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YPOmKeHi NOpYyLLUEHHS MeTaboni3my
Y HOBOHAPOMKEHMX - HEOOXIAHICTb CKPUHIHTY

T.K. MaBponyno
[HinponeTpoBcbKka MefnyHa akagemia M O3 Ykpainu

YpomxeHi nopylweHHa metaboniamy (BMM)  deHoTURIYHO
Ta reHeTUYHO reTeporeHHa rpyna 3axpoptoBaHb. Ha cborofHi
Bifjomi 6inbL HidXXK 1000 pisHUX BIMM. iXHA KyMynsaTUBHa 4vac-
ToTa - noHag 1 Ha 800 HapogkeHuUX. BMM cknagaloTb rpyny
crnafikoBux 3axBopltoBaHb, fAKi CMPUYMHIOTb 3HaYHY HeOHa-
Ta/lbHY 3aXBOPIOBAHICTb i CMepPTHICTb. KAiHIYHI nposiBW iXHi
MiH/IMBI, L0 YCKNAAHIE AiarHOCTUYHUIA npouec. PaHHE BMAB-
NeHHA Ta BignoBigHe NiKyBaHHA MOXe 3anobirTm po3BUTKY yC-
KnagHeHb. OfHaK BUCOKWIA iHAEKC KNiHIYHOT Nigo3pu He € f0-
CTaTHIM AN151 3HUXKEHHS 3aXBOPOBAHOCTI Ta CMepTHOCTI. B oc-
TaHHe [eCATUNITTA Y 3B’A3KY 3 MOABOK METOAUKMU TaHAEMHOT
Mac-CneKTPOMeTPii, PO3LNPEHNA CKPUHIHT HOBOHAPOAKEHNX
cTaB 060B’A3K0OBOI0 CTpaTerieto cycnisibHOT OXOPOHU 340P0B’A
B 6inbloOCTi KpaiH. JlabopaTOpHi AOCATHEHHA AaloTb MOX-
NBICTb NPOBEAEHHA HEOHATaNbHOr0 CKPUHIHTY Npu 6araTbox
BIMM. PaHHe BusaBneHHs BIM 3a6e3neyye MOX/IUBICTb
LWBNAKOIO BTpy4YaHHs (MOBTOPHe TeCTyBaHHA, AiarHOCTUYHI
METOAM, afieKBaTHe CBOEYACHE NIKyBaHHS), 3HUXXEHHS 3aXBO-
proBaHOCTI Ta CMepTHOCTI (nporpecyBaHHs BIMM moxe 6yTu
3ynnHeHo abo 3aranbMOBaHO), BUPILLEHHS NUTaHb NiaHyBaH-
HA cimM’i (iHpopMyBaHHSA 6aTbKiB NP0 MOX/MBI Npo6nemu, pe-
KOMeHAaL, il npeHaTanbHUX JOCNIAXKEHb).

Knto4osi cnosa: BpoAXKeHi NopyLleHHsa MeTaboniaMy, HOBOHapo-
[>KeHi, AiarHo3, HeoHaTaNnbHUIA CKPUHIHT.

pofKeHi nopyleHHs metaboniamy (BMM) - deHoTUnivHo i
yreHeTMqu reTeporeHHa rpyna 3axsoptoBaHb. Ha cbo-
FOAHILLUHIM feHb BU3HAYeHi 6inbw HiX 1000 pisHux BMM. Kymy-
NATUBHA YacToTa iX CTaHOBMUTL MoHag 1 Ha 800 [1-3]. OkpeMmi X
nopyLeHHs mMetaboniamy 3ycTpivaloTbecs [0BOMI pigko. YactoTa
fgiarHocTMku BMM 3rigHO 3 pi3HUMMW JaHUMU (LOCNIKEHHS
1969-2005 p.) Taka: amiHOKMCNOTHI po3nagn (3a BUHATKOM
theHinketonypii) - 7,6-18,7 Ha 100 000, (eHinKeToHypis -
7.5-8,1 Ha 100 000, opraHiyHi aungemii - 3,7-12,6 Ha 100 000, 3a-
XBOPHOBAHHA LMKy cevyoBnHM - 1,9-4,5 Ha 100 000, xBopobU Ha-
KOMUYeHHs rnikoreHy - 2,3-6,8 Ha 100 000, ni30COMHi xBopo6u -
7.6-19,3 Ha 100 000, nepokcucomHi po3nagu - 3,5-7,4 Ha 100 000,
MITOXOH/pianbHi 3axBoptoBaHHA - 3,2-20,3 Ha 100 000, kombiHO-
BaHi po3naau 06MiHy XUpHUX kucnot - 1Ha 9300 [3-5, 5a].

Ha npoTtuBary [0 Bulie HaBefeHUX MOKa3HWUKIB 4acToTu
BMM pesynbTaTu peTpOCNEKTUBHOrO A[OCNIAKEHHA apXiBHUX
npo6 KpoBi AiTeil MeTOfOM TaHAEMHOI Mac-CNeKTPOMeTpu, AKi
noMepnn na nepwomy poui XUTTA, nokasanu iHwe. 3MiHK
PiBHIB aMiHOKWUCAOT i aLMnKapHiTUHY 6ynun BusBneHiy 4,7% Bu-
nagkax (4 3 86). B ogHomy 3 Hux (1,2%) piarHocToBaHe cne-
uniyHe 4N XBopobu KAeHOBOro cupony Garatopasose MigBu-
LeHHS KOHUeHTpayii neiunHy, isoneunny i saniHy. KniHiyHa
KapTuHa | BUABNEHHA MyTalil B nepwomMy ek3oHi reHa BCKD-
HB (c.98delG) B retepo3nroTHOMy cTaHi NigTBepAUaN AiarHo3
neiumHosy. [0 pedyi, MeTOl MPOBEAEHOr0 AOCNIAXKEHHS 6yno
06rpyHTYyBaHHA 3anpoBafXXeHHA MacoBOro CKPUHIHTY HOBOHa-
POAXKEHMX Ta HeobXiAHOCTI AOCNIAXeHHS 3pa3kKiB 6i0N0rivyHmX
pifgvH ANa aHanisy BUNafKis MantoKoBOT cMepTHOCTI [6].

