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®€HHJ‘[KCTOHypI/IH (OMIM 261600) — ayTOCOMHO-
peliecciBHOE 3abojieBaHUE, OOYCIOBIEHHOE Ha-
pyIlIeHreM MeTaboTu3Ma He3aMEHUMON aMUHOKHUCIIOTHI
dbenwranaauHa. [Tpu ectecTBEeHHOM TeueHUU (heHUITKE-
TOHYPHUY TIPOUCXONIUT BO3NCHCTBME TOKCMYHBIX METab0-
sutoB Ha LIHC GonbHOTO, 4TO CMOCOOCTBYET Pa3BUTUIO
TSDKEJION  YMCTBEHHOU  OTCTAJIOCTH, (hOPMHUPOBAHUIO
SMIIENTU(OPMHBIX TTAPOKCU3MOB, aTaKCUU, TUTIEPKU-
HEe30B, TPeMOpa PyK, Mape3oB IO IEHTPATLHOMY THITY.
Croiikoe HapyuieHue (yHKUMA opraHu3ma pebdeHKa
(TIpeskme Bcero TICUXWYECKUX) TIPU 3TOM 3a00JieBaHUU
TIPUBOIUT K paHHEH IeTCKOW MHBAJTUIHOCTH.

B ncropum MenumHbI (heHUTKETOHYPUSI TaKXKe W3-
BeCTHa KaK CTpaJaHWe, JJIsl paHHe TMarHOCTUKU W Jie-
YeHUST KOTOPOTO OBIT BHEAPEH HEOHATAIBHBIN CKPUHWHT.
B Hacrosiiee Bpemsi TSI OOJBIIMHCTBA CTpaH MUpa
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(EHUITKETOHYPHS SIBIISIETCS YIIpaBJIsieMbIM 3a00JIeBaHU -
eM C paHHeW TUArHOCTMKOW M 9KOHOMUYECKH 00OCHO-
BaHHBIM JIeueHneM [1, 2].

PermamenTanyss  MEOWUILIMHCKOTO  BMeEIIATeThCTBA
npu (HeHUITKETOHYPUU OXBATHIBAET B 1IEJIOM BCE COCTaB-
JISIIOIIME TIpoliecca MEAUIIMHCKOM IMOMOIIM, BKJTIOYast
PETYJISIPHBI KOHTPOJIb YPOBHS (heHMIalaHuHA U 0bec-
MeyeHre  CIelnaTu3upoBaHHBIMK  Oe3deHuIantaHmn-
HOBBIMM aMWHOKHUCJIOTHBIMU cMecsaMu. TloBceMecTHO
WHANKATOPOM KauyecTBa MEIUIIMHCKON ToMOIIn 000-
3HaYeH (haKT TMPOBEIECHMSI CKPUHUHTA Y HOBOPOXIECH-
HBIX, KOTOpBI Havayics ¢ TecTa laTpu, BHEAPEHHOTO
B 1962 r. JIo cux mop 3To HaubGoJjiee pacrpoCcTpaHEeHHbI
MeToI UAeHTUDUKAIMN DEeHUTKETOHYPUHU TIPU TTPOBEIE-
HUW HEOHATAJIbHOTO CKPUHUWHTA, XOTS B Psiie TTPOrpaMM
OH OBUT 3aMellleH KOJMYEeCTBEHHBIM (IyopruMeTpude-
CKUM WCCIIeOBaHUEM YPOBHS (peHUJIaTaHWHA B KPOBH.
B Hacrostiiee BpeMsT TIpeicTaBJIieHHbIE METOIbI HAuMHA-
eT BBITECHSTh TaHIEMHAasl MacC-CIEeKTPOMETpPHS, Haro-
11ast MEHbIIIE BCETO JIOKHOITOIOXHUTEIBHBIX PE3YTBTATOB
B MepBbie 24 4 KM3HU HOBOPOXKIEHHOTO [3].

