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Buknukin cbOrogeHHa CnpusaioTb TEXHONOMYHOMY MPOrPECY B PISHWUX rany3ax MeauumHu. BnpoBamXeHHs pO3WMPEHOro HeoHaTanbHO-
ro ckpuHiHry (PHC) Ha cnagkosi xBopo6u o6miHy pedoBuH (CXOP) ctano niarpyHTaM Ang peBOMOLLi Cy4acHUX AiarHOCTUYHNX TEXHOMOTIN.
CnpaBxHim npopreom y nabopatopHin aiarHocTiui pagy CXOP ctana TexHonoris TaHaemMHoi mac-cnektpomeTpii (TMC), 3a 40NOMOroto
AKOI MOXJIVBE LIBUAKE BU3HAYEHHS KOHLIEHTPALLi AECATKIB PISHNX METAOOAITIB Y MiHIMaNbHIl KinbKOCTI 6i0N0MYHOro Matepiany OaHOYacHO.
MeTa — y3aranbHuUTI TiTeparypHi AaHi Loao NOTOYHOro CTaHy, Nporpecy Ta nepcnektms y ranydi PHC Ha CXOP.

PeTpocnekTBHO NpoaHaniaoBaHo AaHi cydacHoi MeauyHoi nitepatypn Wwoao nporpam PHC Ta AocniaxeHo nutaHHs reHoMiKK 11 MeTabonomiki
B NpakTuLL CKpuHiHry Ha CXOP 3a HaykomeTpuyiHumn 6asamim: GoogleScholar, NCBI Pubmed, Cochranelibrary. Okpemo po3msHyTo iCTOpUYHI
aCNeKkTV CTAHOBEHHA Ta 3aCTOCYBAHHSA TaKOro MeToay CydacHoi naboparopHoi aiarHocTvkn CXOP, ak TaHOeMHa Mac-CNekTPOMETPIA. Takox
HaBeAeHO AaHi WOoAo Poni reHoMikM Ta MeTabonoMiki B MpakTVLi HEOHATaNbHOrO CKPUHIHIY Ha NMPUPOAXeH: MeTaboniuHi MOPYLLEHHS.
lneHTVdiKauis nauieHTiB WnsxoM nposeaeHHs PHC aae 3mMory poswvpioBat 3HaHHS NpO FeHes, 4acToTy, KOpensujio reHoTVn/GeHoTun;
TaknM YMHOM, NONEPEOHE AiarHOCTYBAHHS 11 NiKyBaHHSA MPUHOCATL KOPUCTL K CUCTEMI OXOPOHM 3A0POB'A, Tak i CyCninbCTBRY. 3aBOAKN TEXHO-
NOrisiM CEKBEHYBAHHS €K30MIB | FreHOMIB BUABNEHHS BiNbLL LUIMPOKOrO CNeKkTpa 3axBOPIoBaHb CTano AOCTYMHIM.

ABTOP 3asBMA€ NPO BIACYTHICTb KOHDNIKTY IHTEPECIB.

KniouoBi cnoBa: posLivpeHinin HeOHaTabHNIA CKPUHIHT, CNaaKoBi XBOPOOW OOMIHY PEHOBWH, AiarHOCTMKA, TaHOEMHA MaC-CnekTPOMETPIS.
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Today’s challenges contribute to technological progress in various fields of medicine.

The introduction of extended neonatal screening (ENS) for hereditary metabolic diseases (HMDs) became the basis for the revolution of
modern diagnostic technologies. Tandem mass spectrometry (TMS) technology has become a real breakthrough in the laboratory diagnosis
of a number of HMDs, with the help of which it is possible to quickly determine the concentrations of dozens of different metabolites in a mini-
mum amount of biological material at the same time.

Purpose — to summarize the literature data on the current state, progress, and prospects of extended neonatal screening for hereditary
metabolic diseases.

We retrospectively analyzed the data of modern medical literature on ENS programs and investigated the issues of genomics and metabolo-
mics in the practice of screening for HMDs according to scientometric databases: GoogleScholar, NCBI Pubmed, Cochranelibrary. The his-
torical aspects of the formation and application of such a method of modern laboratory diagnosis of HMDs as tandem mass spectrometry are
considered separately. Data on the role of genomics and metabolomics in the practice of neonatal screening for inborn errors of metabolism
are also presented.

Since the identification of patients by performing ENS provides an opportunity to expand knowledge about the genesis, frequency, genotype/
phenotype correlation, and thus preliminary diagnosis and treatment benefit both the health care system and society. Thanks to exome and
genome sequencing technologies, detection of a wider range of diseases has become available.
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BcTtyn
Ha ChOTO/THI eDeKTUBHA MpOrpaMa pPO3IIN-
peroro HeonatasbHoro ckpuHinry (PHC)
PO3TJIA/IAEThC K IHTETpOBaHA CHCTEMa, a He K
isospoBaHmii staboparopuuii tect. Ile BaskaMBMIA
KepiBHUH MIPUHIATI XOPOIIIOi MPAaKTUKU Ta PO3BUT-
ky mporpam PHC y kpainax €spornun. 3aBiagku
HaJIAro/KeHill  cmiBopaii Mixk €BporeiicbKuMu
pedepentaumu Mepeskamu (European Reference
Networks, ERNs) ta MizkHapogHuM TOBapHCTBOM
HeoHataabHOTO cKpuHiHTy (International Society
for Neonatal Screening, ISNS), MixknapoaHo

oprasizalli€io MaIli€eHTiB i3 MEePBUHHUMU IMYHO-
nedirmramu (International Patient Organisation
for Primary Immunodeficiencies, IPOPI), €s-
pONEeNChbKUM TOBAPUCTBOM iMyHOZEDITNTIB
(European  Society for Immunodeficiencies,
ESID-ISNS) noroskeHo necdaTb NPUHITUIIB ST
HaJaro/KeHHs e(eKTUBHUX OllepaTUBHUX I1PO-
rpam PHC B €sporti [1]. Cepen sikux:

1. Bubip (HOBUX) MATOJIOTiH CITaJIKOBUX XBO-
po6 06miny peuosun (CXOP) Ta BHeceHHSs /10 T1a-
resi PHC maioTs rpyHTyBaTHCS Ha OMyOJIiKOBAHIX
KPUTEPISIX, MPOTEAYyPH MAIOTh OYTH CTaHAAPTH30-
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BaHUMU i BIIKPUTUMU [IJIsT TPOMAJICBKOTO KOHTPO-
JIT0, TAaKOK MalOTh OyTu 0omyO/IiKOBaHi pe3yabraTu
0OTOBOPEHD.

