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CKPUHIHT HOBOHApOAXKEeHUX AK IHCTPYMEHT AiarHOCTUKMU
cnaaKoBux xBopob o6miHy peuosuH (CXOP)

CKPUHIHI HOBOHAPOAXXEHUX — MAcoBe OOCTEXEHHS AiTeEN 3 MEeTOH BUABJIEHHS
CnagKkoBux XBopob obmiHy peyoBUH (BpOArKeHUX MopyweHb meTaboniamy), Aki
NOPYLYHOTb HOPMAaNbHUIA PO3BUTOK ANUTUHU, 3arPOXKYIOTb XKUTTIO Ta MAKOTb BaKKi
Hacnigku (iHBanigHicTb)

MepBMHHUK CKPUHIHI — BiACItOBaHHA
HOBOHAPOAKEHMUX i3 NO3NTUBHUMMU
pe3ynbTaTamu

Mpuknag [lonblwi — aHanis mapkepis 29
XBOPO6

BTOPUHHUU CKPUHIHF Ta YTOYHIOKOYA
AlarHoCTuKa — BiACItOBAHHA
HOBOHAPOAMKEHUX i3 XMOHOMO3UTUBHUMU
pe3ynbTaTamu

3aranbHa 4actka - 0,5-1,0 %

HoBoHapoa)KeHHi i3 niaTrsepaXeHum
AiarHozom CXOP, saki noTpebyloTb
NiKYBaHHA Ta HAaCTYMHOro cynposoay
3arasnbHa 4actka — 0,025-0,050%




PoswupeHnit HeoHaTanbHMi CcKpuHIiHr (PHC) — macoBe obcTeeHHs
HOBOHapPO4XKEHMX WOA0 HAABHOCTI B IX KPOBI MapKepiB LUMPOKOro CrnekTpy
cnaZikoBux XBopob obmiHy pevoBuH (CXOP) B paHHbOMY MoOCTHaTa/bHOMY
nepioai, WO A03BONAE H@MMHTDMHM @u BUABUTU 3aXBOPHOBaHHS,
pO3NoYaT /NiKyBaHHA Ta NOMNepeauTM HEe3BOPOTHE YpPaXKeHHA HepBOBOI
CUCTEMM Ta iHLWI BaXKi HAaCNigKK

BnposamxeHHA PHC cTano MOXAMBMM  3aBAAKM  BUKOPUCTaHHIO
BUCOKOMPOAYKTUBHOIO  aHaNniTMYHOrO MeToay — TaHAEeMHOlI  Mac-
cnekTpometpii (TMC), a TakoX cy4aCHUX METOAIB YTOYHIOKYOI AiarHOCTUKM
Ta MONIEKYNIAPHO-TEHETUYHUX A0CNIAXEHD




CTaH CKPUHIHIYy HOBOHapoOAXXeHUX B CBITi

Y 2002 poui AmepuKaHCbKa Koneria megnyHmnx reHeTUKIB NpoBena aHani3

ePEeKTUBHOCTI Pi3HUX CKPUHIHFOBMX NpPOrpam i po3noainnna BCi KNiHiYHi opmm Ha

TPU rpPynu: 3aXBOPIOBAaHHA 3 BUCOKOK, MOMIPHOK i HMU3bKOK e(deKTUBHICTIO

Tepanii

Y nepwy rpyny BKAOYEHI 29 HO30M0riK, WO nNignaraloTb 0060B’A3KOBOMY

BUABJIEHHIO NPU MACOBOMY CKPUHIHIY HOBOHAPOAXKEHUX:

» 4 dopmu remornobiHonarii,

» 6 amiHoaumaypin,

» 5 nopylweHb OKUCNEHHA }KUPHUX KUCAOT,

» 9 opraHiyHMX aunaypin

» 5 pi3HMX CcTaHiB: BpOAMKEHWUM TriNnoTMPeOo3, MYKOBIiCUMA03, raNaKkTo3emis,
aflpeHOoreHiTanbHUM cnHapom, aediunt 6ioTMHIAa3N

