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Pe3wome. B cmpyxmypi oumsauoi 3axeopiosanocmi ma cmepmuocmi 6 Vkpaini eazome micye nocioaioms cnadkoei
x6opobu oominy peuosurn (CXOP). []e opanni 3ax60pio8anis, w0 6UHUKAOMb GHACLIOO0K 2eHeMUYHUX depekmis gep-
MeHnmis, AKi 3abe3neuyroms Memadonism AMiHOKUCIOM, 8Y21e80018, OPSAHIYHUX MA HCUPHUX Kucaom. Kniniuni osnaku
CXOP necneyugiuni, onu modcymuv nepedicamu nid Mackoio iHWUX, OLIbl NOWUPEHUX, COMAMUYHUX XBOPOO, WO
3ampuMy€e 6Cmano8Ients npaguibHo20 0iaenosy. 3 Memoio pannbo2o gusagienus Hosonapooucenux 3i CXOP enposa-
00iCeHUTl po3wUp el HeOHAMAIbHUL CKPUHIHE — OI0XIMiuHe 00CNIONCEeHHA GUCYUEHUX HA PIIbMPYBATbHOMY nanepi
nAAM Kpo8i 3 n’Amu HO8OHAPOOJICeHUX. B naamax sumiploecmvcs eMicm MApKepHux peyosuH, uwjo HAKONUYYIOMbCs Y
KpO8i npu 2eHemuuno 0bymosieHux oepexkmax nesnux epmenmis. [ns nHosonapoodwcenux 3i CXOP eécmarnogienns
8IPHO20 0IACHO3Y Y CMUCIT MEePMIHU € ANCIUBUM, 3 027150Y HA CMPIMKe HAKONUYEHH MOKCUYHUX NPOOYKMIB | He360-
POMHI NOWKOONCEHHS BHYMPIWHIX OP2AHI8 MA 20108HO20 MO3KY.

Mema pobomu. Cucmemamuszysamu iHghopmayito Npo KAiHIYHI NPOAEU, AHAMHECMUYHI, 3a2ANbHO KAIHIYHI [ 1abopa-
MOPHI OAHI Ma pe3yibmamu IHCMPYMEHMAIbHUX 00CmenceHb 05k NPoeedeHHs YMouHioowol ma oughepenyiinoi dia-
enocmuku CXOP, a makooxc pospooumu ma enposadumu MmeOudHy ¢opmy 0is 360py nO3HAYEeHUXx OaHUX, AKA BUKOPUC-
MOBYEMbCSL MINCOUCYUNTIHAPHOW KOMAHOOK NIKAPig-Memabonicmis npu inmepnpemayii pe3yibmamis YmouH00Yux
docniddcernb HOBOHAPOOIHCceHUX i3 nidozpor Ha CXOP.

Mamepianu ma memoou 00cHioNHceHHA. 3 YPAXYBAHHAM YCIX BANCIUBUX TAHOK OIACHOCMUYHO20 NOULYKY, A8MO-
pamu yiei cmammi 6yno pospooneno popmy CHECKLIST, wo npedcmasnae coboio nepenik nociioosnoi ingopmayir,
HeoOxiOHoi O ymounioouoi diacnocmuku CXOP. J{ns 3anosnenns popmu HeoOXiOHO nposecmu npocmi pymuHHi
nabopamopHi mecmu.: UMIPIOBAHHA 2A3i6 KPOBI, PO3PAXYHOK AHIOHHOI PI3HUYI, GUSHAYEHHA 8MICMY eleKmpOoNimis,
2NI0OKO3U, TAKMAMY Ma amMiaxy 6 Kpoei, 3a2aibHull aHanis ceyi, IKi € 00CMYNHUMU MA POSUMUPAIONMb MONCAUBOCMI Jld-
2HOCMUYHO20 HOULYKY.

Bucnoexu. [lupoxe énposadsicents 3anpononoganoi Gopmu, Haoacmos MOJNCIUGICNG NPUCKOpUMU eman Jugepen-
yitunoi diacnocmuku, 36y3umu 0iaeHOCMUYHUL NOWYK MA CAPAMY8AMU NAYIiEHmMa 6 cneyianizoeany 1abopamopin 0
diaeHocmuKu Cnaokosux xgopob ooMiny peuosun. Pannsa diaenocmuxa ma c60€4acho poznodame cheyu@iute 1ikyean-
HSL HA0ACMb MOJNCAUBICb 3HAUHO NOKPAWUMU AKICMb JHCUMMSA XBOPO20, 3HUSUMU Pi6eHb iHEANIOHOCMI ma Oumauoi
cMepmHOCmi.

Knrwwuosi cnosa: cnaoxosi xeopobu obminy peuosun; poswupenuti HeOHAMAIbHUL CKPUHiK2, ymouniooua did-
enocmuxka; CHECKLIST.

AKTyanbHiCTb

B cTpykTypi AuTAYOi 3aXBOPIOBAHOCTI Ta CMEPT-
HocTi B YKpaiHi Barome MicIlie MOCiAalOTh CHAgKOBI
xBopoOu 00Miny peuosun (CXOP), abo nmpupomxkeHi
nopymenHs Merabomnizmy. Lle — opdanni 3axBopro-
BaHHs, [0 BUHUKAIOTh BHACHIOK TeHETUYHHX Je(eK-
TiB pepMeHTIB, AKi 3a0€3MeIyI0Th MeTab0JIi3M aMiHO-
KHCJIOT, ByIJIEBOAIB, OPraHiYHUX Ta )XUPHHUX KHCIOT.
Kniniuni o3Haku CXOP necneundivuni. Bonu Mmoxyrsb
nepediraTu miJ MackOw IHIIUX, OIIBII MOMHUPCHUX,

coMaruyHux XxBopoO. bing 70% npupopkeHux mo-
pyueHs MeTaboi3My MaloTh TOCTpY MaHidecTaliro,
poTe, B HEOHATAJIbHOMY MEpioji Taki CTaHHU, SIK CeTl-
CHC, TIMOKCHYHO-iIIIeMiYyHa eHnedanonarisi, cepuena
HEJIOCTaTHICTh MOXYTh MacKyBaTH HasBHICTb MeTa-
0O0JIIYHOTO MOPYIICHHS, IO 3aTPUMY€E BCTAaHOBJICHHS
MPaBUIBLHOTO JiarHo3y. Hus3bka HAaCTOPOKEHICTH Jii-
KapiB CTOCOBHO IEPIIOYEPTOBOTO BUKJIIOUEHHS CIa-
KOBOT ITaTOJIOT1i 3aBa)ka€ BYACHO 3alIliIO3PUTH Y Malli-
€HTa pigKicHE 3aXBOpIOBaHHA [1].
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VY 3B'A3Ky 3 BEJIUKOI PI3HOMAHITHICTIO Ta MOIi-
OHicTIO 10 HecmaJakoBUX XBopoO (QeHokomii), aia-
rHoctuka CXOP € mocTaTHBO CKIAMHHUM 1 TPYIOMICT-
KHM TPOIIECOM, Ta MOTpedye TMEeBHOTO Hacy. 3BiCHO,
10 BCTAHOBJICHHS BIPHOTO JiarHO3Y y CTUCII TEPMiHH
€ BOXJHUBUM NpU Oyab-siKiil maronorii i B Oyab-sKoMy
Bili, ane st HoBoHapomkeHux 31 CXOP wac mouart-
Ky JIKyBaHHS Ma€ BUpilIajbHEe 3HAYCHHS, 3 OIVISIAY Ha
CTpiMKE HAaKONWYECHHS TOKCHYHMX IPOJYKTIB 1 HE3BO-
POTHI MOIIKO/KEHHS BHYTPIIIHIX OPTaHiB Ta TOJIOBHO-
ro MO3Ky. 3 METOI0 PaHHbOTO BHSIBJIEHHS HOBOHApO-
okeHux 31 CXOP, y po3BuHYTHX KpaiHax CBiTY Oinblie
MiBCTOJIITTS TOMY OyB BIPOBA)KEHUH HEOHATAIbHHH
CKPUHIHT — 0iOXiMiYHE JOCIiJ)KEHHS BHCYIICHUX Ha
¢hinpTpyBabHOMY Mamepi MM KpPOBi 3 I’STH HOBO-
HapOKCHUX 1 BUMIPIOBaHHS BMICTYy MapKepHHUX pedo-
BHH, 10 HAKOMUYYIOTHCA Y KPOBI MPU TEHETHYHO 00y-
MOBJICHUX JiepeKTax MeBHUX (EPMEHTIB.