2. Indopwmarist (pekoMeHI0BaHO HajaBaTH I
yac BariTHOCTi), 1[0 ONUCY€E 3aXBOPIOBAHHS, HA
SKi TOTPIOHO NPONTH TECTyBaHHS, i Pe3yJbraTu
MaioTh OyTH JOCTYIHUMHE st OaTbKiB, 0O BOHU
MaJIi 3MOTY 3POOUTH YCBIZIOMJIEHUIN BUOIp 1110710
yuacTi B mpoBesienni PHC.

3. Ilig yac nyiaHyBaHHSI CKPUHIHTY CJIi/l BU3HA-
YaTH YiTKI KpUTEPIii 11010 BUITAAKIB PO3JIaiB, sTKi
BXOJISITD /10 CKPUHIHTOBOI MTaHei.

4. PHC caix npoBoauTi B 1abOPATOPisiX, aKpe-
JINTAIS SAKUX BIATIOBIZA€ MIXKHAPOIHUM CTaHIAP-
tam taboparopuoi pobotu (Harmpukiax, [ISO15189).

5. JTabopaTopii Ta mporpamMu MaiOTh BiZIITOBi1a-
TH KJIIOYOBUM I[IOKa3HUKaM e(eKTUBHOCTI, 110
cTocyioTbest Beboro npotiecy PHC, y tomy umc-
Ji 3a60py KPOBi, YMOB TPaHCIIOPTYBaHHS, IKOCTI
IUISIM KPOBI, Yacy JJist OTPUMaHHsI TabOPaTOPHOTO
pe3yJbTaTy Ta HalpaBJeHHS B Pa3i MO3UTUBHUX
pe3yJIBTaTiB CKPUHIHTY.

6. Tndopmaitiss Mae 6yTH J0CTYNMHOIO HGaThKaM
ijl yac 3BepHEHHS [0 JiKaps, 3/[aTHUM 3allpoIio-
HYBaTU MiATPUMKY, i, SKIIO TI€ JOIIJIbHO, IM CJIij
HaJIaBaTU TeHeTUYHEe KOHCYJIBTYBAaHHS.

7. Y pasi oTpuMaHHS MO3UTUBHUX PE3YJib-
TaTiB CKPUHIHTY TIOBTOPHE Ta MiATBEP/KYBaJbHE
TECTYBaHHsI Ma€ OyTH BCTaHOBJIEHE Ta MOCTIHHO
3aCTOCOBYBATHCS 3 KOPOTKUM 1 YiTKO BUZHAUECHUM
yacoM, 11100 3MEHIIUTH TPUBOLY Ta CTPec i3 OOKY
GaThKiB.

8. IToTpi6bHO PO3POOIIATH i IOBIIOMJIATH TLTAHK
OI[IHIOBAHHA JIJAHUX TIPO JIOBFOCTPOKOBI pe3yJibTa-
TH.

9. Ilpo HeraTuBHI pe3yJbTaTH CKPUHIHTY CJIiJ]
HOBiZIOMJIATH GAaTHKIB i BHOCUTHU IIi Pe3yJbraTh
B MeINYHY KapTKy AUTHHU.

10. Cuiit BuBHauaTH TipaBuia 30epiraHHs Ta J10-
CTYIy /10 3aJMINKOBUX 3Pa3KiB KPOBI Ta KOHTPO-
JIIOBATH 1ieil rpoiiec.

[nenTudikaitis mamieHTIiB MIISIXOM MPOBEIEH-
ug PHC posmupioe 3HaHHS TIPO TeHe3, YacToTY,
KOPEJIAIII0 «TeHOTUT/(HeHOTUI»; TaKUM YUHOM,
MOTIEPe/IHE JIIarHOCTYBAHHS H JIIKyBaHHST TIPUHO-
CATb KOPUCTH SIK CUCTEMI OXOPOHU 37I0POB’sI, TaK
i cycrisberBy. [Iporpamu PHC cutigp nentpasniso-
BaHO KOOP/AMHYBATH, a pe3yJbTaTh aHasi3yBaTu
Ha HaI[lOHAJILHOMY PiBHi, 11100 OIiHWTH IXHI eKO-
HOMIuHI, COTlia/IbHi Ta MmoJiTHYHi actektn [5,17].

Mema nocnijpkeHHST — y3araJbHUTU JIiTe-
paTypHi JlaHi MO0 MMOTOYHOTO CTaHy, IPOrpecy
ta nepciektuB y ramxy3i PHC ma CXOP.
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PetpocrniekTuBHO TIpoaHai30BaHO JlaHi cydac-
HOI Meau4HOi Jiteparypu mono mporpam PHC
Ta JIOCJIIPKEHO MU TAHHSI TEHOMIKY 1 METaD0TIOMIKI
B nipakTuili ckpuninry Ha CXOP 3a HaykomeTpuy-
aumu  Oazamu: GoogleScholar, NCBI Pubmed,
Cochranelibrary. Oxpemo posrisiHyTO icTOpHUY-
Hi aCTeKTH CTAHOBJIEHHS Ta 3aCTOCYBAaHHS TaKO-
ro METOAYy Cyd4acHOI JabopaTOpHOI AIarHOCTHKU
CXOP, sax tangemua mac-ciiekrpomerpis (TMC).
Taxkok HaBe/IeHO JIaHi MO0 POJIi TEHOMIKU Ta Me-
TabOJIOMIKM B IPAKTUIl HEOHATAJIBHOIO CKPUHIH-
Ty Ha IPUPOKEHI MeTaboJIuHi TOPYIIeHHSI.

