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B nocnegHee Bpemsi BO3pOC MHTEpPEC K Haci1eACcTBEHHbIM 60/1€3HSIM 0OMeHa, KOTOPbIE BbISIB/SIIOTCS nyTemM HeoHaTta/lbHOro
CKpnHuHra. K mx Ynucsly OTHOCUTCA U d)eHVI}'IKeTOHprFI. YKasaHHbIN nHTepec OﬁyCﬂOBfleH BO3MOXHOCTbO CBOEBPEMEHHO U
3P PEKTUBHO MPOBECTH KOPPEKLMIO METab0IMYECKMX HapyLUGHMI;I, B [MepByro o4epeb € NMOMOLLbO ANETHI. B cratbe ocBelye-
Hbl BOMPOCHLI 3nngemMnosiorun, AMarHoCTuKn, Anetotrepanun n apyrmx MetogoB JIieHeHns (DeHMﬂKeTOHprVI yaeTeFi.
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deHunketoHypus (PKY) — HacneactBeHHoe 3aboneBaHue,
B OCHOBE KOTOPOIrO JIEXMUT HapylleHWne aMUHOKMCIOTHOro
o6MeHa. PKY 06beanHAET HECKONbKO reHETUYECKHU reTepo-
reHHbIX GopM HapylweHusa obmeHa deHnnanaHnHa, CXOAHbIX
N0 KNIMHUYECKUM MNpU3HaKaM. B cBA3M C BbICOKOW pacnpo-
CTPaHEHHOCTbIO B NOMYNALMU, TAKECTLIO NOPAXKEHUS HEPB-
HOWM CUCTEMbI U BO3MOXHOCTbIO MPOPUNAKTUKM MHBANUAM-
3upytowmnx nocneacteun, ®KY asngetca ogHOM U3 NepBbIX
HacneACTBEHHbIX 60ne3Hen o6MeHa, PEeKOMEHAOBaHHbIX
BO3 ana paHHeNW AMArHOCTMKM Y HOBOPOMAEHHbLIX MyTeEM
HeoHaTanbHOro CKpUHKUHIa [1].
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B Poccun HeoHaTanbHbI CKPUHUMHT Ha GEHUTKETOHYPHUIO
nposoantcad ¢ 80-x rogoB C MUCMNONb30BaHWEM TecTa
l[atpn. C 1989 r. nabopaTtopHasa AMArHOCTUKA OCYyLLEeCT-
BNsSieTCa Ha OCHoBe G NIIOOPUMETPUYECKOrO MeToAa.
B HacTosiwiee Bpemsi oxBaT o6cnefoBaHUMEM HOBOPOXK-
[JeHHbIX cocTaBnseT He MeHee 90%, Y4TO NO3BOJIAET exe-
roaHo BbIgBNATb 60nee 200 petewn, cTpagaowmnx PKY.
Mo faHHbIM MaccoBOro o6cnefoBaHUS HOBOPOXKAEHHbIX
neten, cpefHasa yactota PKY B Poccuinckon depepaumm
coctanseT 1: 8000 npu KonebaHuax NoKasaTens B pas-
HbIX pernoHax cTpaHbl o1 1:4500 go 1:10 000. YactoTta
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Phenylketonuria in children: diagnostics, clinic, treatment

At the present times there is a quickened interest in hereditary metabolic diseases that can be revealed by neonatal screening. The list
of these diseases includes a phenylketonuria. The interest is conditioned by the opportunity of timely efficient correction of metabolic
disorders, first of all by the diet. The article describes the questions of epidemiology, diagnostics, treatment dietotherapy and other
methods of treatment of phenylketonuria in children.
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®KY B MockBe B nocneaHue rogbl B cpeaHeM cocTaBnsana
1:6772[2].

Kputepnem auvarHoctukn ®KY aBnaercs ypoBeHb deHun-
anaHWHa B CbIBOPOTKE KPOBW. Y 340POBbIX MaafeHLEeB
OH He npeBblwaeTr 34-101 mMKkmonb/A. lNpu 3HaYUTENb-
HOM CHMWXEHWW aKTUMBHOCTM depMeHTa deHnnanaHuH-
4-rnapoKcunasbl  ypoBeHb deHuNanaHMHa  MOXKeT
nosbiwaTtbcss Ao 900-1200 MKMOnb/A, nNpu oOcTaTou-
HOW aKTMBHOCTM depMeHTa OH Konebnetca ot 120 pno
900 MKmonb/n [3].

