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PE3IOME

Llenb uccnenoBanus: u3yuums IPHekmugHOCMb NPUMEHEHUS OMEHECMBEHHbIX CNeyUAIU3UPO8AHHbIX NPOOYKMOB 015 1eHeOHO20 NUMAHUS
(CIJIIT) 0emeti, 83pocibix U 6EPEMEHHBIX HCEHWUH, 00IbHbIX (peHunkemonypueti (OKY).

Marepuan u MeTombl: NPOSEOEHO OMKPbIMOE, MHO20UEHMPOBOE, NPOCNEKMUBHOE, HEKOHMpoaupyemoe uccaedosanue. B uccnedosanue
sKtotenbl 46 nayuenmog ¢ ycmanognenHbiM ouaziozom PKY. Mayuenmol Gblau pacnpedenetsl Ha 2pynnsi 8 3agucumocmu om guda CIJII,
nodobparHbix 8 coomsemcmeuu ¢ Knunuieckumu pekomenoayusmu Munzopasa Poccuu. Oyenka knuHuueckoli a¢ppexmusHocmu uccaedy-
embix npooykmos (MI1) nposoounacy 6 coomgemcmsuu ¢ nPUHYUNAamu Haoaexcaujeti KIUHUYECKOl npakmuKu, Ha OCHOBAHUU NOJYHEHHbIX
KAUHUYECKUX U 1a00pAMOPHbIX OGHHbIX.

PesynbraTbl CCNENOBAHUS: HA NPOMAYCEHUU 8CE20 UCCIC006aHUS 6Ce nayueHmsl ycnewno npunumanu MI1. Jucnencuyeckux senenuti, napyuie-
HUll cmya, aniepeudeckux peakyuti He 3apeaucmpuposato. bonvwuricmso nayuenmos omvemuiu 6oee npusmsiti 6kyc u 3anax MIT no cpagte-
HUIO ¢ npUHUMaeMbiMu paxee. JJo Ha4ana uccnedosanus cpednuti yposers genunananuta (PA) 8 Kposu 60MbHbIX HAXOOUNCS 8 NPEOeNax HOPMbi.
Ha ¢poe nevetius nonyyetvi cmabunvhvie nokasamenu PA kposu y 6cex 601bHbIX. [JaHHbIE KIUHUHECKUX U OUOXUMUHECKUX UCCe008AHUL HAX00U-
JIUCL 8 HOPMeE.

3akso4ueHne: NOKA3aHa BbICOKAS KAUHUHECKAs apdekmusrnocmp MIT cyxux cneyuanusupoBarHsix 018 OUEmMu4eckoeo 1e4e0H020 NUManus
Oemet, 83pOCIbIX U OEpEMEHHbIX HceHWUH, 60nbHbIX DKY.
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ABSTRACT

Aim: to assess the efficacy of domestic nutritional treatment products for phenylketonuria (PKU) in children, adults, and pregnant women.
Patients and Methods: 46 patients with verified PKU were enrolled in this open-label multicenter prospective non-controlled study. Patients
were allocated to the groups depending on nutritional treatment products which were prescribed according to the Clinical Guidelines of the
Ministry of Health of Russian Federation. Clinical efficacy of the products was assessed according to the Good Clinical Practice guidelines
based on clinical and laboratory tests.

Results: all patients taken nutritional treatment products throughout the study. No dyspepsia, abnormal poop, or allergic reactions were
reported. Most patients reported on more pleasant smell and odor of the products as compared with the products taken previously. At baseline,
mean phenylalanine levels were within normal limits. After the treatment, phenylalanine levels were stable in all patients. Clinical and
biochemical tests were within normal limits.

Conclusion: dry nutritional treatment products are highly effective in children, adults, and pregnant women with PKU.
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BBENEHUE

@enunkeronypus (PKY; OMIM #261600; MKB-10:
E70.0) — HacnezncTBeHHOe 3ab0eBaHKe C ayTOCOMHO-peLec-
CHBHBIM THUIIOM HacJleZJOBaHMs, IPUUYNHO KOTOPOTO SIBJISIETCS
neduuut pepmenTa pennnananraruaporcunassl (OAl). Je-
¢uumnt pepmenra GAI o6ycnosneH MyTauusmu B rene PAH,
JIOKaJIM30BAaHHOM Ha AJMHHOM Mlede 12-ii XpOMOCOMbI
(12q22-q24.1). Oedpuuut Al npUBOAMT K HApyLUEHHIO 00-
MeHa He3aMeHMMOI aMMHOKUCIIOThl GennnananuHa (PA) [1],
TIpY 5TOM B TKAHSIX NPOMCXOAMT HakomieHne PA u ero mera-
60nMTOB, 00JIaNAIOIMX HEPOTOKCHUECKUM NeicTBIEM [2].
EcrecTBeHHOe TeueHMe 3a00JIeBaHMsSI XapaKTepU3yeTcsl Mpo-
rpeccupoBaHKEM HEBPOJIOTMUECKO# CUMITOMATUKH C GOpPMU-
poBaHNeM HeoOpaTUMBbIX U3MEHEHUI U Pa3BUTHEM TSIKEJOi
YMCTBEHHO} oTcTanoctu. Yacrora OKVY Bapbupyer B pasnny-
HbIx nonynsumsx (3], B Poccuun oHa cocrasnsier 1:7142 [4].
B cBs3u ¢ mmpokoit pacnpocrpanenHocTsio OKY B Poccuit-
ckoit Denepanyy NPOBOAUTCS HEOHATAJIbHBIA CKPUHUHT 3TO-
ro 3abosieBaHusl ¢ onpenieneHneM ypoBHst DA B KpoBH y Bcex
HOBOpOXZeHHbIX. [lonTBepskatoLlas AMarHoCTHKa U pacuer
IMeTbl OCYILECTBISIIOTCSI B COOTBETCTBUM C (elepalbHbl-
MU pekoMeHpauusMu Mwunsnpasa Poccun [5]. Ipdextus-
HbIM METOZIOM MaTOreHeTHUEeCKOii Tepanuu sBJIseTCs CTporas
Iuera c orpaHuueHneM Oenka (McrouHnka ®A) ¢ ucnonb3o-
BaHMeM JiedeOHbIX cMeceit, He comepkatinx DA [6]. OnHako
y IeTell, NPUHUMAIOLIMX TaKMe aMHUHOKUCJIOTHbIE CMECH, Ya-
CTO GOpMUPYETCs HEraTUBHOE OTHOLIEHHE K JIEUEHHIO BIJIOTb
JI0 0TKa3a OT Hero M3-3a HU3KKX OPraHOJIeNTHUECKUX CBOMCTB
3TUX NPOAYKTOB [7].