Kito4oBUM nmUTaHHAM, IO JIA€ 3MOTY BUKOHY-
Batu PHC, € magBHiCTb CydyacHOTO aHAJITUYHO-
ro oOJIaHAHHS Ta JOMOMIKHOI iH(MPACTPYKTypH
B JIEP/KABHUX MEIMKO-TEHETUIHUX JTaDOPaTOPIsIX.
Posmmpenuit ckpuninr CXOP morpebye 3acto-
CyBaHHsI OiJIBII MPOAYKTUBHOTO i TOYHOTO METO-
ny TMC, sikuit noromarae mpotsirom 1-2 XBujinH
B oznHill mpobi BusHavyatu noHan 40—45 mouexy-
JIIPHUX MapKepiB MmopyiieHb 0OMiHy aMiHOKHCIIOT,
JKUPHUX Ta OPraHiuHUX KHUCJIOT 13 YYTJIUBICTIO
ta crenudivrictio 99% ta 99,995%, BimmosigHO.
TMC e TexXHIYHO CKIQHIM METO/IOM, 1110 ITIOB’I3aHO
3 BUKOPHUCTAHHSIM KONITOBHOTO BAaKyyMHOTO Ta
XxpomatorpadiyHoro 006 HAHHS, CIEI[aJbHOTO
porpamMHoOro 3aGesnedyeHHs], peareHTiB 3 i30Torl-
HUMU MiTKaM¥1, BUCOKOYMCTUX Ta3iB, CEPBICHOTO
obcayroByBatHst [6].

[[Tupokwuit criekTp HecmeU(IYHUX KIIHIYHUX
nposieiB CXOP 3ajeskHo BiJi HO30JI0TiI yCKJIA/I-
HIOE iXHIO aJeKBaTHY KJIHIYHY [iaTHOCTUKY.
bes 3acrocyBanns cremiaJbHUX MeTOAIB Jia-
6opaTOpHOi  [IArHOCTUKKM YacTO 3aJIUIIAI0THCSI
nemgiarnocropanumMu CXOP, tomi K cBO€4acHO
BCTAHOBJICHU /11aTHO3 1 BXKUTI JIIKYBaJbHI 3aX0/I1
MOKYTb 3arm00IirTH TSKKUM CUCTEMHHUM ypasKeH-
HAM, 110 TPU3BOATD /10 iHBaJiM3allii fiteii i Jie-
TAJIBHOTO HACJTI/IKY.

3 PO3BUTKOM METOJIB JTabOPAaTOPHOI [iarHo-
CTUKM iCTOTHO PO3IINPEHO TepPesIiK 3aXBOPIOBAHD,
Ha SKi TIPOBOJMTHCSI MAcoBe OOCTEKEHHS; OIH-
cano 3Hauny 4vactky Bizomux CXOP. Cnpasixk-
HIM TIPOPUBOM y JTabOPATOPHiil AiarHOCTHUIN Py
CXOP € rtexnonorisg mac-cuekrpomerpii (MC),
3a JIOTIOMOTOIO $IKOI MOJKHA ITBU/KO BH3HAYa-
T KOHIIEHTpaIlil AecATKIB Pi3HUX MeTadoJIiTiB
y MiHIMaJIbHIN KiJTbKOCTI 6i0JIOrYHOrO Marepiajiy
O/THOYACHO. 3aCTOCYBAHHS IIbOTO METO/LY /1711 HEO-
HATaJbHOTO CKPUHIHTY Brepie onucano B 1990 p.
D.S. Millington Ta cmiBasr. [8].

