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BCTYII

Oeninkeronypisa (OKY) — 1me piakicHe crmaikoBe MOpyHIEHHS 0OMiHY pe-
YOBHH, SIKE€ BIUIMBAE HA 3/IaTHICTh OPraHi3My MeTa00J1i3yBaTh aMiHOKUCIIOTY (eHi-
JajaHiH, M0 COIPUYMHIOE HAKOMIMYEHHS TOKCUYHUX PIBHIB (DEHINAIaHIHY B KpPOBI.
OcTanHe MPU3BOANTH IO PO3BUTKY IHTEIEKTYaJIbHOI HEIOCTATHOCTI, Cy/IOM Ta iH-
IITMX HEBPOJIOTIYHUX CHUMITTOMIB, SIKITO iX HE JiKyBaTH [4, 5].

Yacrora ®KYV y OinpmiocTi eBponeiicbkux aepxkan ckiuagae 1:10000, xoua B
nesikux jaepxaBax yactime (Typewunna 1:2600). B VYkpaini yactora ckiamae
1:7000-8000. 3a cratucTHYHUMHU TaHUMH, B YKpaidi cranoMm Ha 19.04.2022 p. xo-
HTUHTEHT JITe-1HBaIIIB BIKOM 10 16 pokiB 3 ®KVY cranoBus 825 185 ocib.
HaiiOinbme miteit Ha obsiky 3 ®KY — y M. Kuis (83), Xapkiscekiii obuacTti (78),
Huinponerporcrkiit (71), Xutomupcewkiit (52), Onechbkiit (45). ¥V 2020 p. 3apeect-
poBano 44 Bunajku 3axBoproBaHHd OPKY, ycTaHOBIECHUX BIIEpIIe B KUTTI (HANOi-
abiie — B Oneckbkiil, PiBHEHCHKINM ob6nacTi (1o 5), y XKuroMupcekiit obnacti (4) ta
M. Kuesi (4)) [51, 52].

OKYVY BUKIHMKAETHCSA MYTAallisIMU B T€HI, IKUi KoAye (hepMEHT (eHlIanaHiH-
rigpokcunazy (PAI'). Bin Bianosigae 3a posiiemieHHs ¢eHuiananiny. Posnanu, sk
MpaBUjIO, JIaTHOCTYETHCS 3a JOMOMOTOI CKPHHIHTY HOBOHAPOKCHHX, SKUN
BKJIIOUYAE aHAJII3 KPOBI MPOTATOM MEPIINX KUIBKOX JHIB )KUTTS. PaHHS niarHOCTHKA
Mae BUpIIIAIbHE 3HAYCHHS I €(PEKTUBHOTO JIKYBaHHS PO3JNady Ta 3armoOiraHHs
BiJlTaJICHUX YCKIIaaHEHb [8].

BaxnuBicth paHHbOro BUsiBICHHS Ta JiKyBaHHS DOKVY HEeMoxmBO mnepeorri-
HUTH, OCKIJIBKM 0€3 HAJIE)KHOTO Ta BYACHOTO JIIKYBaHHS BHUCOKHUH piBeHb (DeHina-
JaHIHY B KPOB1 MOKE€ MPU3BECTHU JI0 3HAYHOI 3aTPUMKH PO3BUTKY Ta 1HIIHUX CEPHO-
3HHMX yCKJIAJHECHb JIJISl 3I0POB 4.

[cTopuuHO cknanocs Tak, mo aiario3 @KV 6a3yBaBcst Ha BUMiIpIOBaHHI piB-
Hs (heHLIamaHiHy B KPOBI1 3a JIOMIOMOTOI0 JTabopaTOpHUX MOCHiKeHb. He3Baxkaro-

M Ha TEC, IO I.I€I71 METOJ 3aJIMIIA€ThCA BAXXIWMBHUM KOMIIOHCHTOM JliaFHOCTI/IKI/I Ta



nikyBanHa @KV, nporpec y TexHOJOrIi MpU3BiB 10 pO3pOOKU OUIBII CKIATHUX 1
TOYHMX JIarHOCTUYHUX 1HCTpyMEHTIB. Hampukiana, mMolieKyJIsipHO-T€HEeTHYHI Me-
TOIW JOCHIKCHHSI Temep MOXYTh 1AeHTU(]IKYBaTH cnerudiyHi MyTaiii B reHi
PAH, no3Bossitoun TouHIIIE AIarHOCTYBATH Ta MEPCOHANI3YyBaTH TUTAHU JIIKYBaHHSI.
KpiMm TOTO, METOIM MUCTAHIIIAHOI J1arHOCTUKH, Taki sk TytoCare, mokaszamm mepc-
NEKTUBY B MOJIETHICHHI paHHBOTO BUSBIICHHS Ta MOHITOpuHTY OKYV [18].

Ha nomarok no BuMmiproBaHHs piBHS (peHUIanIaHiHy B KpOBI, 1HII Jaboparto-
pHI TECTH, TaKi K aHalli3 aMIHOKHUCJIOT C€Yl Ta T€HETHUYHE TECTYBaHHS, MOXYTh
HAJaTH BaXJIMBY 1H(GOpPMAIlIO I JIarHOCTUKHU Ta TUIaHYBaHHS JIIKyBaHHS. J{7s
BariTHUX X1HOK 3 ®KY nabopaTopHi 1OCHIIKEHHS TAKOK MOYKHA BUKOPUCTOBYBA-
TH JIJIs MOHITOPUHTY 370POB’ S TUI0JIA Ta OL[IHKUA PU3HUKY YCKJIAIHEHb, TAKUX SIK CH-
Hapom @KV y martepi. IIpore, xoua nabopaTopHa J1arHOCTHKA BiAirpae Bupimia-
JBHY pOJib y AlarHocTulll Ta JikyBaHHi OKY, HeoOXiHO BUPIIMIUTH Takl poodIie-
MU, SK BapTICTh, IOCTYMHICTh 1 TOYHICTh TECTyBaHHs, 1100 TapaHTyBaTH, IO BCI
moau 3 OKY oTpumaroTh cBo€4acHy Ta €(heKTUBHY JTOIIOMOTY.

OnHuM 13 HaWMOIIMPEHINIUX JTA00OPATOPHUX TECTIB, KI BUKOPUCTOBYIOTHCS
st giarHoctukn OKYVY, € anani3 kposi Ha ¢eHinanadid. Llel Tect BUMIproe piBEHb
(deHinana”iny B KpoBi, kvl miaBuinyetbest B oci0 13 KV uepes3 nedimur dpepme-
HTY (peHUTanaHiHrigpoKkcuia3u. TecT mpocTuid, eeKTUBHUN 1 BIZHOCHO HEIOPO-
THid, 110 J03BOJIAE WOTO BUKOPHUCTOBYBATH [IJIsl CKPHHIHTY HOBOHApPO/KEHUX Ha
OKYVY. OgHak BaXJIMBO 3a3HAYUTH, 1110 JHUIIE IOTO TECTY HEJOCTATHBHO JIJI OCTa-
touHoro niarnozy @KV, i floro HEOOXiHO CYMPOBOKYBATH MIATBEPIKYIOUNM
TecTyBaHHsM [15].

Tangemna mac-cnektpomerpids (MS/MS) € e ogHuM cydyacHUM J1labopaTto-
PHUM METOJIOM, SIKMl BUKOPUCTOBY€EThCs st AiarHoctuku OKY. e meron me-
penbauae aHami3 HEBETUKOI MPOOU KPOBI a00 cedl Jyisi BUMIPIOBAHHS PiBHIB PI3HUX
aMIHOKHUCIIOT, BKJIIOYatouu ¢eHinananid. MS/MS € BUCOKOUYTIAMBUM 1 crienudiy-
HUM, 10 J03BOJIAE€ TOYHO aiarHocTyBaT @KV Tta iHmi meradomiyni po3nanu. Og-
HaK 1€ BUMarae cremiajibHoro oOJjiaJHaHHs Ta JOCBiAY, IO POOUTH HOTO MEHIII

JIOCTYITHUM y TIEBHUX MEJIUYHMX 3aKianax [21].



Anani3z JIHK e 6inpmr HOBUM MeToqoM jabopatopHoi aiarHoctuku DKV,
OpHak 11e OUTBIT JOPOTHH 1 TPYJIOMICTKHUNA METOJ MOPIBHIHO 3 1HIIMMHU Jaboparo-
PHUMH TE€CTaMH, 1 BIH MOXe OyTH JOCTYIIHMM HE B YCIX 3aKJIaJjax OXOPOHH 3]10-
poB’s. KpiM TOro, reHeTuyHEe KOHCYJIbTYBaHHS Ta 1IHPOPMOBAHA 3ro0/1a € BaXKJIMBH-
MU MIpKyBaHHSIMH IpH BUKopucTaHHi aHanizy JHK nns miarnoctukw.

OTxe, He3BAXAIOUN HA CyYacHI JOCATHEHHS, MO JOCIIHKEHHS 1 PO3-
poOKa cy4acHMX METOJIIB I1arHOCTUKU OpdaHHUX MAaToyorii, 3okpema, DKV e ak-
TyaJIbHAMH.

BumienaBegene o0yMOBIIIO€ 3HAYUMICTh OTJIMOJIEHOTO BUBUYCHHS TTATOdi-
3ionorii KV Ta HEOOXiTHICTh YJOCKOHAJICHHS J1abOopaTOpHOI JIarHOCTUKH 3a-
XBOPIOBaHHSA, JJIsl IPU3HAYECHHS CBOEYACHOI Ta aJIEKBATHOI MATOIN€HETUYHOI Tepa-
nii OKYV.

Mema oocnioxncenna. TeopeTnuHe y3araJbHEHHS ICHYIOUUX JITEPATYPHUX
JIAaHUX IIOAO €Ti0JIOrii, maroreHesy, kiiHiyHuX mposiBiB OKVY ta cyuacHux nado-
PATOPHUX TEXHOJIOT1 MOHITOPIHTY Ta JIIarHOCTUKHU 3aXBOPIOBAHHS.

3aeoanns oocnidxcenna. 3rijHO 3 METOIO Tiepe] HaMu OyJIM TTOCTaBJIEHI Ha-
CTYTIHI 3aBJaHHS:

— IlpoBecTu aHami3 JiTepaTypH MIOA0 3arajbHOI XapaKTepUCTUKHU (EHITKETO-

HYpIi Ta Cy4acHUX METOAIB J1a00paTOpPHOI 11arHOCTHUKHU.

— Bu3HauuTH KIIHIYHI TPOSBH 1 HACITIIKU (PEHIIKETOHYPII.
— Omnucaru cydacHi METOAM JIarHOCTHKU BPOJKEHUX MOPYIIEHb METa0oi3-

My .

— BuBunTH 06i0XiMIYHI METOAM BU3HAYEHHS PIBHS (peHUTANIaHIHY B KpOB1 Ta

MIPOBECTH X MOPIBHSUTBHUYN aHATI3.

— BusHauuTi 0c00JMBOCTI MPOBEAEHHSI MAC-CIIEKTPOMETPIl Ta 1i MOKIMBOCTI

B JIIarHOCTHULI (DEHIIKETOHYPII.

— IlpoBecTn MOPiBHAJNBHUN aHaNI3 Cy4YaCHUX METO[IB JIarHOCTUKHU (PeHIKe-

TOHYPII.

006’°ckm 0ocnidncenna — ocodbauBoCTI erioiorii 1 matorenesy @KV, nopi-

BHSIHHSI KJIACHYHHUX Ta Cy9aCHUX METOJIB J1a0OpaTOPHOI J1arHOCTUKH.



Ilpeomem docniorscennsn — meronu nabopatopHoi aiarHoctuku OKVY.

Memoou oocnioxcenna: 610110CEMaHTUUHUM aHaI13, OTJISA JIITEpaTypH, 3a-
TaJIbHO KJI1HIYHI, 010XiMI4HI1, IMyHO(EPMEHTH1 1 MOJIEKYJIIPHO-T€HETUYHI METOIU
71a00paTOPHOI A1arHOCTUKH.

Haykosa noeuna ompumanux pesyibvmamie (meopemuune 3Ha4eHHs po-
0omu) moNSITa€E B TEOPETUYHOMY OOTPYHTYBAaHHI BHKOPHCTaHHS Cy4dacHHX O10-
XIMIYHHUX, IMyHO(EPMEHTHHUX 1 MOJIEKYJISIPHO-TEHETUYHUX METOJIB J1arHOCTUKHU
OKY.

Ilpakmuune 3nayenna OTPUMAHUX PE3YyJbTATIB MOJIATAE€ B MPAKTUYHOMY
BUKOPHUCTaHHI Pe3yJIbTaTIB JAOCIIHKEHHS Y HaBUYaJbHOMY TIpolieci kadenp menu-
K0-010JIOTYHOTO NPO(P1II0 1 JTabOPaTOPHOI JIaATHOCTUKHU Ta Y HAyKOBOMY IPOIIEC]
HHIII® HDaV.

Anpooauia pezynomamie 00C1i0)iceHHA | nyOiKayil.

Pe3ynbratn kBasigikauiiHoi podoTu npexacrasieHo y loganky A:

byxenko Beponika, Komosa Onena, ®@inimonoBa Haramisi. Anani3 Qenina-
JIaHIHY B KPOBI SIK IHCTPYMEHT JUIsI MOHITOPUHTY (DEHUIKETOHYPIi: MPOOIEMH SKOCTI
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/ Xapk. Hall. MeJl. yH-T ; [penkoi.: B. B. M’sacoenog, 1. A. Uyxno, C. 1. Jlatorys, O.
I. 3amro60Bchka, M. M. Mimmna]. — Xapkis : XHMY, 2023. — C 14-16.

Kgamigikariiina po6ora BuKoHaHa Ha 62 CTOpIHKaX MaIIMHOMMCHOTO TEKCTY,
HanucaHa 3a TPAJAMIIIHOI0 CXEMOIO 1 CKJIQIa€ThCs 13 BCTYIY, OTJISAY JIITEpPaTypH,
BJIACHUX JOCIIKEHb B SIKI BXOJISATh: aKTyaJIbHICTh MPOOJIEMHU PaHbOl A1arHOCTUKU
OKYVY, martepianu 1 METOIU JOCIIIKEHHS, PE3yJIbTaTH JOCIIHPKEHHS Ta BUCHOBKHU.

Crrcok BUKOPUCTAHUX JKEpEN 52 3 HUX BITYM3HSAHUX 38 Ta 3akopoHHUX 14.



CKOPOYEHHA

BEPX - BucokoedexTrBHa piuHHA XpoMaTorpadiis
BIIOP - BpokeH1 NopylieHHsI 0OMiHY pe4yOBUH
BPM - BpomkeHi po3naan MeTabosizmMy

['®DA- rinepdeninananinemis

['X-MC - razoBa xpoMaTo-Mac-CleKTPOMETPIsl

JHK - nezoxcupuOoHyKII€iHOBA KUCIOTA

[TAP® - noniMopdizM TOBKUHU PECTPUKIINHUX (PparMeHTIB
[TJIP - moniMepasHa JIaHIIOTOBa peaKilis

PHK - pubonykiieiHOBa K1CIOTa

CHAVYT - cungpom nedinuty yBaru 3 rinepakTUBHICTIO
OAT'- dpeHUIanaHiH riIpoKCUIa3u

OKYVY- (eHuikeToHypist

FISH - ¢yopecuientHa ribpuauzariis in situ

NGS - cekBeHyBaHHS HACTYITHOTO TTOKOJIIHHS

TMS - TanemMHa Mac-CIIeKTPOMETPIis



PO3I1J1 1. PEHIVIKETOHYPISA: OCHOBHI ACIIEKTH TA
KITACUPIKALIA (orasia gitepaTrypu)

1.1 ®deninkeToHypisi: eTioJorisi, maToreHes Ta Kjiacudikais

Oeninkeronypis (PKY) — me crmagkoBe mopymieHHs 0OMiHY aMiHOKHCIIOT,
AK€ yCHaJKOBYETHCS 32 ayTOCOMHO-PEIECUBHUM THUIIOM, CIIPUYMHEHE MYTAIEI0
reHa, BIJMOBIIAJILHOTO 3a MeTaboui3M (eHinanadiny. Llg MmyTalis npu3BoAUTh 10
aHOMAaJIbHO BUCOKOTO piBHS (peHUIaNaHiHy B KPOBI, III0 MOXE BUKIIUKATH HEHpoe-
reHEepaTUBHI MPOIIECH B MO3KY.

3axBOpIOBaHHS XapakTepusyerbea aedinutoM (epMeHTy (QeHlTalaHIHT1I-
pOKCHUIIa3y, KU HEOOXITHUM AJI1 PO3LIEIUICHHS aMIHOKHUCIIOTH (eHlnanaHiHy. B
pe3yabTaTi QeHlIaNaHiH HaKOMMYYEThCS B OpraHi3Mi, 10 MPU3BOJUTH JO MOIIKO-

JDKEHHST HEPBOBOI CHCTEMU Ta 1HIIKX opraxis (puc. 1).

PeHinanaHiHrigpokcinasa

NH, HO NH,

DdeHinanaHix TuposnH

Puc. 1. [1atorenes ®KV.



Cumnromu Ta (izuuni nposiBu kinacuyHoi @KV pi3HOMaHITHI Ta MOXYTh
BKJIIOYATH OJIFOBOTY, JAPATIBIUBICTh, €K3€MY Ta 3aTPUMKY PO3BUTKY. 3a BIJCYTHOC-
Ti mikyBaHHs OKVY moxe mpussectu 10 po3yMoBoi BiacTanocTi. TsHKKICTh CHMII-
TOMIB MOYKE 3MIHIOBATHCS 3aJIEKHO BiJ] piBHA (peHLIanaHiHy B KpoBi, ToMmy OKY
KJIacu(IKy€ETHCSI HA OCHOBI PiBHS (heH1TIalaHIHy B KPOBI.

OCHOBHUMHU O3HAKaMHU 3aXBOPIOBAHHS € CHENU(BIYHUN «MUIIAYMD» 3amax
B1JI JUTUHU, OJIIICTh MIKIPU Ta OY€H, a TaKOXK MOPYIIEHHS (PI3UYHOTO Ta PO3yMO-
BOro po3ButKy. @KV € ayTocCOMHO-peLieCHBHUM I'€HETUYHUM 3aXBOPIOBAHHSM, 1110
o3Hauae, 10 000€ 0aThKiB MOBHUHHI OYTH HOCISIMH T'€HHOI MyTallii, o6 xBopoba
ycrnaaKyBasacs.

3aXBOPIOBAHHS € BITHOCHO PIAKICHUM — HOTO MOIIMPEHICTh CTAHOBUTH MPU-
omm3HO 1 3 10 000 mo 15 000 monoriB. Y OLIBIIOCTI €BPONEUCHKUX KpaiH 4acToTa
OKY cknanae 1:10000, xoua B nesikux nepxkanax vactime (Typeuunna 1:2600). B
VYkpaini gactora ckiagae 1:7000-8000. 3a crarucTHYHUMHU JaHUMHU, B YKpaiHi
ctaHoM Ha 19.04.2022 p. KOHTUHTEHT JITEeH-1HBaMIIIB BIKOM 110 16 pokiB 3 KV
craHoBuB 825 185 oci6. HaiibGinbie giteit Ha o6iiky 3 @KV —y M. Kuis (83), Xa-
pKiBChKil obmacti (78), duinponerposcwkiii (71), dKutomupcerkiit (52), Onmechbkiit
(45). V 2020 p. 3apeectpoBaHo 44 Bumaaku 3axBoproBanHs OKVY, ycraHoBIeHUX
BIIepIIIe B XKUTTI (HaiOnbIne — B Oaeckbkiit, PiBHeHCHKIHN obmnacti (110 5), y XKuto-
MUpPCBKii o0macti (4) Ta M. Kuesi (4)) [51, 52].

Hiarno3 @KV 3a3Buyail CTaBUTHCS 3a JOMOMOTOI0 CKPUHIHTY HOBOHApO-
JUKEHUX, SIKUU repeadavae MpoCTUd aHalli3 KPOBI, B3ITUN MPOTATOM MEPIINX Kilb-
KOX JHIB XUTTS. PanHe BusiBiaeHHs Ta JikyBaHHsS DKV maroTh BupimaibHe 3Ha-
YEeHHS IS 3aro0iraHHsl pO3BUTKY CEPHO3HMUX YCKIIaTHEHB 370POB’S, BKIIIOUAIOUU
pO3yMOBY BiACTaiCTh. JIiKyBaHHS 3a3BMuYail BKJIIOYA€E CyBOpY JI€TY 3 HU3BKUM
BMICTOM (peHUTaJIaHIHY, @ TAKOX BUKOPUCTAHHS CHEIIaIbHOI MeIUYHOT (HOpMyITH
JUTSL TOTIOBHEHHST OCHOBHHUX IMOKUBHHX pedoBuH [11, €.77-78].

BaxnuBicth paHHbOr0 BUsBICHHS Ta JiKyBaHHSI DOKVY HEMOXIMBO mepeorri-
HUTHU, OCKIJTBKM 0€3 HAJIE)KHOTO Ta BYACHOTO JIIKYBaHHS BHUCOKHUH piBeHb (DeHina-

JaHIHY B KPOB1 MOK€ MPU3BECTHU 10 3HAYHOI 3aTPUMKH PO3BUTKY Ta IHILUX CEpHO-
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3HHMX YCKJIaJHEHb JUIsl 310poB’°s. OHAK 32 YMOBHM PaHHHOTO BUSIBJICHHS Ta BIAMO-
BiIHOTO JTiKyBaHHS Jtoau 3 ®KVY MOXyTh BECTH BIJHOCHO HOpMabHUN CIIOCIO
KUTTS. Jls 3a6e3nederHs: epeKTUBHOCTI JTIKYBaHHs Ta 3aMo0iraHHs BUHUKHEHHIO
YCKJIaJIHEHb HEOOX1AH1 MOCTIMHUI MOHITOPHUHT 1 JIIKyBaHHS XBopoOu. Takum 4m-
HOM, JIUISI MEUYHHUX TPAIliBHUKIB BKpail BAXKJIMBO 3HATH MPO O3HAKU 1 CUMITTOMU
®KYVY Ta HamaBaTH CBOEYACHY 1 BIAMOBITHY JTOTIOMOTY ITOCTPaKIATHM.

DEeHUIKETOHYPII0 MOXkKHA KJIacU(IKyBaTH 3a TPhOMa OCHOBHUMH KaTeropisi-
mu: kinacuuna OKY, Bapiantna OKY ta ne-OKYV rinepdeninananinemis (ne-OKY
['®A). Knacuuna @KV € HaiiBaxx4or0 GopMOI0 3aXBOPIOBaHHS 1 CIPUYMHEHA Jie-
¢binuTom abo BIACYTHICTIO (heHUIATAHIHTIAPOKCUIIA3U, IO MPU3BOIUTH 10 HAKO-
nuYeHHs QeHlnananiny B kpoBl. Lls popma @KV BuMarae cyBoporo 10TpuUMaHHS
nietu 3 ooMexxeHHsM DE, nomoBHeHOT MeTMUHOIO (HOPMYIIOI0, IO MICTHThH aMiHO-
KHCJIOTH Ta IHIII MOKMBHI PEYOBUHH, 100 3aMoOIrTH HAKOMMYEHHIO TOKCUYHHMX
pIBHIB (pEHIAIaHIHY.

Bapiantna ®KVY — Ginbin sierka ¢opma 3aXBOPIOBaHHS, CIPUYMHEHA YacCT-
KOBHM JediuutoM QeHinananinrigpokcunasu. Jlrogu 3 Bapiantom ®KY maroth
BUIIMI piBeHb (eHINaNTaHIHy B KpOBI, HI)K 3BUYalHA MOMYJIAIs, ajle He MOTpedy-
I0Th TaKOi CyBOPOIi JI€TH, SIK Ti 3 KinacuuHoo OKVY.

He-®KYV rinepdeninananinemis ('®A) — e ctan, npu SKOMY JIOIH MAlOTh
BHUCOKHI pPiBEHb (PeHUIANIaHIHy B KPOBI, ajie HE MAIOTh TAKUX K€ T€HETUYHUX MY-
Talll, K y TUX, XTO Ma€ knacuuHuii ado BapiantHuil O®KY. g dopma ['DA, sk
MpaBuiIo, € M AKIIOK 1 MOXE He MOTpeOyBaTh OyIb-SIKHX TIETUYHUX OOMEKEHb
a00 MeIMKaMEHTO3HOTO JIIKYBaHHSI.

Knacudgikariss ®KY 6azyerbcs Ha TEHETUYHUX MYTaIliiX, 10 JIEKAaTh B OC-
HOBI, 1 TSDKKOCTI 3axBoproBaHHsA. Posyminns pizHux popm OKVY € BaxmmBum aiis
TOYHOI A1arHOCTUKH Ta BIAMOBIAHOTO JIiKyBaHHs. JlikyBaHHs kiacuyHoi OKVY Bu-
Marae JoBIYHO1 JieTu 3 oOMexxeHHsIM DF Ta perenbHOro MOHITOPUHTY PiBHS ¢e-
HinanaHiHy B kpoBi. HaBmaku, moau 3 Bapiantom @KV ta ne-OKY HPA moxyTh
noTpeOyBaTH MEHII CYBOPHX JIIETUYHUX OOMEKEHb 1 MOXKYTh HE MOTpeOyBaTH Me-

JUYHOTO JIIKYBaHHSI.
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Moxna Buaumtu Tpu npuunan OKVY: nedimut abo BiACyTHICTH (eHlnana-
HiHTiIpoKcuia3u (peniakeronypis tuny I, knmacuuna ®KVY), BiacyTHICTh Kodak-
Topa terparigpodiontepuny (BH4) (deninkeronypisa tumy II) 1 nedextu tpancmo-
pTy (deHinananiny B KmituHi (deniakeronypis tumy III) [18, ¢.94].

OKYV € cknagHuM po3iagoM 13 pi3HUM CTYNEHEM TsDKKOCTI Ta oTpelye 1H-
JIMBITyaJIbHOTO JTIKYBaHHS Ta JiKyBaHHs [ 18, €.94].

JlikyBanusa ®KVY nepenbayae cyBope TOTpUMaHHS AIETH 3 HU3bKUM BMICTOM
deninananiny, sika MOX€ JOMOMOITH 3amoOIrTH HAKONMUYEHHIO (eHlTalaHiHy B
opranizmi. s niera 3a3Buyail mependavae yHUKaHHS MPOAYKTIB 3 BUCOKUM BMiC-
TOM OlJIKa Ta CHOKUBAHHS CIIEIiaIi30BAaHUX JIKYyBaJbHUX MPOJYKTIB 13 HU3BKUM
BMICTOM (peHUIananiny. PaHHe Ta mociJOBHE JIIKyBaHHS MOXE JOMOMOITH 3aI0-
OIrTH PO3BUTKY CHUMITOMIB 1 CHPUATH HOPMAJIbHOMY PO3BUTKY IMOCTPaXKAAIUX
oci0. KpiM Toro, peryisipHuii MOHITOPUHT piBHS (peHLIaIaHIHy B KpPOB1 Ta AOTPH-
MaHHS MPU3HAYEHOTO IJIaHy JIKyBaHHS € BXKIMBUMHU TSI JikyBaHHs OKYVY.

®eninkeronypis (PKY) — 1e reHeTHuHE 3aXBOPIOBAHHS, MOB’SI3aHE 3 JiE-
binuToMm depmeHTy deHuTananiH-4-riapokcuiiazu abo Horo kodakTopa TeTparii-
POTIONTEPUHY, 110 TPU3BOAUTH J0 HAKOMMYEHHS (eHIaTaHIHy Yy KPOBI Ta TKaHH-
Hax. IcHytorh pizHi Tunu OKYVY, Brmouaroun BapiantHy PKVY, sika cnpuumHeHa
yacTKOBUM nedinutom depmenty. L dhopma 3aXBOprOBaHHS XapaKTEpU3YEThCA
HIKYMMH PIBHSIMH (DeHUIaNaHIHy B KPOBI, MOPIBHSHO 3 KiacuyHoo DKV, 1 Mmoxe
TPOSBIISATUCS OUTBII JJSTKUMH cuMIiToMami [ 16,€.82].

Cumnromu Ta ¢izuuni mposiBu @KV MoxyTh BIAPI3HATHCS 3aJI€XKHO BiJ] TA-
KKOCTI einuty pepMeHTy Ta BiKy, KOJIM BIH movaBcs. PaHHI 03HaKM 3aXBOpIO-
BaHHS MOXYTh BKJIIOYAaTH OJIOBOTY, JAPATIBIMBICTH Ta €k3eMy. be3 JiKyBaHHS
OKY Moxe mpu3BEeCTH 0 PO3YMOBOI BIJICTAJIOCTI Ta IHIIMX HEBPOJIOTTYHHUX
yCcKiIaaHeHb. Y neskux Bumnagkax OKY moxe mposBiasTHCS pyXOBUMHU PO3JIaTaMH.
Hiarnoctuka ®KV 3a3Buyail BkiIroYae BUMIpIOBaHHS PiBHA (DEeH1JIaTaHIHy B KpOBI
Ta Cceul, @ TAKOK T€HETUYHE TECTYBAaHHS.

JlikyBanHs Ta nikyBaHHa @KV 3a3Buuail BKItOUa€e CyBOpY JI€TY 3 HU3BKUM

BMICTOM (DeHINIaNaHiHy, SKa MOXE JOMOMOTTH 3aro0irTH HAaKOMWYeHHI0 (DeHisia-
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JaHIHY Ta 3HU3UTU PU3UK HEBPOJIOTIUHUX yCKIaAHeHb. g miera nepenbdayae yHU-
KaHHS TPOAYKTIB 3 BUCOKMM BMICTOM OlJIKa, TaKUX SK M’sico, puba Ta MOJIOYHI
IPOAYKTH, 1 CIIOKUBAHHS CIELiaJbHUX NPOAYKTIB 3 HU3BKUM BMICTOM OliIka. Y
JeSKUX BUMaaKax JJIsl 3a0€3MeUeHHs aJICKBaTHOTO XapyyBaHHS MOKe 3HaJOOUTHCS
JIOTIOBHEHHSI aMIHOKHCIIOTHUMH CyMilllaMu. PeryisipHuil MOHITOPHUHT piBHS (eHi-
JaaHiHy Ta MOCTIHHUN MEIUYHHA KOHTPOJbh TaKOXX BakIuBi miist ocio 3 OKYV.
[Ipu HanexxHOMY JIIKYyBaHHI Ta JiKyBaHHI Jitoau 3 ®KY MoxyTh BECTH 310pOBE Ta
MOBHOITIHHE XHUTTSA [25,C.17].