B cBs131 ¢ 0cOOEHHOCTSIMM HapyLLeH!s: aMUHOKUCIIOTHOTO
obMmeHa y nereii ¢ DKV uyacto oTMeuaercst CHUKEHME B KPO-
BU YPOBHSI OJJHOM M3 He3aMEeHMMbIX aMHUHOKMCIIOT — THPO-
3uHa. JleQULUT TMPO3MHA MOXKET MPUBOAMTb K HapYLIEHHIO
CHHTE3a KaTeXx0J1aMMHOB M TUPOKCHHA [8]. B cBs3M ¢ aTuM Ang
KOppeKLMY MeTabonnueckoro nedeKta MpOAyKThbl jeueOHO-
ro muTaHusi, paspabortaHHeie ans GombHbix DKV, oboraie-
Hbl TMPO3MHOM. PeKOMeHZOBaH MOHMTOPHMHI YPOBHSI THPO-
3WHA, a TAKXe JIPYTMX He3aMeHHMMbIX aMUHOKHCIIOT B KPOBU
y MaLMeHTOB, MOJyYaloLUX CHeLHaNu3upOBaHHble JueTHye-
ckue sieuebHble npoaykrsl (COJIIT) [9].

JKenuwmubl  deprunbHoro  Bodpacra, GonbHple DKV,
MOIYT IUIAHMPOBATh JIETOPOKIEHHWe U TPU  KCIOJIb30Ba-
HUM METOZIOB MOJIEKYJISIPHO-TEHEeTUYeCKOi MpenuMILIaHTaLu-
OHHO M MNpeHaTajbHOM JMAarHOCTMKM MOTYT MMETb 370pOBOE
noromctBo. OnHako MpoaykThl Merabonuama DA mpoHuKa-
IOT Yepe3 ¢eToraLeHTapHbIil 6apbep 1 COCOOHbI OKa3bIBATH
HepoTOKCHUecKkoe [ieiiCTBMe Ha IUIOA, UTO MPUBOIAMUT K pas-
ButHio MatepuHckoii ®KY. Marepunckast ®KY — smbprode-
TOMATHs], Pa3BMUBAIOLLASCS Y TJI0AA B Pe3ysbTaTe BO3LENCTBUS
TNPOAYKTOB aHOMAJIbHOTO MeTabonu3mMa OepeMeHHOI SKeHLIM-
Hel ¢ OKY npu otcyreTuM aueruyeckoro nedenus [10]. bes
averoTepanuy npu marepunckoit OKVY y nnona cyiiecTtBeHHO
TIOBbILLIAETCS PUCK Pa3BUTHSI BPOKIAEHHBIX TOPOKOB Pa3BUTHS,
B T. 4. NOpokoB cepaua [11]. Takium 06pa3om, HCKIIOUUTENbHOE
BHUMaHKe CIeflyeT yAeIsaTb NPopUIakTUKe MaTeprHCcKoi PKY.
EnvHCTBEHHBIM METONOM NpenoTBpallleH!sl HapyLlIeHHi B aMH-
HOKHCJIOTHOM OOMeHe y GepeMeHHO#1 keHLmHbl ¢ DKY sBnis-
eTCsl orpannMyenye noctyrienns MA B opranusm ¢ nuiieit. 3to
ZOCTHUraeTcsl TPaIMLMOHHBIM METOLOM CTpPOro coOsozaeMoit
JVeToTeparnyy, NPUHLMI KOTOPOi HUYeM He OTJIMYaeTCs! OT Au-
erotepanuu fereil, 6onbHbix OKY. AnexksatHas Tepanust Crio-
coOHa MpenoTBPaTHTb BCE MM OOJIBLIMHCTBO MPOSIBJIEHMI Ma-
TepuHckoil OKY. PekomeHzayeTcst oCyLeCcTBIIsITb IMETOTeParmio

y3Ke B [IepHof; MOArOTOBKM K 6epemeHHoCTH. CoOmonieH e cTpo-
roit auethl, 06eCreunBaroLLeii MOCTYIIIEHNe SKU3HEHHO BasKHbIX
IJ1s1 pOCTa M Pa3BUTHS JI0AA HYTPUEHTOB, BO3MOYKHO JIULLb PU
npumMenenun CIJIT, He conepskatimx DA.

C uenbio y/ydllleHUs] BKYCOBbIX XapaKTEPUCTHK JieueOHO-
ro nutanust aas 60sbHbIx OKY pazpaboTaHbl 0TeuecTBEHHbIE
CHJIT: «benAmun 13-phe», «benAmuH 15-phe», «beHAMUH
20-phe», «benAmun 40-phe», «benAmuH 70-phe», «beHAMUH
75-phe». Bce nponykTbl MMeIOT cOaiaHCMPOBAHHbBIN aMUHO-
KMCJIOTHBII1 COCTaB, oOoraileHbl BCeMU HEOOXOAMMBIMU BU-
tamuHamu (A, E, D, K, C, B,, B,, B, B,,, PP), ponuesoii, nan-
TOTEHOBO! KMCJIOTaMH, OMOTHMHOM, XOJIMHOM, HMHO3MTOJIOM,
L-KapHUTMHOM, MUHepaIbHBIMU BellleCTBaMH (MaKpo- U MH-
KPO3JIeMEHTbI: KanbLuii, pocdop, Kanuii, HaTpHit, MarHuii, XJio-
puIbl, Menb, >KeJe30, LMHK, MapraHel, i10f1), MpeduoTHKaMK
C y4eTOM BO3PACTHBIX (PHU3MOJIOrMUECKUX OTPEOHOCTEIA.