3 orysiy Ha Te, o Bugsiaenas: CXOP na no-
KJTIHIYHOMY eTarli He3PiBHIHHO BaXkJUWBIIIEe 3a
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KOHCTATAIliI0 /[iaTHO3y TAIli€EHTa, OCHOBHE Me€/U-
Ko-comiasibae 3HadeHHss MC ax meromy miarHO-
CTHKH TIOJISITAE CaMe B MacOBOMY 00CTeKeHHi HO-
BoHapoKeHnx. OHIEI0 3 KIOYOBUX TPOOIEM
npiarHoctukn CXOP metonom MC € BusHaueHHs
perioHayibHUX pedhepeHTHUX 3HaYeHb (hiziosoriv-
HUX KOHIIEHTPAIiNl JOCTIZKYBaHINX MeTaboJIiTiB.
Hespaxaioun na edeKTUBHUIN CBITOBUIN JOCBiJ
3actocyBanHs Metogxy MC y mpoBesieHHI HeoHa-
tasbHOTO cKpuHiHTY Ha CXOP, B Ykpaini macose
obcrexenns HoBoHapokennx Ha CXOP 3a 10-
[IOMOTOI0 IIi€l TEXHOJIOTII B MOBHOMY 00CsI3i 3Ha-
XOJIMTHCS Ha eTalli BIPOBAJKEHHST, 10 00YMOBJIe-
HO psioM nipuuuH. [lepenyciM moTpiObHO Br3HaUa-
TH pedbepeHTHI 3HAYEHHST aHAJITIB 7T TTOTYJIATL1,
y SIKil OpraHizoByeTbcs ckpuHiHT. Culij1 3a3Ha4n-
TH, 10 O3 3HAHHA MOKIUBUX (DaKTOPIB, SIKi BILIN-
BalOTh Ha PE3YJIBTaTU TECTiB, KOHIEMI[id AiarHo-
ctukn MerozoM MC 3anumiaeTbesi HEMOBHOIO.
OTske, MacoBe OOCTEKEHHSI HOBOHAPOKEHUX JIi-
teit Ha CXOP merogom MC € aktyanbuum [ 14].
Mac-cniekTpoMeTpisi — aHAJITUUYHUN METOJ
KIJIbKICHOTO BHU3HAUYEHHSI PEYOBUH Yy CKJIAJIHUX
cyMilllax TLIAXOM 10Hi3allii IiJTbOBUX PEUYOBUH
y  JIOCJIPKyBaHOMY  3pa3Ky, CeJIeKIll 1OHiB,
1110 YTBOPUJINCS, 32 CITIBBITHOIIEHHSIM MacH 10 3a-
psly Y BUCOKOYACTOTHOMY €JIEKTPUYHOMY T10JIi Ta
JIETEKTYBAaHHS KIJIBKOCTI OKpPeMUX 10HIB y 3pas-
Ky. CeJiekirisi ioHiB 3abe3meuyeTbcsi BapitoBaH-
HAM I1apaMeTPiB eJIEKTPUYHOTO T0JIs, TIPU SIKOMY
HEepe30HAHCHI 10HU HEUTPaTi3yloThCs Ha €JIeKT-
ponax. BakyymHuil npusiazn, 3a J0IMOMOIOK SIKO-
TO Peali3yeTbCs BKA3aHUN METOJl, HAa3WBAETHCS
BiZIIOBIIHO Mac-creKTpoMeTpoM. Mac-creKTpo-
METp /Ia€ 3MOI'y JIeTeKTyBaTh 10HU BCIX PEYOBUH,
IO MICTSTBCSA B JIOCTi/I)KYBAaHOMY 3Pa3Ky B II€B-
HOMY Jlialla3oHi Mac, TOOTO J03BOJISIE BUMIPIOBATH
JIeCSTKU Ta COTHI PI3HUX PEYOBUH B OJIHOMY 3Pa3-
Ky (MysbTuiiekcHicTb). TMC ckaaeTbes 3 1BOX
MTOCJTIZIOBHUX Mac-aHaIi3aTOPIB 1 I01IOMarae 3Hav-
HO TOYHIIIle i HaAilHille BUMipIOBaTA KOHIIEHTPA-
i1 ITbOBUX PEYOBUH 32 PAaXyHOK /IeTEKTYBaHHS
«jtouipHix» (6igbm ApiGHUX) iOHIB, 110 YTBOPIO-
I0ThCs 32 JUcOoIiallii «6aThbKiBChbKUX» 10HIB [7].
3acrocysannss TMC y 6Gioximiunux sabopa-
Topisix posdnovasnocs y 80-1i poku XX c1.;ay 90-1i
XX cT. 3’ aBusucs nepiri pe3yJibTaTh BIPOBA/PKEH-
Ha TMC y npakTuKy HEOHATaJbHOTO CKPUHIHTY.
OKpiM MYJIBTUTIIIEKCHOCTI, CeJIEKTUBHOCTI Ha PiBHI
99,99% Tta uyTAMBOCTI HA PiBHI HT/MJI, IEPEBATOIO
TMC 06yB ayke MaJieHbKUN 06'€M TOCTiIKyBa-
HUX 3Pa3KiB, SKUH IIJTKOM Bi/INIOBIIaB CYXUM ILJIs-
MaM KpoBi. MyJIBTUIUIEKCHICTD OyJia KJIIOYOBOIO
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BIZIMIHHICTIO Bif iMyHOXiMiYHMX J1a00OpPaTOPHUX
METO/IiB, SIKi 3aCTOCOBYBaJHUCS B TOW yac i J0TO-
Maraju BUMiPIOBATHU BMICT JIMIIE O/IHIET PEYOBUHUT
B 3pa3Ky 3i 3HAYHO HUXKYOKI CEJIEKTUBHICTIO.
[Mporsirom HactymHoro aecatupivus TMC kap-
JIMHAJIbHO 3MiHMJIA MOXKJIMBOCTI HEOHATaJbHOTO
CKPHUHIHTY 1 lajla 3MOTY B JICCATKHU Pa3iB PO3IIU-
putu neperik CXOP, aki BUABAAIOTBCS 32 Pe3yib-
TaTaMU aHaJi3y CyXUX TJISIM KpPoBi — TpaHchop-
MyBatu HeoHatanbHuii ckpuniar y PHC. Tax,
y 1995 p. y pisnux mrarax CIIA kinbkicts CXOP,
BHECEHUX [I0 IaHesJi HeoHATaJbHOTO CKPUHIiH-
ry, cranoBuiia Big 0 10 8 posnamis, a'y 2005 p. —
52 CXOP [18]. Bruposamxenns PHC CXOP Bu-
saBusiocst HacTimbky yemimauM y CIHITA, mio IlenTp
KOHTPOJIO Ta mpodisakTukm 3axBoproBanb (CDC)
Ha3BaB 1€ ofHuM i3 10 HalbiIBIIMX HOCSITHEHD
y chepi OXOPOHU 37I0POB’ST B IEPIIIOMY J€CATUPIUYL
XXI cr. lIBuakuil mporpec CKpUHIHTY HOBOHAPO-
JKeHux OyB 3abesneuenuii BipoBapkerasM TMC.,
Cawme 11e1i MeTO/1 1aB 3MOTY c(hopMyBaTH TTOPiBHS-
HO MPOCTH, MBUAKUN i HEBUCOKOBAPTICHUI CIIO-
ci6 BUSBJIEHHS JECSITKIB IPUPO/IKEHNX BaJl METa-
60JIi3MY T1i]] Yac JOCIZKEHHS OJIHOTO CYyXOTO 3pas-
ka kpoBi. PHC nmomomarae BUSBUTH MOPYIICHHS
00MiHy OLJIKIB, JKUPIB 1 BYIJIEBO/IIB, 1[0 HAAXOATh
i3 MaTepUHCbKUM MOJIOKOM, 30KpeMa, OpraHiuHi
anuaypii, aminoaruonarii, gedeKTu OKUCICHHSI
JKUPHUX KUCJIOT Ta iHII nopynieHHs [ 3].