Oeninkeronypia (OKY) — e cnankoBe mopyuieHHs METaboII3My aMiHO-
KHCJIOT, 110 MPU3BOAUTH JI0 HAKOMHMYEHHS (eHljallaHIHy B KpoBl1 Ta MO3Ky. BBa-
YKAETHCSI, 110 HEUPOJAETEHEPATUBHI MpoIecH, 1o cnoctepiratotbes npu OKY, Bu-
KJIMKaH1 AediIUTOM HeHpOMeniaTopiB uepe3 BIIHOCHE 3HUKEHHSI CUHTE3y TUPO3H-
Hy. ®KV 3a3Buyail 11arHOCTYIOTh Y HOBOHAPOJKEHUX 3a JOIMOMOIOI0 TECTYy Ha
I’ ITKOBUI YKOJI, SIKUW TPOBOSATH Y MOJOrOBOMY OYJIMHKY Ha IT'SITUW I€Hb HKUTTS
nuTUHU. TecT BUMIpIO€E piBeHb (eHIJalaHiHy B KPOBI, 1 AKIIO BiH BUSBIISIETHCS BU-
COKHUM, HEOOX1HE 10AaTKOBE JIarHOCTUYHE TECTYBaHHS.

bes nikyBanua ®KY moxe npuszBectd 10 po3yMoBoi Bijacranocti. Judepe-
HUIAHY JIarHOCTHKY MPOBOJATH 3 IHIIMMU METaOOJIYHUMHU 3aXBOPIOBAHHSIMH,
BKJIFOYAIOYH raJJaKTO3EMII0, BPOJIKEHUH TINOTUPEO03, TinepypuKeMito. JiarHocTuka
®OKYVY y HOBOHApOKEHUX MOXKE OyTH CKJIQJIHOIO, 1 OCHOBHI KJIIHIYHI O3HAKH, SKI
MOKYTh MPHU3BECTH O MiO3PH Ha 3aXBOPIOBAHHS KPOBI Y AWTHHU, BKIIOYAIOTh
MO3UTHUBHUM CIMEITHUI aHaMHE3 Ta aHOMaJIbHI HEBPOJIOTIYHI CUMIITOMH.

JlikyBannss ®KVY BumararoTh TpUBaIOro, JOPOTOTO JIIKYyBaHHS, BKIIOYAIOUH
creniajgbHy MEAUYHY JI€TYy, sika OOMEXye CIOXKMBaHHA (eHlnanaHiHy. MenuuHe
toBapuctBo YKIIKY 30cepemkeH0 Ha OCHOBHUX €Tanax HaJaHHS MEOUYHOI J0-
MOMOTH MarfieHTkam 13 cuaapomom DKV matepi, y ToOMy 4uCii Ha Miaxomax J0
niarHocTuky Ta JikyBaHHs. Knacudikanis @KV 3anexurts Big piBHS (eHITaNaHIHY
B KPOBI 3 pi3HUMH (HhOpMaMU 3aXBOPIOBAHHS Ta PI3HUM PIBHEM TSKKOCTI. Po3ymo-
BOMY pO3BUTKY JiTel 3 @KY MokHa cripustu 4epe3 0COOUCTY AiSUIbHICTH 1 CIiB-

mpailto 3 gopociaumu. Jlikapi moBuHHI 1oTpuMyBatuch Koaekcy eTuku jikaps Yk-
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painu npu jikyBaHHI XBopux Ha DKV, 3abe3nedyroun HaJIeKHI MOJIE B3aEMO-

BIJIHOCHH M1X JIIKapeM 1 Mari€HTOM.

1.2. MeTa601i3M (peHiiaianiny B OpraHizmi

QeninangaHiH € HE3aMIHHOIO aMIHOKHCIOTOIO, SIKa BIIrpae BUPILIATbHY
poiib y CHHTE31 OiKa B oprai3mi. BiH He BUPOOJSETHCS MPUPOJIHUM IIISIXOM B
OpraHizMi, TOMy HOTo MOTpPIOHO OTpUMYBATH 3 JieTH. DeHlIaJaHIH B OCHOBHOMY
MICTUTBCS B MPOJYKTAaX, IO MICTATH O1JIOK, TAKUX SIK M’SCO, IITULISI, 0000B1, TOPIXU
ta Tpubu. Ile ogHa 3 AEB’ATH HE3aMIHHUX aMIHOKHCIIOT, sIKI OpPTaHi3M HE MOXKE
CHHTE3YyBaTH.

[Tpubnu3HO Tpu uBepTi ¢eHlIaNnaHiHy, M0 HAIXOIUTh B OpPraHi3M, TiJIPOK-
CITIOETHCSL hepMeHTOM (peHLIanaHiHrigpokcuiazor. Llei mpoiiec nmepeTBOpeHHs
Ma€ BHpIIIAJIbHE 3HAYEHHS Il BUPOOHMIITBA TUPO3UHY, SKUH HEOOXIIHMM IS
CUHTE3y HeWpomemiatopiB, Takux sk gaodamin. Jlodgamin Bigirpae Kiibka BaKIIu-
BUX POJIEH Y MO3KY Ta TiJli, BKIIOYAIOUH PEryJIIOBaHHS HACTPOIO, pyXy Ta MOTHBA-
mii.

[TepeTBOopeHHs QeHiNaNaHIHY B TUPO3UH Ma€ BaXKJIMBE 3HAUCHHS JIJIsI BUBE-
JIeHHSI HAJJIMIIKY (QeHutananiny 3 opradizmy. [Jediuut dpepmenty deninananin-4-
rigpokcunazu abo Horo kodakropa TETpariApoTIONTEPUHY CIPUUUHIOE HAKOIIU-
yeHHs (eHinananiny B opranismi [29, ¢.117-118].

deHUIaNaHIH HE TUTbKU HEOOXIHUMN I CUHTE3y OlJIKa, ajie TaKoX Bidirpae
BKJIMBY POJIb Y MOKPAIIEHHI KOHIIEHTpAIli1, TOCHJICHHI METaboJi3My Ta HOpMaJli-
3amii anetuty. OgHaK MiABUILEHUN piBEeHb (heHUIaJaHIHy B KPOBI MOXKE CBIIUYUTH
PO 3aXBOPIOBAHHS.

deHinaNaHiH TaKoX Oepe y4acTh Y BUPOOHUIITBI KIJTbKOX BaXKIMBUX TOPMO-
HIB, BKJIFOYAIOYH THCYJIIH 1 MEJIaH1H.

@deHiNaNlaHIH € HE3aMIHHOK aMiHOKHCIIOTOI, fKa BIAITpAa€ BUPIMIATHHY
poJib y cuHTE31 (Pi310J0TIYHO AKTUBHHUX CIOJIYK B oprasizmi. [louarkoBuil etan y

METa0OJIYHOMY NUISIXY (eHUTallaHIHy BKJIIOYA€ HOro MepeTBOPEHHS HA TUPO3UH
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iz aiero pepmMeHTy GheHuTalaHiHTiApokciasu. Lle nepeTBopeHHs, B mepiry uepry,
HEOOX1THO JUIs BUJAJICHHS HAJUIUIIKY (eHUIaJaHIHy, OCKIJIBKH BHUCOKI KOHIIEHT-
partii 1i€i aMiHOKHCJIOTH MOXKYTh OyTH TOKCHYHHMMH JUIs KiniThH. B oci0 31 cnan-
KOBOIO XBOPOOOI0 (PEHIJTKETOHYPIEI MOPYIIYETHCS NIEPETBOPEHHS (DCHUTAIaHIHY B
TUPO3HH, IO IPU3BOIUTH 10 HAKOTIMYEHHS (eHIIanaHiHy Ta 1oro MeTabomiTiB.

Tupo3uH, TPOAYKT TAPOKCUIIOBaHHS (PeHIIATaHIHY, € MOMEPETHUKOM IS
CUHTE3Y KUIbKOX BKJIMBHX CIIONYK, BKIIOUaOuu J10(aMiH, HOpaJApPEHaIiH Ta aj-
penainid. i kaTexonmaMiHK BIIITpalOTh BUPILIATIBHY POJIb Y PETYIISIII HEPBOBOI Ta
€H/JIOKPUHHOI CHCTEM, a TaKOX y PEeaKllii opraHi3My Ha ctpec. THPO3MH TaKoX
MOKe OyTH BUKOPUCTAHUU JJi1 BUPOOHMIITBA MEJIAHIHY, MITMEHTY, BIIANOBIAAIb-
HOTO 3a KOJIp IIKIpHU Ta Bojoccs. blIoOCMHTE3 MX CHONYK BiIOYBAETHCS YepPE3 HU3-
Ky (hepMEHTATUBHUX PEAKI(IN 32 YUACTIO KUTBKOX KIFOUOBUX (PEPMEHTIB.

Mertaboniynuii nuiax ¢eH1aiaHiHy BKIIOYA€E KiJIbKka (pepMEHTAaTUBHUX pea-
KII1#, iK1 He0OX1H1 ISl CUHTE3Y (1310JIOTTYHO aKTUBHUX CIONYK. B 0oci0 3 denin-
KETOHYPI€I0 aKTUBYIOTHCS BTOPUHHI NIUISAXU MeTabo13My deHianaHiny, o npu-
3BOJIUTH 7O YTBOPEHHSI META0OJITIB, IKUX HEMa€ y 3710poBux mtoaei. L1 merado-
JITU MOXYTh MaTH TOKCHYHY JIIF0 Ha OPTaHi3M, CIIPUSIOYHA PO3BUTKY HEBPOJIOTIU-
HUX 1 KOTHITUBHUX TNOpyuieHb. MeTtabomiyauil nuiax (eHinanaHiHy TICHO
MOB’SI3aHUM 3 1HIIMMHU HUIIXaMU METa0oJ13My aMIHOKHCIIOT, BKIIOYatOYu O10CHH-
Te3 ajaHiHy 3 mipyBaTry. Po3yMiHHS MeTa0o0uyHOTO NUIIXY (PeHlTalaHiHy Ma€ Ba-
YKJIMBE 3HAUCHHS JJIs JIarHOCTUKH Ta JIKYBaHHs CIaJKOBHUX 3aXBOPIOBaHb, TAKUX
sk heninkeTonypis [48, €.220].

Tuposunemist € THIIMM PO371aI0M, MOB'sI3aHUM 3 METab0I3MOM (heH1IaNnaHi-
Hy. TUpo3uH BUPOOJIAE€THCA B pe3yJibTaTi MeTabo13My (eHIaNaniHy 1 HeoOXiI-
HUHW 711 BUPOOHUIITBA MEJIaHIHY Ta KarexoJjiaMiHiB. Jedirut meTabomizmy Tupo-
3MHY MO€ MPU3BECTHU JO KUIbKOX (POPM TUPO3UWHEMII, BKIIFOUAIOUH THUPOIUHEMIIO
tuny I, sika cnpuunHeHa aediruTom depMeHTy (pymapuiianieToareTaTriapoasu,
Ta TUpo3uHeMito Tumy Il, sika cnpuumHeHa aedekToM (HEPMEHTY MEUIHKH, SKHMA

KaTaJli3y€e MOYaTKOBI CTa/il po3UIeIeHHs TUPO3uHy. CUMIITOMU TUPO3UHEMIT MO-
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’KYTh BKJIFOUATH TIOIITKO/KEHHS TIEYiHKU Ta HUPOK, IHTENIEKTyaJIbHy HEJIOCTaTHICTh
Ta MABUINCHUN PU3HUK PaKy IMEUIHKHU.

AJKanTOHYpis € PIAKICHUM T€HETUYHUM PO3JIaZioM MeTabounizmy (eHinana-
HiHy. lle Bukiukano nedirurom ¢GepMeHTy roMoreHTu3aT 1,2-I10KCUTreHasu, 110
PU3BOJIUTH O HAKOMMYEHHS TOMOTEHTU3UHOBOI KUCIOTH B OopraHizmi. CUMITOMU
aJIKATOHYpli MOXYTh BKJIIOYATH MOTEMHIHHA ceul, Olb y Cyrjio0ax i apTpur.
Exckperlliss TOMOT€HTU3WHOBOI KHCIOTH TIPU aJKanTOHYPii 30UIBIIYEThCS TICIs
BBeJICHHS (heH1anaHiny 1 TUpO3uHy. JIikyBaHHS ajJKanTOHYpii MepeBaKHO CHUMII-
TOMAaTUYHE, 3 YCYHEHHSIM OOJIIO Ta XIPypPriuyHMM BTPYYaHHSM 13 3aMiHU CyrJi00a,

SKIIIO HEOOX1THO.

iacymok.

Poznanu, nos’g3aHi 3 MeTabo13MOM (peHUIaNaHIHy, MOXKYTh MaTH 3HAUHHIA
BIUIMB Ha 3/I0pOB’S JIOJAMHU, BUKJIMKAIOYN HU3KY CUMIITOMIB 1 yCKJIaJHEeHb. PaHHs
JIarHOCTHKA Ta BIJANOBIJHE JIIKYBaHHS MalOTh Ba)KJIMBE 3HAUEHHS Ul JIIKYBaHHS
X pO3JadiB 1 3amoOiraHHs JOBrOCTPOKOBUM TIpoOsieMaMm 3i 310poB’sM [42,
c.3716].

JlixyBaHHS Ta Mpo(UIaKTUKA PO3JIaiB, OB’ A3aHUX 3 (PEeHITATIAHIHOM, YaCTO
BKJIIOYAIOTh OOMEXEHHS B XapyyBaHHI Ta mpuilom no0aBok. JlomiHyroue JiKy-
BanHs OKVY nependayae oOMexeHHs CIOXKXUBAHHS MPOIYKTIB, 10 MICTAThH (DeHi-
JaNaHiH, TaKuX K M’sico, pu0a, MOJIOUHI MPOAYKTH Ta Aesiki 3epHa. [lanientam
4acTO MPHU3HAYAIOTh CIEIAIbHO PO3pO0JIEHI MPOIYKTH 3 HU3BKUM BMICTOM OlJIKa
Ta (QeHinaNaniny s 3a0e3leueHHsl aIeKBaTHOTO xapdyBaHHs. KpiMm Toro, mms
HIATPUMKHU BIAMOBIJHUX PIBHIB B OpPraHi3Mi MOXKYTh 3HaJ00OUTHCS JOOABKU THPO-
3UHY Ta IHIIMX aMiHOKHUCIIOT.

PaHHe BUSBJICHHS Ta CKPUHIHT MalOTh BUpIIIANIbHE 3HAYEHHS JIJIs Tpodiiak-
TUKH Ta JIIKyBaHHS PO3JIaJIIB, OB’ A3aHUX 13 (peHinananinom. [IporpamMu ckpuHiHTY
HOBOHAPO/KEHUX MPU3HAYEHI JJI BUSBICHHS HEMOBJIAT, SIKI MOXKYTh MaTH 11 po-
37a/IM, 110 JT03BOJISIE PAaHHE BTPYYaHHS Ta JIiKyBaHHA. Lle paHHE BUABIIEHHS MOXKe

3armo0IrTH CEPHO3HUM YCKIIQTHEHHSM 37I0pOB’Sl, TAKHM SIK 1HTEJIEKTyalbHa HEI0-
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CTaTHICTh, 3aTPUMKa PO3BUTKY Ta MOILIKOHKEHHS MEYiHKU. PerynspHuil MOHITO-
PHUHT piBHSA (PeHINTaNTaHIHY B KPOBI TaKOXX BaXKJIUBHM JJIsI TOTO, 1100 MepEeKOHATHCH,
IO JTIETHYHI OOMEXKEHHs Ta XapuoBi M00aBKH €(EKTHUBHI B JIKyBaHHI PO3Jay
[23,c.52].

HoBi MeTonu nmikyBaHHSI pO37ajiB, MMOB’sI3aHUX 3 (PeHIIATaHIHOM, BKIIIOYa-
I0Th TEHHY TEpaIliio Ta TPaHCIUIAHTALlIO0 TenaTouTiB. [ eHHa Tepamis nependadae
BBEJICHHS B opraHi3M (yHKIIIOHaIbHOI Kol reHa PAH nis BigHOBJIEHHS HOpMa-
JpHOTO MeTaboni3My (QeHinanaHiHy. TpaHCIUIaHTAIllsl TemaToIUTIB Iependavae
TPAHCIUTAHTAIIIIO 370POBUX KIITHH TEYIHKKM B OPraHi3M 3aMiCTh IMOUIKOKEHHX
a00 HeyHKIIOHYOUMX KmTHH. Ll MeTonu JiKyBaHHS IOKa3ajd NMEPCHEKTHUBY B
KJIIHIYHUX BUMIPOOYBAaHHAX 1 MOXKYTh 3aIIPOIIOHYBAaTH HOBI BAPIAHTHU sl HALIEHTIB
13 po3najgaMu, MoB’si3aHuMU 3 deHinananiHoM. OIHAK JyIsl BU3HAYCHHS iX O€3MeKu
Ta ePEeKTUBHOCTI HEOOX1/IH1 0JJATKOB1 JOCIIII>)KCHHS.

OT1xe, MiKyBaHHS Ta Npo@uUIaKTUKa PO3JaaiB, OB’ sI3aHUX 3 (PeHITaTaHIHOM,
nepeadayae MoeaHAHHS TIETUYHUX OOMEXEHb 1 J0OABOK, paHHBOTO BUSBJICHHS Ta
CKPUHIHTY, @ TAKOX HOBHUX METOIB JIIKyBaHHS, TAKMX SIK T€HHA TEepaIlisl Ta TPaHC-
TUTAHTAITS TeNaTONUTIB. PerysipHuii MOHITOPUHT 1 KOHTPOJIb PiBHS (PeHITAIaHIHY
B OPraHi3Mi € BaXJIMBUMU JJIsl 3aM00IraHHSl CEpHO3HUM YCKIIAJIHEHHSIM 3]I0pOB’S

Ta MOKPAILIEHHS SKOCT1 KUTTS MAII€HTIB 13 IMMU PO3JIaIaMHu.

1.3 Kuiiniuni nposiBu Ta Hacaiaku QeHisikeToHypii

PesynbraTom GioXiMiYHMX mpolieciB, Mo’ s3anux 3 ®KY, € HaKkonmU4YeHHS TO-
KCUYHUX TOOIYHMX MpOayKTiB. OCTaHHE, MOXKE MPU3BOJIUTU 10 PSIy KIIHIYHUX
MPOSIBIB, BKIIFOYAIOUM CHEIUGBIYHUN «MUIIAYui» 3amax, OMiAicTh MIKIpH Ta OYeH,
NopyuIeHHs (I3UYHOTO Ta MCUXIYHOTO PO3BUTKY. KpiM TOTO, BBaXKa€ThCS, 0 HEM-
poJieTeHepaTUBHI MPOLECH B MO3KY BUKJIMKaH1 e(IIUTOM HEMpPOMEIIaTopiB Yepes
BITHOCHE 3HMKEHHS TUPO3UHY. 3aleKHO Bia TsHKKOCTI Aediuuty AL MoxyTh BU-
Hukatu pi3Hi popmu OKV. i popMu BUALISAIOTECA HA OCHOBI BIICYTHOCTI (hepme-

HTY, IKHI Oepe y4acTh y IpoLEeC] NepeTBOpeHHs (eHITaIlaHIHy B TUPO3UH.
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Kuinigai npossu @KY MOXKyTh BapitoBaTUCS 3aJ€KHO BiJ TSYKKOCTI 3aXBO-
pIOBaHHS Ta BIKY, KOJIM BiH CTaBcA. Y TOM 4yac sIK CKPUHIHT HOBOHAPOHKEHUX MO-
xe BusBUTH OKVY Ha panHiil cTajii, CAMOTOMU MOXYTb OyTH OYEBUAHUMHU JIUILIC
mi3Hime B KUTTI. 1[I cMMOTOMH MOXXYTh BKJIIOUATH TIMEPAKTUBHICTH, aHOMAJIl Ha
enextpoennedanorpami (EED), emientuyHi Hamagyu Ta TPYMHOII 3 HAaBYAHHSM.
KpiMm Toro, 3 6-MicSYHOrO BiKy MOXKE CIIOCTEpIraTHCS BiJICYTHICTH MIrMEHTAIll
HIKIPH, BOJIOCCS, Palily’KHOT 0OOJIOHKM OYel, a TAKOXK MPOSBHU aTOMIYHOIO JAepmMa-
TuTy. Po3po0ka yHi()IKOBAHOTO KIIIHIYHOTO MPOTOKOJIY HAaJaHHS MEIUYHOI JOIO-
Moru xBopuM Ha OKYV Ta 1H111 rinepdeniianaHiHeMIl € BaXJIMBUM 3aBIaHHSIM, SIKE
JIOTIOMO’K€ KOHTPOJIIOBATU KIIIHIYHI MPOSBHU 3aXBOPIOBaHHs. PO3yMiHHS reHeTHd-
HuX 1 OloximMiyHux npuunH @KV € BaxmuBuM 1711 €()EKTUBHOI M1arHOCTUKU Ta
JIKYBaHHS IIbOTO META0OIYHOTO PO3Ialy.

Kiiniuni nposisu @KY MoxHa po3auMTy Ha (13UYHI Ta KOTHITHUBHI Ta IO-
BeniHKOB1 cuMmntoMu. ®Dizuuni cumnrtomu OKVY BkitouaroTh ONiICTh MIKIPU Ta
ouell, XapakTepHUl «MUIIayui» 3amax, NOpYyIIEHHS (I3UYHOTrO po3BUTKY. L1
CUMIITOMM TOB’sI3aH1 3 HAKOMMYEHHSAM (DeHUTaJIaHIHy Ta MOro MOOITYHUX MPOIYKTIB
B OpraHi3Mi, 1110 MOXKE 3aBaXkaTh HOPMaJibHii poboTi kiituH [32,€.29].

KoruituBHi Ta moBeaiHkoBi cumnroMu OKVY 3yMOBIEHI TOKCUYHOIO I€HO
(deHinana”iHy Ha MO30K. PaHHIM CHMIITOMOM 3aXBOPIOBAHHSI € OJIFOBOTA, SIKY MO-
YKHA TIPUIHSATY 3a 1HII CTaHH, TaKi K CTEHO3 MIJIOPUYHOTO BiAUTY. [HIIN KOTHITH-
BHI Ta MOBEIHKOBI CUMITOMHU MOXYTh BKJIIOYATH MiJBUIIEHY APATIBIUBICTh, €K-
3eMy Ta 3aTPUMKY PO3BHUTKY. 3a BIJICYyTHOCTI JiKyBaHHA Hacmiaku OKY mMoxyTs
OyTH CeplO3HUMHM Ta BKJIIOYATH HEBUJIIKOBHY PO3yMOBY BIJICTANICTh, ICUXiaTPHU-
Hl CUMIITOMH, PYXOBI pO37aJl Ta XBOPOOJIUBY MOBEAIHKY. TSKKICTh 1HBAJIIIHOCTI
BIJTUBAE Ha JIOBTOMNITTS, 1 OYIKyBaHa TPUBAJICTh XKUTTS Ma€ TEHACHIIIIO 0 3MEH-
IIEHHS 31 30UIBIICHHSIM TSXKKOCTI 1HTEJIEKTYaJIbHOI HEIOCTaTHOCTI.

HiarnoctuuHe TectyBaHHs Ha @KY mpoBOAUTHCS HUISIXOM CKPUHIHTY HOBO-
HApOJKEHUX, KU BKIOYAE aHAJI3 KPOBI, 1[0 BUKOHYETHCS OJpa3y IMICIs Hapo-
okeHHs. Llel Tect BUMIpIoe piBeHb (eHIJaNaHiHy B KPOBI Ta MOXe 17eHTU(IKYyBa-

TH HeMOBJAT 13 @KV 110 mosiBM KIIIHIYHUX CUMIITOMIB.
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MomnekynspHa J1arHOCTHKA TaK0X MOKJIMBA K JJI MPEHATaIbHOI, TaK 1 s
MOCTHATAJIbHOI JIarHOCTUKU. PaHHS J1arHOCTHKA Ta JIIKyBaHHS MalOTh Ba)KIHBE
3HAYCHHS JJIS 3aM100iraHHs KIITHIYHUM TposiBaM Ta Hacligkam OKVY.

OnrtumanbHe JIKyBaHHS nepeadadae 3HKECHHS piBHA (DeHinanaHiny 10 0e3-
MIEYHOTO PiBHS Ta MOCTIMHUN MOHITOPUHT Xap4uyBaHHS Ta KOTHITUBHOTO PO3BHUTKY.

BaxxnuBum 3aBHaHHSAM € po3poOKa YHiI(PIKOBAHOTO KIIHIYHOTO MPOTOKOITY
HaJlaHHS MeAU4HOi JoroMoru xBopuM Ha DKV Ta iHmi dhopmu rinepdeninanaxi-
HeMii.

HenikoBana ¢eninkeronypis (PKY) moxke npusBecTH 10 IHTEIEKTyalbHOL
HEJ0CTAaTHOCTI Ta KOTHITUBHUX MOPYILIEHb, 30KpeMa:

- Huspkuii 1Q;

- [lopyiieHHs: B HaBYaHHi;

- [lorana mam'siTh 1 KOHIIEHTpAILis;

- 3aTpuMKa MOBJICHHEBOTO PO3BHTKY [ 35, C.255].

L1 HemoMiKM MOXKYTh MaTH 3HAYHUI BIUIMB Ha 3JIaTHICTH JIIOJAWHHU (PYHKIIIO-
HYBAaTU CaMOCTIIHO Ta BECTH IMOBHOL[IHHE XKHUTTH.

Kpim xorHiTUBHUX MOpyIIeHb, HeNikoBaHa DKV Takok MOke CIIpHUYUHIOBA-
TH TOBEIHKOBI 1 ICUX1YHU po3niaau. Ll mopyiieHHss MOXYTh BKIIOYATH:

- Cunapom aediuuty yBaru 3 rinepaktuBHicTio (CAYT);

- TpuBora i nenpecis;

- Arpecis Ta iIMIyJIbCUBHICTb;

- [IcuxoTH4HI CUMOTOMH.

HenikoBana ®KVY Takoxx MoOXe MPU3BECTH 10 (PI3MUHUX YCKIATHEHB 1 PH-
3WKIB 1151 310pOB’°sl. BOHM MOy Th BKJIFOYATH:

- llIxipHi BUCHITaHHS Ta €K3EMa;

- Cyziomu 1 Tpemop;

- [lopy1ienHs xo1u Ta pyxiB;

- [ligBuImeHnit pU3MK 0CTEOMOPO3Y Ta MEPETOMIB KICTOK.

L1 gi13uuH1 yCKIaJHEHHS MOXKYTh 111€ OLIbIIEe TOCHIATU MPOOJIEMH, 3 IKUMU

ctukarThes moan 3 OKVY, yckinagHo4n miarpuMaHHs XOpOIIOTO 3/I0pOB’S Ta
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AKOCT1 XKUTTA. ToMy Iy>Ke BaXJIMBO JiarHocTyBatu Ta JikyBatu ®KVY skomora
pasiiiie, o0 3ano0IirTH MM HACiKaM 1 MOKPAIUTH Pe3yabTaTh I 0cio 13 po3-
JaJI0M.

Ocnogne nikyBanHs ¢enunkeronypii (PKY) nependauae cyBopi oOMexeHHs
B Xap4yBaHHI Ta nmpuiiom q00aBok. Yci namientu 3 ®KY moBuHHI 10TpUMYBaTHCS
CHeLiaIbHOI JIETH, sIKa 0OMEXy€e CIOKUBAHHS (PeHITaNaHiHy MPOTITOM MPHUHANM-
H1 iepuux 16 pokiB XUTTs. JlieTa MOBUHHA BKJIIOYATH MPOIYKTH 3 HU3BKUM BMiC-
TOM O11Ka Ta aMiHOKHUCIJIOTHI T0OaBKU 17151 3a0€3MeUeHHs aJIeKBaTHOTO Xap4yyBaH-
Hs. [lamieHTaM TakoX BaXKIIMBO PO3PaxOBYBaTH JI0OOBY HOPMY CIIOKUBaHHS OlKa
1 Opatu 3 c00010 B yCI MOI3/IKU Ta MOAOPOXKI CHEIialbHI TPOIYKTH 0€3 BMICTY O1J1-
Ka. JloTpumaHHs 111€1 Al€TH Mae BUpINIaIbHE 3HAYCHHS JJIs1 3aM00IraHHs KIIHIY-
HuM mposisaMm DKV, TakuMm sk po3ymMoBa BIJACTANICTh 1 3aTpUMKa PO3BUTKY
[47,c.8].

Ha nonatok no aietnynux oomexeHsb, s JikyBaHHI OKY MoxyTh BUKO-
PUCTOBYBATHUCS JIIKM Ta 1HIII TeparneBTH4HI MeToau. i MeToau JikyBaHHS Bce IIIe
nocipKyoThea. [Ipote ocHoBHMM JikyBaHHIM DKV 3anumiaetbcs oOMexKeHHS
€T, Y NesKUX BUMAJKaX JIKU MOXKYTh BHUKOPHCTOBYBATHUCS JIS JOMIOBHEHHS
JETU Ta 3HWKEHHS PIBHA (peHITaJIaHIHy B KpOBI. [HIIII METOIU JIIKyBaHHS, TaKl SIK
KOPEKLIsl KOTHITUBHUX Ta MOBEAIHKOBUX PO3JIaJIiB, TAKOK MOXYTh BUKOPUCTOBY-
BaTucs JIs miATpUMKH narieHTiB 3 @KV ta ixHix cimei.