B Hamreit ctpaHe CpOKM TpOBeIEHUST HEOHATab-
HOTO CKPWUHMHTA YCTaHOBJIEHBI MPHUKAa30M MUHHCTEp-
CTBa 3[IpaBOOXpAaHEHUS W COLMAIBHOTO pa3BuTus P®
ot 22.03.2006 Nel85. 3a60p KpoBM Jisl HEOHATATBLHOIO
CKPUHMHTA, COTJIACHO MOPSIKY OKa3aHUS MeIULIMHCKOMN
TMTOMOIIY TT0 TIPO(UITIO «HEOHATOJIOTHSI», YTBEPXKICHHO-
My mpukazoM M3 P® ot 15.11.2012 Ne 921H, Bo3noxkeH
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Ha MEIUIIMHCKUE OpraHM3alluy aKyllIepcKoro, HEOHATO-

JIOTUYECKOTO U TIeAMATPUIECKOTO TTPODUIIS.
CraHgapToM amOyJIaTOPHO-TTOJUKINHUYECKON 10~

MoiM (yTBepKAeH MpuKazoM MUHUCTEpPCTBA 3/1paBO-

OXpaHEHUS U COLMaNbHOTO pa3BUTUs PD ot 22 HoAOps

2004 . No 250) pernaMeHTUpPOBaHBI JieYeOHO-IMATHO-

CTUYECKUE MEpPOTPUITHS B JETCKON TOJMKIMHUKE.

Crnieupanu3upoBaHHas MEAWLIMHCKAs TTOMOIIb B YCJIO-

BMSIX CTallMOHAPa OKa3bIBAETCS B COOTBETCTBUU C TIPUKa-

30M MuHKCcTepcTBa 3ApaBooxpaHeHs PD ot 9 Hos6pst

2012 . Ne 7371, B 2017 1. BeIIIa TpeThs penakius De-

JIepaJTbHBIX KITMHUYECKUX PEeKOMEHAAIN 1o (DeHMIKe-

TOHYPUHU (CM. TAOJIHILY).

Bompoc obecrieuenus gereil, HauMHas C Ileproma
HOBOPOXACHHOCTU U 10 18 JieT, crennain3npoBaHHBI-
MM aMWHOKHUCIIOTHBIMUA CMECSIMU B HACTOSIIEe BpeMs
peiieH. [apaHTHUPYOIIMM OOCTOSITESILCTBOM IS 00ec-
reyeHus pebeHKa CreluaIu3upoOBaHHBIM TUTAHUEM STB-
JisieTcst Hanuuue nHBanuaHoctu. B Pacniopsixenun Ipa-
ButeibcTBA P oT 8 HOsT6pst 2017 . Ne 2466-p ykazaHO
28 BapMaHTOB cMmecell IS MAlMEeHTOB ¢ (DeHUJIKETOH-
ypueii. leiicTByo111as1 MEMKO-COLIMaTbHASI MOJIEIb MIPU -
3HaHUS TpaxXAaHWHA (B TOM 4ucie pebeHKa) WHBAJIUIOM
B HACTOSI11Iee BpeMsI TIpeirnoJiaraeT, YTO UMeeTCs:

a) HapylIeHUe 3I0pPOBbsl CO CTOWKHWM pPacCTPOMCTBOM
¢byHK1UMiIT opraHr3Ma, 00ycJIOBIIEHHOE 3a00JIeBaHUsI-
MM, TIOCJIEICTBUSIMUA TPaBM WJTH Ie(heKTaMu;

0) orpaHWYEHUE XU3HEIEATETbHOCTH;

B) HEOOXOIMMOCTh COIIMANbHOM 3allIMThI, BKJTIOUas pea-
OMIMTALINIO.