[Onsa onpeaeneHns akTMBHOCTM depmeHTa uccneayT 6uo-
nTaT neyeHu, HO M3-3a BbICOKOW MHBA3MBHOCTM TaKue Mnpo-
Lueaypbl Mo4YTM He NpoBOAAT. B 3aBMCMMOCTM OT CTENEHM
noBbIEHNA YPOBHSA deHMNnanaHnHa B KpoBu 3aboneBaHue
KnaccupuumpyeTcsl Kak KiaccuyecKas, cpegHss (Mnu yme-
peHHas) PKY n runepdeHmnanatnHemus [4]. C yueTom rete-
poreHHocTn 3aboneBaHus BbigensatoT PKY | Tuna (ee Tak-
e HasblBatloT Knaccuyeckon PKY), KoTopas obycnosneHa
nedunumTom deHunanaHuHrngpokemnasbsl, OKY Il n GKY Il
TUMNOB, CBSAA3aHHbIX C AedeKTOM MTEpPMHOBOro KodaKtopa
deHnnanaHnHrnagpokecunassl [5].

Tun HacnepoBaHus ®KY | ayToCOMHO-peLEecCUBHbIN, TeH
pacnofioXXeH Ha ydacTke 12024.1 AIMHHOrO rnaevya Xpomo-
coMbl 12. Ina AaHHOro 3aboneBaHUsl xapaKTepHa BbiCOKasi
reHeTMyeckasi reTeporeHHocTb, onucaHo 6onee 400 Bapwu-
@HTOB reHHbIX MyTaLui, MPUBOASALLMX K pa3BUTUIO 3ab0NeBa-
HUA [6]. NMpeanonaraeTcs, YTO TAXKECTb NATONOMMKU U CTEMNEHDb
nopaXKeHWs UHTENNEeKTa 3aBUCAT OT reHoTnna, onpeaenso-
LLLEero OCTaTOYHYID aKTUMBHOCTb depMeHTa deHunanaHuH-
4-rnapoKcmnasbl U, COOTBETCTBEHHO, BblPaXKEHHOCTb rnnep-
deHnnanaHnHemmu [71].

Buroxmmumyecko ocHoBoM Knaccuyeckon PKY ssnsetcs Heao-
cTaToyHas akTMBHOCTb GEPMEHTOB, yHacTBYIOLWMX B NPeBpa-
LeHnn deHnnanaHnHa B TMPO3uH. B nepByto ovepeab — 370
depMeHT peHnnanaHmH-4-rngpoKkcmnasa. YCTaHOBMIEHO, YTO
Ona HopManbHOro GYHKLUMOHMPOBAHUA NocneaHen HeobXxo-
OMM KODEPMEHT AMTnMapPOBMONTEPUH, KOTOPbIM BOCCTaHaBIK-
Baetcs 3a cyeT HAP-H c o6pa3oBaHneM TeTparMaponTepu-
Ha [8, 9]. B pesynbraTte HapylweHus obmeHa peHnnanaHmHa
B GMONIOrMYECKMX KMAKOCTAX OPraHn3mMa NponcxXoasT NoBbl-
WeHWe YPOBHS yKa3aHHOM aMWHOKWUCNOTbl M HaKonieHue
aHoMasbHbIX MPOAYKTOB ero MeTabonnM3ma, a TakKe 3Ha4u-
TEeNbHOE CHUXEHWE YPOBHS TMPO3MHA W aucBanaHc Apyrux
amuHokucnot [10, 11].

MpK OTCYTCTBMM CBOEBPEMEHHOIO fleYeHuns yxke B 1-M nony-
rOAMW XW3HWM OTMeYvaloTCs HecrneundbuyecKre MNpu3HaKu
nopaxeHus LUHC: BANOCTb, 3aTOPMOXKEHHOCTb MK, HA0bo-
poOT, NoBblWeHWe BO36YAMMOCTH, yTpaTa MNPUOBPETEHHbLIX
HaBbIKOB, BO3MOXHbI Cyaoporu. MocteneHHo pebeHoK Bce
6onblle OTCTaeT B NMCUXOMOTOPHOM, PEYEBOM M MCUXO3MO-
LMOHaNbHOM pPa3BUTWM, HEPEAKO OTMeYaloTcs MuKpoueda-
1S, a TakKe aBneHus aepmatuta. [ogo6Hble CUMNTOMbI
MOryT GOPMMPOBATLCA M NPU CUCTEMATUHECKOM Hecobto-
[JEeHUN crneumanM3npoBaHHOM AMETHI, YTO COMPOBOXAaETCS
CTOMKMUM MOBbIWEHNEM YPOBHSA deHUNanaHnMHa B KPOBW.
Taknm o6pas3om, NO Mepe pocTta pebeHKa W OTCYTCTBUSA
afeKBaTHOro nevyeHns 3aboneBaHne MeASIeHHO MPorpeccu-
pyeT U NPUBOAUT K YMCTBEHHOW OTCTanocTi, GOPMUPOBaAHUIO
CyIOPOXKHOro cuHapomMa (novytn B 50% cnyy4aes), coumanb-
HOWM Ae3ajanTauunu U TSKeNoM MHBanMaHocTu [12].

