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CNAAQKOBI XBOPObX ObMIHY PEHOBUH

CnapakoBi xBopobu obmiHy pedoBuH (CXOP), abo npupoaKeHi NopyLleHHS
meTaboniamy — ue OPPAHHI 3AXBOPKOBAHHA, 10 BUHMKAOTb BHACAiIAOK

reHeTUYHUX  gedekTiB  GepMeHTis,

AKi  3abe3neyyloTb  MeTabonizm

aMiHOKWC/I0T, BYTNEeBOAIB, OPraHiYHNX Ta XXUPHUX KUCNOT.
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CXOP B CTPYKTYPI AUTAYOI 3AXBOPKHOBAHOCTI
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CXOP B CTPYKTYPI NPUYUH MAJTKOKOBOI CMEPTHOCTI

[eski iHpeKuiHi Ta napasutapHi xsopobu M 2,4%
XBopob6u HepBoBoi cuctemn M 2,9%
XBopobu opraHie guxaHHa M 4,3%
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KATACTPO®U HEOHATAJ/IbHOTIO MEPIOAY

* KniHiyHi 03Hakn CXOP HecneundiyvHi;

e 70% CXOP matoTb rocTpy
MaHidpecTauito;

* 6e3CcMMNTOMHUIM Nepios, - «CBITANN
NPOMIXKOKY;

* LWUBMAKOMNPOrpecy4Ynin nepebir npu
BIACYTHOCTI NNIKYBaHHA.

Agana M., Fruch J., Kamboj M, Kanungo S., Patel D.R. Common metabolic disorder (inborn errors of

metabolism) concerns in primary care practice. Ann. Transt. Med. 2018; 6(24):469. Online:
http://dx.doi.org/10.21037/atm.2018.12.34



YHUKHEHHA BAXKKUX HACNIAKIB -
CBOEYACHA AIATHOCTUKA

*paHHA pAiarHoctKa CXOP 34iMCcHIOETBCA BigNOBIAHO A0
BU3HAHUX MiIXXHAapPOAHUX HACTAHOB;

*/liKyBaHHA CXOP € MOXX/IMBMM Ta AOCTYNMHUM;

°3a  BIACYTHOCTI cneundiyHOro iKyBaHHA — PO3BUTOK
MeTaboniyHnx Kpusie, 3aTpMMKa G i3MYHOro Ta PO3YMOBOTIO
PO3BUTKY, NOPYLUEHHA BHYTPILLHIX OPraHis;

*NIEBUN IHCTPYMEHT 3HMMEHHA PIiBHA AUTAYOI iHBANIAHOCTI Ta
CMepPTHOCTI.

Newborn Screening Solution from SCIEX Provides Early Detection Indicators of Metabolic Disorders to Help
Doctors in Europe Make Babies’ Health More Predictable// https.//sciex.com/about-us/press-
releases/newborn-screening-solution



OIATHOCTUKA CXOP

ETAMU IHCTPYMEHT METO/L,
| eran AiarHOCTMKM — MacoBe PO3LLUMPEHUN TaHAeMHa mac-
ob6cTeXKEHHA YCiX HOBOHAPOAXKEHMX HEOHATA/IbHUU cneKkTpomerTpis
3 meToo BuaABneHHA CXOP Ha CKPUHIHT (TMC) —
6e3cMmnToOMHIN cTaaji 30/10TUI
CTaHAapT
Il etan — npoBeaeHHA BTOPWUHHOI YTOYHIOKOYA pPiAWHHA Ta
AiarHOCTUKKM  AnA BepudiKauii OIATHOCTUKA rasosa
AiarHosy Xpomatorpadis
(HPLC/GS/MS)
Il eTan — MONeKyNAPHO-reHeTUYHI NIATBEPOXXEHHA CeKkBeHyBaHHA
NOCNIAXKEHHSA AIATHO3Y reHomy




PO3LUUPEHMIN CKPUHIHT HOBOHAPOAXEHUX (PHC)

» PHC y 6araTbox KpaiHax BMKOHYETbCH
ANA BCiX HOBOHAPOAKEHUX;