Yenexu MeHemXMeHTa (DeHWIKETOHYPUU TIpUBe-
JIU K TOMY, YTO WHTEJUIEKTyaJllbHOE pPa3BUTHE pPebOeH-
Ka HaXOOWUTCSI B COLIMAIBHO TIPUEMJIEMBIX IHMara3oHax
Oe3omacHOCTU. B KOHTeKCTe B5KOJOTUM [ETCTBa TpU-
Ka3 MUHHUCTEpCTBA Tpyla M COLUATbHON 3aimmThel P®
ot 17.12.2015 . Ne 1024H mo3BoJisIeT IPUHATH 9KCTIEPT-
HOE pellleHre O MPU3HAHUU pedeHKa ¢ (DeHUJTKETOHYPU-
eif MTHBAJIUIOM ITyTeM 000CHOBaHUS HEOOXOIMMOCTH €T0
colMabHOM 3anThl. KomnmuecTBeHHAsT OlIeHKa CTeTIeH!
BBIPDAXXEHHOCTH CTOMKMX HapylIeHWil (PYHKUIMI opra-
HU3Ma 4eJioBeKa, OOYCIOBJICHHBIX (heHUTIKETOHYpHUEi,
OCHOBBIBAETCS Ha OTIPeEICHUN CTETICHU BBIPaKeHHOCTH
CTOMKMX HapyIIEHU ! MCUXUIECKUX (DYHKIINIA, I3BIKOBBIX
U peuyeBBIX (DYHKIUIA, SHIOKPUHHOW CUCTEMBI U MeTa-
06osM3Ma, HEMPOMBIIIEYHBIX, CKEJIETHBIX M CBSI3aHHBIX
¢ IBUXeHMeM (cTaTrogMHamMuueckux) ¢GyHKumui. Takke
BKJTIOYEHBI B OLIEHKY TTOKa3aTeJIM HEPBHO-TICUXUIECKOTO,
(bm3nUecKoro M pevyeBOro pas3BUTHUST pPeOEHKA. YUUTHI-
BatoTcs hopMa U TeueHMe 3a00JieBaHUSI, BO3MOXKXHOCTh
NIOCTUXKEHUsT  0e30TmacHOro  ypoBHSI  (DeHMJIaJJaHMHA
IIJIST KaKI0TO BO3pacTHOro mepuojaa. Pemratrommm sBisi-
eTCcsl yuyeT BO3PacTHOTO Tepuoaa, B KOTOPOM HEBO3MO-
JK€H CaMOCTOSITEJIbHBI KOHTPOJIb M pacyeT JieueOHOro
MUTaHUS C CUCTEMATUYECKUM KOHTPOJEM YpPOBHS (e-
HWJIaJJaHWHA B CBIBOPOTKE KPOBH.

JleiicTBue maHHOTO crocoba COLMAIbHBIX TapaH-
THI 3aKaHYMBAETCS TI0 JOCTUMKEHUM TMAaIllMeHTOM 18 JieT.

B MOMOLLIb TPAKTUYECKOMY BPA4YY

C 5TOro BO3pacTHOTO Teproaa KMU3HU MBI UIMEEeM OTCTa-
BaHWE COIMATbHBIX PEIIeHUN OT MOTPeOHOCTE IMaru-
eHTa. [Ipu BBemeHUM aUEeTUUECKOTO JiedeHUsT (heHUTKe-
toHypuu B 1954 . H.Bickel npenmonaran, yto crporas
MPUBEPKEHHOCTb MTUTAHUIO C HU3KUM COIepsKaHUeEM (e-
HWJIaJJaHWHA MOTPeOyeTCsl TOJIBKO Ha TIEPUOJ Pa3BUTHS
Mo3ra pebeHKa. BHavae KpuTnuecKuM BO3pacToM OIIpe-
neJisics repuof a0 3 siet, 3ateM 10 6 u 11 yjer. OgHako
Mpu JajJbHEeNIINX HaOJIONEeHUsIX 3a TalMeHTaMu Oosiee
cTaplllero Bo3pacTa MOSBUINCH OMTMCAHMS CBSI3M MEXIY
KOTHUTUBHBIMA HapYIIEHUSIMA W BBICOKUM COIepKa-
HUeM (eHUTalaHuHA B CHIBOPOTKE KpoBU. Takke ObLTa
MoApOOHO U3yYeHa Pa3HOBUIHOCTh 3a00J1eBaHMSI, TIOTY-
yuBIIasi Ha3BaHUE «MaTepuHCKast (PeHUTKETOHYpHs» [4].
WccnenoBanusi, TNpoBeAeHHBIE B TOCIASIHUE TOJIBI,
10 U3YYEHMIO Ka4eCTBa KU3HU B3POCIIBIX, UMEIOIINX (e-
HUJIKETOHYPUIO, MOKa3ajau HEOOXOAMMOCTh COOTIOACHUS
JIUETHI U KOHTPOJISI YPOBHS (heHWTaJJaHWMHA Ha TTPOTSIKe-
HUHU BCel XKuU3HU |3, 6].