B 60-Ti poku MHUHYJIOrO CTOJITTS HEOHATAIbHUU
CKPUHIHT BKJIIOYaB JIarHOCTHKY JHUIIC JEKIIBKOX
CXOP, oo Oymo moB’si3aHO 3 HEJIOCKOHATICTIO JTa0o0-
PaTOPHUX METOIB, SKi JO3BOJSIIM BUMipPIOBAaTH BMICT
aunie omgHiel pedoBHHH y 3pasky kpoi. Y 2000-mi
POKHM 3 BIPOBAIKEHHSM Yy MPAaKTHKy HEOHATaJbHO-
ro CKPHMHIHTY BHWCOKOIPOJYKTHBHOI'O aHAaJIITHYHOTO
METOJly — TaHIEMHOI Mac-cHeKTpomeTpii, 3 sBuiIacs
MOXIJIHBICTh BHUMIPIOBATH BMICT JEKiJIBKOX JECSTKIB
i HaBiTH COTEHb PEUYOBUH B OJHOMY 3pa3Ky KpOBi, IO
KapAWHAJIBHO 301IBIINIO MOTEHIial Iiei MeaudHOi
npoueaypu Ta MPU3BEIO A0 3HAYHOTO PO3IMIHMPEHHS
nepeniky CXOP, sxi giarHoctytoThes. Posmouana-
cs epa pO3IINPEHOTO CKPUHIHTY HOBOHApOJKEHHUX
(PCH). Crporonni no 6a3osoi maneni PCH, sika Oyma
peKOMEH/10BaHa AMEPHUKAHCHKOIO KOJIETIEI0 Meand-
HOi TeHEeTHKH W TCHOMIKHM IS BIPOBA)KCHHSA y Ha-
iOHaJbHY INPOrpPaMy HEOHATAaJIbHOTO CKPHUHIHTY Y
2006 pori, Bxoauth O0inst 30 Ho3zoxorii. llle monasn
30 CXOP 6ynu BigHeceHi g0 nogaTkoBoi maneni PCH
3 METOI0 MOCTYIIOBOTO BIPOBAJKEHHS Y IOBCSK/ICH-
HY HEOHATOJIOTiYHYy MpakTHKy. CTaHOM Ha CHOTOIHI
3arajgpHa KiabpkicTe CXOP, gns sxkux BU3Ha4yeH1 Oio-
XIMiuHI Mapkepu, po3po0IieHi AiarHOCTUYHI alNTOPHT-
MU Ta e(PEeKTHUBHI MiAX0aM 10 JiKyBaHHS, carae 60,
1 mei mepesik mMocTiiHO po3muploeTses. [Ipn npomy
HE3MIHHUMH JIMIIAIOTHCS (PYHIAMEHTAIbHI IPUHIHIIH
HEOHATAJIBHOTO CKPUHIHTY: (i) mpiopuTeT iHTEepeciB
nutuau 31 CXOP i, BigmoBigHO 10 mboro, — (ii) BUSAB-
JICHHS 010XIMIYHHX O3HAK 3aXBOPIOBAHHS 10 KJiHIY-
Hol MaHiecTawii npu oOCTEeKEHHI yCiX 0e3 BUHATKY
HOBOHApOXKEHUX Ha 2-3 AeHb KUTTA [2].

Y mnpakTuYHIA AiATBHOCTI 1HOII MTPUXOTUTHCS
CTHKATUCS 3 XHOHUM CHPUHHATTAM JIiKapsMH pO3-
IMIUPEHOT0 CKPUHIHI'Y HOBOHAPOJKEHUX SIK CKIamaHOL
JIarHOCTUYHOT NPOLENypH, IO Ma€ BUKOHYBATHCS
JUIIe JITSM 3 IeBHUMH BigxuiaeHHAMH. Take GaueHHS
CyHepevYuTh KIHIEBi MeTi HCOHATaJIbHOTO CKPUHIH-
ry sk takoro. [lonmynamiiHu#l CKpHHIHT (MpocioBaH-
HA) — [Ie TMePIIni eTam NpoQiIaKTHIHOTO 00CTEXKEH-
HSl IPAaKTUYHO 30POBUX HOBOHAPOMKEHUX 3 METOIO
BUSIBJICHHS NPUXOBAaHUX CHAAKOBUX 3aXBOPIOBAHb,
Ha BIMIHY BiJ CCJICKTHBHUX OOCTCKCHB, KOJH TiTH
3 BIAXHMJIGHHSIMH BKE€ BifiOpaHi 3a pe3yiapTaTaMu Io-
mepeqHiX OmIsAiB Ta 00cTekeHb. MeTa MOmyNAmiii-
HOTO CKPHHIHTY — BUSABICHHS CIaJKOBOI XBOPOOH 10
i KIIHIYHOTO MPOSABY, OCKIIIBKH y BAaXKUX BHUIIATKaX
nepuuii enizon MetTaboliuHoi JekoMIIeHcalil y HOBO-
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HapoJKeHOT TUTUHU (MeTabOoNIYHUN KPU30BHH CTaH)
MOKe cTaTu ocTaHHIM. KiHmeBa Mera CKpHHIHTY —
CKOPOUYCHHS IHUTSIY0] CMEPTHOCTI Ta 1HBAJITHOCTI 3a
YMOB PaHHBOI JiarHOCTHKH Ta CBO€YACHOI'O IaTore-
HETHYHOTO JiKyBaHHS. O4iKyBaHa 4acTOTA BHUABICH-
Hsi CXOP npu npoBeaeHHI pPO3MIUPEHOTO CKPUHIHTY
HOBOHAPO/XKEHUX He nmepeBumye 1%, 1mo mijkom Bij-
MOBiJlae CTaHAAapTaM IMPOBEACHHS CKPHHIHTY LIOIO
BCiX IHIIHUX COIiallbHO 3HAYYIINX 3aXBOPIOBaHb [3].

20-pigHUN TOCBi BUKOHAHHS PO3MIMPEHOTO HEO-
HAaTaJIBHOTO CKPHHIHTY y HpPOBIAHUX KpaiHax CBi-
Ty CBIIYUTh, MIO 1€ OOCTEIKEHHS € €IUHHUM Ii€BUM
IHCTpyMeHTOM JocuMnToMHoro BusiBieHHs CXOP.
CBoeyacHa JiarHOCTHKAa Ta po3mnoyare crenudidne
TNiKyBaHHS HaJla€ MOXJIMBICTH KOHTPOIIOBATH Iepeodir
3aXBOPIOBAHHS, 3HM3UTH PHU3UK MOXKIHBHX YCKJIAn-
HEHb, IO JO3BOJSE HE TINbKM MOKPAIIUTH SKICTh
KHUTTSI XBOPOTO 1 YHUKHYTH 1HBaJIIIHOCTI, aje Hajaae
XBOPi#l AMTHHI MOXJIMBICTH MOBHOI[IHHOTO PO3BHUTKY
Ta camopearizamii [3].

MeTa po6oTu

Cucrtemarn3yBatu iHpopMarito mpo KIiHIIHI TPO-
SIBU, AHAMHECTUYHI, 3arajbHO KJIIHIYHI Ta Jabopartop-
Hi JaHi 1 pe3ynbTaTh IHCTPYMEHTAIbHUX O0OCTEKEHD
ISl IPOBEICHHS YTOYHIOOYOT Ta fHu(epeHIIHHOT ia-
rHoctukn CXOP, a Takox po3poOUTH Ta BIPOBATUTH
MenuuHy GopMmy Ais 300py MO3HAYCHWX HAHUX, SKa
BUKOPHUCTOBYETHCA MIDKAHCIHUIIIIHAPHOI KOMAaHIOIO
JiKapiB-MeTaboNICTIB IpH IHTEpIpeTalii pe3ylbTaTiB
YTOYHIOYUX JOCIIJUKCHh HOBOHAPOKCHUX 13 Tif-
o3poto Ha CXOP.

MaTtepianu Ta meToamn aocnigXeHHA

3 ypaxyBaHHSM YCiX BaXXJIMBHX JAHOK JiarHoc-
THYHOTO MOIIYKY, aBTOpaMHu Miei crarti Oyno pospo-
onerno popmy CHECKLIST, mo npeactaiisie o000
Hmepernik MoCHiIoBHOT iHpopmanii, HeoOXimHOT st
yrouHtot9oi giarHoctuku CXOP.

Pe3synbTaTtn gocnigXxeHb Ta iXx 06roBopeHHsA

Jl1s1 3amoBHEHHsT HOPMHU HEOOX1THO MPOBECTH MPO-
CTi pyTHHHI Ja0OpaTOpPHI TECTU: BUMIPIOBAHHS ra3iB
KpOBi, pO3paxyHOK aHIOHHOI pi3HMILI, BHU3HAYCHHS
BMICTY €IEKTPOJIiTIB, ITIOKO3H, JIAKTATy Ta aMiaky B
KpOBi, 3aralbHU aHANi3 cedi, AKi € NTOCTYIMHUMHU Ta
PO3IMHUPAIOTH MOXKIUBOCTI 11arHOCTHYHOTO MOIIYKY.

Eranu HeonaranbHoro ckpuninry. CXOP Bunu-
KaloTh BHACHIJOK KOMOiHamii nedeKTHUX TeHiB, siKi
IUTHHA OTPUMYE BiJ 3H0pOBHX OaThbKiB-HOCIIB Ta-
KX TeHiB. lle BUagkoBHH Ipo1ec, SKH HEMOKIHBO
nepenodavynTH, TOOTO JKOJHA POIMHA HE 3acTpaxoBa-
Ha Bix HapomxeHHs nutuHU 31 CXOP. 3 ornsany Ha
e, HEOHATAJIbHUHM CKPUHIHT nepenbavae 2 eramnu:
HNepIInid eTan € MacoBHM, OCKIJIBKM HOTO BHUKOHY-
I0Th yciM 0e3 BUHSATKY HOBOHApPOJIKCHUM, APYTHH —
BuOipkoBui (mpubnusno 1-2% wmamokis) [8]. Mera
MepIIoTo eramy — «BiACIATH» HOBOHAPOIKCHUX 3
MO3UTUBHUMHU pe3yabTaTaMHu (BIAXMICHHAMH BMICTY
MapKepHHUX PEYOBHH BiJ] pe(epeHTHUX PiBHIB), TOOTO
3 mijo3poto Ha CXOP. Bin nepexn 6Gauae yHiBepcaibHy
npoIeaypy BimOOPY Ta MOCHIIKCHHS BUCYIICHHUX Ha
¢impTpyBaTBPHOMY TAaNEpi IIAM KPOBI, IO BiAiOpaHi 3
I’ ATH JOHOIIEHUX HOBOHAPOKeHHX Ha 48-72 roauHi
KUTTA Ta Ha 7-11 10Oy XHUTTH - y mepeayacHo Hapo-
JokeHuX. MeTa apyroro (yTOYHIOIYOro) eTamy — npo-



AKTYATbHI MNTAHHSA OPFAHI3ALIIT HEOHATONOT 1T TA NEPUHATANBHOT MEOULIMHU B YKPATHI /

TOPICAL QUESTIONS OF NEONATOLOGY AND PERINATAL EDICINE IN UKRAINE

aHaJli3yBaTH MOBTOPHO BixiOpani OiosorivyHi 3pasku
i o0crexxutn Manokis 3 nigo3poro Ha CXOP iHmuMH
METOJIaMH 3 METOI0 «BiJCIIOBAaHHSI» XMOHO IO3UTHUB-
HUX pe3yNabTaTiB (3HATTA Migo3pu) abo MiATBEPIKCH-
HA miarHO3y. [pyruii eTam BUMarae iHIAWBIIyaJbHOTO
HiXOAY Ta BKJIOYAE KOMIUIEKC J0AATKOBHX o00cTe-
JKEHB: 3arajbHO KJIHIYHI J1aDOpaTOpHI TECTH, Ta30-
BHI XpOMaTO-Mac-CIeKTpaJIbHUI aHali3 3pa3KiB ceui,
BHCOKOC()EKTHBHY PIIHHHY XpoMmaTorpadiro 3pa3KiB
KpOBi Ta JMiKBOPY, BU3HAYCHHS aKTHBHOCTI (DepMEHTIB
Ta MOJICKYJISIPHO-TEHETUYHI JOCHiKeHHS [4, 5].

