
MOJCIUBICMb NPOGEOeHHs HeOHAMANbHo20 CKPUHiney npu baza-
movox BIIM. Panne eusgnenms 8poodiceHux nopyuieHs memabo-
Hi3My 3a6e3neuye ModHCAUGiCMb ueUOKo2o empyyanus (nosmophe
mecmysanus, 0iaeHOCMUYHI Memoou, adekeamne ceoeuacHe NiKy-
BAHHS), 3HUINCEHHS 3ax6oplosanocmi ma cmepmuocmi (npozpecy-
sanns BIIM mooice 6ymu 3ynuneno abo 3a2aibMo8ano), GUpileHHs
numane nianyganus cim'i (ingpopmysanus 6amokie npo MoNCIUGI

npobaemu, pekomeHOayii o000 NPeHamaibHUX 00CHiONCEHD).

Bpokeni nopymienns Meraboiismy (BIIM) - deno-
THIIIYHO 1 TEHETHYHO T€TePOTEHHA IPyIa 3aXBOPIOBAHb.
Ha cporoguinmuiii nens BuzHadeHi 0inpm Hixk 1000 pi3-
Hux BIIM. KymynsatrBHa gacToTa iX CTAHOBHTH ITOHAJ
1 ma 800 [1, 2, 3]. Oxpemi *x mopyuieHHsS MeTaGoi3-
My 3yCTpidaroThCs MOBOJI pigko. YacToTa MiarHOCTUKH
BIIM s3rigno pisuux ganux (mocmimxenns 1969-2005
pp.): aMiHOKHCIOTHI po3manu (3a BUHATKOM (eHIIKETO-
Hypii) - 7,6-18,7 ma 100000, deninkeronypis - 7,5-8,1
una 100000, opraniuni anumemii - 3,7-12,6 wa 100000,
3aXBOPIOBAaHHs UKy cedoBuHu - 1,9-4,5 ma 100000,
XBOpOOUW HakomWueHHs riikoreHy - 2,3-6,8 ma 100000,
nizocomHi xBopobu - 7,6-19,3 na 100000, nepoxcucom-
Hi posnaau - 3,5-7,4 ma 100000, miToxoHapianbHi 3a-
xBoproBauHs - 3,2-20,3 ma 100000, kom6GiHoBaHi po3na-
i o6Mminy xupaux kucmot 1 ma 9300 [3, 4, 5].

Ha mporuBary [0 BHIIE HaBEICHHX MNOKAa3HHUKIB,
yactora BIIM 3a pe3ynbraraMu peTpOCIHEKTUBHOIO JO-
CIiIKCHHS apXiBHUX HpoO KpoOBi miTel METOZOM TaH-
JIEMHOI Macc-CIIEKTPOMETpii, AKi IIOMEPIH Ha IEPIIOMY
pOIli KUTTS, TOKa3aju iHme. 3MiHU PiBHIB aMiHOKHCIIOT
i aumnkapuiTuny Oynu BusiBieHi y 4,7% Bumaakax (4
3 86). B ommomy 3 Hux (1,2%) miarHOoCTOBaHO CIemH-
(iuHe Mg XBOpOOM KIEHOBOTO CHpOITy OaraTopa3oBe
M1 IBUINEHHS] KOHIICHTpAlii JTeHnHy, 130Ny 1 Bai-
ny. Kiiniuna kapTuHa 1 BUSBICHHS MyTamii B MEpIIOMY
ex3oni rena BCKDHB (c.98delG) B rereposurornomy
CTaHl MATBEPAWIN AiarHo3 Jednuaosy. Jo pedi, MeTor0
MIPOBECHOTO NOCTiPKEHHST Oyno oOrpyHTyBaHHS 3ampo-
Ba/DKCHHS MAacOBOI'O CKPHMHIHTY HOBOHApOJKCHUX Ta
HEoOX1THOCTI TOCIHiKEHHS 3pa3KiB O10JOTIYHUX piauH
JUTSL aHATi3y BHIMAJAKIB MAIFOKOBOI cMepTHOCTI [6].

Bik manidecranii kriniganx cumnromis BIIM moxe

OyTH pi3HUM 1 BH3HAYAE€THCA OOCATOM HAKOMWYCHHS
TOKCHYHUX MeTabomiTiB abo medinuTom cybcTpatis. 3a-
XBOPIOBAHHS, ITOB’A3aHi 3 MOPYIIEHHIMH 00OMiHYy ByTJIe-
BOAIB a0 aMiHOKHCIIOT, HOPYIICHHSIMH HPOTYKyBaHHS
eHeprii, Ik IpaBUIO, MaHIPECTYyIOTh B HEOHATATHLHOMY
nepiofi abo B mepuIi MicsIi )KATTS 1 MBHUAKO MPOTPECY-
I0Th Ta MalOTh KaTacTpo(iuHui Xapakrep. MEeHII TSKKi
BapiaHTH IHX 3aXBOPIOBAHb 3a3BHYall MaHi(peCTYIOTH
Mi3HIOIe B AUTIYOMY Billi 1 YacTime MaroTh €mi30gud-
HUN xapakrtep nepediry. JleeKTu OKHCHEHHS XUPHHUX
KHCIIOT, TNIIKOT€HO3H, JI30COMHI XBOPOOH, SIKi NMPOSB-
JSAIOTHCS B IUTSYOMY Billi HEBPOJIOTIYHUMH a00 MCHUXi-
aTPUYHMMH CHMITOMaMH, 9aCcTO HE JIaTHOCTYIOTHCA 10
nopocaoro xuTTsa. Ilogatok Ta TSOKKiCTh mepebiry 3a-
XBOPIOBAaHb MOXYTh NPOBOKYBaTHCh CYIyTHIMHU 3aXBO-
PIOBaHHAMHU YH CTpecOBUMH cTanamu [7, 8, 9].

VY HeoHaTambHOMY IEpiofi Ta B MepIIl MicsAmi XHT-
TS MOXYTh KIIHIYHO HPOSBIATHCH IOPYIIEHHS OOMiHY
OKpeMHX aMiHOKHCIOT (THPO3WHEMisl, TOMOILMCTHHYPIsI,
METHJIMAJIOHOBA alUAypis, JIEHINHO3, (PeHITKeTOnypis,
nediuuT opHiTHHTpaHCKapOaMinasu), MOPYIIEHHS ByTIie-
BOAHOr0 0OMiHy (rajgakTo3emis, XBOPOOM HAKOTMYEHHS
TIKOTeHY ), MOPYIICHHST OKUCHEHHS XUPHUX KHUCIIOT i Mi-
TOXOHAPiabHOTO 0OMiHy (He(eKTH OKHCHEHHS KHPHHUX
KHCIIOT, KapHITHHOBI IOPYHICHHS, Ae()EKTH KETOTeHE3Y,
KeTONITHYHI Ie(eKTH), Ti30COMHi i MepOKCHCOMHI PoO3-
mand, iHmi 3axBoproBanHs (mediuuT GiotuHigasu, mopy-
meHs MeTaboii3My MypHHIB, HipiMiAiHIB, cTepoigHOTO
o6Mminy, byHkuii nepokcucom) [8, 10, 11, 12].

