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KIIbKICHWUIA CKNAL HESAMIHHUX L-AMIHOKUC/IOT Y XAPYOBIN JIIKYBAJIbHIA
CyMiILI AnAa oCib, XBOPUX HA ®EHIZIKETOHYPIIO

NontaBCcbKUiA aepaBHU meguuHuii yHiBepcuteT (m. MonTaBa, YKpaiHa)

Y c8imi Haniyyemoca 3HAYHA KiflbKicMb 2eHemuy-
HUX 30X80Pt08AHb, ase 0OHUM i3 Halbinbw nowupeHuUx
2eHeMuUYHUX 3aX80pPHBaHb ceped KpaiH esponelicbKoi
pacu € ¢heHinkemoHypia (PKU). [aHe 3ax80pro8aAHHA
poABAAEMbCA NIOBUWEHUMU PIBHAMU heHinanaHiHy 8
Kpo8i, XapakmepHUMU 0cobu80CMAMU AKO20 € 00MPU-
MAHHA MOXUMMEBOI crneyugiyHoi diemu, AK 0OCHOBU fi-
Ky8aHHA. [Joci 8 YKpaiHi He 8u84aa10CA MUMAHHA 8U3HA-
YeHHS KiflbKiCHO20 CKAady He3amiHHuUX L-amiHoKucaom
y xap4osili nikysanvHil cymiwi 0119 ocib, xeopux Ha
¢heHinkemoHypito, wo i cmasno memor Hawioz2o 0o0-
cnioxceHHA. lpose geHinanaHiHemii nog’azanuli iz my-
mayieto 8 2eHi gheHinanaHiH 2idpokcunasu (PAH) ma
nopyweHHAMm memabosniamy Kogpakmopa mempaziopo-
6ionmepuHy (BH,). Takul cmaH npuzeodums 0o pos-
8UMKY heHinkemoHypii pi3Hoi ¢popmu. KoHmpons 3a
pisHem geHinanaHiny (Phe) 8 kposi moxcausuli mineKku
30 yMmos 0ompumaHHA Oiemomeparnii, wo 6asyemeocsa
Ha cyKyrnHocmi 00mpuMaHHA MpPbOX OCHOBHUX Mpasusl:
npupoOHbOMY 0bMex eHHi binKa, croxusaHHi cymiwed,
wo micmams L-amiHokucaomu 6e3 Phe (xap4osuli npo-
OyKm 0114 crieyianbHux meduvHux uineli) ma croxusaH-
Hi i 3 HU3bKUM 8micmom 6inka. OCHOBHOK CK/1A0080+t0
Xap4yo8020 pPodyKmy 041 crieyianbHUX MeOUYHUX yinel
€ KOMMAEKC 3aMIHHUX Ma He3amMiHHUX L-amiHOKucsiom,
MIKpO- ma MakpoesnemeHmig, 8imamiHis, iHKoAU 8ye-
nesodis, upie ma iH. pe4osuH. [JocmamHa KinbKicme
He3aMiHHUX aMIHOKUCA0M 8U3HAYaE AKICHUU ma Kinb-
KicHUl cknad amiHoKucaomHoi cymiwi, azomHuli 6a-
AIGHC 0p2aHi3mMy ma obMiH pe4yosuH. [pu croxu8aHHiI
aMiHOKUCAoOMHuUx cymiweli HeobxiOHoO epaxosysamu ix
bionoeiyHy yiHHICMb, AKAQ PO3pPAX08YEMbCA 8i0COMKO-
8UM 8MICMOM KOXCHOI He3amiHHOI amiHoKucaomu o
8iOHOWeHHI 00 ideanbHo20 b6inka. CKkAAO0 He3aMiHHUX
amiHokucaom y cymiwi nosuHeH cknadamu 100%, wjo €
6ios102i4HO MOBHOUIHHOO CyMiiwito. bionoziyHo nosHo-
UiHHa cymiw onmumisye piseHb Phe 8 Kposi ocib, xeo-
pUX Ha peHinkemoHypito. Bpaxosyrouu pexkomeHoauii
EsporielicbKUx KpaiH CKAa0 He3aMiHHUX aMiHOKUC/0mM
y cymiwi nosuHeH cknadamu Ha 40% binbwe 8i0 peko-
MeHO08aH020 AMIHOKUC/I0MHo20 cKaady BOO3/FAO/
UNU (2007). Tomy, KinbKicms aMiHOKUC/I0MHO20 CKAA-
0y ma HeobxiOHa YacMKa He3aMiHHUX aMiHOKucsi1om 8
amMiHoKucaomHili cymiwi nosuHHi 6ymu 36anaHcosea-
HUMU ma cniecmasHUMU 3 8iKogaumu rnompebamu npu
Xap4yB8aHHI 0Cib 3 pi3HUMU hopmamu heHinkemoHypi.

KnouoBi cnoBa: gpeHinkemoHypis, (peHinanaHin, oi-
emomepanis, He3aMiHHI aMiHOKUc/0Mu.

BcTyn. 3axBOpPOBAHICTb Ha (EHiNKeTOHypito Hal-
BMLWA cepen ocib eBponencbKoi pacu, XapaKTepHOH
pucoto aKkoro € rinepdeHinananHiHemia (FPA). 3a pesynb-
TaTaMM CTAaTUCTUYHUX JAHUX CTaHOM Ha 2015 pik nowwu-
peHicTb Ha pi3Hi dopmu rinepdeHinananiHemii B Ykpai-
Hi B cepegHbomy cKnagae Big 1:6000 go 1:10000 Ta 3a
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KiNbKICTIO BMABMEHMX BUNALKIB 3aXBOPIOBAHOCTI Bigpi3-
HAETbLCA Y Pi3HMX 061aCTAX 3 HAPOAKEHHAM Big 65 f0 75
Aitel Ha pik. Hanbinbloto yacTkoto npossy dopm rinep-
deHinanaHiHemii € KnacnyHa dpopma peHinketToHypii [1].

deHinkeToHypia (PKU) € HalinowmpeHiwe Bpoaxe-
He opdaHHe 3aXBOPIOBAHHA i3 MOPYLIEHHAM MmeTabo-
Ni3My aMiHOKMC/IOT, WO MNPU3BOAATL A0 36iNbLUeHHA
HakonuuyeHHa deHinanaHivy (Phe) 4o HeMpPOTOKCMYHMX
piBHiB. Lle reHeTUYHe ayTOCOMHO-peLecMBHE 3aXBOpPHO-
BaHHA, AKe BIAHOCUTBLCA A0 Kaacy amiHoaumaonartiv Ta
XapaKTePU3YETbCA BPOAKEHUM AedEKTOM MeYiHKOBOro
bepmeHTy deHinanaHin-4-rigpokcunasn. deHinanaHiH
riapokcunasa (phenylalanine hydroxylase, PAH), B cBoto
yepry, HeobxigHa ana metaboniamy amiHoKucnoT de-
HinanaHiny (L-Phe) Ta TMpo3uHy (L-Tyr), akuii Biabysa-
€TbCA 3a y4acTi KodpakTopa TeTparigpobiontepuHy (BH,)
[2,3].