PerpocriektuBuuit anania pesynasratis. PHC
i3 3actrocyBanuam Metoxy TMC  cBimuuTh,
110 KiJIBKICTb HEMOBJISAT 31 CHAJIKOBUM TOPYIIEH-
HAM MeTaboJi3My, SIKi BiH [JOMIOMAara€ BUSBUTH,
cranouth Tmpubausno 1:2000—1:5000 HOBOHa-
pomkenux (Therrell ta cmiBast.) [1]. Bpaxosy-
04N CTaTUCTUKY HAPO/KYBAHOCTi, PO3PAXyHKO-
Ba KispKicTh fiteit 31 CXOP B Ykpaini cTaHOBUTD
70—180 mopoky. Peanbna yacTtora BUHWKHEH-
Ha CXOP B VYkpaini Bimoma Jjuiie 3a 4oTupMma
3aXBOPIOBAaHHSIMU, SIKi BUSIBJISIIIACS B paMKax /lep-
’KaBHOI IIPOrPaMM CKPUHIHTY HOBOHAPOKEHUX.
Hanpuxmnazn, y Ilosbmi, 3 6113bK00 10 YKpaiHu
KiJIBKICTIO HaceJeHHS Ta PiBHEM HapOKyBaHOCTI,
3aBmsiku mporpami PHC (ma 29 3axBopioBanb)
MOPOKY BUABJSIEThCST Omm3bko 200 HEMOBJISAT
31 CXOP [23].

Bucoxka edexkTuBHICTb PAHHBOTO TOCUMIITOMA-
THYHOTO TEPANEBTUYHOTO i METaOOIIYHOTO BTPY-
YyaHHS B JiTel 3i ClIaIkOBUMU MeTaO0IYHUMU T10-
PYIIEHHSAMM /I0Be/leHa YNCAeHHUMU HAyKOBUMU i
KJalHIYHUMU nociipkeHasamu. [lokaszamno, 1o 3a-
JIEKHO BiJl 3aXBOPIOBAHHS, IMOBIPHICTbh PaHHbBOI
MaJIIOKOBOT cMepTi 3HMXKyeTbeay 2—100 pasis,
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a PO3BUTKY JeKoMIleHcallil (MeTaboIiyHOro Kpu-
3y) — y 2—10 pasis. Takox y Oinbiiocti Bumaji-
KiB CYyTTEBO 3MEHIIYETHCSI UMOBIPHICTD 3aTPUMKH
(hizmuHOTO Ta IHTENEKTYAJIBHOTO PO3BUTKY [22].

Inest BitOOPY KPOBI MIJISTXOM ITPOCOYEHHS KapT-
KM 3 I[eJII0JIO3U HAJIEeKUTh HOPBE3bKOMY JOCJijI-
uuky Ivar Christian Bang, sikoro BBaskaoTh 3a-
CHOBHUKOM KJITHIYHOTO MiKpOAHAaJi3y 3 OISy Ha
mepiny crpoOy 3aCTOCYBaHHS CYXUX IJISIM KPOBI
JUIs BUMiploBaHHS BMicty rmokosu y 1913 p.
[TicromiTrss motomy y 1963 p. Buiimna 3 napy-
Ky CTaTTs aMepPMKaHChKHMX IOCTiIHUKIB Robert
Guthrie ta Ada Susi cTocoBHO BUABJIEHHS 11i/[BU-
MIEHOTO PiBHSI aMiHOKHUCJIOTH (DeHijajaniny B po-
3yMOBO BIJICTAJINX JIiTEH 3a JOMIOMOTOK aHaJi3y
CYXUX IISIM KPOBI MiKpOOIOJIOTIYHUM MeTOI0M
(bacterial inhibition assay). 3arnpornoHoBanuii Me-
tox niarnocTuku peninkeronypii (DKY) Bussus-
cs1 O1/IBIII Yy TJIMBUM TIOPIBHSHO i3 CEYOBUM TECTOM
i3 xsopugom 3amiza: 3 3000 o6cTeKeHNX PO3yMO-
BO BijicTa/IuX JiTeH, IKi iepeOyBau B CIeliai3o-
BaHIll MenuuHil ycTaHoBI Micta Pouecrep (mrar
Heio Mopk), meTosom TaTpi BusiBieHo 23 xBopnx
Ha DKY, ceyosum tectom — 19 [9]. ITyGmikaris
i€l CcTaTTi cTajsa He TiAbKU BiIMTPABHOIO TOYKOIO
BITPOBA/IPKEHHS HeoHaTaabHOTO cKpuHinTy B CIITA
Ta IHIIUX KpaiHax, ajie 1 aKTUBi3yBaja PO3BU-
TOK HOBOTO HATpsIMy JTaDOPaTOPHUX JOCJIi/IKEHD
i3 3acTOCYBaHHIM MiKPOKIJIBKOCTEH 6Gi0JOTiYHOTO
marepiaiy (Clinical Microchemistry).