OKY Il v 1l TMNOB Ha3bIBAOT aTUMUYHLIMK (3/10KA4YEeCTBEH-
HbIMW) popmMamu; OHK cocTaBnaoT oT 1 Ao 3% Bcex Bapu-
aHToB runepdeHunanaHnHemmu. Mpu PKY Il reH nokanu-
30BaH Ha KOPOTKOM rjie4ye XxpomocoMbl 4 nokyc 4p15.31.
3aboneBaHne 06YCNOBAEHO AePUUUTOM AUTUAPONTEPUH-
pefyKTasbl U HapyweHueM 06pa3oBaHUs akTUBHOM GopMbI
TeTparnapobuontTepmnHa. PKY Il TMna BbI3bIBaeTCa Aedek-
TOM 6-nNUMpyBOUATETPArMAPONTEPUHCUHTETASbI, Y4acTBYIO-
wen B npoueccax 6UoCMHTE3a TeTparMapobuonTepuHa.
KntoyeBylo ponb B natoreHese atunuyHblx Gopm urpaet
HapylweHne cuHTe3a TeTparngpobuonTtepuHa, ABnAsioLWero-
cs KopaKTopoMm B npoLecce rMApOKCUANMpoBaHUsa deHun-
anaHuHa. 3To NPMBOAUT K AncHanaHcy ApYyrux aMMHOKUCAOT
n aeduumnTty 6uoreHHblXx ammHoB [13]. KnuHuYyecKkasa Kap-
TMHa aTUNUYHbIX GOPM CXOf4Ha C MPOSBAEHWSAMU Kiaccu-
yeckon ®KY | TMna, HO xapaKTepuayeTcs 6onee Taxenbim
Te4YeHMeM, HU3KOWM TONEePaHTHOCTbIO K deHnnanaHmuHy nuum
W, COOTBETCTBEHHO, Manon 3PpHEKTUBHOCTBIO AUETUHECKOTO
neyeHus.

[o HacToAwWwero BpeMeHW eAUHCTBEHHbIM 3DPEKTUBHbLIM
M naToreHeTUYyeCcKn 060CHOBAHHbIM METOAOM nevyeHus PKY
SBASETCA AMeToTepanus C UCMNoNb30BaHUEM cheuuanman-
POBaHHbIX aMUHOKWUCAOTHbIX cMecen 6e3 deHunanaHuHa
M C MOBbIWEHHbIM coaepXaHnem TMposuHa [14, 15].

[uneTta 3aknoyaeTca B UCKIOYEHUW M3 NMUTAHWUS BbICOKO-
6€eNKOBbIX MPOAYKTOB (B OCHOBHOM 3TO NPOAYKTbl KMUBOT-
HOMO MPOMCXOXKAEHUS, a TaKXKe PS4 pacTUTENbHbIX Mpo-
[YKTOB C BbICOKMM coaepkaHuem 6enka). OcCHoBHas Lenb
aneTtotepanMn — 060OUTU MeTabonn4yeckun 610K npeoo6-
pas3oBaHWA aMWHOKWUCAOT MNyTEM OrpaHuyeHus beHun-
anaHuHa NuKM A0 MWUHMMANbHO AOMYCTUMbIX KONMUYECTB.
He TonbKo 3a py6exoMm, HO u B Poccun HaKonjeH 60/b-
WOW OMblT NO OpraHu3auuu ne4yebHOro nuTaHus 60”b-
HbiX ®KY, paspaboTaHbl OCHOBHbIE MPUHLKMLI AUeToTepa-
MUKW, CO3JaHbl HOBblE CMeLMann3MpoBaHHble MPOAYKTHI,
nozsongouwmne obecneynt NOTPeOGHOCTU AeTeW B OCHOB-
HbIX MULLEBbLIX WMHTPEeAMEHTax, MUHepasNbHbIX BeLLecTBax,
BMTamMuHax [16, 17].

deHnnanaHnMH — He3aMeHWMas aMUMHOKWUCIOTa, MO3TOMY
BaXHO ONpeaennTb ero MMHMManbHO AOMYCTUMOE CyTOYHOEe
coaeprkaHue B paunoHe 601bHOro pebeHKa. BoICOKUI ypo-
BeHb PpeHnnanaHnHa B KPOBU BPeAHO OTpayKaeTcs Ha pas-
BUTMM MO3ra, B TO BPEMS KaK HELOCTAaTOYHOE ero Coaepa-
HME MOXKET CTaTb MPUYMHOW OTpULLATENbHOMO a30TUCTOro
6anaHca. [Jo cux Nop He ycTaHOBMiEHa MOrpaHUYHas KOoH-
LeHTpauma deHunanaHuHa B KPOBM, NMPU KOTOPOM HacTy-
naeT NoBpexaeHne Mo3ara, No3TOMy HEOBXOAMMO Y Kaxao-
ro pebeHka onpeaenatb MHAMBUAYaANbHYIO TONEPaHTHOCTb
K GeHnnanaHuHy.