VYnyuwenue opranonentuueckux csoiicts CIHJIIT noctu-
raetcs Garofapsi MCrosb30BaHUIO GOPM KPHUCTaTMIECKHX
L-aMMHOKMCIOT C MOBBILIEHHOM pPacTBOPUMOCTbIO M MUC-
T0JIb30BAHUIO TepPeNIOBbIX TEXHOJIOTHMIT MUKPOKAICYyJIMpOoBa-
Husl. [IpomyKThl OMOJMHUTENBbHO OOOrallieHbl npedroTHKa-
MM, OKAasblBAOIIMMHK CTUMYJMpYIOLlee AeiCTBHEe HA pOCT
COOCTBEHHOM CHUMOMOTHYECKON KMILEYHON MHUKPOGIIOpPBI
M €CTEeCTBEHHbIM 00pa3oM CMOCOOCTBYIOLIMMH YKPEIIEHHIO
ummyHHO# cuctembl. CIUJIIT He conepskatr MO, apomaTu3sa-
TOPBI, Caxapo3y, KOHCEPBAHTbI, UMEIOT HATypaJIbHbII PUSIT-
HbIIl BKYC M 3amnax, pOpPMHUpYIOLIMI MpaBUbHbIe NHUILEBble
npuBbIuKK. Xopoluue opraHonentuyeckue csoiictea CIJII
CMIOCOOHBI YJYULIMTD Ka4€CTBO SKM3HU M MOBBICUTb KOMILIA-
eHTHOCTb 60sbHBIX DKY.

Lenb vccnenoBaHHs: OLEHUTb KIMHAUECKYIO 3¢PPeKTrB-
Hoctb CIJIIT nnist metedt, B3pOC/bIX 1 6epemeHHb1x SKEHILLVH,
6onbHbIx OKY.

MATEPUAT 1 METOIbI

B amMOynaTopHbIX yCI0BUSIX NPOBENEHO OTKPbITOE MHOrO-
LIeHTPOBOe MPOCMNEKTUBHOE HEKOHTPOJIMPYEMOe HCCIlenoBa-
Hue. B uccnenoBanue BKIOYEHb! 46 MaLMeHTOB C MOATBEPXK-
JeHHbIM Anarno3oM PKY, npuMeHsBILIMX MM He IPUMEeHSIBLUNX
CIJII panee.

[NaunenTsl unn ux poauTeny (MHble 3aKOHHbIE NPeNCTaBU-
Tesu) MOANMCANY MUCbMEeHHOe WHGOPMHUPOBAHHOE COrnacue
Ha yyacTve B UCCIIel0BaHUM.

Kpumepuu exmouenus: ycraHoBieHHbli auarHos OKY
Ha OCHOBE KJIMHMKO-OMOXMMHMYECKMX NaHHbIX; MHPOPMHUPO-
BaHHOE coMIacKe NaLyeHTa UM ero 3aKkOHHOTO MPeJiCTaBUTENs
Ha yyacTve B UCCIIe0BaHUM.

Kpumepuu uckmoqenus: mnoxas nepedocumoctb CIJIMN
(aymepruveckre peakUny WM HAapyLUIEHHs CTy/a); OCTpble UH-
(deKUMOHHbIE WM COMaTH4ecKue 3a00JieBaHMsl, BO3HUKLIME
B XOZle MCCJIe[JOBaHMsl; OTKa3 MalMeHTa WM ero 3aKOHHOro
TNpeACTaBUTeIst OT y4acTHsl B UCCIeJOBAHNH.

Wccnenyembiit npopykt (MIT) «beHAmun 13-phe» (ma-
nee — UI1-1), paspaboTaHHblii 1151 fieTeil NepBOro rofa sKU3HH,
nonyyanu 6 pereit (3 manbuuka u 3 neBouku). CpenHuit Bos-
pacT JeTeil HA MOMEHT BKJIIOUEHUs] B UCCIIeloBaH1e COCTABUII
4,3+2,4 mec. Bce netu poamnuch NOHOLIEHHBIMM Ha CpPOKe
39+1 Hex. c HOpMaJIbHBIMU [TOKa3aTeNsIMU GU3NUECKOro Pa3BHU-
THSL: TPY POSKIIEHUM Macca MaslbynKoB coctaBmna 3590629,
neBouek — 3166=153 r; nrHa ManburMkoB —52,6+2,1 cm, ne-
Bouek — 50,3+0,6 cMm. [lepuHaTanbHblil Nepuon y BCex Ae-
Teit Obl1 O1aroNONyUHbIM.
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CmMeXHble Npo6bAembl

Wccnenyembrii nponykt «benAmun 15-phe» (nanee — UI-
2), npefiHa3HAYeHHblit 715 [eTeil NepBoro roaa KM3HU, MoJTy-
yanu Toxxe 6 Mnazgenues (4 Manbunka 1 2 fneBouku). CpenHuii
BO3pAacT Ha MOMEHT BKJIIOUEHHMS] B HCCJIELOBaHWE COCTaBMII
5,1£3,0 mec. Bce net poaunch JOHOLLEHHbIMY C HOPMaJbHbI-
MU aHTPOMOMETPUUYECKMMU MOKa3aTessIMU: Macca MajlbuMKOB
coctaBuna 3087+643 r, neBouexk — 3250+353 r; AnuHa Masb-
uukoB — 51,8+2,8 cMm, neBouek — 51 cm. [lepuHaTanbHOro
nopaskeHusl LIeHTPabHOM HEPBHOM CUCTEMbl HE OTMEYasioCh
HU y OZIHOTO pebeHKa.

['pynny nereit, nonmyuasiuux nponykt «benAmun 20-phe»
(nanee — UI-3), cocraBuiu 6 nauyeHToB (4 Manbuuka u 2 ne-
BOUYKM) B BO3pacTe CTaple rofia C yCTaHOBJIEHHbIM JMarHO30M
«knaccuueckass GKY». Cpennuit Bo3pacT neTeil HA MOMEHT
BKJIIOUeHUs B uccrnenoBanue cocrasun 1,7+0,4 ropma. Bce
JleTH POAWIIUCH JIOHOLLIEHHbIMU C HOPMaJlbHbIMK MOKa3arersi-
MU PHU3MIECKOr0 PAa3BUTHSL: IPH POKAEHWH Macca MajlbulKOB
coctaBuna 3365+461 r, neBouek — 3250+282 r; nnuHa Masb-
unkoB — 54+2.2 cMm, feBouek — 50,5+2,1 cm. [leprHaTasbHblii
TNepHOz Y BCEX NeTeii Ob1 01aronosyuHbIM.

