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BIOXIMIYH METO1 AHTPONOTrEHETUKHA
AK OCHOBAJLIATHOCTUKU | NPOGINAKTUKA
CNAAKOBOI NATORNOTrII

BiHHMLUbKMI HaulioHaNnbHUX MeaU4HUI yHiBepcuTeT iMmeHi M. |. MuporoBa,
YkpaiHa

Po3rnsHyTO OCHOBHI NPUHUMNX  NPOINaKTUKn
cnagkoBoi naTtonorii. BigMiyeHO akTyanbHICTb HEOHa-
TanbHOI NPOMINAaKTMKN 3 BUKOPUCTAHHAM MacCOBUX i
CENEKTUBHUX CKPUHIHFOBMX Nporpam. bioximiyHun me-
TOA NEXWTb B OCHOBI MPOMINakTUYHOrO CKPUHIHIY Ha-
CerneHHs Ha BUSABMNEHHS cnaakoBoi natonorii. B Ykpai-
Hi po3pobreHi nporpamm CKpUHIHIY ANs Takux 4oTu-
pbOX 3aXBOPKOBaHb: (WEHINKETOHYPIsA, BPOMAXKEHWN Ti-
NoTUPEeO3, agpeHoreHiTanbHUM CUHOPOM i MYKOBIiCLMU-
nos. lMigkpecneHo, Wo paHHA diarHOCTUKa CnafkoBux
XBOPOO 3a JOMOMOrOK BM3HAYEHHSI MEBHUX BioXimiy-
HUX MapkepiB Ta CBOeYacHe NiKyBaHHs A03BOISIE 3HU-
3UTU piBEHb ANTSAYOI CMEPTHOCTI, 3YMUHUTU PO3BUTOK
BaXXKMX (DOPM 3aXBOPIOBAHHSA, 3MEHLLNTN POpMyBaH-
HS1 pPaHHbOI IHBaNIgHOCTI Ta MOKPALWMNTM SKICTb XWUTTS
nauieHTiB. Po3rnsHyTO OCHOBHI BUpIiLLYBarbHi MOXIN-
BOCTi, MOKa3aHHA [0 3acToCcyBaHHsA GioximiyHOro me-
ToQy Ta martepianu ons pocrnigkeHHs. BbioximidHun
MeTo[ 0Aa€E MOXIUBICTb BU3HAYUTU (PEHOTUMN OpraHis-
MYy Ha piBHi NEPBMHHOrO NPOJYKTY reHa, (popmMyBaHHs
MNoro akTuBHoi hopmu, Ha eTani meTaboniyHMx nepeT-
BOpPEHb i hOPMYBaHHA NPOMiDKHMX abo KiHLEeBMX Npo-
AykTiB 06miHy. Kpim Toro 6ioximiyHMIn meTod 403BONSE
BU3Ha4MTK aediunt abo HaaNMLIOK NEBHOI PEYOBMHM,
i aHomanbHi MeTaboniTK, BIOXUNEHHA B aKTUBHOCTI
depmenTiB. OcobnmBa akTyanbHICTb LbOro MeToay
BigMIYaEeTbCA Y BUMagKax, KOMMU reHoTUn 3MiHeHW, a
KMiHIYHI cMMNTOMK XBOPOOM BIACYTHI, i, HAaBNakK, nNpu
HOpManbHOMY TreHOTUMi BiOMIYAETbCA MOPYLUEHHS
GioxiMiYHMX MOKa3HWKIB opraHiamy. [iarHoCTUYHe 3Ha-
YEHHsT MalTb HACTyMHi MeToauku: bryopoMeTpis,
XpOMaTOMac-CNeKTPOMETPIs,  CMeKTpodhoTOMETPIs,
TOHKOLLapoBa XpomaTorpadgisi, ioHoobMiHHa pignHHa
Xpomarorpadisi, TaHgeMHa mac-cnektpomeTpid. [pio-
pUTETHUM 3aBOAHHSM Cy4acCHUX CKPUHIHFOBUX MpO-
rpaMm € po3LlMpeHHs nepeniky cnagkoBMX 3axBOPHO-
BaHb, ONA AKMX AOLINbHO 3aCTOCOBYBATWM HeoHaTarlb-
HWM CKPUHIHT Ta yAOCKOHANeHHs BiOXiMiYHUX CKPUHY-
HOYMX METOAMK B HanpsMKY MiABULLIEHHSA iX TOYHOCTI,
OOCTYMHOCTI Ta 3HWXKEHHSA (biHaHCOBUX 3aTpar.

KniouyoBi cnoBa: cnagkosi xBopobu, HeoHaTanb-
HWUIA CKPUHIHT, BiOXiMiYHMIA MeTOA.

286

shevchukti77@gmail.com

Bcetyn. OcHoBoto Bciel cnaakoBoi naTonorii € HoBi
MyTauii abo Ti, WO ycnagkoBYKOTbLCS Bi nonepenHix
nokoniHe. MyTauiHMA npouec BapTO po3rnsgatn B
€BOJMIOLINHO-TeHETUYHOMY,  MEeOUKO-MCUXOSOrYHOMY
Ta couianbHoMy acnekTax. [lauieHTn 3i cnagkoBMMu
3axBOpIOBaHHAMM B GinbLwin mipi noTpebytoTe meany-
HOI [AOMOMOrU, OCKINbKM MatTb 3HWXEHi MOXIMBOCTI
opraHiamy ansi nigTpMMaHHs 6ioximiyHoro, iMmyHonoriy-
HOro i ropmMoHanbHoOro romeoctasy. Mepguko-couians-
HUMM HacnigkaMy cnagkoBOI NATONOrii € paHHA cmep-
THICTb, XPOHiYHWIA Nepebir, BUCOKMI piBEHb iHBaniaun-
3auii, eKOHOMIYHi 3aTpaTh Ha YTPUMaHHS Takux XBO-
pUX, 3HWKEHHA AKOCTI i TpmBanocTi xuTTa [28]. Bax-
KiCTb i nporpedieHTHUA nepebir reHeTUYHMX XBopob
CTBOPIOIOTb NEBHY MCUMXOSMOFYHY Hanpyry B pOAMHaXx,
OCKifTIbK/ BUMararTb He Nnvwe maTepianbHuX 3aTpar,
a 1 isnyHmx i MmopanbHux cun [2, 40]. Tomy npodina-
KTWKa crnagkoBoi naTornorii NoBMHHA 3anMaTtun ofHe i3
NPOBIAHMX MiCLb B MPaKTU4HIA OiSnNbHOCTI Nikaps i B
CMCTEMi OXOPOHU 3[40POB’st HAa PiBHI AepXKaBMu.

