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OnbIT 4NUTENbHOro NPUMMEHEeHUsA cneuanm3npoBaHHOU aMUHOKUCITIOTHOM
cMmecu 6e3 cpeHUnanaHvHa y aeter ¢ PeHUNKeToHypuen

. A. XacaHos, /1. B. Nopouwko

Pe3tome. [poseneHo peTpocnekTnBHoe NccaenoBaHne agbghekTnBHoCTH, 6e30MacHOCTU 1 NEPEHOCUMOCTH AINTENbHOMO
MPUMEHEHNS CrieLmMann3npoBaHHON aMUHOKUCIOTHOV cMecu 6e3 ghbeHunananmHa (PA) y aeteii ¢ gpeHunkeToHypuer (PKY).
Bbinu npoaHanuanpoBaHs! AaHHble 14 naumeHTos ¢ ®KY, ns Hux 4 manbunka n 10 gesoyek. CpenHuii BO3pacT Ha4dana
Aaunerorepanuu coctaBun 23 AHS. CpenHuvi Bec AeTe npu poXxaeHun cocrasun 3,69 + 0,65 kr. CpenHee 3HayeHne
r1asMeHHoro ypoBHs @A Ha MOMeHT poxxgeHus coctaswio 10,05 + 2,7 mr/an, npu noBTOPHOM TecTupoBaHm — 20,29 +
4,48 Mr/an. Y>xe K KOHLy MepBOro Mecsua Xu3Hu Ha ¢hoHe AneToTepanumn CpeaHSs nia3MeHHas KoHUeHTpauns dA y
faerevi coctasuna 2,58 + 2,01 mr/gn. B nanbHeviwem (npenmywecTtBeHHO Ha 6-M u 11-M MecsLax Xu3Hu) 0TMe4annch
HekoTopble konebaHns DA y oTaesbHbIX NaLMEHTOB, YTO BO BCEX Cry4asix b6bi10 CBSI3aHO C 06 bEKTUBHbIMU NPUYMHaMn
(nepuon npopesabiBaHns 3y60B, BBeaeHWe npukopma v ap.). K nepBomy rony Xu3Hu cpenHuii ypoBeHb DA B kpoBu
nauweHToB coctasun 3,94 + 3,03 mr/an. o 3aBeplieHnn nepuosa HabnoneHns Lenesoy ypoBeHb DA B Kposu, He
npesbiwarowmyi 6,0 mr/aon, umenn 85,7% nauneHtoB (n = 12). B xone nHansBuayanbHOro pocta v pa3Butus y BCex AeTen
Habnonany nnaHoMepHoe yBenn4eHne Maccol tena. K nepBomy rofy Xu3Hu 60/1bWHHCTBO nauneHToB (92,86%)
rPOAEMOHCTPUPOBA/N Y4 0B/I€TBOPUTENbHBIE OKa3arenn MHANBUAYaabHOro pasBuTns ¢ OTCYTCTBUEM AeghuLmnTa Macchl
T€/1a, KOTOPbIV HAabK[ANCS ANilb ¥ 0AHOro pebeHka. B cBoto oyepenb npuMeHeHne AneToTepaniy XxapakTepmu3oBanoch
XopoLevi ee nepeHocuMocTbio. Hu y oqHOro n3 nccnenyembix naunmeHToB He Obiiio 3aPerncTpupoBaHoO Kakmx-mmbo
AUCrnenTuYeckux rMpoSBAEHUN, aTtorum Wi MHbIX HEXENAaTENbHbIX SBIE€HUH, CBS3aHHbIX C puMeHeHnem cmecy. 1o
pesynbTaram nccnenoBaHus bbi1 caenaH BbiBoA O XOPoLe agbgbeKTMBHOCTY, 6€30M1acHOCTY 1 MepeHOCUMOCTY
O7INTENBHOIO NPUMEHEHWSI UCMO/b3YEMOV CreLnann3npoBaHHON aMMHOKNCIOTHOM cmecu 6e3 PA y neteii paHHero
Bospacta ¢ PKY.