['pynny nereii, nonmyuasiuux nponykt «benAmun 40-phe»
(manee — UI-4), cocraBuny 8 narneHToB (6 MasbuMKOB U 2 1ie-
BOYKM) B Bo3pacte 3—8 neT. CpefHuit BO3pacT feTeil Ha MO-
MEHT BKJIIOUEHMS B UccienoBanue coctaBun 5,3+0,9 rona. Bece
IeTU PpOIOMIMCb JOHOLIEHHBIMM Ha cpoke 38*1,5 Hen.
C HOpPMa&IbHBIMU MOKa3aTeNsIMKM  (HU3NUECKOTO Pa3BUTHSI:
npU pOXIEeHWU Macca MalbuMKoB cocTaBuna 3441+589 r,
neBouek — 3395+530 r; nnvMHa ManbuMkoB — 52*2 cMm, ne-
Bouek — 50,5+2,1 cm. [lepuHaTanbHblit NEpUOA Y Bcex fe-
Teit Obl1 61aroNONyUHbIM.

B rpynny nonyuasumx nponykt «beHAmuH 70-phe» (na-
nee — WI1-5) Bouwn 12 naumentos: 11 gereii (4 Manbumka
1 7 [leBOveK) cTaplle 6 JIeT 1 OfMH B3POCblit nauueHT 18 ner.
Cpenuuit BO3pacT MaLMEHTOB HA MOMEHT BKJIIOUEHHsI B CCTIe-
nosanue coctasun 10,8+2,1 rona. Bce netu ponunuch B Cpok
C HOpMaJIbHbIMH NOKa3aTessiMU GU3NIECKOrO PasBUTHSI.

B rpynny nonyuasimx U «benAmun 75-phe» (nanee —
WI1-6) Bouwtu 8 mauueHToB: 6 neteii (4 ManbuMka u 2 IeBOY-
KM) cTaplue 6 JeT, My>XuMHa 22 JieT 1 GepeMeHHast sKeHLIMHA
31 rona. CpenHuit BO3pacCT feTeil HA MOMEHT BKJIIOUEHMS] B UC-
cnenosanue cocraBun 12+3 ropa. Bece netu poaumnuch B Cpok
C HOpPMaJIbHbIMHM TNOKa3aTessiMi (pU3MUeckoro passutus. [le-
PpYHaTaJIbHBII IEPHO]] Y BCEX NMALMEHTOB Obl1 61aronosy HbIM.

CIUJII Toprosoit mapku «benAmun» B 100 r cyxoro npo-
ayKra cofiepskuT ot 13 10 75 r 6eNKOBOro 3KBHBaseHTa. JleTsm
MepBOro rofia JXU3HU Ha3HAualT CMeCH C GeNKOBbIM 3KBUBA-
nexroM 13—15, nersim crapiue 1 roga Ha3HayalT CMeCH C 60-
Jiee BBICOKHMM coziepskaHneM Oerka.

BesonacHoctb 1 KivHM4ecKast 3¢GbeKTUBHOCTb pa3pado-
tanHbix CIJIM y 60ibHbIX DKY OLEeHMBaNUCh B COOTBETCTBUU
C TMpUHUMNAMM Hajuiexallleil KIMHWYEeCKOH MpaKTHUKY, neii-
CTBYIOLIMMU B cTpaHax EBpocotosa ¢ 1991 r. (European Good
Clinical Practis Guidelines, 1991), Ha ocHOBaHMM Pe3yJbTaTOB
0CMOTpa 1 06CIe0BaHMusl.

JnTenbHOCTb MCClenoBaHus cocTaBuia 4 Heql., B TedeHue
KOTOPbIX MPenyCMaTpPUBAaIOCh 3 BU3KUTA K Bpady-KUCcienoBare-
IO (MOMOJIHMTE IbHblE BU3UTblI HA3HAYAJIMCh 110 MOKA3aHMUSIM).
Bo Bpemst BU3MTOB MPOBOAWIMCH OMPOC 1 cOop MHbOpMaLKK
(>kanobbl, aHamMHe3 Xu3HW (anamnesis vitae) v 3aboneBaHus
(anamnesis morbi)), pusKKaNbHbI OCMOTP C OLIEHKOI (punye-
CKOTO pa3BUTHsI, U3yyasach MeIMLIMHCKas JOKyMeHTaLust (MCTo-
pun GosnesHu, aMOyIIaTOPHbIE KAPTbl, AHKETBI 1 TP.), BHIMOJHSI-
Cs1 aHa/IU3 Ha OIpeziesieHre B KPOBU YPOBHSI aMUHOKUCIIOT.

OrieHKa COMaTHYEeCKOro cTaTyca BKJOYana B cebsi aHanm3
o0LLero COCTOSIHMSI M CaMOYYBCTBHSI MALMEHTa, COCTOSIHUS
CJIM3MCTOTO M KOSKHOTO NOKPOBA, UCCTIeA0BaHNe QYHKLMIA cep-
JIeYHO-COCYAUCTOM, IbIXaTEJIbHOM, MOUYEBbIBOILILENH CHUCTEM,
XKeJyI0YHO-KMLIEUHOTO TpakTa 1 Jp. OLeHnBanuch Hanuuue/
OTCYTCTBME AMUCIENCUYeCKUX SIBJIeHUH, ajljlepruieckux peak-
1M, 0TKa30B OT yrnoTtpebnenust CIAJII.