PaHHA piarHOCTMKa Ta CBO€YacHe BCTAHOBJ/IEHHA
AiarHo3y y HOBOHAPOAKEHUX CYTTEBO BM/IMBAE Ha 36i/b-
WeHHA NonyAnAuii couianbHO iHTErpoBaHUX A0POCANX
oci6. HegiarHoctoBaHa abo nisHo aiarHoctoBaHa PKU,
HenikoBaHa PKU nig 4yac po3BUTKY AUTUMHWU Yy PaAHHbLO-
MY AWTUHCTBI Ta NigNITKOBOMY Bili MOXKe Npu3BecTU
00 rnboKuKX, a B AeAKil Mipi i O HE3BOPOTHUX Helpo-
KOTHITUBHUX MNOLWIKOAMEHb MO3Ky. Ane, HeaoCTaTHIN
KOHTPO/b PiBHA Phe, Ha byab-AKOMY eTani XXUTTA, MOXKe
npu3secTn 4o 360iB y BUKOHaBYIN dyHKUji Ta/abo Heob-
XiQHOCTI MCUXONOMIYHOI YN NCUXiaTPMYHOI [0OMOMOrun
[4, 5].

CyyacHi cTpaTerii nikyBaHHA HanpaB/aeHi Ha 3HUXKEH-
HA piBHA Phe. Ha cborogHiwHii yac aoseaeHUm i ao-
cnigxeHum meTtogom nikyBaHHA PKU Ta npodinaktunkm
PO3BUTKY MOPYLIEHb MO3KY € Ai€ETOTepanis, AKa 3acHO-
BaHa HAa CMOXXMBAHHI aMiHOKMCNOTHOI Cymili 3 BiacyT-
HIiCTIO aMiHOKMCNOTH deHinanaHiHy.

B VYKpaiHi poci BigcyTHA 3atBeparkeHa YHidiKo-
BaHa <¢opma CKNagy aMiHOKUC/AOTHUX Ccymiwen i3
060B’A3KOBMM BMICTOM HEObXiAHOI KifIbKOCTi amiHo-
KMUCNOT AIK MiKPOE/NIEMEHTIB, WO HeobXxiaHi ana popmy-
BaHHA B6iNKOBMX 3’€4HaHb B OPraHi3mi IIOANHU, CUHTESI
ropMoHiB, pepPMEHTIB Ta iHWWNX KNITUHHUX NpoLeciB Ann
NiATPMMKM FOMEOoCTa3y opraHismy.

Jocnig)keHHA  KiNbKiCHOrO  CKAagy He3aMiHHUX
L-amMiHOKMCNOT y Xap4oBMX NPOAYKTax ANA cneLiaibHUX
MeAMYHUX Linein (aMiHOKMCAOTHUX Cymiluax) Ans ocib,
XBOPUX Ha GEHINKETOHYPIt0 CTaNI0 METOO AaHOro A0Ci-
[OXKEeHHA.

MNartodisionoria Ta giarHocTnKa peHinKeToHypii.

B nartoreHesi ctaHy rinepdeHinanaHiHemii MoXKHa
BM3HAYUTU ABi OCHOBHI MPWYMHM il PO3BUTKY: MyTauia
B reHi deHinanaHiH rigpokcmMnasu, Lo NpoABAAETLCA
pediumTom akKTMBHOCTI GepMeHTy Ta MOpYLEHHA Me-
Taboniamy KodakTopa TeTparigpobiontepuHy (BH,). VY
BUMNAAKY PO3BUTKY MyTaLii B reHi PAH nauieHTH CTpaxK-
[al0Tb Ha HalbiNblWw nowmnpeHy KnacuuHy dopmy PKU,
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a y BMNaAKy nopylweHb biocMHTe3y Ta pereHepauii ak-
TmeHoI dopmm BH, y ocib possneaeTbea aTunosa Gopma
PKU i3 BaXKKO KOHTPO/IbOBAHMMM NOKA3HMKaMM peHina-
NlaHiHa B KPOBI Npu AieToTepanii [4, 6].

Y pasi knacuuHoi popmm PKU BiabyBaeTbca no-
pYyLWEeHHA nepeTBopeHHA ¢eHinanaHiHy B TUPO3UH. Y
6ionoriyHmx pignHax ocib6 3’ABnATLCA PeHINKeTOHM.
MiaBueHa KOHUEHTpaLia y cedi TakuMx meTaboniTis,
AK deHinauetat, deHinnipysaT Ta GeHin nakTat, moxe
CMPUYMHUTY TAXKKI Ta HE3BOPOTHI 3MiHM 3i CTOPOHM Hep-
BOBOI CUCTEMMU LLIAXOM NPOHUKHEHHA IX Yepes3 remaTo-
eHuedaniyHumii 6ap’ep. MexaHiam, AKM NPU3BOAUTb A0
TAMKUX KOTHITUBHWUX PO3NafiB e A0 KiHuA He BUBYe-
HWIA, aNile XapaKTepHOI 03HAKOK HEBPOJIOTYHUX 3MiH €
rinomieniHisauia Ta gemieniHisauia HepBOBMX BONOKOH
[3,7]. Npw Takit popmi PKU HalKpallmMm MeToaom NiKy-
BaHHA € 0OMeXKeHHA abo 3HMKEHHSA B iXKi peHinanaHiHy
Ta CNOXMBAHHA CyMili amiHOKMcnoT 6e3 gaHoi amiHo-
KMCNOTW. AKWO y 0Cib BUABAAIOTL NOPYLUEHHA HiOoCUH-
Tesy Ta pereHepauii akTuBHOI popmu BH,, To B Takomy
BMNAaAKy, 0cobam NpPonoHyOTb NepopanbHe NiKyBaHHSA
npenapatamu TeTparigpobiontepuHy abo oro aHano-
ramu y KOMNAeKci i3 gietotepanieto.