3 2009 p. B nporpamy HeoHaTaabHOro cKpuHiHry CLLA 6ynu BratoueHi 42 CXOP

Year Mlilestone Reference
EL=1 P Screening (bacterial growth inhibition) Guthrie & Susi, 1963)
EE B WHO Screening Criteria Wilson & Junger, 1968
EELET Addition of Congenital Hypothyroidism Screening Dussault & Laberge, 1973
m Tyrosinemia Screening in specific population [(Quebec) Laberge et al., 1975
m Proposal to use M5 /M5 for newborn screening Millington et al., 1990
EEZER Proof of concept for MBS by MS/MS Chace et al., 1993
m Electrospray lonization applied to NBS Rashed et al.. 1335
EITT AcmG proposed panel for NBS by MS/MS ACMG Mewborn Screening
Rewvised newborn scresaning criteria Andermann et al., Z000E




CTaH CKPUHIHry HOBOHapoAXKeHuX B YKpaiHi

B YKpalHi CKPUHIHI HOBOHApOAXEeHUX BNpoOBaAXeHO ANnA 4 3axXBOPHOBAHb:
deHinKeTOHYpIA, BpOAXKEeHMIN rinoTUpeos, agpeHoreHiTa/ibHUU CUMHAPOMY Ta
MyKoBicunpaos (imyHodaroopomeTpuuHmin metoa!!!)
2001 - 2004 pp. — DKY
2005 -2011 pp. — ®KY + Bl
2012 - 2019 pp. — OKY + Bl'+ AIC+ MB
2014 - 2017 pp. — ®RY + Bl
2018 p - PKY +B '+ AITC + MB

B oKpemux BunagKkax pPoO3WNPEHUNA  CKPUHIHT  HOBOHAPOAMKEHUX 3
BUKOPUCTAaHHAM meToay TMC BWKOHYETbCA HA KOMEPLUiMHIN OCHOBIi B
3apybixkHMX nabopaTtopiax

BinnosiaHO A0 3akoHy YKpaiHu No 2461 «[po 3abe3neyeHHs NpodiNaKTUKM
Ta NiKyBaHHA piaKicCHMX 3axsBoptoBaHb» Big 15.04.2014, ta Hakasis MO3 Neo
778 Big 27.10.2014 poui, Ne 919 sig 30.12.2015 ta Ne 731 Big 29.06.2017,
«Mepenik pigKicHnx (opdaHHUX) 3axBOplOBaHb, WO MNpPU3BOAATbL A0
CKOPOYEHHA TPMBANOCTI XUTTA XBOPMX abo iX iHBaniamsauii Ta ANA AKUX
iCHYIOTb BM3HaHi MeToAW NiKYyBaHHA» BKAOYAE bOinbwe, Hixk 60 cnagkoBuXx
XBOPO6 0O6MiHY peyoBUH.




Peectp opdaHHMX 3axBOpoBaHb B YKPAIHI sarprpraeno
o Hakaz MimicTepcTEa 0X0opoHH
micTutb 171 3axsoproBaHHA (> 60 CXOP) = 4 v

3J0poE’s YKpaiHu

27.10.2014 N= 778

17 [Kaacwana deninxeronypis, E70.0. 226,716, 3apeecTpoeano B MinicTepcTsi

immmi rinepdeniTanamiHenii E70.1 2209 tocTHmi Vepaian

79253 an SEp

797254 13 macTomana 2014 p.

238583 3a Ne 1439/26216

293284

INEPEIIK
pPiaRicHEX (op()AHHHX) 3AXBOPHBAHB, 1[0 NPH3BOIATE 10
http://www.moz.gov.ua CKOpPOYeHHS TPHBAJIOCTI ;KATTH XBOPHX ado iX iHBAIiIH3ANIT TA

1M IKHX iCHYIOTh BH3HAHI MeTOIH JTIKYBAHHA

Ne Hozomoria MEX-10 Orpha net

3

20 |lpmn nopymesHET 0OMIHY aMIHOKHCIOT 2 POSTATYHSHHM E71.1 33,
TAaHLFOTOM (130BaTepiaHoEa, METHIMATOHOER, IPOMNOHOEA 35

aIrHgeMIL) 280183

21 [[lopviuenHa 0OMIEY HHPHHX KHCIOT E713 5.6, 13,19,
(MCAD_LCAD, LCHAD, SCAD), 20,432, 43,
A npenoneiinomucTpodis 44,
111, 939,
2971,
26792
26793,
35123,
35129,
35701,
06634,
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BapiaHTK KniHIYHOI MaHIdecTaull