[Tonanpine ciocTepeXeHHs Ta MOHITOPUHT € BUPIIIAIBHUMHU JIJIsl TIAIIEHTIB
3 OKVY. Perynsipanii MOHITOpUHT DPiBHS (DEeHUIAJaHIHYy B KPOBI HEOOXITHHM s
TOTO, 00 TEPEKOHATHCS, 10 MAIIEHTH JOTPUMYIOTHCS CBOIX JTIETUYHHX OOMe-
E€Hb, 1 MPU HEOOXIAHOCTI CKOperyBaTH JiKyBaHHS. llalieHTH TakKo>X MOBUHHI
MIPOXOJIUTU PETYIISAPHI MEUYHI OTJISIN JJII MOHITOPUHTY OYyIb-SIKUX TIOTCHIIIHIX
yCKIIaAHEeHb 3axBoproBaHHs. Kpim Toro, BeneHHs peectpy naiieHTiB 3 PKY moxe
JIOTIOMOTTH TapaHTyBaTH, 1110 BOHU OTPUMAIOTh BIJMOBIIHUMN JIOTJISIA 1 TIATPUMKY.
Po3pobka yHiikOBaHOTO KIIIHIYHOTO MPOTOKOJIY MEJIMYHOI JTOTTOMOTH XBOPUM Ha
OKVY € BaXJIMBUM 3aBAaHHAM JJIs1 3a0€3ME€UEHHS MOCTIMHOTO Ta €()eKTUBHOIO JIi-

KyBaHHsI MAIlIEHTIB.
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1.4. CyyacHi MeTOaM JiarHOCTHMKH BPOJKEHUX MOPYILIEHb MeTa001i3My

Bpomxkeni poznagu Meraboinizmy (BPM) BiZHOCSTHCS 10 TPYNH TEHETUYHUX
po3JajiB, SKI BIUIMBAIOTh HA 3JIaTHICTh OpPraHi3My MEpepoOIsSaTH KOMIIOHEHTH 1Xi,
10 MPU3BOJUTH A0 HAKOMMMYEHHS TOKCUYHUX PEUYOBUH B opraizmi. BPM mMoxyTh
Oyt cnpuurHeH1 Jedpexkramu epMeHTIB, TPAHCTIOPTHUX OLIKIB a00 IHIIMX BaX-
JUBHUX MOJICKYJI, SIKi OEpYyTh y4acTh y MeTaboIiuyHuX nuisxax. L pos3naau MoxyTh
BILUIMBATH HA PI3HI META0OIYHI NUIAXHU, BKJIIOYaOYM OOMIH aMIHOKHUCIOT, BYTIJIE-
BOJHUM OOMIH 1 JIMITHAN OOMIH.

Panns miarnoctuka BPM mae BupimaibHe 3HaueHHS JUisl €()eKTUBHOTO JIi-
KyBaHHsI Ta JIIKyBaHHS ypakeHuX oci0. IcHytoTh pizHi Tunu BPM, 1 koxkeH Tum
BUMAarae Crenu(piuyHux T1arHOCTUYHUX MiaxoaiB. Hampuknan, iMyHOreHeTHYHUM
METOJ] MOK€ OyTH BUKOPUCTAHUU JJIsl IIATHOCTUKHU BPOHKEHUX IMYHOAC(PIIUTHUX
cta”iB. Ha BiAMIHY BiJ IIbOTO, METAOOJIYHI PO3JIaaU, Takl sIK (EHUTKETOHYPIs
(OKY), MoxkyTh OyTH J1arHOCTOBAHI 3a JIOMOMOTOI0 MPOrpaM CKPUHIHTY HOBOHA-
POJDKEHUX, SKIi BUKOPHUCTOBYIOTh TECTyBaHHS IUIAM KpoBi. PaHHSA miarHOCTHKa
OKY Moxe TomoMOrTH 3amo0irtv abo 3BECTH /10 MIHIMyMY PO3BHTOK CEPHO3HUX
YCKJIaIHEHb, TIOB’3aHUX 13 IUMH pO3JaaMHu.

HeMoxM1BO mMepeoriHuTi BaKIMBICTh paHHBO1 AlarHocTUKH DKV, ocKifb-
KM T13HS J[IaTHOCTHUKA IIUX MOPYIIEHb MOXKE TMPU3BECTU JI0 TTOBHOTO MPOSIBY METa-
OO0NYHUX MOpYIIeHb Ta 1HBamiau3amnii. Kpim toro, neski ®KY MoxyTh npusBectu
JI0 XPOHIYHHX MPOTPECYIOYMX HEBPOJOTIYHUX PO3JAJiB, TAKUX SK IepeOpanbHui
napaiiy, SIKIIO iX He JiKyBaTu. ToMy BKpail BaXKJIMBO pO3pOOJISTH Ta BUKOPUCTO-
BYBaTH Cy4YacHI METOJM JIarHOCTUKH, K1 JTO3BOJISIOTH CBOEUYACHO T4 TOYHO BUSIB-
JISITU 111 TIOpYIICHHS. PaHHS NMiarHOCTHKA BUSIBJICHHS PO3JAAiB JI03BOJISIE TOTEpe-
JTUTU 200 MIHIMI3YBaTH PO3BUTOK CEPUO3HUX YCKIIAHEHb 3/I0POB’sl, OB’ A3aHUX 13
BPM [39, .5-6].

JliarHocTHKa BpOJKEHUX NopylieHb oOMiHy pedoBuH (BIIOP) tpamuuiiino

BKJIIOYA€ (PI3UYHUM OrJIsifl, Ta00OpaTOPHI TECTU Ta METOIM Bi3yauli3alli.

21



®di3uyHe 00CTEXKEHHS Tependayae OIIHKY 30BHIIIHBOTO BUTJISIY Ta Xapak-
TEPUCTUK JUTHHH, BKIIIOUAIOYM aHOMAaTii POCTY, PO3BUTKY Ta (yHKIIOHYBaHHS
OpraHiB.

JlaGopartopHi aHaji3M, Taki SK aHaJi3d KPOBI Ta c€Yi, MOXYTh JOTIOMOITH
BU3HAYUTH aHOMAaJbHI PiBHI MEBHUX PEUYOBUH B OpraHi3Mi, Ki MOXYTh CBIAUYUTH
po MeTaboIIYHUI po3ia.

Mertoau Bi3yaui3aliii, Taki sIK peHTT€H, KOMIT I0TepHa ToMorpadisi Ta MarHi-
THO-PE30HAaHCHA TOMOTpadisi, MOXKYTh HaJaTH JeTajdbHI 300pakKeHHS BHYTPIIIHIX
CTPYKTYp Tija, JOMOMaraloyd BH3HAYUTH OYJb-iKi aHOMalii, SIKi MOXYTb OyTH
MPUCYTHIMH.

OnxuM 13 HAWOLIBII 3HAYHMX JOCSTHEHb y niarHoctuili BPM e Bukopuc-
TaHHS Cy4aCHUX TEXHOJIOT1H, TaKMX K TaHJEMHa Mac-crekTpomerpid. L{g texHo-
JIOT1A J03BOJISE€ BUSBIATH HIMPOKHA CHEKTP METAOONIYHHMX pO3JaJiB B OJHOMY
aHaJITUYHOMY 3pa3Ky, 10 POOUTH ii IIHHUM IHCTPYMEHTOM JIJIsi PAHHBOI Ta TOYHOT
niarHocTuku. Kpim Toro, cydyacHi MeToau Bi3yani3allii cepliisi MOXYTh JaTH YsB-
JICHHS TIPO CTPYKTYPY Ta (PYHKIIII ceplis, AK€ 4acTO CTPa)XJaa€e BiJ METa0OJIYHUX
po3naziB. L{i cydacHi MeToau MIarHOCTUKU 3HAYHO TABUIIUINA TOYHICTH Ta edek-
TUBHICTb JllarHOCTUKU BPM, 103BOJIsII04UM paHHE BTPYUYaHHS Ta JIIKYBaHHSI.

HesBaxatouu Ha 111 TOCATHEHHS, BCE IlI€ ICHY€ 3HaYHUM HEAOJIK y BIpPOBa-
JUKEHH1 CyYaCHUX CTAHIAPTIB HAJaHHS MEIWYHOI IOTIOMOTH BariTHUM >KIHKaM 1
HOBOHAPOPKCHUM 13 BPO/DKEHUMH a00 CIAJKOBUMH 3aXBOPIOBAHHIMH. Tomy
BKpail BYKJIMBO IMPOJIOBKYBATH PO3POOKY Ta BIPOBAHKEHHS HOBUX 1 BIIOCKOHAJIE-
HUX MeToAiB miarHoctuku BPM. Tak, mpeHaTaigpHa JiarHOCTHKA 3a JOIIOMOTOIO
Cy4acCHUX METOJIIB MOKE JIOTIOMOI'TH J1arHOCTYBaTH aHOMaJIli PO3BUTKY IJI0JIa Ta
HaJaTH HEOOX1HY JOMTOMOTY y BHYTPIIIHBOYTPOOHOMY TEpioi. Xo4a TpaauIliiHi
Metoau niarHocTukd DKV 3a/uiiaroThesl BaXKIMBUMU, CyYacHI METOJU JiarHOC-
TUKW 3HAYHO TOKPAIIUIN TOYHICTh, €(PEKTUBHICTh 1 MIBUAKICTh J1arHOCTUKH, IO
MIPU3BEIIO 10 MOXKJIMBOCTI BTPYYaHHsSI Ha PaHHIX €Tamax Ta MOKpaIeHHS SKOCTI

Teparnii namieHTiB [22, €.73].
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CKpHUHIHT HOBOHAPOKEHUX € BUPIIIAIBHUM METOJOM J1arHOCTUKH BpO-
JDKeHuX nopyiieHb 00Miny peuoBuH (BITOP). KoMmiuiekcHe 00CTeKEHHST HOBOHA-
POJDKEHUX Ma€ Ha METI BUSIBJICHHS CITAJIKOBUX 1 BPOJKEHUX 3aXBOPIOBaHb. OTHUM
13 HAWIMOIIMPEHIINX METOJIB CKPUHIHTY HOBOHapokeHux Ha BPM € tannemua
Mac-CIEKTPOMETPis, sSKa JO3BOJISIE BUSBUTH IIUPOKHUHN CIIEKTP METAOOIIYHUX TIO-
pYILIEHb B OJHOMY aHAJIITUYHOMY 3pa3Ky. BusBieHHs poznaaiB MeTabomizMy Ha
paHHI#M cTajail A03BOJISE MOYATH JIIKYBaHHS sIKOMOTa IIBHIIIE, 3amoodirawoydd abo
MIHIMI3YIOUH MOKJIHMBI YCKJIAQIHEHHS TSI 3710POB A1

MosnekynapHO-TeHeTUYHE TECTYBAaHHS € 1€ OJHUM CYy4YaCHUM METOJIOM Jiia-
rHoctukn OKYVY. Lleit meron nependavae ananiz JJHK mronuau 11 BUSBICHHS Te-
HETUYHUX MyTallid ado aHOMajii, skl MOXYTb OyTH NPHUYMHOIO METa0OJIIYHOTO
posznanay. Lle# migxia crae Bce OUIBII MOMYJISIPHAM B OCTaHHI POKHU 3aBISKH PO3BH-
TKY TICPEIOBUX TEXHOJOTIH TEHETHYHOTO CEKBEHYBaHHA. MOJEKyIsIpHO-
TEHETUYHE TECTYBaHHS MOXKE 3a0e3MeYuTH OCcTaTo4Hy aiarHocTuky PKVY, nosso-
JISTIOYM CKJIACTH 1HJUBIyallbHI IJIAHU JIIKYBaHHS, CIIPSMOBaHI HA OCHOBHY T'€HE-
TUYHY puuuny [27, €.804].

Mertaboaomika — 11 Taiay3b, 10 IMIBUIKO PO3BUBAETHCS, 1 BKIIOYAE JOCITI-
JKEHHSI MaJIuX MOJIEKYJI a00 MeTa0oIiTIB, MPUCYTHIX y O10710T1YHUX 3pa3kax. Llei
MIJIX17] MOKHA BUKOPUCTOBYBATH I 1IeHTU(IKAIli MeTabOoIIYHUX Ol0MapKepiB,
MOB’SI3aHUX 3 PI3HUMH 3aXBOPIOBAHHSMU, BKJIIOYAIOYN BPOHKEH1 pO3JIau MeTabo-
J13MYy. AHaI3YI04d METaOOIITH, IPUCYTHI B O10JIOTTYHOMY 3pa3Ky JIIOJUHH, METa-
OoJoMiKa MOKe Ha/IaTH LIHHY 1H(QOpMAIlil0 PO OCHOBHI MeTabOII4HI IPOLIeCH, Ha
K1 MOXK€ BIUTMHYTH posnai. Lls indopmarriss Mo)ke JTOMOMOITH B JIarHOCTHIN Ta
mikyBanHi DKV, a Takox i1HPopMyBaTh Hpo po3poOKYy HOBUX CTpATETIH JIKY-
BaHHS.

Pannst miarHoctrka BpomkeHUX mopyuieHb oOMiHy peuoBuH (BIIOP) mae
BUpILIAIbHE 3HAYECHHS IS CBOEYACHOI MPO(IIAKTUKKU Ta JIIKYBaHHS I[MX CTaHIB.
CydJacHi METOJI JA1arHOCTUKHA MAIOTh PAJl TIepeBar nepej Tpaauiiiannmu. Hampu-
KJIaJl, CyYacHa JIarHOCTMKAa 3 BHUKOPHUCTAHHSM TEXHOJOTIi TaHAEMHOI Mac-

CIEKTPOMETPIi MOXKe 1IeHTU(IKYBaTH MHUPOKUN CIIEKTP METAOOIIYHUX MOPYIIECHB
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B OJHOMY aHAJITUYHOMY 3pa3Ky. Panns miarnoctuka BPM moske nomomortu 3a-
noOIrTH PO3BUTKY CEPHO3HUX YCKIIAJIHEHb, TAKUX SIK 1HTEJIEKTyallbHa HEIOCTaT-
HICTh, CYJOMH Ta HEBPOJOTIYHI MOIIKO/KEHHS. KpiM TOro, paHHe BUSBICHHS
BPM Ttakox MoOe JIOMOMOITH CIM’SIM NPUUHATH OOIPYHTOBaH! PIIICHHS MO0
MaiOyTHBOI BariTHOCTI. PaHO BUSBUBIIM MATOJIOTiI0, OATHKHU MOXYTh 3BEPHYTHUCS
3a BIAMNOBIJIHOIO MEIUYHOIO JOIIOMOI'OIO Ta 3MIHHUTH CIIOCIO KUTTS, 1[0 MOKE MOK-
PAaIlNTH AKICTh KUTTS quThHH [31,C.25].

He3Bakaroun Ha mepeBaru Cyd4acHHUX METOJIIB J1arHOCTUKH, ICHYIOTH 1 00-
MEXEHHS y IuX MeToaukK. {udepeniianbHa JlarHOCTUKA BPOKEHUX PO3JIaJIiB Me-
Ta0oJI3My 3 IHIIUMHU META0OJIYHUMHU 3aXBOPIOBAHHIMHU MOXKE OYTHU CKJIQJHOIO,
OCKUIBKH J€SKI CUMITOMH MOXKYTb 301ratucs. KpiMm Toro, nesiki po3jiagd MOXKYTh
MPOSIBJISITUCS JIMIIIE B OUTBII MI3HHOMY BiIll, IO YCKJIAAHIOE PAHHE BUSBICHHA. Y
JeSKUX BUIAJKaX BapTICTh CYyYACHHUX JIIarHOCTHYHUX METOJIB MOXKE OyTH HETOMI-
PHO BUCOKOIO, IO OOMEKY€ JOCTYIl A0 IUX METOMAIB JJIsl IeIKUX namieHTiB. Kpim
TorO, Neaki BPM MoxxyTh OyTH HEe BHUSBJICHI 3a JIOMOMOTOIO CyYaCHHUX JI1arHOCTH-
YHUX METOIB, IO MiAKPECITIOE HEOOXIAHICTh MPOIOBKEHHS JOCIIKEHb Ta 1HHO-
BaIliil y il ramysi.

[Mopanein mocnimxenus B aiarHoctuili GKY 3ocepemxeni Ha miABUIIEHHI
TOYHOCTI Ta JJOCTYIMHOCTI J1arHOCTUYHUX MeToAiB. Hanpukiazu, mporpec y yibTpa-
3BYKOBUX TEXHOJIOTISIX, TaKUX SIK enacTorpadis, Mo)Ke JOMOMOITH BCTaHOBUTHU
CTyniHb (10po3y MEUIHKHU, SIKUM € MOIUPEHUM YCKIAIHEHHSIM JEIKUX MeTabos14-
HUX PO37aaiB. [HII HATIPSIMKH JOCIIKEHb BKIIIOYAIOTh pO3pOOKY HOBUX OioMap-
KEpIB JJI1 PAaHHBOTO BUSIBIICHHS BPOJKEHUX PO3JIaJIIB Ta BUKOPUCTAHHS IITYYHOTO
IHTEJEKTY B METOJIaX J1arHOCTUKHU. Y CyBalOuud OOMEXEHHS CyYaCHUX J1arHOCTUY-
HUX METOJIIB 1 TMPOJIOBXKYIOYN BIPOBAHKYBATH 1HHOBAIIT B 111 TaJTy31, TOCTITHUKA
MOXYTh MIJBUIIUTA TOYHICTb 1 JOCTYNMHICTH AlarHocTuku KV 1, 3pemrroro, mok-

paIIUTU Pe3yJbTaTH JIJIs MAIIEHTIB Ta iIXHIX CIMEH.
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PO3I1J 2. JABOPATOPHI METOIHU JIAI'THOCTUKHA
®EHLIKETOHYPII

2.1. BioximMiuHi MeTOaM BU3HAYEHHSA PIBHA (PeHiJIaaHiHY B KPOBI

deninanaHid € HE3aMIHHOIO aMiHOKHCIIOTOIO, SIKa BIJIITPA€ KUTTEBO BaXKIIHU-
BY POJIb Y CHHTE31 OUIKIB, HEMpOMETiaTOPIB Ta 1HIIUX BaXKJIMBUX MOJIEKYJ B Opra-
Hi3Mmi. OaHak B oci0 3 deninkeronypieto (OPKY) opranizm He 37aTHUIT MeTabOIIi-
3yBaTu (eHUIaNaHiH, 10 MPU3BOJUTH JO MOr0 HAKONMUYEHHS B KpoBl. llel ctan
CIPUYMHEHUN TeHETUYHUM AedeKTOM, KU BIUIMBA€ HAa AKTUBHICTH (DEPMEHTY,
BI/IMOBIJAILHOTO 3a pO3LIEIJICHHs (heHUTaNIaHiHy. Y pe3yibTaTl IITH, HApOKEHI 3
OKYVY, NoBUHHI TOTPUMYBATHCS CYBOPOi AIETH 3 HU3bKUM BMICTOM (DEHIIaNaHIHY,
1100 3arMmo0IirTM HAKOMYEHHIO I[1€1 aMIHOKUCIIOTH B TXHI1H KPOBI.

BumiproBaHHs piBHsS (peHIJaNaHIHY B KPOBI Ma€ BHUpIIIAJIbHE 3HAYEHHS IS
nmiarHocTuku Ta JikyBaHHsS ®OKVY. Bucokuii piBeHb (peHLIaNaHIHY B KPOBI MOXKE
MPU3BECTH 10 KOTHITUBHUX MOPYIICHb, 3aTPUMKH PO3BUTKY Ta 1HIIUX CEPHO3HUX
npoOJieM 31 310poB’siM. ToMmy paHHe BusiBlieHHs Ta JiikyBaHHs1 KV e BaxxmuBumMu
JUTS1 3a100iraHHs UM yCKiIagHeHHsaM. [IporpaMu CKpUHIHTY /1J11 HOBOHAPOKEHUX
4acTO BKJIFOYAIOTh aHa3 KPOBI1 JUIsl BU3HAYEHHS piBHA (peHinananiny. Kpim toro,
pEryJsipHUIl MOHITOPUHT PiBHA (eHinananiny B oci6 3 ®KY Mmoxe gomomortu me-
pPEKOHATHUCS, 11O iX JIi€Ta Ta TIaH JIIKYBaHHS € €(pEKTUBHUMU.

bioxiMIuHI MeTOAM 3a3BUYall BUKOPUCTOBYIOTHCS ISl BUMIPIOBAHHS PIBHS
deninananiny B kposi. i MmeTonu mependadaroTh aHai3 3pa3KiB KPOBI /I BU3HA-
YeHHs! KOHIIEHTpalli (peHUIaIaHiHy 3a JOMOMOI'OI0 TaKMX METO/IIB, SIK BUCOKOe(he-
kTuBHa piauHHa Xxpomatorpadis (HPLC) abo TanpemMHa Mac-CieKTpOMETpis
(MS/MS). 111 MmeToIM € BUCOKOTOYHUMH Ta HAJTIMHUMH, 110 JO3BOJISIE TOYHO KOHT-
pouitoBaTu piBeHb (peHinananiny B ocid 3 @KY. BaxnuBicTb BUMIPIOBaHHS PIBHS
deHinana”iHy B KPOBI HEMOKJIMBO MEPEOIIHUTH, OCKIIIBKY 11€ KPUTUIHUN KOMIIO-

HEHT aiarHocTUKU Ta JikyBaHHs DOKVY. 3abe3nedyroun miaTpuMKy piBHs (eHina-
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JaHIHy B Oe3nedyHoMy piamnaszoHi, Joau 3 OKY MoXyTh YHHUKHYTH CEpHO3HUX
YCKJIQAHEHb, TOB’SI3aHUX 13 IIMM 3aXBOPIOBAHHSAM, 1 BECTH 3JI0pPOBE MOBHOIIIHHE
KHUTTHA.

CnektpodoToMeTpis - 1€ NIUPOKO BUKOPHUCTOBYBAHHHN O10XIMIYHHN METO/I
BHUMIPIOBaHHS KOHIIGHTpAIlll pI3HUX PEYOBUH Y 3pa3Ky. BiH 3acHOBaHuil Ha MpuH-
ITUIIl, 3TITHO 3 SKUM Pi3HI PEUYOBHHU TMOTIMHAIOTH CBITJIO Ha PI3HUX TOBXKUHAX
XBUJIb, IO J03BOJISIE BUMIPIOBATH iX KOHIICHTpAIlIIO IIIAXOM aHalli3y KUIBKOCTI
MOTJIMHEHOTO CBiT/a. Y BUNAAKY 3 (PeHITATaHIHOM CIIEKTPOGOTOMETPisS MOXeE Oy-
TH BUKOPHUCTAHA JIJIsi BUMIPIOBAHHS KOHIIEHTpAIIIT 111€] aMiIHOKHCIIOTH B KpoBi [37,
c.115-116].

[Io6 BHM3HAUMUTH piBEHb (DEHIIATAHIHY 32 JIONOMOTOK CIEKTPO(OTOMETPI],
y maIfieHTa crnoyaTky 0epyTh 3pa3ok kpoBi. [ToTiM 3pa3ok oOpoOIsSIOTh XIMIYHUM
pEareHTOM HIHTJIPUHOM, SIKHW pearye CleliajibHO 3 ()eHIJaTaHiHOM, YTBOPIOIOUYN
XIHypETHOBUM KOMIUIEKC, KM Mae CUHIA Koiip. Peakiis mornuOioe cBITIO Ha
NeBHIM JoBXUHI XBUJIl. [loriMHaHHS 111€1 KOJIBOPOBOI CIIOIYKH MOTIM BUMIPIOETh-
Csl 32 IOMOMOTOI0 CIIEKTPOOTOMETpA MPHU JIOBXKUHI XBUJI1 OJM3bK0 660 HM, 1 KOH-
HeHTparlis GpeHinalaHiny B 3pa3Ky BU3HAYAETHCS HA OCHOBI KIJIbKOCTI MOTJIMHEHO-
ro cBitia. g nmpoueaypa BIJHOCHO MpOCTa 1 MOXKe OyTH BMKOHAHA 3a BIJHOCHO
KOPOTKHUI MPOMIKOK Hacy.

OpHi€lo 3 TOJIOBHUX TEpeBar CrIeKTPO(MOTOMETPUYHOTO METOJY BUMIPIO-
BaHHs piBHs (PeHUTaNIaHIHy € MOro BUCOKA YYTJMBICTS 1 cienudivnicTs. Lle o3nHa-
yae, 10 HaBITh HEBEIUKI KUTBKOCTI (peH1IaJlaHIHy MOYKHA TOYHO BHUSIBUTH Ta BUMI-
psatu. OgHAK y IIbOTO METOJY TaKOX € Jesiki oOMmekeHHs. Hampuxman, mis #oro
BUKOHAHHSI MOTPIOHE creriagbHe 00JIaIHaHHS Ta JOCBIJ, SIKI MOXKYTb OyTH HEJ0-
CTYIHI B yciX ymoBax. KpiM TOro, Ha TOYHICTh BUMIPIOBAHHS MOXYTb BILTUBATU
pi3H1 (aKTOPH, TaKl K HASBHICTh IHIIMX PEYOBHH Yy 3pa3Ky, Kl MOXKYTb MEPEIIKO-
JOKATH peakilii Mik (eHUTallaHIiHOM 1 XIMIYHMM peareHToMm. HesBakarouwm Ha 11l
OOMEKEHHS, CTIEKTPO(POTOMETPIs 3AIUIIAETHCS MIHHUM 1HCTPYMEHTOM JIJIsi BUMi-

pIOBaHHS PiBHIB (DeHITaIaHIHY B KIIHIYHUX 1 JOCITIAHUIBKUX ymMoBax [20, ¢.31].
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Xpomarorpadis € MMPOKO BUKOPHUCTOBYBAHUM O10XIMIYHUM METOJIOM BH-
MIpIOBaHHs PiBHS (eHIanaHiHy B KpoBi. [Ipuniiun xpomarorpadii 3acHoBaHUH Ha
PO3MUIEHH] PI3HUX KOMIIOHEHTIB CyMIII Ha OCHOBI iX XIMIYHMX 1 (PI3UYHHX Biac-
TUBOCTEH. Y Bumnanky (eHinanaHiny xpomarorpadis BIIOKPEMIIOE aMiHOKHUCIOTY
BiJl IHIITUX KOMITOHEHTIB 3pa3ka KPOBi, IO JO3BOJISIE TOYHO BUMIPATH ii KOHIICHT-
partito.

[Iponienypa BuMiptoBaHHs piBHs (PeHIIaIaHIHY 3a JOIMOMOI0K XpOMaTorpa-
¢bii Brrovae kinpka etamiB. CrioyaTky BiZOMpPArOTh 3pa30K KpPOBI MAalli€eHTa Ta 00-
POOJISAIOTH 1J1s1 BUJIIJICHHST aMIHOKUCIIOTH. [10TiM 3pa3ok BIIPOBAKYIOTh Y CUCTEMY
xpomatorpadii, e aMiHOKHCIIOTH PO3AUISIOTHCS 3a PI3HUMH YaCOBUMH 1 XIMIYHH-
MU napaMmetrpaMu. s QeHinanianiHy BUKOPUCTOBYEThCA CHEllaidbHa CTalllOHapHa
daza, sgKa B3aEMOJII€ 3 aMIHOKHCIIOTOIO Ta TI03BOJISIE BUBHAUUTH 11 KOHIIEHTPAIIIIO.

OTpumani AaHl aHaNI3yIOTh 3a JOMOMOIOI0 JETEKTOpa, SIKUi (PiKcye po3ni-
JIeH1 KOMIOHEHTH. [ QeHinarianiHy BUKOPUCTOBYIOTHCS CIIELM(PIYH] JETEKTOPH,
K1 MOKYTh pearyBaTH Ha OCOOJIMBOCTI Ii€1 aMIHOKUCIIOTH. Pe3yibTaToMm € Xpoma-
TOrpama, sika oKa3ye MikH, 1110 BIAMOBIAI0Th KOHIIEHTpaIlil peHlIananiny y 3pas-
KY.

[{s1 MmeToaMKa 103BOJISIE BUSHAYUTHU HE JIUILIE KOHIEHTpaIlilo (eHlTalaHIHy,
ajie ¥ 1HIIMX aMIHOKUCIIOT y 3pa3Ky KpoBl. BoHa € 10CHTh TOYHOIO Ta YyTJIMBOIO,
10 poOUTH i1 €(heKTUBHUM THCTPYMEHTOM JIJIsl IIaTHOCTHKHU PI3HUX MOPYIIEHB 00-
MIHY aMIHOKHCIIOT, 30KpeMa (peHITIKETOHYPI1.

Hapemi, koHteHTpariiro ¢heHuiaganiny BUMIPIOIOTh 3a JOMOMOTOI0 JIETEKTO-
pa, Takoro sk crekTpodoromerp abo Mac-criekrpometp. Lleit MeTon € BUCOKOUYTIH-
BUM 1 TOYHUM, IO JJO3BOJISIE TOYHO BUMIPIOBATU PiBEHb (PeHUIaTIaHIHY B KPOBI.

Meron xpomarorpadii Mae psii mepeBar, BKIIOYAlOYH BUCOKY YYTIWBICTD,
TOYHICTB 1 BIATBOPIOBaHICTh. OIHAK BIH TaKOX Ma€ JAesiKi 0OMEXEHHs, TakKi SK TO-
Tpeba B creriaiaizoBaHOMy OOJaJHaHHI Ta HABYEHOMY MEPCOHATI JJIsI BUKOHAHHS
npouenypu. Kpim toro, Meroa Moxe OyTH TPYJIOMICTKHM 1 IOPOTHM, 1110 POOUTH
HOro MEHII MPaKTUYHUM JJIsi PyTUHHOTO MOHITOPUHTY PIBHS (DeHLIaNaHIHy Yy Ta-

1ieHTIB 3 (peHinkeToHypieto. He3Baxaroun Ha 111 oOMexeHHs, XpoMarorpadis 3a-
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JIUIIAETHCS IIHHUM 1HCTPYMEHTOM 11 BUMIPIOBAHHS PIBHIB (peHIJaIaHIHY B J0-
CIAHUIIBKUX 1 KIIHIYHUX YMOBaX, HaJlal0uM BaXJIUBY 1HGOpMaIlito mpo mnarodisi-
OJIOTiIO Ta JTIKyBaHHS (eHiTKkeToHypii [19, €.63].