Y pamKax BCeCBITHbOI iHiLiaTMBM 3anpOBaLKEHO
PaHHIN CKpUHiIHrOBMI meTop, BM3HadyeHHs PKU y HoBo-
HapoaKeHUX. HUM sBNAETbCA NPOKOA N'ATKWM HOBOHAPO-
OXKEHUX i3 BUAINEHHAM Kpani KPOBi Ta NepeMmMilLleHHAM
il Ha pinbTPYBaNbHMIN Nanip 3 HACTYMHUM BU3HAYEHHAM
KOHLeHTpauii Phe. Ane Halbinblw BaXKAUMBMM AjarHoc-
TUYHUM METOLOM € aHani3 myTaLiit reHa PAH Ha xpomo-
comi 12 (obnactb q22-24.1), 4 aHani3 myTaLiii B 1OKYCi,
wo xapakTepusye aedeKT cuHTesy Ta pereHepadii BH,
[3, 8].

BuainaoTtb eguHy yHidiKkoBaHy KnacudikaLito popm
PKU: nerkry (rinepdeHinanaHiHemin), aAka NposBAAETbCA
piBHAMK peHinanaHiHa B Kposi y mexkax Big 120-360
MKMOAb/A A0 1200 mMKmonb/n Ta KnacuuHy dopmy
(Taxkka ¢opma) i3 nokasHMKamu ¢eHininaHiHa Bulle
1200 mKMOAb/A NpU cepesHboOMY HOPMasbHOMY PiBHI
y mexax 60 mkmosnb/n [9, 10].

3a EBPOMNENCHKMMN PEKOMEHAALLIAMU NepernaHyTi
Ta po3paxoBaHi MOKa3HUKK Phe B KpoBi o151 pisHUX BiKO-
BUX rpyn. TaK, Big HapoaKeHHA A0 12 pokiB Ta BariTHUX
XiHOK 3 PKU deHinanaHiH noBnHeH byTn B merkax 120-
360 mKMoAnb/n, Ans ocib ctapuie 12 pokis Ta HEBariTHUX
aopocaux Big, 120 go 600 mkmonb/n. He 3anexHo Big,
AieToTepanii, ocobn NoBUHHI NpoxoauTn 060B’A3KOBE
XapyoBe, K/AiHiYHe Ta BioximiyHe criocTepeskeHHs 1 pas/
pik [11].

OCHOBHMM Ta K/IlO4OBMM BAKTOPOM AOTPUMAHHSA Ta
perynauji HanexHoi KoHLeHTpaLii deHinanaHiHa B KpPoBi
€ OTPUMAHHA OiE€TU.

[Dietotepania -
¢opmu PKU.

Cy4yacHi cTpaTerii nikyBaHHA 30cepeayKeHi Ha 3HU-
YKeHHi piBHA Phe, xo4a mixkHapogHi pekomeHaauii npo-
OOBXKYIOTb BAOCKOHantoBatTucA. [loTpumaHHA AieTn €
OCHOBHMM (aKTOPOM, AKWUWA BIJIMBAE Ha KOHLEHTpa-
uito piBHA Phe B KpoOBi i, TAaKMM UYMHOM, Bigirpae K-
YOBY POJIb Yy TAXKOCTI KniHiuHWX npoasis PKU y noam-
HU. [lieToTepania CKNafa€eTbCA 3 3 YaCTUH: npupogHe
0bMeKeHHs BinKa, CNoXMBaHHA CyMilLen, WO MIcTATb
L-amiHoKMCcNOTH 6e3 Phe Ta CNOMKMBaHHA iKi 3 HU3bKUM
BMicTOM 6inika. OCHOBOIO Ai€TU € MOMKUTTEBE BUKOPUC-
TaHHA Xap4yoBUX NPOAYKTIB ANA CneLiaNbHUX MegUYHUX

OCHOBA /liKyBaHHA K/JACUYHOI

uine (amiHOKMCNOTHOI cymilwi) 3a BigCYTHOCTI amiHo-
Kucnotu Phe. Taki amiHOKMCNOTHI cymiwi € CUHTEeTMY-
HUM AxKepenom binka Ha ocHoBi L-amiHoKkmcnoT [12, 13].

PKU € nmigctynHMm 3axBOPHOBAHHAM i MOXe npo-
ABUTUCA CNABKUMU iHTENEKTYaIbHUMM Ta HE3HAYHUMM
HepBOBO-NCUXIYHUMU Npobnemamu, HaBiTb, ¥ OCib, AKi
OOTpUMYBanucA npuHUMniB aietn. CnocTepiraloTbea
BUMNAAKM KON, 3@ BYACHO AiarHoctoBaHot PKU 3 oTpu-
MaHHSAM NiKyBaHHA 3 MepLUNX TUXKHIB XXUTTA (Matoum no-
YaTKOBMI XOPOLINIA MeTaboNiYHWNIA KOHTPOAL), ane 3 Mo-
PYLUEHHAM KOHTPOJIO y 6inbl NisHbOMY AUTUHCTBI abo
[0pOCNOMY BiLli, MALLIEHTU MOXKYTb MaTU AK 3BOPOTHI
TaK i HE3BOPOTHI HEMpPONCUXiYHi Hacnigku. | HaBnakuy, 3
ni3Ho giarHoctoBaHoto PKU 3 HEMPONCUXIYHUMM 3MiHa-
MW CTaHy 340POB’SA, NALiEHTU i3 3HUKEHUM piBHEM Phe
B KPOBi IEMOHCTPYIOTb MNOKPaLLEHHS Y NOBeAiHLi (KOH-
LeHTpaLjio yBaru, cnokin Ta iH.) [14]. Ocobnusa yBara
NOBMHHA NpuAinATMUcA XiHkam 3 PKU y nepiog, BaritTHoc-
Ti. 36inblWeHHs piBHA Phe y KpoBi, onocepeaKoBaHOro
HeAOTPUMAHHAM [I€TU Ta NiKyBaHHA y Nepiog, BariTHOC-
Ti (0co611BO y Nepios NepLIoro TPUMECTPY) CNPUYMHSAE
TOKCMYHWUI BNIMB HA MO3OK Ta cepLie nnoay. Takunii cTaH
Ha3MBalTb MaTePUHCbKUM cuHgpomom PKU [10].