MpodinakTnky cnagkoBoi natonorii MoXxHa 3ginc-
HIOBaTM Ha BCiX eTanax OHTOreHesy, MoYMHaK4u 3
MOMEHTY 3a4aTTs | 3akiHdylouu 3aranbHO-nonyns-
LitHMM obcTexeHHsM. [pekoHuenuinHa npodinak-
TUYHa nporpama 3abeaneyye 3HWKEHHSI PU3NKY Ha-
POAXXEHHSI XBOPOI ANTUHM | AA€ MOXIUBICTb MPUAHATH
pilleHHs1 CTOCOBHO [AiTOHapo[XeHHsi. BoHa Bkntovae
NnaHyBaHHA [OiTOHAPOMKEHHS, MOKPaLleHHA YMOB
iCHYBaHHS NIOOWHW, KOHTPOIb BMICTY MyTareHis i Te-
paToreHiB B OTouylouvoMy cepefosulli [16, 26, 42].
MpeHaTtanbHa npodinaktuka 6a3yeTbcst Ha BUSBNEHHI
BariTHUX 3 PU3MKOM HapPOMXKEHHSA XBOpUX AiTen i fo-
3BOJSISIE BCTAHOBUTW fiarHO3 BPOOXKEHOI YN CMaaKoBOI
natonorii  BHyTPiLUHbOYTPOOHO, po3pobutn npeHa-
TanbHe abo HeoHaTanbHe MiKyBaHHA, a TaKOoX, Mpu
3rodi 6aTbKiB i CyBOpUX NOKa3aHHsIX, NepepBaTu BariT-
HicTb [3, 6, 34]. Baxnuee 3Ha4eHHs mMatoTb npodpinak-
TUYHI NporpamMu, siki 3aCTOCOBYIOTLCHA Y HOBOHapoKe-
HUX | MalTb Ha MeTi BUAINEHHA rpynu pusuKy Ons
nogansLioro obctexeHHs i nikyBaHHs. Lle Tak 3BaHui
MacoOBUN HeoHaTanbHUA CKPUHIHT, SKOMY MignarawTb
BCi HOBOHapomkeHi [13, 36].
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B ocHoBi 6inblOCTi NpoginakTU4YHUX nporpam
nexnTb GioXiMiYHWMIA METon, aHTPOMOreHETUKU, SIKUIA
nepenbayae Bu3HayeHHs GioximiyHoro cpeHoTuny op-
raHiamy. [nsa posyMiHHS MOXnMBOCTEN GioxXiMiYHOro
MeToay BapTO 3rafaTth OCHOBHI PiBHi €KCMPECIi reHis,
AKi NOYMHaTbCA cMHTe3oM Beix Buaie PHK i 3akiH4y-
I0TbCS POPMYBaHHSAM heHoTUNy opraHiamy. bioximiy-
HUA METOA Aae MOXITMBICTb OLHUTU (DEHOTUM Ha PiBHI
CVHTE3y NEePBUMHHOIO NPOAYKTY reHa, NoCTTpaHCAsALIn-
HOi moaudpikauii Ginka i popmMyBaHHSA MOro akTUBHOI
cdopmu, Ha piBHIi MeTaboniyHNX NepeTBOpPeHb norine-
nTnay i BUSBNEHHSA MPOMDKHUX abo KiHLEBUX NMpoayk-
TiB 06MiHYy B 6ionoriyHnX piguHax opraHiamy.

BpaxoBytoumn eTionorilo cnagkoBux 3axBOpOBaHb
cTae 3po3yMinuM i NOriYHMM 3acToCyBaHHA Ans iX
OiarHOCTUKM  LMTOreHeTUYHUX | MOMEKyNnspHO-
reHeTUYHUX METOAIB, siKi TOYHO LO3BONSATL BCTAHO-
BUTK Tun MyTauii. Ane noganblue BUBYEHHS MPUYUH i
0cobnMBOCTEN NPOSABY NAToNorivyHOro cpeHoTmny npwm
CNafKoBMX 3aXBOPIOBaHHAX BKa3ano Ha HeobXigHICTb
NOegHAHOro 3aCTOCYBaHHSA KiNbKOX METOAIB, OCKINbKu
MOINEKYNAPHO-TEHETUYHI METOAM BMBYAKOTb FEHOTUM,
a GioxiMivHi — cpbeHoTUN. BioximiuHMI MeTon € OCHOB-
HUM i y BTOPMHHIN NpodpinakTuLi cnagkoBoi NaTonorii i
Mae 3a MeTy nonepemixeHHs KNiHiYHNX NPosiBiB XBOPO-
6u, Tob6TO MaTonoriyHoro deHoTuny, y ocid 3i 3miHe-
HUM reHoTunom [35].

Kpim Toro, € BMnagku, Konu npu 3MiHEHOMY reHo-
TVNi beHOTUN He NOPYLUEHWNA i KNiHIYHMX NPOSBIB XBO-
pobu Hemae, i, HaBnaku, BiACYTHICTb MyTaLi He 3aB-
XOW € MOBHOK rapaHTieto HopMarbHOro GioximiyHoOro
deHoTuny. Ak BigomMo, peanisauia gii reHa — ue
CKrnagHum GaraToeTanHui NpoLec, SIKUN BUMAarae 4it-
KOi perynsuii, ockinbkn 3abesneyye cMHTe3 cneundiy-
HUX BinkiB B HEOOXiOHIN KiNbKOCTI B KMiTUHAX pi3HUX
TKaHWH. BU3HayeHHA piBHA NopyLLeHHs ekcnpecii reHa
€ BaXNVBUM 3aBOaHHAM [iarHOCTUYHOT MeaVLIMHW.
TyT Ha [ONOMOry NPUXOAWTL 3aCTOCyBaHHSA came Gio-
XiMiYHOro meToay, KM BKtovae 6arato pisHNX meTo-
OVK | Moxe ByTW CnpsAMOBaHUA Ha BU3HAYEHHS NeB-
HUX PEYOBWH 3arexHo Big naToreHesy xBopobu. Tak,
MOXHa BUSIBUTW HaAMIPHY KiNbKiCTb NEBHOI PeYOBUHM,
sIka HaKoMu4yeTbCA B OPraHiaMi B pesynbTarTi nopy-
WeHHs T meTaboniamy; aHomanbHi MeTabonitn B 6io-
noriyHMx piguHax; gediumt abo MOBHY BIACYTHICTb
HOpManbHOro MeTaboniTy; MNOPYLUEHHS] aKTUBHOCTI
dhepMeHTy, SKMI BigNoBigae 3a NneBHy peakuito [17].