Po3mupenuii CKkpuHiHT HOBOHAPOKEHUX B YKpai-
Hi. B Hamii xpaiHi HeoHATaNbHUI CKPUHIHT 3 METOIO
BUSIBJICHHSI HOBOHAPOJ/DKEHUX 3 OKPEMUMHU XBOpoOaMu
00MiHY pe4oBHUH Oyi0 po3moyaro 0insg 25 pokiB Tomy.
[TpoTsiroM Maifke IBOX ACCATHUPIY BUABISIOCS JTHUIIE
2 3aXBOpIOBaHHS — (EHINKETOHYpPid Ta BPOJIKCHHII
rinoTUpeo3; B OCTAHHI JEKIJbKa POKIB mepeik 0yio
posmupeno a0 4 3axBopioBaHb. IIpu nsomy, «Ilepe-
JiK pinkicHUX (opdaHHHMX) 3aXBOPIOBaHb, L0 MpPH-
3BOJSATH 10 CKOPOYEHHS TPUBAJIOCTI XHUTTS XBOPHUX
abo 1x iHBamigm3amii Ta IS SKUX ICHYIOTh BH3HAHI
METOAM JiKyBaHHA», BKII0o4ae Oinpime, HiK 60 CXOP
(Hakaz MO3 Ne 2664 Bin 24.12.2019). Cxuig xoHcra-
TyBaTH, IO B [[bOMY CYCHIJIEHO 3HaYyI[OMY MUTaHHI
Hama KpaiHa Jumimiacs Ha MO3MLISAX KpaiH €Bponu
25-piuHOi1 naBHWUHU. Hachinku Takoro CTaHOBUIIA €
OYEBUIHUMH: PiBEHb CMEPTHOCTI AiTe#d BikoMm 10 1
poky ckmamae 7,8 Ha 1000, mo mepeBuIIye cepenHiit
noka3uuk kpain €C maiixe y 2,5 pasu, a piBeHb paH-
HbOT HEOHATAJIBHOI CMEPTHOCTI MEPEBUIIYE TTOKA3HHU-
ku kpain €C y 6,5 pasis [6].

3 wMerow BuUpimieHHsS 1poro muTaHHI TOB
«KAL «®Papmbiotect», AY «IITAT im. akan.
O.M.Jlyx’saoBoi HAMH Vkpainu» ta BI'O «Aco-
miamiss HEOHATOJIOTiB YKpaiHu» Oyja0 1HIIIHOBAHO
«IIporpamMy ynoCKOHaJEHHS JiarHOCTHKHM CHAIKOBUX
XBOp0oO 0OMiHY PEYOBHMH Yy HOBOHAPOMKEHHUX 1 JiTeH
crapmoro Biky B Ykpaini» (Baby Screen) [7]. Mera
[Mporpamu — po3mupenHs g0 31 HO30I;OTI mepeniKy
CXOP, aKi BUABIAIOTHCS Y HOBOHAPOIKCHUX Ta IITEH
CTapuioro BiKy, 3a0e3Me4eHHs] CBOEYaCHOTO MeJH4-
HOTO CYNpPOBOJY Ta JIIKYBaHHS BHSBICHUX XBOPHX.
Cdepn BiamosimanpHOCTi BuUKOHaBLiB miei Ilporpa-
mu 4gitko posmoxineni: TOB «K/ALl «®apmbiorecT»

3a0e3neuye BU3HAYCHHS MOJIEKYJISIPHUX MapKepiB
CXOP cydyacHUMH BUCOKONPOAYKTUBHUMHU METOJaMU
TaHAEMHOI Mac-CHEeKTPOMETpii, Ta30BOi Ta piAMHHOI
xpomarorpadii, BHKOHYy€ TOBHHH CcHEKTp nabopa-
TOPHUX JAOCHiKeHb Ha mepmoMmy (MacoBOMY) eTari
BUSIBJICHHS HOBOHApOJUKeHUX 3 migo3poi Ha CXOP,
a TaKOoXX Ha eTani YTOYHIOIYUX JAochijkeHb. Y
«IITAT im. akax. O.M. Jlyk’ssuoBoi HAMH Vkpainu»
3a0e3nedye MEIWYHUN CYHmpOBiJ Ta JIKYBaHHS XBO-
pux, BI'O «Acomianis HeoHATONOTiB YKpaiHU» — PO3-
MOBCIOJKEHHS HAyKoBOi iH(opMamii mpo BaXIuBiCTH
paHHBOTO BUsIBIEHHs 1 mouarky JjikyBanus CXOP.
JeranpHa inpopmanis npo I[Iporpamy posmimieHa Ha
caiiti https://baby-screen.com.ua.

[Mepmuit mocein BukoHaHHS i€l [Iporpamu cBin-
YUTH IPO HEJOCTATHIO iHHOPMOBAHICTH 1 HACTOPOXKE-
HicTh nikapiB ctocoBHO CXOP. Haitbinpmri TpyaHoImIi
BUHMKAIOTh B CUTYallii, KOJIM HOBOHAPOKEHY AUTHHY
3 migo3por Ha CXOP HEeMOXIUBO MIBHUIKO TPAHCIOP-
tyBatu no Y «IITAT im. akan. O.M. Jlyx’sHOBOI
HAMH Vkpainu» pyis 0OpoBeleHHS J0JAaTKOBHUX
00CTEXEHD | yTOUHIOIOUHX JTa00paTOPHUX 0 CITiIKEHD,
K Tepen0adyeHo «MapHIpyTOM TaIieHTa». B Takomy
BUIIAJIKy Ha JIOTIOMOTY JIKYIOUOMY JIiKapio HPUXOAHUTh
MDKIUCIUIUIIHADHA KOMaHAa JiKapiB-MeTaOoiCTiB
[Tporpamn Baby Screen 3 mpakTHYHMMH peKOMEHHa-
IisIMU CTOCOBHO MEPIIOYESPTOBUX MiHf Ta MPOIEAYP, AKi
permaMeHTOBaHI MIKHApPOJHUMHU Ta HaIiOHATHBHUMHU
JIaTHOCTHYHUMU ajITopuT™Mamu [6, 7].

CucrteMarusaiis naHux st gudepeHiinuol mia-
rooctukn CXOP. Ilpu nposenenHi audepeHuinuol
niarmoctukd Mk CXOP Ta BaXKUMU COMAaTHYHUMH
MaTOJNIOTIIMH JOIUiTbHE BIIPOBAJKCHHS CUCTEMATH-
3amii KIIHIYHUX TPOSBiB, aHAMHECTHYHHX, 3aTaJIbHO
KIIHIYHUX Ja00paTOPHHUX Ta IHCTPYMEHTANBHUX Ja-
HUX. 3 METOI ONTHMI3amii aiif JTiKyHUOro jgikaps ta
NpUCKOpeHHs 300py HeoOXimHuX aanux lIporpamoro
Baby Screen mepenbaueno BiamoBigHy ¢opMmy y BH-
rsini CHECKLIST, sxuit npeactaBieHo B Tadmumi 1.
3a3HadeHa GopMa 3amOBHIOETHCA JIKYIOUAM JiKapem
Ta HaJCHJIAEThCS y JabopaTopito pa3oMm i3 Oiomarepi-
aJIOM JUIsl TIPOBEJEHHsI BUCOKOCTEeNU(piIuHOT YTOUHIO-
10901 JiarHOCTUKU. Huk4ye HaBeJeHI KOMEHTapi CTO-
coBHo okpemux nyHktiB CHECKLIST rta BinmoBingHi
MOSICHEHHS 1010 MOXKIUBUX TposiBiB CXOP.