Bik maHigecTauii kniHiYHUX cumntomisa BIMM mMoxe 6yTu
pi3HWIA | BU3HaYaTUCA 06CATOM HAKOMUYEHHS TOKCMYHUX MeTa-
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60niTiB abo gedhiumToM cybecTpatie. 3axBOPIOBaHHA, NOBMA3aHi 3
nopyLweHHAMN 06MiHY BYyrneBofis abo aMiHOKMCNOT, NOPYLUEH-
HAMW BMPOGHULTBA eHepril, AK npaBuno, MaHiecTyoTb B He-
OHaTaNbHUI nepiog abo B MepLli MicsALi XUTTS i WBUAKO Npo-
rpecyloTb Ta MaloTb KatacTpodiyHuii xapakTep. MeHLW TAXKi
BapiaHTW LMX 3aXBOPIOBaHb 3a3BMYail MaHiecTyOTb Ni3HiWe B
OWTAYOMY BiLi i, yacTille, MawTb eni30fWYHUI XapaKTep ne-
pebiry. [etheKTn OKUCHEHHS >XWUPHWUX KUCAOT, TNiKOreHo3su,
Ni30COMHI XBOpOo6MU, AKi NPOABNATLCA B AUTAYOMY Billi HEBPO-
NOriYHMMM ab0o MCUXIYHUMU CUMMTOMAMMU, YacTo He AiarHocTy-
10Tb 40 AOPOCAOr0 XNTTA. M0oYaToK Ta TAXKICTb Nepebiry 3axeo-
ploBaHb MOXYTb MPOBOKYBATU CYMyTHi 3aXBOPIOBAaHHA YM CTpe-
coBi cTaHu [7-9].

Y HeoHaTalbHUI Nepiof Ta B MepLli MicALi XUTTA MOXYTb
K/IHIYHO NPOABAATUCH MOPYLUEHHSA 0OMiHY OKpeMUX aMiHOKKC-
noT (WpoLw-LeMis, FOMOLUCTAHYpPif, MeTUIMaNoHONa aumaypis,
neiinw-03, geninkeToHypis, fetiunT opWTHHTpanckap6amina-
31), NOPYLUEHHA BYr/eBOAHOIo 06MiHy (ranakTo3emisi, XBopobu
HaKOMWUYEHHSA FNiKoreHy), NOpyLleHHA OKUCHEHHSA XUPHUX K1C-
NOT | MITOXOHAPIaNbHOro 06MiHY (feheKTN OKUCHEHHS XXUPHUX
KUCNOT, KapHiTMHOBI MOpyLleHH:, fedeKTU KeToreHesy, Ke-
TONITUYHI AedeKTn), NiI30COMHI | NEPOKCUCOMHI po3nagu, iHwWi
3axBoploBaHHA (gediunT 6I0TUHIZA3M, NOPYLIEHHA MeTa-
60ni3My NypuHiB, NipUMIANHIB, CTEPOiIgHOrO 06MiHY, QYHKLil
nepokcucom) [8, 10-12].

Y3arani, BMM B HeoHaTanbHUi1 Nepio fiarHOCTYOTb ABOMA
cnocobamu: Npu KNiHIYHIA MaHidecTayii («<kaTacTpodu neoHa-
TanbHOro Mepiofy» YM MeHLW TSKKWIA Nepebir 3axXBOpPHOBaHHA)
abo Ha nigcTaBi pe3ynbTaTiB CKPUHIHTY y 6€3CMMNTOMHUX He-
moBnaT [7, 8].

CTOCOBHO NepLIOro AiarHOCTUYHOrO anropuTMy - KAiHiYHI
npoasn BMM HecneyudiyHi i MiHAUBI, WO YCKNaHIOE fiarHoc-
TUYHWIA NpoLec i NoTpeGye BUCOKOTO iHAEKCY KNiHIYHOT Nigo3pu
Ta NoeTanHoro KiHiko-nabopatopHOro AiarHOCTUYHOro MNifgxo-
oy [1, 2]. Ha kopucte BIMM cBiguaTb HacTYMHi aHaMHECTUYHI
[aHi: eJUHOKPOBHICTb 6aTbKiB (6inbwicte BMM € aBTOCOMHO-
peuecHBHUMH), CTaH 340poB’A cubCiB (MeTaboniyHi 3axBopto-
BaHHA abo Hes’icoBaHi 3aTPUMKWU Po3BUTKY), BMM B poauHi
NpoTATOM fBOX MOKOMiHb, BUKUAHI, MeoUiKyBaHa CMepTb AiTei B
POAMHI B HEOHAaTaNbHMWI1 nepiog abo CUHAPOM panToBOW CMepTi
6paTiB Ta cecTep UM poAmMUiB-40n0BiKiB MaTepi. Mpu LbOMy Hera-
TUBHUIA ciMeliHnil aHamHe3 He BUKnyvae BMM [7,11—15].

CumnToMu BMM 3a3Buyail MaHiecTy0Tb Y HOBOHApOAXe-
HUX Bifi HOPManbHOT BariTHOCTI Micns nepiogy «yAaBaHOro 340-
poB’A». CBITNNIA NPOMIXOK MOXe TPMBATM KiNbKa FOfUH, Kinbka
[HiB 260 HaBiTb Ginblue i 3aKiHYYETLCA Micna eni3ofy NOCUNEH-
HA KaTaboniyHux npouecis (iHpeKLis, ronofysaHHsa, 3HeBOS-
HeHHS) abo HaBaHTaXeHHs 6inkaMu Yn BYrnesojamu. 3 iHLIOrO
60Ky, BIACYTHICTb CBITNOro NPOMIdXKKY He BuKnoyae BIMM.
MoriplweHHa cTaHy MOXe 6yTW KaTacTpoiuyHUM (AUXanbHi pos-
nagu, MASBICTb, KPOBOTEYA, CYAOMU, KOMATO3HWIA CTaH), HaBiTb
panToBa CMepTb HeACHOT eTionorii. Habinbw nowmnpexi npuyn-
HW «KatacTpod HeOHaTanbHOro nepiofy» - OpraHiyHi auuaemii,
rinepamMoHiemisi, TUPO3WHEMIA, ranakTosemis, fedekTu LUKy
CEYOBUHMU, fleeKTU OKUCHEHHSA XUPHUX KucnoT [7, 12, 16-18].
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CynyTHi 3axBOPIOBaHHS MOXYTb YTPYAHUTU [iarHOCTUKY
cnagKoBUX XBOp06 06MiHY peyOoBYH.