MosiBa cuMNTOMIB CMAgKOBOrO 3aXBOPHOBaHHS
3anexuTb Big TOro, SIKMN piBeHb peanisauii cnagkoBoi
iHdbopmauii nopyweHun i, BiQNOBIAHO, siKa CTYNiHb
aKTMBHOCTI NeBHMX pepmeHTiB. MaHicecTauia xsopod
NnopyLUEeHHs1 0OMiHY pe4oBUH MOXe ByTu Bigpa3sy nicnsi
HapogokeHHA abo BNPOAOBX MEPLUOrO POKY XWUTTSH
YyacTto HecneuudiyHnMnM abo HeBUPaKEHMMMU CUMMTO-
Mamu. AKTyarnbHIiCTb 3aCTOCyBaHHsi BioximMidHOro me-
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TOAY MOSICHIETLCHA MO0 MOXIMBOCTSIMU fiarHOCTyBa-
TW CNajKoBi 3axBOPHOBAHHA OOMiHYy PEYOBMH e A0
NnosiBU MNepLUnX KriHIYHUX CUMNTOMIB MaTtornorii, a y
BMMNagkax HecneumgiyHoi CMMNTOMaTUKM [O3BONSAE
TOYHO MOCTaBMTY diarHo3 [14].

PisHOMaHITHICTb MeTOoAiB aHTpOnoreHeTukn Ta IX
BMPILLYBarbHi MOXITMBOCTI 3yMOBIOKOTb NEBHY CUCTEM-
HICTb y X BMKOPWCTaHHI, afke SKWO 3acTOCOByBaTU
MaKCMMarbHO MOXIMBY KiflbKiCTb METOLAIB AiarHOCTUKM,
TO KOXXHe obCTexeHHs byae TpvBanum, He 3aBXau O0-
LiNbHUM | EKOHOMIYHO 3aTpaTHUM. Y MOANHU HEMOXIN-
BO BUKITHOYMTW BCi CMAOKOBi 3axXBOPKOBAHHA, TOMY MO-
yaTkoBa cxema ObGCTexeHHs1 nauieHTa 6asyeTbcsi Ha
KNiHIYHUX CUMMATOMax XBOPOOW, reHeamnoriYHnx OaHux,
pesynbTaTtax 3aranbHo-KMiHiYHUX Ta BioxiMiyHMX obCTe-
XEHb, SIKi JO3BOMSAOTb NMOETANHO BUKIOYUTLY MEBHI Ipy-
Ny cnagKkoBOI NaToNOrii, Tak 3BaHi NPoCitoto4i MeToau.

Ha BigmiHy Big iHWKMX MeToAiB aHTPOMNOreHeTuKn
GioximiuHM mMeToa € GaraToCTyneHeBUM i NEXuTb B
OCHOBI BiOXiMIYHOTO CKPUWHIHIY HaceneHHs Ans BWSB-
NEeHHsA NeBHOI KaTeropii cnagkoBux xBopob. [loBeaeHo,
LLIO paHHSA AiarHOCTUKa CnafakoBMX XBOpPOO 3a JOnoMo-
rol BU3HAYEHHS1 NeBHMX BiOXiMIYHMX MapKepiB Ta CBO-
€4acHe niKyBaHHS OO03BOMSE 3HU3UTU PiBEHb OUTSYOI
CMEPTHOCTI, 3yNMMHUTU PO3BUTOK BaXKKMX POPM 3aXBO-
plOBaHHS, 3MEHLNTU (POPMYBaHHSA paHHbLOI iHBaNigHO-
CTi Ta NOKPALUUTY SKICTb XUTTA NauieHTiB [18].

BukopucTaHHs npocitoroumx BioXiMiYHNX MeToauK
CKNnagaeTbeca 3 ABOX e€TaniB: NepLumi etan — nepBuH-
HWA CKPMHIHF, OCHOBHA MeTa SIKOro nonsirae y BWUsiB-
neHHi i Bigbopi rpynu pnsunKy Ans NoganbLlioro gpyro-
ro etany, sikuin nepenbadae yTouHeHHs fgiarHoay. lNep-
BMHHe OBCTexeHHs moxe ByTM MacoBuUM i CenekTuB-
HuUM. MacoBe NpocitoBaHHS HOBOHAPOMKEHUX Ha cha-
OKOBi 3aXBOPHOBaHHSI MPOBOAMTLCS, SIKLLO BOHW 0e3
CBOEYACHOrO MNPOMINaKTUYHOrO JliKyBaHHA  3HA4YHO
3HWXYIOTb XUTTE3AATHICTb, NPU3BOAATL A0 iHBanian-
3auii abo MaloTb BUCOKY i paHHIO neTanbHICTb; SKLO
Li 3aXBOPIOBaHHS TOYHO AiarHOCTYOTbCS BioXiMiYHUM
MEeToAOM Ha AOKNiHIYHOMY eTani; ePeKTUBHO NiKyoTb-
cs1, MatoTb YactoTy 1:10000 i GinbLue; KNiHiYHI NposiBn
3aXBOPIOBAHHA MOBWMHHI OyTnM go6pe BMBYEHI; SKLIO
paHHsA giarHocTuKa i noganblle NikyBaHHst 3abesne-
yye POpMyBaHHS HOPMarnbHOro YeHOTUNY, Tak 3BaHe
HOPMOKONIitOBAHHS.

Kputepismn BnbOpy AiarHOCTUYHWX MeToaiB, SKi
BMKOPUCTOBYIOTbCS [ANS CKPUHIHIY € €KOHOMIYHICTb,
WBMAKICTb, AiarHOCTMYHA 3HauyLWiCTb, HagiMHICTb,
[OCTYNHIiCTb GiomaTepiany, a TakoX 3py4qHiCTb WOro
OTPUMAHHSI B Manux KiflbKOCTSIX i MOXIUBICTb TpaHC-
nopTyBaHHA. bBioxiMiyHWMA MeToA BignNoBiAae Takum
KpuTEpIisM.