NlikyBaHHs PKU Ta gieToTepanito HeobxigHo posmno-
YaTu AKOMOra CKopille Ta paHiwe. 3a JaHUMK Tepanes-
TUYHOTO KOMITETY AMEPUKAHCBKOrO KONeaXKy MeanYHOl
reHeTUKKN Ta reHomikn 2014 poKy, BpaxoByHUM BUCOKI
noyaTkosi piBHi Phe B Kposi, deHinanaHiH HeobxiaHO
MOBHICTIO BUK/OUYUTK i3 AieTn, TOBTO CnoXKmMBaTK npo-
OYKTN 6e3 ¢eHinanaHiHa 4o TUX Nip, NOKX MOro PiBHi
He HabauKaTbcA A0 Aiana3oHy pedepeHTHUX. 3a ymoB
niATPMMaHHA 3HUKEHUX PiBHIB Phe y KpoBi ciig npoao-
B)KYBaTWU Ai€TOoTepanito 3 obMexKeHHsM QeHinanaHiHy.
[Ons HOBOHAPOAKEHUX AiTel 3 BUABNEHMMU NiaBuLLe-
HUMUK piBHAMMK Phe rpyaHe MOMOKO € BaKNMBUMM AN
pOCTYy Ta PO3BUTKY HEMOBAATU, TOMY MOFO CMOXKMBAHHA
NOEAHYETHLCA i3 IHWMMKN enemeHTamm aietoTtepanii [10].

Y Haw 4ac, BPaxoBylOUM peKOMeHAaLii NpoBigHMX
daxisuiB, B YKpaiHi 3anposaakeHo noxutrese (diet for
life) cnoskmMBaHHA XxapyoBUX NPOAYKTIB ANA creLiafbHUX
MeANYHUX LiNeN, WO 3aKyNOBYOTHCA 38 PaXyHOK KOLUTIB
MicLLeBOro 6roAKeTy Ta BMAAKTbCA LLEHTPani3oBaHo
LleHTpamu nepBUHHOI MeAMKO-CaHITapHOI 40MOMOru.
JlikyBanbHe xapyyBaHHA MOBUHHO MOEAHYBATMUCA i3 CMO-
KMBAHHAM NPUPOLAHBOTO BiNIKY, O MICTUTLCA Y NPOAYK-
Tax NOBCAKAEHHOTO BXKUTKY.

OpraHism ntogmMHu notpebye 20 pisHUX aMiHOKMUC-
NOT, cepes, AKUX 8 € OCHOBHUMM Ta HE3AMIHHUMMU, LLO
HE MOXYTb reHepyBaTUCA B OpPraHiami NI0OANHU Ta HaA-
XO4ATb 40 HbOTO Yy BUIMAAI NPOAYKTIB XapyyBaHHA. He-
3aMiHHI aMiHOKUC/IOTU CKNaZatoTb HiONOriYHY LiHHICTb
i, 3a6e3neyytoTb a30THY piBHOBary Ta 06miH peyoBuH
B OpraHi3mi NHOANHMN.

Y njeTi, AnAa ocib 3 peHinKeToHypieto, He AonycTMme
CNOXKMBAHHA M’sica Ta M’ACHUX BUpo6iB, pnbu Ta pnbo-
npoaykTis, BUpobiB i3 MoOKa, AELb, MyKM, 6060BMX,
ropixis, LWOKoNaAy, Kpyn, XenatuHy, poCIMHHUX BOAO-
pocteit (cnipyniHu), niaconoaxysadis (acnaptamy) Ta
iH. NPOAYKTIB Ta CTPaB, WO € AXKEPENOM BEAUKOI Kinb-
KocTi Phe. BmicT deHinanaHiHy B LMX NpoAyKTax MOXKHa
OLLiHIOBATM 32 MapKyBaHHAM Xap4yoBux 6ifkis i3 pospa-
XyHKy 1 1 6inKka = 50 mr Phe [15]. PaujioH ocib 3 giarHoc-
ToBaHot PKU noBuHeH cknagatmca Ha 80% 3 oBouiB Ta
dpyKTiB. BMicT Phe y HUX MOXKHa po3paxoByBaT Big, 20
00 40 mr/1 r 6inka.
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Takuii BUA, Xxap4yyBaHHA ocib 3 PKU MOXHa ouiHMTH
AK HepauioHanbHUIA. 3a gaHnmm MO3 YKpaiHu HepaLio-
Ha/JIbHe Xap4yyBaHHA CYTTEBO BMN/IMBAE HA XKUTTA IIOANHN
Ta PO3BUTOK HeiHDEKLiMHMX 3aXBOPOBaHb, cepesn, AKUX
nposigHe micue 3aiimae nopylweHHs 0bmiHy pevyoBUH
[16].

HepauioHanbHe xap4yyBaHHA Takoi KaTteropii ocib
MOXKe MaTW ApaMaTuyHi Hacnigku gns 300pos’s aitel
i popocnux. AnimeHTapHi gediumty 6inka, 6inblwocTi Bi-
TaMiHiB, MaKpO- i MiKpOeNneMeHTIB, iHLIMX XapyoBuX pe-
YOBMH, L0 HEMUHYYE BMHMKAIOTb NPU Xap4uyBaHHi ocib
3 PKU, noBMHHi 060B’A3KOBO KOMMEHCYBATUCA CMOMXKMU-
BaHHAM CreLiaNi3oBaHUX XapYOBMX NPOAYKTIB HA OCHO-
Bi cymilen amiHokucnot 6e3 deHinanaHiHy, a TaKoX,
CMOXMBAHHAM creLjanbHUX 6€36i1KOBUX Ta HU3bKOGIN-
KOBMX MPOAYKTIB Ha OCHOBI Kpoxmanis Ta/abo manbTo-
OEKCTPUHY Ans 3abe3neyeHHA eHepreTUYHoi LiHHOCTI
pauioHy BiAMOBIAHO A0 BiKy.