HacnencteeHHble 60ne3HM 0bMeHa BewecTs (HBO) npenctasnsioT coboli 6onbluyto rpynny reHeTUYeckux 3abonesaHuii
uenoseka (6onee 500 HO30MOrNYECKNX €LMHULY), HONBWNHCTBO N3 KOTOPbIX HACNELYETCS ayTOCOMHO-PELIECCUBHO.
CpenHss yactota BeTpevaemoctn HEO y HoBopox feHHbix cocTaenseT 1:1000. Okono 40% aTux 3abonesaHuii
XapakTepusyloTCs paHHUM Hayanom, NPOorpeaneHTHbIM TEYEHNEM N NeTalbHbIM UCXOA0M B Bo3pacTe Ao 3 nert. JleyeHne
HBO v npodpmnakTuka nx TSXenbix NOCNeACTBUIA SBNSAIOTCS OOHON N3 BaXHENWNX Npo6neM COBPEMEHHOM KNMHNYECKO
reHeTkn n negmatpun. PaHHee BbiSiBNEHWE N CBOEBPEMEHHOE OKa3aHne MeauuUmMHCKOn nomowm naumeHtam ¢ HBO — aTo
BO3MOXXHOCTb NPELOTBPALLEHNS PA3BUTUS TSXENON natonorum B 6onee ctapliem Bo3pacTe.

Bnaronaps ycnexam COBPeMEHHON reHeTUKM MexaHn3Mbl pa3euTus 6onbwmnHcTBa HBEO A0CTaTOYHO XOPOLO U3BECTHBI, YTO
MO3BONSIET UCMOMb30BATH B IEYEHNM TAKMX NALMEHTOB NaToreHeTnyeckn o6oCHOBaHHYIO Tepanuio. B HacTosiwee Bpemst
BeJyLMM, a NMopoii U eMHCTBEHHbIM MeTooM nedeHus HBO sBnsieTcs cneunanuavposarHas aveta. [naBHas uenb
nmeToTepanum — obecrnevyeHne afekBaTHOro pasenTrs pebeHka Hapsiy C OrpaHUYeHNEM NOCTYMNNEHNS C NAWeENR
aMUHOKMCIOT, 0OMEH KOTOPbIX HAPYLIEH.

Ha cerogHsWHWin neHb HanbonbWwuii MMPOBOI OMbIT AMETOTEpann AOCTUMHYT B 06/1acTy NeYeHns naumeHToB C
peHunkeToHypuein (PKY). PKY sBnsietcs ooHMM U3 camblx «BnaroaapHbix» B nevyeHun metabonnyeckux sabonesaHui,
Tak Kak HeoHaTanbHbIA CKPUHMHI HOBOPOXX AEHHbIX, YCNEewWwHO OCYWeCTBASIOWNIACS B PasHbIX CTpaHax Mupa, gaet
BO3MOXXHOCTb CBOEBPEMEHHO HAaYMHATb Tepanuio NaLuNeHTOB.

CneunanuanpoBaHHbIi NpoaykT anetmnyeckoro nutaHusa PKU AHamnke NHhaHT+, NpUMEHSOWNIACA ANS NeYeHus
nauMeHTOB NepBbIX 3 NeT XU3HW, yCrewHo 3apekoMeHaoBan cebs B kauyectse adopekTMBHOro 1 6e3onacHoro cpeacTea
ona guetotepanun AKY B pasHbix cTpaHax Mupa, B T. 4. u B Poccum.