Martepianom gnsa GioximiyHOro metoay € ceva, nit,
nnasma i cupoBaTka KpoBi, (POPMEHHI enemMeHTU
KpOBi, KynbTypa KniTuH (gibpobnactu, nimdountn),

287



BionoriuHi Haykun

CNMUHHOMO3KOBA piAMHa, aMHIOTMYHa piguHa, bionTaTtn
M’A3iB, LUKIPU Ta TKaHWHK iHWKX opraHiB. HanvacTiwe
MaTepianom Anst AOCNIIKEeHHS € KpoB 3 M'ATKK, 3albip
SKOI NpoBOoAATE Ha 3 — 5 AEeHb XUTTA HOBOHapOOXe-
HOro Ha creujianbHuin dinbTpyBanbHWMN nanip. Habpa-
Hi 3pasku BignNpaBnsilOTb B creuianbHi nabdopaTopil,
SKi 3aNMalOTbCs CKPUHIHTOBMMUW OOCNIMKEHHAMMN.

CenexkTuBHUIN BIOXIMIYHWMIA CKPUHIHT NPOBOANUTLCA
cepepf, NEBHOI rPynn HacemneHHs 3 Nigo3pok Ha cnaj-
KoBun gedekt abo cepen AKMX MOXHA O4iKyBaTu 3po-
CTaHHS XBOPUX 3i cnagkosoto natornorieto. OCHOBHUMM
nokasamu 0 CENEKTUBHOrO CKPUHIHTY €: MOPYLUEHHSI
HEepBOBOI CUCTEMU, TOHYCY M'Ai3iB, XOBTAHWUSA, 6to-
BaHHSA, crneuudiyHMin 3anax noTy i cevi, NopyLUeHHSs
KMCNOTHO-NYXXHOI piBHOBarun, 3aTpumka MNCUXOMOTOP-
HOrO pO3BUTKY, PO3yMOBa BiACTaniCTb, OUCNENTUYHI
po3naan, HenepeHoCUMICTb OeAKMX MpoayKTiB Ta ni-
KiB, NOpYyLUEHHSA (Pi3NYHOro pPo3BMTKY (3aTpuMMKa poc-
Ty, AedopmMaLis KiHLUiBOK) Ta iHWi CMMNTOMM crnagko-
BMX XBOpob (kaTapakTa, rnyxoTa, cneumdivyHui 3anax
ceui Towo). 3 BOKy iHLUMX OpraHiB Ta CUCTEM MOKa3aH-
HSIMW 4O HEOHATAaNbHOTO CKPUHIHTY € YPaXKeHHS NediH-
Kn (renatocnneHomeranis, xonecras, neviHkoBa Heo-
CTaTHICTb, acuuT), cepus (kapgiomionartis, apuTmis),
HUPOK (36iNbLUeHHSA HMPOK, HMPKOBA HEAOCTaTHICTb),
3MiHa doopmu i po3mipiB ronosu [25]. Tak, Hanpuknag,
y niogen i3 BPOMKEHOK KaTapakToK OOUIMbHUM €
NPOBEAEHHS CKPWHIHIY Ha ranakTo3emito; cepen XBO-
pyvX 3 4acTMu OOCTPYKTMBHMMW 3aXBOPIOBAHHAMM
nereHb — Ha MykKoBicLunao3. Y Oinblw cTapwux giten
Ans 060B’sI3KOBOro Npu3HadeHHs GioximiyHoro metoay
€ TaKi cTaHu: 3aTpumka isu4HOro, po3yMOBOrO i Hep-
BOBO-MCUXIYHOrO PO3BUTKY, BTpaTa HabyTnx HaBWYOK,
nosiBa CUMNTOMIB, XapakTepHux onsd Oyab-akux cnag-
KOBWX 3axBOptoBaHb. Y gopocnumx BioxiMiyHuiA meTon
3aCTOCOBYETLCH ANS MiATBEPAXEHHS CMagKoBOro Ae-
dekTy abo reTepo3vroTHOro HoCIMCTBa.

B cenekTuBHMX nporpamax MOXyTb BMKOPWUCTOBY-
BaTMCA 5K NPOCTI AKICHI peakuii (Hanpuknag, TecT 3 XIo-
pvaoMm 3aniza Onsl BUSIBMEHHS (beHinkeToHypii), Tak i
GinbLu cknagHi | TouHi meTogn. Enektpodopes remorno-
GiHiB AiarHoCTye rpyny 3axBoptoBaHb reMorfnobiHonaTin;
rasoBa i piguMHHa Xxpomartorpadis BUKOPUCTOBYETHCA
Onst giarHoCcTUkM XBOpo6 0BMiHY OpraHiyHMX KMCoT,
amiHoaumaonarTivi; cnekTpodryopoMeTpis ANns Bu3Ha-
YEHHS aKTMBHOCTI NeBHOro oepmeHTa ToLo [4, 10].

ICHYIOTb NPOCTI SKICHI €KCNPEC-TECTU, SKi BUKOPUC-
TOBYIOTbCSl OS99 CEYOBOrO CKPUHIHIY i AaloTb MOXMU-
BiCTb BUSIBUTU LUMPOKE KOSI0 MeTabonivyHux aedekTiB.
£k npaBuno Taki peakuii xapakTepHi 4N uinoi rpynu
cnagkoBuWX 3axBoptoBaHb. Hanpuknag, npoba ®eniHra
(TecT 3 xnopugom 3anisa) Aae TeMHO-3eneHe 3abaps-
NeHHA cedi npy geskuin amiHoauugonariax [31]. MNpo-
6a Jlerans Ha keTOHOBI Tina 3abapBntoe cevy B 4yep-
BOHWUIA konip. lMpu nopylueHHi BYrnmeBOAHOrO OOMiHY
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(uykpoBui piabeT, BpogKeHaA HENepeHOCUMICTb nak-
TO3M, ranakTo3emisi, HUPKOBa rnoko3ypis) npoba be-
HeaukTa 3abapBnioe cedy Bif 3ereHOro A0 OpaHXeBo-
ro Konbopy.