Tabnuus 1

HanpaBneHHs Ha yTO4YHIOIOUYY nabopaTopHy AiarHOCTUKY

MIb nauieHTa(gNTUHNK)

Bik [ata HapoaXXeHHs
MIB maTepi (AiBoYe npisBuLe matepi)

[aTa BisnTy

Micue npoxunBaHHA

MonepenHin giarHos

Kum ckepoBaHui nauieHT

AHAMHES:
PoavHHmi (ctaH 300poB’s 6aTbkiB/BiK, HASBHICTb CNagKkoBUX XBOpob cepen HanbnmxX4mMx poandis,

BiJOMOCTI NP0 NonepeaHi BariTHOCTIi, YUM 3aBEPLUNNNCL, BUNAAKU CMEpPTi AiTen):
AHTeHaTanbHui (Bia skOi BariTHocTi/nepebir BariTHOCTI):

IHTpaHaTanbHun (nepebir nonoris)

TEPMiH rectauii

MpuynHm nepegvacHnx nonoris

Bara npu HapogXeHHi
HoBoHapogxeHa antunHa: 6e3 cumnTomiB

XapakTep BUrogoBYyBaHHS:

OuiHka 3a wkanoto Anrap
______ CMMMNTOMM 3 AABUJIUCb: Ha

3aranbHUn CTaH QUTUHN (HA MOMEHT 3anoOBHEHHSA POpMMU)
JlikyBaHHS (BKa3aTu HasiBHICTb iHQY3iHOI Tepanii Ta remoTpaHcdysii)

OIATHOCTUKA:

PesyanaTM NEPBUHHUX LOCHIOXEHb:
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MATEPIAN, NMPUKNAOEHWX OO KAPTU:
- CyXi Kpanni kpoBi Ha nanepi
- ceva
- nnasma
- cupoBarTka
- KpoB, 3ibpaHa B npobipky 3 EDTA (Ans MonekynspHUX AOCnigXeHb)
Yeaza! MNpu HaABHOCTI iHy3iNHOT Tepanii y AuTuHK, Ang 3abopy 6iomaTtepiany Ha obcTexeHHs
peKoOMeHJ0BaHO NPU3YNUHUTU BBEAEHHS BHYTPILUHbOBEHHUX iHY3i npoTsrom 3 rogmH oo 3abopy.

KINIHIYHI CUMNTOMU

MopyweHHA M’sizeBOro . . . . .
Tak/Hi npumiTka piapesn Tak/Hi npumiTka
TOHYCY
KoMa Tak/Hi renatomeranis Tak/Hi
Tpemop Tak/Hi kapaiomeranis Tak/Hi
cyaomum Tak/Hi KapaiomionaTis Tak/Hi
6ntosoTa/ Tak/mi MOpYLUEHHS CepLeBoro Tak/mi
3pUryBaHHs puTmy
Mo3uTtueHa Habpsikn/
OvHaMika Baru HeraTuBHa nacTo3HicTb(0bnuyys, Tyny- Tak/Hi
BiAlCYTHSA 6a, KiHLiBOK)
IHWi cMMNTOMKN KOMEHTapi
NTABOPATOPHI MOKA3HUKMH
3ATANNIbHUWA AHATNI3 KPOBI 3ATANNIbHUA AHATI3 CEUI
MokasHuk/OaTa
MokasHuk/gata
pH
Eputpountn pCO,
Hb pO,
Ht HCO,-
Tpombouutun Base Excess (BE)
JlekounTn AHioHHa pisHuus (AP):
= Mienounu [Na+] - ([CI-] + [HCO,-])
g‘ MeTamienouuntn
<2 , ENEKTPONITU
k= ManuykosaepHi
[0}
T | Cermentosnepki MokasHuk/OaTta
Eo3unHodinm K+
Basodinu Na+
NimdounTn Ca++
MoHouunTn Cl-
[Oopatkosi P34+
obCTeXeHHS

BIOXIMIYHUWA AHATI3 KPOBI

MokasHuk/Oata

nioko3a

Binipy6iH 3aranbHui

Binipy6iH npsmwuii
ANT
ACT

NaktatgerigporeHasa

KpeatuHdocdokiHasa

IyxxHa dpoccaTasa

rrTn
Binok 3aranbHun
P— .D,_aTa........ ........................................
Mignurec NiKapsa:...ocooce i e
CevyoBuHa .
KOHTaKTHMN TenegoH..........covveevnnennen
AMOHiIn

[OopaTtkoBi 06CTEXEHHA
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BcranoBinenHs Oyab-sSKoro AiarHosy, y TOMy 4ucii
3 rpynu CXOP, po3mounHaeThes 31 300py aHaMHE3Y:

- aHaMHEe3 XHUTTS: MicCIle NMPOKUBAHHSI, HAsBHICTh
npodeciiHUX IKIJJIMBUX yMOB, e€KojoriuHa obcra-
HOBKa, OJIN3bKOCIOPIAHEHUI HLII00, CTaH 370pOB’s
cubciB, cMepTh MHONEpEeHIX aiTed 3 He3 sSCOBAHUX
NpUYHH, BUTAAKN CHHIPOMY panToBOl CMEpTi, HasiB-
HICTh paHille AiarHOCTOBAaHUX CIIAJKOBUX XBOPOO (B
TOMY YHCIi Yy OMU3BKUX POIHUUIB);

- aKyHIepPChKO-TIHCKOJIOTIYHMI aHaMHE3: HasB-
HICTh CIIOHTAHHMX BHKUIHIB (0COOJMBO Ha paHHIX
TEepMiHax), MEPTBOHAPOJKEHb, HAPOIXKEHb IiTEH i3
BPO/UKCHUMH BaJaMH PO3BHUTKY Ta CIaJKOBHMH 3a-
XBOPIOBaHHSIMH, TPHUBAIHUA TomepenHiil mepion 6e3-
maiaag.  JlomaTKoBO  OIIHIOETHCS TEepHHATAIbHHUI
aHaMHe3, 3 ypaxyBaHHSM pi3HUX (aKTOPIB PHU3UKY:
nepebir naHol BariTHOCTI (MepeHeceHi 3aXBOPIOBaH-
Hsl, mepioau rimeprepmii, MEAMYHI BTPyYaHHS, HPH-
HOM JIIKapChKUX IpenapariB, BIJIUB TEPaTOreHHHUX i
MyTareHHUX YMHHHKIB Ha eMOPIiOH 1 IJIiJ TOIIO);

- YCKIaJAHEHHS, [0 BUHUKIHU MiJ 9ac BariTHOCTI:
HECTPUMHE OJIFOBaHHS, 30IMbIICHHS TCUIHKH, Mif-
BUIICHHS aKTUBHOCTI TpaHcamiHa3, rinep0Oinipy0i-
HEeMisl, )KHpoBa AMCTPO(DIis MEeUiHKH, BOASHKA IIOIY
(MOXYyTbh peecTpyBaTHCSl TPH HEKETOTHYHIN Timep-
rIinuHeMii, TePOKCHCOMHUX PO3JaAax, MOPYIICHHAX
00MiHY XUPHUX KHCJIOT y IJIOAY). 3aTpUMKa BHY-
TPIIHBOYTPOOHOI0 PO3BUTKY IOy, AU3MOpdii, re-
MaToJNi€HAIBHUN CHHIPOM, HCIMyHHA BOJSHKA IUIOLY
TaK0X MOXYTh OyTH 1OB’si3aHi 3 MeTa0OJIYHUMHU 3a-
XBOPIOBAHHSMH.

Crnig mam’gTaTH, 010 BiICYTHICTh OOTSKEHOTO Ci-
MEHHOTO aHaMHE3y HE BUKJIYAE PU3UK HAPOMKECHHS
JUTUHU 3 TEHETHYHO JETEPMIHOBAHUM MOPYIICHHSIM
MeTabo0J1i3My, OCKIJIBKH THII yCHAAKyBaHHS OiibIIoC-
Ti 3aXBOPIOBaHb — ayTOCOMHO-pelleCuBHUH [8].

CXOP, 3a3Buuail, He BAA€TbCS BCTAHOBUTH IPH pYy-
THHHOMY JIiKapChKOMY OTJSIZIi 4epe3 BIACYTHICTH CIie-
nupigHIX KIHIYHEX cuMnToMiB. Cepex MeTabomiaHnX
3aXBOPIOBaHb JIesIKi XBOPOOH 3 TPYIIH OPraHiuHUX alU-
Jemiil, 1e(eKTiB LUHUKIY CEYOBHHHM, MOPYIIEHb OOMIiHY
aMIHOKHCJIOT MOXYTbh MaHi(ecTyBaTh roCTpol MeTa-
6omiuHoro ennedanonariero. CHUMNOTOMH 3a3HAYEHUX
MaTOJIOTIH € pe3yabTaTOM TOKCHYHOI Jii AepHuBaTiB Ha
IIHC Ta Ha iHmi BEyTpimHi opranu. s aiteit 31 CXOP
XapaKkTepHa HasBHICTh O€3CUMIITOMHOTO CBITJIOTO TPO-
MIXKKY, SKMH MOYKE TPUBATH BiJ JIEKIIBKOX TOAMH [0
JeKiabKoX MicsuiB. HailOinpIn yacTUMH NPOBOKYIOUH-
MU YHHHHKaMU METa0OJIYHOTO KpHU3Y € CTaHH, SKi Cy-
MPOBOKYIOTHCS TTOCHIJICHHSIM KaTaOOoJIIYHUX MPOLECiB
(ia¢exmii, emi3ogu TOMOAYBaHHS, 3HEBOAHEHHA, OIe-
paTuBHI BTpy4YaHHs, TPaBMH, BaKI[MHAIlis) a0 mepeHa-
BaHTaXXCHHIM O1IKAMH 4 ByriieBomamu [9].

KniniyHa kapTHHA XapaKTEepU3YEThCS HeECIHElH-
(iYHEMH O3HAKaMH Ta PANTOBUM IOTipIICHHSM 3a-
raJbHOTO CTAHY JUTHHHU.

CHUMIITOMOKOMILIEKC "MIIIBOT TUTHUHU" € TUIIOBUM
JUIsL CAJKOBUX aHOMaJliif Mmeraboii3My. Bid Bkio4yae
reHepasii3oBaHy M'S30By TilIOTOHIIO, 3HMI)KEHHS 3a-
rajbHOI PyXOBOi aKTHBHOCTI Ta CYXOXWJIbHUX ped-
JeKciB, rimepMoOinpHicTs cyrnobis. [li3mime Bif-
MIYalOThCsl 3aTPUMKa MOTOPHOTO PO3BUTKY, M'sSi30Ba
TiMOTOHIA, fKa, 3a3BWYal, 3MIHIOETHCA Ha M'S30BY
JIUCTOHI0 Ta cmactuuHicTh [10].