MeToabl uccnepoBaHusa

B HacToslLemM peTpoCcnek TUBHOM KOFOPTHOM MCCienoBaHUy 3gp ek TMBHOCTU, 6e30MacHOCTU 1 NepPeHOCUMOCTI NPoayKTa
PKU AHnamukc NHdpaHT+ Oblnv npoaHannanpoBaHbl AaHHble 14 naumeHToB ¢ knaccudeckoin ®KY, nonyyaswmx cMecb B
TeuyeHve nepBbix 12 MecsLeB Xun3HU. Ha dooHe anetoTepanum oLueHMBaANNCh AMHAMKMKA Macchbl Tena 1 nnasmMeHHoro
YPOBHS cpeHmn-anaHuHa (PA), pernctprpoBanncb BCe HEXeNaTeNbHble SBNEHUS, CBA3aHHbIE C MPUMEHEHMEM NPOLYKTA.

CratmcTnyecknini aHanma faHHbIX MPOBOAUIICS NMOCPEeACTBOM NporpamMmHoro obecneverusi Microsoft Excel 2019 ¢ oueHkol
napameTpuyYeckux nokasartesnein (napameTpbl ONUcaTenbHON CTaTUCTUKN, CPEAHSS, MeaMaHa, [OBEPUTENbHbIA UHTEepBan,
CTaHOapTHOE OTKNOHEHME).

Pesynbratbl



B xone nccnepoBaHus 6biiv NpoaHanuanpoBaHbl AaHHble 14 naumeHTos ¢ PKY, ns Hux 4 Manbumka u 10 eBOYEK.
BospacT uHnumaumn gnetotepanum cMecbto PKU AHamuke NHdpaHT+ konebancs ot 11 go 30 cyTtok. CpenHuii Bo3pact
Havana guetoTtepanuu coctasmn 23 oHa. CpelHuiA Bec Aeten npu poxaeHun coctasun 3,69 + 0,65 kr (ot 3,0 no 5,2 kr).
CpenHee 3HayeHne NnasmMeHHoro ypoBHs @A Ha MOMeHT poxaeHus coctasmno 10,05 + 2,7 mr/an (ot 6,1 go 15,4 mr/an),
npv NOBTOPHOM TecTuposaHun — 20,29 * 4,48 mr/on (ot 11,9 oo 26,0 mr/an).

Y Xe K KOHLY NepBoro MecsiLa Xun3Hu Ha poHe auetoTepanumn cpefHas nnasmeHHas KoHueHTpauus Ay netei
coctasuna 2,58 + 2,01 mr/an, a Mmegmara — 2,3 mr/on. inHamuka cpenHero yposHst @A B KpoBY AeTel B TedeHue 12
MecsLUeB nokasaHa Ha pwvc. 1.

Puc. 1. [lunamuxa cpegHero ypoeHq MDA B KpOBK NayueHToB ¢ DKV,
nony4aewux cmeck PKU Anamuke Mudants+ (n = 14)

Y BCex NauneHTOB LOBOJIbHO BbICTPO yAanoChk JOCTUrHYTb CTOMKOro cHuxeHns M A B kposu. K 1-My MecsaUy Xn3HU
cpenHuii yposeHb DA B KpoBU OeTel cHU3UNCA Ha 16,35 + 4,45 mr/on. B nanbHelweM (NpenMyllecTBEHHO Ha 6-M 1 11-M
MecsiLiax XW3HW1) oTMeYanmcb HekoTopble konebaHust DA y oTaeNbHbIX NaUMEHTOB, YTO BO BCEX Clyvasix Ob1io CBS3aHO C
06 bEKTMBHBIMU NPUYMHAMK — NEPUOL NPOPE3bIBaHNSA 3y60B, BBEAEHNE NPUKOPMA, NPOCTYAHble 3abonesaHus u op.