Bzarani, BIIM y HeoHaraapHOMY Mepioji TiarHoc-
TYIOTh ABOMa croco0aMu: NMpH KJIiHiIUHIN MaHidecTamii
(«xaTacTpou HEOHATATHHOTO MEPIOAY» UM MEHII TSK-
Ku# mepebir 3axBoproBaHHs) abo Ha miAcTaBi pe3yibTa-

97



Heonamonocia, xipypeis ma nepunamanivHa MeOuyuHa

T. IV, Ne 4(14), 2014

TiB CKpPHHIHTY TIpu O0e3CHMNTOMHOMY Ipebiry B He-
mosist [7, 8].

CTOCOBHO MEpHIOro AiarHOCTUYHOTO AalTOPUTMY.
Kniniuai npossu BIIM HecmenudiyHi i MiHIWBi, IO
YCKJIaJHIOE JIarHOCTUYHHUHN TMporec i moTpedye BUCO-
KOTO iHJeKCy KIIiHIYHOI MiJ03pH Ta MOETANHOTo KIIiHi-
Ko0-1aboparopHoro miarHoctuunoro miaxony [1, 2]. Ha
kopucTh BIIM roBopsTh HacTynmHi aHAaMHECTHYHI JaHi:
€INHOKPOBHiCTh 0aThKiB (Ginpmicts BIIM € ayTocom-
HO-PELECUBHIMH), CTaH 340pOB's cubciB (Metabomiuni
3aXBOPIOBaHHS ab0 He3'ICOBaHi 3aTPUMKH PO3BHTKY),
BIIM y poauHi mpoTATOM IBOX MOKOJiHb, BUKH]IHI, HEO-
giKyBaHa CMEpTh JiTeH B POAWHI y HEOHATAIbHOMY IIe-
pioxi abo cHHAPOM pamTOBOH cMepTi OpariB Ta cectep
YU POAMYIB-40JIOBIKiB MaTepi. IIpu mpoMy HeraTUBHUK
cimeitnuit anamue3 ue Bukiodae BIIM [7, 11-15].

Cumnromu BIIM 3a3Buuaii maHipecTyrOTh Yy HOBO-
HapOJKCHUX BiA HOPMAJBHOI BariTHOCTI MiCHs mepi-
0lly «ymaBaHOTO 340pOB's». CBITIHH IPOMIXKOK MOXeE
TpUBATH KillbKa TOAMH, KibKa MHIB a00 HaBiTH OiNblme
1 3aKIHUY€ThCSA MiCIs €Mi30Qy MOCHUICHHS KaTabomid-
HUX mporeciB (iHGeKIis, ToxoxyBaHHs, 3HEBOTHEHHS)
a00 HaBaHTa)XeHHS OUTKAMH Y¥ BYTJEBOJAMH. 3 1HIIO-
ro 0OKy, BIACYTHICTH CBITJIIOTO MPOMIKKY HE BUKIIIOUAE
BIIM. IloripmenHs cTaHy Moxe OyTH KaTacTodidHUM
(nuxanpHI pO3NagH, MISBICTH, KPOBOTEYA, CYIOMHU, KO-
Maro3HHUH CTaH), HABITH pamToBa CMEPTh HESICHOI eTi-
osiorii. Ha#i6inem nomupeHi NPUINHH «KaTacTpod
HEOHATAJIHHOTO MEePioAy» - OPTaHivHi anuaeMmii, rimepa-
MOHI€MIsl, THPO3UHEMIsI, TaIaKkTo3eMisl, feexTH nuKiIy
CeuOBHHH, Ne(PEeKTH OKMCHEHHS XUPHUX Kucior [7, 12,
16, 17, 18]. CymyTHi 3aXBOpIOBaHHS MOXYTh YTPYI-
HHTHU J1aTHOCTUKY CIAJKOBUX XBOPOO 0OMiHY pEYOBHH.

PO3BUTOK KPUTHYHOTO CTAaHY AEMOHCTPYIOTH OLIBII
cepito3Ho mocTpaxkgani MiTH. Ac¢ikcis HOBOHApPOIKe-
Hux, PIIC MOXyTh OOYMOBUTH PO3BHTOK CTpECy, AKUN
npu3BoauTs 10 Manidecrtanii BIIM. Ilpu merkiit dop-
Mi 3aXBOPIOBAHHS CHMIITOMH MOXYTh 3HUKHYTH, IOTIM
MOBTOPUTHCH depe3 NeKinpka THiB abo TmwxHIB. IHmexc
BHCOKOI KJIIHIYHOI MiT03pH y HOBOHAPOKEHUX BiJHOC-
Ho BIIM Brifoga€e HEOOX1IHICTH PO3MIALY MOXKINBOCTI
MeTabosivyHoi marosorii mpu Oyab-SKOMY KPHUTHYHOMY
CTaHI HOBOHAPOMKEHHUX, OCOOIMBO MpHU TSKKIH HEOHa-
TanpHOI eHmedaonarii, He3po3yMiniii kapaiomionarii,
CTIMKIN TIMOTAIKeMil, miABHUINEHH] aKTUBHOCTI IEYiHKO-
BUX (pepMeHTIB 3 Koaryiomarie€ro, MeTaboJigHOMY aIu-
11031 31 301IBIICHOI0 aHIOHHOIO PI3HHIEI0, KeTOAIMI031
[7, 12, 4, 16, 17 ]. SIkmo BIIM 3 SKMXOCh MPUYMH HE
BCTAHOBJIIOIOTH, TUTHHA OyJ€ MAaTH AiarHO3 TITOKCHYHO-
imeMivyHOi eHuedanonarii, BHyTPIIIHbOILTYHOYKOBOTO
KPOBOBWIJINBY, CEIICUCY, CEepIEeBOi HEAOCTATHOCTI, KHII-
KOBOI HempoximgHocTi Tomo [7, 12,16, 17 ].