[OCTpi TAXKI NOpPYLWEHHA B HEOHaTa/IbHOMY Mepioa

Mi3Hi NnposaBu: cumnToMU rocTpi/abo NoBTOPHOOTHLCS
XPOHIYHI nporpecyroydi CUCTEMHI NOPYLUEHHSA

CneundivyHi NOCTiMHI 03HaKM — NeBHi HO30/10rYHI dopmu

[MopyLleHHA
CUHTEe3y | po3naay
biomakpomonekyn

XBopobu
iHTOKCUKaLLiMHOTO
TNy

[MopyLeHHA
YTBOPEHHA Ta
yThUAisauii eHepril

CMMNTOMM  MOCTIMHI,  Nporpecywdi, He
3a/1eXXaTb Big IHTEPKYPEHTHUX 3aXBOPHIBAHbD |
He NoB’A3aHi i3 0cobnBOCTAMM XapyyBaHHA

[ocmpa iIHMOKCUKayia: pBoTa, IETApPria, KOMa,
NeYyiHKoBa He4OCTaTHICTb, Tpomboembonin
XpoHiYHa iHMokKcuKkayia: nporpecytoda 3[MMP,
KapaiomionaTia. AumMAo3, KeTos, rinorikemis,
rinepamoHiemisa

M’asoBa rinoToHiA, KapagiomionaTtia, 3MMP,
UpoBa AUCTpPOdis MNEdUiHKKW, NaKTaTauuoos,
rinornikemis

J1i30COMHI,
MNEPOKCUCOMHI
3axXBOpHOBaHHA

MopyweHHA  0bMmiHy
aMiHOKUCNOT,
OpraHiYyHUX  KKCAOT,

LMKNY CEHOBMHWA

MiToxoHApianbHi
xBopobu, XBOpob6HMU
0bminy XKUPHUX
KUCNOT, INiKOreHo3un



HeoHaTtanbHa maHidecrauin

* 70% BCiXx BPOAXKEeHUX nopyLeHb meTaboniamy
MaloTb rocTpy MaHidpecTalito

* bBescMumnToMHMI nNepioa, — roanHu/aHi J\w

« LlUBnuakonporpecyto4ni nepebir
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eHuedanonaria
>
Enns GM. Diagnosing Inborn Errors of Metabolism in the Newborn: Laboratory

Investigations. Neoreviews [Internet]. 2001[cited 2018 Dec 15];2(8):e192-e200. Available
from: http://neoreviews.aappublications.org/content/2/8/e192




CXOP, aki maHidecTyloTb B HEOHaTa/ZIbHOMY nepioai

MaHidecrauia CvumntTomu CXOP

MeTaboniyHa eHuedanonaria 3 AA

HeBponoriyHa Cyaomu 4 OA
[anaKkTo3emis
FAO
[leyiHKOBa HEQOCTATHICTb
MNMeyiHKoBa KoBTAaHMUA, 3 AA
XonecTtas [anaKTo3emis
[enaTocnaeHomeranisa FAQ
Cepuesa CepueBa He4OCTaATHICTb FAO

KapagiomionarTia

Therrell Jt et al. Inborn error of metabolismidentifired via newborn screening: ten-year
incidence data and costs of nutritionalinterventions for reseach agenda planning//
Mol.Genet.Metab —2014. - Vol/113 - P/14-26 —



Cumntomu, AKi go3sonAoTb 3anigo3putn CXOP

CimelHUM aHaMmHe3: «CBITIMU NPOMIXKOK» TPMBANICTIO

- b6au3bKocnopigHeHUn Wb NEeKinbKa roamH, AHiB BiA HAPOAXKEHHA A0

- CMepTb nonepeaHix airen nepLwmnx KNiHIYHMX NPOABIB
(nepuHaTanbHi BTpaTh, cencuc i3
HEBCTAaHOBAEHUM 3O6yAHUKOM, BiaCYTHICTb NO3UTUBHOI ANHAMIKMU
CMHAPOM PanToBOI CMepTI, He3BaXaloun Ha NpPoBeAEeHHA
He3'AcoBaHi NPUYUHMW) CUMNOTOMATUYHOI Tepanil