JleyeHne HayuMHalOT npu  ypoBHe deHuNanaHuMHa
900 MKMONb/N X BbllWe. [MaBHbIM KPUTEPUEM OLIEHKM
3bGDEKTUBHOCTM NPOBOAMMON Tepanuu, Kak u nNpu auvarHo-
cTuke PKY, aBnsetca ypoBeHb dpeHnnanaHnHa B Kposu. Ans
60nbHbIX PKY NpeaenbHO 4ONYCTUMbIV €0 YPOBEHb B KPOBMU
Ha ameTe Konebnetcsa B npeaenax ot 120 no 360 mMkMonb/n,
B HEKOTOpbIX cTpaHax EBponbl — g0 400-480 MKmONb/N
[16, 18]. 3TOT NoKa3aTeNb BapbMpyeT B 3aBUCUMOCTU OT BO3-
pacTa naumeHTa: Yem ctapLue 601bHOM, TeM 60/bLIE BO3MOXK-
HOCTU 4151 pacLUMpPeHUs AMeTbl, KOTOPOe NPOBOANTCS TONbKO
noj KOHTpoNieM Bpaya u nabopaTopHbIX NOKa3aTenen.



Mpn HavyanbHOM ypoBHe eHuNanaHnMHa B KpOBU
< 900 MKMO/b/N peKoOMeHAyeTcs NMPOBECTU Harpy3o4Hble
TecTbl 6€/IKOM (He MeHee 2,5 I Ha 1 KI MaccCbl Tena B CYTKH)
npw 3TOM y AeTer NepPBOro roga *M3HW UCNoNb3yloTCs aaan-
TUPOBaHHbIE MONIOYHbIE U KUCNOMOSIOYHbIE CMECH C BbICOKMM
codepxKaHuem 6enKka, y aeten 6onee ctapuero Bo3pacra —
BbICOKOGENIKOBbIE MPOAYKTbl KMBOTHOIO MPOUCXOXKAEHMUS
[16-18]. Ans gnarHocTnkn geduumta NTEPUHOBLIX KOYaKTO-
POB NPOBOASAT TECT C GUONTEPUHOM UM EFO CUHTETUHECKUMM
aHanoramu (He meHee 10 mr/Kr B cyTku) [19, 20].

Takum o06pa3oM, TakTMKa BeaeHus GonbHbiXx ¢ PKY noa-

pa3ymeBaeT:

e ornpeaeneHue ToNepaHTHOCTU pebeHKa K deHnnanaHuHy
Ha HaYvaNbHbIX 3Tanax AMeToTepanuu U pacyet HANBKUAY-
anbHOro paLnoHa;

e o6ecneyeHve NaLMEeHTOB aMWHOKWUCAOTHbIMU CMeCcaMuU
6e3 deHunanaHuHa, anddepeHUnpoBaHHbIMKU B BO3-
pacTHOM acneKkTe, a TaKxe cneunann3MpoBaHHbIMU
HU3KOB6ENKOBbLIMU MPOAYKTaMMU;

e 06yyeHue poautenen (matepen) OCHOBHbIM NpUHLUMMNAM
pacyeTta le4e6Horo paLmoHa;

® CUCTEMATMYECKUM KOHTPOSb YPOBHSA pEeHMUNanaHnHa;

®* repuoaMyeckoe HabnwaeHne BpavYen-cneunannucToB
(reHeTWKa, HeBponaTtonora, guetonora, Ncuxosora v ap.)
1 NpoBeAeHNE COOTBETCTBYIOLLEN KOPPEKLIMK TIEYEHUS;

® Mpu Heob6XoAUMOCTU AOMONHUTENbHOE 06cnefoBaHue
M Ha3HayeHue afleKBaTHOM MeauKaMeHTO3HOM Tepanuu;

e B OTAE/bHbIX Cly4asXx YTOYHEHWE AMarHo3a ¢ NpoBeAeH!-
€M Harpy304HbIX TECTOB.