Y 38’A3KY 3 uum, BMBip cnewjianbHOro NpoayKTy, Npu-
MHATHOro Ans nauieHta 3 PKU, mae Benuke 3HayeHHA
A7 A0ro 340p0B’A Ta NOAANbLLOTO PO3BUTKY. Pobouoto
rpynoto Pagu meanyHux gocnigeHo 3 PKU pospaxosa-
HO Ta PEKOMEHJOBAHO CMOMKMBAHHA HEOOXiAHOI Kifb-
KOCTi aMiHOKMCNOT 3 ypaxyBaHHAM Phe, Tyr Ta ix cnisBia-
HolweHHs (Phe:Tyr) ana pisHoi BikoBoi rpynu. Ans aitein
[0 2 POKiB CMOXMBaHHA aMiHOKUCNOT 6e3 deHinanaHiHy
NOBWHHO CTAHOBUTU He MeHLwe 3 r/Kr/aoby, a TMPO3nHY
100-120 mr/Kkr/poby. Ona gitei ctapue 2 pokis amiHo-
KWUCNOTHUW CKAag, CyMmilli cnif nisTpMMyBaTW Ha PiBHI
2 r/kr/poby, ana oci6 craplue AecATM POKiB aMiHOKMC-
NI0THA cymiw BiNKy NOBMHHA CTaHOBUTM Ha 50% bGinbLue.
O60B’A3KOBUM KpUTEPIEM KOHTPOIO CMOMKMBAHHA KiNb-
KOCTi BiNnKOBOI CyMmillli MOBMHEH CTaHOBUTU piBeHb Phe B
Kposi [17].

AMiHOKMUCNOTHA CyMill — BaXK/IMBA CKNAA0Ba JiKy-
Ba/IbHOro Xap4yyBaHHA.

OCKiNlbKM NPOAYKTU, AKi 3a3BMYa CMOXKMBAOTHCA
AK OKepeno binka 340pOBUMM NIOABMWU Y MOBCAKAEH-
HOMY KMWTTi, MiCTATb Pi3Hi HeobXigHi MOXMBHI peyoBu-
HU, BaXX/MBO, Wob moamndikoBaHa Aieta npu aediumTi
deHinanaHiH rigpokcnnasu, 3abesnedvysana noTpebu
opraHiamy y AediuunTi NOXMBHUX PEYOBUH, HEOBXiAHMX
A1 HOPMaNbHOIO POCTY Ta NIATPUMKM 340POB’A, a [0-
CTaTHi aMiHOKMCNOTHUI CKag, 3abe3neyysas noTpeby
opraHiamy B cuHTe3i 6inkKiB. JTloACbKMIA OpraHism moxe
a4anTyBaTMUCA A0 Pi3HUX PiBHIB XapyoBUX KOHLEHTPaLlM
6inka 6e3 oueBngHuMX oro BTpat. Ane, notpeba noam-
HW B BinKax NOBMHHA 3abe3neyvyBaTh a30THY piBHOBary,
TO6TO MaTU HynboBWUI BanaHC a3oTy, TOMY HeobXiaHO
BM3HAYATM HUKHIO Ta BEPXHIO MeXy Aiana3oHy horo
CNOXKMBAHHA. Ba)KNMBO BPaxoByBaTH, LLO A/ CUHTE3y
3aMiHHUX aMiHOKUCOT, HYK/1IeoTuAiB, NirmeHTiB, 6iono-
rYHO-aKTUBHUX PEYOBMH Ta ANA 34iMCHEHHA NpoLecis
OKMC/IeHHA MOTPibHa [0CTaTHA KifbKiCTb He3aMiHHMX
aMiHOKMCNOT. JIIOACBKUI OpraHiam 34aTHUI NiaATPUMY-
BaTW a30TUCTUI BanaHC 3 AIETOIO NuMWe 3 He3aMiHHUX
amiHokucnort [18, 19].

3a AaHMMMK 3BITY NPO CNiZIbHY KOHCYAbTaLito eKc-
neptis WHO/FAO/UNU 2007 poKy Ans 340pOBUX A0-
pocaux oci6 notpeba B a3oTi cTaHOBMTL 105 mr asoty/
Kr Ha o6y abo 0,66 r 6inka/kr Ha noby. [lns ajiteit Big, 6
micauis oo 18 pokiB peKomeHA0BaHEe CNOXMBAHHA Big
109,8 mr asoTy/kr Ha aoby (0,69 r 6inka/kr Ha A06Yy).
[na HeMOBAAT HAWKPALLMM NPOAYKTOM Y 3a6e3neyeHHi

NOBHOLLIHHOIO CK/1IaAy He3aMiHHMX aMiHOKUCAOT € rpyAa-
He monoko [18].

MeToaom iHAMKATOPHUX aMiHOKMCAOT BU3HAYAETb-
€ KOHUEHTPAL,iiHa 3a1eXKHiCTb HeE3aMiHHMUX aMiHOKMUC-
NOT OAHa Big oaHoI. TaK, AKWO O4HA aMiHOKMCIOTa B
paLioHi € HUXKYOM0 Big NoTpebu (To6To € 0bMexKeHO10),
TO BCi iHWi HE3aMiHHI aMiHOKMCNOTU HE MOXKYTb ByTn
MOBHICTIO BUKOPUCTaHi AnA cuHTe3y 6inKka, i Tomy 3aau-
LLIOK OKMCAAETLCA. 3i 36iNbLLUEHHAM KiNbKOCTI iMiTyto4OT
aMIHOKMCNOTK iHWIi ByayTb NOCTYNOBO BUKOPUCTOBYBA-
TUCA Kpalle, a X WBUAKICTb OKMCEHHA MOCTYNOBO 3HU-
KyBaTumeTbca [18].