P0O3BMTOK KPUTUYHOIO CTaHy [eMOHCTPYIOTb 6ifblu cepiios-
HO nocTpaxaani gitTn. Acdikcia HoBoHapogXkeHux, PAC MoXyTb
3yMOBWTW PO3BMTOK CTpecCy, KU Npu3BOAMTL [0 MaHidecTayil
BMM. Tlpwn nerkiii hopmi 3axBOpHOBaHHA CUMNTOMU MOXYTb
3HUKHYTW, MOTIM NOBTOPUTUCHL Yepe3 Kinbka AHIB abo TUXKHIB.
IHAeKC BMCOKOT KNiHIYHOT Nif03pn Yy HOBOHAPOXKEHUX Y BigHO-
WweHHi BMM BkAto4Yae HEOOXiAHICTb PO3rNAfy MOX/AUBOCTI Me-
TaboniyHoi natonorii npu 6yab-AKOMY KpUTUYHOMY CTaHi HOBO-
HapoXeHUX, 0COBNMBO NMpPU TAXKIA HeonaTanbHilk eHuedano-
nartii, He3po3yMiniii kapgiomionarii, CTiliKili rinornikemii, nigBu-
L eHHI aKTUBHOCTI NEYiHKOBUX (hepMeHTIB 3 Koarynonarieto, Me-
TabonivyHOMY aungo3i 3i 36iNbLIEHOK aHIOHHOI pi3HULE0, KETO-
aumposi [7, 12, 4, 16, 17]. Akwo BIMM 3 AKMXOCb NPUUYUH He
[iarHocTyl0Tb, TO B AUTUHW fiarHoCTyBaTUMYTb FiNOKCUYMO-
ilweMivHoi eHuedanonartii, BHYTPILHbOLWWIYHOYKOBOrO KPOBO-
BWNWBY, Cerncucy, cepueBoi HefoCTaTMICTi, KWLWKOBOI"' He-
npoxigHocTi Towo [7, 12, 16, 17].

O3Haku cUCTEeMHOI 3ananbHOT BignoBigi (kapTuHa cencucy 3
HeraTMBHUMMW KyNbTypamy KpOBi) MOXYTb BiAg3HayaTu npu ra-
NakTo3eMii, opraHiyHuX auugemisax, posnagax LUKy ce4oBuHU,
BPO/XEHIN rinepnnasii HagHMPKOBMX 3an03. HeliTponeHito giar-
HOCTYHOTb MPU OpraHiyHiii aumnaemii, ane i Npu cencuci Takox
HasBHi HeliTpoHenia/nelikoneHis. Cencuc, CNPUYUHEHNIA KWL -
KOBOI Ma/IM4yKOt, YacTo PO3BMBAETHCSH Y HEMOBAAT 3 ranakro-
3emiet0 (y UMX BUMagKax i KOBTAHWULIO TaKOX BifJHOCATb BUK-
NOYHO [0 cencucy). [loHoweHi AiTn 6e3 akTopiB pU3nKy cen-
CUCY, Y AKUX BCE X [iarHOCTOBaHI MOX/WBI CUMMTOMU Cencucy,
NOpYyLIEeHHA 06MiHY pe4YOBUH MOXYTb MaTh Maiixe 3 TiEl X ya-
CTOTOMO, WO / cencuc. HeratuBHWiA pe3ynbTaT nabopaTopHOro
06CTeXeHHA HOBOHaPOL)XEHOro He BUK/IOYaE fjiarHO3 XBOpo6u
06MiHYy peyoBuH [12, 16, 17, 19].

IHWi npuknagn HabyTux CTaHiB, AKi MOXYTb YCKNagHUTH
piarHocTuky BMM, - nereHeBa KpoBOTeua, MePBUHHUIA pecnipa-
TOPHWIA ankano3 npu gedekTax LUKNY cevyoBuHU [12, 16].

Binbwicte BMM 3 roctpum nepe6irom MOXyTb MaTWu Taki
nepBUHHI MeTaboniyuHi BigXWneHHs: MeTaboniyHUiA aumpos 3a-
3BMYail 3 NigBULLEHOK aHIOHHOK pi3HMLED (puca opraHiyHux
aumacmiii); rinornikemis (cepep gpiteit 3 rinornikemieto 28% ma-
NN paHilwe HefiarHOCTOBaHI feMEKTU OKUCHEUHSA XUPHUX KUC-
NnoT abo eHAOKPWHHI po3nagum), rinepamoHiemis. [CocTpuii ne-
pe6ir BMM 6yge cynpoBOAXYBaTUCb HEBPONOMIYHUMU MOPY-
WeHHAMK (3aTpUMKa pPo3BUTKY (0CO6/IMBO 3 perpecom), CyaoMu
(mioknoHiYHi a6o nonimopHi), cygomu, CTiliki o NpoTncyAoM-
HOT Tepanii, rnyxota, cninota, iHcynbT abo pyxoBi po3nagwu),
ypaXeHHAM neviHkn (rematocnneHomeranis, xonecTtas,
neyvyiHKOBa HeAOCTaTHICTb - *UMPO3, rinornikemis), cepus
(kapgiomionartia gunaTauiiina a6o rinepTpodivHa, apuTMii), HU-
poK (36inblWeHi HWPKM 3 MiKpoLMCTamMu, HUPKOBA Hepo-
CTaTHiCTb, TybynapHa AuWchyHKUiA, rinodocdaTtemis), M’A3iB
(nepudepiiiHa m™a30Ba cnabkicTb, Miorno6iHypis), oueil (kaTa-
pakTa, MOMYTHIHHA POriBKW, AUCNOKaLil KpuwTanmka, aHomanii
CiTKIBKM, OpTanbMonerisa, KoCooKicTb), 3MiHa po3mipis i dop-
MU ronoBu (Makpouedanisi, BUCOKWUIA 06, 36iNbLIEHHS [Xe-
penbus, rpy6i pucum 06AMuYsA, BeNuKi LWenenu, ManeHbke
nigbopigas, senuki syxa) [2, 7, 12, 16, 20-22].