B HacTosiuiee Bpema B Poccuun y 6onbHbIx PKY pasnuyHo-

ro BO3pacTa YCMewHO WMCMNonb3ylTcs cneuuanuanpoBaH-

Hble CMEeCK OTe4yeCTBEHHOro npousBoactBa — AdeHunak,

TetpadeH 30, TetpadeH 40, TetpadeH 70 (HyTtpuTek,

Poccus), a TakKe 3apyberHoro npou3BoAacTBa —

AHanor-XP LCP, Makcameng XP, MakcamymXP, M-AM yHu-

BepcanbHbiK, [M-AM 1, M-AM 2, M1-AM 3, U3ndeH (Hytpuuus,

SHS Benuko6putanusa), MA mun ®KY 0, MA mun OKY 1,

MO mun OKY 2, MA mun ®KY 3 (HERO, Ucnanug) [21, 22].

Bce yKasaHHble MNPOAYKTbl MpeacTaBisioT cobon cmecu

L-aMrMHOKKUCNOT 6€3 PpeHnnanaHnHa ¢ NoBbIWEHHbIM coaep-

aHneM Tupo3nHa U anddepeHunpoBaHbl MO COCTaBy

B COOTBETCTBMUM C BO3PACTOM 60JbHbIX. JleyebHble cmecu ans

[eTen NepBoro roga *W3Hu cbanaHcUMpoBaHbl MO OCHOB-

HbIM MNUWLEBLIM BelecTBam, BUTAaMWHHO-MWHEPaATbHOMY

COCTaBY M MWUKPO3NEMEHTAM (@HANOMMYHO AETCKMUM MOJIOY-

HbIM cMecsaM). [pn NpaBUIbHOM pacyeTe AUETbI Jie4eOHbIN

pauMoH AOMKEH MOMHOCTbIO YAOBAETBOPATL GU3MOI0rnye-

CKMe NoTpebHOCTU pebeHKa NepBoro roaa Xu3Hu B 6enkax,

XuUpax, yrnesogax u aHepruu [17, 21].

Mo mepe B3pocneHuss pebeHka ¢ PKY gona 6enKoBoro

3KBMBAJIEHTa B UCMO/Ib3yEMON aMUHOKMUCIIOTHOM CMecH BO3-

pacTaeT, B TO BPEMSI KaK KBOTa MPOBOIO W YrNeBOLHOIO

KOMMOHEHTOB 3Ha4YMTENbHO CHUXKAaETCS.

OTKa3 oT psiga BbICOKOOGENKOBbLIX MPOAYKTOB, B TOM 4MUCne

KPYNSHbIX, MaKapOHHbIX, X1€600YyN04YHbIX U3OEeNUn, CBS-

3aHHbIK C IMMUTOM deHUNanaHnHa, obedHSEeT pPaLMOHbI

60/bHbIX OeTen, ocobeHHO B cTapllem Bo3pacTte. [nsa
obecnevyeHns AocTaToyHOro obbema 61104 M Heobxoau-

MOW 3HEPreTMYecKom LIEHHOCTM palLMoHa LenecoobpasHo

MCMnonb30BaTb CheunanbHble HU3KOOGENKOBbIE MPOAYKTHI

Ha OCHOBE KyKypy3HOro Kpaxmana: 6e36e/KOBble MaKa-
POHHbIE U3AENuUs, pUc, a TakkKe nonydabpuKaTtbl ANa Npu-
rOTOBJIEHUS HUBKOGENKOBbIX X1€606yN104YHbIX U KOHAUTEP-
CKMX W3Aenuin, rotoBble HW3KOGENKOBblE MPOAYKTbl ANs
NOBCEAHEBHOr0 ynoTpebneHus (nevyeHobe, Badau, KONEYKH
K 3aBTpaKy, MOJIOYHbIN HaMWTOK). BKAlOYeHUe yKa3aHHbIX
NpPoAyKTOB B nUTaHue 60MbHbix PKY 3HAYMTENbHO MOBbI-
LaeT 3HEPreTMYecKyto LEeHHOCTb MX paumMoHoB. OHM MoryT
LMPOKO MCMNONb30BaTbCA HE TOMbKO B AneTe 60/bHbIX PKY,
HO ¥ Yy MaUMEHTOB C APYrMMU HapyWEHUAIMU aMUHOKUCIOT-
Horo obmeHa [21, 23].