HTak, MOXHO MPEITOXNUTh CASIYIOIINEe MHINKATOPBI
KavyecTBa OKa3aHUs MEIULIMHCKOM TTOMOIIIM IETSIM ¢ (e-
HUJIKETOHYPUEH:

1. CootBercTBHME Bo3pacTa MpOBeIeHUs HEOHATATbHOTO
CKPUHWHTA: 4-if IeHb Y JOHOIIEHHBIX, 7- i IeHb Y HElO-
HOILIEHHBIX JeTel;

2. Havano gueroTrepanuu ¢ HU3KUM CojepXaHueMm ¢e-
HWIaTaHWHa (He To3nHee 14—16-To THS XXKU3HN);

3. OnTuMalbHBIN ypoBeHb (heHUIaJaHMHA B CHIBOPOTKU
KpOBHU (B COOTBETCTBUU C BO3pacTOM peOeHKa).

CreayeT TTOMYEPKHYTh, YTO B HACTOSIIIIee BpeMsT 00-
CyXIaeTcss HU3Kasl YyBCTBUTEJIBHOCTb TTOKa3aTesiss 00-
IIETO CHIBOPOTOYHOTO Oejika KaK KaHauaaTa Ha poJib
WHAWKATOpa KavyecTBa AMETOTepanu, Tak KakK JoKa3a-
Ha CYIIECTBYIOIAsl BEPOSTHOCTh M3MEHEHHOTO Pe3ysIb-
Tata TMPU TOBBIIIEHUU (paKUIUKM TIOOYJIMHOB M THI-
patauuu [7]. KavectBo mnpoBoguMoOli IueTOTeparivu
BBISIBJISIETCSI TIPU MOHUTOPUPOBAHUKM HYTPUTUBHOTO CTa-
Tyca marueHToB. Cpeay MalMeHTOB, MOyYaBIINX THIIO-
(peHMTaTaHMHOBYIO TUETY C UCIOJb30BaHMEM HecOaaH-
CHUPOBAHHBIX TIPOAYKTOB JIeYeOHOTO TUTaHUs, B 4 pasa
Oouibllle JeTeil ¢ M30BITOYHOI Maccoi Tejla U OXUPEHU-
eM u B 12 pa3 Oosibllle — ¢ HEJOCTATOYHOCThIO TTUTAHUSI
1O CpPaBHEHWIO ¢ GOJLHBIMU, HAXOAMBIIMMUCS Ha Jieue-
HUU, BKJTIOYAIOIIEM COBPEMEHHbBIE CTIeINaTN3UPOBaHHbIE
MPOAYKTHI HA OCHOBE CMECH aMUHOKHUCIOT 0e3 deHua-
smanvHa. [Tpu mo3nHeM Hauaje AMEeTOTepariui OTMEYaloT
yBeJMYEeHNE YKciia HU3KOPOCbIx neteid B 10 pas, meteit
C HEIOCTaTOYHOCTBIO MUTAaHMS B 6,5 pas3a, ¢ OXUpeHHEM
B 7 pa3 MO CpaBHEHMIO C TPYIINON IMallMEHTOB, JIeYeHUE
KOTOPBIX OBUIO HAYAaTO CBOEBpEMEHHO |8, 9].