[o He3amiHHMX aMiHOKMCNOT BigHOCATb NEeNUMH,
i30NeNUMH, BaniH, Ni3WH, TPEOHiH, TpunTodaH, meTio-
HiH, dpeHinanaHiH. BaxnnBo BpaxoByBaTU TOW GaKT, WO
OeAKi aMiIHOKMCNOTU CUHTE3YIOTLCA i3 HE3aMiHHUX aMi-
HOKMCNOT — € YMOBHO He3aMiHHi. TaK, i3 ¢peHinanaHiHa
CUHTE3YETbCA TUPO3UH, i3 METIOHIHY — LIUCTEIH, i3 Tpun-
TodaHy — cepoToHiH. MiHimanbHi NnoTpebu gopocnoro
3[,0POBOr0 HacesIeHHA B aMiHOKMC0Tax 3anponoHoBaHi
BOO3/FAO/UNU y 2007 npeacTtasnieHi B Tabauui 1 [18].
[eAki gocnigHWKM BigHeCAU TiCTUANH A0 CKNaay Hesa-
MiIHHUX aMiHOKMCNOT Yepes MOro LWKIAIMBUIA BNANB HA
KOHLeHTpaujito remornobiHy npu 6esricTuamMHoOBIN AieTi
[20]. Takox, ricTMAMH Ta UUCTEIH/LMCTUH € YMOBHO He-
3aMiHHUMW aMiHOKMC/IOTaMKU NPOTATOM MEPLLOro PoKy
KUTTA giten. [Ana ocib 3 peHinKkeToHypieto HeE3aMiHHO
AMIHOKMCNOTOI ABNAETLCA TUPO3UH AK HACIAOK Nopy-
LUEeHHA MOro YTBOPEHHA i3 deHinanaHiny. Motpeba Tn-
PO3MHY MOBMHHA CKNaaath He meHwe 140% Big peko-
MeHA0BaHoi NoTpebu 3aoposux ocib [21].

Tabnuua 1 — PekomeHp0BaHi noTpebu
AMiHOKUCNOTHOrO CKNaay 340pOBUX AOPOCAUX OCi6

Ne AmiHOKMCNOTa mr/kr/po6y [18] mr/ {168i]m(a
1. | NlisuH 30 [22] 45

2. | NeAumnH 39 59

3. | I1soneiumnH 20 30

4. | BaniH 26 39

5. | TpeoHiH 15 23

6. | TpuntodaH 4 6

7. | MerTioHiH//uncTein 10,4//4,1 16//6

8. | ®eHinanaHiH//TMpo3nn|25//16,3 — 19,2 [23] 38

9. | TictTugmu 10 15

BioforiyHy LiHHICTb aMiIHOKUCNOTHUX Cymiluen pos-
PaxoByOTb BiACOTKOBMM BMICTOM KOXHOi He3aMiHHOT
aMiHOKMCNOTU MO BiAHOLWEHHIO A0 igeanbHoro 6inka
(amiHOKMCNOTHUIN cKkop). CKNag He3aMiHHUX aMiHOKMUC-
0T y cyMmiwi noBmHeH cknagatv 100%, wo € 6ionoriyHo
NOBHOULHHOK Ccymiwwo. bionoriyHa WiHHICTb cymii
MOXKe OyTW NimiToBaHOK abo HEMOBHOLHHOM, AKLLO
oaHa abo JekinbKa HesaMiHHMX aMiHOKMcAOT byae
meHwe 100%, TO Ha NAACTUYHI Wini opraHiamy BUTpa-
YaTUMETbCA Ti/IbKM Ta KiNIbKiCTb, AKa HaABHA. 3a/INLWIKO-
Ba Ki/IbKiCTb HE3aMiHHMX aMiHOKUCIOT (BMIiCT AKUX ByB
6inblumii Big, NimiTytouoi) okucnaTumeTbes. TobTo, ans
CMHTe3y 6ifka noTpibHa BignoBigHa cymiw ycix amiHo-
KWUCNOT, Be/IMKA YaCcTMHA AKOI NPUNALAE Ha He3aMiHHI
amiHokucnotn [18]. 3a noAibHMM Po3paxyHKOM MOXKHA
BM3HAYUTU AKICTb aMiHOKMCAOTHUX cymiwen [21].

KokHilt ocobi 3 PKU po3paxoByeTbcs iHAMBIAyanbHa
noboBa [03a aMiHOKMCAIOTHOI CyMilli i3 ypaxyBaHHAM
piBHA deHinanaHiHy y KpoBi. LOTpMMaHHS NpuU3Ha4yeHol
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003U CyMilli cnpuATUME MOKPALWEHHIO CUHTe3y binKa
[15].

B YKpaiHi xap4oBi NpoayKTu AnA cneuiafibHUX me-
OVYHUX uinel (amiHOKMCNOTHI cymiwi) He BUpobGAA-
IOTbCA, @ PEaNi3ytoTbCA Ha YKPAIHCbKOMY PUHKY iMmnop-
Tepamu i3 pi3HUX KpaiH-BMPOBHUKIB Ta Bigpi3HAOTHCA
CKNagoM NPOAYKTY i, BiANOBIAHO, LLIHOBOI MOAITUKOMO.
Taki cymiwi matoTb Pi3HUIM CKAaZ KOMMJIEKCY aMiHO-
KWUCNOT, XMUPiB, BYINeBOAiB, BiTaMiHiB, MiHepanbHUX
PEYOBMH Ta iHWKMX NOXKMBHUX pedvoBuH. Mpn PKU edek-
TUBHIiCTb 6iINIKOBOIO 3aMiHHWKA BU3HAYaAETbCA MOro Xap-
4YoBMM Mpodinem, aMiHOKMCNOTHUM CKAALOM, A03010,
po3MnoAginomM Ta aAeKBAaTHUM CMOXMBAHHAM eHeprii,
LUBUAKICTIO 3aCBOEHHA OPraHi3mom.

BpaxoBytoun notpeby ocib 3 PKU y aoctaTHilt Kinb-
KOCTi HE3aMiHHUX aMiHOKMC/IOT 3 MEeTOH NPOdiNaKTUKK
PO3BUTKY AediUUTHUX CTaHIB AeAKMMU KpaiHamum byna
po3pobieHa pekomeHA0BaHa noTpeba amiHOKMCNOTHO-
ro CKiagay cymiwen, Aka npeacTasneHa y Tabnauui 2 [21].

Y pocnigykeHHAx, nposeaeHux Leverton et al., Bu-
3HauYeHo BNAMB Ha piBHi Phe y oci6 3 PKU y 6iK Moro 3Hu-
YKEHHA MicNA CNOXMBAHHI BiNbLIOT KiNbKOCTI TUPO3UHY
[24]. 3a gaHMMK gocniaKeHb TUPO3UH MOXKE 3aMiHUTH
6aun3bko 50% notpebu Phe [19].

3acToCyBaHHA KOMMJIEKCY aMiHOKMCAOT BasliHy, i30-
NenumHy Ta NeunHy, y AaHin rpyni ocibé, npusseno ao
NOKpPALLEHHA pe3ynbTaTiB HEMPOMCUXIYHOTO Ta KOTHi-
TUBHOTO TeCTyBaHHA [25].