O3HaKM CHCTEMHOI 3amanpHOi BigmoBimi (kaprTuHa
Cercucy 3 HeTaTHBHUMHU KYIbTYpaMH KPOBi) MOKe Bif-
MIYaTHCh MPHU TalaKTO3EeMHI, OpPTaHIYHHX aNUAEMIsX,
po3lamax IUKIYy MOYEBHHH, BpPOKEHIH rimeprurasii
HaJHUPKOBUX 3a703. He#TponeHis qiarHocTyeThCs mpu
OpTaHiuHili anuaemii, ane i IpU CENCHCi TaKOX HasBHI
HeliTponeHis/nelikoneHis. Cemncuc, BUKIUKAHWA KHII-
KOBOIO MAaJHYKOIO, YAaCTO PO3BHUBAETHCS y HEMOBIAT 3
ramakro3eMieio (y UUX BHMAAKaxX W JKOBTSHHI[IO TaKOK
BiTHOCSITH BUKJIIOYHO 10 cemcucy). JoHomeni nitn 6e3
(hakTOpiB PU3UKY CEIICHCY, Y SIKHX BCE X A1arHOCTOBAaHI
MOJJIHMBI CHMIITOMHU CEIICHCY, NMOPYLICHHS OOMiHY pe-
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YOBUH MOXYTh OyTH Maiike 3 Ti€I0 X 9acTOTOI0, IO U
cencuc. HeratuBHuii pesynsrat mabopaTtopHOro odcre-
JK€HHSI HOBOHAPO/)KEHOTO HE BHKJIIOYA€E A1arHO3 XBOPO-
6u oOminy pewoBun [12,16, 17, 19]. Inmi npuknagu
HaOyTHX CTaHIB, SIKi MOXYTh YCKJIQJJHUTH AiarHOCTUKY
BIIM - nereneBa KpoBOoT€4a, NEPBHUHHHUH pecIipaTop-
HUI ajKano3 mpu gqedexrax nukiy cedosunn [12,16 ].

Binpmiicts BIIM 3 roctpum mepediroM MOXyTb MaTH
Taki TEepBHHHI METaOONIYHI BiIXWUJICHHA. METalONIYHHUN
anuI03, 3a3BHYAil 3 IIIBUIICHOIO aHIOHHOK Pi3HUIICIO
(puca opraHidHHX amuAeMiil), rimormikemis (cepex miteit
3 rinmorikemiero 28% wmanu paninie He AiarHOCTOBaHI je-
(heKTH OKMCHEHHS KUPHHUX KUCIOT a00 €HJOKPUHHI po3JIa-
1), rinepamoniemis. Toctpuit mepe6ir BIIM Gyne cympo-
BOJDKYBATHCH HEBPOIOTIYHMMH TIOPYLICHHSMH (3aTpHMKa
PO3BHTKY, OCOOIHBO 3 perpecom), CyaoMu (MiOKIOHIUHI
abo moxiMopdHi), CTiiKi 1O MPOTHCYIOMHOI Teparii; Tiry-
XO0Ta, CIIMOTa, iHCYJABT ab0 PYXOBi PO3MNAM), YpaKeHHSI
neyinku (rernarocIyieHOMerajis, XoJjecTas, IMediHKoBa He-
JOCTaTHICTH/ UPO3), TIMOMTIKEMIst; ypaskeHHs cepiis (Kap-
miomiomaris muiaTaniiina abo rimeprpodiuHa, apurmii),
ypakeHHsI HUPOK (301IbIIIeH] HUPKH 3 MiKPOIIMCTaMH, HUP-
KOBa HEJOCTAaTHICTh, TyOynspHa aucyHKIis, rinopocda-
Temist), M's3iB (mepudepiiina m's30Ba c1abKicTh, MiOTIOOI-
Hypist), oueit (karapakra, IOMYTHIHHS POTiBKH, AUCIOKALIii
KPHUINTAINKA, aHOMAIi CITKIBKH, OQTaIbMOILIETHS, KOCOO-
KiCTh), 3MiHa pO3MipiB i hopmu rosoBu (Makpouedatis, Bu-
COKHMH 7100, 301IbIICHHS HKEPebIlst, TpyOi pucy obmmdus,
BEJIMKI LIeJIenH, MajieHbKe ITia00pius, Beauki Byxa) [2, 7,
12, 16, 20, 21, 22].

IlepBunni cumnromu BIIM, oO6ymoBieHI HOSBOIO
3HAYHOI KIJIBKOCTI TOKCHYHUX MeTa00JIITiB MOPYIIEHOTO
017TKOBOTO Ta BYIJIEBOTHOTO OOMiHY, IKi HAKOINIYIOTh-
Csl MicJIsl MOYATKy OAYBAHHS, BKIIOYAKOTH. IOPYIICHHS
roIyBaHb, ONIOBOTY, Hdiapeto Ta/ab0 3HEBOAHEHHS, He-
cTabiNbHICTh TEMIIEpaTypH, TaxiHOE, amHoe, Opagu-
Kapjiro, mopymeHHs mnepdysii, ApaTiBIWBiCTh, 3MiHHK
M'SI30BOTO TOHYCY, CYIOMH, IOPYIIEHHS CBiJOMOCTI.
BinpmicTs mopymeHbp BYINIEBOAHOTO i OITKOBOTO 00-
MiHY HE CyHpPOBOMXYIOTHCSA TUCMOP(ITHIMY 3MiHAMH B
HeoHaTaJbHHI nepiox [2, 7, 12, 16, 20, 21, 22].

IIpu BIIM, ski cynmpoBOIXKyeTbCs eHeprozedinu-
TOM, CHMIITOMHU 3a3BHYail pO3BUBAIOTHCS MPOTAroMm 24
TOJIMH MiCJIs HAPOJPKEHHS, MOXKYTh OyTH BXe it npu Ha-
pomxenHi. HoBonapomkeni 3 BIIM, siki mpu3Boaars 10
nedekTiB y mpoaykuii # BukopucTaHHi eHeprii (imi3o-
COMHI Ta NMEpPOKCHUCOMHI NOPYLICHHS, MOXJIHBO MITO-
XOHIpiadbHi PO3MaaH) YacTO MAlOTh PUCH THCMOPPO-
3y: BaId PO3BUTKY CKEJIETY, ypakeHHs odeil (kaTapakra
IIpH rajakTo3eMii Moke OyTH BUSBIEHA B NEPIINH ACHB
KUTTS), cepus (KapaioMmerainis MOXIHBA IpH KedeKTax
OKHCIIEHHS )KHPHUX KHUCIIOT, IIIOTAapOBii aMiHOAU oy pii
2 tuny, xBopo6i ITomme, MITOXOHIpiadbHUX PO3Nagax,
CHCTEMHOMY Ie(iluTi KapHITHHY), OpraHOMeTawis i
Ba)kKa TiIOTOHINA, XapaKTepHi 3amaxu (3amax KIEHOBOTO
CHPOIY - IpU JeHIINHO31, BApE€HOI KaIyCTH - IIPH THPO-
suHeMii Tomo) [2, 7, 12, 16, 20, 21, 22]. O3naku au3-
Mopdorenesy xapakTepHi A IEPOKCUCOMHUX PO3IaaiB
(mpu  cungpomi 3embBerepa - 301NTBIIEHHS JHKEPEINBIN,
BHCOKHH, OMyKIHH 7100, TINOIUTACTUYHI HAJOPiBHI IyTH,
eMiKaHT, IUIacKa CIMHKA HOca), nediluTy mipyBaTaeriapo-
rerasu (emikaHT, aHOMaJii HOCa), MITOXOHIPialbHUX TOpPY-
mrens (EmiKaHT, IUIOCKA CIMHKA HOCA), IyTapoBOl aluIy-
pii, tunt 1l (Makpouedaist, BUCOKHIA 100, TJIacKa CIIMHKA
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HOCa, BYIIHI aHOMAJii, 'ioCaisy), MeBaIOHOBOT al[ay pii
(BemmKi po3MipH TiM’sIYKa, BUCOKHH JI00, TiepTeNopusM,
emiKaHT, HU3bKO T0Cca/keHi Byxa) Tomo [16, 17].