YTOUHEHHS giarHo3y BMMarae 3acTOCYBaHHS KirbKi-
CHWX BMCOKOTEXHOMOTMYHUX MeToAiB BioxiMiYHOT AiarHo-
CTMKM: Ta3oBOi i PpiguMHHOI  xpomaTorpadii, mac-
CNeKTpoMeTPii, aMiHOKUCNOTHOro amiHoaHanizaTopa,
KOMOPUMETPUYHOIO MeTody ToLwo. XpomaTtorpadiyHi
TEXHONOrii [403BONATL €PEKTUBHO PO3AINATM CKNagHi
6araToKOMNOHEHTHI CyMmilli B pesynbTaTi pi3HOi B3ae-
MOZii KOMMOHEHTIB CyMilli 3 PyXOMOK i HEpPyxoMOK
¢aszamm xpomartorpadiyHoi KonoHku. Mac-crnekTpo-
MeTpid Mae aesiki nepesaru, OCKinbkv A03BONSE OTpU-
MaTn He nuLle AKICHY XapaKkTepuCTUKy JOCHiAKYBaHOrO
maTepiany, a 1 KinbKicHy (MOnekynspHy macy abo KOH-
LeHTpauito Monekyn i ix doparmeHTiB). MNepcnekTnBHUM
€ TaHAeMHa Mac-CneKTPOMETPIs, fKa He BMMarae Tpu-
Baroi NiarotToBkn Npob Ans NpoBeAeHHSA aHanisy, npo-
BOAUTLCS LUBUAKO | OQHOYACHO [A€ SAKICHY i KinbKiCHY
XapakTepucTuKy aocrnigpkysaHoro 6iomatepiany [24].

Onsa cenekTMBHOro GiOXiMIYHOrO CKPUHIHTY Ha BW-
SIBMEHHS Ni30COMHUX XBOPOO HAKOMWYEHHS, TakUX K
MyKononicaxapvaosu, cqiHroninigosu, rnikonpoTeiHo-
31, MOXXHa BMKOPUCTATU MeToA TOHKOLLApPOBOI XpoMa-
Torpadii, KM 4O3BOMUTb BM3HAYUTU HASIBHICTb Cne-
umndivHMX onirocaxapwais B ceui [29, 44].

Benwvky rpyny cnagkoBux xBopob cknagatroTb ami-
HoaumgonarTii, B OCHOBI SIKUX NneXaTb reHeTU4Ho geTe-
pmiHOBaHi gedekTn metaboniamy amiHokucnot. Ciogun
BiHOCATb (PEHINKETOHYPIt0, anbKanToHYpilo, TUPO3u-
HeMito, roMOLIMCTUHEMItD, ricTUAnHeMito Ta iH. OBMiH
aMiHOKMCNOT MOXe MOopyLLYyBaTMCs BHACNIgokK Aediun-
TY KiNbKOX (pepMeHTiB, AKi NpunMaloTb yYacTb Ha pis-
HUX eTanax meTtaboniamy, TOMy BWUZINSATb Kinbka
TUNIB 3aXBOPIOBAHHS, SIKi € OKPEMUMU HO3OSOMYHUMM
dopmamun. B natoreHesi amiHoauugonaTil OCHOBHY
ponb BigirpatoTb GioXiMiYHi MOpyLUEHHS B Hacnigok
nediunTy neBHOro pepmeHTy i HakonnyeHHs B 6iono-
MYHUX piguHaXxX i TKAHWHAX TOI YW HLWIOT aMiHOKUCIOTH
abo i npoaykTiB MeTaboniamy. ToMy BUKOPUCTaHHS
BioxiMiYHOro MeToy aHTPOMOreHETUKN € AOCUTL edhe-
KTMBHUM SIK 45151 NEPBUHHOIO HEOHATANIbHOrO CKPUHIH-
ry xBopo6 nopyLleHHst 06MiHy amMiHOKWUCNOT, TaK i Ans
OudepeHuianbHOi AiarHOCTMKM aMiHoaumaonaTin [7,
39]. OgHum i3 GioxiMiYHMX MeTOAIB BU3HAYEHHST aMi-
HOKMCNOT Ta iX noxigHux B BGionoriyHmx pignHax € pi-
OWHHA TaHOEeMHa XpomaToMac-CrneKTpoMeTpist 3 ioHi-
3auieto B enekTpodopesi, Sk O03BONSAE NPOBECTU
CKPUWHIHI BEMWKOI KiNIbKOCTi HOBOHAPOMXKEHUX | Cenek-
TMBHE OOCTEXEHHS AiTel 3 nifo3pok Ha cnagkoBi
3axXBOPIOBAHHA 0O6MiHY amiHokucnoT [33].

®eHinkeToHypia Brnepwe 6yna onucaHa B 1934
poui nikapem Asbjorn Folling. Lie neplue 3axsoptoBaH-
HA OOMiHY pe4voBMH, sike BAanocs igeHTUdiKyBaTh
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CKPVHIHIOBUM METOAOM, Lo MoYanu LUMPOKO BMpo-
Bagxyeatn B CLUA B gpyrinn nonosuHi 60-x pokiB Mu-
Hyroro cToniTTa. PaHHE BUSIBNEHHS (PEHINKEeTORyYPIl i
BYACHMWI NoyaTok gdieToTepanii 3anobirae Baxki po3sy-
MOBI/A BiACTanocTi, Xo4a 4yepes3 AesKUN Yac MOXYTb
BUSBMATUCS HE3HauYHi iHTenekTyanbHi i HepBOBO-
ncuxivHi posnagu [9]. Ana cKpuHiHry deHinkeToHypii
MOXHa BUKOPUCTOBYBaTU MikpobionoriyHuin Tect [aT-
pi, TOHKOLApoBYy xpomaTorpacpito abo dnyopomet-
puyHMA  meTond. ToOYHiWMM € MeTog  Mmac-
cnekTpoMmeTpii, a Ansg AudepeHLinHoi OiarHOCTUKM
dopM heHinkeToHypii HeobxiaHe BM3HaYeHHs GionTe-
puHiB B cevi abo npoBefeHHA npobu 3 TeTparigpobio-
nTepuHom [45].