Y 1957 p. amepukaHCbKUN JiiKap, MiKpobio-
gor Robert Guthrie 3amikaBuBcst BusHaueHHsIM
(enimananiny B KpOBi, HaMaraldunch 3’sICyBaTH
MPUYMHY OJiroppeHii B OMHOTO 3i CBOIX CHHIB.
[TpuBogmom OGysno mnpoxaHus aupexropa Jluts-
4oro peabiliTalliitHOrO LEHTPY YHIBEPCUTETY
M. Byddano ponomorti B po3pobiieHHi mpocTo-
rO Ta HEBHUCOKOBAPTICHOTO METONy BU3HAUYEHHS
(deninananiny B KpoBi. 3pasku KpoBi Bigbupa-
JICS 3 AT MaJItOKa Ha (PiIbTPyBaIbHUN TTAITIP.
[Ticaist kiniuHOI Bastigaliii meroxy Robert Guthrie
pO310YaB aKTUBHY JiSJIbHICT 13 BIPOBAJKEHHS
ckpuHinry HoBoHapojskenux Ha DOKY B CIIA
Ta €BPONEHCHKNX KpaiHaX. 3aBASKU HOTO 3yCHUJ-
asm y 1961 p. Brasocst 3ibpaT KOIITH Ta pO3IoYa-
T 3arajibHOHAIIOHAJIbHE KJIHIYHE JOCJIiJPKEHHS
3 TectyBaHHd Horo merony. IIporsarom aBox Ha-
CTYIIHUX POKiB y 29 1mraTtax, sIKi MOrOAMJINCS Ha
y4acTb y mpoekri, oberexeno 400 000 HoBoHapo-
mxennx i BusiByieHo 37 xpopux va @KY. Y 1963 p
Maccauycerc ctaB nepmmm mratom y CIIA, ne
HeoHatabHUl ckpuHiHr Ha DKY craB 0060B’s3-
koBuM, y 1966 p. mio mporenypy BIPOBIAIN
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B Oimprmmocti mrariB.  IIpoTsiroMm  HaCTyIHUX
50 poKiB 3MiHIOBAIMCS aHATITUYHI METOJU Ta iH-
CTPYMEHTH; Y JIECSITKU Pa3iB 3pocya KiIbKiCTh Map-
KEePHUX PEYOBWH, 1[0 BU3HAYAIOTHCS B CYXUX TIJISI-
Max Kposi, Ta KiibKicth CXOP, 1m0 MoKyTh OyTH
BUABJIEHI — Bi/[IOBI/IHO, HEOHATATbHUN CKPUHIHT
tpanchopmysascsi B PHC, ane marepianom s
JIOCJIJPKEHHSI JINIIAETHCS KPOB 13 11's1TH, 3i6paHa Ha
KapTiii 3 DiTBTPYBATBHOTO TATIEPY, Ky 3a TPAJIH-
1i€ro Ha3uBaIOTh «kapTka [aTpi» («Guthrie card»).
Ha cporosni cyxi masiMu KpoBi MIHUPOKO 3aCTOCO-
BYIOTbCSI He JIMIe B HEOHATAJbHOMY CKPUHIHTY,
aJie i B iIHITNX chepax OXOPOHU 3/I0POB’d, Y KJIiHiY-
Hiif (hapMaKoJIOTii, TepareBTUYHOMY JIiIKaPCHKOMY
MOHITOPUHTY, TOKJTIHIYHUX 1 KIIHIYHUX BUTIPOOY-
BaHHSIX JIiKiB, TOKCMKOKIHETUYHMX i (hapMaKOKiHe-
TUYHUX JOCIJPKEHHSX, a TAKOK Y CY/IOBIi, JOMIHT
i ekosoriuHili ekcrieptusax [10].

Texnosoriunauii mporpec i 3HUKEHHS BapPTOCTI
TEHOMHOTO CEeKBEHYBAaHHS TPOKJIAMAIOTH ILISIX
JJIST TITUPIIIOTO BBEIEHHS TEHOMIKM B TIPAKTUKY
CKPUHIHTY HOBOHApO/KeHUX. [eHOMHe CeKBeHy-
BaHHS OJJHOYACHO MOJKe SIK /IOIIOBHIOBATH IIOTOY-
Hi aboparopsi ananisu PHC, Tak i Bukopucro-
BYBaTUCA SIK CKPUHIHTOBUM 1HCTPYMEHT TIEPIIOTO
pIBHS 719 BUSABJEHHS PO3JIAiB, SKI HEMOKJIU-
BO BUSBJATH 3a IOTIOMOTOIO TMOTOYHUX TECTiB.
OCKUIBKM 3HAUHA YacTKa JUTAYUX CMEpPTen Tpu-
MaJIa€ came Ha JIiTel i3 TEeHeTUYHUMU PO3JalaMHu,
paHHs /larHOCTHUKA 1IMX PO3JIaJliB MOXKe BILINBa-
TH Ha PiBEHb HEOHATAJIBHOI Ta IUTAY0I CMEPTHOCTI
[20,21].

Cnankosi xBopobu oOMiny peuoBun y XX CT.
posrisganucs Oiblie 3 HO3UIHI Gioximii, ase
KiHellb CTOJITTS O3HAMEeHyBaBCsl I10YaTKOM epu
«-OMIYHOI peBOJIOIIi», 30KpeMa, TeHOMIKU Ta Me-
tabosomikn. MeraboioMika €  KyJIbMiHAI[€0
cronitrd Oioximil B MacmTabi, gKuWil, HaleBHO,
He mMory 0 cobi ysisutu Fappox un Dostinr. Bo-
Ha JIa€ 3MOTY J1labopaTopisiM aHaJi3yBaTH MOKa3-
HUKHN KiJTbKOX MeTabOoJITiB y TKAaHWHAX 1 piuHax
Oprasiamy, sIK IIPaBUJIO, 3 HEBEJIMKUMU PO3MipaMu
3pa3KiB i BUCOKOIO MBUKICTIO.