MHoronetHas mupoBasi NpakTMKa W POCCUUCKUK ONbIT
opraHu3auummn avetotepanuu 60NbHbIX Knaccuyeckon PKY
NOATBEPXKAAIOT, YTO paHHee BbiABIeHWe 3aboneBaHun y
HOBOPOX/AEHHbIX, CBOEBPEMEHHOE W MpaBWU/IbHOE BeaeHue
60/1bHbIX C NEPBbIX AHEN KU3HN UMEIOT OFPOMHOE 3HaYeHue,
TaK KaK BNOCNEACTBMU NpeaynpexaaeT 3aAepKKy YMCTBEH-
HOrO PasBUTUSA U TXKENYI MHBaANMAHOCTb [14, 24, 25].
Hanpumep, no gaHHbIM MOCKOBCKOro UeHTpa HeoHaTaslb-
HOTO CKpUHUHIa, 99% 13 249 60nbHbIX PKY, HaxoasaLmxcs
nog HabnogeHneMm, B HacTosiLLee BpeMs coLmanbHo aganTm-
poBaHbl: 25 nocewaT NoAroTOBUTENbHbIE TPYMMbl AETCKUX
cagoB, 86 oby4yatoTcs B 06lieobpa3oBaTe/ibHbIX LWKOMAaxX,
58 — B KonnegKax U TexHUkymax, 25 — B BbICLUIMX y4€eb6-
HbIX 3aBefeHNsX, 2 — B acnupaHTtype, 36 TpyaoyCTpOUInCh
nocfe OKOHYaHMS BbICLUMX U CPeAHMX CneLmanbHbIX yHe6HbIX
3aBefeHun [2].

BmecTe ¢ Tem, gauntenbHble HabnaeHUs 3a 601bHbIMKU PKY
Hapsay C NONOXKMUTENbHBIMU pe3ynbTaTamu BbISBASIOT U PSj,
npo6nem. B 4acTHOCTU Ba*KHbl BONPOCHI AMArHOCTUKM, leve-
HUS U pacnpoCTPaHeHHOCTM aTUnNuYHbIX dopm PKY, npobne-
Mbl MmaTepuHckon PKY v ap. Ans Poccun aktyanbHOM ocTaeT-
ca 3afjadva obecrnevyeHns 60NbHbIX cneunanM3vpoBaHHbIMU
ne4yebHbIMKU NPoAYKTaMM NUTaHKUS.

B nocnegHue rogbl B MMpe BeAYTCS aKTUBHbIE MOUCKM HOBbIX
BO3MOXHOCTeN B neveHnn PKY. B nabopaTopHbIX YCNOBUAX
ocywecTBnseTcs pa3paboTka reHHO-UHXEHEPHbIX METOA0B
neyeHns [26] n Tepanun GapmMaKonorM4ecKMmm LanepoHa-
MU, KOTOpble MOBbIWAT aKTUBHOCTb PeHWUNanaHMHIMAPOK-
cunasbl B MeYEHU IKCNEPUMEHTANbHbIX }MBOTHbIX [27].

B ctpaHax AmepuKku, EBponbl n A3uM U3yyvaeTcs BAUSHUE
CUHTETUYECKMX aHanoroB 6uMonTepMHa Ha ypoBeHb GEHUI-
anaHWHa B KPOBM MpW pasHbix popmax 60NEe3HU K y naum-
€HTOB pa3HbiXx BO3pacCTHbIX KaTteropui. WccnepoBaHus
NMOKas3blBalOT, YTO MPUMeEHEHME KOPaKTOpOB Yy B3POC/bIX
60NbHbIX C YMepeHHbIMKU popMammn PKY (npu ycnoBuu, 4to
ypoBeHb PeHunnanaHMHa B CbIBOPOTKE KPOBW He MpeBblla-
eT 600 MKMONb/N) CHWXXaeT YPOBEHb 3TOW aMWUHOKWUCNOTbI
B cpeaHem Ha 30% [28]. AueToTepanus octaetcs 6a30BbiM
le4eHnem, HO B paclUMPEeHHOM BapuaHTe, NOoA KOHTPOeEM
noTpeéneHns 6enKa U aMUHOKMCAOT. o AaHHbIM pPasHbIX
aBTOPOB, U3 Bcex NauneHtoB ¢ PKY oTBeT Ha TaKylo Tepa-
MU0 (CHUXKEHME YPOBHSA deHUNanaHMHa KpoBu) oTMevaeTcs
B 17-70% cnyyaes [29-31].

CoBeplUeHCTBOBaHNE AMETONOMMYECKUX METOAO0B Tepanuu
HanpaB/ieHO Ha ONTUMMU3ALMIO MULEBON LLEHHOCTU U yiyy-
LIeHWe cocTaBa M BKyca cmecen 6e3 deHunanaHuHa unu
C HU3KMM €ro coaepraHWem, co3fjaHue HOBbIX cneunanu-
3MPOBaHHbIX NMPOAYKTOB ANns 60NbHbIX Pa3HOro Bo3pacTa
C Y4ETOM ASIUTENBHOMO (MOXWU3HEHHOro) nevyeHus. bonblon
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B nomouwb Bpauy

WHTEPEC NPEeLCTaBAAT MOUCKU anbTEPHATUBHbLIX UCTOYHM-
KOB HaTypanbHOro 6enKa, Hanpumep, ¢ npeobnagaHuem
HenTpanbHbIX aMMHOKUCNOT. Mcnonb3oBaHMe Takoro 6en-
Ka B NULeEe JOCTOBEPHO CHUXKAET ypoBeHb deHunanaHuHa
B KPOBM M B TKaAHSX MO3ra Y }MBOTHbIX C MHAYLMPOBAHHOM
OKY [32].