MepBUHHI cumnToMu BIM, 3yMOB/IEHUX MOSABOK 3HAYHOT
KiNIbKOCTI TOKCMYHMX MeTaboniTiB mopyweHoro 6inkoBoro Ta
BYINeBOHOr0 06MiHy, AKi HAKONWYYTbHCA MiCNa NoYaTKy rogy-
BaHHA, BK/OYalOTb: NOPYLIEHHA rofyBaHb, 610BOTY, fiapeto
Ta/abo 3HEeBOLHEHHA, HecTabinNbHICTb Temnepatypu Tina,
TaxinHoe, amnHoe, Opafgukapgito, nopyweHHA nepdysil,
[paTiBANBICTb, 3MiHM M’A30BOr0 TOHYCY, CYAOMMW, MOPYLUEHHS
CBiJOMOCTI. BinblWicTb NopyLleHb BYrneBoAHOro i 6inkKoBoro
00MiHY He CynpoBOAXYHOTbCA AUCMOPHIYHUMMN 3MiHaMU B He-
oHaTanbHWUI nepiog [2, 7, 12, 16, 20-22].
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Mpun BMM, faki cynpoBOAXykTbCA eHeprogedinnt
CUMNTOMM 3a3BMYail PO3BUBAKOTHLCA NPOTATOM 24 rog nic X4 Ha-
POMKEHHS, MOXYTb 6YTU BXe W ripn HapofeHHi. HoBoi i:
IxeHi 3 BMM, aki npu3BofaTh 4o fedeKTiB Y BUPOOHULTBI | :
KOpUCTaHHI eHeprii (4izocoMui Ta NEPOKCUCOMHI nopyuly;
MOX/MBO, MITOXOHApianbHi po3najmn) 4acTo MakTb pUCK [:
mMopo3y: Bagu PO3BUTKY CKeneTa, YpaKeHHs oueil (katap;-:
npu ranakTosemii Moxe 6yTU BUSABNEHA B NePLUNIA AeHb XN i :
cepus (Kapaiomeranis MoXnmBa nNpu geektax OKUCUEHNS X
HWX KWUCNOT, FAOTapoBini amiHoaunaypii 2-ro Tuny, XBOyH*'
Momne, MiTOXOHApianbHUX po3nafax, CUCTEMHOMY Aedi:::
KapHiTUMY), opraHomeranisi i BaXka rinoToHis, xapakTepHi .3an.
XM (3anax KNeHoBOro cvpony npw neiunHosi, BapeHoi kan\ m
npu TMpo3uHemii iT.4.) [2, 7, 12, 16, 20-22]. O3Haku gusmopgdo-
reHesy XxapakTepHi Ans MepOKCUCOMHUX po3nagis (npu cin
pomi 3enbBerepa - 36iNbLUEHHS MKepenbLs, BUCOKNIA ONYKN
no6, rinonnacTuyHi HaabpiBHI AyrK, enikaHT, nnacka CANHKa m
ca), getiumnTy nipysartgerigporeHasun (enikaHT, aHomanii itoc
MITOXOHApiafibHUX NOpyLleHb (enikaHT, njaacka CNUHKa HOC
rnyTaposoi auuaypii, Tuny Il (makpouedanis, BUCOKW/ M
nnacka CnMHKa Hoca, ByLWWHi aHoManii, rinocnagisa), MeBasoHo
aumnaypii (Benuke pxepenbue, BUCOKMIA Nn0o6, rineptenopn
enikaHT, HU3bKO nocafXeHi Byxa) i 1.4. [16, 17].

MepBMHHe nabopaTopHe OL|iHIOBaHHS 3a3BMUYall BKIOYae
ranbHWiA aHanis KpoBi ANA BUABMEHHA HeWTpoOneHil, aHemii
TPOMOOLMTONEHIT, BU3HAYEHHA PiBHA €/IeKTPOJITIB CMpOBaT:-
6iTcapbomaty i KJIC, piBHiB a30Ty CEYOBWHM KPOBi Ta Kpr -
TUHIRY, 6inipybiHy, Tpancaminas, HpOTPOMOGIHOBOrO Yacy, aKT: -
BOBaHOr0 4aCTKOBOro TpOM60ONNACTMNOBOrO Yacy, pPiBHA aMiak
rNIOKO3U KpoBi, pH ceyi, KeTOHIB ceyi, BifHOBMOBaNbHUX pey
BWH. [loAaTKOBi [OCNIAXEHHA BKAOYalOTb PeHTreHorpad::
rpyAHoOI  KniTKW, exokapgiorpagito, HCI, exorpad:
BHYTPIWHIX OPraHiB, «CENTUYHWUIA CKPWHIHI», y Tomy UIC
nocnigkeHHs nikBopy. Moxe 6yTW HEOOXiAHWM rictonoriui:
LOCNISXEHHA YpaXeHUX TKaHWH, aHani3 epmeHTiB abo aHani
OHK neiikouuTis, eputpounTiB, (hi6pobNacTiB WKipK, NeYiHK:
BTOpUHHI pocCnigXeHHA BKAOYaTb KinbKiCHE BMU3HaueHi:
aMiHOKMCNOT | auunkapniTuny, opraHiyHnX KUCNoT, auuarniw -
Hy Ta/abo OpoTOBOT KUCNOTKM Cevi, piBHIB NnakTaTy i nipysaty c: -
poBaTKW, nakTaTy, MipyBaTy OpraHiYHUX KUCNOT, Helipm -
TpaHCMiTepiB NikBopy Ta/abo KOHKpeTHWUX MeTaboniTiB (3abi:
ceyi i nikBopy ofgHo4acHo 3 3a6opom nnasmu) [7, 17, 23, 24].

AKWO AWMTUHA MOMepna, 3pasku MnasMu, CUMpPOBaTKW, Cedi
MOXX/IMBO, NiKBOPY, LWKipKW, BUGpaHi 3pa3ku opraHiB NOBWHHI 6/T:
3i6paHi i 3aMopoxeHi. 36epiraoTbea oTorpadii Ta peHTreHorpam;:

3HayeHHsA nabopaTopHUX MOKA3HWKIB Y MeXax HOpMU MO-
XyTb BYTW TUMYacoBMMMU i He BUKAKOYalOTh BIMM. LocnigxeH-
HA, MOXNuBO, 6yfie MOTPIGHO NOBTOPUTKM Lie pa3 Npu iHLWKX
enizofiax xsopobu [7, 12, 17].

CKPUWIHT HOBOHAPOKEHNX Ha MeTaboniyHi 3aXBOPIOBAHH;-:
iCHye BXe 37 pokiB. ¥ 1962 p. P. Makkpigi Ta P. [aTpi opraHisy-
Banu 36ip 61aHKiB 3 PinbTPYyBaNbHOro Nanepy 3 Cyxumu nasgMami:
KPOBI BiJ KOXXHOro HOBOHAPO/XXEHOro B WTaTi MaccavyceTc i Te-
CTyBanu X Ha eHiNKeToHypito. Y KiHui 1960-x pokiB pyTuHiie
TECTyBaHHs HOBOHApOMKeHUX na ® KY 6yno nowwupeHe maixe
Ha BCi WITATK i fesKi KpaiHW €Bponu. ¥ pamkax 6aratbox nporpam
6yNno po3noyaTo TeCTyBaHHA | Ha iHLWI cnagKoBsi fedekTn, Taki, Ak
ranakToscmis, XxBopoba i3 3anaxom KneHOBOro cupomny, romouuc-
TUHYpIfA. Y cepeguHi 1970-x pokiB Ao 3pa3kiB KpoBi 3a aTpi 6ynu
afanToBaHuii pagioiMyHONOTiYHWUIA MeTOL AOCNIIXKEHHSA TUPOKCU-
Hy (T4) fns AiarHOCTMKN BPOL)KEHOTO Fin0TUPeosy, a B AaHuii yac
- pocnifxeHHs 17-rigpokcunporecTepoHy Ans fiarHOCTUKMN BPO-
[KeHOT rinepnnasii HagMUpPNuKIB, hepMeHTaTUBHWIA aHanis ans
BMU3HaUYeHHA fediynTy 6ioTunigasu Ta iH. [7, 12, 17].