IlepBurna mabopaTopHa OIiHKA 3a3BHYAi BKIIIOYAE:
3arajbHU aHaNi3 KpOBI IS BUSBICHHS HEUTPONCHII,
aHeMil Ta TPOMOOIUTONEHII, piBEHb EIEKTPONITIB CHPO-
BaTKH, OikapOonaty 1 KJIC, piBHI a30Ty ceq4oBHHU KpOBi
Ta KpeaTwHiHy, OinmipyOiHy, TpaHcaMmiHa3, IpOTpPOoMOiHO-
BH Yac, aKTHBOBAaHUH YaCTKOBHH TPOMOOIUIACTHHOBHUI
Jac, piBeHb aMiaky, Imoko3a kposi, pH ceudi, keToHM
cedi, BITHOBIIOBAJIbHI PEIOBHHH.

JlomaTKoBi JOCIHIMKEHHS BKIIOYAIOTh. PEHTITEHOTpa-
¢iro rpyaHoi KIiTKH, exokapaiorpadiro, HCI, exorpadito
BHYTPIIIHIX OPTaHiB, «CENTHYHHH CKPUHIHT», y TOMY
9HCIII, JOCHIMKEHHS JIKBOpY. Moxe OyTH HeoOXiIHUM
TiCTOJIOTiYHE MOCHIMKEHHS YpaKeHUX TKaHWH, aHali3
depmenTiB abo anamiz JJHK nmedKkonuTiB, €pUTPOIUTIB,
¢i6pobnmacTiB MKipH, NEUIHKH.

BTopuHHI mOCHiIKCHHS BKJIIOYAIOTH. KibKICHE BH-
3HAYCHHS aMIHOKHCIOT 1 alWIKapHITHHY, OpraHIYHUX
KHCJIOT, aIMUINIIOUHY Ta/abo OpOTOBOI KUCIOTH cedi,
piBHI JNaKTaTy i mipyBaTy CHpPOBATKH, JaKTaT, MipyBarT,
OpraHi4Hi KHCIOTH, HEHPOTpaHCMITepH JIKpopy Ta/abo
KOHKpeTHi Metabomitu (3abip cedi i TKBOPY OXHOYACHO
3 3a6opom twia3mu) [7, 17, 23, 24].

SIkmo quTHHA oMepia, 3pa3KHy MJIa3MH, CHPOBATKH,
cedi, 1, MOXKJIHNBO, JIIKBOPY, MIKipH, BUOPaHi 3pa3Ku op-
raHiB MOBUHHI OyTu 316paHi i 3amMmopoxeHi. 30epirarmoTs-
cs pororpadii Ta peHTreHOTrpaMHu.

3HadeHHs 1a00paTOPHUX ITOKA3HUKIB y MEXax HOPMU
MOXYTh OyTH TUMYAaCOBHMH 1 He BUKIOUar0Th BIIM. Jlo-
CIIIJKEHHS, MOXKJIMBO, OyJe MOTPiOHO IMOBTOPUTH IIE pa3
TpH iHIIKX emi3oaax xsopobu [7, 12, 17].

CKpHHIHT HOBOHAPO)KCHUX Ha METa0OIidHI 3aXBO-
proBaHHs icHye Bxe 37 pokiB. Y 1962 poui P. Makkpini
ta P. I'aTpi opranisysanu 30ip GraHKiB 3 (QiTbTPyBaib-
HOTO Tamepy 3 CyXHMH IUIIMaMH KpPOBI BiJl KOKHOTO
HOBOHApPOKEHOTO y mTaTi MaccadycerTc i TecTyBanu
ix Ha ¢eninkeronypiro. Hampukinui 1960-x pokiB py-
THHHE TeCTyBaHHSA HOBOHapomxkeHuX Ha OKY Oyrno mo-
MIUpEeHe Maibke Ha BCl ITATH 1 AesKi kpainu €sponn. Y
pamkax OaraThox mporpam OyJio po3I0YaTo TeCTyBaHHS
1 Ha iHII cragKoBi Ae()EKTH, TaKi K raJakTO3eMisl, XBO-
poba i3 3amaxoM KJICHOBOTO CHPOITY, TOMOI[UCTHHYPI.
VY cepeauni 1970-x pokiB no 3paskiB kpoBi mo I'arpi
Oynu ajanToBaHI pPaaioOiMyHOJOTIYHUK METOA JMdOCIHi-
mkerHst Tupokcuny (T4) mist 1iarHO CTHKH BPOIYKEHOTO
TinoTHpPEo3y, a B JaHUH Yac - HOCHiKeHHS 17-Tuapox-
CHIIPOTECTEPOHY ISl N1arHOCTHKU BPOIKEHOI Timep-
na3ii HagHUPHUKIB, (EpMEHTATUBHHUU aHANi3 M BHU-
3HaveHHs aedinury 6ioruHigasu ta in. [7, 12, 17].

B ocTtanne mecsaTumiTTdA, y 3B'I3Ky 3 HOSBOIO TaH-
JIEeMHOH Mac-CIeKTpOMeTpii, pPO3MHUPEHUl CKPUHIHT
HOBOHApPOJ)KCHUX CTaB O0OOB'SI3KOBOIO CTPATETIEI CyC-
HIJIBHOT OXOPOHU 3A0pOB'S y OimbmocTi Kpain cBiTy. Y
1990 poui HdeBix MiJUIIHITOH 3alpOIOHYBaB BUKOPHC-
TOBYBAaTH aHAJi3 i3 CyXHX IUISIM KPOBi IS CKPHHIHTY
HOBOHapokeHux. [loaBiliHa Mac-crnekTpomeTpis Oyna
OCHOBHUM JBHUTYHOM, KW 3a0e3IeunB 3HAUYHUN IPO-
Tpec mporpaM CKpHHIHTY HOBOHAPOMKEHUX B OCTaHHI
poku. Texnomoris 3abe3medye OJHOYACHE BUSBICHHS
6inpi Hixk 30 pi3HUX MOPYIIEHb OOMiIHY PEYOBHH B OJ-
HOMY 3pa3Ky. UyTinuBicTh i cienudigHiCTh BOTO METO-
oy o 99% i 99,995%, BiznoBinHO, Ans GiLNBIIOCTI Po3-

NMaaiB aMiHOKHCIOT, OpraHIYHUX anuaeMiil i pedexri
OKHCJICHHS JKUPHUX Kuciot [2, 25, 26].