K 1-My rogy Xu3Hu cpenHuin yposeHb P A B KpoBu naumeHToB coctasun 3,94 + 3,03 mr/an (MegunaHa 2,5 mr/an). Lienesoi
ypoBeHb DA B KpoBuU, He nNpesbiwatowmii 6,0 mr/gn, nmenn 85,7% naumeHTos (N = 12). JIOHrnTyauHanbHbIA aHanma
NMPOAEMOHCTPMPOBAN, YTO Ha hoHe ameToTepanumn yposeHb DA B KpoBu feTeli B cpefHeM konebancs B npeaenax
OOMNYCTUMbIX 3HAYEHWIA, pEKOMEHA0BaHHbIX Ang nauneHtos ¢ dKY (2,0-6,0 mr/an) (puc. 2).
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Puc. 2. lnnamuka kone6auui cpegHero ypoBusa @A kpoeu feted
¢ ®KY, nony4aewux cmeck PKU AHamukc Undhaut+ (n = 14)

B xone vHAMBMIyanbHOro pocta 1 pasBmuTus y Bcex neTei Habnonanu nnaHoMepHoe yBENNYEHE MACChl TENa (B CPpeLHEM
Ha 670 r B Mecsil) (puc. 3). K 1-My rogy Xu3Hu 60NblMHCTBO NauneHTos (92,86%) NpoaeMOHCTpUpoBanu
yLOBNETBOPUTENbHbBIE NOKA3aTenn NHAMBUAYaNbHOro pa3sutus 6e3 gecuumta Maccol Tena, KoTopblili Habnoaanca nub
y ooHoro pebeHka.

MpumeHeHue cmecn PKU AHamuke NHaHT+ xapakTepm3oBanocb XopoLen ee nepeHoCUMOCTbi0. Hu B 0AHON ceMbe He
BO3HMKANO TPYAHOCTE C BBELEHMEM NPoayKTa. TakXe HU Yy OOAHOr0 13 UCCNEeLyEMbIX NAUMEHTOB He 6bino
3apermcTprpoBaHO Kakux-nnbo OMCNenTUHECKMNX MPOSBAEHUIA, aTOMUN UMW NHBIX HEXENATENbHBIX SBNEHNIA, CBS3aHHbIX C
NPUMEHEHNEM CMeCH.



Puc. 3. [lunamuka nokazateneii cpefiHei Mmaccel Tenay getei
¢ ®KY, nonyyaewmux PKU Anamukc UetanTt+ (n = 14)

O6cyxaeHue

dKY npencrasnsieT coboli peakoe HapyweHne obmeHa DA, yacToTa KOTOPOro 3HA4YMTENbHO BapbMpPyeT COrnacHo
omumanbHbIM AaHHbIM. Tak, B Typuun pacnpoctpaHeHHocTb ®KY coctaenseT 1:4372, B ipnanomuw — 1:4500, B cTpaHax
6biBweit FOrocnasmm — 1:7300, Toraa kak B Ntanum — 1:12 280 n B MNpeunn — 1:18 640, B AnoxHnun — 1:80 500. B
CkaHOnHaBCKOM pernoHe oTmeyeHa Huskas sctpedaemoctb ®KY: 8 dunnaHanm — 1:71 000; B Weeunn — 1:43 230 [1]. B
2015 r. yacToTa BcTpeyaemoctn PKY B Poccum coctasmna 1:7914 [2]. Ha Tepputoprm CTaBpononbCkoro kpas yactora
BcTpeyaemocTn PKY cocrasnset 1 Ha 7000 HOBOpOX AEHHbIX. ExXeronHo B kpae poxpaetcs 4-5 getent ¢ KY. Ha
CerofHsIWHWA aeHb Ha yyeTe B CTaBpononbCcKoi MeauKo-reHeTnYecKom KoHCy nbTauum coctont 106 naumeHToB ¢ 3TUM
3aboneBaHneM B BO3pacTe OT poXaeHust 0o 33 ner.