» KyMynatTMBHa  4actota CXOP B
nonynauil 1:500 HoBoHapoAKeHUX;

> BusABNeHHs 29 i 6inbwe CXOP vy
BUCYLLUEHMUX n1amax KPOBI,
ACMG/AMepuKaHcbKa Konezif
meouyHoi eceHemuku, 2006 p.

https://www.acmg.net/ACMG/Medical-GeneticsPracticeResources



NMPOrPAMA YAOCKOHANEHHA AOIATHOCTUKHU
CNAAKOBUX XBOPOb ObMIHY PEHOBUH Y
HOBOHAPOAKEHUX | AITEWU CTAPLLOIO BIKY B YKPAIHI

IHigiaTuBa AY «INAT im. akag. O.M. Jlyk’aHosoi HAMH YKkpaiHn»

*Po3wnpeHHA nepeniky 3axsoptoBaHb A0 31 CXOP;

*PO3PaAXYHOK pedepeHTHUX (rpaHUYHUX) 3Ha4YeHb bioXiMiyHUX
mapKepis CXOP ana ykpalHCbKOT nonynauif;

*CTBOPEHHA EANHOrO peectpy Aiten 3i CXOP;

*3abe3neyeHHA CBOEYACHOro CynpoBoOAYy i NiKyBaHHA AiTen 3
MeTaboNiYHUMM NOPYLUEHHAMM.

http://moz.gov.ua/article/publicdiscussions/proekt-postanovi-kabinetu-ministriv-ukraini-pro-vnesennja-zmin-
do-postanovi-kabinetu-ministriv-ukraini-vid-30-travnja-2018-r--427
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O soREEN
KNIHIKO-NNABOPATOPHA AIATHOCTUKA 31

METABO/IIYHOIO 3AXBOPKOBAHHA B YKPAIHI

M [MopyLweHHA 06MiHY KUPHUX
Kucnot

[ OpraHivHi aunaypii

[ AmiHoauuaonartii

M MopyLeHHA BYI/1eBOAHOIO
0bminy (fanaktoszemis)

M EHAOKPUHHI NOPYLIEHHA Ta
iHWI

https://baby-screen.com.ua



PO3LUUPEHMIN CKPUHIHT HOBOHAPOXEHUX

[lpoBegeHHA PHC Ha 31 CXOP B VYKpaiHi (BUMKOHYE KniHiKo-
AiarHOCTUYHUM LeHTp «PapmbioTecT»);

*CYYaCHMM aHanNiTUYHMN meTop, AiarHOoCTUKM CXOP — TaHaemHa mac-
cnektpomeTpia (TMC), Mi*KHApPOAHUMN KOHTPONb SKOCTI AO0CNIAMEHb
(CDC, USA/ RfB, German);

*lIBMAKA AOCTaBKa 3pa3kKiB (cninbHUM gorosip 3 YKPMNoOLWTOW);

‘npoBeAeHHA  YTOYHIOKYOI/BTOPUHHOI  AiarHOCTUKM  NpU  «+»
pe3ynbTaTax CKPUHIHTIY pianHHOW0/ra3oBoto xpomaTtorpadieto;

*KOHCY/bTaLiA Ta cynposipa, HOBOHAPOAXEeHUX 31 CXOP
MyNbTUAUCUUNNIHAPHO KoMaHAaoto nikapis AY «IMAT im. akaa. O.M.
Nlyk’aHoBoi HAMH VYKkpaiHu», ¢axiBuiB mMeandyHUX YHiBEepCUTETIB
YKpaiHu.
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Prasad C., Galbraith P.A. Sir Archibald Garrod and alkaptonuria -'story of metabolic genetics' //
Clin. Genet. — 2005. Vol. 68, N 3.- P. 199-203.