IIpoBenenns HeoHarampHOTO CcKpuHiHTY BIIM 3a
JIOTIOMOT0I0 TaHAEMHOI Mac-CIIeKTpOMeTpii BH3HAHO
eKOHOMITHO e(EeKTHBHUM BTPY4YaHHSIM B ABcTpanii (mo-
cuimkenass 1994-2002 pp.). Yucno pokiB KuTTs, 30e-
pexxennx Ha 100 000 HOBOHAPOIKEHUX 3 MPOBEACHUM
CKpHHIHrOM ckiano 32,378 pokiB, O4iKyBaHE 3HHIKCHHS
cmeptrocTi Ha 100000 HOBOHapomKkenux - 0,738 Buman-
kiB cMmepti Ha 100000 HOBOHapokeHUX. BapTicTh oHO-
ro BiJBEpPHEHOr0 BMIIAJAKY cMepTi craHoBmia 472913
$, a BapricTh 30epesxkeHOTO pOKy XuTTs - 10779 $ [27].

3aranpHi BUMOTH CTOCOBHO JOIIBHOCTI HEOHATAJIb-
Horo ckpuHiHry BIIM HactynHi: 1. XBopo6a Moxe Oyt
HOPOIYLICHOI KIiHIYHO. 2. JIOCUTh BUCOKA YacTOTA Ma-
tosorii B momynsanii. 3. 3arpuMka B giarHoctuui Oyne
BUKJIMKATH HE3BOPOTHI momko/mxkeHHA. 4. IcHye mpo-
CTUH 1 JOCHTH HaAiHUH TECT.

5. JlikyBaHHS a00 BTpydJaHHS OKPAIIy€e IIPOrHO3 3aXBO-
PprOBaHHsI, BUSIBJICHOTO Ha paHHii craxii [7, 12, 28, 29, 30].

Crnucox po3iaziB, IO BKIIOYEHI JO HIPOrpaMu CKpH-
HIHTY y CBITi, 3HAYHO Bapilo€ 3aJE€KHO BiJ IOPUAMIHHUX
BHMOT JI0 IIPOTpaM TE€CTYBaHHS, HOMMPEHOCT] THX 9N iH-
MIMX 3aXBOPIOBAHb B MOIYJNALII, MOJITHIHOTO THCKY, Ha-
SBHOCT1 pecypciB ISl IPOBEJCHHS TECTYBAHHS, a TAKOX
3aJIEKUTH BiJ MiACYMKiB JIKyBaHHS BHSBICHHUX XBOPHX
(3 2011 poky Cmonyueni IlItatu mpoBoOasiTh 0OGCTEXKEH-
Hs Ha 54 posnagu, Himeuunna - Ha 12, Ykpaina — ua 4,
Cronyuene KopouniBcTBo BennkoOpuTaHis - TilbKH Ha 2,
Opantisg i [OHKOHT IPOBOAATH CKPUHIHT HOBOHAPOIKE-
HUX TiUTBKY IS BUSIBJICHHs OAHOTO 3axBopioBanHs (OKY
Ta BPOMKEHUI TimoTHpeo3, BiamosiaHo) [5].

IlosiBa TexHomorii MaccmekTpoMmeTpii 103BOIHIA
3HAYHO MPUCKOPUTH BH3HAYEHHS KUIBKOCTI al[MIIKApHi-
THHY 1 aMiHOKHCIIOTH B OXHOMY 3pa3Ky Kposi. Lle 36i1b-
IIMJIO YHCIIO PO3JAZiB, sIKI MOXKYTh OyTH BHUSBIEHI 3a
JOIOMOTOI0 CKPHMHIHTY HOBOHapomkeHux. Hepmocrar-
HICTh cepeaHbOJIaHIIoroBOT anui-KoA-mgerigporeHasu
(MCADD), sika € OpHYHHOIO POy BUIAAKIB CHHAPOMY
panToBOi CMEPTi HEMOBIAT, Oyaa OJHUM 3 MEPUINX PO3-
NManiB, JOJAHUX IO aHali3y. Y CKPUHIHTY, IPUUHITOMY
B CIIA, HOBOHAaPOMKEHHX TECTYIOTh Ha BCi MOXIHUBI
BHJAM PO3JIaZiB OOMiHY JKHPHHX KHCIOT, Y TOH 4ac sK
IHII KpaiHU IPOBOASTH CKPUHIHT TiNBKU IS AESKUX
3 HUX. BIpoBa/)KeHHS PaHHBOTO TECTYBAaHHS Ha BHSB-
JeHHS MOpPYHmIEeHb OOMiHYy XHPHHUX KHCJIOT BiZOMIOCS
Ha 3HIDKEHHI PIBHSA 3aXBOPIOBAHOCTI Ta CMEPTHOCTI,
MOB'SI3aHUX 3 TAKHUMH po3JagaMu. ABCTpaliliCbKe HO-
CIIKEHHS [TOKa3aao 3HMKeHHS Ha (4% BUIAOKIB Bax-
KUX MeTaboJiYHUX po3IamiB i cMepTi cepexn ocib, Bu-
SBJICHHUX Il 9ac CKPUHIHTY HOBOHAPOKEHUX, TUX, AKi
maioTh MCADD mnopiBHSHO 3 THUMH, XTO TaKHil TECT HE
npoxoauB. Pe3ympratu mociigkeHb, mpoBenaeHi B Hi-
nepnannax 1 BenmkoOpwuraHii, BUSBHIHM MOJIMIICHHS
pe3yNIbTaTiB 1 CKOPOYEHHS KOIUTIB Ha JIKyBaHHS AITEH,
3aXBOPIOBAHHS y AKUX Oyl BH3HA4YEHI MEpII HiX IpPO-
sBuIIMCS Kiiniuno [5, 28, 32, 33, 34].