Jlns BuUMiproBaHHS piBHA ()eH1JIaJIaHIHY B KPOB1 3a3BU4ail BUKOPUCTOBYIOTh-
csi pepMeHTaTuBHI MeToAU. [IpuHIMNH (epMEHTAaTUBHUX PEAKIiil BKIIOYAIOTh BU-
KOpUCTaHHS ()ePMEHTIB JIJIs KaTajizaiii mepeTBOPeHHs CyOcTpaTy Ha MPOAYKT. Y
pasi BUMipioBaHHs PiBHIB (peHINanmaHiHy (GepMeHT (eHlIagaHiHIeTiIporeHasa Bu-
KOPHUCTOBY€ETHCSA JUISI IEPETBOPEHHS (eHITanaHiHy Ha TPaHC-KOPHUUHY KUCIOTY. Ls
peakKilisi BUKJIUKAE 3MIHY KOJIbOPY, SIKY MOKHA BUSIBUTH Ta KUIbKICHO BUSHAUUTHU 32
JIOTIOMOTO10 crieKTpodoTomMeTpii. DepMEHTATUBHHUI METO]T € BUCOKOCTICIIM(IYHUM
1 YyTJIMBUM, 1110 POOUTH MOTO HAJIIMHUM CIIOCOOOM BUMIPIOBAaHHSA PiBHA (eH1sana-
HIHY B KpoBi [33,C.115].

[Ipouienypa BuMiproBaHHs piBHs (eHUIaNaHIHy (GEepMEHTAaTUBHUM METOOM
BKJIIOYA€E KUTbKa eTamiB. Crovarky 30MpaeThesi Ta 00pOoOIISIETHCS 3pa30K KPOBI JIJIst
BUJAJICHHS OyAb-IKHX 3aBa)Karounx pedoBuH. [lami 3pa3ok 3mimryeThes 3 hepMeH-
TOM (peHUTaIaHIHAETIAPOreHa300 Ta KodakTopoM. Peakilito garoTh MpoTIKaTH, a
3MIHY KOJBOPY BUMIPIOIOTH 3a JOMOMOTOI0 CreKTpodoToMeTpii. [HTEeHCHUBHICTD
3MIHM KOJBOpPY MpPOMOpLiHHA KIUIBKOCTI (peHlIanaHiHy, MPUCYTHHOTO B 3pa3Ky
KpoBi. [lopiBHIOIOUM 1HTEHCUBHICTH 3MIHU KOJIBOPY 31 CTaHJAPTHOIO KPUBOIO, MO-
’KHA BU3HAYMTH KOHIIEHTpaIlito (eHinananiny B kposi [43,C.823].

depMEeHTaTUBHUN METOJ Mae psij nepesar 1 oomexxenb. OHIEIO 3 TIEpeBar €
Horo BUCOKa crnenugIuHICTh 1 Yy TIUBICTh, IO I03BOJISIE MPOBOJUTHA TOYHI Ta Ha-
JIHI BUMIPIOBaHHS PIBHIB (QeHinananiny. KpiMm Toro, MeToJ1 € BiTHOCHO MPOCTUM
1 MO>ke OyTH LIBUJKO BUKOHAHWH y KIIHIYHMX yMoBax. OnHak (pepMeHTaTUBHUN
METO/I OOMEKEHUHW 3aJIKHICTIO BiJl OAHOTO ()EPMEHTY Ta HOro UyTIMBICTIO JI0
BIUTMBY IHIIUX PEYOBHUH y KpoBi. Kpim Toro, MeTos Moxke OyTH HENMPUIATHUM IS
BUMIPIOBAaHHS PiBHIB (DeHUIATaHIHy B IEBHUX MOMYJISALIAX, HAPUKIIAL Y HEMOBIIAT
ab0 oci0 13 3axBOpIOBaHHSIMU MediHKU. He3Bakaroun Ha 11 oOMexeHHs, hepMeH-
TaTUBHUM METOJ 3aJMIIAETHCS LIIHHUM IHCTPYMEHTOM JUIsl BUMIPIOBAHHS PiBHS

¢eHinananiny B KpOBi Ta MOHITOPHHTY JIIKyBaHHS (peHUTKEeTOHYpIi [17, €.12].
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OTxe, Ha ChOTOJIHI JAOCTYIHI METOJM BHU3HAYEHHS PiBHA (EHUIANaHIHY B
KpOBi, BKIIFOYAIOUH CIIEKTPOPOTOMETPito, XpoMmaTorpadiro Ta pepMeHTaTHBHI Me-
toau. CiekTpooTOMETpisi BUMIPIOE TIOTJIMHAHHS CBITIa MOJIEKYJIaMH 3pa3Ka, TOli
K XpoMarorpadis po3aiase KOMIIOHSHTH CyMIIlll Ha OCHOBI iXHIX XIMIYHHUX BJIac-
TuBOCTEe. DepMEeHTAaTUBHI METO/IM BUKOPUCTOBYIOTH crielu(piuHl (PepMeHTH is
KaTtajizamii peakiiii, ki BUpOOJIAIOTh BUMipIoBaHMi curHail. KoxkeH meton mae
CBOI IepeBaru Ta HeJIOIIKH, IPUIOMY JIeAKl 3 HUX OLIbIN crienudiuHi, 4yTIHB1 200
eKOHOMIYHO e(peKTHBHI, HIX 1HIIl. Hanpukiaz, ciekTpodoToMeTpis € HIMPOKO BU-
KOPHCTOBYBaHMUM METOJIOM 4epe3 HOro MpoCTOTY Ta HU3bKY BapTICTh, ajie B Je-
SAKUX BUMAJKaX HoMy MOxke OyTH HEJOCTaTHhO UYTJIMBOCTI, HEOOXITHOT JJI TOY-
HUX BHMIpIOBaHb. XpoMarorpadis Ta (pepMEeHTaTUBHI METOJHM, 3 IHIIOIO OOKY,
MOXKYTbh 3a0€3MeUUTH BUCOKOCTIEIM(DIUHI Ta YYTIWBI BUMIPIOBAHHS, A€ MOXYTh
noTpedyBaTH OUIBII CHEIlali30BaHOT0 00JlaJHaHHs Ta AOCBiay. Bubip merony 3a-
JIeKATUME B1J] KOHKPETHUX MOTPEO JOCIIKEHHS a00 KIIIHIYHOTO 3aCTOCYBaHHSI.

[Tpu BHOOPI BIAMOBITHOTO METOAY BUMIPIOBAHHS PiBHS (DEHUIANIAHIHY CIiJ
BpPaxOBYBaTH KiIbKa (DAKTOpIB, BKIIOYAIOUM HEOOXIJHY YYTIMBICTH, CIEeUU]iy-
HICTh 1 TOYHICTh. [HII (DakTOpU MOXKYTh BKIIIOUATH BAPTICTh 1 HASIBHICTH 00Iaj-
HaHHS, pO3MIp 1 TUIl BUOIPKHU, a TAKOXK PIBEHb 3HAHb, HEOOXITHUX ISl BAKOHAHHS
ananmizy. Hampukman, y mporpaMax CKpUHIHTY HOBOHAPOJKEHHMX 3a3BUYail BUKO-
PUCTOBYIOTHCSI BUCYIIIEH] 3pa3Ku IUISIM KPOBI1 Uepe3 iX JIETKICTh 300py Ta 30epiran-
Hs [38], a diryopeciieHTHI MEeTOIM BU3HAUYEHHS MOXYTh OyTH MEPEBAXHIUMH Yepe3
iXHIO 9y TJIMBICTG 1 cnienu@iunicTh [34,C.79]. V kiiHIYHUX yMOBaxX ¢epMeHTaTUBHI
METOJM MOXYTh OyTH MEPEBAXXHUMHU Uepe3 iX BUCOKY CHEHH(IYHICTH 1 TOYHICTD
[24,c.28]. 3pemToto, 0OpaHuil METOJ MOBUHEH 3a0e3medyBaTH HaJliiHI Ta TOYHI
pe3ynbTaTH, SIKI MOXYTh OYTH BUKOPUCTaHI JIJIsl IPUMHATTS KJIIHIYHUX PIICHb 200
BHUCHOBKIB JOCI1KEHHS.

Takum unHOM, BHOIp METOAY BU3HAUEHHS PiBHs (eHUIAIaHIHy B KpOBi Oyjie
3ajiexaTu BlJl PI3HUX (PAKTOPIB, BKIIOYAIOUM YYTJIMBICTH, CHEUU(DIUHICTh 1 TOY-
HICTh, HEOOX1/IHI JJI1 KOHKPETHOTO 3acTocyBaHHs. CrieKTpohOTOMETpist, XpOMAaTO-

rpadis Ta pepMEHTATHBHI METOIU € KUTTE3AATHUMH BapiaHTaMH, KOKEH 31 CBOi-
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MU TiepeBaraMu Ta HejoJiikamu. [Ipu BUOOpi MeToIy Ba)KJIMBO BPaXxOBYBAaTH KOHK-
peTHI MOTpeOu AOCIIKEHHs ab0 KIHIYHOTO 3aCTOCYBaHHS, a TaKOX BapTICTh i
HAsBHICTh OOJIaJIHAHHS Ta PiBEHb HEOOXITHOTO MOCBiAYy. MaiiOyTHI HampsMKHU B
I TalTy31 MOXKYTh BKJIIOUATH PO3POOKY OUIBII YyTIMBUX 1 CIEHU(PIYHUX METO/IIB,
a TaKOXX 1HTETPaIlil0 HOBUX TEXHOJIOTIH, TaKUX SIK Mac-CIIEKTPOMETPis Ta 610CeH-
copu. Lli JocATHEHHS MOXYTh JOJATKOBO MOKPAIIUTH HAIYy 3/aTHICTH TOYHO BU-

MIpIOBaTH piBeHb (DeHUTAIaHIHY Ta 1HGOPMYBATH MPUUHSITTS KJIIHIYHUX PIIICHb.

2.2. MeToa Mac-ciieKTpoMeTpii B JiarHocTUIl QeHiIKeTOHYPil

KitouoBum 1HcTpymeHnToM aiarHoctuku OKVY e mac-criektpomerpisi, OcKi-
JIbKU BOHA JIO3BOJISIE TOYHO BUMIPIOBATH PiBEHb (PeHiNalaHiHy B KpoBi. Lleit meTon
€ BUCOKOUYTIUBUM 1 CIEIU(BIYHUM, 110 POOUTH HOTO 1/I€alIbHUM METOJIOM CKPHHI-
HTY Ta J1arHOCTUKH.

Mac-creKTpoMeTpisi TaKOXK MOKe OyTH BUKOPUCTaHA I BUSBJICHHS 1HIINX
MeTaboJIITIB 1 OlomMapkepiB, noB’sa3aHux 3 OKVY, mo Moxe npegocTaBuTH LIHHY
1H(pOpMaIIifo IS TUTAHyBaHHS JTIKYBaHHS Ta MOHITOpUHTY [1,C.8-9].

Mac-cnekTpoMeTpisi € MOTYKHUM aHATITUYHUM METOJOM, SIKHU 31HCHUB
PEBOJIIOLIIO B rajgy3l A1IarHOCTUYHOI MeIULIMHU. B1H BKIIIOUa€ 10H13a11110 MOJIEKYJI 3
MOJAJIBIITUM X PO3/IJICHHSM Ha OCHOBI CITIBBIJHOIIIEHHS MacH JI0 3apsiy Ta BHUsIB-
JEHHS OTpuUMaHuX 1oHIB. Y gmiarHoctuii ¢enunketonypii (PKY) wmac-
CHEKTPOMETPIS BiAIrpa€e BUPIMIAIBHY pOJIb Y PAHHbOMY BUSIBJICHHI Ta JIIKYBaHHI
3axBoptoBaHHs. [le oco0nmMBO BakimBO, ockinbku nepmuii tTun OKY moxHa BU-
MPaBUTH /10 TIOSIBU CUMITOMIB, 1110 pOOUTH PAHHIO JIarHOCTUKY Ta JIIKyBaHHS He-
OOX1THUMHU.

OpHiero 3 TOMOBHUX TepeBar Mac-crekrpometpii B miarHocturi OKVY e ii
3IaTHICTh TOYHOT'O KUIBKICHOTO BU3HAUYEHHSI aMIHOKHUCIIOT. [[pboro MoxHa nocartu
3a JOTIOMOTOI0 BUCOKoeekTuBHOI pianHHOi xpomarorpadii (HPLC) abo tanmem-
HO1 Mac-cnektpomeTpii (TMS), obuBa 111 METOAM MIMPOKO BUKOPUCTOBYIOTHCS B

maraoctunl OKV.
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Bukopucranns metoaiB mac-criektpomeTpii B miarHoctuii ®KY no3Bossie
IPOBOANUTH OAHOYACHUM aHaJII3 KIJIbKOX LIJIBOBUX CHOJIYK, 1110 POOUTH HOTO BUCO-
KOe(eKTUBHUM 1 JI€BUM I1HCTpyMEHTOM piarHoctuku. Kpim Toro, mac-
CHIEKTPOMETPII0 MOYKHA BUKOPUCTOBYBATH JIJIsl IarHOCTUKU 1HIIUX META0OIIUYHUX
pO3JafiB, TAKUX SIK KICTO3HUM (Hi0OpO3 1 rasakTo3emis.

[cHy€ KiJIbKa TUIIB METO/IIB Mac-CIIEKTPOMETPIi, IKi BUKOPUCTOBYIOTHCS AJIS
niarHocTuky @KV, BKiII04a0un 130TOMHY Mac-CIIEKTPOMETPII0 aTOMIB BYTJIELIO Ta
ra3oBy  xpomatorpacdiro/mac-cnektpomerpito ([ X/MC). I3oromna  mac-
CIEKTPOMETPIsl aTOMIB BYIJIELIO BUKOPUCTOBYETHCA JIJISl IPSIMOi METMYHOI JI1arHO-
ctuky, Toal Ak ['X/MC BUKOPUCTOBYETBCS JUIsl YTOUHEHHS AiarHo3y. TaHnemHa
Mac-cnekrpomeTpiss (TMS) Tako HIMPOKO BUKOPUCTOBYETHCS B J1arHOCTHUIII
®KYVY, 0cobirBO B pO3LMIMPEHUX MpOrpaMax CKpUHIHTY HOBOHapo keHux. [loka-
3aHO, 110 3acTocyBaHHs TMS € BUCOKOIH(POPMATUBHUM 1 €(DEKTUBHUM Y JI1arHOC-
Tl OKVY ta iHmmx metadoaiyHux posnaiiB. Po3poOka yHiI(pIKOBAHOTO KIIHIYHO-
ro IPOTOKOJIY HaJlaHHS MEIU4HOI gornoMoru xBopuM Ha OKV Ta iHun rinepdeni-
JanaHiHeMii € aKTyaJlbHUM 3aBJaHHSIM, BUPIIICHHS SIKOTO MOXE CIPHUSITH BUKOPH-
CTaHHS METOJIiB Mac-criekTpomMeTpii [8,¢.119].

Hiarnoctuka ¢enunkeronypli (PKY) 3a monmomoror mac-cneKTpoOMETpii
BHUMArae peTesibHOro 300py Ta MiAroTOBKM 3pa3kiB. [lepminii Kpok mosisirae B Tomy,
00 310patu cyxy kpoB’sHy mwisiMy (DBS) y marienrta, mo BKiIO4ae ykoJl I’ STd
HOBOHApPO/XKEHOI'0 Ta JIaTW KIJbKa Kparelb KpoBl BOpaTuca Ha (QiIbTpyBaJbHUN
namip. [Torim DBS BucymyroTs 1 30epiratots 10 ananizy. Ilepen anamizom DBS
HEOOXITHO eKCTparyBaTH, 00 BUAUIATH aMIHOKHCJIOTH Ta CHOPITHEHI CIOJIYKH,
aki BkazytoTh Ha @KVY. Bialip 3pa3ka € KpUTUUHO BaXXJIMBUM €TarioM y MpoLeci
aHaII3y Ta BUMAara€ pPeTeJbHOTO PO3IIISITY METOJIB, SIKI BUKOPUCTOBYIOTHCS JIJIS
3a0e3MeUeHHs] TOYHOCTI Ta HaJIMHOCTI pe3yJibTatiB [15,C.56].

Jlnst excTpakiiii 3pa3ka B mMac-crekrpomeTpudHomy aHanizi @KY MoxyTh
OyTH BUKOpHUCTaHI KiJibka MeToiB. OJHUM 13 MOUIMPEHHX METOMIB € pIIUHHA

xpomarorpadis Ta TangemHa mac-cnekrpometpist (LC-MS/MS), sxa nepenbavae
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PO3JIUIEHHS] aMIHOKHCJIOT 1 CIIOPITHEHUX CITOJIYK 3a JIOTIOMOT'OK0 KOJIOHKU P1IWHHO1
xpomatorpadii mepea aHaii30M 3a JI0MOMOT ol Mac-criekTpometpii [10,¢.36].

[HmMM MeTonoM € razoBa xpomaro-mac-cnekrpomertpis (I'X-MC), sika me-
penbavae po3aiICHHS aMIHOKHUCIIOT 3a JOTIOMOTOI0 KOJIOHKH Ta30BOI XpoMaTorpa-
¢bii mepen aHami30M 3a JIOMOMOTOI0 Mac-crekTpoMeTpii. OOuABI METOJUKN BUMa-
raloTh PETENIbHOI ONTUMI3aIl A1 3a0e3MeYeHHsT TOYHOCTI Ta HAIIHHOCTI Pe3yJib-
TatiB [7,C.37].

Jlnis 3a0e3nevyeHHs TOYHOCTI Ta HaJAIMHOCTI Mac-CIEKTPOMETPUYHOTO aHai-
3y ®KV BaxJMBUMH € 3aX0JId KOHTPOIIO SIKOCTI. L1 3axoam MOXyTh BKIIFOUATH
30BHIIIHIM KOHTPOJb SIKOCTI, KWW Mepeadavae ydacTb y Nnporpamax HepeBipKd
KBaMi(ikarllii, a TaKo>X BHYTPIIIHINA KOHTPOJIb SKOCTI, IO Mepeadayae MOHITOPUHT
MPOYKTUBHOCTI OOJaJIHAHHS Ta MepcoHaly Jlaboparopii. Takoxk BaKIUBO Iepe-
KOHATHUCSA, 110 JIA00paTOpisi BUKOPUCTOBYE MEPEBIPEHI METOJIUA Ta IO Pe3yJIbTaTh
IHTEPIPETYIOThCS KBalTi(IKOBaHUM MEPCOHANIOM. BrpoBapkyroun CyBOpi 3aXOAH
KOHTPOJIIO SIKOCTI, JJabopaTopii MOXKYTh 3a0€3MEUYUTH TOYHICTh 1 HAAIWHICT Mac-
crekTpoMeTpuuHoro a"anizy @KV, mo crpuse mokpamieHHIo [1arHOCTUKHU Ta Ji-
KYBaHHS IbOTO META0O0JIIYHOTO PO3JIaTy.

30ip 1 aHaJ3 JaHUX € KPUTHYHO BAXKIMBUMHU Kpokamu B miarHocTtuill ®KY
3a JIONIOMOT'0K0 Mac-CIIEKTPOMETPii. Y 1IbOMY MPOIIEC] y Malll€eHTa 30Upar0Th 3pa30K
KpoBI ab0 cedi, a MeTaloJIiTU BUIUISIOTH 1 aHaNI3yIOTh 3a JOTOMOI'OK Mac-
cnexktpomeTpii. [ToTiM oTprmani gaHi 0OpoOJIAIOTHCS Ta aHANI3YIOThCA 3a JOIIOMO-
rOI0 CIELIaJIbHOTO MPOrpaMHOro 3a0e3MeyeHHs, IKe MOXKe 1IeHTU(IKyBaTh Ta Ki-
JHKICHO BU3HAYUTH PIBHI PI3HUX META0OIITIB y 3pa3ky. Lleil aHamiz qaHuX € Bax-
JIMBUM JIJIs1 BA3BHAYCHHS HassBHOCTI Ta TsbkkocTi KV y marienra [4,€.22-23].

Bupimansaum kpokom y miarHoctuni @KV e inTepmnperariisi pe3ybTaTiB
Mac-criekTpomeTpii. J[ani, oTpuMaHi B pe3yJIbTaTi aHaII3y Mac-CIIeKTpOMETpii, mo-
BUHHI OyTH 1HTEpHpeTOBaH1 KBalipikoBaHUM (axiBLEM, SIKUA 3MOXKE BU3HAYUTH
HAsSIBHICTh aHOMAaJIbHUX METa0OJIITIB 1 BUBHAUYUTHU TSKKICTH 3aXBOPIOBaHHS. [HTEp-
npeTarlisi pe3yibTaTiB BKJIIOYA€E MOPIBHSIHHS PIBHIB META0OJITIB y 3pa3Ky Nalll€eHTa

3 HOpMAJIbHUMHU KOHTPOJIbHUMHU JliaHa3OHaMI/I Ta BUABIICHHS 6y,7:[B-$IKI/IX Bi,Z[XI/IJ'IeHB
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B1JI IUX Jlana3oHiB. [HTepnperarlis pe3yiabTaTiB Mac-CIIEKTPOMETPIi MOXKe HaJaTh
HIHHY 1H(OpMaIito PO THUII 1 CTYMIHb TsHKKOCTI PKY, 1110 MOXKe 10MOMOTITH Yy BH-
Oopi BIAMOBITHUX BapiaHTIB JIIKYBaHHS.

Hes3Baxkaroun Ha 4YHCIIEHHI IMEpeBard Mac-CIIEKTPOMETPIi B J1arHOCTHIII
®KYVY, icHyI0Th Tak0X 0OMEKEHHs Ta MmpobieMu B 1HTeprpeTaiii nanux. OaHie0
13 3HAUHUX MPOOJIEM B IHTEpIIpETAIlil JAHUX € MOXKJIUBICTh XUOHOMO3UTHUBHUX a00
XUOHOHETaTUBHUX PE3YJbTATIB. Y NEIKUX BUIAJIKaX 1HTEpHpeTalis OTPUMAHUX
pe3ynbTaTiB MOXe OyTH HE OJHO3HAYHOIO, 1 MOXKYTh 3HaIOOUTHCS JOJIATKOBI JOC-
JIJKEHHS [T BU3HAUYCHHS IPUYMHY TT1IBUIIICHUX MeTa0oJIiTIB y KpoBi. Kpim Toro,
IHTepHpeTallisl pe3yJbTaTiB BUMAarae CremiagbHOl MIArOTOBKHA Ta JOCBIAY, K1 MO-
XKyTb OyTH HEJOCTYIIHI B YCIX 3aKJaJlax OXOpPOHH 310poB’s. He3Baxarouu Ha w1
poOIeMu, Mac-CIIEKTPOMETPIis 3aJTUIIAETHCS IIHHUM 1HCTPYMEHTOM Y JI1arHOCTH-
i ®KVY, 1 moTouH1 JOCHIIKEHHS 30CEPEIPKEeH] Ha MOKpaIIeHHI TOYHOCTI Ta Haii-
HOCTI 1HTepIpeTanii JaHuX.

IIporpec y TexHOJOTii Mac-CEKTpOMEeTpli 3HAYHO IMJABUIIUB TOYHICTH 1
epextuBHICTh AlarHocTuku @KY. Tannemna mac-criektpomerpis (TMS) ycmimHo
BUKOPUCTOBYETHCS JUIsI CKPUHIHTY HOBOHAPOKEHUX 13 cepenuuu 1990-x pokiB 1
3QJIMIIAETHCS 30JI0TUM cTaHAapToM aiarHocTuku DOKY. KinbkicHe BU3HAYEHHS
aAMIHOKHCIIOT TaKOX MO’KHA MPOBOJUTH METOJAMHU BHCOKOE(EKTHUBHOI PIAUHHOL
xpomarorpadii (BEPX) a6o TMS. Ockinbku TEXHOJIOT1S IPOJOBKYE PO3BUBATHCH,
OUIKY€TbhCS, 1110 YYTJIMBICTh 1 CIEUU(]IUYHICTh MAC-CIIEKTPOMETPIT sl 11arHOCTUKHU
OKVY me nokpamarbes. Hoimi MeToau, Taki SK 130TOIMHA Mac-CIIEKTPOMETPIis
aTOMIB BYIJICIIO, BXKE€ IMOKA3aJdd MEPCHEKTUBY B MPsIMid MEIWYHIN M1arHOCTHII
HIIMX 3aXBOPIOBaHb [15,€.56-57].

[HTETpaIis Mac-crieKTpoMeTpii 3 IHIMUMHU J1arHOCTUYHUMHU METOAaMH TaKOX
MOX€e MIABUIIMTUA TOYHICTh 1 HaAIHHICTh AiarHoctuku OKY. Hanpuknan, TaHaem-
Ha Mac-CIIEKTpOMETpis OyJjia BUKOPUCTaHa B NU(epeHIialIbHIN 11arHOCTHI (HeHLI-
KETOHYpIi Ta mopylieHb MeTaboi3My NTEPUHY Y MAlll€HTIB 3 rinepdeHiiananine-
Mi€eto. [loenHyroun mac-CeKTpOMETPI0 3 IHIIMMU AIarHOCTUYHUMHU METOJIaMHU,

TaKUMU SIK T€HETHYHE TECTYBaHHA a0 Bi3yasli3allisl, KIIHIIKUCTH 3MOXKYTh TOYHIIIIE
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imenTudikyBatu Ta jikyBatH namieHTiB 3 OKYVY. Ileli iHTerpoBaHuil miaxia TaKkox
MOXe OyTH KOPHUCHHUM JIJII MOHITOPUHTY €(EKTUBHOCTI JIIKyBaHHS Ta MPOTPECy-
BaHHS 3aXBOPIOBAHHSI.

[ToreHmian mepcoHani3o0BaHOi MEIUIIMHYU B J1arHOCTHII Ta JiKyBaHHI DKV €
e OJTHAM 3aXOIUTIOIOYNM HAMPSIMKOM JOCTIIHKEHb Mac-CIEeKTPOMETpii. AHami3y-
04U OKpeMi MeTaboJiTH Ta OlOMapKepH, Mac-CIEKTPOMETPiS MOXKE J03BOJIHUTU
KJIIHIIMCTAaM aanTyBaTH IJIaHU JIIKYBaHHS JI0 YHIKQJIBHHUX MOTPeO 1 XapakTepuc-
THUK KOKHOTO TarfienTa. Hampukiaz, Mac-CieKTpoMeTpisi MO>kKe OyTH BUKOPHUCTaHA
JUISL. MOHITOPUHTY pIBHIB (PeHUIaNaHIHy Ta 1HIIMX METAOOM]ITIB y TMAlll€HTIB 13
®KYVY, 110 103BOIUTH TOYHIIIE JI03YBaTH I1€TUYHI J00aBKU Ta JikH. Takuil mepco-
HaJI130BaHUM MIJIX1]] MOXKE MOKPALIUTH PE3YJIbTATH JIIKYBaHHS Ta 3MEHILHUTH PU3HK
no0iuHuX edekTiB. OCKUIBKHA TEXHOJOTISI Mac-CIIEKTPOMETPIl MPOJIOBKYE PO3BU-
BaTHCS, IMOTEHIIa] MEPCOHATI30BAHOI MEIWLMHU B JIarHOCTHIl Ta JIIKyBaHHI

OKYVY, UMOBIPHO, 111€ OUIbIIE POMIUPUTHCS.

2.3. BukopucTaHHS MOJICKY/JISIPHO-TEHETUYHHUX METOAIB y J1adopaTop-
Hill JiarHocTHLi

MonekynsapHa TeHETUKAa — PO3JIIJT TeHETUKH, SKUW 30CEpeIKEHUN Ha BU-
BUYEHHI MOJIEKYJISIPHUX OCHOB CIAJKOBOCTI Ta MIHJIMBOCTI. Y JabOpaTOpHIi miar-
HOCTHIII MOJIEKYJISIpHAa T€HETHKa Ha0yBae BCe OLIBIIOrO 3HAUYEHHS B OCTaHHI POKU
3aBJSIKM CBOiM 3IaTHOCTI HaJaBaTH TOYHI Ta HaAiWHI pe3yibTaTu. Ll ramys3p rexe-
TUKH PEBOJIIOIIOHI3yBaja CIOCIO AIarHOCTUKH Ta JIKyBaHHS XBOpPOO, JO3BOJIMBIIH
Ham nociimpkyBaru JJHK 1 PHK Ha monekynsapHoMy piBHI. 3aBISKH LIbOMY MoJie-
KyJsipHa TEHETHKa J03BOJIMJIA HaM 17eHTH(IKYBaTH T€HETHYHI MyTalli, MoJemi
eKcIpecii TeHiB Ta IHIII MOJIEKYJISIpHI 3MiHH, SIKI MOKHAa BUKOPHUCTOBYBATH IS
JarHOCTUKHU Ta MOHITOPUHTY IIIMPOKOTO CHEKTPY 3aXBOPIOBAHb.

MonekynapHO-TeHETUYHI METOH, SIKI BUKOPUCTOBYIOTHCS B JJAOOpPATOPHIA
J1arHOCTHUIIl, MOKHA YMOBHO PO3JUIATH HA JBI TPYMNH: IUTOTEHETUYHI METOJIU Ta

Meroau Ha ocHOBI JIHK. IluToreneTrwuyni meromu mepeadadaroTh TOCITIIKCHHS
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XPOMOCOMHHX TMOPYUIEHb 3a JOMOMOIOK MIKpOMAaTpHllb, HAHECEHUX Ha YiIu
JAHK. Metoau Ha ocHoBi JIHK, 3 iHmoro 6oky, 6a3yroTbcsl Ha aHaji31 MOCIII0B-
Hocteit JIHK 1 BkItOUaroTh CEKBEHYBaHHS T'€HIB, MOJIIMEpPa3HY JIAHIFOTOBY peak-
iiro (ITJIP) 1 momimopdizm noBxkunu pectpukiiitnux gparmentis (IIJPD). [1i me-
TOAHM IIMPOKO BUKOPHUCTOBYIOTHCS B JIAOOPATOPHIN MIarHOCTHUIN JJIsi BUSBICHHS
TeHeTUYHUX MYTallil, MATBEPKEHHS A1arH0o3y Ta MOHITOPUHTY MPOTPECYBaHHS
3axBoproBaHHs [21,€.29].