JluxanpHl TOpYIIEHHS HEPIAKO 3yCTpidaloThes
npu CXOP. TinmepnHoe Ta amHOe CIOCTEPIralTh-

Cs MpH BiJICYTHOCTI 3aXBOPIOBaHb JIETEHb, CEPUs Ta
pecmipaTopHOTo JMCTPEC-CHHAPOMY. IX BUHHKHEHHS
MOB'si3aHE 3 BININBOM TOKCHYHUX MPOAYKTiB MeTabo-
JAi3My Ha AMXalbHUU LEHTp abo 3 BTOPUHHHUM MeTa-
6oniuyHuM anugosom [11].

Oco0auBO XapakTepHi A rinepaMoHieMii, opra-
HIYHUX allueMidl Ta MOpyLIeHb OKHCICHHS JKUPHUX
KHCJIOT TOpYHmEHHA 3 OOKy NIITYHKOBO—KHIIKOBO
TpakTy (3pUTyBaHHS, ONIOBOTA, CHHIPOM Maibad-
copOuii, pigme giapest), sAki TPU3BOAATH 0 YIOBIIb-
HEHHs npuOaBKK MacH Tija nUTHHU [12].

Mapxkepamu IPUPOJKEHUX MOPYLIEHb MeTaboui3-
My € CyJIOMH, sKi pedpakTepHi 10 3BHYAHHHUX IPO-
THCYJOMHHX IpenapariB, Ta MOXYTb TOYHHATHCS IIE
npeHaranbHO. Halbinmpm gacTo 3ycTpidamThesa Mio-
KJIOHIT Ta MiHIMaJbHI CYAOMHI Hamagd (MUMOBIJIbHI
pyxu B o6siacTi 00anyyst a0 KiHIIBOK: HACUIbHHULIbKE
BiIKpUBAHHs O4Yeil a00 MOpraHHs, TOHIYHA JeBiaIlis
OYHNX fAO0NYK, XyBaJbHI Ta KOBTaJbHI PYXH, CMOK-
tauHsA Tomo) [13]. CymoMHUI cCHHAPOM BiAMi4a€eThCS
IpU MOPYIEHHAX IUKIY CEYOBHUHU Ta MeTabomizmy
AMIHOKHCJIOT, OPTaHIYHUX alMIEeMisX, TaHIIiI03UI0-
3aX, MOPYLICHHSAX MeTaboyi3My mipyBaTy, MEpPOKCH-
COMHHX poO3Jazax, MITOXOHJpiallbHUX MOPYIIEHHSIX,
nedinuTi OiOTHHIZA3W, TAINWHOBIN ecHIedamomnarii,
nedinuti kopaktopa momnibnena. Ilpm maHmx maro-
JOTiAX TPOCTEXKYETHCS TMPOrpecyrode IOTipIeHHS
KJIIHIYHUX, HeWpocoHOrpadiuHUX Ta eJNEeKTPOCHIIe-
¢danorpadiunux (EET) o3nak. Hes3paxkaruum Ha me-
peBaxkHe ypaxxeHHs HepBoBoi cuctemu npu CXOP, B
HEOHATAJIbHOMY IEpiojAl MpH 3aXBOPIOBAHHIX, CIPH-
YUHEHUX MOPYLICHHSAM MeTaboii3My, TaKoX MOXYTh
BigMidaTHCS 3MiHH 3 OOKY IHIIMX OPTaHIB Ta CHCTEM
(auBuCH Tabnumio 2) [14].

Tpeba 3a3HaunTH, IO TrenaroCIICHOMETatisl B IO-
€JIHAaHHI 3 HEBPOJIOTIYHOIO CUMIITOMAaTHKOIO 3 BUCOKOIO
HMOBIpPHICTIO CBIAYUTH PO MOXJINBY HasiBHICTE CXOP.

Hnsa pesaxux CXOP xapakTepHa TIOsSBa HE3BH-
JaiHOTO 3amaxy OiomoriuHux piamH mamierTa. Cme-
nudiuHMil 3amax cupy abo CHITHINMX HIT BiJ cedul €
JIarHOCTUYHOK O3HAKOI 130BajepiaHOBOI aruaeMii
Ta MHOXHMHHOTO aedinuty anun-CoA-perigporeHa-
3u. [Ipu medinuti 6i0TUHITA3HW, CHHTETA3U TOJOKap-
Ookcmma3z - 3amax KOTS4OI cedi, MpH JTEeHIMHO31 Xa-
pakTepHa IMOsBa COJOAKYBATOTO 3aMaxy «KIECHOBOTO
cupomy» Bif cedi Ta ByHmIHOI Cipku. Y Malli€HTIB 3
THPO3MHEMIEI0 Ta TiEPMETIOHIHEMIEIO BiIMiUa€eThCs
KalmyCTsSHUH 3amax WKipH (SK OpOsiB MEYiHKOBOI He-
nocratHocTi) [10, 15].

O3HaKU CUCTEMHOI 3amaixbHOi BiATOBIAI (KapTHHA
CeNcHucy 3 HETAaTUBHUMH KyJIbTYpPaMU KpPOBi) MOXYTb
BIAMIYATHCh TPH TrajakTo3emii, OpraHidHUX aImujaec-
MisIX, po3JiajjaX UKy CEYOBUHH, BPOJIKEHIH Timepr-
na3ii HaJHUPKOBUX 3ay03. Y HEMOBIAT i3 rajakrTo-
3eMI€I0 YacTO PO3BUBAETHCS CEICHC, BUKIMKAHUH
KHIIKOBOIO MAJWYKOI0. BilcyTHICTH MO3UTHBHOI AM-
HaMIKH{, HE3BAXAalUM HA IPOBEIECHY CHMITOMATUYHY
Tepanito, Moxe cBiguntu Ha kopucth CXOP [16,17].

3 METOI0 BUKJIOYECHHS MOMHUJIOK NMPHU TTOCTAHOBI
JiarHo3y MOpsiJ 13 IPOCTHMH Ta JOCTYNHUMH Jiabo-
pPaTOPHUMU JOCIIPKEHHSIMH KPOBI Ta cedi HeoOXiTHO
MPOBOJIUTH aHaTi3 Ta30BOTO CKJIAAy KpOBi 3 BU3HA-
YEeHHSIM aHIOHHOI Pi3HHUI, BUMIPIOBATH BMICT €JIEeK-
TPOJIITIB, TIIIOKO3H, JIakTaTy Ta amiaky. [Topymenus
nabopaTOPHUX MOKA3HHUKIB, AKI MOXKYTh BiAMIiUaTHCS
npu CXOP, naBeneni B Tabuuui 3.
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Tabnuusa 2

EkcTpaHeBponoriyHi npossBu CXOP y HeoHaTanbHOMY nepiogi

Nokanisauina

KniHiuyHi nposBum

CnapkoBi XBOpo6u 0OMiHY pe4yoBUH

LWkipa

EputemartosHi BucunaHHs

[MponioHoBa aungemis,

MeTunManoHoBa auugemis,

nediunT cuHTeTasn ronokapbokcmnas,

xBopoba i3 3anaxom cedi KNeHoBOro cupony,
uMTpynniHemis,

apriHiHGypwTMHOBa aunaypis,

TUpo3nHemia | Tuny,

nediunt aunn-CoA-gerigporeHas XXMpHUX KMcnoT
3 KOPOTKUM BYrneueBmMM NaHLUIorom

KatapakTa

[anaktosewmis,
isoBanepiaHoBa auugemis

Oui

CITKIBKM

MirMmeHTHa gereHepaduia Ta gucnnasis

OediunTt BioTnHigasn

Cepue Kappiomionaris

[MopylweHHs B-OKUCMNEHHS XUPHUX KUCIOT,
AediunTt KapHiTMHNanbmiToinTpaHcdepasn Il
3-rigpokcun-3-meTunrnytTapoBsa aungemis

Hupku MonikicTo3

Oediunt KapHiTUHNanbmiTOINTPaHchepasn I,
MHOXWHHUIA fediunTt aunn-CoA-gerigporeHas

MigwnyHkoBa 3anosa MaHkpeaTnt

IsoBanepiaHoBa auungemis,
MeTunMmanoHoBa auuaypis,
3-rigpokcu-3-meTunrnytaposa aungemis,
xBopoba 3 3anaxom cedi KNeHOBOro CUpomny

MNeviHka
HOMa

[enaTomeranisi, nediHkoBa HegocTaT-
HICTb, LMPO3, renartouentonsapHa Kapumu-

TuposuHewmis | Ta |l Tuny, nopyweHHs obMiHy
CeYOBUHU, NOPYLUEHHA OBMIHY XXUPHUX KNCMOT

Tabnuusa 3

3MiHM nabopaTopHUX NOKa3HUKIB B KpOBi Ta ceyvi npun okpemux CXOP

3MiHM nabopaTOpHUX NOKA3HUKIB

CnapgkoBi xBoOpo6u 06MiHy pe4yoBUH

B KPOBI:

HelTponeHis, 3HMXeHHA  TpombouuTiB

OpraHivHi aumaypii (nponioHoBa, i3oBanepiaHoBa
Ta MeTunmanoHoBa auugemii),
GSD | (xBopoba HakonuyeHHSA rrikoreHy | Tuny),
fedekTn guxanbHOro naHuwpra

[emoniTnyHa aHemis

G6PD (HepocTaTHICTb MOK030-6-hocdaraerigporeHasm)

MeTaboniyHum aunaos i3 nigBuULLEHO aHi-
OHHOIO pi3HuLElD

OpraHivHi aumaypii (nponioHoBa, i3oBanepiaHoBa,
MeTunmManoHoBa aungemii, HegocTaTHICTb 3-rigpokcu-3-
MmeTunrnytapun-KoA niasn),