Bararo kpaiH HIpoOBOASATH CKPHHIHT HOBOHAPOIXKE-
HUX 13 BKioyeHHAM Bix 29 go 50 BIIM, GinbmiicTs 3
SAKAX J1aTHOCTYIOTh 3a JOINOMOTOI0 TaHJIEMHOI Mac-
crnexkrpomeTpii. XnMOHOHETaTUBHI BUCHOBKH MOXYTb
OyTH pe3yiIbTaTOM 3aHAATO PAaHHBOTO CKPUHIHTY, IpH-
HoMy JIiKiB, NEepEeIUBAHHSI KPOBi, METOAMKH 300py
npo6 i mociimkeHHs. Ha k0Xe€H iCTHHHO MO3UTHBHUU
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pe3yabTaT CKpUHIHTY MOXKYTh npunajaru 12-60 xubHo-
MMO3UTHBHHUX PE3YNbTATIB, y 3aJEXKHOCTI BiJ BUIY BpO-
IUKeHOI moMuiaku merabomismy [12, 17, 35]. Iporumis
I[bOMY - BUKOPHUCTAHHS JJOJAaTKOBUX MOJIEKYISIPHO-TeHE-
THYHUX JOCIiIXECHb, IIOBTOPHE TECTYBAaHHS, BUKOpPHC-
TaHHS J1a00pPAaTOPHUX CTAHIAPTIB SKOCTI Ta MPOTOKOIIB
BinOopy mpo6 nns ckpuHiHry. Hanpuknan, Bimomo, mo
MTOMIJIKOBO-TIO3UTUBHI PE3yNbTaTH CKPUHIHTY YacTime
CIIOCTEPIraloThesl y BIAAIEHHSAX IHTEHCHBHOI Tepamii.
ITepepuBaHHs NAapEHTEPAIBLHOTO XapuyBaHHS Ha 3 TO-
IUHA 10 3a00py MarepiaiiB ajig CKpHHIHTY, 3TiHO JAa-
HHUX JOCHi/DKEHHs, TPUBOIUTH MO 3HIKCHHS Ha 74%
MTOMIJIKOBO-TIO3UTUBHUX pe3yibrariB. Etamon — menme
0,3% xuOHO MO3UTHBHUX pE3YNbTATiB Ta MO3UTHBHA
NpOrHOCTHYHA HiHHICTH Ginbiie 20% [34, 35, 44].

Ha >xanp, nepxaBHe (iHAaHCYBaHHSI HE MOXE 3a-
0e3MmeunTH BKIIOYECHHS MOBHOTO CIIEKTPY MOCIIIKECHBb
y JepKaBHI MPOTPaMH HEOHATAIBHOTO CKpHHIHTY [34,
35]. Asle HasBHICTH MOYATKOBUX [ialrHOCTHYHHUX O3HAK
KJIiHIYHOI migo3pu crocoBHO BIIM BuMarae mpoBeneH-
HS caMe PO3IIHPEHOTO 00CTeXKCHHS.

JlocmimKkeHHS BpPOMXKEHUX HOPYIIEHb MeTabonizmy
BabyScreening miarmoctye 18 nopyuenb aMiHOKHCIOT-
HOro oOMiHy ((epMEHTHHI aHali3 BHKOPHUCTOBYETHCS
IS BUSBIIEHHS TaJIaKTO3€Mil Ta HEJOCTATHOCTI 0i0TH-
Himasu), 12 mopyumiens 06MiHy XUPHUX KHCIOT, 18 po3-
nmaaiB MeTabomi3My OpTaHiYHUX KHUCIIOT, TIHOTHPEOigH3M
(pazioiMyHOIOTIYHI TOCITiKEHHs, MyKOBicHmI03 (MoIte-
KYJISIPHO-T€HETHYHI METOAN), PamioiMyHOIOTIuHi J0CTi-
JUKEHHS TOPMOHIB IMUTOBHAHOI 3aJI03H JUIS N1arHOCTHKHU
BPO/UKEHOTO Trinmotupeosy, 17-TuapokcunporecTepony
- TS iaTHOCTHKHU BPOJDKECHOT Tinmepruiasii Kopu HaaHUp-
KOBHX 3a7103. MOJIeKyIsIpHO-T€HETHYHI METOAH BUKOPHUC-
TOBYIOTECS JUISL A1aTHOCTUKN MYKOBICITHIO3Y Ta BAXKKHX
KoMObiHOBaHuX iMyHOAedinuTiB [5, 29].

Ha Tenepimmniii yac mepeBaru mpoBEICHHS PO3IIHU-
PEHOTO HEOHATAJbHOTO CKPHHIHTY € Oinbm abo MeHII
oueBHAHMMH. HalBaromimorw 3 HHX € MOXIHUBICTH
BusiBieHHs: BIIM, mpu sxux po3poOiaeHo NiKyBaHHS i1
paHHE BTpPyYaHHS CIpHsE€ HOJINIIEHHIO HmporHosy. Lle
BIIM, mpu sikux BifOyBa€ThCSI MOCTYNIOBE HAKOIMMYCHHS
MeTaboMiTiB, SIKi € TOKCHYHUMH 71 HOBOHAPOIKCHUX,
OCKUIBKH KJTIOUOBHH (EPMEHT METaOOIUYIHOrO IIIIAXY
BimcytHiit [22, 35, 34].

Ane mis wactuau BIIM, siKi BUSBASIOTHCS 3a IOIO-
MOTOI0 CKPHHIHTY, €(peKTHBHE JIIKyBaHHS Ha TemepimI-
Hifl yac BigcyTHe (HampWKIam, MOPYIICHHS OKWUCHEHHS
JKUPHHUX KHCIIOT). AJle Yy HbOMY BHIAAKy Ba)KIHBUM €
TOH (akT, MmO paHO MOCTaBIEHUH MiarHO3 IM030aBise
CiM'I0 BiZ HOBTHX 1 BaXXKUX A1aTHOCTHYHHUX HPOLETYp Y
MaiiOyTHBOMY. CiM's MOXe NMPONTH MEIUKO-T€HETHIHE
00CTEeKEHHS 3 MOXKJIMBICTIO TIPEHATAIBHOI JIarHOCTUKHU
[IpU HACTYNHUX BariTHOCTAX. PaHHA MiarHOCTHKA TaKUX
CTaHiB, MOXIIHBO, 3'SBUTHCS CTUMYIOM IJS PO3POOKH
JiKyBaHHS NMOAI0HUX XBOPOO.

Sk mpukiaz, BUIIe HaBeAeHA iHPOpMAIlisI OO0 HO-
BOHAPOI)KCHUX 3 HEZOCTATHICTIO CEepeaHbOJIAHIIOTOBOI
ammn-KoA-nerigporenasu. lle oamH i3 HaWOiNbI mO-
MIUPEHUX Ae(EeKTiB MiTOXOHAPiadbHOTO B-OKUCHEHHS, i
SICHO, IIO peTesIbHe YHUKHEHHS TOJI0y € Ha AWBO IPO-
CTHM METOAOM JiKyBaHHS, KN MOXe OYyTH >XKHUTTEBO
HEOOXiJHUM Y AKX HEMOBIIAT. be3 paHHBOI giaraoc-
THKH Ta JIKyBaHHS Ae(eKT MPU3BOAUTH A0 HamajiB Ti-
MOTITiKeMIii, CyZIOM 1 KOMH, IKi MOXYTh BUHHKATH y CTaH1
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HaTILEe IPH TPUBAJIUX iHTEpBajaX MiX rOAyBaHHAMHU. Y
MepIli POKH XHUTTS PU3UK CMEPTI y MOXibHIN cuTyarii
cranoButh 20%. PanHst qiarHOCTHKA M03BOJSIE 1HPOP-
MyBaTH CIM'I0 I[OJO0 HENPUIYCTUMOCTI BUHUKHEHHS
rinorimikemii, HEOOXiZHOCTI PUTMIYHOTO XapuyyBaHHS,
30amancyBaHHS Aietu Tomo. CIija 3ayBaXUTH, IO Yac-
TOTa JAHOI MATOJIOTii y MesKUX MOMYNIAMisIX CKIamgae A0
1 na 10000 mapoxens [5, 28, 32-35, 37, 38].