TakuMm 06pa3oM, COBpEeMEHHble Moaxoabl K nedeHuio PKY
MHOroo6pasHbl. OHWM OPWMEHTMPOBAHbI Ha CaMble pa3Hble

CMUCOK NNUTEPATYPbI

1. Sahail., Marsden D. Newborn screening // Crit Rev Clin Lab Sci.
2009. 46 (2). P. 55-82.

2. [eHuceHKkoBa E.B., boykoB H.I1., KanuHyeHko H.10. n coaBT.
Pe3ynbraThl CKPUHUHIA HOBOPOXKAEHHbIX HA HACeACTBEHHblE 60N1E3HU
B ropoae MockBe. MeauumHcKas reHetuka. 2008. 7 (6). C. 3-11.

3. BpoxfaeHHble 3a6oneBaHus. B KH.: PYKOBOACTBO No neguatpuu /
Mop peg. A.A. bapaHoBa, b.C. KaraHosa, P.P. lLnnsesa. M., 2007. 544 c.
4. Guldberg P, Rey F.,Zschocke J. etal. European multicenter study of
phenylalanine hydroxylase deficiency classification of 105 mutations
and f general system for genotype-based prediction of metabolic
phenotype // Am J Hum Genet. 1998. 63 (4). P. 1252-1253.

5. Niederweiser A., Ponzone A., Curtius H. Differential diagnosis
of tetrahidrobiopterin deficiency // J Inher Metab Dis. 1985. 8 (1).
P 34-38.

6. Matalon R., Koch R., Michals-Matalon K. et al. Biopterin
responsive phenylalanine hydroxylase deficiency // Genet Med.
2004.6 (1). P 27-32.

7. Dianzanil., de Sanctis L., Smooker P. et al. Dihidropteridin reduc-
tase deficiency: Physical stricture of the QDPR gene, identification
of two new mutations and genotip-phenotipe correlations //
Hum Mutat. 1998. N2 12. P. 267-273.

8. Kaufman S. Regulation of the activity of hepatic phenylalanine
hydroxylase // Adv Enzyme Regul. 1986. N2 25. P. 37-64.

9. Kaufman S. Enzymology of the phenylalanine-hydroxylating
system // Enzyme. 1987. N° 38. P. 1-4.

10. Gutler F. Hyperphenylalaninemia: diagnosis and classifiacation
of the various types of phenylalaninehydroxylase deficiency in
childhood // Acta Paediatr Scand. 1980. N¢ 280. P. 7-80.

11. Guttler F., Guldberg P. Mutations in the phenylalanine hydroxylase
gene: genetic determinants for the phenotypic variability of hyperphe-
nylalaninemia // Acta Paediatr Suppl. 1994. N2 407. P. 49-56.

12. batomuHa M.T. UHTennektyanbHbld aedeKT npu GeHUNKEeToHy-
puu, ero AMHaMmuKa u CTpyktypa // HeBponatonorus u ncuxumatpums.
1972. N2 2. C. 72-280.

13. Smith 1., Howells D., Hyland K. Pteridines and mono-amines:
relevance to neurological damage // Postgrad Med J. 1986.
62 (724). P. 113-123.

14. KnuHnyeckas auetonorusi. PykoBoAcTBO Ans Bpayew // Moa pea.
T.3. bopoBuk, K.C.lagogo.M.: MeanumHckoe WHbOpPMaLMOHHOE
areHTcTBo, 2008. 608 c.

15. van Rijn M., Jansma J., Brinksma A. et al. A survey of natural
protein intake in Dutch phenylketonuria patients: insight into
estimation or measurement of dietary intake // J Am Diet Assoc.
2008. 108 (10). P. 1704-1707.

16. inetotepanusa geten, 6onbHbiX PKY. UIHCTPYKTUBHO-METOAM-
Yyeckune pekomeHgaumun. M.: M3 PP, 1997. 37 c.