MonekynsipHO-TeHETHYHI METOJH 3aCTOCOBYIOTHCSA B PI3HOMAHITHUX CUTya-
isX J1abopaTOpHOi JiarHOCTHKU. Lli MeTonu YacTo mpu3HAYar0Th, KOJM 1HIITUM
[UIIXOM Ba)KKO BU3HAYUTH MATOJIOTiIO abo BipycHy iHpexiro. [ns mux moci-
JUKeHb MOkHa BukopuctoByBaTu JIHK, BuaineHy 3 BEHO3HOI KPOBI1, CIIMHH, aMHIO-
TUYHOI PIAMHHU, CJIU30BOI OOOJIOHKM MOPOKHUHHU POTa Ta IHIIUX JOKeped. 3Aat-
HicTh aHanizyBatu JJHK Ha MonekyasipHOMY piBHI J03BOJIMIIA HAM PO3POOUTH HOBI
J1arHOCTUYHI 1HCTPYMEHTH, 5Kl € OLIbII TOYHUMH, HAIMHUMH Ta €()EKTUBHUMHU,
HIK TPaAuIliiiHI METOU. Y PE3yJIbTaTi MOJIEKYJISIpHA T€HETUKA CTaja BaXKIMBUM
IHCTPYMEHTOM Y J1a0OpAaTOPHIN 1arHOCTHI[l, HA/Ial0Ud KIIIHILHUCTAM MOXJIHUBICTh
O11b1I €(hEeKTUBHO 1arHOCTYBATH Ta JIIKYBAaTH 3aXBOPIOBAHHSI.

[Tonimepasna nanutorona peakiist (IIJIP) — mupoko BUKOpUCTOBYBaHU MO-
JEKYJISIPHO-TEHETUYHUNA METOJ] J1ad0opaTopHOi A1arHOCTUKUA. OCHOBHUW MPUHLHIT
ITJIP nepenbavae amrutidikariro HeBenukoi KibkocTi JJHK nms orpumanus Benu-
Koi kinbkocTi crienudiunoro ¢pparmenta JJHK. Ile mocsiraeTbes 3a paxyHOK BUKO-
pUCTaHHS CIeliaTbHUX (EPMEHTIB, AKI Oararopa3zoBO KOMIIOIOTH 1 aMIUTI(PiKyIOTh
ninsoBy nociigoBHicTs JJHK. Meton ITJIP 3poOuB peBostolnio B J1abopaTtopHiit
JI1arHOCTHII1, OCKUJIBKU BiH J03BOJIsi€ BUSABIATH ntocaigoBHocTi JIHK, siki mpucyTHi
B Iy’K€ MaJIMX KUIbKOCTSIX y Oiooriunux 3paskax [30,C.72].

IcaytoTs pi3Hi Tunu I1JIP, siki BUKOPUCTOBYIOThCS B 1a0OpaTOpHiN iarHoc-
tuii, Bkiarouaroun IIJIP 31 3BopoTHON Tpanckpuntazoro (RT-PCR), kigbkicHy
[TJIP (gPCR) 1 raiznoBy IIJIP. RT-PCR BukopucTtoBy€eThCs st amrutidikaiiii moc-
mipoHocter PHK, Toai sik qPCR BUKOpPUCTOBY€ETHCS i KiIIbKICHOIO BU3HAYEHHS

kibkocTi JIHK a6o PHK y 3pasky. Bknangena [1JIP Bxirovae nBa paynau amrumidi-
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Karllli, y Apyromy payHji BUKOPHUCTOBY€EThCS BKJIQJIEHUM HaOlp mpaiimepis, K1 aM-
wIiikyrTh MeHIy 1iIs0BY nocaigoBHicTh JIHK. 11 pizai Tunu I[1JIP maroth pi3Hi
3aCTOCYBaHHS B JJAOOPATOPHIM JAIarHOCTHUII 3aJI€KHO BiJl KOHKPETHUX JT1arHOCTHY-
HUX TTOTpeO.

[IJIP mae mHMpPOKWN CHEKTP 3aCTOCYBaHb y JIaDOpATOPHIN MiarHOCTHII,
BKJIIOYAIOYH J1arHOCTHKY BipycHUX 1H(ekuii (Takux sk BIJI Ta remartur), renetu-
YHUX 3aXBOPIOBaHb Ta 1IeHTH(IKAIIIO 30yIHUKIB y KIHIYHUX 3pa3kax. [1JIP ta-
KOX MOKHa BUKOPHCTOBYBATH JJIsi BHSIBICHHSA MyTalliil y nocmigoBHocTsax JIHK,
10 MO’KE€ JIOTIOMOTTH J11arHOCTYBaTH F'€HETUYHI MOPYLIEHHS Ta Mepei0auuTu pu-
3UK PO3BUTKY NEBHUX 3axBoproBaHb. Kpim Toro, I1JIP MokxHa BUKOpHUCTOBYBAaTH B
KPUMIHAJICTULI JUIS 1IeHTH(IKAaLl] T1A03pI0BaHUX Ha OCHOBI ixHiX npodimis JJHK.
VYHiBepcanbHICTh 1 TOUHICTH [IJIP po6siaTh #0T0 HIHHUM 1HCTPYMEHTOM Y Jiabopa-
TOPHIM JA1arHOCTUL1 3 YUCICHHUMH PAKTUYHUMU 3aCTOCYBAaHHSAMH B PI3HHUX raiy-
35X MEIMIIMHU Ta HAYKU.

CekBeHyBaHHs HacTyNnHOro 1MokoyiHHA (NGS) — noTyXHUN MOJEKYJIpHO-
TeHEeTUYHUI METOJI, SKUIl BUKOPUCTOBYETHCS B JlabopaTopHiil miarHoctuii. NGS
— 1I€ BUCOKOIIPOJYKTHUBHA TEXHOJOTIS, SIKa JI03BOJISIE CEKBEHYBATU MIUIBHOHU
¢parmenTiB JJTHK onHovyacHO, JO3BOJISIFOYM MIBUJIKO W TOYHO 1A€HTU(IKYBaTH re-
HeTnyH1 Bapiauii. OcHoBHI npuHuunu NGS BkirouaroTs ¢parmentainio JHK 3
HACTYIHUM TPHUEIHAHHSIM aJanTepiB 10 KIHIIB (parMeHTiB, aMmIuTi(iKaiio Ta
cexkBeHyBaHHs. Lleil MeTo 3[1CHUB PEBOMIOLIIO B raidy3l MOJEKYJSpHOi O100Til
Ta CTaB BAXXJIMBUM IHCTPYMEHTOM Y JIabopaTopHii miarHoctuii [44,C.8-9].

Icaye kinbka TumiB NGS, sKi BUKOPHUCTOBYIOTHCS B JIaOOpATOPHIH Jl1arHOC-
THUIli, BKJIIOYAIOYM CEKBEHYBaHHS BChOTO T'€HOMA, CEKBEHYBaHHS BCHOTO €K30Ma,
IbOBE cekBeHyBaHHA Ta cekBeHyBaHHS PHK. CexkBeHyBaHHsS MOBHOTO IeHOMa
nependayae CEKBEHYBaHHS BCHOTO T'€HOMY IHIUBIyyMa, TOJl SIK CEKBEHYBaHHS
BCHOT'O €K30Ma (POKYCYEThCS Ha JUISTHKaX T€HOMY, 0 KOAYIOTh Oinok. Llinecnps-
MOBaHE CEKBEHYBAHHS BUKOPUCTOBYETHCS ISl CEKBEHYBAHHS MEBHUX IIKABUX [li-
JSTHOK, ToAl sik cekBeHyBaHHs PHK BukopucTOBYy€eThCA A5 11eHTU]IKALIT Ta KiJIb-

KICHOTO BU3Ha4YeHHs piBHIB ekcrpecii reHiB. Koxken tunm NGS mae cBoi nmepeBaru
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Ta OOMEXEHHs, a BUOIp METOAY 3aJeKHUTh BiJi KOHKPETHOTO J1arHOCTUYHOTO 3a-
CTOCYBaHHSI.

NGS mae mmpokuii CHEKTp 3aCTOCYBaHHS B JTAOOPATOPHIM IarHOCTHIII,
BKJIIOYAIOYH J1arHOCTUKY TeHETUYHHUX 3aXBOPIOBaHb, 1HPEKIIMHUX 3aXBOPIOBAHb 1
paky. NGS MoxHa BUKOPUCTOBYBATH IS 1AeHTH(]IKAIli XBOPOOOTBOPHUX MYTa-
i}, BUSBJICHHS BIPYCHHUX 1 OaKTepiaJbHUX MATOTEHIB 1 XapaKTEPUCTHKH ITyXJIMH-
HUX MyTaiii. Hamaroun neranbHy reHeTnyHy iHGopmMarliiro, NGS Moxke 10momor-
TU y BHOOpI BIANOBIIHUX BapiaHTIB JIKyBaHHS Ta MOKPAIIUTH Pe3yJbTaTH JIKY-
BaHHs naiieHTiB. Kpim Toro, NGS Mo0kHa BUKOPUCTOBYBATU JUIs TOCTITHUIIBKUAX
IIJIeH, TaKUX SK BUSIBJICHHS HOBHUX XBOPOOOTBOPHHUX T'€HIB 1 pO3YMIHHS T€HETHUY-
HOI OCHOBHU CKJIAJHHX 3aXBOPIOBAHb. YHIBEPCAJIbHICTh 1 TOUHICTE NGS poOasITh
HOTO I[IHHUM 1HCTPYMEHTOM Y JIAOOPATOPHIM 11arHOCTHII Ta TOCHIIKEHHSX.

@nyopecuentHa riopuamzamis  in - situ (FISH) —  monekynsapHo-
IUTOT€HETUYHUN METOJ, SIKMii BUKOPUCTOBYETHCS B JJAOOPATOPHIM J1arHOCTHUII.
OcunoBuuit mpuniun FISH nepen6auae BukopucranHs (uyopeclieHTHO MIYEHUX
JAHK-30H11B, 5iKi 3B’ 43yI0ThCS 3 IEBHUMHM JIISTHKAMU XpPOMOCOM, IO JI03BOJISIE Bi-
3yaiizyBatu Ta imeHTudikyBaTu renetnuni anomanii. FISH MoxxHa BUKOpUCTOBY-
BaTH JJIsl BUSIBJICHHS XPOMOCOMHUX aHOMaJlii, aMrutipikailiii reHiB 1 TpaHCIOKa-
11{, 0 POOUTH HOTO IIHHUM IHCTPYMEHTOM Yy J1arHOCTHULI PI3HOMAaHITHUX T'€He-
TUYHUX po3naiiB [36,C.52].

Icnye kinbka tumiB FISH, ski BUKOPUCTOBYIOTBCS B JJAOOPATOPHIM J1arHOC-
THII, B TOMY YHCIIi:

- XpoMocoMHui MamrOHOK FISH: 114 TexHika BUKOpUCTOBYE Halip diyope-
CIICHTHUX 30H/IIB, SIKi 3B’ A3YIOThCSI 3 IEBHUMU AUISTHKAMHA XPOMOCOM, JTO03BOJISIFOUN
Bi3yaJIi3yBaTH L1JIl XpPOMOCOMH a00 IJIedi XpPOMOCOM.

- Multiplex FISH: neii meTon mepenbadae BUKOPHCTAHHS KUIBKOX 30H/IIB,
MIYEHUX PI3HUMHU (PIIyOpECHEHTHUMH OAapBHMKAMH, L0 JO3BOJISI€E BUSIBUTU YHUC-
JICHH]1 TeHETHYHI aHOMAaJIii B OJTHOMY 3pa3Ky.

- Reverse FISH: us Meronuka mnependadae BUKOPUCTAHHS 30HIB, K1

3B’s13y10Thes 3 meBHUMU AisiHkamu JIHK, sikux Hemae B HOpMamsHOMY TeHOMI, 1110

37



JTIO3BOJISIE BUSIBUTU T€HETUYH1 aHOMATI1, SIKI MOKYTh OyTH HEIOCTYIIHI 3a JOTIOMO-
OO0 1HIIINX METO/IIB.

FISH mae mmpokuii CHekTp 3acTOCYBaHHS B JaOOpaTOpHINA J1arHOCTHIIL.
Jesiki 3 nomupenux 3actocyBanb FISH BkitouaroTh:

- [IpenaranpHa AlarHOCTHKA TEHETUYHUX 3aXBOPIOBAHb;

- BusiBneHHs XpOMOCOMHHMX aHOMAaJIiil B paKOBUX KITITHHAX;

- BusiBneHHs reHeTUYHUX aHOMAaJTIH y TAIIEHTIB 3 MOPYIIEHHSIMH PO3BUTKY;

- iarHocTHKa 1H(MEKIIHHUX 3aXBOPIOBaHb, TAKUX SIK TyOepKy1p03 Ta BIJI.

FISH € 1miiHHuM 1HCTpYMEHTOM Yy JIaOOpaTOPHIii J1arHOCTHUIIl 3aBASIKUA CBOIH
BHUCOKIM YyTIUBOCTI Ta CHEU(pIYHOCTI, 10 JI03BOJISIE€ BUSBISTH F'€HETUYHI aHOMa-
i, SIKi HEMOXJIMBO BUSIBUTHU 3a JIOMIOMOTOI0 1HIIUX METO/IB. 3aBISKU HIUPOKOMY
cnekTpy 3acrocyBanHs FISH cTaB BaxJIMBUM KOMIIOHEHTOM Cy4acHoOi jabopaTop-
HOI JTIarHOCTHKH.

MiKpoYunoBuil aHaii3 — 1€ NOTYKHUN MOJEKYJISIPHO-TEHETUYHUIA METO/,
KU BUKOPHUCTOBYETHCS B JJAOOPATOPHIM JIarHOCTHII 1 JIO3BOJISIE OJIHOYACHO BH-
SBJIATH YHMCIICHHI T€HETHYHI Bapialii B OAHOMY ekcnepumeHTl. OCHOBHUN MpPUH-
IIUIT aHai3y MiKpouumiB mepeadayae ridopuaumsaiio 3paska JJHK a6o PHK 13
Yi[IOM MIKpOYMIY, 110 MICTUTh THUCSYl 30H]IIB, SIK1 JOMOBHIOIOThH MEBHI T€HETUYHI
MOCJIIIOBHOCTI. BuMiproroun cTymiHb riOpuau3aiiii MiX 3pa3koM 1 30HJaMH, J0C-
JIHUKA MOXKYTh 17IeHTU(DIKYBATH T€HETHUYHI Bapiallii, SKi MOXYTh OyTH MOB’3aH1
13 3aXBOprOBaHHAM a00 iHmuMu cranamu [40,¢.903-904].

VY naGopaTopHiil A1arHOCTHUIIl BUKOPUCTOBYIOTHCS JEKUJIbKA THUIIIB MIKpOYi-
1B, 30KpeMa:

- SNP (single nucleotide polymorphism) macuBu, siki BUSBIISIOTH Bapiallii B
OJIH1M Mapl HYKJIEOTHUIHUX OCHOB,;

- macuBu CGH (mopiBHsJIbHa TEHOMHA T10pUaM3allis), Kl BUSBISIOTH Bapi-
anii kipkocti komik JIHK;

- MacHBH €KCTIpecii TeHiB, SIKi BUMIPIOIOTh aKTUBHICTh THCSY T€HIB OJJHOYA-

cHo. KoxeH Tun MiKpouirniB Ma€e CBOi YHIKaJIbHI MepEBaru Ta 3aCTOCYBAHHS B Jia-
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OopaTopHiii M1arHOCTHUIN, 3JIEKHO BIJI KOHKPETHUX T'€HETUYHUX Bapialliid, II1o
aHaJI3YIOThCS.

AHaJi3 MIKpOYHIIIB Ma€ MUPOKUH CIIEKTP 3aCTOCYBaHb y JTa0OpaTOpHii fia-
THOCTHIII, 30KpeMa:

- JliarHOCTHKA TeHETUYHUX TIOPYIICHb 1 CITAIKOBUX 3aXBOPIOBAHb;

- ImerTudikairis moB's3aHUX 13 3aXBOPIOBAHHSIM T'€HETUYHUX Bapialliid 1 0io-
MapKepiB;

- OmiHKa peaxirii Ha JTiKH;

- [IpenaranpHa AiarHOCTUKA Ta CKPUHIHT TEHETUYHUX aHOMAJTIH.

3abe3neuyroud KOMIUIEKCHUNW 1 BUCOKOMPOAYKTHUBHUN aHalli3 T€HETUYHUX
Bapialiid, aHali3 MIKpOYHMIIIB 3pOOMB PEBOJIIOLIIO B rairy3i JabOpaTOPHOI AiarHoc-
TUKH, 3a0€3MEUNBIIA TOYHINTY Ta €PEKTUBHIINIY JIIarHOCTUKY Ta JIIKYBaHHS IIUPO-

KOT'0 CIIEKTPY 3aXBOPIOBAHb 1 CTaHiB.
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PO3/ILJI 3. AHAJII3 CYYACHUX JOCSITHEHbD Y JIABOPATOPHIH JII-
ATHOCTHII ®EHIJIKETOHYPII

3.1. IlepeBaru cy4yacHuUX MeTOdiB

Panns miarnoctuka ®KY mae BupimanbHe 3HaYSHHS TSI 3a00ITaHHs cep-
WO3HUM YCKIJIQHEHHSIM 37I0pOB’S, BKJIIOYAIOYM 1HTEIEKTyaJIbHy HEIOCTATHICTH 1
cynomu. JlabopaTopHa J1iarHOCTHKA BIJITPa€e >KUTTEBO BAXKIIMBY POJIb y BUSABIICHHI
OKYV y mronieid, 110 103BOJISIE pAHHE BTPYUYAHHS Ta JIIKyBaHHS.

JlabopatopHa nmiarnoctuka ®KVY Bkitouae BUMiIpIOBaHHS piBHs (heH1IamaHi-
HY B KpoBl. Lle MOXxHa 3p00UTH 3a TOMOMOTOK0 MPOCTOTO aHaji3y KPOBI, AKUH 3a-
3BUYAil TPOBOJUTHCS Y HOBOHAPO/DKEHUX SK YAaCTHMHA 3BUYAWHOTO CKPHUHIHTY.
Panne BusBienns OKVY € BaXJIMBUM, OCKUTBKH JIIKYBaHHS BKJIIIOYAE CYBOPY JIETY
3 HU3bKUM BMICTOM ()eHUJIaJIaHIHYy, SIKa MOKE 3aM00IrTH PO3BUTKY 1HTEIEKTYallb-
HOT HEJTOCTAaTHOCTI Ta 1HIIUX YCKJIAJHEHb 31 37I0pOB’ M. [HBa3MBHI METOM MpEHa-
TaJbHOI J1arHOCTUKH, TaKl sIK aMHIOIIEHTe3 a0o O10McCis BOPCUH XOP1OHA, TAKOXK
MOXYTb OyTH Bukopuctani Juist BusiBiieHHs OKVY y moga. 11 MmeToau € Bupimaib-
HUMHU 715 ciMeil 3 icTopiero PKY abo aig TuX, y KOro pasiiie OyJjia TUTHHA 3 [IUM
3aXBOPIOBAHHSIM.

Y ockoHalleHHsT J1TaOOpaTOPHUX METOJMIB JIarHOCTHKUA 3HAYHO IT1JBHUIIUIIO
TOYHICTh 1 epexTuBHICTh BUsiBieHHS DKVY. Tak, noBeaeHo, 1Mo AIarHOCTUYHI MO-
YKJIUBOCTI1 YJIbTPAa3BYKOBUX METOJIIB JOCIIKEHHSI Ta Jgomnuieporpadii KpOBOTOKY
MaloTh A1arHOCTUYHY Ta MPOrHOCTUYHY LiHHICTH y BusiBaeHHI ®KVY y miioxa. Kpim
TOT0, Cy4acCHI MOJICKYJISIPHO-TEHETUYHI METOAU JOCHIPKCHHS JO3BOJWIIN 1JICHTH-
dikyBaTu crienudivuHi TeHeTUYH1 MyTallii, siki cupuauHaoTs OKY, ymoxmusiio-
I0YM OUTBII LIJIECTIPSAMOBaHy Ta TOYHY A1arHOCTUKY. L{i TOCSTHEHHS MOJNETIININ
BusiBiieHHss DKY B okpemux oci0 1 ciMei, 110 T03BOJIUIIO PaHHE BTPYYaHHS Ta Jii-

KyBaHHS JUIs 3a100iraHHs CEpHO3HUM YCKIIAAHEHHAM 3710poB’s [45,C.28].

40



Cyuachi Metoau 1a00paToOpHOi A1arHOCTUKU J03BOJIMIIM 3HAYHO IMIBUILUTH
TOYHICTh JiarHOCTUKU QeHinKeToHypii (PKY), 3011bmuBIIN i1 4yTIMBICTH 1 CIie-
rupignicTh. 1[I METOMM BUKOPUCTOBYIOTH MEPEIOBI TEXHOJOTII Ta METOIH, SKI
MOXYTh BUSIBUTH HaBITh HU3bKI PiBHI ()eHIJIAJaHIHY B KPOBI, I03BOJISIOYH PAHIIITY
Ta OUTBII TOYHY AiarHOCTUKY. lle MOXke MOMOMOTTH 3amoOIrTH YCKIAQTHEHHSM,
noB’si3aHuM 3 HenmikoBaHuM DKV, TakuMm sk iHTENeKTyallbHa HEJOCTATHICTh 1 3a-
TpUMKa po3BUTKY. KpiM Toro, cydyacHi meroau niarHoctuku OKY 3meHmwim pu-
3UK XMOHOTIO3UTUBHUX PE3YJIbTATIB, 10 MPHU3BEJIO 0 OUIBII TOYHOTO Ta €PEKTUB-
HOTO JIIKyBaHHS.

[le onHi€r0 MepeBaror cyyacHUX METOJliB JabopaTtopHoi AiarHocTuk OKY
€ WBUIINN Yyac OTpUMaHHS pe3ynbTaTiB. TpaauiiitHi meroau aiarHoctuku OKVY,
Taki sk TecT ['aTpi MOXKYTh OTpUMATH PE3yJIbTATH MPOTATOM KUIBKOX JTHIB 200 Ha-
BITh TWXHIB. Tect I'aTpl — 1Ie OJIMH 1arHOCTUYHHUA METOJI, IKUH BUKOPHCTOBY-
etbest s BusiBnieHHs: DKV y HoBoHapomkenux. Lei tect nependayae 30ip HeBe-
JIMKOI MpoOH KPOB1 3 I’ SITM HEMOBJIATU Ta ii aHANI3 HA HAsBHICTh (PEHIJAIAHIHY.
Tect I'atpl WUPOKO BUKOPUCTOBYETHCS ISl CKpuHIHTY @KV y HOBOHApOIKEHUX.
OpHak 13 MOsIBOIO OUJIBII MPOTPECUBHUX METO/IIB J1arHOCTUKH, TAKUX SIK TaHJIEMHA
Mac-CIIEKTPOMETPis, BUKOPUCTAaHHS TecTy [arpi crajo MEHII MOUIMPEHUM
[28,c.94].

Hagpnaku, HOBI MeTO/IM, TaKl SK TaHACMHA Mac-CIIEKTPOMETPis, MOXYTh Ja-
TH pe3yJbTaTH MPOTATOM T'OJMH a00 HaBITh XBWIKH. Llei mBuammii yac Moxe A0-
MOMOTTH KIIIHILMCTaM NpUUMaTH OUTbII OOIpYHTOBAH1 PIICHHS IIOAO JIIKYBaHHS
ta jikyBanHga OKYV, mo npusBene 10 kpanmx pe3yabTaTiB IS MaI€HTIB.

CyuacHi metoau JiabopaTopHoi JaiarHocTUku DKV Takok MarTh MOXKIIH-
BICTh BUSIBIISITH BapiaHTHI (GOPMH 3aXBOPIOBAHHS.

DeH1IKeTOHYpIsS — 1€ CKIaAHUN po3iaa 13 KUTbKOMa MiATUIIAMH, KOXKEH 31
CBOIMU YHIKQJIbHUMH T€HETUYHUMHU Ta O10XIMIYHUMHU OCOOIMBOCTSAIMU. CyuacHe
TeHETUYHE TECTYBAHHS Ta MOJICKYJISIPHI METOJIM MOXYTh 1€HTU(]IKYBaTH 111 Bapi-
aHTH, JO3BOJISIOYM CKJIAJaTH OlIBII MEPCOHANI30BaHI Ta IIJIECIPSAMOBAHI TUIaHU

JikyBaHHs. L{e Moke mpu3BecTH 10 Kpallux pe3yJbTaTiB AJi NAll€HTIB, OCKUIbKU
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JIKYBaHHSI MOXHA MPUCTOCYBATH JI0 iXHbOro KOHKpeTHoro miatumy ®KVY, nokpa-
Iyroun e(eKTUBHICTD Tepartii.

OTxe, cydacHI METOAM JTAOOPATOPHOI JIarHOCTUKW 3pOOUIIN PEBOJIOIIIO B
niarHoctuil Ta jikyBaHHi DKV, 3abe3neuunBiiy OUIbITY TOYHICTh, MIBUIMIANA Yac
JIKYBaHHS Ta MOKJIMBICTh BHUSBJICHHS BapilaHTHHX (Qopm 3axBoproBaHHs. L1 mocsr-
HEHHSI TIPU3BETIH 10 MOKpAIeHHs pe3ybTariB A namientis 3 OKY, miakpecioro-
YK BaXKJIMBICTh IPOJIOBKEHHS TOCIIIKEHB 1 po3po0oK v 1ii ramysi [34,¢.79-80].

[Tomimepasna manmrorosa peakiist (IIJIP) — cywacHmit 1 BUCOKOUYTIIMBUI
MeToa JlaboparopHoi aiarHoctuku (enuikeronypii (OKVY). [punmun TJIP noss-
rae B amruidikarii neBHoi nociigoBHocti JIHK 3a momomororo TepmocTabiabHOTO
bepmenty JIHK-nonimepasu. el mpoiiec 103B0JIsiE BUSBUTH HEBEIUKY KIIbKICTh
JIHK, o pobuth HOro miHHUM 1HCTPYMEHTOM Y JIArHOCTHUIIl T€HETUYHHUX PO3Jia-
niB, Takux K DKV,

IJIP mae psan nepeBar y giarHoctuiii ®KVY. Ilo-nepiie, BiH BUCOKOCHIEIIH-
¢biuHul, 110 103BOJIAE BUSBUTU crieludiuHl MyTallli, mos’sa3aHi 3 @KY. Ilo-npyre,
BIH Jly’)K€ YyTJIMBUH, J03BOJIAIOYM BUSBIATH HeBenukl KuibkocTi JJHK HaBiTh y
MPUCYTHOCTI 1HIIIOTO T€HETUYHOro Marepiany. g uyTnuBicTh 0COOIMBO BaXKIMBa
B IIpOrpaMax CKpHUHIHTY HOBOHApPODKCHUX, J¢ PaHHE BUSABJICHHS Ma€ BUPIMIAIbHE
3HAY€HHA AJi €()EeKTUBHOTO JIIKYBaHHs Ta Npo(UIaKTHKU ycKiagHeHb. Kpim Toro,
[TJIP € BiTHOCHO IIBUIKHM 1 €KOHOMIYHO €(eKTUBHUM METOJIOM, 110 POOHUTH HOTO
JIOCTYITHUM JIsl ITUPOKOTO KOJia Malll€HTIB.

ITJIP mae xinbka 3actocyBaHb y miarHoctuil ®OKY. Oxaum 13 HalBaXKIIMBI-
IIMX 3aCTOCYBaHb € MPOrpaMu CKPUHIHTY HOBOHAPOJDKEHUX, JIeé TECTU HAa OCHOBI
[1IJTIP BukopucroBytoThes Ay BusiBieHHs DKV y HoBoHapomkeHuX. PaHHe BusB-
JICHHS 32 JOMOMOTOK CKPUHIHTY HOBOHAPOKEHUX JI03BOJISIE pAaHHE BTPYYaHHS Ta
JIKyBaHHS, 3MCHIIIYIOYH PU3HK YCKIIQJHECHb Ta MOKpalnytoudn pesynbraty. [1JIP Ta-
KOX MO>KHa BUKOPHCTOBYBATH JIUIsl TECTYBaHHS Ha HOCIHCTBO Ta MpEHATAJILHOI Jia-
THOCTUKH B ciM’six 3 icTopieto DKV, Ile nae 3mory npuitMaTi o0IpyHTOBaHI piIicH-

Hsl 1100 TUIAaHYBaHHS CIM’i Ta paHHE BTPY4YaHHS MpU MOPYILIEHH] BariTHOCTI. 3ara-
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nom BukopuctanHs [IJIP y miarHoctuii @KV 3pobuiio peBosolito B raimysi reHe-
TUYHOTO TECTYBAHHS Ta 3HAYHO MOKPALIWIO Pe3yJIbTaTy JIKyBaHHS maiieHTiB [38].

Tannemna mac-ciekrpometpist (TMS) — cyuyacHuii MeTOJ] AiarHOCTUKH (he-
HinkeToHypii (OKY). TMS € BHCOKOUYTIMBOIO Ta CHEHU(BIYHOI AHATITUYHOIO
TEXHIKOI0, STKa MOKE€ BUMIPIOBATH BITHOIICHHS MAacH JI0 3apsiay KUTbKOX 10HIB OJI-
HouacHo. [Ipunnmn TMS nepenbauae ioHi3amio 3paska, (pparMeHTarlito i10oHiB, a
MOTIM BUMIPIOBAHHS CITIBBIJHOIIIEHHS MacH J0 3apsay OTPUMaHHX (parMeHTIB.
Ile mo3Bossi€e i1eHTU(DIKYBATH Ta KUIbKICHO BU3HAYUTH criel(iuHi MeTabomiTH, y
ToMy uuncii noB’si3ani 3 OKYVY.

Meton TMS wmae psin niepeBar niepes TpaauIiiHUMUA METOAaMH JT1arHOCTUKH
OKYVY. OnHiero 3 HalOLIBII 3HAYYIIMX [epeBar € Horo 31atHicTh BUsABIATH OKVY y
HOBOHAPO/KEHUX 32 JOIIOMOI0I0 HEOHATAJIbHOTO CKpUHIHTY. Lle paHHe BusiBIEHHS
MO>K€ MPHU3BECTU JI0 CBOEYACHOIO BTPYYaHHS Ta JIIKYBaHHS, 10 MOXE 3amoOIrTu
ab0 MiHIMI3yBaTH PO3BUTOK cUMITOMIB, OB’ s3aHNX 3 ®KY. Kpim toro, TMS €
HEIHBa3WBHUM METOJIOM, SIKUW BUMAarae JMIIe HEBEIUKOi KUIBKOCTI KpoBl ab0 1H-
mux 010J0TIYHUX 3pa3KiB. BiH TakoX € BUCOKOUYTIMBUM 1 CIEHU(PIYHUM, 1110 J0-
3BOJISIE TOYHO /I1IarHOCTYBAaTH Ta KOHTposoBaTtu OKYVY.