VY Hinepnangax Oymo mpoBeneHe KIIiHIYHE Ta emige-
MIOJIOTIYHE MOCHIIKEHHS HaceJeHHS 1 Bu3HadeHi 155
nanientis (3 110 cimeit), ski mHapomumucs 1o 2003 poky
i manu pedimur MCAD. Binbuiicts miTe#t mamu rocTpi
nposBU MaHiecrarii marorxorii (22% momepinn). 3 27 mi-
TeH, siki momepiu, y 9 aiarno3 OyB MOCTABICHHUH TiIBKU
micis HapoMKeHHs npobana. 3rigHO JaHUX JOCIHTiIKECHb
nmiteit 3 gedimurom MCAD, mpoBemenux B ABcrTpadii,
nomepnu 6 3 37 HEMOBIIAT, SIKUM HE MPOBOAMBCS CKPHU-
Hinr (21% Bixg Tux miTei, sSKi Mamd KIiHIYHI IPOSIBH).
Cepen niteil, ki MPOHIUIM CKPUHIHT, TOMepia TiTbKU
louruna, 3 giTedt Manu emizonu nekommencarnii [32-35].

Omnpomeni 6aTeku AiTeil 3 migo3poro Ha BIIM BBa-
JKaIOTh, IO TOYHE 3HAHHS AiarHO3y JUTUHU, HAaBITh MpHU
BiZICYyTHOCTI BiJIMIOBiTHOTO JiKyBaHHS, JO3BOJIUTH MAaTH
MOXJIMBICTh BUKOPHUCTAHHS €KCHEPUMEHTAIbHUX METO-
IiB JTiIKyBaHHS, HOIEPEIUTH 3aiiBi AiarHOCTUYHI BTPY-
YaHHS, JO3BOJHTH 3AIHCHUTH (iHAHCOBE IUIAHYBaHHS,
mporHo3yBatu moTpeby B qormsiai qutunu [37, 38].

IlinkoM WMOBiIpHO, IO 3 MONIMPEHHSIM HEOHATAJb-
HOTO CKPHHIHTY pPO3MHPATHCS MEX1 peKoMeHAamii
CTOCOBHO BIJOMHX €(QEKTUBHHX METOMIB JiKyBaHHS.
IIpukaagoM € HaA3BUYAWHO XOPOIIi PEe3ydbTaTH HyxkKe
PaHHBOI TPAaHCIIAHTAIi] KiICTKOBOTO MO3KY Y HEMOBIST
3 BaXKHM KOMOiHOBaHMM iMyHOme®inuToM (paHHE Ii-
KyBaHHS JiTel 3 xBopoOoio Kpabbe, Bu3HaueHOi Ha mif-
CTaBi CiIMEHOTO aHaMHE3y, 3a JOIIOMOTOI0 TPaHCILIaH-
Tamii MymOBUHHOI KPOBi BiJl HECTIOPiTHEHUX IOHOPIB).
ITokazana edexTuBHICTs ¢QepmeHT-3amMicHOT Tepamii
xBopo6u [lomme. Ha mifgcTaBi HbOT0 CTABUTHCS MUTAHHS
IIOAO IOIITBHOCTI CKPUHIHTY JII30COMHUX XBOpOO Ha-
KOMMYEHHSI, TIEPOKCHCOMalIbHUX po3nanis [37, 39,40].

OOTOBOPIOETHCS MOXKIIUBICTH CKPUHIHTY AJISL 3aXBO-
pIOBaHb, SIKi BUXOASATH 32 paMKH TpaauIiiHOI oOmacTi
CKpHHIHTY HOBOHApoJ/UKeHHX. lle 3axBOpIOBaHHA, I
SKAX He po3poOlieHi cmemianbHi gieTH, abo ¢epMeHT-
3aMicHa Tepamis, abo TpaHCIIAHTaIis CTOBOYpPOBHX
KJIITHH, ajle NMpU SKUX 1HII 3yCHJUIsS, Taki SK paHHE
BTpyYaHHS, MO TNOJINIIATH KiHIEBI pPe3yabTaTH.
Kpamuwm npuknagom € cHHAPOM J1aMKOi X-XpOMOCOMH.
PaHHe BBeJeHHs ClielialbHUX POTpaM BTPYUYaHHS Iij-
KOM MOXX€ BUSBHUTHCS HaA3BUYAHHO IIIHHUM y JOBTO-
CTpOKOBiH mepcnekrusi [37].

HasBHicTs pe3ynsrariB MeTabONiYHOTO CKPUHIHTY
MOXXE€ BHECTH 3MiHH [0 MPOrpaMH BaKIWHAaMii, He3Ba-
JKal04M Ha Te, IO BiACYTHI peKoMeHAamii moao mpo-
BeJeHHA BakuuHanii y niteid 3 HIIM. Ane mesxi BIIM
13 CyImyTHIMH MOPYIIEHHAMHU (QYHKIIT IMyHHOI cHCTeMH
a00 3 TEHEHI[IEI0 0 MIBUAKOI JEKOMIIEHCAIil BUMara-
I0Th 00E€PEKHOCTI Ta PETEIBHOTO CIOCTEPEKECHHS ITiCIIs
menjeHas. Hampuknana, npu cnmaakoBiil iHQaHTUIBHIN
THpo3uHeMii (THpo3uHeMis | THIY) MAUiEHTH MOXYTb
OTPUMYBATH 3aIUIAHOBAHI HICTUICHHS TiIbKHU HPH JiKYy-
Bauai NTBC (2-(2-uitpo-4-tpudropmerrs GeH3011)
-1,3-tmknorekcaniion). Ilpu BpOKEHiH rimepamoHi-
eMmii CHiBIZHOIIEHHS PHU3UK/KOPHCTb BHUPILNIYETHCS Ha
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KOPHCTH LICIUICHHS, ajie I IOBHHHO MPOBOJUTHUCH IiJ
MAIBHAM CIIOCTEPEXKECHHSIM Ta yBaromo A0 Oymab-sSKOTO
MiJBHUINEHHSI TeMIepaTypu 4um aHopekcii. I'myraposa
anuaeMis | THIy Moke CIPUYMHHUTH PO3BUTOK TOCTPOI
ennedanomnarii Ta merabomiuHOro nu3banaHCy MiciA
XBOpOOU, iHPEKIi], MOXKIHBO, MIiCHA iMyHi3amii.