Ha nonmarok no imentudikaiiii okpeMux meTta-
60JTITIB MOKHA OIiHIOBATH (DYHKITIOHYBAHHST Me-
TabOJIIYHUX TUISIXIB Ta IXHIO B3aemoio. Y 2012 p.
HartionasibHi iHCTUTYTH OXOPOHM 3/I0POB’Sl PO3-
pobusn mporpamy Metabolomics /st cTBopeHHs
mectu MetabosoMivHux pecypcHux siziep y CIITA,
MiITPUMaHHS PO3POOJIEHHST HOBUX IHCTPYMEHTIB
1 TEeXHOJIOTiM, a TaKOK Hal[lOHAJbHOTO CXOBU-
A JJTaHUX, a TAaKOX CHPUSIIA 3aJy4eHHIO TPOMaT
mo TtexHosorii. Xoua TexHosorist MetabosioMii
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e He roToBa 3aMIHUTH TpaauliiiHi OGioximiuHi
METO/I JIIaTHOCTUKU TPUPOKEHNX MOPYIIeHb
MeTabos1i3My, ii BITB cTaHe OiJTbIl BU3HAYATBHUM
y bomy ctoJiitti [19].

Kriniune cekBenyBanns ek3omiB y XXI cT. crae
CTaH/JIaPTOM JIIKYBaHHS TIAIIEHTIB i3 HE3 sSICOBHU-
MU TeHEeTUYHUMHU ab0 MeTaboJIYHMMU po3Jiajia-
MU, 32 HUM CJIiJIy€ KJIiHIYHEe CeKBEHYBaHHS T'€HO-
My B Mipy po3BUTKY OioiHdopmaruku. [cropudno,
OCKIJIbKM OKPeMi TeHU KJIOHYBaJIN, CEKBEHYBAaHHS
6yJs10 0COBJIMBO KOPUCHWM JIJIsI BUSIBJIEHHST OKpPe-
MEX MeTabOJIIYHUX PO3JIajliB, 3a IKUX (hepMeHTH
He eKCIIPeCyI0ThCS B JIETKOAOCTYITHUX TKAHUHAX —
HAIMPUKJIAA, PO3JIau 3 aKTUBHICTIO (hePMEHTIB,
SK TIPaBWJIO, BUPAXKEHOIO B TENATOIUTAX, ajie
He B JieKomuTax (HaIpUKJal, aKTUBHICTb OP-
HiTHHTpaHCKapbamiiiasn). Y mepiii pOKr reHeTHY-
HOT'O TeCTyBaHHs CJIij1 6yJ10 MaTH KJIiHIYHY [TiZ03Py
Ha KOHKPETHMII liarHos, 1100 Bubpartu 1eii rex st
anauizy. «IlanebHe» TecTyBaHHSI CTAIO OIJIBIII MO-
MyJITPHUM 1 MOKe CEKBEHYBATH PsiJl T€HIB, CIIeIu-
divHUX 1T MeTaboiYHOr0 cuMITOMy (HaIpu-
KJ1aJ1, Tinorrikemii abo HeoHaTabHUX cy0M) [ 16].

TexHoJsiorist CeKBeHyBaHHS €K30MiB abo re-
HOMIB Ma€ BeJMYE3HUU ITOTEeHIaJ] /I BUSIBJIEH-
Hs IIMPHIOrO CIEKTPa 3aXBOPIOBaHb. Y JESIKHUX
BUIAJIKaX CEKBEHYBaHHS BU3HAYAa€ KOHKPETHI Me-
TaboJIiuHi JiarHO3M, PO SKI paHillle HaBiTh He ITi-
noszpioBasiu. Ile 6ys0 0co6INBO KOPUCHO IS TI0-
JI0JIAaHHS PO3PUBY MiXk JAM3MOPGOIOrieio Ta MeTa-
6osizmoM. Buasieno uncaenni CXOP, axi Takox
MOXKYTb TPU3BOAUTH /10 CTPYKTYPHUX BPOJIKe-
HUX 7edeKTiB ab0 Au3MOp(hIYHIX 0COOTMBOCTEII.
Knacuananii mpukras MeTaboliuHOTO PO3JIajLy, 1Mo
CIIPUYHMHSIE BPOKeHi nedextr, cuuapom Cwmita—
Jlemni—Omina  (ieeKT CcUHTE3y XOJECTEPUHY,
OB’ I3aHUH 31 CTPYKTYPHUMU aHOMAJISIMH, Y TOMY
YUCJIL TTOJIITAKTUITIE€I0 T IHITUMY BPOJIXKEHUMHU Ba-
JlaMM ), TIPUETHATACS HU3Ka IHIITNUX PO3JIajliB, TAKUX
stk D-2-rizpokcuraytapukanumaypist abo BpoKeHi
MTOPYIIEHHS TJIKO3WIOBAHHA. 3a BiZICYTHOCTI TH-
MOBUX METaOOJIIYHUX O3HAK, TAKUX SIK alliI03 ab0
rinoryikemis, 11i ta noAi6Hi MeTaboJIYHI Po3/agu
MOKYTh OyTH TIPOIYIEHI 3a TPaAUIiIHHOTO reHe-
TUYHOTO TeCTyBaHHS, ajie BCe YacTillle BUABIISTH-
MYTbCsI 32 TEHOMHOTO ceKBeHyBanHs [ 15].