MacoBuin HeoHaTanbHUIN CKPUHIHT Ha PeHinkeTo-
Hypito 3 oxonneHHsaM 98 — 99 % Bcix HOBOHapogXe-
HUX npoBoauTbCs B YkpaiHi 3 2006 poky. Npu ubomy
3aCcTOCOBYETLCA PNYOPECLEHTHUIA METOL BU3HAYEHHS
deHinanaHiHy B Cyxux nngMax Kposi, 3abpaHoi He
paHiwe 48 roauH nicna HapoMAKeHHs. Y Bunagkax Bu-
SABNEHHs rinepdeHinanaHiHemMii pekomMeHayeTbCA Npo-
BEAEHHS KiNbKiCHOTO BU3Ha4YeHHs1 aMiHOKUCMOT MeTo-
Jamu piguHHoi xpomaTorpadii abo TaHgemMHoi macc-
NEKTPOMETPIl B CneuianbHUX OiarHOCTUYHUX LIEHTpax.
lMepcnekTVBHMM € BNPOBaAXXEHHS MOHITOPUHIY JOPO-
CNux naujieHTiB 3 gediunTomM deHinanaxiHrigpokcuna-
31 LUMSAXOM CTBOPEHHSA €OMHOIO PEECTPY TakuxX XBO-
pux 3 nopanblimMM 3abe3neyeHHaM iX SIETUYHUM Xap-
YyBaHHAM Ta MikapcbkuMu 3acobamu 3 MeTok none-
pPeOKeHHsI MPOrpecyBaHHS CUMMTOMIB XBOPOOM i MOkK-
paweHHs sikocTi xuTTs [30].

CKpVHIHI Ha BPOMXeHUI TinoTUpeos3 I'PyHTYETLCA
Ha BM3HAYeHHi BMICTY B KPOBI TMPOKCUHY (SIKUN Y XBO-
pux Oyde 3HWXKeHun) abo TUPEOTPOMHOTO FOPMOHY
(Akmn 6yge nigBuLeHun). PaHHe BUSIBNEHHS naTonorii
i MPU3HaYeHHs 3aMiCHOI ropMOHarbHOI Tepanii 403BO-
nse nonepeauT y XBOPUX PO3YMOBY BiACTanicTh,
BigCTaBaHHA i3NYHOrO i HEPBOBO-MCUXIYHOIO PO3BUT-
Ky, MeTtaboniyHui cuHopom [46]. [Mpu HapogXeHHi
KMNiHIYHi CMMNTOMW BPOOXKEHOrO TNOTUPEo3y € Hepo-
CTaTHbO cneundiYHUMKU ONS PaHHBbOI JiarHOCTUKK, Lo
00BOANTb aKTyanbHICTb NMPOBEAEHHS MacOBOro CKpu-
HiIHIY HOBOHapPOAXXEHUX Ha o natonorito [1, 22]. Kpim
TOro BaXNMBUM MOMEHTOM € [iarHOCTMKa Tak 3BaHOro
TPaH3UTOPHOrO FiINOTUPEO3Y, MPUYMHOK SKOFO MOXYTb
O6yTn mogopediumMT martepi, NpMNOM niKapCbkux npe-
napartiB, ayTOiMyHHi MpouEecK, HeOOHOLIEHHICTb [8].
JlikyBaHHA TpaH3UMTOPHOrO BPOLPKEHOrO FiNOTUPEOo3y
TpuBae nuwe 2 — 3 poku, WO AaE MOXIUBICTb YHUKHY-
TN NOXUTTEBOI HEAOLiNbHOI ropMoHOTepanii 3 Ti Nobiy-
HUMKU edpekTamu [27]. 3aCTOCOBYIOTb NEPEBAXKHO iMy-
HOPEPMEHTHUIN METOA [LiarHOCTUKM, ane Ans OinbL
TOYHOI AiarHOCTUKN — TaHAEMHY MacCNeKTPOMETPIlO.

Ona CKpuHIHIY Ha agpeHoreHiTanbHUn CUHOPOM
BMKOPUCTOBYIOTb BM3HAYEHHA BMICTY 17-a-OKcunpo-
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recTepoHy B KpOBi iMyHO(EPMEHTHUM abo MeToaoM
pignHHOT Xxpomatorpadii 3 HaCTYNHOK TaHAEMHOK Mac-
cnekTpomeTpieto [47]. HeoHaTanbHWUIM CKPWHIHF 4O3BO-
nsg€e nonepeauTv pPO3BUTOK CinbBTpayaryoi opmun
afpeHOoreHiTanbHOro CUMHOPOMY, SiKa MPOSIBNSETbCA B
nepLwi Micsaui >XUTTS HagHWPKOBOK HEAOCTaTHICTIO i
XapaKTepn3yeTbCA BUCOKOK CMEPTHICTHO [15, 37, 41].

HocnigkeHHs, NnpoBedeHi B AgepxaBax, Ae BMpo-
noBx Oinblue sk 40 pokiB BNpoBamKeHUN HeoHaTarb-
HUA CKPUHIHI Ha MYKOBICLMA03, MOKa3ylTb 3POCTaHHS
TPUBANOCTI XUTTA XBOPUX, Y SKMX NPOBOAMIIOCH MiKy-
BaHHA Bigpasy nicns HapomkeHHs [43]. MNporpamu no
BUSIBIIEHHIO MYKOBICLXA03Y NOLUMPEHi B AEAKUX €BPO-
nencbkux Aepxaeax, ABcTpanii, GinbwocTi Aepxas
lMiBHiYHOT AMepukn. YacTiwe gocnigXeHHsa cknagaeTb-
Csl 3 4BOETanHOro TeCTy BU3HAYEHHS iMyHOPEaKTUBHO-
ro TPUNCUHOrEHY 3 HACTYMHUM MOIEKYNSAPHO-TEHEeTUY-
HUM JocnimpkeHHaM [21, 23]. 3 MeTo 3MEHLUEHHS
BMNAaAKiB MCEBAONO3UTUBHUX Pe3yrnbTaTiB CKPUHIHIO-
BUX TECTIB Ha MYKOBiCLMA03 HaykoBUsaMK HigepnaHgis
3anpornoHOBaHO  YOTUPLOXCTYNEHEBE  OBOCTEXEHHS:
BM3HAYEHHs1 peaKkTMBHOrO TpuMncuHy i Binky, acouino-
BaHOro 3 naHkpeatuTom 3 HacTynHum OHK-aHanisom i
po3LwMpeHM cekBeHyBaHHAM no Cenrepy [12].