3actocyBanHus TMS y miarnoctuiii ®KVY e uyncnenaum. TMS mMokHA BUKO-
PUCTOBYBATH sl BUMIPIOBAaHHS PIBHIB (DEHIIANIaHIHY Ta TUPO3UHY B 3pa3Kax Kpo-
Bl, Ikl € OCHOBHUMH MeTaboJiTaMu, 1o BiuBaioTh Ha OKYVY. Ile moxe Oytu ko-
PUCHUM JJIsl MOHITOPUHTY €(DEKTUBHOCTI JIKYBaHHS Ta KOPUTYBaHHS JI€TH 3a MOT-
pebu. TMS Takok MOKHa BUKOPUCTOBYBATH JIJISl BUSIBJICHHS 1HIITMX METAOOTIYHIX
pO37a/iB, BKIIOYAIOUYM MYKOBICHIHIO3 1 rajgakro3emiro. 3arasioM TMS e miHHUM
IHCTPYMEHTOM Yy JiarHocTuill Ta JikyBaHHI @KV Ta 1HmMX MeTaboJIuyHuX po3Jia-
JIiB, IPOTIOHYIOYX YUCJICHHI TIepeBaru nepea TPaauiliiHUMHA METOJIaMHU JI1IarHOCTH-
ku [33,¢.112].

HoBi TexHoJIOT1i peBOJIOLIOHI3YIOTh JIarHOCTUKY (QeHuikeToHypii (PKY) 1
BIJIKpUBAIOTh HOBI MOXJIMBOCTI JUISI PAHHHOTO BHSIBJICHHS Ta TEPCOHATI30BAHO1
meauad. OHIEI0 3 TAKUX TEXHOJIOTIH € CEKBEHYBaHHS HACTYITHOTO TMOKOJIHHS

(NGS), sixke 103BOJISIE POBOAUTH IIBUIKHHN 1 eKOHOMIYHO €(PEKTHBHUN aHalli3 Be-
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JIUKUX 00cATIB reHeTHuHnX Hanux. NGS mae roreHmian s MIBUILEHHS TOYHOC-
Ti Ta WBUAKOCTI AiarHoCTHKH DKV nuisxom BUSBICHHS XBOPOOOTBOPHUX MYTallii
y reHi ¢enuananinriapokcunasu (PAI), skuii Binnosinae 3a ®KY. [amI HOBITHI
TEXHOJIOT1i, TakKi K piJika O10TCis Ta MeTab0JI0MiKa, TAKOK MOXYTh OyTH Iepcrie-
KTUBHUMHU JJIS IIaTHOCTHKHU Ta MOHITOpUHTY DKV,

[ToTenmian mepconanizoBanoi Meauinau B piarHocTuii ®KY € 3HauHAM.
AHaN3yl0u1 reHeTUYHUHN CKJIaJ] JTIOJUHU Ta IPUCTOCOBYIOUH JIIKYBaHHS /10 ii KOH-
KPETHUX MOTped, MepcoHali30BaHa MEIUIIMHA Ma€ MOTEHIIal JJIs MOKpaIleHHs
pe3yabTaTiB 1 3MEHIIEHHST TAraps xBopoobu. Hampukiian, reHeTHuHe TeCTyBaHHS
Moxe ieHTudikyBaTH ocid 3 Ourbin jerkumu Gopmamu OKVY, skum moxe OyTu
KOPUCHUM MEHII OOMEXyBallbHE JIIETUYHE BTpy4yaHHs. KpiM Toro, ¢papmakoreHo-
MiKa, JOCIIHPKEHHS TOTO, K T€HU JIIOJIMHU BIUIMBAIOTh HA PEAKIIIO HA KU, MOXKE
JIOTIOMOI'TH ONITUMI3YBaTH CXEMH JIIKyBaHHs nalieHTiB 3 OKY.

[IponoBxkeHHs AOCHIKEHb 1 po3po0ok y aiarHoctull PKY mae Bupimans-
HE 3HAYCHHS /I TIOKPAIICHHS Pe3y/bTaTIiB 1 MOKPAIEHHS HAIIOTO PO3YMIHHS 3a-
xBOproBaHHs. [1oCTiitH1 3ycHIUIs 3 MIABUILEHHS TOYHOCTI Ta JOCTYIHOCTI JI1arHOC-
TUYHUX TECTIB, a TAKOK BU3HA4YCHHsS HOBUX OioMapkepiB @KY MOXyTh A0MOMOT-
TH TIOKPAIUTA PAHHE BUSBJICHHS Ta MOHITOPHHT 3aXBOproBaHHs. KpiMm Toro, moc-
JIJUKEHHS OCHOBHUX N'eHETHYHHUX 1 010X1MIYyHUX MeXxaH13M1B PKY moxe nomomor-
TH BU3HAYUTH HOBI TEPANEBTUYHI IIUJII Ta PO3pOOUTH O1IbII €PEKTUBHI METOIU
JIKyBaHHs. [HBeCTyI0UM B AOCHIKEHHS Ta pO3pOOKH, MU MOKEMO MPOAOBKYBATU

MOKpaIryBaTu XuTTs Jrojei 3 @KV ta ixHix poauH.

3.2. O0OMexkeHHS Ta BUKJIMKH BUKOPUCTAHHS

JlabopaTopHi MeToaM, $IKI BUKOPUCTOBYIOThCS i miarHocTuku DKV,
BKJIIOYAIOTh BUMIPIOBAaHHS PiBHS (PeHIIAIaHIHY B KPOB1, IPOBEICHHS T€HETUYHOTO
TECTYBAaHHS Ta aHai3 3pa3KiB cedl. X04a Il METOIU MOXKYTh TOYHO J1arHOCTYBaTH
®KYVY, Bonu He € Haniiiaumu. Taki gaktopu, sK BIK, Jl€Ta Ta IPUHOM JIIKIB, MO-

J)KyTh BIUIMBATH HAa TOYHICTH IIUX TECTIB, NMPUBOJSYM JI0 XMOHOMO3UTUBHUX a00
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XUOHOHETaTUBHUX pe3yJsbTaTiB. KpiM TOro, BapTICTh 1 JOCTYNHICTh IIUX TECTIB
MOKYTbh CTBOPUTH IIPOOJIEMHU, OCOOJIMBO B YMOBaX HU3BKOTO PECYPCY.

[HmumM obmexxkeHHssM JabopaTtopHoi aiarHoctuku KV € Te, mo BoHa nae
JMILEe MUTTEBUI 3HIMOK CTaHy Hal[leHTa Ha MOMEHT TecTyBaHHi. PKY — ne 3a-
XBOPIOBAaHHSI, SIKE TPUBAE MPOTATOM YChOTO KUTTS, 1 MOTpeOdy€e MOCTIHHOTO MOHI-
TOPUHTY Ta JIKyBaHHs. JIabopaToOpHi TeCTH HE 3aBXKIAM MOXYTh BiIOOpa)KaTh 3Mi-
HU piBHS (eHUIaNaHIHy 3 4acoM, 10 YCKJIaJHIOE TOYHY OIIHKY €(eKTUBHOCTI Jii-
kyBauHs. KpiM Toro, mabopatopHi MeToAu HE MOKYTh OXOMHUTH BECh CIIEKTP CHUM-
NTOMIB 1 YCKJIaJHEHb, OB’ A3aHuX 3 OKVY, Takux sik 3aTpuMKa po3BUTKY Ta MOBE-
JIHKOBI TTpo0sieMu. TakuM YHHOM, BUPIIIAJIBHUM € KOMIJIEKCHUN TIIX1 A0 Jiar-
HOCTHKM Ta JiKyBaHHS DKV, skuil BKIIOUae KIIHIYHY OLIHKY Ta NOCTIMHUI MOHI-
topuHr [24, ¢.30].

OnHuM 13 OCHOBHHX OOMEKEHb J1a00PaTOPHOI J1arHOCTUKU (PEHUIKETOHYPIi
(OKY) € MOXKIMBICTE XUOHOMO3UTUBHUX 1 XMOHOHETaTUBHUX pe3yJbTatiB. [lomu-
JKOBO-TIO3UTUBHI PE3yJIbTaTH BUHUKAIOTh, KOJIU TECT NMPUIyCKae, 10 JIIOJNHA Ma€
®KYV, xoua BoHa ii HE Ma€, a XMOHO-HETaTUBHI PE3yJIbTaTH BUHUKAIOTh, KOJIU TECT
He moxe BusiButd ®KVY B ocobu, sika mae 3axBoproBaHHs. [[i mOMUIKH MOXYTh
MPU3BECTH JI0 HEMOTPIOHUX MEIUYHUX BTpy4YaHb a00 HE3AATHOCTI J1arHOCTYBATU
ta jgikyBatu OKVY BianosigHo. Y TOM yac K XMOHOMO3UTUBHI PE3YJIbTaTH MOXYTh
OyTH BHUKJIMKaHI TaKUMU (haKTOpaMu, SIK MOMUJIIKA JlabopaTopii ab0 BIUIMB 1HIIMX
3aXBOPIOBaHb a00 JIIKIB, XMOHOHETAaTUBHI PE3yJbTATH MOXXYTh BHHUKATH Ye€pe3
O0OMEKEeHHSI B METO/I0JIOT1] TeCTyBaHHS.

Brpyuanns iHmMX 3aXBOpIoBaHb ab0 JIKIB TaAKOXX MOXE CTaTH MPOOJIEMOIO
Jutst TouHOi 1abopatopHoi aiarHoctuku OKYVY. [1eBHi 3axBoproBaHHs ab0 JIKKU MO-
KyTh BIUIMBATH Ha PiBEHb (EHITANIaHIHY B KPOBi, 110 MPHU3BOAUTH 10 HETOYHHX
pe3ysbTaTiB aHami3iB. Hanpukian, y aroei 13 3aXBOpIOBaHHSAMM MEYiHKU a00 THX,
XTO MpUIMAaE NeBHI aHTUOIOTUKHU, MOXE OyTH MiJABUIIECHUHN piBEHb (EHITANTaHIHY,
10 MPU3BOIUTH 10 XxuOHOMo3uTuBHOro miarHosy ®KVY. Tak camo B oci0, ski
NPUIIMAIOTh TIEBHI JIIKK, MOXE OyTH 3HM)KEHUU piBEHb (PeHLTaNIaHIHY, 0 TPU3BO-

JUTH 0 XUOHOHETATUBHOTO J1arHO3Y.
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OOMexeHHST METOAOJIOTi TECTYBaHHS TaKOX CTBOPIOIOTH MPOOIEMHU IS Jia-
oopatopnoi aiarnoctuku OKVY. Hanpuxnan, neski METOId TECTYBaHHS MOXKYTh
OyTH MEHII YyTIMBUMHU 200 crienudiYHUMU, HIXK 1HII, 10 MPU3BOJAUTH J0 HETOU-
HUX pe3yJibTariB. KpiM TOro, meBHi METOAM TECTYBAaHHS MOXKYTh BUSBIISITH JIUIIE
neBauid Tiinm @KV, Toxi sSK 1HII MOXYTh HE BUSBIIATH BCi TUIU. KpiM Toro, Ha TO-
YHICTh TECTYBAaHHS MOXYTb BIUIMBATHU Taki (akTopH, sk 30ip 1 0OpoOKa 3pa3KiB,
nabopaTopHe 00JIaJHAHHS Ta MPOLEAYPH, a TAKOK HaBUYAHHS Ta JOCBiJ MEPCOHATY
nabopatopii. 1li oOMexeHHS MAKPECTIOI0T, HEOOXIAHICTh MOCTIHHUX JTOCHIIKEHb
1 pO3pOOKHU OUIBII TOYHHX 1 HAJAIHHUX METOJIIB TeCTyBaHHs Juist AiarHocTuku OKVY.

Opniero 3 mpobaem jabopaTopHoi giarHOCTUKH (eninkeTonypii (PKY) e
OOMEKEHUI JOCTYN 10 00CTEXYBaJIbHUX YCTAHOB. Y AESKHUX PETiOHaX, OCOOIMBO
B perioHax 3 HU3bKUM PIBHEM JIOXOJTy, 3aKJIaJId JIJIsl TECTYBaHHS MOXYTh OyTH He-
JOCTYITHUMU a00 MOXYTh OyTH pO3TalloBaHl JAJIEKO BiJ MAaI€HTIB, IO YCKJIaI-
HIOE JUIsl HUX JIOCTYII /10 IIarHOCTUKM Ta JiKyBaHHs. Lle Moke mpu3BecTH 10 3ari-
3H1JI01 J1arHOCTUKH, III0 MOXKE MaTH CEpHO3H1 HACTIAKY JUIS TALI€HTIB, BKIIFOYAIO-
YH 3aTPUMKY PO3BUTKY Ta KOTHITUBHI NopymeHHs. KpiM Toro, oOMexxeHuid JocTyn
JI0 3aKJIaJIIB TECTYBaHHSI TaKOXK MOXE MPHU3BECTH JO BIJACYTHOCTI JAHUX TPO TO-
mpenictb @KV B neBHHUX perioHax, M0 YCKIAIHIOE PO3POOKY €PEeKTUBHOI MOJII-
TUKH Ta TIporpam y cepi oxopoHu 310poB’s [6,C.4-5].

[amoro npobsemoro nabopatopuoi miarnoctuku OKVY e Bapricth 1 goctyn-
HICTh TecTyBaHHs. JlabopaTopHi TecTu, HeoOX1aH1 it AiarHocTuku OKY, MoxyTh
OyTH TOpOTHMHM, 1 HE BCI MAIIEHTH MOXYTh MaTH JOCTYI JO MEIMYHOTO CTpaxy-
BaHHs 200 1HIKX 3ac001B ¢iHaHCOBOI qomoMord. Lle Moxke mpu3BecTH 10 3HAYHO-
ro ()iHAHCOBOTO TATAPS VIS MAIIEHTIB Ta IXHIX POJIMH, 1110 MOXKE I11¢ OUIbIIIE MOCH-
JUTHU pO301KHOCTI B CTaHi 3710pOB’sl. Y pe3yJbTaTi AesKi MaIlll€HTH MOXKYTh B3arai
BIJIMOBUTHUCS BiJl TECTyBaHHA a00 JIIKYBaHHS, 1110 MOXKE MPU3BECTHU 10 CEPHO3HUX
HACIIJIKIB JJIs1 3I0POB’S1.

bpak o6i3nanocTi Ta ocBith 1moa0 giarHocTuku DKV Takox € 3HAYHOIO
npobnemoro. bararo nozaei, BKIIOYal0OYM MEIUYHUX MPaliBHUKIB, MOXYTh OyTH

He 3Haitiomi 3 ®KVY Ta ii cuMnromamu, 0 MPU3BOIUTH 0 HEIOAIarHOCTUKHA 200
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HEeMpaBUWJIBHOTO JiarHo3y. Lle Moxke nmpu3BecT 10 3aTPUMKH JIKyBaHHS Ta JOBIO-
CTPOKOBHUX HACHIJKIB JJIs 370poB’s. KpiM Toro, marieHTu Ta iXHI POJUHH MOXYTh
HE YCBIJJOMJIIOBATH B@)XJIMBOCTI PaHHBOI J1arHOCTUKHM Ta JIKyBaHHS, IO MOXKE
MPU3BECTH A0 HEJAOTPUMAHHS CXEM JIIKYBaHHS Ta MOTAHUX HACTIJKIB JUIs 3]10-
poB’s. [linBuimenHst 06i3HaHOCTI Ta OCBITH 1010 AlarHocTHKH DKV mae Bupimia-
JbHE 3HAYEHHS JUISI TIOKPAIICHHS PIBHS JIarHOCTHKHU Ta 3a0e3MeueHHsl TOro, mod
NaIlEHTH OTPUMYBAJIU CBOEYACHE Ta €(hEKTUBHE JIKYBaHHS.

[Iporpec y MeTomoorii TecTyBaHHs MPU3BIB 10 3HAYHUX MOKPAIICHb Yy Jia-
6opatopHii miarHoctuil periikeronypii (OKVY). Tpaguuiiitni MeToau AiarHOCTH-
ku OKVY BriI04aroTh BUMIPIOBAHHS PiBHS (DEHUIANIaHIHY B KPOBI, 1110 MOXE 3aiHsI-
TH 0araTo 4yacy Ta noTpeOdyBaTH clieliaii3oBaHOro oodsagHanHsa. OnHak Oy po3-
pOoOJIeH] HOBIII METOJIM TECTYBaHHS, 5Kl € IIBUIIIMMH, TOYHIITUMH Ta MEHII 1HBa-
3uBHUMH. Hampukian, tangemHa mac-criektpoMetpis (MS/MS) crana 3010TUM
ctanaapToM i giarHoctukd KV, 1m0 103BoJsie TOYHO BUMIPIOBATH PiBHI (PeHi-
JaJlaHiHy B HEBEJIMKOMY 3pa3Ky KpoBi. Lleli MeTos 3HaYHO MiABUIIMB TOYHICTH 1
HafgiiHIcTh aiarHoctuku OKVY, mo npusseno A0 Kpalux pe3ynbTaTiB A NallieH-
TIB.

[HTerpanis HOBUX TEXHOJIOTIM Tak0X CHpHsUIa MOKPALIEHHIO JIa0OpaTOPHOI
niarHoctukn OKVY. Hanpuknaza, Oyjao mokazaHo, IO BUKOPUCTAHHS METaOOIITO-
TPOIHMX areHTIB MIABUIIYE YyTIUBICTH 1 cienudiuHicTh aiarHoctuku OKVY. Kpim
TOTO, CHCTEMHU JHUCTAHLINHOI A1arHOCTUKH, Takl sk TytoCare, BAKOPHCTOBYBAJIUCS
JUTsl HABYAHHS MPAKTUYHUM HaBUYKaMm fiarHocThkd @KV, nponoHyroun mocrayva-
JbHUKAM MEIUYHUX MOCTYT 3pYyYHUl 1 eheKTUBHUMN CIIOCi0 MOHITOPUHTY Ta Jiar-
HOCTHKM marieHTiB. Lli HOBI TEXHOJOrIi MalOTh MOTEHIIIaJl PEBOJIOLIIOHI3yBaTH [li-
arHoctuky @KV, 3pobuBmiy ii O11bII TOCTYMTHOIO Ta €(PEKTUBHOKO NJIs MAIli€HTIB
[9, c.98-99].

binblia 1OCTYNHICTS 1 I[IHOBA JOCTYIHICTh TECTYBaHHS TAKOXK OyJIM BaXKJIu-
BUMH (paKTOpamMH B TIOKpaIieHHi JrabopartopHoi miarHoctuku PKY. ¥V Garathox
KpaiHax 3ampoBaPKeHO MPOTpaMU CKPUHIHTY HOBOHAPOKEHUX TSI 3a0€3MeUeHHS

paHHbOTO BHsBIeHHS Ta JikyBaHHS DKVY. 11 nmporpamu 3pobmim TecTyBaHHS Ha
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OKYVY O611bIl JOCTYITHUM 1 JOCTYITHUM, IO MPHU3BEJIO 0 PaHHLOI J1arHOCTUKH Ta
JIKyBaHHS 3axBopioBaHHs. KpiMm Toro, gokianamThCs 3yCHUIs, o0 3poOUTH Tec-
TyBaHHs Ha OKVY Ou1bll JOCTYIHUM y Malio3a0e3MeuyeHnX 1 CUTbChKUX paiioHax,
Jie TOCTYM J0 CHEIlali30BaHOro 00JaJHaHHs Ta KBadi(hiKOBaHMX MEAUYHHUX TIpa-
I[IBHUKIB MOke OyTH oOMexeHuid. Po3mmprotoun qoctyn a0 tectyBanas Ha OKY,
OlnpIe JIOACH MOXYTh OTPUMATH KOPUCThH BiJ PaHHBOI JIarHOCTHKHU Ta JIKY-
BaHHSI, MOKPAIYIO4H 3araJIbHUN CTaH 3/10POB .

Panns miarHoctuka Ta jgikyBaHHS ¢eHikeTonypii (PKVY) mae Bupimanbhe
3HAUEHHSA JIJIsl 3aMo0IraHHsl PO3BUTKY BaKKUX HEBPOJIOTIYHUX YCKJIAJHEHb 1 MOK-
pamieHHsl BIJJAJICHUX PE3yJIbTATIB JJisi XBopux. He3Bakaroun Ha OOMEXEHHS Ta
npoOJieMu, TIOB’s13aH1 3 JabopatropHUMU MeToaamu JiarHoctuku OKVY, Baxiuso,
100 111 METOJIU MPOAOBKYBAJIM BUKOPUCTOBYBATUCS JIJIS SIKOMOTA PAHIIIOTO BHSIB-
neHHs xBopuXx. Lle miakpeciioe BaXXJIUBICTh MOCTIMHUX 3yCUJIb JJIs IIJIBUIICHHS
TOYHOCTI Ta HaAlitHOCTI JabopaTopHoi AlarHocTuku OKYVY.

[TocTiine BHockoHaneHHs JabopatopHoi niarHocTuku OKVY € HeoOxinHum
JUIsl yCyHEHHSI OOMEKEeHb 1 po0seM, MOB’A3aHuX 13 cydyacHUMHU Meroaamu. Ha-
MPUKJIA, HASBHICTD CICU(IYHUX 10 CKIIEPOAepMIi ayTOAHTHUTLI MOXKE MaTH Jiiar-
HOCTHYHE 3HAYCHHSI, a aHTUTIIA J0 TornoizoMepasu-1 (anTu-Scl-70) yacrimre BusB-
JSIIOThCA y MarfieHTiB. MaliOyTHI JOCII)KEHHSI TOBUHHI OyTH 30CEPE/IPKEH] Ha BU-
SBJICHHI HOBUX O10MapKepiB 1 po3po0Ill OUIBII YYTAUBUX 1 CHCHU(BIYHUX aHATI31B
st niarHoctuku OKY. KpiM Toro, ciiBmpans MiX KIIHIYHUMU Ta J1a00OpaTOpHU-
MU CTICIiaIiCTAMH MOKE JOMOMOTTH 3a0€3MeYNTH BUKOPUCTAHHS Haile()eKTHBHI-
IIMX TIarHOCTUYHMX cTparerii [2, €.79-80].

MaiiGyTHi HanpsSMKU JOCHIKEHb 1 po3po0ok y aiarHoctulll PKY noBuHHI
OyTH 30CceperKeHi Ha MiBUIIEHHI TOYHOCTI Ta HAaIIHHOCTI MOTOYHHUX JabopaTop-
HUX METOJIIB, @ TAKOXK Ha BUBUCHHI1 HOBUX I1JIXO/IB JIO JIarHOCTUKH Ta JIIKyBaHHS.
[le MOke BKJIIOUATH pO3POOKY HOBHX JIIAaTHOCTUYHUX 3aCO01B, TAKUX SIK TEHETUYHE
TecTyBaHHsA a00 MeTabosiomiuHi migxoau. Kpim Toro, mociiaHUIBKI 3yCHILIS Ma-
I0Th OyTH CHPSIMOBaH1 HAa BUBHAUYEHHSI HOBUX T€PANEBTUYHUX LIICH JUIsl JTIKYBaHHS

®KYVY 3 KIHIIEBOIO METOI0 MOKPAIIEHHS PEe3yibTaTiB JUIsl MOCTPaXKAAIUX 0ci0 Ta
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3MEHILEHHS TAraps IbOr0 3aXBOPIOBAHHS HA CUCTEMU OXOpPOHH 310poB’s. [Ipono-
BXKYIOUM 1HBECTYBAaTH B JIOCHIJDKEHHS Ta PO3pOOKH, MM MOYKEMO CIOJIBAaTUCS Ha
MOKpAIIEHHS T1arHOCTUKU Ta JikyBaHHS DKV, 1mo 3pemToro moKpamuTh KATTS

THX, XTO IIOCTPaAXIaB BiI[ ObOI'0 3aXBOPIOBAHH.

3.3. CuniBcTaB/IeHHA 3 IHIIMMH METOIAMHU JiarHOCTHKHU

Oeninkeronypis (OPKY) — mne cnaakoBuil MeTaOoMiuHUNA po3najd, SKUAN
BIUIMBA€ HA 3/IaTHICTh OpraHi3My HepepoOsisATH (eH1TallaHiH, aMIHOKUCIIOTY, SKa
MICTUTBCS B OaraThox mpoaykrax. Skmo @KV He nikyBatu, 1€ MOXE MPU3BECTU
JI0 CEpHO3HOT 1HTENEKTYyaIbHOI HEJAOCTATHOCTI, CYJIOM Ta IHIIUX HEBPOJOTTUHHUX
npobsiem. ToMy paHHS JIarHOCTHKA Ma€ BUpIIIAJIbHE 3HAYCHHS VIS 3al00IraHHS
UM MOXJIMBUM YCKJIaJHEHHSM 1 3a0€3MeUeHHs IBUIKOTO JIiKyBaHHs. Jlabopato-
pHAa JI1arHOCTUKA BiIrpae BaXJHMBY poJib y paHHbOMY BusaBieHHI DKV, ockuibku
JI03BOJISIE TOYHO Ta HAJIMHO BU3HAYUTHU pIBeHb (PeHUTaNIaHIHy B KpoBi. BusBuBIIN
NIJBUILIEHUHN pi1BEHb (DeHUIATaHIHy, MEAUYHI PAI[IBHUKU MOXKYTb 1HIIIFOBATH BiJI-
MOBIJHI 3aX0/M JUIsl JIKYBaHHsSI CTaHy Ta 3amo0iraHHs JOBrOCTPOKOBUM YCKIaJl-
HEHHSIM.

Baxmnusicts naboparopHoi aiarHoctuku KV mie Oinbliie miaKpecIoeTbes
TUM (HaKTOM, IO 1HIII JIarHOCTUYHI METOJAM MOXKYTh OyTH HE HACTIILKH HAIHHH-
MU 4M AOCTyNnHMMHU. Hampuknan, xoda mporpamMu CKpUHIHTY HOBOHApOKEHHUX €
epextuBHUMU Ans BusiBlieHHS DKV, BoHM MOXyTh OyTH HETOCTYNHHMH B YCIX
perioHax a00 MOXYTb TPOIYCTUTH BHUMAAKHK JIeTKOi rinepdenuiananinemii. Ha-
BIIaKH, JIaDOpaTOpHA JIIarHOCTHKA MOKe OyTH BUKOHaHa B OyAb-sIKUW 4Yac 1 MOXe
3a0e3neunTy TOYHI BUMIPIOBAaHHS PiBHIB (eHinananiny. Kpim Toro, madoparopHi
JOCITIJKEHHSI MOXKYTh OyTH BHUKOPHUCTaHI JJII MOHITOPHHTY €()EeKTHUBHOCTI JIKY-
BaHHS Ta KOPUTYBaHHsI IJIaHIB JiKyBaHHs 3a otpedu [10,¢.37].

Takum unHOM, TAGOpaTOpPHA JIIaTHOCTUKA BiIrpae BUpIMIAILHY POJb y paH-
HbOMY BUsBJICHHI Ta JikyBaHH1 OKYVY. 3aBasiku TOUHOMY BUMIPIOBaHHIO PiBHS (e-

HUJIaJJaHIHY B KPOBI MEIMYHI MPAI[iBHUKA MOXYTh IHII[IIOBATH BIJTOBIIHI BTPY-
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YaHHS, 11100 3an00IrTH TIOBFOCTPOKOBUM YCKJIQJHEHHSM 1 MOKPAIIUTH pe3yIbTaTH
1151 oc16 3 GKVY. Xoua iHIII1 11arHOCTUYHI METOJIM MOXKYTh OYTH JTIOCTYITHUMH, Jia-
OopaTopHe JOCHIKEHHS 3aJIMIIAE€THCA HAIIMHUM 1 JOCTYITHUM BapiaHTOM JIiarHO-
ctuku OKY T1a MOHITOpUHTY €(EeKTUBHOCTI JiKyBaHHs. TakuM 4MHOM, MOCTaya-
JHHUKY MEAUYHUX TMOCITYT TMOBHHHI MPOJOBXKYBATH HaJaBaTH MPIOPUTET Jabopa-
TOPHIN A1arHOCTHIII K KJIIFOUOBOMY KOMIIOHEHTY JIiKyBaHHs Ta JikyBaHHs OKYVY.

JlaGoparopna miarHoctuka @KV BKiIOYae pi3HI METOJIM, BKIIOYAKOYU BHU-
3Ha4YeHHs (peHlIananiny KpoBi, TecT ['aTpi Ta TaHAEMHY Mac-criekTpoMeTpito. [o-
CJPKEHHS (eHIJaNaHiHy B KPOBI € MOIIUPEHUM J[IaTHOCTUYHUM METOJIOM, SIKUI
BUKOPUCTOBYETHCS JUIsl BU3HAUCHHS PiBHA (eHUIanaHiHy B kposi. [ligBuieHuit
piBEHb (peHIJaNaHIHY B KPOBI pa30M 13 HAsIBHICTIO (DEHUIKETOHIB Y C€4l MOYKE BKa-
3yBatu Ha HasBHICTh DKYVY. Panns miarHoctuka ®KVY mae BupimanbHe 3HaYSHHS,
OCKUJIBKM BOHA MOXKE 3aM00IITH BaXKKUM YCKJIQJHEHHSM 1 JaTU MOXJIUBICTH CBOE-
YaCHOTO JIIKyBaHHS.

TangemMHa Mac-CIEKTPOMETPIs € BUCOKOUYTIMBUM 1 CHEIU(BIYHUM METO-
JIOM, SIKMI MOX€ BUSIBUTH IIMPOKUNA CHEKTP METAOOIIYHHUX PO3JaiB, BKIIOUAOUU
OKYVY. ILle#t meTon nependavyae aHaji3 aMiHOKHCIOTHOTO MpOQito0 3pa3Ka KpOBi,
1110 JT03BOJISIE TOYHO BUSIBUTH TIiJIBUIIICHUH piBeHb (QeHinananiny [28,C.94].