B ocTaHHe fecaTupivysa y 383Ky 3 NOSBOK TaHAEMMOT Mac-
CNCKTPOMETPIT PO3WUPEHNIA CKPUHIHT HOBOHApPOLXXEHWUX CTaB
060B’A3KOBOI0 CTpaTerielo CycniNnbHOI OXOPOHW 340pOB'A B
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6inbwocTi kpaiH. Y 1990 p. Oesig MinniurtoH 3anponoHyBas
BUKOPUCTOBYBATMN aHani3 i3 Cyxux nasMm KpOBi ANA CKPUHIHTY
HOBOHapomXeHunx. MoggiliHa Mac-cnekTpomeTpis 6yna OCHOB-
HUM ABUTYHOM, AKUI 3abe3neynB 3HaYHWI Nporpec nporpam
CKPUHIHTY HOBOHapPO)KEHNX B OCTaHHI poKuW. TexHonoris 3abes-
neyye ofHo4YacHe BMABNEHHA 6inbl HiXX 30 pi3HUX NOpYLUEHb
06MiHY peyoBMH NOLHOMY 3pasKy. YyTnuBsicTb i cneundivHicTb
Lboro metoay - £o 99% i 99,995% BignosigHo Ana 6inbwocTi
po3nagiB amiHOKMCNOT, OpPraHiYHuX aunaemiii i fethekTiB oKuc-
HEHHSA XUPHUX KUCNoT [2, 25, 26].

MpoBefeHHA HeoOHaTanbHOro CKpUHiHry BIM 3a gonomoroto
TaHAEMHOT Mac-CneKTpoMeTpil BU3HAHO €KOHOMIYHO e(heKTUBHUM
BTpyYaHHsiM B ABCTpanii (gocnigpxkeHHa 1994-2002 p.). Yucno
POKiB XUTTH, 36epexeHnX Ha 100 000 HOBOHapPOAXEeHUX 3 NpoBeje-
HUM CKPUHIHIOM, cknano 32,378 poky, O4iKyBaHe 3HWXEeHHSA
cMepTHOCTI Ha 100 000 HoBOHapokeHMx - 0,738 BunagKy cmepTi
Ha 100 000 HoBOHapomKeHWX. BapTicTb 0AHOro BigBEpPHEHOro BU-
nagKy cmepTi ctaHoBuna 472 913 gonapis CLUA, a BapTicTb 36epe-
XKeHoro poky xutTs - 10 779 gonapis CLUA [27].

[eLio cTOCOBHO AOLiIbHOCTI HEOHATA/IbHOT0 CKPUHIHTY BIMM
HaCTYMHI:

1 XBopo6a Moxe ByTW NPONYLLEHOK KiIHIYHO.

2. locnTb BMCOKa YacToTa NaTonorii B nonynsuii.

3. 3aTpuMmKa B fiarHocTuui 6yae CnpuYMHIOBATU HE3BOPOTHI
MOLIKOXEHHS.

4. IcHye NpocTuiA | LOCUTb HadiHWIA TecT.

5. likyBaHHsA abo BTpyYaHHA NOKpaLLye MPOrHo3 3aXBOPOBaH-
HA, BUSIBNIEHOTO Ha paHHil cTagii [7,12, 28-30].

Cnucok posnafis, BKAOYEHWX B MpOrpamu CKPUHIHTY no
BCbOMY CBIiTY, 3HAYHO BapitO€ 3aNeXHO Bij HOPUANYHUX BUMOT [0
nporpam TeCTyBaHHS, MOLIMPEHOCTI TUX YK IHLINX 3aXBOPIOBaHb B
nonynayii, NoNiTUYHOrO TUCKY, HAsABHOCTI pecypciB Ana npose-
[leHHA TecTyBaHHSA, a TaKoX 3a/eXHO Bif MiACyMKiB NiKyBaHHA
BUABNEHUX XBOpuX (3 2011 poky CnonyuyeHi LUtatn Amepuku
npoBoAATb 06CTeXeHHA Ha 54 po3naau, HimeyynHa - Ha 12, YK-
paiHa - Ha 4, CnonydeHe KoponiscTeo BenukobputaHis - Tinbku
na 2, ®paHLis i FTOHKOHT NPOBOAATb CKPUMIHT HOBOHAPOKEHMNX
TiNbKV N BUABNEHHA OAHOrO0 3axBoptoBaHHsA (P KY Ta Bpofxe-
HUIA rinoTupeos BignoBigHo) [5a].

MosBa TexHoONOriT Mac-cnekTpomeTpii L03BONMMA 3HAYHO NPU-
CKOPUTW BU3HAYEHHSA KiNbKOCTI auunkapniTUHY i aMiHOKUCNOTH B
OIHOMY 3pa3Ky KpoBi. Lle 36ifbwna0 yncno pos3nagis, ki MOXyTb
6yTN BUABNEHI 332 JONOMOrOI CKPUHINiy HOBOHapoLXeHux. Hepo-
CTaTHiCTb  cepefHbonaHutrosoi  auun-KoA-gerigporeHasu
(MCABO), fKa € NPUYNHOIO0 HU3KMN BUMAAKIB CUHAPOMY panToBol
CMepTi HemoBnAT, 6yna ogHWM 3 MNeplinMxX po3nagis, fOJaHWUX B
aHanis. Y cKpuHiHry, npuiiHatomy B CLLIA, HOBOHapOAXeHUX Tec-
TYIOTb Ha BCi MOX/IMBI BUAW PO3MafiB 06MiHY XWPHUX KUCMOT, B
TOI Yac AK iHWIi KpaiHW NPOBOAATb CKPUMIHT TiNbKN ANA AeAKUX 3
HUX. YNpoBaf>XeHHA PaHHLOro TeCTyBaHHA Ha BUSB/EHHA Nopy-
WeHb 0OMIHY XXUPHUX KUCNOT Bifbmunoca Ha 3HWKEHHI piBHA 3a-
XBOPIOBAHOCTI Ta CMePTHOCTI, MOBH3aHUX 3 TaKMMMW po3nagamu.
ABCTpanilicbke AOCNIIKEHHS MOKa3ano 3HUXEHHA Ha 74% BuU-
nafKiB BaXXKUX MeTaboniyHUX AeKoMMeHcalii i cMepTi cepef ocib,
BUSBIEHUX MPU CKPUHIHTY HOBOHApomXeHuX, aiki matoTb M CABB,
MOPIBHAHO 3 TWMW, XTO TakKWi TeCT He MpOXoAuB. PesynbTaty
pocnifkeHb, npoBedeHi B HigepnaHgax i Benukiii bputanii, BUsBu-
NN NONINLWEHHA pe3ynbTaTiB | CKOPOYEHHA KOLITIB Ha NiKyBaHHA
[iTei, 3aXBOPHOBAHHA Y AKUX By BU3HAYEHI, MepLl HiXX NposBu-
nmcea KnidivHo [5a, 28, 32-34].