AHanu3 (U3NUECKOro pasBUTMS MPOBOAMANM C HCHOJb-
3oBaHremM Mogysneit nporpammbl «WHO Anthroplus 2009»
Ha OCHOBAaHMM M3MEpeHHs aHTPOTIOMETPUUYECKUX MOoKasaTerei
(Maccbl M IJMHBL Tesla) C TMOMOLLUBIO CTaHAAPTU3MPOBAHHbIX
9JIEKTPOHHBIX BECOB M pocToMepa. Jlanee oOLieHMBanM Mokasa-
TeJIU Z-Scores Macchl Tesla K BO3pacTy, pOCTa K BO3PAcTy U MH-
ZleKca Maccbl Tejla K BO3pacTy NMpU POXAEHUH, Nepe]] HayaaoM
1 Ha (pOHe IMeTHIecKoro yieueHus ¢ npumeHennem UI. Ouenka
bun3nUecKoro pasBuUTHs NALMEHTOB 0a3upoBanach Ha JUarHo-
CTHKE OTKJIOHEHU1 aHTPONOMETPHUUECKUX [OKa3aTesieil OT Meu-
aHbl CTaHAAPTHOM Nomynsiuuu (Z-scores). CoracHO cTaHzapTam
«WHO Anthroplus 2009» cpenHeBo3pacTHbIMK MOKa3aTeNsiMn
Z-score Macchl Teqla U pOCTa CUMTaNM 1OKasaTenu B Mpenesnax
+2SD (standard deviation — craHmapTHOe OTKJIOHEHHe), IS
Z-score nHIexca maccbl Tena — ot -2SD no +1SD.

Hesponoruuecknit craTyc ¥ NCMXOMOTOPHOE pasBUTHE
OLIEHMBAJIUCh C MOMOLLIbIO METOAMK ISl ONpeiesieHNs] ypPOBHS
3MOLMOHAJILHOTO, ICUXMYECKOT0, MOTOPHOT0, PEYeBOro PasBu-
THs1 OOJIbHBIX JIeTell pasJIMUHOro BO3pacTa U B3pOCbIX. Y neTeit
MepBOro rofia KU3HM MCMOJIb30BAJICS METOJ, KOJIMUECTBEHHO
OLIEHKH HapyLLIeHUs! ICUXOMOTOpHOro passutust JL.T. XKypObl
n E.M. MacrttokoBoii [12].

Bcem nersiM Ha nepBom Buaute Obu1 HazHaueH WII, mpo-
BeZleH pacueT MUTaHMsI C MOCTENEeHHbIM NepeBOIOM pebeHKa
c paunee npumensiemoro CIJII Ha I, kotopbiit mondupancs
B COOTBeTCTBUM C KnuHMueckumM pekoMeHaauusmu Mun-
3npasa Poccuu [5]. Ilpy HasHaueHMM M KOppeKUMM JUEeToTe-
panuy oLeHMBanu (pakTUUecKoe NUTaHWe MaLMeHTOB M0 pas-
paboTaHHBIM HaMM aHKeTaM, BKIIFOYABLUMM PEXHUM MUTaHMS,
Pa3oBbIil M CYTOUHBII 00bEM, XapaKTEPUCTHKY CbeNeHHON
nuiy. OLeHNBaNMCh NULLEBAasi LEHHOCTb JIeYeOHbIX PaLOHOB
C MIOZICYETOM OCHOBHBIX HYTPHEHTOB (6€JIKOB, KMPOB U yITIEBO-
II0B) M 9HEPreTHUecKoii LIeHHOCTH MO TabyMLaM CrpaBOYHMKa
«XMMMYECKUI COCTaB POCCHICKUX MHULLEBbIX NPOYKTOB» U Ka-
Tazora CreL1anM3upOBaHHbIX MPOAYKTOB JETCKOro MUTaHMs,
a Takxke ¢ npumeHeHnem «Hopm ¢usnonornyeckux notpedHo-
CTeil B 9HEpPrMM M MUILEBBIX BELECTBAX ISl Pa3IMUHbIX TPy
Hacenenust Poccuiickoii  Penepauun». MeTtomom  pacuera
aMMHOKHMCJIOTHOTO CKOpa OLEHMBAMM OUOJIOrMYECKYIO LeH-
HOCTb G€JIKOBOTO KOMIOHEHTa CIeLaIM3UPOBAHHBIX MPOIYK-
TOB Ha OCHOBE aMHUHOKHCIIOT 6e3 DA.

KnuHnuecknit 1 GMOXMMUYECKHIT aHATIM3 KPOBU BbIMOJTHSIII-
sl B MOJIMKJIMHKKE M0 MECTY >KUTeNlbCTBa CNycTsl 4 Henl. Mo-
cne Hadana npumerenust UM Bo nsbexanue ¢popmupoBanust
SITPOTEHHOI aHEMMH U C LieJIbl0 OTPaHUUYEHHMs UiCla MHBA3!B-
HbIX MAHWUMYJIALUMIA Y A€Teil KIMHUYECKUiT 1 OMOXUMUUECKHii
aHasM3 KpoBU MPOBOAMJIICS] ONHOKPATHO, NPU 3aBepLUEHHH HC-
clienoBaHus. buoxnmmueckuii aHanu3 BeHO3HOM KPOBU BKIIIO-
yas onpezeseHre obLiero 6eska, aTaHMHaMUHOTPaHCdepasbl,
acrnapraTaMMHOTpaHcdepasbl, 6unpyo1Ha o61Lero, NOKO3bI,
XOJIeCTep1Ha, TPUIIMLIEPUIOB, LieouHOi ¢ocdartasbl, ram-
Ma-IJII0TaMWITPAHCIIeNTUAA3bl, MOYEBMHbI, KPeaTHHMHA, Ha-
TpUS, KaJunsl, KalbLmsl.

Yposenb MDA onpenensuics TPUXKAbL: 10 Hayana JiedeHusl,
uepe3 2 Hejl. MPMMeHeHHs! Npenapara U npy 3aBepLIeHUH HC-
cnenoBanusl. [l aHanusa Mcnosnb3oBanach nepudepuueckas
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KpOBb, B3sTast Ha O1aHK-GunbTp (hopma Ne 903) yrpom HaTo-
1L[aK He paHee YeM uepes 3 U MocJe efbl.