MopyLweHHA OKUCHEHHS XUPHUX KUCMOT, 30kpema, aediumT
KOpPOTKO-, CepeaHbo- Ta LOBroNaHuUroBmx gerigporeHas
XUPHUX KUCIOT, ediunT KapHiTUHY),

aediumTt nipyBatkapbokcunasn,

MiTOXOHApianbHi 3aXBOpPOBaAHHA,

BTOPUHHWI NakTaTaunpos,

aediunt 6ioTuHIgasm

MeTtaboniyHun aumaos i3 HOpMarnbHOK aHi-
OHHOIO pi3HULED

[anakTo3ewmis,
TUPO3UHEMISA

PecnipatopHuin ankanos

[MopyLeHHA OPHITUHOBOTO LUKy

MigBuLWEHHS aMiHOKUCIOT B Nnasmi KpoBi

XBopo0ba KIeHOBOro cMpony - NiagBULLEHHSA NENLUHY, i3onen-
LMHY, BaniHy,

OpraHiyYHi aumaemii - NiaABULLEHHS TAiLUHY,

TUPO3MHEMIA - NIABULLEHHSA TUPO3UHY, METIOHIHY,

npu apriHiHeMii, apiHiHCYKUMHATHIN aumnaemii — nigBULLEHHS
LUTPYnniHy,

npw rinepamMoHiemii — NiABULLEHHSA rNyTaMiHy,

npu naktaT-aumaosi — NigBULLEHHSA anaHiHy

KetoTnyHa rineprnikemis

MopyweHHa 06MiHYy nponioHaTiB

KetoTnyHa rineprnikemis

MopyweHHs 06MiHYy nponioHaTiB

KeTtoTuyHa rinornikemisa

OpraHiyHi aumnaypii (nponioHoBa, i3oBanepiaHoBa, MeTunma-
noHoBa aungemii),

HedOoCTaTHICTb kopoTkonaHutrosnx aunnKoA gerigporeHas
XUPHUX KMCITOT

[inokeToTu4Ha rinornikemis

Oediunt KOpoTKko-, cepeaHbOo- Ta [OBrofaHUroBUX Aeri-
AporeHas XUPHUX KUCIOT, AediunT KapHiTUHY
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AMOHieMisn

[MopylweHHA OPHITUHOBOTO LUK,
OopraHivHi aungypii,

NOPYLIEHHA OKMCHEHHA XUPHUX KMCNOT
HeJOCTaTHICTb nipyBartaerigporeHasu

MigBuWeHHA kKpeaTuHdochokiHasu

MopyLWEeHHS OKUCHEHHA XUPHUX KNCIOT

MigBULLEHHS CEYOBOI KMCNOTH

GSD | (xBopo6a HakonuyeHHs rrikoreHy tun )

SHMKEHHSA CEeYOBOI KUCNOTU

MopyweHHsa 6iocnHTedy monibgeHoBoro 6inkoBoro kodak-
Topa

Mpodinb aunnkapHiTUHIB B Nnnasmi

OpraHiyHi aunaypiri,
NOPYLUEHHSI OKUCHEHHS XUPHUX KMCIOT

BinbHui/3aranbHuii KapHiTUH

OpraHiyHi aunaypiri,
NOPYLIEHHS OKUCHEHHS XUPHUX KMCNOT

B CEMI:
OpraHiyHi kucnotum

OpraHiyHi aunaypii, NOpyLEHHSI OKUCHEHHS XUPHUX KMCNOT,
AedekTn AnxanbLHOro naHuytora,
He[OoCTaTHICTb mipyBaTAerigporeHasu

Onirocaxapungu, Mmykononicaxapuamn

Jli3ocomHi xBOpo6M Hakonu4yeHHA

Crni okpeMo 3yMHHUTHCS Ha MOPYIICHHSIX KUCIOT-
Ho-ocHOBHOTO cTaHy (KOC) Ta piBHS eNeKTpOINiTiB
KpOBi, fKi BUHHKAIOTh y CTalil JEKOMIIEHCAIil TaKuX
3aXBOPIOBaHb, SIK ac(ikcis Mpu HapoOJPKEHHI, peci-
paTopHHMH JAMCTpEeCc-CHHAPOM, PaHHIH HEOHaTaJbHUM
CEIICUC, a TAKOX CHAJKOBI MOPYUIICHHSIX 0OMiHY pedo-
BHUH (OpraHivHi anmuaeMii, THpO3UHEMIl, TalakTo3eMii,
MOPYIICHHS [HKIY CEYOBHHH, ACPEKTH OKHWCHEHHS
KUPHUX KHUCJIOT Ta iHmIi). Bix NpUYMHM OCHOBHO-
ro 3aXBOpIOBaHHs Oyje 3ajie)aru Mojaliblia TaKTHKa
nikyBaHHs. Haii6inem wactum mopymenusM KOC y
HOBOHAPOKCHUX € MeTaboniunui anungo3 (MA). du-
(hepeHniiioBaHUN AIarHOCTUYHUN MOIIYK MpUuYuH MA
3HAYHO TOJIETIIYE PO3PaXyHOK Ta iHTEpHpeTaIiro Bif-
XUJIeHb aHioHHOI pizHUIl (AP). Bennunmna AP nexutsb
B OCHOBI MOJIJAy Ha anu03 i3 HOPMalbHUM IOKa3-
HukoM AP (=12 mMExB/n; Tax 3BaHW#l rinepxjiopemiu-
HUH, KM PO3BUBAETHCS BHACIHIJIOK BTPAaTH JYTiB) Ta
anuao3 i3 30impmeHuM AP i HOpMalbHOI XJIOpEMi€ro
(maKkTaTHUM, aleTOONTOBHMH, KETOAIHI03).

3naueHHa AP TpyHTyeThCS Ha 3aKOHI €JIEKTPO-
HEHUTPANIBHOCTI, SIKMI MOJsArae B TOMY, IO CyMa IIO-
3UTHBHUX 3apsjiB (KaTioHiB) y OyAb-sSKOMY BOJHOMY
CepelloBUINI MOBHHHA TOPIBHIOBATH CYMi HETaTUBHUX
3apsaaiB (aHiOHIB). Y KIIHIYHINA MpPaKTHI, 3a3BHYAM,
BUMIpIOEThCA 00MexeHa Tpyna ioHiB kpoBi: Na+, Cl-
, HCO,-. Pemra ioHiB, 10 AKUX BiAHOCATHCA OiNKH,
PO4 -, SO4,-, opraniuni xucnoru, Ca2+, Mg2+ i K+,
— BHMIPIOIOTHCSI HE 3aBXKIU 1 CKIAAalOTh TPyNy Tak
3BaHHX HCBUMIiPIOBAHUX 10HIB. AHIOHHA Pi3HUL PO3-
paxoByeThcst HacTynHUM unHOM: AP = [Na+] - ([Cl-]
+ [HCQ3-]) Ta Bianpamae TMEBHY Nnepesary BMiCT.y
HEBUMIPIOBAHNX aHIOHIB HaJ HEBHMipIOBAaHMMH KaTi-
OHaMH, sika B HOpMi JopiBHIOE 3-11 MMoib/1. 301b-
nieHHss AP B OiJIBIIOCTI BUIIAJKIB CBIIUUTH PO HAKO-
MUYCHHS OPTaHIYHUX KUCIOT B KPOBI, IO XapaKTEPHO
IS TaKTO- Ta/abo ketoanumosy. 3a3Buuaii, AP B Mmex-
ax 15-20 MMONB/I crloCTepiraeThCs MPU KETOAIUIO-
31, Toxi Ak migBumeHHs AP monan 30 MMonB/T BKazye
Ha PO3BUTOK JaKTaT-alM03y. 3MEHIIECHHS aHIOHHOT
pi3HUII B TIa3Mi KpOBi Ha 5—6 MMOJIb/JI BHHUKAE MPU
rinoansOyminemii, rinonarpiemii. IIpu meTaboniuno-
My anua03i Ta HOPMaJbHIN aHIOHHIN PiI3HUII BaXKKUX
MeTaboNMiYHIX MOPYIICHb 3a3BUYai HE BIiAMIUa€ThCA.
Lleii ctran Moxe OyTH 0OyMOBICHHNH HUPKOBOIO HEIO-
CTaTHICTIO, HAJAMIPHUM BBEACHHSAM XJIOPUIIB, diape-
€10 Ta HUPKOBUM TyOyInspHHM HeKpo3oM. Bucoka aHi-
OHHA PI3HUI CBIAYHUTH MPO MONKIHMBICTH IOPYLICHD

KOC, B 0CHOBI SIKHX JI€KHTh JIAKTATAI[U03, KETOAI[H-
1103, TOCTpa HUPKOBA HEJJOCTATHICTh, HAIIUIIOK aMiHO-
KHCIIOT IIPH MapeHTEPaTbHOMY XapudyBaHHI Ta OTPYEHHS
caminuiiaTaMyd, METAHOJIOM, €TUJIeHIIiKoieM. Merabo-
JIYHAN anu103 Maike 3aBXKAM YACTKOBO KOMIIEHCY€ETh-
Csl TMOCHMJICHHSM BEHTHWJIALI] JIereHb, BHACIIJOK 4YOTO
sumkyetbes pCO,, a cmisBignomenns HCO,- no pCO,
Ta pH B Mexax HOpMaJTbHUX 3Ha4ueHb [18].

IIpu ypaxkeHHAX LEHTpajdbHOI HEPBOBOI CUCTEMHU
Ta 3aXBOPIOBAHHSX JIEr€Hb IIBUJKA KOMIEHCAIlis He-
MOJKJINBA, PO3BUBAETHCS TSDKKUI 3MIMIAHWU aluao3,
KOHILIEHTpalis OikapOoHATIB y mia3mi Malke He 3Mi-
HIO€ThCS, TpoTe pH KpoBi 3HaYHO 3HIKYEThC. Hamami
BKJIIOUAIOTHCS HUPKOBI MEXaHI3MH KOMMEHcaIii — mo-
CHJIEHA €KCKpeIlis 10HIiB BOJHIO, OJHAK JNaHWUH Mexa-
HI3M He e(eKTUBHUI B paHHIil HEOHATAIBHUI MEepio.