BaraTo KpaiH NpoBOAATL CKPUHINT HOBOHAPOLXKEHMX 3 BK/IO-
YyeHHAM Bif 29 fo 50 BIMM, 6inbLwicTb 3 AKMX AiarHOCTYHOTb 3a A0-
NOMOroK TaHAeMHOT Mac-cnekTpomeTpii. Xn6HOHeraTuBHi BUCHOB-
KN MOXYTb 6YTU pe3ynbTaTOM 3aHafTO PAHHBOTO CKPUHIHTY, BXU-
BaHHA NiKiB, nepenuBaHHSA KpOBi, MeTOAMKM 360py npo6 i
pocnifkeHHs. Ha KOXeH iCTUHHO MO3UTWUBHWIA pe3ynbTat
CKPUHIHTY MOXYTb 6yTK 12-60 XM6NONO3UTUBHUX pe3ynbTaTu 3a-
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NeXHO Bif BUAY BPOMKEHOT noMunkn metabonismy [12, 17, 35].
MpoTnaia uboMy - BUKOPUCTAHHA [OAATKOBUX MOMEKYNAPHO-Te-
HETUYHUX AOCNIfXEHb, MOBTOPHE TECTYBaHHSA, BUKOPUCTaHHSA Na-
6opaTopHMX CTaHAapTiB SKOCTi Ta NPOTOKONiB BiA6opy npob ans
CKPWHIHTY. Hanpuknag, BifioMO, WO XMOGHOMO3UTUBHI pe3ynbTaTu
CKPUHIHTY 4acTiwe BiA3HayalTb Yy BigAiNEHHAX IHTEHCUBHOI Te-
panii. MepepuBaHHA NapeHTepasbHOro XapyyBaHHsA Ha 3 rof o 3a-
6opy MaTepianis ANA CKPUHIHTY, 3rifHO 3 faHUMW [OCHIIKEHHS,
NPUBOAUTL [10 3HUXKEHHSA Ha 74% yncna XxnbnonosnTUBHUX pesyib-
TatiB. ETanoH - meHwe 0,3% xn6nono3nTUBHUX pe3ynbTaTis Ta no-
3UTUBHA MPOrHOCTUYHA LiHHICTb 6inblie 20% [34, 35, 44].

Ha >anb, fepxaBHe (iHaHCyBaHHA He MOXe 3abe3neynTu
BK/IIOYEHHA MOBTOrO CneKkTpa AOCNifXeHb B [epXaBHi nporpamu
HEOHAaTaIbHOr0 CKPUHIHTY [34, 35]. Ane HasBHICTb NOYaTKOBUX
[iarHOCTUYHMX 03HaK KMiHIYHOT Nifo3pu y BigHoweHHi BMM Bu-
marae npoBefeHHs caMe Po3LWNPEHOro 0BCTEXEHHS.

[Oocnif>)XeHHA  YpOAXKEeHUX  MnopylleHb  MeTaboniamy
BabyScreening giarHoctye 18 nopyLieHb aMiHOKMCNOTHOIO 06MiHY
(hepMeHTHMIA aHani3 BUKOPUCTOBYIOTb 18 BUABMEHHA ranakro-
3eMil i HefocTaTHOCTI 6i0TUHIfa3N), 12 NnopyLeHb 06MiHY XUPHUX
Kucnot, 18 posnagiB MeTaboniaMmy opraHiYHWX KUCNOT, rinoTu-
peoifnam (pagioiMyHONOriYHI AOCNIMKEHHSA), MyKOBicL1g03 (MO-
NEKYNAPHO-TeHEeTUYHI MeTOAM), PagioiMyHONOriYHI 4OCAiLXKEeHHS
rOPMOHIB LMTONOAIGHOT 327031 A8 [iarHOCTUKN BPOLYKEHOrO
rinotupeosy, 17-rigpoKcunporectepoHa - [Ans AiarHOCTUKKU BPO-
[DKeHol rinepnnasii KOpy HaAHUPKOBKX 3a103. MONeKYNAPHO-TeHe-
TUYHI METOAW BUKOPUCTOBYIOTb A5 AiarHOCTUKU MYKOBICLMA03Y
Ta BXKWUX KOMBiHOBaHMX iMyHogdediyuTie [5a, 29].

Ha cborofiHi nepesaru npoBefieHHs PO3LIWPEHOr0 HeouaTanb-
HOTO CKPUHIHTY € 6ifibLI-MeHL O4eBUAHUMM.

HaliBaromilwow 3 HUX € MOX/MBICTb BMSBNEHHS BIM, npun
AKUX po3pobneHe NiKyBaHHS i paHHE BTPyYaHHS NPUBOAUTL A0
noninweHHsa nporHosy. Lie BMM, npu akux BifbyBaeTbcs nocty-
NnoBe HaKOMUYEHHS MeTaboniTiB, L0 € TOKCUYHUMYU 4719 HOBOHApO-
[OKEHUX, N03afK KA4Y0BUIA (epMeHT MeTaboniuyHOro LWAfxy
BiAICYTHIN [22, 35, 34].

Ane ana yacTuHu BIMM, aki BUABNAKOTbL 3a [JOMNOMOroK
CKPUHIHTY, e(heKTUBHE NliKyBaHHS Ha TenepilLHiii yac BifcyTHe (Ha-
npuknag NopyweHHA OKUCHEHHA XXUPHUX KUCNOT). Ane B LibOMY
BUMAaAKY iCTOTHUM Byfie TOW (hakT, Lo paHO BCTAHOB/EHW fjiarHo3
no36aBnsie im0 LOBIMX i BAXKUX fiarHOCTUYHMX NPOLEAyp Y Maii-
6yTHbOMY. CiM’ MOXe NMPONTWN MefUKO-TeHeTUYHe 06CTEXEHHS 3
MOX/IMBICTIO NPeHaTanbHOI fiarHOCTUKMN MPY HACTYMNHUX BariTHOC-
TAX. PaHHA fiarHOCTMKa TaKuUX CTaHiB, MOXKBO, byfe CTUMYOM
[18 po3po6eHHA NiKyBaHHA LIUX XBOPOO.