CexkBeHyBaHHS TaKOK PO3UIMPUJIO Jlialla30H
KOPEJIIii «TeHOTHI/(HeHoTUT>. Y eIKUX BUTIA/I-
Kax 1HMBIIM MOXKYTb MaTH /iBa MTaTOTEHHI BapiaH-
TH reHa MeTaboJIYHOTO 3aXBOPIOBAHHS, ajie MO-
KyTh TIepebiratu 6e3cuMITOMHO, a60 MaTu (heHo-
TUTI, paHillle He TOB'SI3aHUM i3 3aXBOPIOBAHHSIM,
npo sike Wgerhest. Hampukoiaz, 6arato HEMOBJISAT,
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y SAKuX jiarHoctoBaHo medimuT armia-KoA-me-
Ti[poreHasy 3 JaysKe JOBTUM JIAHITIOTOM, 37aI0ThCS
abCOTIOTHO GE3CUMITOMHUMHU TIPU HAPOJKEHHI,
a JlesdKi, Xxo4a, 3BICHO, HE BCl, 3aJIMIIAIOTHCS TaKU-
MU TIPOTSATOM OaraTboX pokiB. Jlestki mopyImeHHst
IUKJIY CEHOBMHU MaJIH II0YaTKOBI CUMIITOMU B J10-
POCJIOMY Billi MAI[IE€HTIB, SKUM IPOBOAMIN Gapia-
TPUYHY Xipyprito (depe3 THOOKUN KaTaboJIi3Mm,
OB’ si3aHMI 3 onepartiero) [11].

[Tosimopdism abo cratyc HOCist It TIEBHUX
(bepMeHTIB TUKJy CEYOBWHU TIOB'S3aHi 3 ITi/[BU-
IIEHUM PU3UKOM PO3BUTKY JieTeHEBOI TilepTeHsii
[12]. Immni possamm 3apa3 BUSBJSIOTHCS TOTEH-
mifHo 6iOXIMIYHMMHM aHOMAIIAMU, OYEBUIHUMUA
3a TeHOTUIIOM, ajie 6e3 meBHoTo dhenoTumy. OTKe,
OJTHOTO TiJIbKW TeHOTUITYBAaHHS He 3aBK/IU JI0CTAT-
HBO [JIsI TPOTHO3YBaHHs (eHoTuiy abo BuGOPY
e(heKTUBHOI CXeMHU JIIKyBaHHSI.

Hosi MerabosiuHi po3jagy PeBOJIOIIOHI3Y-
foth Ham norsga Ha CXOP. Oaun i3 ximaciB He-
MIOZIAaBHO BU3HAHWX PO3J/iB BKJIIOYAE TOHAT
40 pisHuX medeKTiB y CUHTE31 Ta PeMOJIeTI0BaH-
Hi CKJIQJIHUX JIIT/IB, Y TOMY uncJi docdominimis,
ciHTOMMIB 1 CKIAHUX KUPHUX KucjaoT [13].
Awminoari-TPHK-cuHTETa3u € JKUTTEBO BasKTH-
BUMM /1 3apsiypkanns Tpancnoptanx PHK cBoi-
MM aMiHOKHUCJIOTaMU, i iXHi gedeKTH MoB’sa3aHi 3
HU3KOI0 MeTaboJIIYHNX 1 HEBPOJIOTTYHUX PO3JIA/IiB
[4]. EmireHeTnuHi MeXaHi3MM € HEJJOCTATHBO BUB-
4eHOI0 006JacTi0  MeTaboJIIYHIX — 3aXBOPIOBAHb,
sKa, IMOBIPHO, 3alliKaBUTh y HAHOIMKUOMY Maii-
GytHbOMY [2].

BucHoBku

CyuacHuil ctaH MIUPOTH Ta Maciitaby JiarHo-
cryBanns it jgikyBants CXOP, moxauso, 0yJio
CKJIQTHO YSIBUTH Tl CTOJITTS ToMYy. AJte 11i 1ocsr-
HEHHS TaKOK CTBOPIOIOTH BUKJIUKH /IS MEIUTIN-
HU Ta cycrninbeTBa. /locTynHi MeToau JTiKyBaHHH,
SK IIPaBUJIO, BUCOKOBAPTICHI Ta MOKYTb KOILTY-
BaTW COTHI THCSY JI0JapiB Ha pik. Y pasi oOMe-
’KeHOTo (DiHAHCYBAaHHS Ili BUTPATH MOKHA OYJIO
6 3acTocyBaTH [0 OLIbII IIMPOKUX iHILIaTUB
y cepi oXopoHU 370pPOB’S, TAKUX SIK TPOTpamMu
imynisarii. He Bci mporpamu cTpaxyBaHHSs IOKPH-
BAIOTh ME/INYHE XapuyBaHHs, a 6araTo 3 HUX He 0~
KPUBAIOTh BHCOKOBAPTICHUX Oe3perenTypHux J10-
6aBOK, sIKi 3aCTOCOBYIOTHCS [IJisT MeTabOJiYHOTO
sikyBanHs. CKpUHIHT Ha posJiaau 6e3 30008 s13aH-
Hs1 3a0€31eYnTH OCTYITHE JIIKYBAHHSI [IJIs TOCTPa-
KIanx ocib cam 1o cobi € eTHYHUM BUKJINKOM.

Y XXI cr. yekaemMo TOTO yacy, KOJIU MOoJiIie-
He JIarHOCTYBaHHs W JIIKyBaHHsI 3pO0OJISITh 3aXBO-
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proBanicTh i cMepTHicTh Bit CXOP nepexutkom
munyJioro. Iliskom imoBipno, o mpupoga CXOP
MPOJIOBKYBaTUME PO3BUBATUCS B Mipy PO3YyMiH-

HA

OLJIBII CKJQJIHUX METAaOOJIYHUX MeXaHi3MiB

JITIAIB Ta iHIIUX KJIITUHHUX TPOIIECIB 1 BUBUEHHS

Hece MPOorpec y BUSABJEHHI Ta BUIIPABJICHHI BTO-
PUHHUX MeTabOJIYHUX TOPYIIeHb, CIPUYHHEHUX
pakoMm, iMyHHOIO TUCHYHKITETO, CTAPiHHAM Ta iH-
HNTUMU PO3JIJIAMU.

Aemop 3asensie npo eiocymmuicmv KOHGAIKMY

poui enireseruku. O4iKy€eThCs, 110 MAaOyTHE IPU-  iHmMepecis.
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