AHanu3 MNpOBOOWICS — CTaHOAPTHBIM  QIryopuMeTpuue-
CKMM MeTonoM. JlomycTMmblit OesomnacHblii nokaszarenb GA
kpoBu y geteit 0—12 ner npumenssimx CIJII, nomken co-
crapnate 2—6 wmr/an, 13-15 ner — 2-10 wmr/mn, crapuie
16 ner — 2—15 mr/n71, y 6epeMeHHbIX KeHLLMH — B 3aBUCUMOCTH
OT cpoka recrauuu: B [ tpumecrpe — 1,6—4,2 mr/a, Bo Il Tpu-
mectpe — 1,6—7,5 mr/an, B Il tpumectpe — 1,6—10 mr/nn [5].

YpoBeHb THpO3MHAa M JPYrMX aMHMHOKHUCIIOT OINpezens-
71 METOJOM TaHJEMHOI MacC-CIeKTPOMETPUM C MCMOJIb30-
BaHMeM ceprtuduunpoBaHHoro HabGopa NeoBase MS/MSkit
(Perkin Elmer, ®uunsHaus). AHanu3 npoBomuics 0 Havana
JueToTepanuu 1 yepes 4 Hell. ee npuMeHenust. [Ipenmyiiectso
JAHHOTO MeTOofia 3aKJII04AEeTCsl B BO3MOXKHOCTH OJHOMOMEHT-
HOTO MCCJIeZIOBAHMS CMIEKTPa aMHUHOKHMCIIOT B nepudepuye-
CKOI1 KpoBH. JIJIsl aHanM3a MCMoJb30Bannch 00pasiibl KPOBH,
B3siThle Ans onpefenenus GA. PedepencHble 3HaueHns1 ypos-
Hsl THPO3KHA KPOBU COCTABJISIIOT: Y JieTeit OT 8 fHelt 10 6 Mec.—
10-300 MkM/n, crapuie 6 Mec.— 15—-235 MkM/n. PeepeHc-
Hble 3HaueHusl cooTHoleHust GA/THpo3nHa KPOBU: OT 8 nHei
1o 6 mec.— 0,15-6,1, crapiue 6 mec.— 0,15-6,5.

Cmamucmuuieckas 006pabomKa KIMHUYECKUX JIAHHBIX
MPOBOAMJIACh CTaHIAPTHBIMU METOZlaMU C TMPHMeEHEHHEeM Na-
KeTa KOMIbIOTepHbIX mporpamm Statistica, Microsoft office.
JloCTOBEPHOCTb OTIIMYMIT MeXAy Tpynnamy onpezesssnach
C OMOLLbIO HenapaMeTpHUueckoro Kpurepusi ManHa — YUTHU.
YpoBeHb CTAaTUCTUUECKON 3HAUMMOCTU pasjMuuii MPUHUMA-
nm pasHbeiM p<0,05.

PE3YIIBTATBI U OBCY>KIEHUE

Ha nporsskennu 4 Henl. BCe nauyeHThl YCMELHO NPUHUMA-
nm UI1, nokasasLive XopoLire BKycoBble KauecTsa. Jucnencu-
YECKUX SIBJIEHWH, HapyLIEeHWI CTya, ajulepruueckux peakuui
Ha MPOTSDKEHWM BCEro MCCieIOBaHKSI He 3aperMcTpUpOBaHO.
[laupenTel M MX ponMTeNU OTMETWIM XOpPOLIYI0 PacTBOPH-
MOCTb CMeceit, 60Jiee MPUSTHBII 3amax Mo CPaBHEHHIO C paHee
ncnosnbsosasimmucsa CIJII.

Broxumuueckue nokasarenu 6enKoBOro, SKUPOBOro U yriie-
BOJHOro 0OMeHa He BbIXOAWIM 3a Npefesbl HOpMaJbHbIX 3Ha-
veHuit. OTCYTCTBOBANM NPHU3HAKU 3JIEKTPOJIUTHBIX HApYLUEHHi
M M3MeHeHuil KanblLieBo-¢pocdopHoro obmena. [lokasarenu
KJIMHAYECKOTO aHajlu3a KPOBH, B T. 4. FeMOITI00MHa, COOTBET-
CTBOBAJIM BO3PaCTHOI HOpMe.

B pesynbrare npumenenus UI1 cpennnit yposenb A kpo-
BM CHU3WJICSl M HAaXOZIWJICSl B Mpezieniax Ge30MacHbIX 3HAUYeHHIt
(puc. 1). Hunamuka nokasateneit MA, THpO3MHA U WHAEK-
ca Macchl Tenia oTpaskeHa B Tabmnmue 1.

Temmnbl pr3nyeckoro pasBUTHS K KOHLYY HCCIEOBAHUS CO-
OTBETCTBOBAJIM CPEHEBO3PACTHbIM 3HayeHusM. OTmeuanach
YIOBJIETBOPUTEJIbHAsSI NPUOABKa MACChl M JIMHBL.

Y nBoux nereii 1o npuema Ul ObLIY BbISIBJIEHDI CYXOCTb KOXKH,
aksanTema. Cnycts 4 Hep. mpuema UI sk3aHTema y Bcex 60ib-
HbIX pa3peLlnIach, KOka cTana YUucToit. CoMaTuiecKnii U HeBpo-
JIOTMYECKUI1 CTaTyC y BCeX MaLMeHTOB — 6€3 MaToJIOr1H.

BepemenHast keHimHa (Bo3pact 31 ron) ObLia BKIIOUYEHA
B MCCTIefioBaHHe Ha cpoke 24—25 Hex. recralyy, GepeMeHHOCTb
y Hee Obuia nepsas, B | TpuMectpe otMeuasncst Tokcrkoa. [la-
uveHTka ycnewHo npuiumana UI-6, nokasarenn ®A kposu,
a Tak)Ke KJIMHMYECKOro 1 6MOXMMMYECKOr0 aHasM3a HaXOAUIICh
B npezesnax HopMmbl. Bec o 6epementocTy Obit 51 Kr. 3a nepsbie
3 Mec. 6epemeHHast oTepsiza B Bece 4 Kr' B CBSI3U C TOKCHKO30M.