MaToreHeTuyeckas Tepanusi B BULE SNMMUHALNOHHON AMeTbl ¢ orpaHnyeHnem P A sBnseTcs XU3HeHHO HeobxoanMoii ans
nauneHToB ¢ PKY ¢ uenbio LOCTUXEHUS KOHTPONS METABOIMYECKMX NPOLLECCOB U HOPMabHOIO NCUXOMOTOPHOIO
paseuTtus [3, 4]. BHeapeHne nporpamMmM CKpUHMHIa HOBOPOXAEHHbIX HApsAy CO CBOEBPEMEHHBIM HA3HAYEHNEM
aneToTepanuu NpuBesno K ToMy, H4TO B HacTosilee BpeMsi Bce bonbliee KoNnM4ecTBo nauneHToB ¢ PKY nmetoT HopmanbHbIi
KOrHUTWBHBIV cTaTyC

1 BeOyT coumanbHO MONHOLEHHbI 06pa3s XusHu [5, 6]. Mpn 3TOM KOHTPONMPYEMbIE UCCNELOBAHNS LEMOHCTPUPYIOT
3Ha4YUTENbHOE CHUXEHNE 3PEEKTUBHOCTIN 0BYHEHNS 1 MHTENNEKTa y AeTeil, a TakXe HeBPOIOrMYeCckyto ANCHYHKLMIO ¥
B3POC/IbIX MAUMEHTOB, He coboaarWwmx aneTy ¢ orpaHuyeHnem OA [7].

B HacTosllee BpeMs Ha pOCCUIACKOM pbiHKe NpeacTtaeneHa nevyebHas cmecb PKU AHamuke NHdaHT+, koTopas
3apekoMeHaoBana cebs B kayectse acppekTMBHOro n 6e3onacHoro NnpoaykTa ons ametotepanvmn oetel paHHero
Bo3pacTta ¢ ®KY. CornacHo nony4yeHHbIM B HACTOSILLEM UCCNELOBAHMN pe3ynbTatam, NpUMeHeHne nevyebHoi cmecn PKU
AHamukc VIHhaHT+ No3BONMNO B KpaTtyaiiume CPOKU CHU3NTb MOBbIWEHHbBINA ypoBeHb DA B KPOBM NALMEHTOB,
3Ha4YUTENIbHO HE OTKNOHASICb NPY 3TOM OT PeKoMeHAayeMblx nokasartenen (2,0-6,0 mr/an). ExXemMecsayHblii MOHUTOPUHT
nokasan, 4To npumeHeHne cmecn PKU AHamukc VHdaHT+ Nno3Bonnno JobuTbCs CTOMKOrO KOHTPONS ypoBHS DA B KpOBM
NnaumneHToB Ha ooHe aneToTepanun. TeMnbl pasBUTUS OETEN (B T. Y. UX Macca Tena) npu NPUMEHEHNN AaHHON CMecK
CoOoTBEeTCTBOBaNM HopMasnbHbIM. Bonee 90% neTe He nMenu geduumTa Maccol Tena K 1-My roy XusHu.

MpooykT NpooeMoHCTprpoBan Takxe 6e30NacHOCTb MCMONb30BaHUS MPY XopoLei nepeHocumocTu. Kakmx-nnbo
HeXXenaTtenbHbIX SIBNEHWIA, CBA3aHHbIX C MPUMEHEHNEM CMECU, 3apPErncTprpoBaHo He Bbino. CnefyeT 0TMETUTD, YTO
BCNEACTBME ONTUMAbHbIX OPraHoNenTUYecKux xapakTepuctnk npumeHeHne cmecn PKU AHamnke NHdaHT+ no3sonuno
COXpaHnTb FpyAHOe BCKapMvBaHue B Bo3pacTte Ao 1-ro roaa y 6onbwuHctBa aeteit (57%).

HecMoTps Ha TO, YTO aNMMMHALMOHHAS AveTa SBNSeTCS PakTOPOM pucKa passBuTusa deduumta MUKpo- 1
MakpoHyTpWeHTOB [8, 9], npoaykT PKU Anamnkc NHgaHT+ NONHOCTbIO c6anaHCcUpoBaH No CoLepXaHuio B COCTaBe
BMTaMWHOB, M1HEPAsoB, 3NIEMEHTOB N APYruxX NUTaTeNbHbIX BEWECTB, YTO SABSETCS 3a50roM 3[40pOBOro pocTa u
pasBuUTMS OPraHn3Ma Ha PaHHUX aTanax XusHu.