BrnpoBamKkeHHs CKPUHIHIOBMX MpoOrpam B KOXHil
KpaiHi BMMarae Benukoi nigrotoe4oi pobotu, gocrar-
HBbOro (piHAHCYBaHHSA, HABYAHHSA MEOMYHOrO NepcoHa-
ny, opraHisauinHmx 3axogis, 3abesneyeHHs Bignosia-
HOIO anapaTypolo i peakTMBamu, a TakoX NPOBEAEHHS
NPOCBITHMLLKOI pOGOTN 3 HaceneHHsM, Tak SK CKpu-
HiHF € gobpoBinbHKUM [19, 20, 32].

HeoHaTanbHU CKPUHIHT NPOBOAMTLCA B BaraTbox
KpaiHax CBiTy i oxonnoe noHag 45 cnagkoBuX 3axBo-
ptoBaHb 0OMiHY pe4oBuH. [0 HUX BXOAATb Pi3Hi op-
MK remornobiHonartin, amiHoaumaypii, nNopyLUEHHS
OKWCMEHHSI XMPHUX KUCMOT, OpraHiyHuMx auugypiv, a
TakoX (PEeHinKeTOHYpIl, BPOAXKEHOro rinoTupeosy, My-
KOBiCUMO03Yy, afpeHOoreHiTanbHOro CMHAPOMY, ranak-
To3ewmii [11, 38].

B YkpaiHi po3pobneHi mporpamu CKpUHIHTY Ans
Takux YOTUPbOX 3aXBOPHOBaHb: DEHINKETOHYPIs, BPO-
[XXEHUWA TinoTUpeo3, afpeHoreHiTanbHNUA CUHAPOM i
MYKOBICLIMA03 3 BUKOPUCTAHHAM iMyHOMITyOpPOMETPU-
YHOro metoay. BpaxoBytoum BMCOKY ManoKoBy i AuTH-
Yy CMEpTHICTb Ta 3HaAyHy iHBamnigHiCTb B YKpaiHi B
2017 poui po3novaTto po3pobky i noganblue BnpoBa-
[XEHHS crevianbHOI NporpamMm, MeTor SKOI € po3LUK-
peHHs nepeniky CnagkoBuX 3axBoptoBaHb 0OMiHY pe-
YOBWH OO0 29 HO30sOriN, Ans AKUX AOoLUiNbHO 3acTOCo-
ByBaTM MAacCOBWA HEOHaTamnbHWUWA CKPWHIHI 3a J0mno-
MOFO HOBITHIX BUCOKOEEKTUBHNX MeTOoZiB Bioximiy-
HOi aiarHocTuku. Peanisauisa aaHoi nporpamu 0oO3BO-
NUTb 3HWU3UTU PiBEHb PaHHBOI AUTAYOI iHBanigM3auii,
3MEHLUUTM MOKa3HMKM HeoHaTamnbHOI, MastoKoBOI i
ONTAYOi CMEPTHOCTI, CTBOPUTU peecTp i 06k XBOpUX
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Ha crnagKkoBi XBOPOOW 3 METOK MeOUKO-TEHETUYHOrO
KOHCYMnbTyBaHHS [5].

3akntyeHHs. CnagkoBa naTonoris y MOaMHA €
pe3ynbTaTtoM CnagKkoBOi MIHMMBOCTI, Ska B CBOK Yep-
ry € OCHOBOI PO3BUTKY JTHOAMHU SIK BionoriyHoro suay.
BpaxoBytoun 3akOHOMIpHOCTI nepepadi i peanisauii
CcrnagKkoBoi iHopMaLlii BYEHI MalTb MOXIUBICTb pO-
OMTU TOYHIi MPOrHO3N LWOAO0 MOMEPEMKEHHSA MNPOSIBY
NeBHOro 3axBOPKOBAHHSA B psAy NOKOMiHb. Tomy npo-
inakTuka cnagkoBOi NATonorii 3aMae 4inbHe Micle
B CUCTEMi OXOPOHM 300POB’Sl HACENEHHs | peanisyeTb-
CS Y OBOX OCHOBHWX HanpsaMmkax: ciMenHa npodinak-
TMKa 6as3yeTbCA Ha NPOrHO3yBaHHI i MonepemKeHHi
HOBMUX BUMAAKIB 3aXBOPKOBaHHSA B NEBHIN pOAWHI; no-

nynsyifHa — 3acHoBaHa Ha cneuianbHWUX CKPUHIHIOBUX
nporpamax, kUM MignsaratoTb BCi BariTHI XiHKM Ta HO-
BOHaPOKEHI.

OCHOBHUM METOOOM CKPWHYIOYMX AOCHILKEHb €
GioxiMi4yHMI, OCKINbKM BiH BignoBigae BciM HEOOXiAHUM
KpUTEPISIM: €KOHOMIYHICTb, LUBUAKICTb, 3pYYHICTb, BU-
Coka e(EeKTUBHICTb, AOCTYMHICTb, MOXMMBICTb OXOM-
NEHHS BENUKOI KiNbKOCTI HaCeneHHs.

MepcnekTmBHMM  NPOMINaKkTUYHUM  HaNPSIMKOM
po60oTK ranysi OXOPOHW 300POB’A € PO3LUMPEHHSA Ne-
peniky 3axBOpBaHb, ANS SKMX OOUINBbHO 3aCTOCOBY-
BaTW HeOHaTaNbHUM  CKPUHIHF 3a  4OMNOMOroH
HOBITHIX BUCOKOE(DEKTUBHNX METOAIB Gioximi4HOI aiar-
HOCTUKM.
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BUOXUMUYECKUA METOO AHTPOMOINEHETUKU KAK OCHOBA AUWATHOCTUKHU

M NPO®UNAKTUKN HACNEACTBEHHOW NATOJIOMMHK

Lllesuyk T. A.