Ha nepBoM BusuTe Bec skeHLMHbI Obi1 52 Kr. K KOHLY nccneno-
BaHMsI ee Bec cocTaBua 53,2 Kr, 3a 4 Heyl. mprbaBKa COCTaBUIIA
1,2 kr (cpenHsisi exxeHenenbHast npubaska — 300 r), uTO COOT-
BETCTBYET HOpPMe BECOBO# NPHOaBKN OepeMEeHHBIX.

CornacHo maroreHesy ®KY Hapyuienne merabonmama GA
NPUBOJIUT K HApYLIEHHUIO CHMHTe3a He3aMeHMMOH aMMHOKHC-
JIOTbI TUPO3WHA. TMPO3MH UrpaeT BaskHYIO pojib B OMOCHHTe-
3e HellpOMenMaTopoB TOJIOBHOTO Mo3ra (snuHedpuHa, HOP-
snuHedpUHA W I0NaMKHA), THPOKCHHA U MeJIaHWHA B KOXKE.
YpoBeHb THpO3nHa y 607bHBIX PKY MOKET 3HAaUMTENbHO KO-
nebarbCs B TeueHHe CYTOK M MMeeT Hanbosiee HU3KKe 3Haue-
HMSI B YTPEHHKE Yacbl, 0COOEHHO MpPH JUINTEIbHOM FOJIOfaH|H,
M CyLIEeCTBEHHO BO3pacCTaeT cpasy nociye npuema nuumu [13].
Bonee Toro, omHa u3 runores GOpPMUPOBAHMSI YMCTBEHHOM
orcranoctu y gereii ¢ GKY o6ycn03neHa HEeJOCTaTKOM CHHTEe-
3a HefipoMeauaToOpOB M TMPEOMIHBIX TOPMOHOB, BbI3BAHHbIM
JeduuuToM TMpo3uHa [14]. A 3HauuT, BaXKHOII 3ajaveil oue-
TOTEpANuy SIBJISIETCS] TOf/iep)KaHne CTabUIbHOI HOPMaJlbHOM
KOHLIEHTpaL11 TUPO31HA B KPOBU, He I0MyCKatoLllee KpUTnye-
CKOTO €ro CHIKeHHsl. [JOCTUrHYTb 3TOr0 MOKHO oboraiieHnem
CIJII Tipo3uHoM U fpoGHbIM (He peske 4 p./cyT) mpreMom
CIJIIL. TocnenHee yacTo He peanusyeTcsl M3-3a HU3KOM KOM-
T7Ia€HTHOCTH 10 NPUYMHE HENPUSITHOrO BKYCa aMUHOKUCIIOT-
HbIX CMeceil. YiyullleHHble opraHonentuyeckue csoiictsa UI1
3HAYUTENBHO U3MEHMWJIM OTHOLLeHue OomnbHbix K CIJIIT.

B ecrectBeHHOM Gesike Ha OJTHO TMPO3KMHA ITPUXOAMUTCS OKO-
7110 4%, a Ha nomo PA — 4,5-5,0%. B nHopme 67-90% DA npe-
BpALLAIOTCs B THPO3uH. Takim 06pa3oM, coziepskaH1e THPO31HaA
B JIeUeOHOM TMUTAHUK JJOJKHO ObITh He MeHee 7,5—8,0% ¢ yue-
TOM MOKPbITUS IePULIUTA TUPO3HUHA, CUHTE3MPOBAaHHOTrO U3 PA.

W conepskaT Gosnblie THPO3MHA B CPaBHEHUH C HEKOTO-
pbiMK 3apyOeskHbIMK aHanoraMu. Tak, comepskaHie THpO31Ha
B UI1 cocrasnsier npumepHo 12,5% Ha 100 r Genka.

VccnenoBanne KOHLEHTpALyUU TUPO3MHA B KPOBU Yy MaLH-
€HTOB [10CJIe 3aBepLUeHKsl UCCIIefloBaHMs TOKA3al0 HEKOTOpoe
€ro MoBbILLIEHe, OHAKO 3TO MOBbILLIEHNE ObLIO CTATUCTUYECKH
HesHaunMbIM (p>0,05) (puc. 2). Tem He MeHee eCTb OTIMYME
1o 3HaueHuto SD, 4To roBoput o Gosee OAHOPOIHOM pacrpe-
ZlelleHUy 3HaueHui TMpPO3KHA y MauueHToB, nosyuasiunx W,
M CyLIeCTBEHHON OTAaJe€HHOCTH 3TOrO MOKasaTeNsl OT HUX-
Hell rpaHHLibl HOPMBbI TOUTH Y BCeX 607bHbIX. [TpK MprMeHeHnH
WIT He oTmeuanoch KpaiiHe HM3KOrO M MpeBbILIAIOLIEro HOp-
MaJibHble 3Ha4eHUs! yPOBHSI THPO3MHa.

7
6

il

nn-1 nn-2 nn-3 nn-4 un-5 nn-6
Product-1 Product-2 ~ Product-3  Product-4  Product-5  Product-6

N w s, o

@A, mr/pn / PA, mg/dL

—_

Il Hauano nccnepgosanus / At baseline Yepes 4 Hep. / After 4 weeks

Puc. 1. Mpadhvk cpegHero ypoBHs heHnnanaHvHa B Hadane
uccnefosaHuns n Yyepes 4 Hef. npuema UM

Fig. 1. Mean levels of phenylalanine at baseline and after
4 weeks of the treatment
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CmMeXXHble NPo6AeMbl