OnHMM 13 BaXHbIX (DakTOPOB, ONPenensoWmx XOpOoLLYo NePEeHOCMMOCTb NPOAYKTa, SBNAETCA NPUCYTCTBME B €r0 COCTaBe
yHuKanbHoro npebuoTnyeckoro komnnekca GOS/FOS (cMecb ANMHHOLENOYEYHbIX ranakToonnrocaxapmaos 1
KOPOTKOLLENoYeYHbIX (OPYKTOONUrocaxapunaoB B COOTHOWEHUM 9:1), KOTOPbIA CNOCOBCTBYET (HOPMUPOBAHIIO 3L0POBONA
MUKPOBUOTHI KMLWEYHMKA N HOpManM3aumm nuiesapeHust. sSIBnsisice Hanbonee U3yyYeHHbIMKU NPEBUOTUKAMI B MUPE Ha
CErofHAWHUA aeHb, komnnekc GOS/FOS nmeeT 6oratyto gokasaTtenoHyto 6a3y B OTHOWEHUW 3P EKTUBHOCTU 1
6e30nacHOCTV NMPUMEHEHNS Y AeTEN, HAXOASWMXCS HA UCKYCCTBEHHOM BCKapMIMBaHMW. B MHOroumcneHHbIx
nccnenoBaHuax 6bin NPOAEMOHCTPUPOBAH TOT dakT, YTo y AeTeit, nonyyatrowmx npebnotmkn GOS/FOS, noebiwaeTcs
cofepxaHue 6ndunao- n nakTobakTepmii B COCTaBE KULWIEYHOM MUKPOBUOTHI, & KOHCUCTEHLUS CTyna npubnmxaeTcs K



TakoBOM y AeTell, HAXOASWMXCS Ha rPYAHOM BCKapMnuBaHuu. MosblweHne konnyecTsa brucpunobaktepnii UaMeHseT
hepMeHTaTUBHbIE NMPOLIECCHI B KMWEYHMKE U CHUXXaeT pH cTyna, 4To B CBOK o4epedb cnocobcTByeT (oOpMMpPOBaHUIO
aHTUbakKTepmanbHoi cpelibl ¥ NOAABNEHNIO NATOrEHHbIX MUKPOOPraHnaMoB [10-13].

BhblweykasaHHble NoNoXuTenbHble 3deK Tl komnnekca npebrnotnkor GOS/FOS 6binv NPOAEMOHCTPUPOBAHBI TakXe B
oTHoweHun naumeHTos ¢ PKY. B nccnenosannm A. MacDonald u coaBT. (2011) 66110 nokasaHo, YTO Ha3Ha4YeHUe OeTsM ¢
dKY cneumnanuanposaHHoit cmecu 6e3 DA ¢ npebrnoTukamm (PKU Anamix Infant) npusoanno k cHuxeHuto pH ctyna un
HopManM3aLmnmn KNWEYHON MUKPOBMOTHI NMPY XOpoLeM KOHTpone ypoBHer ®A 1 TMpoauHa B nnasme [14].

3aknoyeHne

Mo pesynbTatam HacTOAWEro NCCNeA0BaHNS CreLnmann3npoBaHHbIi NPoAyKT aneTtnyeckoro nutaHna PKU Anammke
WNHpaHT+ NpoaeMOHCTPUPOBan XopoLWwyto a0 PeKTUBHOCTb, 6€30MacHOCTb 1 MEPEHOCUMOCTb MPY ANUTENbHOM
npuMeHeHun y neten paHHero sospacta ¢ dKY.

KOH®JINKT MHTEPECOB. ABTopb! cTaTby MOATBEPANIN OTCYTCTBUE KOHQDINKTA MHTEPECOB, O KOTOPOM HEobxoanmo
coobWnTb.
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