Pe3tome. PaccMoTpeHbl OCHOBHbIE NPUHLMMBI NPOMUIAKTUKN HacneAcTBEHHOW naTtonorun. OTMeYeHo ak-
TyanbHOCTb HEOHaTanbHOW NPOMUNAKTUKN C UCMNOMb30BAHWEM MAaCCOBbIX W CENEKTUBHbLIX CKPUHUHIOBLIX NPO-
rpaMmm. Buoxmmmnyeckun metTog NexuT B OCHOBE MPOdUMaKTUYECKOro CKPMHUHIA HacerneHus Ha BblisSiBIieHVe
HacrneacTBeHHON naTtonoruun. B YkpanHe paspaboTaHbl nporpaMMbl CKpUHUHIA NS cnegylowmx YyeTbipex 3abo-
neBaHUN: PEHNNKETOHYPUSA, BPOXKAEHHbIA MTMNOTUPEO3, aapEHOreHNTanbHbIA CUHOPOM M MyKoBucUuMaos. Nog-
YEPKHYTO, YTO paHHSAA AMarHOCTUKA HacreAcTBeHHbIX 6onesHen NocpefacTBOM onpeaeneHns BUoXMMmMYecknx
MapKepoB 1 CBOEBPEMEHHOE feveHne No3BOnseT CHU3WUTb YPOBEHb OETCKON CMEPTHOCTU, OCTaHOBUTbL pas3Bu-
Tne Tshxenbix opMm 3abonesaHusl, yMeHbLNTb (hOPMMPOBAHME PaHHEN MHBANMAHOCTM M YMYULWNTb KayeCTBO
XW3HW naumeHToB. PaccMoTpeHbl OCHOBHbIE BO3MOXHOCTU, NOKa3aHUs K MPUMEHEHN0 Bruoxnummnyeckoro metoaa
1 Matepuansl Ans nccnegoaHus. buoxvmuyeckuin meton AaeT BO3MOXHOCTb onpeaenvTe eHOoTMN OpraHma-
Ma Ha ypoBHe MepBMYHOrO NpoaykTa reHa, opMMPOBaHNS ero akTMBHOW (hopmbl, Ha aTane meTabonnyecknx
npeBpaLleHnin 1 PopMMPOBaHNA NPOMEXYTOYHBIX UMW KOHEYHbIX NPoAyKToB obmeHa. Kpome Toro Gmoxvmude-
CKUI MeTop No3BONnsAeT onpeaenuTb AeduunT Unu nsbbITok kakoro-nubo BellecTsa, ero aHoMarnbHble MeTabo-
NWTbI, OTKIOHEHUS B aKTMBHOCTU pepmeHToB. Ocobas akTyanbHOCTb 3TOr0 MeToAa OTMeYaeTcs B chny4asx,
Korga reHoTUn U3MeHeH, a KNMHUYeckne CcMMNToMbl 60Ne3Hn OTCYTCTBYIOT, U, HAOBOPOT, NPU HOPManbHOM re-
HOTWMNE OTMEeYaeTCs HapyLleHne BUOXMMUYECKUX NoKasaTenen opraHMama. [uarHoctmieckoe 3HayeHne nMerT
crnegylowme MeToaukn: nyopoMeTpursi, XpoMaToOMacc-CrekTpoMeTpusl, CNnekTpodoTOMETPUS, TOHKOCIOWHas
Xpomatorpadus, MIOHOOOMEHHasi XMAKOCTHasA xpomaTorpadms, TaHgeMHasi macc-cnektpomeTpus. lMNpuopuTeT-
HOW 3agayelt COBPEMEHHbIX CKPMHUHIOBBLIX MPOrpaMm SIBMSIETCA pacluMpeHne cnucka HacneacTBeHHbIX 3aborne-
BaHWW, ANS KOTOPbIX LenecoobpasHo NpUMeHsATb HeOHaTanbHbIA CKPUHUHE U YCOBEpPLUEHCTBOBaHNE Bruoxumm-
YEeCKMX CKPUHUHIOBbIX METOAMK B HaMpaBfeHUW NOBbILEHNS UX TOYHOCTMW, AOCTYMHOCTU N CHKEHUE PUHAHCO-
BbIX 3aTpar.

KnioueBble cnoBa: HacneacTBeHHble 60ne3Hn, HeoHaTanbHbIN CKPUHUHT, BUOXMMUYECKUA MeToa.
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Biochemical Anthropogenetic Method as a Basis

for Diagnostics and Prevention of Hereditary Pathology

Shevchuk T. I.

Abstract. Hereditary development and metabolic disorders make up 3.2% and 2.74%, respectively, of the
infant morbidity in the first year of life. Compared to the European countries, the infant mortality rate in Ukraine
has increased 2.5-3 times. Genetic disorders make up 20-30% of the newborn mortality. The introduction of a
comprehensive screening of newborns, based on using the biochemical anthropogenetic method, is one of the
critical paths for prevention of hereditary pathology.

The objective of the study is analysis and generalization of data on viability and efficiency of the biochemical
method for diagnostics and prevention of the hereditary pathology.

Materials and methods. The method of systemic approach to comprehension of information obtained from
the scientific literature and the statistical method of analysis of medical information were used in the work.

Results and discussions. The study covered the main principles of preventing the hereditary pathology. We
stressed upon the relevance of neonatal prophylaxis with involvement of comprehensive and selective screen-
ing programs. The biochemical method is at the core of prophylactic screening of the population for detection of
hereditary pathology. Ukraine has developed the programs for screening of the following four diseases:
phenylketonuria, congenital hypothyroidism, adrenogenital syndrome, and cystic fibrosis. It" worthy to note that
early diagnostics of hereditary diseases by means of identification of certain biochemical markers and timely
treatment make it possible to reduce infant mortality, stop the development of severe forms of the disease,
reduce the early disability, and improve the quality of life of patients. We considered the main indications for

292 YkpaiHCbKUI XXypHan MeguuuHu, 6ionorii Ta cnopty — Tom 4, Ne 4 (20)



BionoriyHi Hayku

application of the biochemical method. The biochemical method makes it possible to determine a human pheno-
type at the level of primary gene product, the process of forming its active form at the stage of metabolic trans-
formation, and production of intermediate or terminal metabolites. In addition, the biochemical method allows
determining the deficiency or excess of a certain substance, its abnormal metabolites, and deviation in the enzy-
matic activity. The following techniques are of a diagnostic importance: fluorometry, combined gas chromatogra-
phy mass-spectrometry, spectrophotometry, thin-layer chromatography, ion-exchange liquid chromatography,
and tandem mass spectrometry.

Conclusion. Therefore, the main objective of the screening programs is expansion of the list of diseases
advisable to apply neonatal screening and improve biochemical screening techniques for higher accuracy, af-
fordability and less financial costs.

Keywords: hereditary diseases, neonatal screening, biochemical method.
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