[Ipu HeanmexBaTHIW OKCUTeHANIl TpagUIiHHOO
03HAKOI aHAepOOHOTO IIIIKOJI3Y € HAKOMUYCHHS MO-
N0YHOI KUCHOTH. binbma yacTuHa akrary MeTabori-
3Y€THCS MEYIHKOI0, YaCTHHA MOTINHAETHCS CEPIEBUM
M’30M, HOPMATHUBHI 3HAUCHHS JTaKTaTy y HOBOHApPO-
JUKEHHMX KOJAMBaroThes B Mexax 0,7-2,1 mMous/i. Pos-
BUTOK TSDKKOTO JIaKTaT-allUa03y — 3arpo3jiuBa Ipo-
THOCTHYHA O3HAaKa.

Ockinpkd MeTa0OJIYHUH anuI03 3 IiABUILEHOIO
AP € xapakTepHOIO 03HAKOIO TPYIH XUTTEBO Hebe3-
MEeYHUX CMaJKOBUX MOPYIIEHb OOMiHY PEedoBHH, dia-
THOCTUYHHMI MHpoLec CJiJ po3NoYMHATH caMe 3 iX
BUKJIIOUEHHS 3 TIEPeNliKy BIpOTiTHUX HPHYMH IOPY-
HIEHHSI KUCIOTHO-OCHOBHOTO cTany [19].

Koopnunanis i mikapiB i IpHCKOPEHHS JiarHOC-
tukn CXOP. JliarHOCTHKA CITaAKOBUX XBOpP0O 0OMiHY
PEYOBHH — CKJAJHAa MEAMYHA 3a7a4a, OCKIIBKU TPO-
SBU LUX 3aXBOPIOBaHb HE BIJPI3HAIOTHCS Bij Oiib-
MIOCT] 1HIIMX 3aXBOPIOBaHb HOBOHApOJKeHUX. Jlumie
TSOKKI QopMu OKpeMux XxBopoO oOMiHYy MalTh YiTKi
03HAKH, SKi BHUSBISAIOTHCA MPHU OTIANI IUTHHHU JiKa-
peM. JIpyre BaxiuBe MUTAHHS — [Ie OOMEKEHHI Jac.
BcTaHOBUTH nAiarHO3 Ta PO3MOYATH JIKyBaHHS CIif
SKOMOTA paHille, TOKH HAKOTMYEHHSI TOKCUYHUX MPO-
JIYKTiB OOMiHY B OpraHi3mMi HEMOBJISITH HE CIIPUYMHU-
JI0 HE3BOPOTHMX YIIKO/)KCHb BHYTPIIIHIX OpraHiB Ta
TOJIOBHOTO MO3KY. Y Ba)KKHX BHIAJKaX — IPU HUZBKIN
a00 HYTHOBIH 3aIHWIIKOBIH aKTHBHOCTI MEBHUX Qep-
MEHTIB, HAKOMHWYEHHS TOKCHYHUX NPOAYKTIB IMOpPY-
[IEHOr0 OOMIiHY PEYOBUH B OpraHi3Mi HOBOHAPOJXKe-
HOT IUTHHY 3 TOYATKOM BHTOJIOBYBaHHS Bi0yBa€eThCs
Jy’Ke IBHJKO, 110, 3a3BUYaAl, IPU3BOAUTH 10 PO3BU-
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TKy MeTa0ONIUYHNX JEKOMIICHCOBAaHUX cTaHiB. [Ipak-
THKa CBIIYHTH, IO AN TaKUX JITCH MEepmIui emi3on
MeTaboIIYHOT AeKOMIIeHcalii 4acTO CTa€ OCTAaHHIM.
[Tpu HecBo€YacHOMY BHUSIBIICHHI XBOPOO 00MiHY, KOJIH
KJIIHIYHI IPOSIBU CTAHYTh OYEBUJHUMHU, PO3NOYMHATH
JikyBaHHS Oyne Bxe mi3HO. B ibomMy ceHci JOLiIBHO
3BEPHYTHCS JI0 OLIHKH €(PEKTUBHOCTI MPOTPAMHU PO3-
IMHUPEHOTO HeoHaranbHOro ckpuHiHTy y CIIA, saxy
CIOYAaTKy BU3HAYAIOTH Yy 3araibHii KiTbKoCTi 30epe-
xeHux OaniB 1Q, a mumie moTiM — y 30€peKEHUX KO-
mTax Ha yrpuMaHHs inBaniais [20].

3 ommsiay Ha opdaHHUN XapakTep, 1iarHOCTHKOIO
Ta JJIKyBaHHIM HOBOHapo keHuX i3 CXOP 3aiimaroTs-
cs CIelianizoBaHi MEQWYHI yCTaHOBHU, A€ Yy CKIanai
MYJIBTHAUCIUIIIIHAPHOT KOMaHIH JIiKapiB MPamIoOTh
¢daxiBui 3 MmeTaboniunoi nexiarpii. MapmpyT namieH-
Ta mependayae TEPMIHOBY rocmiTaji3alilo Manroka 3
nigo3poro Ha CXOP 1o neHTpy opdaHHUX 3aXBOPIO-
BaHb. 3aTpUMKa TocIiTamizamii Moxe Oyt 0OyMOB-
neHa cy0’eXKTHBHUMH (pPOOWHHHUMM) TPUIYAHAMH, a
TAaK0X PU3MKOM TOTO, N[0 TPHUBAJe TPAHCIOPTYBAHHS
MaJlfoka CHPOBOKY€E PO3BUTOK META0OJIYHOTO KpH-
30BOro CTaHy. B TakoMy Bumajgky HOBOHApPOJIKCHUMU
3 nigo3poro CXOP rocmitanizyerbcs y HalOIMKInH
MEIMYHHUH 3aKiaj BiAMOBIAHOTO Mpodisnio, a JTiKyro-
4§ JiKap OTpUMYe pekoMeHaamii (paxiBHmiB 3 MeTa-
6omiunoi meniaTpii AUCTAaHIIHHO.

Hudepenniiina piarnoctuka mixk CXOP y HoBo-
HApO/PKCHHUX Ta BAXKMMH COMATUYHUMHU MaTOJNOTIIMH
norpedye cucTemaTusanii aHaMHECTHYHUX JaHUX,
KIIIHIYHHUX MPOSBIB, JaHUX 3aTaIbHO KIiHIYHHUX Ja00-
paTOpHUX Ta IHCTPYMEHTAIbHUX HoCHimkeHb. Ilep-
MWW TOCBiA BUKOHAHHS PO3MIMPEHOT0 HEOHATAIbHO-
ro CKpHHIHTY B Ykpaini B pamkax [Iporpamu Baby
Screen cBiAYMTH NpO Te, IO BUKOPUCTAHHS (OpMHU
CHECKLIST nosBoasie ontuMizyBaTu il JiKyHO4o-
To JIiKapsi Ta MPUCKOPEHHs 300py HEOOXiTHUX TaHUX.
[IpoBenenHs OiNpIIOCTI PYTHHHUX JabOpPaTOPHUX
ananiziB mo3HaueHux y CHECKLIST, takux sk BH-
3HAYCHHS PIBHS NIFOKO3H, €JICKTPOIIITIB, JAKTATY, KJIi-
HIYHU{ aHaJi3 KpOBi, 3araJbHUN aHali3 cedi, BU3HA-

NiTepaTypa

YEHHS aKTHBHOCTI KJIIOYOBHMX (PEpPMEHTIB y KpOBi Ta
iH., 3a3BWYall, HEe BUKIUKAE TPYIHONIIB. biibII cKiTam-
Ha CHTyallis 3 aHali3aMd Ta3iB KpPOBi, pO3paxyHKOM
AQHIOHHOT PI3HUII Ta BUMIPIOBaHHSM BMICTY aMOHIIO,
SKi BUKOHYIOTBCS JIMIIE y YaCTHUHI KIJIHIKO-AiarHoc-
THYHUX J1a00paTopiid, OJHAK BAXJIMBO PO3YMITH, IO
no popmu CHECKLIST BkxroueHi aumie Ti JaHi, sSKi
HEOoOXimHI At 00’€KTHBHOI OWIHKH CTaHy IUTHHU
¢axiBOsIMuU MDKIUCHHUIUTIHAPHOI KOMaHIHM JiKapiB-
mertabomictiB [Iporpamu Baby Screen i, BigmoBigHo,
HaJexHoI iHTepupeTanii MacuBy 010XIMIYHHMX AaHUX
IpH JIOCIIPKEHH] 3pa3KiB cedi Ta KpOBi MallloKa Me-
TOJaMH Tra3oBoi Xxpomartorpagii-mac-crnekTpomerpii
Ta piguHHOI Xpomarorpadii. Big moBHOTH Ta mBHUI-
KocTi HamaHHA iHpopMmalii, Ska HaBedeHa y (opmi
CHECKLIST, a Takox Bij sikocTi BinOopy 3pa3kiB
010J0T1YHOTO MaTepiajiy 3aJie)KHUTh 3arajbHUl 00’ €M
YTOYHIOIOYHMX AOCIHIJKEHb 1 TEPMiHU 3aBEpLICHHS Jia-
THOCTUYHOTO TTONIYKY.