AK npuknag Bulle npusefeHa iHpopmalis LWOLO HOBOHapO-
[KeHUX 3 HeJOCTaTHICTIO cepeHbONaHLI0roBoi auun-KoA-gerigpo-
reHasu. Lle oauH 3 Haii6inbL NownpeHnx aedeKTiB MiTOXOHApPIanb-
HOrO B-OKWUCHEHHS, i AICHO, LL|0 peTe/ibHe YHUKHEHHS FON0AY € Ha fin-
BO NMPOCTUM METOAOM NliKyBaHHS, KU MOXe BYTU XKMUTTEBO He-
00XiJHUM B [esiKUX HEMOBNAT, be3 paHHbOT AiarHOCTUKKM Ta NiKy-
BaHHA fetheKT NpU3BOAUTL 4O TiNOrnikemii, Cy4om i Komu, ki Mo-
XYTb BUHMKATU B CTaHi HaTLLe Npy NOLOBXEHHI iHTepBanis MiX ro-
LyBaHHAMMW. Y MepLli POKW XUTTA pU3MK CMepTi B Takiii cutyauii
CTaHOBUTb 20%. PaHHA fiarHOCTUKa [03BO/SE iHHOPMYBATU CiM 0
npo HEnpuUNycTUMIiCTb BUHUKHEHHS rinorfaikemii, HeobXigHICTb
PUTMIYHOCTI XapyyBaHHA, 36anaHcyBaHHA dieTun i T.4. Cnig 3ayBa-
XKUTK, WO YacToTa faHoi NaToNorii B 4esK1X NONynaLisx cKnagae 4o
1Ha 10 000 HapomkeHb [5a, 28, 32-35, 37, 38].

Y Higepnangax 6yno nposefeHe KNiHiYHe Ta enifgeMionorivyHe
[OCNifXeHHsA HaceneHHsa i 6ynn Bu3HadeHi 155 nauieHTis (3i 110
cimeit), aki Hapogunuca fo 2003 poky i manu gediymt MCAD.
BinbwicTb AiTeit Mann rocTpi nposiBu MaHicgecTtayii natonorii (22%
nomepnwu). 3 27 piteid, ki nomepnu, y 9 fiarHo3 6yB BCTaHOBMEHNA
TiNbKK Nicna HapoXeHHA npobaHaa. 3rigHo 3 AaHUMK JOCNILKEHb
niTeid 3 gethiumtom MCAD, npoBeaeHux B ABCTpanii, nomepnu 6 3
37 HEMOBNAT, AKUM He NPOBOAMNN CKPUHIHT (21% Bif uncna fiTei,
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AKi Manu KniHivyHi npossu). Cepep AiTeld, SKi NPOMLINN CKPUNIHT,
Tinbkn 1nomep, 3 AMTUHU Manun enisofm fekomneHcayii [32-35J.

OnuTaHi 6aTbku fiTeit 3 nigo3poto na BMNM BBaxaroTb, L0 TOY-
He 3HaHHSA AiarHo3y AMTUHW, HaBiTb NPU BIACYTHOCTI Bi4NOBIAHOIrO
NiKyBaHHS, [l03BO/IMTb MaT MOX/IMBICTb BUKOPUCTAHHA eKcnepu-
MeHTaNbHUX METOLIB NiKyBaHHSA, nonepefnTb HENOTPIGHI AiarHoc-
TWUYHI BTPyYaHHS, 403BOAUTbL 3LIiACHATM (hiHAHCOBE MMaHyBaHHS,
NporHo3yBaTn nNoTpeby B fornagi AntTuHu [37, 38J.

Llinkom MOBIpHO, WO 3 MOLWMWPEHHAM HeOoHaTanbHOro
CKPUHIHTY pO3LWINPATLCA PaMKN peKOMeH/aLlii y BifHOLWeHHI Bigo-
MUX etheKTUBHUX METOLiB NiKyBaHHA. MpWKNagom € Hag3BMYakiHO
XOpOLUi pe3ynbTaTh fy>Ke paHHbOI TpaHCNAaHTaLiT KiICTKOBOrO M03-
KY Y HEMOB/AT 3 BXXKUM KOMOIHOBaHUM iMyHOZe(iLUTOM (paHHe
NiKyBaHHS fiTeil 3 xBopo6ot Kpabbe, BM3HAYeHOT Ha nigcTasi
ciMeliHOro aHamHesa, 3a JOMOMOroK TpaHcnnaHTaLii NynoBMHHOT
KPOBI Bif HecrnopigHenux foHopiB). Moka3aHa eheKTUBHICTb thep-
MeHTO-3amicuol Tepanii xBopobu Momue. Ha nigcrtasi uboro cra-
BMUTbLCA MUTAHHA NPO AOLINbHICTb CKPUHIHTY Ni30COMHUX XBOPO6
HaKOMWYeHHs, nepokcucoMansHUX posnagis [37, 39,40].

O6roBOpPHOETHCA MOX/UBICTb CKPUHIHTY ANS 3aXBOPIOBaHb, AKI
BUXOAATb 38 PaMKU TPaAWLiiHOT 061aCcTi CKPUHIHIY HOBOHApPOAXe-
HUX. Lle 3axBOpOBaHHSA, N1 AKUX He po3pobeHi cnewianbHi gieTu
abo (epmeHTO3amicHa Tepanisi, abo TpaHcNnaHTaLis CTOBOYPOBUX
KNiTUH, ane Npu AKWX iHWI 3yCUnns, Taki, K paHHE BTPy4aHHS, Mo-
Xe noninwuTn Kinuesi pesynbtatv. Kpawum npuknagom € cuHg-
poM namkoi X-XpoMOCOMU. PaHHE BBEJEHHA creLianbHUX nporpam
BTPYYaHHA LiNKOM MOXe BUABUTUCS Haf3BUYAHO LiHHUM Y [0B-
rocTpokoBili nepcnekTusi [37].