17. Napogo K.C., Poi6akoBa E.I1., BywyeBa T. B. ¢c coaBT. Pe3ynbraThl
KNUHWYECKOW anpobaLnn HOBbIX OTEYECTBEHHbIX MPOAYKTOB ANS

3BeHbs MaToreHesa 3Toro 3aboseBaHns U BKIOYAIOT MEPO-
NpPUATUS MO M3MEHEHWI0 cOoCTaBa NUTaHUSA, MeAMKaMeH-
TO3HOM KOPPEKLMN aKTUBHOCTU (PEepMEHTOB, BO3AEUCTBUSA
Ha [OHK. Tem He MeHee, anetotepanus — Haubosiee Ucrbl-
TaHHas BPEMEHEM M MOoKa3aBLuas BbICOKY 3GPEKTUBHOCTD,
no-npexHemMy OCTaeTcsi OCHOBOW nevyeHus 60nbHbIX ¢ PKY,
npoaosKas COBEpLIEHCTBOBATLCA WM pa3BMBATbCA Hapsagy
Cc MeTogamun dapmakoTepanuu.

neyeHus 60/bHbIX deHunkeToHypuen // Megnatpusa. 1999. N° 6.
C.51-55.

18. Cockburn F., Clark B. Recommendations for protein and amino
acid intake in phenylketonuric patients // Eur J Pediatr. 1996.
Ne 155. P 125-129.

19. Mabry C.C. Phenylketonuria: contemporary screening and
diagnosis // Ann Clin Lab Sci. 1990. 20 (6). P. 393-397.

20. HacneacTBeHHble HapyweHWs HePBHO-NCUXMYECKOro pasBuUTUS
neten / Mop pea. A. TemuHa, J1. 3. KazaHueson. M., 2001. 429 c.
21. bapaHos A.A., boposBuKk T.3., JTagopo K.C. 1 coaBT. HoBble cre-
LMann3mpoBaHHble NeYebHble NPOAYKTbI 415 NMUTaHUS AeTer, 60/bHbIX
deHUNKeToHypuen (nocobue ans Bpaden). M.: M3 CP P®, 2005. 88 c.
22. BaduHa 3.W., TonuxmHa T.A., [eHnceHKoBa E.B. u coasT. lNoka-
3aTenn coumanbHon afjantauuu y 60/bHbIX GEHUNKETOHYpUen npu
MCNoNb30BaHWK HOBOW dopMmbl 3ameHuTens 6enka. SSIEM ANNUAL
Symposium. JluccaboH, MopTtyranusi, 1—6 ceHtabps 2008 r.

23. bywyeBa T.B., bopoBuK T.3., Pbi6akoBa E.I. n ap. Pe3ynbraThl
KNUMHWYECKOM anpobaLun HOBbIX HU3KOOENKOBbIX MPOAYKTOB OoTeYe-
CTBEHHOro nNpou3BoAacTBa // Bompocbl COBpPEMEHHOW neavaTpuu.
2008. 7 (4). C. 115-118.

24. Potocnik U., Widhalm K. Long-term follow-up of children with
classical phenylketonuria after diet discontinuation: a review // J Am
Coll Nutr. 1994. 13 (3). P 232-236.

25. Poi6akoBa E. ., bywyesa T.B., lagoao K. C. u ap. inetotepanus
NpU HacneACTBEHHbIX HapylWeHUsSX aMUHOKMCIOTHOro obmeHa //
Bonpochbl getckon auetonornn. 2005. 3 (1). C. 11-13.

26. Harding C., Gillingham M. Complete correction of hyperphenyl-
alaninemia following liver-directed, recombinant AAV2/8 vector-
mediated gene therapy in murine phenylketonuria // Gene Ther.
2006. 13 (5). P 457-462.

27. Pey A., Ying M., Cremades N. et al. Identification of pharma-
cological chaperones as potential therapeutic agents to treat
phenylketonuria // J Clin Invest. 2008. 118 (8). P. 2858-2867.

28. Yang L, Zhang Z., Ye Y. et al. Clinical study of tetrahydrobiopterin
responsive phenylalanine hydroxylase deficiency in southen and
northen Chinese patients // Zhonghua Yi Xue Yi Chuan Xue Za Zhi.
2007. 24 (3). P. 310-313.

29. Matalon R., Michals-Matalon K., Koch R. et al. Response of
patient with phenilketonuria in US to tetrahydrobiopterin // Mol
Genet Metab. 2005. 86 (1). P 17-21.

30. Bik-Multanowski M., Pietzyk J. Genotyping and treatment
modification in patient with phenilketonuria: an introduction to
pharmacogenomics // Przegl Lek. 2009. 66 (1-2). P. 1-2.

31. Burlina A., Blau N. Effect of BH (4) supplementation on phenyl-
alanine tolerance // J lherit Metab Dis. 2009. 32 (1). P. 40-45.

32. Ney D., Gleason S., van Calcar S. et al. Nutritional management
of PQU with glycomacropeptide from cheese whey // J Iherit Metab
Dis. 2009. N¢ 32. P. 32-39.