MPOABU CXOP B HEOHATA/ZIbHOMY MNEPIOAI

* BariTHiCTb i3 06TAKEHUM aKyLLIEPCbKO-TIHEKONONYHMM Ta CiIMEMHMM aHAaMHE30M

* OKpemi CTaHU, AKi BUHMKALOTb B NepuHaTasibHOMY Nepioai, MOXYTb MACKyBaTH
HAABHICTb MeTaboNiYHOro NOPYLUEHHS ‘

* YoBTAHUUA

* [lepuHaTanbHa rinOKCUYHO-ILLEMIYHA
eHuedanonaTisa

* [opyweHHA/3HMKEHHS TONepPaHTHOCTI A0
€HTepPaZIbHOro XxapyyBaHHA

* BBP LUKT, HupokK

* CepueBa HeaOCTaATHICTb

* PecnipaTopHi nopyweHHA

e HeoHaTa/lbHUN cencuc

KNIHIYHI TA IABOPATOPHI AAHI HECMELU®IYHI



OBTAXXEHUU AKYLLEPCbKO-TIHEKONOMNYHUM

TA CIMEMHUMA AHAMHES3

BaunsbKocnopiaHeHu wnob;

cCMepTb nonepegHix Aaiten (cencuc,
i3 HEBCTAHOBNAEHMM 30YAHNKOM,
CUHAPOM PanToOBOI CMepTI,
He3’sicoBaHi NPUYUHW);

HAABHICTb Y O4HOIO 3 MNOAPYXKKA
CNaAKOBOI NATONOTI, XPOMOCOMHOI
nepebyanosun abo BpoaKeHoi(mx)
BaAu PO3BUTKY;

HasABHICTb y BariTHOI
deHiNKeTonypii, MyKoBicUMa03Y Ta
IHLLMX CNagKOBMX 3aXBOPHOBAHb.

YcknagHeHu nepebir BariTHOCTI:
HecTpumHe 6atoBaHHS,
36inblUEHHA NeYviHKK, NiaBULEHHSA
AKTMBHOCTI TPAHCaMiHas3,
rinepbinipybiHnemis, *xmposa
ANCTpodia NeyiHkN,

HELLP cnHapom;

3arpo3a nepepuBaHHA 3 PAaHHbLOIO
TepMiHY, AKa He NiAAAETbCA
Tepanii,

b6aratosoaas /manosoas
3aTPMMKA BHYTPILLHbOYTPOOHOrO
PO3BUTKY Naoay

HeiMyHHa BOAAHKA naoay
renaTtoNieEHaNbHUN CUHAPOM
acumT naoAay.



HEOHATAJ/IbHA XOBTAHUUA

Cumntomu/nabopatopHi 3miHu:
rinepbinipybiHemia, renaTtomeranis, aHemis

» [anakTtosemis

» TuposunHemis

» ApriHiHOCYKUMHaTHa aumaemis

» BpopgxeHui rinotnpeos

» [JediunT goBronaHutorosoi 3-riapokcmaumnn-KoA-geriaporeHasu

MeTtaboniuHi

» ®disionoriyHa KoBTAHULA

» [emoniTnyHa xBopoba HoBOHapoaKeHuX (3a Rh-
dakTopom/ABO cuctemoto)

» MoBTAHMUA NOB’A3aHa 3 nepeaYyacHUM HapPOAKEHHAM

» HeoHaTanbHU cencuc

He meTaboniyHi




NEPUHATANIbHA TINMOKCUYHO-ILLEMIYHA EHLUEPANONATIA

Cumntomun/nabopatopHi 3miHu:

cyaomu (pedpaKTepHi A0 NPOTUCYAOMHOI Tepanii), NOpyLIeHHA M A3eBOro TOHYCY,
noniynTemia, rinepraikemia, rinosoaemisa, rinoToHiA, CUHAPOM BereTaTMBHUX
ANCOYHKLIN, CUHAPOM PYXOBUX MNOPYLUEHDb

[MopyweHHA ULMKNY CEYOBUHWN, apriHIHOCYKUMHATHA aumnaemisn
LUnTtpyniHemisa, deHinkeTonypis,

nediunT 6ioTMHIAA3N, HEKETOTMYHA rinepraiuuHemin

XBopoba i3 3anaxom K1eHOBOro cnpony

MeTunmanoHoBa aumnaypia, NponioHoBa aunaemisn
|30BasiepiaHOBa aUMAEMiA , MHOXUHHUI AediunT KapboKcmnas
[nyTaposa aunaypia tuny