Tabnuusa 2 — PekomeHg0BaHi noTpebu

aMIHOKUC/IOTHOTO CK1Iagy CyMilli Xap4uoBux
NPOAYKTIB ANA cneuiabHUX MeaUYHUX Linen

Ne | AmiHokucnorta | mr/100 r cyxoi cymiwi amiHOKMCAOTH
1. | NisuH 7,7

2. | NeAumnH 9,9-13,8

3. | I3onenunH 4,6-6,5

4. | BaniH 5,1-71

5. | TpeoHiH 5,1

6. | TpuntodaH 1,9-2,7

7. | MeTioHiH 1,8-2,5

8. | ®eHinanaHiH ---

9. | Tupo3uH 10,6-11,5

MeauuHi ueHTpu y €EBponi Ta 3a ii mexXamu NpusHa-
YatoTb L-aMiHOKMCNOTH i3 po3paxyHKy 3aranbHoro 6inka
Big 2 0o 3 r/kr/pnoby HemosasTam Bikom 0—1 piky, AiTAm

1-10 pokis — 1,5-2 r/kr/poby Ta ocobam >10 pokis — 1
r/kr/poby. Mpu po3paxyHKy MNpM3HAYEHUX Cymiwein
HeobxigHO BpaxoByBaTh TOM ¢aKT, Wo L-amiHOKMCAOTH
He noTpebyloTb NpoLeciB TpasaeHHs i besnocepesHbo
OOCTYNHI ANA BCMOKTYBaHHA B TOHKOMY KULLIKIBHUMKY. Lle
NpU3BOAMUTL A0 LWBUAKOrO BCMOKTYBAaHHA aMiHOKUC/OT,
KOHUEHTPALA AKMX B MJIa3Mi He Ti/IbKM MNigBULLYETLCA
WBKUALIE | A0OCATAaE BULLMX PIiBHIB, ane M 3HMKYETbCA
WwBKMALIE, HiXK LiNbHI Axkepena 6inka. Tomy, daxisui 3 10
€BponencbKMx KpaiH po3pobunu pekomeHaauii 3a me-
Toaom AGREE (Appraisal of Guidelines for Research and
Evaluation) wopao 3amiHHKKIB 6inka gnsa oci6 3 PKU Ta
pPEKOMEHAYIOTb 3arasibHe MOro CNoXMBaHHA 36inblieHe
Ha 40% Big, peKOMeHA0BAHOIO0 aMiHOKMC/IOTHOTO CKaa-
ay BOO3/FAO/UNU (2007), npeacTtaBneHux y tabauui
1. Taki pekomeHAaLil BPaxoBYlOTb Ba*K/AUBiI enemeHTu
3aCBOEHHA L-aMiHOKMCNOT Ta ONTMMI3aLito iX BMAW-
BY Ha KOHTponb Phe B Kposi. JocnigrKeHHAMM BCTa-
HOB/IEHO, WO 6iNbll BUCOKI KOHLEHTpaLii He3amMiHHMX
L-amMiHOKMCNOT CNpuAOTb 3HUKEHHIO piBHA Phe B KpoBi,
6710KYIOTb MOro TPAHCNOPT Yepes rematoeHuedaniyHnin
6ap’ep Ta cnpuAloTb ToNepaHTHOCTI go Phe [12].

OfHO3HayHO, 36a/naHCcOBaHa KOHLEHTpaALis Hesa-
MIHHMX @aMiHOKUCNOT Yy Xap4oBii cymiwi L-amiHOKucnot
NoBMHHA BpPaxoByBaTW BiK, CTaTb, 0COBAMBOCTI AiANb-
HocTi, piBeHb Phe B KpoBi Ta noTpebye nocriltHoro Ao-
CNiayKeHHA cTaHy 3400poB’A 0cib, XBopux Ha deHinke-
TOHypito. Mpouec opraHisauii gietotepanii BMmarae Big,
NiKkapa Ta cim’i gMcUMNAIHOBAHOCTI, OpraHi3oBaHOCTI,
CMCTEMATUYHOTO KOHTaKTY, BUKOHAHHA NMPU3HaA4YeHb Ta
NO3UTMBHOTO HANALUTYBAHHA HA PE3yNbTaT /iKyBaHHA.

BucHoBKU. CNOXKMBAHHA KiIbKOCTI aMiHOKMCNOTHOI
CyMiLLi MaE€ BigNoBigaTV TEOPETUYHMM BIKOBMM HOPMam
Xap4yBaHHA A1 0cib 3 dpeHinKkeToHypieto. XimiyHi pevo-
BMHW € OCHOBHMMMU AXKepenamu cymiui L-amiHokucnot
6e3 Phe. 36anaHcoBaHNIM Ta AOCTaTHIM BMICT He3aMiH-
HWX aMiHOKMUCNOT € OAHMM i3 pe3ynbTaTiB yCNilWHMX Aj-
€TUYHMX 3axofiB 3i 36inblueHHA nonyaauii couianbHO
iHTerpoBaHux ocib, ki »kmByTb 3 PKU.

MepcnekTMBM nNoAanbWUX [OChigKeHb. binbwe
PO3YMiHHA AAaHOTO 3aXBOPIOBAHHA MOXKe 36i1bWwWnTI No-
TeHUujan ana iHauBigyanbHoro ynpasniHHA PKU B mali-
6yTHbOMY. biogocTynHicTb Ta BN/AMB Ha OpraHiam ycix
CKNafoBUX, [AOAAHWX A0 CKAagy L-amiHokucnot 6es
Phe, HepgocTaTHbO BMBYEHA Ta MOXKE OYTM NepcnekTu-
BOO NMOAANbLUNX AOCAIAXEHD.

-
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KIZIbKICHAN CKNAL HESAMIHHUX L-AMIHOKMUC/IOT Y XAPYOBIN NIIKYBAJIbHIA CYMILLI ANA OCIB, XBO-
PUX HA ®EHINKETOHYPIIO

KoniHbko /1. M., MiweHKo |. B., Kokoscbka O. B.