BukopucTaHHs nepeoBUX METOJIIB 1arHOCTUKU, TAKHX K BUCOKOE(DEKTH-
BHa piHHA XpomaTorpadis Ta TaHAEMHa Mac-CIIEKTPOMETPIsl, 3HAYHO TT1IBUIITUIIO
TOYHICTh 1 HaAliHICTh aiarHocTuku PKVY. Panns miarHocTuka QeHiIKeTOHYpIi
MO>K€E 3amo0IrTH CEPUO3HUM YCKIIATHEHHSIM, TAKUM SIK 1HTEJIEKTyallbHa HEJ0CTAT-
HICTb, CYJIOMHU Ta MPOOJIeMH 3 TTOBEIHKOI. ToMy it TouHoro BusiBieHHs OKY y
HOBOHAPO/KECHUX 1 HEMOBJISIT BOXKJIMBO BUKOPHUCTOBYBATH BIJAMOBIAHI METOH Ja-
O0OpaToOpHOI 1IarHOCTHUKH.

JlabopaTopHa JiarHocTuka (DeHUIKeTOHYpil nepeadayae BUMIPIOBAHHS PiBHS
¢deninananiny B KpoBi. Lleil MeTo M1arHOCTUKU € BUCOKOTOYHUM 1 HaJAIMHUM, 110
JI03BOJISIE PAaHHE BUSABIICHHS Ta BTpydaHHs. CIiBBITHOIICHHS JIAOOpAaTOPHOI iar-
HOCTHKH 3 KJIIHIYHUM JI1arHO30M MAa€ BUPIIIAJIbHE 3HAYEHHS I TOYHOT 11eHTU(I1-

Kauii Ta JiKyBaHHA (QeHuikeToHypii. Meton cekBeHyBanHd ExoME e HoBimmm na-
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OOpaTOpHUM JIIarHOCTUYHUM METOAO0M, SIKMM MoKa3aB 0aratoo0iIsioul pe3yabTaTu
y BusiBnieHH1 ®KYVY [37,¢.115]. Ognak HeoOXiaH1 MOJAIBIII TOCTIKEHHS, 11100 BU-
3HAYUTH HOro e(PEeKTUBHICTh 1 HAAIMHICTh. [HII M1arHOCTUYHI METOAM, TaKi SK
yIBTPA3BYKOBE JOCTIIHKCHHS Ta TPOMOOITUTAPHUN TeMOCTa3, MOKYTh BUKOPHUCTO-
BYBATHUCS Pa3oM 13 TaOOPaTOPHOIO 1arHOCTUKOIO, 1100 3a0e3MeunTH O1IbIll TOBHE
po3yMiHHs 3axBoproBanHs [40,¢.903].

Takum 4uHOM, KOpesIis 1a00paTopHOI J1arHOCTUKH 3 KIIIHIYHOIO JiarHOC-
THUKOIO € BAXJIMBOIO JIJIsT TOYHOI imeHTr(DiKaIli Ta JikyBaHHS deHimkeTonypii. Jla-
OoparopHa JiarHOCTHKA 3a0e3Ieuye BUCOKOTOYHUM 1 HAJIMHUIM METO]T BUSBJICHHS
OKYVY, Toai SK KIIHIYHA J1arHOCTUKA OIIHIOE CUMIITOMHU Ta (Di3MKaJIbHE 00CTEKCH-
Hs. [loemHaHHS IUX METOIB JIaTHOCTHKH JIO3BOJISIE PAHHE BHSBJICHHS Ta BTPY-
YaHHS, 1110 TPU3BOUTH J0 MOKPAIICHHS PE3yJIbTATIB JJIA 0C10 3 PEHIIKETOHYPIEIO.
[ToTouH1 JOCHIKEHHSI HOBUX JIIaTHOCTUYHUX METOJIIB, TAKUX SIK METOJ CEKBEHY-
BaHHsI ExoME Ta ynbTpa3ByK, MOXYTh 1€ OUIbIIE PO3IMIMPUTH HAIly 3aTHICThH
JIarHOCTYBaTH Ta JiiKyBaTh (eHinkeToHypiro [43,¢.833].

OnHuM 13 HAMMOLIMPEHIIINX METOAIB 1arHOCTUKU (DEHUIKETOHYPIi € TeHe-
THyHe TecTyBaHHA [41,C.276]. Ile mepenbauae anami3z 3pazka JIHK mamienta mms
BUSIBJICHHS Oy/Ib-KUX MYTalllil y TeHaX, BIANOBIJAIbHUX 32 BUPOOHUUTBO (pepme-
HTY, HEOOX1JTHOTO JJIsl po3lIeruieHHs (peHinananiny. ['eHeTudHe TecTyBaHHS MOXK-
Ha NPOBOAUTH BHYTPIIIHOYTPOOHO a00 Miciis HApOHKEHHS 1 € ayxe TouHuM. Lle
TaKO0X HEIHBa3WBHA MPOIEAYPa, 1110 POOUTH 11 BITHOCHO OE3MEUYHUM 1 MPOCTUM Me-
TOAOM HAiarHOCTUKUA. OJIHAK T€HETUYHE TECTyBaHHS MOKe OyTH JOCTYITHUM HE B
yCiX YMOBax, i BOHO MOke OyTH moporum [45,¢.19].

[HIIMM METOIOM A1arHOCTUKH (PEHIIKETOHYPIi € BU3HAYCHHS (DEHUIKETOHY B
ceui. [le mependauae aHami3 3pa3ka cedi Ha HasBHICTh (DEHIIKETOHIB, 5Kl € MOO1Y-
HUMHU TIpoJyKTamu po3nany (enimananiny. [ligBumieHuii piBeHb (EHIIKETOHY B
cedl MoXke OyTH 03HaKolo eHiIKeToHypii. Lleil TecT BIIHOCHO MPOCTHid 1 HEOPO-
THi, [0 pOOUTH KOTO KOPUCHUM 1HCTPYMEHTOM TIEPEBIPKU B OaraThbOX CHUTYyaIlIsX.
OpHak 11€ HE 3aBXIU € OCTATOYHUM J1arHOCTUYHUM 1HCTPYMEHTOM, 1 JJISI TT1ITBE-

PIUKEHHS J1IarHO3Y MOXYTh 3HaI00MTHCS 10JaTKOBI TecTu [49,C.5].
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VY Toif yac Ik reHeTUYHE TECTYBAHHS Ta BU3HAYEHHs (DEHIIKETOHY B CeYl €
HaWMOMIMPEHIIIMMHA METOJAaMH JIIarHOCTUKHU (DEHUIKETOHYPII, Y JESSIKUX BUIAIKaX
MOXXYTh OyTH BUKOpPUCTaHI 1HII METOAM MlarHOCTUKU. Hampukian, marHiTHO-
pe3onancHa Tomorpadis (MPT) 1 komm’torepra tomorpadis (KT) MoxyTs OyTH
BUKOPHUCTAaHI JUISl OI[IHKU CTPYKTYpHU Ta (YHKIIT MO3KY y MAIll€EHTIB 3 (PEHIIKETO-
Hypiero. Lli MmeToau Bizyamnizaiiii MOXKYyTh JOMTOMOTTH BUSABUTH OYAb-sIKI CTPYKTYp-
HI aHOMaJTii a00 MOIIKOKEHHSI MO3KY, BUKJIMKaH1 IMABUIIIEHUM piBHEM (eHinaia-
HiHy. OfHaK 11 TeCTH 3a3BMYail HE BUKOPUCTOBYIOTHCS JIUIIE JIJISl TIaTrHOCTUYHUX
L1JIeH, a YacTillle BUKOPUCTOBYIOThCA JJI1 MOHITOPUHTY IPOTPECYBAHHS 3aXBOPIO-
BaHHS Ta ¢(eKTUBHOCTI JiikyBaHHs [49,C.5].

OnHuM 13 OCHOBHHX OOMEKEHb J1a00PaTOPHOI J1arHOCTUKU (PEHIIKETOHYPIi
€ MOJIMBICTh XMOHOIO3UTUBHUX 1 XMOHOHETATUBHUX PE3yJIbTaTiB. XUOHOMO3U-
TUBHI PE3yJIbTATH MOKYTh BUHUKATH Y€pe3 MEBHI JIIKHU, AIETUYHI (PAaKTOPH Ta IHIII
MeTa0oJIIYH1 MOPYLIEHHS, SIKI MOKYTh BIUIMHYTH Ha PE3yJbTATH TECTY. 3 1HIIOIO
00Ky, XMOHOHETATUBHI PE3yJIbTaTU MOXYTh BUHUKHYTH B OCIO, sIKI HEIIOAaBHO
Oynu 1H(1KOBaHI IEBHUMHU BIpycamMH a00 OAKTEpisiMU, OCKUIBKH IMyHHA BIANOBIIb
MOK€ BIUIMHYTH Ha TOYHICTH TecTy. Lli oOMexeHHs MiKpecToTh HEOOXIHICTh
MOAAJBIIOT0 OOCTEKEHHS Ta M1ATBEPPKEHHSI 1arHO3y 1HITUMHU METOJIaMU.

[Hmoro npobnemoro B taboparopHiil giarnoctuui KV e inTepnperanis pe-
3yJbTaTIB. X04a caM TECT € BITHOCHO MPOCTUM, HOTO PE3yJIbTATU CIIIJ] PO3TIIIaTH
B KOHTEKCTI1 1CTOpPii XBOPOOU Malli€EHTA, CAUMIITOMIB Ta 1HIIMX J1arHOCTUYHUX TEC-
TiB. KpiM TorO, 1HTEpmpeTailisi pe3yibTaTiB MOXe OyTH YCKIJIaJHEHA HAasBHICTIO
IHITUX 3aXBOPIOBaHb a00 JIIKIB, KI MOXYTh BIUIMHYTH Ha TOYHICTH TECTy. ToMy
KOMIUIEKCHUM TIIX1J 10 J1arHOCTUKH, SIKUH BKJIIOUA€E pEeTeIbHUMN 301p 1CTOPIi XBO-
pobu Ta (izukanbHe 0OCTEKEHHS, a TAKOXK 1HIII JIarHOCTUYHI TECTH, HEOOX1THUN
JUTst 3a0e3neyeHHst ToUHoro gaiaraosy OKVY.

KonTpoabHe 00CTeKEHHS € BAXKJIUBUM KOMIOHEHTOM MI1ATBEPXKEHHS Jiar-
HO3Yy (eHUTKeToHYpii. [le MoXke BKIIOUaTH MOAATKOBI JaOOPATOPHI TECTH, a TAKOXK
reHEeTUYHE TECTYBAaHHS JJI1 BUSIBJICHHS CelM(pIYHUX MYTalliid, MoB’a3aHuX 3 (e-

HITKeTOHYpiet0. KommiekcHe 3acToCyBaHHS METOJIB JIAOOPATOPHOI J[1arHOCTHKHU
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JI03BOJISIE CBOEYACHO TIEpeN0aunTH yCKIAJHEHHS, TMOKPAIUTH PE3yJIbTaTH JiKy-
BaHHS Ta 3HU3UTH PU3UK BIIAATICHUX yCKIaaHeHb. CTBOPEHHS YyHI(IKOBAaHOTO KJIi-
HIYHOTO MPOTOKOJIY HaJaHHS MeIW4HOi gonomoru xBopuM Ha OKV Ta inmi rime-
pdeninananineMii € akTyaJIbHUM 3aBJIaHHSAM, SIKE€ MOXKE CIIPUATH ONTHUMI3aIll aia-
THOCTHYHOI Ta JIIKYBaJIbHOI TAKTUKU IMX CTaHIB. BUKOPHUCTOBYIOUN HU3KY JiarHO-
CTUYHHMX METOJIIB 1 MOJAJbIIE TECTYBAHHS, MEIUYHI TPAMIBHUKH MOXYTh TOYHO
JI1IarHOCTYBAaTH Ta JIIKYBaTH (EHUIKETOHYPIIO, MOKPAIIYIOYH PE3yIbTaTH JJIs Talli-

€HTIB 13 IUM 3aXBOPIOBAHHSIM.
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BUCHOBKHA

1. ®enuikeronypis (PKY) — 1e 3aXBoproBaHHS, [0 CIPUYMHEHE MYTaIll-
€10 T€HAa, BIJNOBIIAIHLHOTO 32 METa0oII3M (PeHUIaNaHiHy Ta yCIaJKOBYEThCS
3a ayTOCOMHO-PEIIECUBHUM TUIIOM. Po3nanu, moB’s3ani 3 MeTadbomizMoM (e-
HIJIAJIaHIHY, MOKYTh MaTH 3HAYHUM BIUIMB Ha 37J0POB’S JIIOJUHU, BUKIUKAIO-
91 HU3KY CUMIITOMIB 1 YCKJIaJJHEHb, 30KpEMa, PO3yMOBY BiJCTaICTh.

2. PanHe BUSIBICHHS Ta CKPUHIHT MalOTh BUpIIIAJIbHE 3HAYEHHS YISl MIPO-
(b1IaKTUKK Ta JIKYBaHHS pO3JIaJiB, OB’ A3aHUX 13 PpeHinananinom. [Iporpamu
CKPUHIHTY HOBOHAPO/KEHUX MPU3HAYCHI JIJIsI BUSBICHHS HEMOBJIT, SIKi MO-
XKYTb MaTH L1 PO3JIaAH, IO J103BOJISIE paHHE BTPYYaHHsI, JIKyBaHHS Ta IOIIe-
PEIKEHHS pO3BUTKY META0OIIYHUX MTOPYLIEHb.

3.  Jus ckpuniary @KY BHUKOPHUCTOBYIOTH 010XIMIYHI TEXHOJOT1i BUMIPIO-
BaHHs piBHS (peHLIanaHiny B kpoBi. L{i MeToau nepenbdavyaroTh aHasi3 3pa3kiB
KpOBI JIJIsl BU3HAUEHHSI KOHUEHTpallli (peHUIanaHiHy 3a JOMOMOIOK0 TaKUX Me-
TOMIB, SK BHCOKOC(EKTHBHA piIWHHA XpomaTorpadis, TaHIEMHAa Mac-
CIEKTPOMETPIs, cieKpoPoToMeTpis 1 iMyHOpepMeHTHHIA aHam3. {1 meToau €
BHCOKOTOYHHMH Ta HAJIMHUMH, IO J03BOJIIE TOYHO KOHTPOJIOBATH PiBEHb
deninananiny B oci6 3 OKYVY.

4.  MoneKynsipHO-T€eHETUYHE TeCcTyBaHHs nepeadadae ananiz JJHK monuuau
JUTsl BUSIBJICHHSI TEHETMUHUX MyTaIlllii abo aHOMaii, 1110 MOXYTh OyTH TpH-
YUHOI METa0OJIYHOTO po3Jiajly, Ta 3a0e3leuye OCTaTOYHY J1arHOCTUKY
OKYVY, n103BOMSAI0YM CKIIACTU 1HAUBIAYaIbHI IJIAHU JIIKYBAHHS, CIPSIMOBaHI Ha
OCHOBHY F€HETHUYHY MPUYHHY .

5. CyuacHi METOJU JIIKYBaHHS pO3JIaJliB, TIOB’SI3aHUX 3 MPYLIECHHSM yTHIII-
3aiii peHinananiny, BKIOYAIOTh TCHHY TEeparliio Ta TPAHCIUIAHTAIII0 TernaTo-
IIUTIB, SIKI TIEpe10aYaroTh BBEJACHHS B OpraHi3M (yHKIIOHAJILHOI KOIIii TeHa
PAH nsist BiTHOBJIEHHS HOPMAJIBHOTO MeTa00/13My (PeHiIanaHiHy Ta TPaHCII-

JAHTAIIIO 3IOPOBUX I'eMAaTOIUTIB B OpraHi3M 3aMiCTh MOIIKO/KEHUX a00 He-
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(GYHKIIIOHYIOUHX KIITHH. B KIIIHIYHUX BUMPOOYBAHHSIX MTOKA3aHO MEPCIIECKTH-
BHICTb ITUX METOJIB JIKYBaHHs, OJHAK JJI1 BUSHAUCHHS iX Oe3MeKku Ta edek-
THUBHOCTI HEOOXI1IHI TOAATKOBI JOCIKEHHS.

6. TakuMm 4MHOM, Cy4acHI METOAM JIa0OpaTOPHOI JIarHOCTUKW 3HAYHO TI1]I-
BUIIWJIN TOYHICTH 1 9y TauBicTh BusiBneHHs OKVY. Lli meTomu MaroTh psij CyT-
TEBUX TEpeBar, TAKUX SIK MiJBUILEHA TOYHICT 1 YyTIUBICTh Y BUSBJICHHI T0-
pylieHb MeTabonisMy (deHulanaHiny. 3aBIsSKU 3JaTHOCTI BUSBISTH HaBIThH
CIIIIOB1 KUIBKOCTI (peHiNaJaHiHy B 3pa3kax KpOBi, Cy4acHI METOJH JiarHOC-
TUKH MOXKYTb 3a0€3MeYNTH OUIbIII TOYHI Ta HAJ1HHI pe3yJIbTaTH, 3MEHIIIYIOUN

PHU3UK XHOHOTIO3UTUBHHUX 200 HEraTUBHUX pGSYJ'II)TaTiB.
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BAHHA CTYJ€HTIB, BITHECEHHX 3a CTAHOM 3[I0POB 5 710 CIlellaTbHOI MeTHYHOI IPYIIH:
Hapuansnuii nocidruxk. — JIynek: Hagcrup’'s, 1995. — 220 c.
5. Oyb6orait O.1., Tygak A.M., Koctukora C 1., €¢divor A.O. OCHOBHI I10-
HATTA 1 TEPMiHH 0310pOBUOi (pi3HUHOI KYIBTYpPH Ta pealimiTanii. HapuaapHHI 110-
ci0HHK. — JIynek: Haxctup g, 1998.
6. lnxanpHa riMHacTHKa / aBT. — Ymopan. J.I. JyauHcekui. — M.: ACT:
MmH.: Xapsect, 2005. - 96 c.
7. 3axBoproBaHHi cepud i cyauH / Yroopan. 1.C. @exoros. — M.: Biue, 2006.
52 c
8. Mor PanananTaTa. Bripaeu fiorn 11g oueil. — M.: @ATIP-mpec. 2002. — 192 c.
9. Kamincekuit MLI. XapuyBaHHA. 310poB’a. PyxoBa akTHBHICTE. — K.: Hay-
KoBa AyMKa, 1990. - 273 c.

(8]

AHAJII3 ®EHIJTAJTAHIHY B KPOBI
SK IHCTPYMEHT ]I MOHITOPIHI'Y ®EHLIKETOHVPII:
ITPOBJIEMH AKOCTI TABOPATOPHOI'O JOCJILIZKEHHA

By:xenko BepoHika

Komoea OJ1eHa

dizimonosa Hatamin

HavioxanoHuil haprmayesmuqxuil yHigepcumen

QeninkeToHypid (PKY) — ayTOCOMHO-pelleCHBHE 3aXBOPHOBAHHA OOMIHY
AMIHOKHCTIOT. 3YMOBJEHE HeIOCTaTHICTIO (epMeHTY (peHLIAIaHiHIIIPOKCIIA3H,
sAKe HaIe/KHThb 0 IPYTIH CIaJKOBHX XBopoO 00MiHY peuoBuH (CXOP). ITpH (eHLIKe-
TOHYPil B pe3yIbTaTi HecTadi (pepMeHTY MOPYIIVEThCA MPOIeC TiAPOKCHTiPYBaHHA
(heHITATAHIHY B THPO3HH, IO 3YMOBIIFOE€ HAKOMMYeHHA (peHiTa1aHiHy (QA) B KPOBi,
BHJI1/IEHHS BeTHKOI KITbKOCT1 (DeHLTIIIPOBHHOIPAIHOL KHCIIOTH 3 CeUel0 1, IOpyIIeHHs
(popMyBaHHA MieTiHOBOI 000TOHKH akcoHiB B [THC. B HopMmi BMICT (peHLTalTaHIHY
KpoBi 6.05—12.1 MEMonb/71., a mpu @KV niaeumryetbes B 2060 pazis [1, 2].
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Jloxyc @KV 3HaxonuTtheq B 12 XpoMocoMi. Hactora @KV y GLIBIIOCTI €B-
porefickkuX gep:kaB cki1agae 1:10000, xoua B AesdKHX JeprkaBax dactime (Typeu-
gyrHa 1:2600). B Ykpaiti vactota @KV ckrazae 1:7000-8000 [1].

HaxonmueHHd @A y KpOBI HeMOBIAT Belle 10 TaKHX KIIHIYHHX IIPOSBIB,
AK HePBOBI IIOPYIIIeHHS Ta PO3YMOBA B1ICTATICTh. 3aXBOPIOBAHHS MOsKe BUSBIATHCA
Bi HAPOKEHHA i MPOABTAETECS 30YATHBICTIO, M A30BHM TPEMTIHHAM Ta 3aTPHM-
KOK V po3BHTKY. VY miteit 3 @KV cmocTepiraloTbcad HeadeKBaTHI peakilii, pyXoBi
MOpYIIeHH: Ta BaIH PO3BHTKY. YacTo HasABHI BPOIKeH1 BaaH PO3BHTKY (BaaH cepld,
[IOPYILEHHS (POPMYBaHHA CKeleTy, He3pOolleHH] M IKoro IiaHeOIHHA, Ipi0HI Iuc-
reHesii (JedopmManii ByITHHX paKOBHH, BHCTYIIAK0YA Bllepe] HIKHA IlelTerna, JHCII-
7a3ia o0nmmuyud) Ta iH. [1].

Hiarno3z @KV BCTaHOBTIOETHCS Ha IMIACTaBl KIIHIYHHX CHMIITOMIB Ta pe-
3yIBTATIB aHali3iB cedl ((heHUIMPOBHHOIPAIHA KHCIOTA) YU KPOBI1 (IiABHIEHHA
@A). JIikyBaHHA [I0IIATA€ Y Ti€Ti, CIPAMOBaHIl Ha KOHTPolb piBHA DA. 1714 3aro-
OlraHHs HeTaTHBHHX HACILIKIB 3aXBOPIOBaHHA [1].

HaifepekTHBHIMHM MeToOM paHHBOI AiarHOCTHKH CXOP € posmmpenHit
HEeOHATalbHHI CKPHHIHT — O10XIMIUHe JOCTIIKeHHA KPOB1 yCiX 0e3 BHHATKY HOBO-
HApOIKeHHX 3 MeTOK BHABIeHHS MapKepHHX PeuOBHH, XapaKTepPHHX 11 KOKHOI
XBopoOH, y Tomy unca OKV [2].

Amnariz QA y KpoBI € BaKTHBHM 171 MOHITOPHHIY MAlli€HTIB 13 (eHiTKeTo-
Hypiero. I pi3HHX BIKOBHX I'PVII BCTAHOBJIEHI LIIBOBI Jialla30HH KOHIIEHTpaLii
@A (Bik 0-12 pokiB: 120-360 MKMOIB/II, cTapiie 12 pokiB: 120-600 MKMOIIB/T),
10 PeKOMEHIYIOTECH AT TONepeTKeHHS HeTaTHBHHX HeBPOIOTIYHHX HACTIIKIB.
I1i miTeOB1 [iama30HH BCTAHOBIEHI Ha OCHOBI KOHUeHTpauiii @A y Iria3mi.
OnHaK dyacTille TMami€HTIB 00CTeKYIOTh 3 BHKOPHCTAHHAM 3pa3KiB CyXoi KpoBi
(3CK). uepe3 3pyuHicTh 30HpaHHA [2].

IcHYIOTH 3HauUHI BIAMIHHOCTI MK KOHIeHTpauiaMu QA y mra3mi 1a y 3CK.
Konnentpanii ¢eninazaniny y 3CK, BH3HaueHI MeTOJOM Mac-CIIeKTPOMeTpil
B PeKHMI MMOJaul peareHTy, € HIvKUHMH Ha 18-28 % 3a xoHueHTpanii @A y miazwi,
BH3HAYEHI MeToa0M ioHHO-00MiHHOI XpoMmartorpadii. ¥ 3CK koHueHTpamis @A
BH3HAYAETHCH HA PiBHI 360—600 MKMOJIB/T, IO BiAMORiAa€ KpUTHUHHM BEPXHIM Me-
’KaM I1IbOBOTO [iala3oHy. V IUIa3MOBOMY eKBIBaJeHTI PiBHI CTaHOBIATH BLIIO-
BiaHO 461-768 MKMO:Ib/1 IIpH BpaxXyBaHHI BHABIeHOL pi3HuLI B 28 %. KpiMm Toro,
HEOTHOPITHICTh TeCTY Ta BIIXHISHHA B MMOE€IHAHHI 3 MepelaHaATITHYHIMH (PaKTo-
paMH, TAaKHMH AK 00’ €M 1 AKiCTh HaHeceHoi Kpori Ha pineTp-namip a1d 3CK, BIIH-
BaIOTH Ha KiHIIEB] pe3yasTaTu TecTy. HelpaBlIrHe BH3HAUSHHA pe3y IbTaTiB Nallie-
HTiB NpH nopiBHAHHI 3CK 3 HiTBOBHMH [ialla30HAMH HA OCHOBI KOHIIEHTpALiil
y ILTa3Mi, a TaKOXK HEOJHOPLIHICTE ITOKA3HHKIB Y PI3HHX 1a00paTOpLiX, MOKYTb
CYTT€BO BIUIHHYTH Ha yIpaBIiHHA MallieHTAMH, CIPHYHHAKOYH HeTaTHBHI 3MIHH
B XapuyBaHHI Ta MOKJIUBI HETaTHRHI HACITIIKH 7S TAIliEHTIB [2].

SIkicTe Giomarepiany (CYXHX IUIAM KPOBi) Ge3llocepelIHbO BIUIHBAE Ha Tep-
MIHH BHKOHAHH:A. TOUHICTh Ta HaJliHICTh pe3yIbTaTiB OlOXIMIUHHX JOCTIIKEHb.
OTpuMaHHA XHOHHX Pe3y.IbTaTiB IIPH JOCTiIKEeHHI HedKICHO BiTiOpaHHX 3Da3KiB
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KpOBI OTpedye MOBTOPHHX J1ad0PaTOPHHUX JOCILKEHD, 10 IPHU3BOIHTH 0 3aTPH-
MKH JIarHOCTHYHOTO IIPOLECY 1 BiATepMIHYBAHHS [IOYATKY CIELH(IYHOro TiKYy-
BAHHS, HACIIJKOM YOro, 3a3BHYAll, € He3BOPOTHe ypakeHHA T'OJIOBHOIO MO3KY Ta
BHYTPIIIHIX OPTaHiB JUTHHH.

Otxe, po3polKka cTaHIAPTH30BAHHX TECTIB Ta KaaidpaTopiB, 3HHAKEHHA BHY-
TpimHboIa00pPATOPHOL Ta MiKIa00paTOPHOI Bapiallii, a TaKOK BpaXyBaHHA 0107T0Ti-
JHUX (PAKTOPIB, € AyAKe BaXXTHBHMH 111 TOUYHOIO Ta HATilfHOTO MOHITOpHHTY OKY
Ta ONITHMAIBEHOTO JTiKYBaHHA I1ALII€HTIB.

Ilepenik BHKOPHCTAHHUX JZKepeI:

1. 3namenceka T.K.. BopoGiioBa O.B.. Ky3nenos LE., JlactiBka [.B.. Kpe-
Me3Ha A.B.. OGox M.B., Cawmoiinenko I.I.. Kpueomeesa B.B., Jlncerko O.C..
T'ormora T.B. SIKICTB CYXHX IUIIM KPOBI — HeB1 €MHa CKJIa10Ba B IKOTO BUABICHH
CIIAJKOBHX XBOpoO 0OMiHY peuoBHH // HeoHaromorid, Xipyprif Ta IepHHaTalbHa
MeauunHa. 2020 X: Ne 4 (38): 77-86.

2. Stuart J. Moat, Danja Schulenburg-Brand. Hugh Lemonde, James R.
Bonham. Cas W. Weykamp. Joanne V. Mei, Graham S. Shortland, Rachel S. Carling.
Performance of laboratory tests used to measure blood phenylalanine for the
monitoring of patients with phenylketonuria // J Inherit Metab Dis. 2020 March :
43 (2): 179-188. doi:10.1002/jimd.12163.

®I3NMYHA TEPAIIIA TA EPTOTEPAIILA OCIB,
1O MOCTPAYKIAIHI BHACJIILTOK BOIOBUX Iit
TA THIIIIX HABBHYATTHIX CUTVAIIII B VKPATHI

T'appuasak P.O., I'vpceka MLL, IlaBaoBaT. ML
Xapkiecokuil HayioHaToHUIl MeOUYHLTI YHIgep e

AKTyaabHicTh: Di3UUHa Tepalisd Ta eprorepanid — e cepH AIAIbHOCTL, AKI
HaIllTeHI Ha KOMIUIEKCHe BITHOBISHHA IMpale3laTHOCTI, (PI3HYHOTO 3I0pPOB’A
Ta afalnrTaiir oci 3 BTpaueHHMH (PYHKIIAMH 10 VMOB KUTTSA, HABKOIHIITHEOIO Ce-
penoruma. 14 TeMa € TyKe aKTyalbHOK B YMOBAX CHOTOJeHHA Yepe3 I0YATOK II0-
BHOMAacIITaOHOI BIfiHH HA BCIifl TepHTOpii KpaiHH. 3a JaHHMH [[elmapTaMeHTy collia-
JABHOI MOMTHKH 10 100 THC. BIHCEKOBOCTYK00BIIB MOTPeOYBATHMYTE AK (I3HIHOI,
TaK 1 ICHXO0I0rgHOI peabimiTamii. He caix 3adyeaTi H mpo 3BHYAHHHX ITHBLILHHX
nroziefi, ciM’1 BICEKOBOCITY/00BIIIB Ta AiTel, IKHM 3HaJI00OHTHCSA He TLUIBKH peadi-
JITAIid, a if HaBUHTHCI 3HOBY JKHTH Oe3 BIFHH.

Meta nociaipkeHHs: BU3HAUHTH MeTOIH (pi3HUHOI Tepamii Ta eproreparii
y oci0. mo nocTpakJaIH BHACIII0K OOHOBHX i Ta 1HIITHX HAJ3BHYAHHHX CHTYaIIli
B YKpaiHi.