Ta6nuua 1. [JuHamnka nokasartenemn B xoge UccneaoBaHus
Table 1. Changes in the parameters in the course of the study
'5. @ B Hauane uccnepoBaHus Yepes 4 Hen.
=& At baseline Atter 4 weeks
) - + N
= . = 2 -
§ % t; §§ z o E § t: §§ T o
= 3
E>| 288 E5 | 33 | 32 |88 E5 | 8%
>0 83I 5 = =S 25 S38I = 29
98| a8 g ES | 2 | 98 T ES
2| N ® S == T < NS ® S ==
s§2| § 28 e s RS e
E—'to (=Y = S
nn-1/P-1 | 6/m3;f3 | 4,3+2mec. | 15+4 | 0,26+0,39 | 4,20+2,54 | 88,35+56,15 @ 5,09+4,69 | 2,90+0,92 | 0,24+0,46 @ 3,27+1,20 82,11+17,40 @ 3,43+3,04
nn-2/P-2 | 6/m4;f2 | 51+3 mec. | 18+8 | 0,54+0,92 | 4,35+2,75 | 84,024+48,62 2,19+2,97 | 4,52+2,10 | 0,56+0,97 | 2,86+0,97 85,17+21,88 @ 2,11+2,39
nN-3/P-3 | 6/m4;f2 1 1,7+040ropa| 13+9 | 1,21+1,20 | 4,63+3,95 | 78,14+50,57 @ 3,27+2,09 | 4,21+3,10 | 1,20£1,20 | 3,42+2,33 = 97,9+39,50 | 2,87+2,17
nn-4/P-4 | 8/m6;f2 1 53+0,90ropa| 12+4 | 0,46+0,56 @ 4,6+3,40 | 56,64+22,50 @ 4,14+3,60  4,42+1,10 | 0,47+0,52 @ 3,90+24 = 63,19+11,1 | 4,44+237
11/m4;7 | 10,8£2 ropa | 29+12 | 0,37+0,52 | 6,7+4,90 | 92,74+74,69 | 5,71+4,62 | 511+2,20 | 0,38+0,51 | 5,00+2,60 @ 91,36+36,20 | 5,22+3,68
WN-5/P-5 | gapoc-
nbliA/m 18 ner - - - - - - - - - -
adult/m
6/m4;f2 | 12+3ropa | 26+11 | 0,42+0,54 | 6,2+3,60 @ 56,99+22,01 | 6,42+2,96 @ 6,1+0,70 = 0,38+0,51 | 5,60+3,70 | 60,77+9,88 | 5,_89+4,42
B3pOC-
Nblil/m 22 ropa - 0,35 - - - - 0,35 - - -
nn-6/P-6 adult/m
Gepe-
MeHHas 31roa - - 4,90 - - - - 3,80 - -
pregnant
Mpumeyvanue. N — ko/m4ecTBO 60/IbHBIX, M — My>XCcKow non, f — xeHckuii non, UMT — nHgekc maccel Tena.
Note. N — number of patients, m — male, f — female, BMI — body mass index.
CoorHoruenrie OA /TMPO3WH CHU3WIIOCH Yepe3 4 Hell. TprueMa 100
WI1, HO He IOCTMITIO CTAaTUCTMYECKM 3HAYMMOTO pasnnuus. Bue- |3
JIOM TPOCIIEKMUBAETCS TEHAEHLIMS K YJIYYLIEHHIO T10 TIoKasare- Ei 80
JIIM KOHLIEHTpaUUK THPO3MHA KPOBU B MCCIIEAYEMOI KOropre. o
VccnenoBaHue cnekTpa aMHMHOKMUCIIOT B KPOBU Y 60J1b- ] 60 o
HblX, npuanMaroux UM, nokasano, 4yTo ypoBeHb Jpyrux He- =
3aMEHMMbIX aMMHOKMCIIOT HaxoAMJICs BHYTPU pedepeHc- E
HbIX MPEAEJIOB, UYTO YKasblBaeT Ha C6aJ'[aHC1/[pOBaHHOCTb UI1 ,EE‘ 40 [
M0 aMUHOKMCJIOTHOMY COCTaBy U XOpPOLLYIO 6PIOI[OCTyl'[HOCTb =
HYTPHUEHTOB CMeCH. g 20 —
=
0 -1 nn-2 n-3 nn-4 nn-5 nn-6
3AKHquEHME Product-1 Product-2 ~ Product-3  Product-4  Product-5  Product-6
Creunanu3upoBaHHble MPOAYKTbl HAa OCHOBE aMMHOKMC-
N Hayano uccnegosanus / At baseline Yepes 4 Hep. / After 4 weeks
70T 6e3 @A — mIaBHbI UCTOUHMK Oenka i 60mbHbIX DKV, u A / P Al

brnaromapss passBuTMIO COBpEMEHHbIX TEXHOJIOTMI co3za-
Hbl HOBble OTE€YECTBEHHbIE NMPOAYKTbl C ONTUMU3NPOBAHHbIM
aMMHOKHMCJIOTHBIM, 4 TaKKe MakpoO- W MUKPOHYTPUEHTHbIM
COCTaBOM, UTO TMOBbILIAET UX OMOJIOTMYECKYIO LieHHOCTb. [Tpo-
IyKTbl 00OralleHbl THPO3MHOM M MO3BOJISIIOT MOJEPsKUBATH
KOHLIEHTPALMIO TUPO3WHA B Mpeesyiax HOPMasbHbIX 3HAYEHUIA.
VryullieHHble OpraHoJIeNTHYecKre CBOWCTBA CMeceii Crocob-
CTBYIOT YacTOMY IPOOHOMY WX MPUEMY B TEUYEHWE IHS, a pe-
LIENTYPHBIii COCTaB NPOAYKTOB Ha OCHOBE aMUHOKUCIIOT 6e3 DA
COOTBETCTBYET PEKOMEHIyeMbIM HOPMaM MOTpedIIeHH s OCHOB-
HbIX MULLEBbIX BewlecTs. [IpoBenenHoe uccnenoBaHue nokasa-

Puc. 2. Mpadvk cpegHero ypoBHs TMPO3MHA B Ha4yane mncene-
OoBaHusa 1 4yepes 4 Hed. npuema U

Fig. 2. Mean levels of tyrosine at baseline and after 4 weeks
of the treatment

710 BBICOKYIO KJIMHUYECKYIO 3¢PeKTHBHOCTb 1 NEPEHOCHMOCTD
uccnenyeMbix CIJII, uto Beipaskanoch B CHUKeHUM ypoBHsT DA
nocre ynorpe6nenust UI yske B Teuenne 4 Hen. (BKiouast feteit
nepBoro roaa skusxu) Ha 25—35%. Takum obpazom, UI nosnHo-
CTbIO COOTBETCTBYIOT TPeOOBaHMSIM K MUTAHUIO GOJIbHBIX, CTpa-
JAIOLLMX HACTIECTBEHHbIMU HapyLLeHUsiMK 0OMeHa DA.
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