Pe3tome. PeHiNKETOHYPIA € OAHUM i3 HAMBINbLI NOWMPEHMX FrEHETUYHMX 3aXBOPIOBaHb cepes, KpaiH eBponem-
CbKOI pacw, Lo NPOABAAETbCA NiABULLEHMMM piBHAMM deHinanaHiHy B KpoBsi. [loBeAeHo, WO AieToTepanisa 3a paxy-
HOK 0bmexKeHHA Ta/abo BiACYTHOCTI dpeHinanaHiHy XUTTEBO HeobxiaHa ANnA TaKoi KaTeropii ocib. Joci B YKkpaiHi He
pPO3rNAAanocs NUTaHHA HeobXiAHOro KifbKiCHOro CKnaay He3aMiHHUX aMiHOKUCOT Y NliKyBa/bHilA aMiHOKMCNOTHIMN
CyMiLi.

Tomy, MeTO HALLOro AOCAIAKEHHA CTaN0 BU3HAYEHHA KiZIbKICHOTO CKAaay He3aMiHHUX L-aMiHOKMCIOT y Xxap4o-
Bill NiKyBa/bHIl cymilli Ana ocib, XxBopux Ha GpeHINKETOHYpItO.

MyTauis B reHi peHinanaHiH rigpokcunasm (PAH) Ta nopylueHHs metabonismy Kopaktopa TeTparigpobiontepuHy
(BH,) npn3BoaaTb Ao nosswu deHinanaHiHemii Ta po3snUTKy deHinKeToHypii pisHOT opmu. KoHTponb 3a pisHem de-
HinanaHiny (Phe) B KpoOBi MOXKAMBMIA TiIbKM 32 YMOB AOTPMMaHHSA AieToTepanii, AKa Ma€ TPU KIOYOBUX e/IeMEeHTa:
npupoaHe obmexKeHHs 6iNKa, CNOXMBAHHA CyMillen, Wo MicTATb L-amiHOKMcnoTh 6e3 Phe Ta cnoxmBaHHA i 3
HU3bKMM BMicTOM bifKa.

[o cknagy XxapyoBOro NpoayKTy Ansa creuialibHUX MeaudHUX Linei (amiHOKMCAOTHaA cymil) ans ocib, XBopux
Ha QeHINKeTOHYpPIt0 BXOAATb PEYOBWMHM, B OCHOBI AKMX € L-aMiHOKUCIOTKU, MIKPO- Ta MaKpOENIEMEHTH, BITaMiHM,
iHKONN BYINEBOAM, XUPW Ta iH. pe4oBUHW. KiNbKiCHMI Ta AKICHWI CKNag cnewiaNbHOro NPoAyKTY NOBUHEH MaTu
3HAYHY YaCTKYy HE3aMiHHMX aMiHOKMCAOT, AK CKaAHMKIB a30THOro 6anaHcy opraHiamy Ta 06MiHy pe4oBuH. 3a niTe-
paTypPHUMM AKepenamu, 3 ypaxyBaHHAM 0C061MBOCTEN PO3LLENNEHHA Ta BCMOKTYBAaHHA HE3aMiHHMX aMiHOKMUCNOT,
pe3ynbTatis Phe B KpoBI, cknag ix y cymilwi noBMHEH cKiagati He meHwe 100%, a 3a pekomeHAaLismu Esponei-
CbKMX KpaiH — Ha 40% 6inblue Big peKoMeHA0BaHOro amMiHOKMCAOTHOro ckaaay BOO3/FAO/UNU (2007). 3a3HadeHa
KiNIbKiCTb HE3aMiHHMX aMiHOKMCNOT ONTUMI3yE piBeHb Phe B KpoBi 0cib, XBopux Ha GeHiNKeTOHYpIto.

Tomy, KinbKiCTb aMiHOKMC/NIOTHOTO CKady Ta HeobxigHa YacTka He3aMiHHUX aMiHOKUCIOT B aMiHOKUC/IOTHIN cy-
Mili NOBUHHI ByTK 36a1aHCOBAHMMM Ta CNIBCTaBMMI 3 BIKOBUMW NoTpebamu npu xapuyBaHHi ocib 3 pisHMMK dop-
Mamu beHinKeToHypii.

KntouoBi cnoBa: ¢peHinkeToHypia, deHinanaHin, gieTotepania, He3aMiHHi aMiHOKUC/IOTH.

QUANTITATIVE COMPOSITION OF ESSENTIAL L-AMINO ACIDS IN BLENDED THERAPEUTIC DIETARY PRODUCTS
FOR PEOPLE WITH PHENYLKETONURIA

Kolinko L. M., Mishchenko I. V., Kokovskaya O. V.

Abstract. Phenylketonuria is one of the most common genetic diseases among the European population that
manifests by increased blood phenylalanine content. It has been proven that diet therapy by restricting or excluding
phenylalanine is vital for this group of population. Until now, Ukraine has not considered the issue of the quantita-
tive composition of essential amino acids required in the therapeutic amino acid dietary products.

Therefore, the aim of this study is to determine the quantitative composition of essential L-amino acids in the
therapeutic dietary products for people with phenylketonuria.
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Mutations in the phenylalanine hydroxylase (PAH) gene and impaired metabolism of the tetrahydrobiopterin
cofactor (BH4) lead to phenylalanineemia and the development of phenylketonuria of various forms. Control of phe-
nylalanine (Phe) levels in the blood is only possible by keeping the diet therapy, which includes three key elements:
restriction of natural proteins, consumption of products containing L-amino acids without Phe and low-protein food.

The composition of the food product for special therapeutic purposes (blended amino acid products) for people
with phenylketonuria includes substances containing L-amino acids, micro- and macronutrients, vitamins, some-
times carbohydrates, fats and other nutrients. The quantitative and qualitative composition of a special product
should contain a significant proportion of essential amino acids as components of the body nitrogen balance and
essential for metabolism. According to the literature about the peculiarities of the breakdown and absorption of
essential amino acids, and taking into account desirable blood Phe content, the amount of the amino acids in the
blend should be at least 100%, and according to European recommendations, even by 40% higher, when compared
with the amino acid composition recommended by WHO / FAO / UNU (2007). This amount of essential amino acids
improves the blood Phe content in people with phenylketonuria.

Thus, the amount of amino acid composition and the required proportion of essential amino acids in the blended
amino acid therapeutic products should be well-balanced and comparable to the age-related nutrition needs for
people with various forms of phenylketonuria.

Key words: phenylketonuria, phenylalanine, diet therapy, essential amino acids.
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