Ocob6anBOCTIi BHYTPILWWHbOYTPOO6HOIO J1abopaTopHi 3miHuU:

PO3BUTKY NaoAa: - rinornikemis

- 3BYP - CTiMKMK meTaboniyHnM nakTaT-aumaos

- CTPYKTYPHi nopyweHHs — agnamopdii - rinepbinipybiHemis, He noB’sA3aHa i3

- renaToNliEHaNbHUN CUHAPOM NaoAyY reMo/liTU4HOI XBOPObOto

- acuuT nnoaa HOBOHAPOAKEHMNX

- HeiMyHHa BOAAHKa naoga - CUHAPOM XO0NecTasy

- HeuTponeHis

HECNEUUNPIYHA CUMINTOMATUKA!!!




CtaHu, npu AKUX HeobxiaHo nposoanTn andepeHuinHy
AiarHoctuky CXOP y piten paHHbOrO BIiKY

~F

yepenHo-nunuesi aAnamopodii * 6/10BOTa

KICTU HUPOK * rinepbinipybiHemia HeaCHOro
pecnipaTopHi NOPYLIEHHHA reHesy

KapAaiomionaria * renatomerania

AN3PUTMIA * rinotepmis

CYyA0OMMU * HeAoCTaTHICTb HAAHUPHUKIB
NOPYyLIEHHS M'A3eBOro TOHYCY * 3MiHU WKipn/Bonoccs
He3BMYalHUI 3anax cedi/noTy * COHAUBICTb

NOPYLEHHA TONEPaHTHOCTI A0 * panToBe NOoripWweHHA CTaHy
eHTepanbHOro BUroaoBYyBaHHA * MOpPYyLIEHHA ANHAMIKN Macu
Manbaurectia/manbabcopbuis




NabopaTopHi o6¢cTerkeHHA npu andepeHUinHIN
piarHoctuui CXOP Ta cencucy

KPOB CEYA

aMOHI I * KeTOHOBI Tina, pH
NIaKTaT, nipysat * 3anax abo Konip
Ne4vyiHKOBI TeCTn .
Koarynorpama

ceyoBa KMCM0Ta, CEYOBUHA
XONeCTepuH, TpUrniuepmnam,
KpeaTnHdochoKiHazy

CneKTp opraHiYHUX KUCNoT,

CneKTp aMiHOKMCNOT i
AUUNKAPHITUHIB, ra/1aKTo3a

OpOTOBA KUCNOTA, CYKLUUHIN
auerar

NB! 3ABIP KPOBI TA CEYI O NMOYATKY MPOBEAEHHA TEPANII




TaKTUKa BeaeHHA nauieHTiB i3 CXOP
BM3HAYAETbCA cneyuianicramu
MYbTUAUCUUNNIHAPHOI KOMaHAMU

HeoHaTonoOr
Meaiatp

MeTtabonicr
f[eHeTUK
Lietonor
Hesponor
AHecTesionor
OdTanbmonor
OpTtonepa
Kapaionor

Xipypr

OpraHisauif

:> KaTdMHECTUYHOrIo

cnocrtepexXeHHA

https://www.isns-neoscreening.org



MapuwpyT naudieHTa npu nigo3pi Ha CXOP

™ piarHocTUYHMX meTabonitie (DBS)

LV

KniHiKko-nabopaTopHUit AiarHOCTUYHMIN KOHCUANiym/HeranHe
iHbOpMyBaHHA BAaTbKiB NaLLIEHTIB

AnTnHa B cTauioHapi INnTnHa Booma
v v
3abip 6iomaTtepiany ANA YTOYHIOKOYOI AiarHOCTUKMK
v

M piarHocTMYHUX meTaboniTis

v

Crabinisauia ctaHy autTuHn/pekomeHpauii/rocnitanisauia Ta
nepeseaeHHA Y BUCOKOCNELianisoBaHMM cTalioHap

QKWOLIMVIHIKAD: INAT ><Fol|ow-up>




[aKylo 3a ysary!

;| S
310POB‘A KOXHOI AUTUHU B HALLUX PYKAX