MeTaboniuHi
VVVVYVVY

» [uctpec nnoay,

» BigwapyBaHHA NNaLEHTU
» AcdiKcia npyn HapoOAMKEHHI
» [Monorosi TpaBMu

» [lepenyacHo HapOaKeHi

He meTaboniyHi




NMOPYWEHHA TONEPAHTHOCTI 40O EHTEPAJ/ZIbHOIO
XAPYYBAHHA

CumnTomun/nabopatopHi 3miHu:

3puUryBaHHs, 6,110BOTa, Aiapesa, CMHAPOM Manbabcopbuii, nopylweHHA Habopy
Macu Tina

XBopoba i3 3anaxom KNeHoBOro cnpony
[nyTaposa aunaypia tmn |
|I30BanepiaHOBa aumgemisn
MeTnamanoHoBa aumaypis
[lponioHoBa auuaypia
AQpeHOreHiTaNbHUM CUHAPOM
MyKoBicumaos

MeTaboniyHi
VVVVYVYVY

» HeKpoTU3yIoUunit eHTEPOKONIT
» HeoHaTanbHMI cencuc
> BBP LUKT

He meTaboniyHi




PECMIPATOPHI NOPYLUEHHA

Cumntomu/nabopatopHi 3MiHM: BaXKKi AuxanbHi posnagu: 6pagunHoe,
ANCNHOe, AMXAaHHA  TUNY TacniHr, UeHTpaJbHUW LUiaHO3, pedpaKkuii rpyaHoi
KNITKWN, eKCNipaTOPHUWN CTOTiH, «NapaJoKCcanbHE» ANUXAHHA.

PecnipaTtopHuit aumpaos/ankanos, rinornikemisa. 36yaHukn B. cepacia complex, P.
aeruginosa, A. xylosoxidans, H.influenzae npn mykosicunaosi

» MykosBicumaos

» [epBUHHUM cucTeMHU AediumT KapHITUHY, AediuunT riapokcn-
aunn-KoA perigporeHasm XUpPHUX KUCNOT 3 AOBIMM
BYrneueBum NaHLIOrom

HepocTaTHICTb KapHITUH-NanbMiTOIN-TPaHCchepa3m Tuny |l
[NediunTt poBronaHuorosoi 3-riapokcmaumn-KoA-aerigporeHasmu
NponioHoBa aunaypia

MeTaboniuHi

YV V V

» PAOC | tun/ll Tun, BAA, anHoe, CAM, BpoaeHa NHEBMOHISA
» JIl'H, nereHeBa KpoBoTeYa, HabpsK nereHb, atesneKkTas
» [MHeBMOTOpPAKC Ta iHLWi CMHAPOMM BUTOKY NOBITPSA

» [inonnasis Ta iHWi aHOManii pO3BUTKY S1IereHb
» BBC

He meTaboniuHi




CEPUEBA HEOOCTATHICTb

Cumntomu/nabopatopHi 3miHW: KapaiomionarTis, Taxikapaisa, bpaaukapain,
e/IeKTPO/ITHI NOPYLUEHHA

» T[lOpyWeEeHHS  OKUCNEHHSI  XUPHUX  KUCNOT:  MNEePBUHHUN
CUCTEMHUN AePiunT KapHITUHY, aAediunT rigpokcu-aunn-KoA
AerigporeHasn KMPHUX KUCIOT 3 JO0BrMM  BYr1eueBum
naHytrom,  gediumt  rigpokeu-aumn-KoA  perigporeHasmu
MUPHUX KUCNOT 3 Ay*Ke [O0BrMM BYrneueBMM JIaHLIOMOM,
HEeAOCTaTHICTb KapPHITUH-NAaNbMITOIN-TPaHChepasu Tuny Il