’KuBa ociabnena BakIWHA TPUIy, K 1  1HII >KUBI
BaKIMHH, TPOTHIIOKA3aHA JITAM 3 METaOOIIYHIUMHU PO3-
naxamu, SKi TOB's3aHi 31 3HAYHUM iMyHoOHE]imuTOM
(manpukian, nedinut Giotnninasu) [41, 42, 43].

NiTepatypa

Tox, paHHE BUSABICHHS BPOJXKCHUX MOPYIIECHh METa-
Gomizmy 3abe3mnedye mBHAKE BTpydaHHS (MOBTOpPHE Tec-
TyBaHHS, AIarHOCTHYHI METOIY, aJeKBaTHE CBOE€YACHE
JiKyBaHHS), 3HIDKCHHSI 3aXBOPIOBAHOCTI Ta CMEPTHOCTI
(mporpecyBaHHS HOAIOHUX XBOPOO MOXe OyTH 3yHHEHO
ab0 3aranbMOBaHO), IUIaHyBaHHA CciM'i (iHpOpMYyBaHHs:I
0aTbKiB CTOCOBHO HMOBipHHX MpoOIeM, peKoMeHmamil
010 IPEHATAIBHHUX JOCITIIKEHb), & TAKOXK MOXE Haja-
TH iHpOPMAaLiIO IPO peabHy CTPYKTYypy HPHUUIHH HEOHa-
TaNbHOI Ta MAIIFOKOBOI iHBaiAHOCTI Ta cMepTHOCTI [45].
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BPOXKJIEHHBIE HAPYIIEHU A
METABOJIU3MA Y HOBOPOKJIEHHBIX -
HEOBXOAUMOCTDb CKPUHHHTA

T.K. Masponyno

I'Y «/IlnenponeTpoBckasi MeIHIHHCKAsA
akagemusa M3 Ykpauno»
(r. IHenponeTpoBcK, YKpanHa)

Pe3rome. BpoxaeHHble HapymeHHs MeTabonu3Ma
(BHM) - (eHOTMNUYECKH M TEHETHYECKH IeTepOoreHHas
rpynna 3aboneBaHuii. Ha cerogHsmHuUN J€Hb H3BECTHBI
6onee uem 1000 paznuunsix BHM. KywmynstuHas dacto-
Ta ux cocrasusier cBoime 1 Ha 800 poxaennsix. BHM co-
CTaBIAIOT IPYIILY HACIEICTBEHHBIX 3a00I€BaHUN, KOTOpHIE
BBI3BIBAIOT 3HAYHUTENBHYI0 HEOHATAaIbHYIO 3200JI€Ba€MOCTh
U CMEpPTHOCTh. KinmHH4Yeckue NposBIeHUS UX U3MECHUYUBHI,
4YTO 3aTpyAHseT JuarHoctudyeckuit mnpouecc. Pannee
BBISIBICHHE U COOTBETCTBYIOIIEE JIEYEHUE CIIOCOOHO Ipen-
OTBPAaTUTh Pa3BUTHE OCIOXKHEHHH. ONHAKO BBICOKMH HH-
JIeKC KIIMHUYECKOTO MOJ03PEHHS He ABISIETCA HOCTAaTOYHBIM
JUIS CHIDKGHHMS IIOKa3aTelell 3a001eBaeMOCTH U CMEPTHOC-
Tu. B mocnennee gecarunerue, B CBA3U C IOSABICHUEM Me-
TOIMKHM TaHJEMHOH Macc-CIEKTPOMETPHM, PaCIIMPEHHBIN
CKPHHUHT HOBOPOXAEHHBIX CTaJ 00513aTeIbHON cTpaTeruei
00IIeCTBEHHOTO 3ApaBOOXPAHEHHS B OONBIIMHCTBE CTpaH.
JlaGopaTopHBIe NOCTHXEHHUS AAIOT BO3MOXKHOCTH IIPOBELE-
HUSl HEOHATAIbHOTO CKpUHMHra npu mMHorux BHM. Pan-
Hee BBIABICHHE BPOXKIEHHBIX HApyHNICHHH MeTaboim3Ma
obecreynBaeT BO3MOXXHOCTh OBICTPOTO BMEIIATENbCTBA
(IOBTOPHOE TECTHPOBAaHHUE, MAMATHOCTHYECKHE METOJBI,
aJIeKBaTHOE CBOECBPEMEHHOE JICYCHHUE), CHIDKEHHs 3a00i1e-
BaeMOCTH U cMepTHocTH (mporpeccupoBanne BHM mosxer
ObITh OCTAHOBICHO HJIM 3aMEJICHO), PEILICHHE BONPOCOB
iaHupoBanust ceMbu (MHGOpMHpOBaHHE pojuTeneit o

BO3MOXHBIX  IpolieMax, PeKOMEHIANUN [PEHATaTbHBIX
HCCIIeIOBAHUN).
KiiroueBbie cJIoBA: BPOXKICHHBIC HapyIICHUS

MeTaboau3Ma, HOBOPOXKJEHHBIC, JIMArH03, HEOHATANbHbIH
CKPHUHHHT.

INBORN ERRORS
OF METABOLISM IN INFANTS - THE NEED FOR
SCREENING

T.K. Mavropulo

S| «Dnipropetrovs’k Medical Academy
HM of Ukraine»
(Dnipropetrovs’k, Ukraine)

Summary. Inborn errors of metabolism (IEM) are
phenotypically and genetically heterogeneous group of
disorders. To date, more than 1000 different IEM have been
identified. The cumulative incidence has been shown to be
upwards of 1 in 800. Inborn errors of metabolism constitute
a group of inherited disorders that cause significant
neonatal morbidity and mortality. Clinical presentations are
protean, complicating diagnostic pathways. Early detection
and appropriate investigations prevent complications.
However, high clinical suspicion alone is not sufficient to
reduce morbidity and mortality. In the last decade, due to
the advent of tandem mass spectrometry, expanded newborn
screening has become a mandatory public health strategy
in most developed and developing countries. Laboratory
advances make it possible to screen newborns for many
rare inborn errors of metabolism. Early detection of inborn
errors of metabolism - rapid intervention (retest, diagnostic
methods, adequate treatment in due time), reduced morbidity
and mortality (the evolution of most of these diseases could
be stopped or at least slowed down), familial planning (the
parents are informed about the possible genetic issues and
counseled to perform prenatal investigations).

Keywords: Inborn errors; Metabolism; Neonate;
Newborn Screening.
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