Martepiaau Ta MeToaH: B X0/l 10CTiZKeHHA HaMH OYB IIPOBeIeHHI aHali3
BITYM3HSAHOI Ta 3apyOLKHOL I1iTepaTypH, 010 MeTOAIB (h13UUHOI Tepallii Ta eprore-

16

66



JIOJIATOK B
@ A 2.2.1-32-366

HaunionaabHuii papmaneBTUYHUN YHIBEpCUTET

®akynpTeT MEIUKO-(hapMaIleBTHYHUX TEXHOJIOTIH
Kadenpa mikpo06iosorii, BIpycosorii Ta iMyHOJIOT11

PiBeHp BHUIIOT OCBITH ApYIHH MaricCTrepchbKuii (meprnii OaKaiIaBpChbKMii)

CrnemanpHicTh 224 TeXH0I0r1iMeTNYHOIIIarHOCTUKH Ta JIIKYBAHHS

OcsgiTHs nporpama JlabopaTopHa JliarHOCTUKA

3ATBEP/IKYIO
3aBigyBauka kadenpu

Haramsa PIUIIMOHOBA

“ ” 2024 poky

3ABIAHHSI
HA KBAJII®IKAIIAHY POBOTY
3J1JOBYBAYA BHUIIIOI OCBITH
Beponiku BYKEHKO

1. Tema kBani¢ikauiinoi podotu: «CydacHi MeTou 1TabOpaTOPHOi A1arHOCTHKHU (PEHIIKETOHY-
pii», KepiBHUK KBamidikaiiitnoi podotu: Onena KOILIOBA, k.gapM.H., TOLEHT, 3aTBepAKEHHH
Hakazom H®ay Ne 242 gix “01” mucromama 2023 poky.

2. CTpok mojaHHs 3100yBavyeM BHUIIOI OCBITH KBaTi(iKkaIiiHoT podoTH: TpyaeHs 2023 poky.

3. BuxinHi gasi 1o kBaniikauiiHoi poOOTH: TeOpeTUUHE OOIPYHTYBAaHHS BUKOPHCTAHHS CY-
qacHUX O10XIMIYHUX, IMYHO(QEPMEHTHHUX 1 MOJEKYISPHO-T€HETHYHHUX METOIB J1arHOCTHKH
OKYV.

4. 3MiCT po3paxyHKOBO-TIOSICHIOBAJILHOT 3alIUCKH (TIepeiK, K1 MOTpiOHO po3poduTn): 6ibioce-
MaHTHUYHUN aHaji3 jiteparypu mozo etionorii 1 natoreHesy ®@KYV. [lopiBHsuibHUN aHATI3 Ki1a-
CUYHMX Ta CY4aCHHUX METOIB J1a00paTOpPHOI A1arHOCTUKU (QEHIIKETOHYPI.

5. Ilepenik rpagiyHoro marepiaiy (3 TOYHUM 3a3HAYEHHSIM OOOB’SI3KOBUX KPECJIEHB): pe3yibTa-
TH JIOCJIIJDKEHb HABEJICH1 Y BUTJISAL | PUCYHKY.

6. Koncynprantu po3auiiB kBaidikaiiiiHoi podotu
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Po3ain Im’a, IIPI3BBUIIE, nocaga igouc, naTta
KOHCY/IbTaHTA 3aB/IaHHS 3aBIaHHS
BH/IAB NPUITHAB
1.1  ®deninkeronypis: erio-
0TS, MaToreHes Ta Kiacudi- Ipuna TIHIEHKO, 13.09.2023 21.09.2023
Karis JOTEHT Kad. MiKpoOi0JIorii,
1.2  Merabomni3m deHinana- | BipycoJorii Ta iIMyHOJIOTIT
HiHY B OpraHi3mi
1.4 Cyuacui meromu miar- Haramis ®IJIIMOHOBA,
HOCTUKHU BPOKEHHX MOPYIIEHB 3aB. Kad. MikpoOiosorii. Bipy-|  05.10.2023 16.10.2023
METa00II3My coJorii Ta imynosorii H®ay
3.1. Bioximiuni metoau Bu3Ha-| Ombra HIAITIOBAJIOBA,
YeHHs piBHA (eHlnanaHiHy B| AOUEHT Kad. MiKpoOiomorii, 16.10.2023 27.10.2023
KPOBI BipycoJorii Ta iMyHoJorii
7. Nata Bugaui 3aBaanns: 07. 09.2023 poky
KAJIEHJIAPHUH IJIAH
Ne 3/m| HasBa eraniB kBaJjigika- | Tepmin BUkoHaHHA eTaniB KBaJjidi- MpumiTka
uiiiHoi podoTu KauliiHoi podoTn
1 | ®opmyBaHHS HapsAMY 3 04.09.2023 p. no 11.09.2023 p. BUKOHAHO
HAYKOBOTO JOCIII>KEHHS
2 AHamiTHYHAR OriIsy 3 13.09.2023 p. mo 29.09.2023 p. BHKOHAHO
JiTepaTypu
3 | Bubip 00 exTiB i MeTOAIB 304.10.2023 p. 70 09.10.2023 p. BHKOHAHO
JIOCITI JKEHHS
4 | Po3pobka kanenaapsoi cxemu | 3 11.10.2023 p. 1016.10.2023 p. BHKOHAHO
MPOBEJICHHS
eKCIIePUMEHTAIbHUX
JOCTiIKEeHb
[IpoBenenHs HOCTIHKEHB 318.10.2023 p. mo 03.11.2023 p. BHKOHAHO
Odopmnenns maricrepebkoi | 3 15.11.2023 p. mo 20.12.2023 p. BHKOHAHO
pPOOOTH Ta CIIHUCKY
BUKOPHUCTAHUX JIXKEPET

3100yBa4 BUIIOI OCBITH

KepiBHuk kBasigikaniiinoi po6oTu

Hap’a CJIIOCAP
Onena KOIIIOBA
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no Hanionansuomy ¢apmManeBTHYHOMY YHIBEPCHTETY

BUTSIT 3 HAKA3Y Ne 242

Bix 01 aucronmana 2023 poky

3aTBepMTH TEMY, KepiBHHKA Ta pelieH3eHTa Kpamdikariiinoi pobory 3100yBady BHIIOL
OCBiTH JIeHHOT POpMH 3700yTTS OCBITH HaKyIbTeTY MEAUKO-(apMaleBTHYHHX TexHomoriii HPay

2024 poxy BHITYCKY:
Ne | IlpizBume, im’st Tema Tema KepiBauk Penensent
3/m o kBagidikauiiinoi | wBaxipixaniiinol | keamidikaniiinoi | kBamidikaniiinol
0aTbKOBI podoTu poboru poboTu pobotH
3m00yBava (YxpaiHCBKOIO (anraiiicbKor0
BHIIOI OCBITH MOBOIO) MOBOIO)
1. | Byxenko Cygachi metom | Modern methods  |om. IO11.
Beponixa nabopaTopHOL of laboratory Komrosa O. 1O. Uikitkina B. B.
Pycnanisra JUarHOCTHKH diagnosis of
| deninkeronypii phenylketonuria

7

N\

kBardixaiiiol poboTH, KepiBHHUKA Ta PELICH3EHTA.
3 QPENHAAOM BLIAHO:

\\\\He, a@a&yﬁ’m‘en‘y MeJHKO-(hapMaleBTHYHAX TEXHOJIOT1H
N * CEL
X\ 20T

I

mllngApAd -CTyKOOBa 3amMcKa 3aBiyBaya Kadempolo MpO  3aTBEPMKEHHS TeMHU

%ﬁ. Haboxa
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D A2.8-47-110
BHCHOBOK
Komicii 3 akagemiuHoi 100poYecHOCTi po NPOReAeHY eKCIIePTH3Y
moI0 aKaJeMiTHOr 0 IIATiaTy y KBamidikaniiiniii podoTi
3100yBaua BHINOI OCBITH

Ne 125082 Biz« 28 » rpyans 2023 p.

IIpoaHadizyBaRIIH BHIYCKHY KBamiikamiiiHy pobOTy 32a MaricTepcbKHM piBHEM
3mo0yBaua BHMIOL OCBITH JeHHOI ()opMH HaB4aHHA BykeHko BepoHiku PycrnaHiBHH,
2 Kypcy. TPYIH, crhelianbHocTi 224 TexHomorili MeqHYHO! TIaTHOCTHKH Ta
JIiKyBaHHA, Ha TeMy: «CydacHI MeToOH 1adopaTopHOI AIaTHOCTHKH (peHITKeTOHypil /
Modern methods of laboratory diagnosis of phenylketonuria», Komicia 3 akageMigHOL
noGpodecHOCTI Oiffiiia BHCHOBKY, Mo po0oTa, IpeicTaBleHa Ao Ek3aMeHariifHol
KOMicii [ 3aXHCTy, BHKOHAHAa CaMOCTiHHO i He MICTHTE eJIeMeHTIB aKaJeMiuHOTo

Iariaty (KOMILIAmii).
T'o1oBa KoMicii,

npogecop Imna BJIATHMHPOBA

0%
16%

70



@ A4 22.1-32-353
BIAI'YK
HAYKOBOI'0 KepiBHHKA HAa KBaJi(ikauiiiHy podoTy cTyneHsi BUIIOI OCBi-
TH MAaricTp, cnemiajabHOCTI 224
TexHoJ10TiI MEANYHOI JIATHOCTUKHU TA JIIKYBAHHA
Beponikn BY KEHKO

Ha Temy: «Cy4acHi MeTOaH JJa00PATOPHOI TiaTHOCTUKHU (PeHITIKEeTOHYPID»

AKTyaJbHicTh TeMHU. BpomkeHi nopymeHas Metaboizmy, 30kpeMa (heHi-
KETOHYpIs € BeJIbMI aKTyaJlbHUMH. L{e BIAHOCHO piaKiCcHI 3aXBOproBaHHs, YacTtoTta
iX BUHUKHEHHS! CTAHOBUTH pijlle HiX oauH Bumaaok Ha 2000 HaceneHHs KpaiHU.
AJle BOHM MarOTh TSDKKUW 1 XPOHIYHHMM Iepedir, CynmpoOBOIKYIOThCS 3HUKEHHSIM
SKOCTI Ta CKOPOUCHHSIM TPUBAJIOCTI JKUTTS MallieHTIB. Takl 10 3a3BUYail MOTpe-
OyIOTb JIOpPOTrOBapTICHOTO, OE3MEPEPBHOIO Ta MOXKHUTTEBOIO JIiKyBaHHSA. OIHUM 3
TaKUX 3aXBOpIOBaHb € QpeHinkeTonypis (OKVY) — renernuno oOymMoBieHe, ciaako-
BE MOpPYLIEHHS MeTaboni3mMy QeHinananiny. [ligBuieHHss KoHeHTparlii deHiia-
JaHIHY B KPOBI1 € HACJIIKOM MOPYILIEHHS NEPETBOPEHHS aMIHOKHUCIIOTH (eHlTaia-
HIHY B TUPO3HH, Ta HAKOMMMYEHHS (eHUIaNaHiHy 1 Horo MeTaboliTiB y KpoBi. Tok-
CUYHHI BIUTMB IMX MPOIYKTIB HA MO30K JUTHHH MPHU3BOJIUTH IO CEPHO3HUX HEB-
POJIOTIYHUX MOPYIIEHBb 1 PO3yMOBOi BijicTasiocTi. B YkpaiHi yactoTa BUHUKHEHHS
(beHITKeTOnypii CTAaHOBUTH, 3TIHO 3 pi3HUMU JaHuMH, 7,5-8,1 Ha 100 000 Hace-
JeHHs. BaxIuBICTh paHHBOTO BUSIBJIEHHS Ta JiKyBaHHS PKY HEeMOXIJIMBO mepeo-
IIHUTH, OCKUJIBKH 0€3 HAJIEKHOTO Ta BYACHOTO JIIKyBaHHS BUCOKHI piBeHb (DeHisIa-
JaHIHY B KPOB1 MOKE€ MPU3BECTHU JI0 3HAYHOI 3aTPUMKH PO3BUTKY Ta IHIIUX CEPHO-
3HUX YCKIJIQJHEHb JJIs 3J0POB’Sl.

IIpakTyHa HiHHICTH BUCHOBKIB, peKOMeH/IALlii Ta iX 00IPYHTOBAHICTb.
3n00yBaueM MPOBEJACHO aHaI3 JiTepaTypu 1Ioa0 eTioJiorii 1 matorenesy OKYV.
Hanano mopiBHsJIbHUN aHami3 KJIACHUYHMX Ta Cy4acHUX METOJIB J1a00opaTOpHOL
J1arHOCTHKU 3axBoproBaHHs. [lokaszano, mo mansa ckpuHinry @KV BukopucroBy-

I0Th 010XIMIYHI TEXHOJIOT1] BUMIPIOBAHHS PiBHS (PEHITaTIaHIHY B KPOBI, 1110 Mepe-
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0a4aroTh JTOCTIIHKEHHS 3pa3KiB KPOB1 JJIsl BU3HAYEHHS KOHIIEHTpaIlli eHIIaIaHIHy
3a JJOTIOMOTOI0 TaKMX METOJIIB, Ik BUCOKOS(EKTHUBHA pIIMHHA XpomaTorpadis, Ta-
HIEMHA Mac-CIEeKTPOMETpis, crnekpodoTomeTpis 1 iMmyHopepMeHTHUH aHami3. Lli
METO/IM € BUCOKOTOUYHUMH Ta HAIIMHUMH, 110 JO3BOJISIE TOYHO KOHTPOJIOBATH Pi-
BeHb (heHimananiny B oci6 3 ®KVY. CydacHi Metoan 1abopaTOpHOI M1arHOCTHKU
MAalOTh PsIi CYTTEBUX MEpeBar, TAKUX SIK IMiJBUIICHA TOYHICTh 1 YYTIUBICTh Y BH-
SIBJICHHI MOPYIIEHb MeTabo0II3My (eH1TaNnaniHy. 3aBIsIKy 3JaTHOCT1 BUSIBJISTH Ha-
BITh CJIiI0OBI KUIBKOCTI (peHINIaJaHiHy B 3pa3Kax KpPOBi, Cy4acHI METOAM 1arHOCTH-
KM MOXXYTb 3a0€3MeUuTH OUIBII TOYHI Ta HAJ1HHI Pe3yJIbTaTH, 3MEHIIYIOUU PU3HUK
XUOHOIMO3UTUBHUX 200 HETATUBHUX PE3YyJIbTATIB Ta MIABUIIYIOYH SIKICTh J[1arHOC-
TUKH Ta JIIKYBaHIHHS XBOPHUX.

HaykoBi pe3ynbraty, 1o OTpUMaHi aBTOPOM, MOKHA PEKOMEHIYyBaTH JIJIst
BUKOPHUCTaHHs Yy HABYAJIBHOMY Ipoleci Kadeap MeauKo-010JI0rYHOro npoduio 1
KJIIHIYHOI JTa0OpaTOPHOT JIIarHOCTUKU Ta y HaykoBoMy miporieci HHITI®.

Ouinka po6oru. Beponika BY)XXEHKO mokazana 3m1aTHICTE CaMOCTIHHO
IJIaHyBaTH poOOTYy Ta BUPINIYBAaTH 3aBJaHHS, BUKOPUCTOBYIOUM BIAMOBIIHI 1H-
ctpyMmenTu. KBamidikairiitHa po6oTa B IiJIOMy BUKOHaHA Ha HAJIEKHOMY PIBHI; Ma-
riCTpaHT MoKa3zaB cebe NOCBIAYeHUM (axiBIeM, MPOJEMOHCTPYBaB IIMOOKE 3HAH-
Hs [IpeIMETa 1 rapHi HAaBUYKU MPAKTUYHOI pOOOTH.

3arajibHUII BUCHOBOK Ta peKoOMeH/Iauii mpo aomyck a0 3axucrty. Pobora
BUKOHAHA B JIOCTaTHbOMY 00Cs31, LIJIKOM BIAMOBIJJa€ BCTAHOBJIEHUM BUMOTaM, 1110
BHUCYBAIOThCS JI0 BUITYCKHUX POOIT Ha OCBITHHO-KBaJ(DiKaIIHHOMY PiBHI Marictpa
31 cremianbHOCTI 224 TexHonorii MenuyHO1 MIarHOCTUKHU Ta JIIKyBaHHS Ta MOXE

OyTH IIpe/CTaBICHA JI0 3aXUCTY.

HaykoBuii kepiBHUK Onena KOIILIOBA
"09 " rpynns 2023 p.
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@D A 2.2.1-32-356
PEINEH3IA
Ha KBaJi(ikauiifHy po0oTy cTyneHsi BUIIIOI OCBITH MaricTp, CneniaJbHOCTI
224 TexXHOJIOTIl MeIUYHOI JiATHOCTUKHU TA JIIKYBAaHHS
Beponiku BY KEHKO

Ha TeMy: «Cy4acHi MeToaH J1a00pPaTOPHOI AiarHOCTUKH (PeHIIKEeTOHYPii»

AKTyaJbHicTh TeMH. He3Baxkatoun Ha piAKICHICT (BIPOT1IHICTD iX BUHUK-
HEHHS CKJIaJae MeHIe oaHoro Bunajaky Ha 2000 oci0), BpoakeH1 MOPYIIEHHS Me-
TabOJII3My CTAHOBJIATH 3HAUYIY COIlaJIbHO-MEIWYHY IpobsieMy. Bonu xapaxre-
PU3YIOTHCS TSKKUM 1 XPOHIYHUM Tepedirom, 0 Bele 10 3HUXKEHHS SKOCTI Ta
CKOPOYEHHS TPUBAJIOCTI KUTTS MaIlieHTiB. Taki 0coOu 4acTo moTpedyroTh BUCOKO-
3aTPATHOTO Ta MOXKUTTEBOTO JiKyBaHHA. OJHIEIO 3 TAaKUX MATOJIOTIH € PeHIIKeTO-
Hypist (OKVY) — renetnyno o0ymoBIieHEe, yCaAKOBaHE MOPYLIEHHSI OOMIHY (eHi-
nananiny. Po3naau, mow’si3anHi 3 MeTaboai3MoM (peHiIanaHiny, MOXYTh MaTH 3Ha-
YHUI BIUTUB Ha 3710POB’S JIIOJWHU, BUKIMKAIOUN HU3KY CUMIITOMIB 1 YCKIIQJHEHb,
30KpeMa, PO3YMOBY BIJCTATICTh..

Ha cphoronni B YkpaiHi Ji€ nmporpaMa CKpUHIHTY HOBOHApOKEHUX, MPU3Ha-
YyeHa JIJIs1 BUSIBJICHHSI HEMOBJIST, SIKI MOXYTh MaTH 111 po3naau. Lle n1o3Bosie panHe
BTPYUYaHHS, CBOEYACHE MPU3HAYCHHS JIIKyBaHHS Ta MOMEPEIKEHHS PO3BUTKY Me-
Ta0OJIIYHUX MOPYIIEHB, OB’ I3aHUX 3 (DEHIIKETOHYPIEIO.

OTtxe, panHe BusBieHHs Ta JikyBaHHS DKV € myxe akTyaabHUM, OCKUIBKU
0e3 HaJIe)KHOTO Ta CBOEYACHOTO JIIKYBaHHS MIiJABUIICHUI piBeHb (PeHINaNaHIHY B
KpPOBI MOK€ MPU3BECTH JI0 HEBPOJIOTTYHHUX Ta 1HIIUX CEPUO3HMUX YCKIIAJHEHb 3]10-
pOB’s.

JJist BUSIBIICHHS] TEHETUYHMX MYyTallid abo aHoMaJii, 1o MOXYTh OyTH TIpH-
YUHOI0 METa0OJIYHOIO PO3JIaay 3aCTOCOBYIOTh MOJIEKYJISPHO-TEHETUYHE TECTY-
BaHHJ, 1m0 niependavae anam3 JIHK monunau ta 3a6e3neuye ocTaTOuYHy J1arHOCTHU-

Ky OKV.
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s ckpuninry @KV BUKOpUCTOBYIOTH 010XIMIYHI METOAM BU3HAUCHHS PiB-
Hs (eHUTAJIaHIHY B KPOBI 3a JJOMIOMOTOI0 TaKMX METOJIIB, IK BUCOKOE(DEKTHBHA Pi-
TUHHa Xpomartorpadis, TaHIEeMHa Mac-CIEKTPOMETpisi, crieKpodoToMeTpis 1 iMy-
HodepMeHTHUHN aHami3. Ll MeToan mokaszalii CBOIO HAIIWHICTh Ta TOYHICTH, IO
JI03BOJIsIE€ BIIEBHEHO KOHTPOJIIOBATH PiBeHb (PeHinananiny B ocid 3 OKV.

Teoperuunmuii piBeHb podoTH. B X0/11 BUKOHaHHS KBami(ikauiiHoi podoTu
Beponika BYKEHKO noxasana Bucokuit piBeHb TEOPETUUHUX 3HAHb MpeIMETa Ta
o0acTi 00paHOro HANPAMKY JOCHIKeHb. [ kBamidikariitHoi pobotn Beponika
BYXXEHKO o6pana angekBaTHI METO/AM, IO J1aJI0 MOXJIMBICTh ITPOAHAII3yBaTH Ta
MOPIBHATH Cy4YacHI Ta CTaHJIApPTHI MeToau JabopaTopHoi miarHoctuku DKYVY.
Ornan cy4acHUX JTOCIHIIKEHb, BUOIp TeMHU poOOTH, METOIB ii BUKOHAHHS 1 Qop-
MYJIFOBaHHSI BUCHOBKIB 3 IIPOBEIEHOTO JIOCIIKEHHS CBIAYUThH MPO BUCOKHUI Teo-
PETUYHMI pIBEHb NPEICTABIECHOT KBaTI(PIKALIIHHOT POOOTH.

IIpono3uuii aBTopa 3 TeMH A0CTiTKeHHsI. ABTOpOM OyJI0 TPOBEJICHO TEO-
pETUYHE y3arajJbHEHHS ICHYIOUMX JITEPaTypHUX AAHUX LIOJO0 €TIOJOrii, MaToreHe-
3y, KJIIHIYHUX 1posiBiB @KV Ta cyyacHux 1abopaTOpHUX TEXHOJIOT1A MOHITOPIHTY
Ta J1arHOCTUKH 3aXBOPIOBAHHS.

IIpakT4YHa HiHHICTH BUCHOBKIB, PEKOMEHIALIN TA IX 00IPYHTOBAHICTh.
OCHOBHUMH acCHeKTaMU MPAKTUYHOI HIHHOCTI pOOOTU € TEOPETUYHHUM OIS iICHY-
IOYMX CYy4YaCHUX JTAOOPATOPHUX TEXHOJIOTIH JJisi KOHTPOJIO (heHUIaJaHIHy Y KPOBl
Nall€HTIB. Pe3yapTaTH MOCHIKEHHS MOXKYTh OyTH BHKOPUCTaHI Y HaBYAJIbHOMY
npoiieci kadeap MearuKo-610J0r19HOTO TPOd1TI0 1 1a00pPaTOPHOT AIAaTHOCTUKU TA Y
HaykoBomy mnporieci HHITI® HdaV.

Henousikn podoru. CyTTeBUX 3ayBa)K€Hb /10 3MICTY Ta 0()OPMIICHHS KBai-
dikariitnoi podotu Hemae. B poOoTi 3yCcTpiuarOThCsi MOOJUHOKI CTUIIICTUYHI Ta
opdorpadiuni nomwiku. [IpoTe, BkazaHi 3ayBa)K€HHsI HE BIUIMBAIOTh Ha 3arajibHy
MO3UTHUBHY OI[IHKY POOOTH.

3arajbHuii BUCHOBOK i oninka poooru. Kpamidikarmiitna podota IBanam
IITAN® na temy: «KiiHiko-naGopaTopHa AiarHOCTHKa IyKpOBOTo diabery: Gio-

MapKepHu TIIKEMIYHOTO KOHTPOJIIO Ta IMyHOMATOJIOTii 3aXBOPIOBaHHS» BUKOHAHA

74



3rigHo 3 BUMoramu «I1oj0XeHHs Tpo MOPSAIO0K MiATOTOBKH Ta 3aXUCTY BUITYCKHHUX
kBaidikamiitHux podiT y HarionansHoMy papmalieBTHIHOMY yHIBEpCHUTETI». Bo-
Ha MICTUTH YC1 HEOOXiHI PO3IUIN 1 JOCTATHS 32 00CSITOM. AKTyalbHICTh POOOTH,
il TeOpeTUYHUN PIBEHB, AKICTh BUKOHAHHS OOpaHUX METOJAMYHMX IMJAXOMIB, MpaK-
TUYHA I[IHHICTh BUCHOBKIB Ta X OOIPYHTOBAHICTh JTO3BOJISE IOMYyCTHTH POOOTY J0

3aXHUCTY.

Penenzent

JIOLIEHT 3aKJIaJy BUIIOI OCBITH
kadeapu HOpMaIbHOI Ta
NAaTOJIOTTYHOI (P1310JI0T11,

K.OI0JI.H., JOLIEHT Banentuna YIKITKIHA

«15» rpynns 2023 p
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BUTAI 3 ITPOTOKOJIY Ne 11
3acizanHs kadeapu MikpooOioJiorii, BipycoJiorii Ta iMyHoJIOTII
Bix 20.12.23
M. XapKiB « 20 » rpyans 2023 p

3acimaHHas MpoBOAWIOCH 3 BuKoprucTaHHIM ZOOM texuosoriit 3 12 rox 00 XB 1o
12 rox 50 xB.
UucenbHuii ckian kapeapu: 6 MTATHUX HAYKOBO MEIaroriyHUX MpalliBHUKIB,

INPUCYTHI: 3aB. kad., npod. dinimonora H.I., nou. I'eitnepix O.I"., nou. [y06i-
nina H.B., nom. Timenko 1.}O., momn. Illanosanosa O.B., mon. Komosa I.1O.
CJIIYXAJIA: IIpo npencraBieHHs 10 3aXUCTy B Ex3ameHalliitHiii Komicli KBai-
¢ikamiiiHoi podotn Ha TeMy: «CydacHi MeToaAu J1a00pPATOPHOI AiATHOCTHKH
(eninkeronypii» marictpanta cremiaibHocTi 224 TexHOIOTil MEIUYHOI A1arHo-
CTHKH Ta JIIKyBaHHA Jpyroro kypey 2024 poxy Bunycky Beponiku BYKEHKO

(mpi3Bue, iM’s1, T0-0ATHKOBI)

Hayxoeuii kepienuk: nouient 3BO kadenpu Mikpo0610J10rii, BipycoJIoTii Ta iMyHO-

JI0T1i, K. (hapM H., JOLICHT Ogaena KOIIIOBA
Peyenzenm: nonient 3BO kadenpu HopMaabHO1 Ta NATOJIOTTYHOT (1310J10T1i, K.
010JI1. H., IOIICHT BajgenTuna YIKITKIHA

B o6roBopenHi kBaiikaiiifHoi poOoTH Opaiu y4acThb:
npod. dimimonosa H.I., mom. Timenko L.}O., gom. I'eitnepix O.I'., gon. IllamoBa-
nosa O.B., nou. Jly6inina H.B., gou. Komosa O.1O.

INOCTAHOBMUMJIN: PekomenayBatu 10 3axucty B Ex3amenariiiHiii kKoMicii KBa-
mi¢ikaniiHy poOOTy MariCTpaHTK 2 Kypcy Beponiku BYXXEHKO

(mpizBHIIE, iM’s1, TTI0-0aTHKOBI)

HaTeMy: «Cy4yacHi MeTOAH J1a00PATOPHOI AIATHOCTUKH (PpeHiTKeTOHYPiD)

I'onoBa Haranis ®IJIIMOHOBA
Cexkperap Onena KOIIIOBA
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HAIIIOHAJIBHU ®APMALIEBTUYHWUN YHIBEPCUTET
TMOJAHHSA
I'OJIOBI EK3AMEHAIIMHOI KOMICII

IIOJ10 3AXHUCTY KBAJI®IKAIIMHOI POBOTH

Hanpasnserscs 3100yBauka suioi ocsith BepoHika BYKEHKO no 3axucty xpanidi-
KariitHoi poooTu
3a rajiays3io 3HaHb 22 OXOpoHa 30pOB’s
creniaiabHIcTIO 224 TexHonorii MEIUYHOI JIarHOCTHUKHY Ta JIKYBaHHS
OCBITHBOIO Iporpamoto JlaboparopHa JiarHOCTHKA

na remy: «<CYUYACHI METOJAU JJABOPATOPHOI JIATHOCTUKU ®EHIJIKE-
TOHYPII»

Ksamidikariiina podoTa i pereHsist J01at0ThCs.

JlexkaH (akyybTeTy / Onera HABOKA /

BucHoBoK KkepiBHMKa KBasiikaniiiHoi podoTn
3n00yBau Buioi ocBitu Beponika BYXXEHKO npoaemoHcTpyBana rapHe 3HaHHS JOCTi-
JDKyBaHI TEMAaTHUKH, 3[JaTHICTh CAMOCTIHHO MTOCTAaBUTH HAYKOBY METY Ta BUPIIIyBaTH HAYKOBI
3aBJJaHHs, BUKOPUCTOBYIOUH Pi3HI METOAM JOCIIKEHHS. 32 00CSIroM Ta HAyKOBUM PiBHEM KBa-
migikariitHa poOoTa BiAMOBiIa€ BUMOTaM

KepiBauk xBamidikamiinoi poooTu Onena KOILIOBA

“09” rpynus 2023 poky

BucnoBok kageapu npo kBaiigikaniiiny podory

KBanigikauiitny podoty po3risHyTo. 3100yBau Buiioi ocBitu Beponika BYKEHKO no-
IIyCKAEThCS 10 3aXUCTY JaHoi kBanidikamiiiHoi podotu B Ek3ameHaniiHii KoMicii.

3aBiyBauka Kadenpu
MiKpoOioJorii, BipycoJorii
Ta IMyHOJIOT11 Haranis ®IJIIMOHOBA

[Tpotokon Nell Bix 20.12.2023 p.
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Kganidikamiitny poboty 3axuiieHo y ExzaMmenartiiitiii komicii

« » 2024 p.

3 OLIHKOIO

['omoBa Ex3ameHartiitHoi Komicii, TOKTOp MEIUIHUX HayK, IIpodecop

/ Ipuna PUOXKEHKO /
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