» [ponioHoBa aumAaypis

MeTtaboniuHi

» [uctpec nnoay

» BigwapyBaHHA NnaueHTH
» Acodikcis npu HapoaXKeHHi
» [onorosi TpaBmu

» [epea4yacHoO HapOAKEHI

He meTaboniyHi




CUCTEMATU3ALLIA AAHUX
AnAa AUSGEPEHLIUHOT AIATHOCTUKU CXOP

 [lpn nposBeaeHHi AndepeHUInHOT AiarHOCTUKKM MixX CXOP Ta
BaXXKMMU COMATUHYHMMM NATONOTNAMM AOUINIbHE BNPOBaAXKEHHA
cucTtemaTtmsauil KAiHIYHUX NPOABIB, aHAMHECTUYHUX, 3arasibHO
KNIHIYHUX NabopaTOPHUX Ta IHCTPYMEHTANbHUX AQHUX.

e 3 METOo OonTMMI3aLii AN NiKYHOYOro nikapa Ta MPUCKOPEHHA
360py HeobXxigHMX AaHMX nepenbaveHo BiANOBIAHY dopmy Yy
BUrnAai Yek-nicra.

* 3a3HavyeHa @opma 3anoOBHIOETbCA JIKYIOUYMM NiKapem Ta
HaACcUNA€ETbCA Yy NabopaTopito pa3om i3 biomatepianom ana
npoBeAeHHA BUCOKOCNEeUndiYHOI YTOUYHIOYOI AiarHOCTUKMU



HANIPAB.TEHHA HA YTOUYHIOKO'Y . TABOPATOPHY JIATHOCTHRY

[TIb namieHTa( JHTHHH)

Bix ata HapoTEeHHA Hata BizHTY

[TIb Matepi (AiB0Te NpilBHITE MaTepi):

Micue MpoKHBAHEA:

[lonepeHifi Marxos:

Ky HampapeHHil MaIieHT

AHAMHES:
PoHHEHMI (CTaH 370poB A DATBKIB/BIK, HAIBHICTH CIIATKOBHX XBOPOO Ce|

YEK-IUCT HAMPABNTIEHHA HA YTOYHIOIKOYY
NNABOPATOPHY OIATHOCTUKY CXOP

Y BUNagKy oTPMMaHHA NO3UTUBHUX
TeCTiB Npu po3WNpPEeHOMY
HEeOHaTaNlbHOMY CKPUHIHTY —
po3pobneHa popma YeKk-n1cTa

JABOPATOFPHI MOKAIHIIRII

POTHYIB, BLIOMOCTI IPO MOMepeIH] BariTHOCTI, HM 3aBEpIIHIHCH, BHIIA, JATAILERS AHATIS KPOEK I ——
TIcscomme Jata [ TIcscoame Tata
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) Eosamodiin carodatm Bizpyom cpomE
BarTTHOCTL). wom AIT
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MOCIOnETE Bizos
[HTpaHaTATBHHEMA (Mepedir moIoTiE) TepMIH 1 ;I, T =2
TTperaHHy NepeTIacHHX NO0TiB E Kpearuma
Bara npH HapoI&eHE! OmiEKa 33 mEaToR Anrap —
HoeoHapokeHa IHTHHA: 0€3 CHMITTOMIB CHMITTOMH 3 SBEJTHCE: | KHCIOTHO-TY AHITI CTAH EIEKTPOOTH
Tiosasam: data Tloscazmmse Tara
3araTeHEHA CTaH JHTHHH (Ha MOMEHT 3aloBHeHHT QopMH) B R=
pCO; Na-
”‘ Ca—
JliKyBaHHS (BKA33TH HATBHICTS 1HdV3iiHOI Tepamii Ta reMoTpaHcdy3ii) _ _’é‘o o]
XsSommns pospas P
Na'~( CT + HCO,"
AT ATTHHIT AHATIS CEY
Moscazams: Pesvmetatm IMoscazmms Pevaetarm
[PH Giipyoum _
BUIEOCHI MO THEH T JemooomTo
- ——
T-DOKO3A unu.i [CEas )
KeTOBOBI COOTVIE CRDEIPE (NATWOB,
sepancm




OAKYIO 3A YBATY!

o)

o

KOHTAKTU fonota TetAHa BikTopiBHa
Ten.: +38 (063) 173-84-62
E-mail: tatianagolota@gmail.com

'y,
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