HasBHIiCTb pesynbTaTiB MeTaboMiYHOro CKPUHIHTY MOXe
BHECTW 3MiHW [0 NpOrpamu BakLMHaLii, He3Baxxaroum na Te Wo Ha

BpoxaeHHble HapylleHns metabonmsma y
HOBOPOXAEHHbIX - HEOBXOAUMOCTb CKPUHUHTA
T.K. MaBponyso

BpoxaeHHble HapyLueHns meTabonmsma (BHM) - heHOTUNMYECKN U re-
HEeTUYeCKN reTeporeHHas rpynna 3abonesaHuii. Ha cerogHALHNA AeHb
13BeCTHbI 6onee yem 1000 pasnuyHbix BHM. VX KymynsaTuBHas yacTo-
Ta - cBbilwe 1 Ha 800 poxaeHHbIX. BHM cocTtasnatoT rpynny Hacneg-
CTBEHHbIX 3260/1eBaHN, KOTOPbIE BbI3bIBAIOT 3HAYNTENbHYIO HEOHaTa/b-
HYI0 3a60/18BaEMOCTb 1 CMEPTHOCTb. KNUHWYEeCKUe NPOABIEHNA UX W3-
MEHUMBbI, YTO 3aTPYAHSAET ANarHoCTUYeckuii mpouecc. PaHHee BbifBe-
HVie 1 COOTBETCTBYIOLLIEE NeYeHne MOXET NPeaoTBPaTUTL Pas3BuTUE OC-
NOXXHEHWIA. Of{HAKO BbICOKWIA MHAEKC KNMHUYECKOTO NOL03PEHUS He B-
NAETCA [OCTATOYHbIM AN CHUXEHUS 3a60N1eBaeMOCTH U CMePTHOCTW. B
riocnegHee AecATUNETVE B CBA3N C MOSBNEHNEM METOAVKW TaHAEMHOI
MacC-CrneKTPOMETPUM, PaCLLUMPEHHBIN CKPUHUHT HOBOPOXKAEHHBIX CTan
06s3aTenbHOl cTpaTerveli 06LLECTBEHHOrO 34paBOOXpaHeHWs B 60/b-
LUMHCTBE CTpaH. JTabopaTopHbIe JOCTUXEHMSA Aa0T BO3MOXHOCTbL NPOBe-
[eHNA HeoHaTa/IbHOro CKpUHUHra npu MHorux BHM. PaHHee BbisiBfe-
Hve BHM obecneursaeT BO3MOXHOCTb ObICTPOro BMeLLaTensCTsa (no-
BTOPHOE TECTUPOBaHME, MarHOCTUYECKME METOAbI, 8fleKBAaTHOE CBOEBpPe-
MEHHOE fIeYeHwe), CHIDKeHVe 3a601eBaeMOCTN U CMEPTHOCTM (Mporpec-
cupoBaHe BHM MOXeT ObITb OCTAHOB/IEHO WY 3aMef/IEHO), PeLLeHwe
BOMPOCOB MNaHNPOBaHWA CeMbn (MH(OPMUPOBaHKe POAUTENel 0 BO3-
MOXHbIX NpobneMax, pekoMeHAaLuy npeHaTanbHbIX UCCNeL0BaHNIA).
Kntoyesble cnosa: BpoXKAEHHbIE HapyLLIEHUs MeTab0oNM3Ma, HOBOPOXK-
[ieHHble, ANarHo3, HeOHaTaNbHbI CKPUHMHT.

MCCNEAOLOOBAHMUWA

CbOrOfHI BifCYTHI peKoMeHAaLii Woa0 NPpoBeAeHHN BaKLNH

y AiTeii 3 HNM. Ane geski BMM 3 cynyTHiMu nopyuieHi;;
(YHKLiT iIMyHHOT cucTemMn abo 3 TeHAEHUIE A0 LWBUAKOT
KOMMeHcawil BuMaratoTb 06epexXHOCTi Ta peTe/IbHOro cnocTepe-
XXEHHSA nicns wenneHHa. Hanpuknag, npu cnafgkoBiii inn
TUNbHIA TUPO3UHEMIT (TUPO3MHEMIA | TUNY) MALIEHTN wo i
OTPUMYBATW 3annaHOBaHi LWENNeHHS TiNbKW NPU nicyer-r
NTBC (2-(2-HiTpo-4-TpudTtopmeTnn 6eH30in)-1,3-4HKN0: B
caugion). Mpwn BPOLKeHI rinepamMoHiemii cniBBigHOWEHHS T
3UK/KOPUCTb BUPILLYETLCSA Ha KOPUCTb L ENEHHS, ane ioro T
6a NpoBOAWUTM Nif MWAbHUM CMOCTEPEXEHHAM Ta YyBarow
6y[ab-SKOro NiABULLEHHSA TemnepaTypu Tina yu aHopekcii. .1
poBa auuaemis i TMNy Moxke CNPUYMHUTM PO3BUTOK FOCTPOI
ueanoHatii Ta metaboniyHoro pucbanaHcy nicna xsopi
iH(eKLiil, MOXNMBO, Nicns iMyHi3auii.

XXuBa ocnabneHa BakuuMHa rpuny, SK I iHWI >XUBI BaKLWHW
NpoTUNOKasaHa fiTaM 3 MeTaboNiyHUMK po3nafamu, fKi NoB's MHi
3i 3HAYHUM IMYHOZeiunToM (Hanpuknag gediuntom biotuni: -
3n) [41-43].

BNCHOBKWU

PaHHE BUABNEHHA BPOMAKEHUX MOPYLUEHb MeTaboni3My 3a6- -
nevye LWBMAKe BTPy4aHHA (NOBTOPHE TeCTyBaHHA, fiarHoctnl
MeToAM, afileKBaTHe CBOEYACHEe NiKYBaHHA), 3HUXEHHSA 3aXBOp: -
BAHOCTI Ta CMEPTHOCTI (NporpecyBaHHs LMX 3aXBOPHOBaHb MO::
6yTN 3ynuHEHO abo 3aranbMoBaH0), NnaHyBaHHA cim’l (iHopy -
BaHHA 6aTbKiB MPO MOXUBI NPO6GaEMU, peKOMeHAaLiT LWoAo np* -
HaranbHUX JOCNIAXeHb), a TaKOX MOXe HajaTu iHdopmauito np
peanbHy CTPYKTYpY MPWYUH HeoHaTanbHOI Ta MantoKoBi
iHBanigHoCTI Ta cMepTHOCTI [45].

Inborn metabolic disorders in infants - the need for
screening
T.K. Mavropulo

inborn errors of metabolism (IEM) are a phenotypically ana
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 compli-
cations. However, high clinical suspicion alone is not sufficient
to reduce morbidities and mortalities. 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 treat-
ment in due time), reduced morbidity and mortality (the evolu-
tion 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 counselled to perform prenatal inves-
tigations).

Key words: inborn errors, metabolism, neonate, newborn screening.
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