B oxpeMux Bumamkax, mpu BiACYTHOCTI KIiHITHUX
MpOSABIB, alle 32 HaABHOCTI MEBHUX (MMATOTHOMOHIYHUX )
BIIXMJICGHb y pe3yJibTaTax aHaji3y CyXHX IUISIM KpPOBI,
JUIsL 30€pEeXEHHs )KUTTS MallloKa CJiJ HeraifHo posmo-
yaru crenuivyHe JTiKyBaHHS 10 BUKOHAHHS PO3TOPHY-
THX 3aTalibHO-KJIIHIYHUX 00CTEKEHb Ta OTPUMAHHS pe-
3yJbTaTiB YyTOYHIOIOYOI 1iarHOCTHKH, 1[0 BUKOHYETHCS
napajenbHo 3 JiKyBaHHSIM Takoi TUTHHU.

CKopoYeHHsI 4acy, BUTPAayeHOTO Ha BUSBICHHS
Ta yrtouHiowouy pniarHoctuky CXOP, mae BaxiuBe
3HAYeHHs JJI1 XBOPOI JAMTHHHM B KOXXHOMY BHIAAKY
OTPUMAaHHS TO3UTHBHUX pPE3YJNbTATIB PO3LMIMPEHOTO
CKPUHIHTY HOBOHAapOJ)KEHUX. PaHHS miarHocThka Ta
CBO€YACHO po3moyare crenudigHe ITiKyBaHHI Ha-
JIaCTh MOXJIMBICTh KOHTPOJIOBATH mepedir XxBopooOw,
3HU3HUTH PU3UK Ta BAXKICTh MOXJIHMBHUX YCKIaJHCHbD,
10, B CBOIO Yepry, 3HA4YHO MOKPALIUTh SKICTh XKHT-
TS XBOPOTO, 3HU3UTH PiBCHB 1HBANITHOCTI Ta AUTAUYOT
cMepTHOCTI. CKOPOTHUTH Lel Yac MOXIHMBO JIMLIE 3a
YMOB B3a€MOPO3YMIiHHS Ta CKOOPJWHOBAHOI CHiBIpa-
i MIXK JIIKYIOUHUM JTikapeM Ta (axiBIsIMU MIKIHUCIIH-
ITiHapHOT KOMaHAM JlikapiB-merabdoiictiB [21].
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Pe3tome. B crpykrype nerckoii 3aGorneBaemoc-
TH U CMEPTHOCTH B YKpaWHEe Ba)XHOE MECTO 3aHUMAIOT
HacieacTBeHHble Oone3nu oOmena BemectB (HBOB). Oro
opdannbie 3a0oyeBaHNs, KOTOPHIE BO3HHKAIOT BCICACTBHE
TreHeTHYECKUX Ae(PeKTOB (EpPMEHTOB, YTO OOECIEUYHUBAIOT
MeTa0O0aM3M aMHHOKHCIOT, YIJIEBOJOB, OPTaHHYECKHX H
KUpHBIX KucloT. Knunuueckue npusnaku HBOB mecne-
nupuIecKre: OHM MOTYT TPOTEKAaTh MOA MAacKoi ApYTux,
0oiee pacnpoCTpaHEHHBIX, COMAaTHUYECKUX Ooye3Hei, 4To
3a/lepKUBAET yCTAHOBICHHUE MpaBUIIbHOTrO quarnosa. C me-
JIBIO PAHHETO BBIABICHUS HOBOpokAeHHBIX ¢ HBOB BHEenpen
pacIIMpeHHBIH HEOHATATbHBIH CKPUHHUHT - OMOXMMHYECKOE
HCCIIeI0OBAaHUE BBICYNICHHBIX Ha (UIBTPOBAIBHON Oymare
MATEH KPOBM M3 MATKH HOBOPOXKACHHBIX. B maTHAaxX m3Mme-
psieTcs colep)KaHHe MapKepHBIX BEIIECTB, KOTOpbIE HaKa-
IUTHBAIOTCSl B KPOBU IPU IeHETHYECKU 0OYCIOBICHHBIX Je-
¢bexrax ompeneneHHBIX (GepmMeHTOB. 111 HOBOPOXKAECHHBIX
¢ HBOB ycraHoBieHHEe BEpHOrO AMAarHo3a B CXKaTbhle CPOKHU

OPTIMIZATION OF THE DIAGNOSTICS
OF INHERITED METABOLIC DISORDERS
WITH A POSITIVE RESULT OF EXTENDED

NEWBORN SCREENING

T.K. Znamenska', O.V. Vorobiova', I.LE. Kuzneczov?,
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Summary. Inherited metabolic disorders (IMDs)
occupy a significant place in the structure of childhood
morbidity and mortality in Ukraine. IMDs are the orphan
diseases caused by genetic defects of enzymes that catalyze
the chemical reactions in the metabolism of amino acids,
carbohydrates, organic and fatty acids. The clinical signs of
IMDs are nonspecific: they can occur under different guises
of another more common somatic diseases, that makes
more difficult and extending terms of a correct diagnosis
establishing. Expanded neonatal screening (biochemical
analysis of capillary blood samples taken from the heel
of a newborn and dried on filter paper) proved to be an
effective instrument of early IMDs detection. The content
of marker substances accumulating in the blood in case of
genetic defects of certain enzymes is measured in the dried
blood spots. Prompt establishing of a correct diagnosis is
key important for affected newborns in a view of rapid
accumulation of toxic metabolites that lead to irreversible
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SIBISICTCS BaXXHBIM, YUYUTHIBAS CTPEMHUTEIbHOC HAKOIJICHUE
TOKCHYECKHX MNPOAYKTOB M HEOOpaTHUMbIE IOBPEKICHUS
BHYTPCHHHUX OPTaHOB W TOJIOBHOI'O MO3Ta.

Heanr padorsl. Cucremaruzanus HHPOpPMALUH O
KIMHUYECKUX TIPOSIBICHHUSX, aHAMHECTHYECKHX, oO0mie
KIMHUYECKUX JTa0OpaTOPHBIX JaHHBIX M pe3ylbTaTax
HHCTPYMEHTANbHBIX 00CIeOBAaHUN ISl IPOBEACHUSA yTOU-
Hawomed u auddepennuansuoit  auarsoctuku HBOB.
Brenpenne  coorBercTBytomeit  GopMel g cbopa
0003HAYECHHBIX MTaHHBIX, KOTOPas MOXKET HCIOJIb30BATHCS
MEXJMCUUIUTMHAPHON KOMaHAOH Bpadel-MeTaboIUCTOB
MIPU UHTEPIPETALNUH PE3YIbTATOB YTOUHSIOMHUX UCCIETOBA-
HUI HOBOPOXXIEHHBIX ¢ mopo3pennemM Ha HBOB.

Marepuaasl. C y4eToM BCEX BaXKHBIX 3BEHHEB JHar-
HOCTHYECKOTO TMOWCKa, aBTOPAMH J3TOW CTaThbU Obla pas-
pa6orana ¢opma CHECKLIST, xotopas mpexncraBiser
co0oii mepeyeHb Mocie0BaTeIbHON HHPOpMannu, HeoOXo-
aquMoi anst yrounsiomei aumarnoctuku CXOP. Jlnsg 3amo-
nHeHHuS GOpMBI HEOOXOAMMO MPOBECTH MPOCTHIE PYTHHHBIE
nabopaTopHbIe TECThI: H3MEPEHHUE ra30B KPOBH, PacyeT aHU-
OHHOIl pa3HUIIBI, ONPEIEICHUE CONCPIKAHNS ITCKTPOIHUTOB,
IJIOKO3BI, JIaKTaTa M aMMHaka B KPOBH, OOIIMI aHamu3
MOYH, KOTOPbIE TOCTYINHBI M PACHIMPSIOT BOSMOXHOCTH JH-
arHOCTUYECKOTO TTOUCKA.

BeiBoasl. lllupokoe BHEAPEHNE TPEIT0KEHHON HOPMBI,
MO3BOJIUT YCKOPUTH dTan AU PepeHnnanbHoi AMarHoCTH-
KW, CY3UTh JAMATHOCTHUYCCKUII MOUCK W HANPABHUTh MAIMCH-
Ta B CIHELHAJIU3UPOBAHHYIO JTA0OPAaTOPHUIO AJISL AHATHOCTH-
KM HacCJIeJCTBEHHBIX 0Oosie3Heldl oOMeHa BelecTB. Panuss
IUAarHOCTHKAa W CBOCBPEMCHHO HadaToe crnenudmueckoe
JIe4YeHUE MO3BOJUT 3HAUYUTENBHO YIYyYIIUTh KaueCTBO KH3-
HU OOJBHOTO, CHU3UTh yPOBEHb WHBAIUIHOCTH M JIETCKOMH
CMEPTHOCTH.

KiarwueBble c¢J0Ba: macieacTsenHele 60Ne3HH
oOMeHa BeNIeCTB; pacIInpPEHHbII HEOHATAIbHBIH CKPUHHHT;
yrouHstomas auarnoctuka; CHEKLIST.

damage of internal organs and the brain.

The goal of the article was data arrangement and
systematization of collection information about patient
condition, clinical signs, anamnesis, results of clinical
laboratory measurements and instrumental examinations to
refine and speed up establishing correct diagnosis in case
of IMDs suspicion.

Materials and methods. Taking into account all
important elements of the diagnostic analysis, the
authors of this article have developed the special form —
CHECKLIST comprising essential information needed
for proper interpretation of positive results of expanded
newborn screening and further diagnostic test selection.

Conclusions. Extensive implementation of the proposed
CHECKLIST form will provide an opportunity to improve
the process of differential diagnosis establishment, to
narrow and focus the diagnostic analysis, and to refer a
neonate with suspected IMD to a specialized laboratory
to confirm or reject the genetic defect occurrence. Early
diagnosis establishing and on time initiating of specific
treatment allows to improve significantly the quality
of patient’s life, as well as reduce disability and infant
mortality.

Key words: Inherited Metabolic Disorders, Expanded
Newborn Screening, Confirmatory Testing, CHECKLIST
Form.
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