Ha ¢one HeanexkBaTHOI MOJEIN AUETOTEPATIAMN OTTH-
caHbl Ie(UIUTHI MUKPORJIEMEHTOB (LIMHK, CEJIeH, Ke-
JIe30, Meb M MarHuii), KapHUTHHA, ®-3-TIOJUHEHACHI-
LIEHHBIX KUPHBIX KUCIOT, BUTamMuHOB B, B ,, B, (do-
JeBast KUcjaoTa). MHOTUMM MCCIIeIOBAaHUSIMU JOoKa3aHa
BBICOKAST YaCTOTA OCTEOINEHUM Y OOJbHBIX (heHWIKETOH-
ypueii TIo CpaBHEHMIO ¢ o011ei romynsiiueii [10].
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Knemenkosa I'.P. u coagm. YHpaBIICHI/IC KayeCTBOM MEAULIMHCKOW TIOMOIIHU JAETSIM C Q)CHI/IJ'[KCTOHypI/ICI;I

Tabauya. CTaHaapThl KAYE€CTBA OKA3aHUS MeIUIIMHCKON MOMOIIM JIeTAM ¢ (heHWIKETOHYpHEi
Table. Quality standards in pediatric assistance to children with phenylketonuria

Cranaapt Crangapr
o o (Dellepajlbl-lble KIIMHUYEeCKHue
O6cienosanne amMOyIaTOPHOH  CTALMOHAPHOI
PEKOMEH AN

NOMOIIIH TMOMOIIH
AHTponomeTpus (pOCT, Macca Tejia, MHASKC MacChl Tena, n i i
OKPY>KHOCTb I'OJIOBbI)
OlieHKa HEPBHO-TICUXUYECKOTO, PEYEBOTO PA3BUTHUS + + +
KoHcybranum cnenuajiucToB
Hespouior s & +
Huerosnor - + &
TacTposHTteposior - u &
Oxkynuct — < &
[Icuxonor F & 4F
INcuxuarp e & &

JIaGopaTopHbIie METOIBI

Mo 3 mec xu3nu — 1 pa3 B Henemo, 1o 1 roma xxu3Hu — 1 pa3
KoHTposab ypoBHS (heHMTaIaHNHA B KPOBU B 10 nHeit, ¢ 1 roma mo 6 et — 1—2 pasa B mecsir, ¢ 7—12 et —
1 pa3 B mecsil, crapuie 12 get — 1 pa3 B 2 Mec

WccnenoBaHue ypoBHS aMUHOKHUCIOT B KPOBU + + +
OO1IMii aHaIU3 KPOBU 4 S5 F
Broxumumdeckuit aHaau3 KpoOBH 00IIIeTepareBTUYECKIMA _ o o
B Tom umcrne:
00111t 6eToK + +
aTb0yMUH/TI00YIMH * +
XKeJIe30 ChIBOPOTKH & F
Kanpuuit o61uii 1 MIOHU3UPOBaHHBIM, (hochop — 4 +

(c 1 roma >ku3HM)

+

OcTeoKallblIMH B KPOBU — —
(c 1 roga >ku3HM)

+
TTapaTropMoH B KpoBU — _ (c 1 rona xuarm)
OO01uMit aHaJIM3 MOYM + 4 +
CyTouHast 5KCKpelus Kanblus, pochopa ¢ Movoit — + —

HucTpymeHTaTbHBIE METOABI

DnekTposHuedanorpadus R i AF
BnexTpokaparorpadus — + _
Oxokapauorpadust = * _
ViaeTpa3ByKoBOE MCCIeI0BaHNE BHYTPEHHUX OPraHOB _ + +
KOMITJICKCHOE

MarHuTtHo-pe3oHaHCcHast ToMmorpacdusi FoJJOBHOTO MO3Tra — * +
Pentren kuctu — * _
PeHTreH 001b11e0epIioBoOi 1 MaIo0epLIOBOI KOCTE — * —
JleHcuTOoMeTpUS — +

(MleTsim crapiie 13 et eXeromaHo)

HpuMeuaHue. + BCEM MalMeHTaM; * 1o IMOKa3aHUAM; — HC BKIIIOYCHO B CTaHAAPT.
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BaxxHo otmeruth, uto B Poccuiickoit MDenepanuu
pacyeThl MOTPEOHOCTH B OeJIKe MPOBOASTCS B COOTBET-
CTBUM C TIPUHSTBIMKA BO3PACTHBIMU HOPMaMU TOTpebJIe-
HUSI OCHOBHBIX MHTpenueHToB nutaHus B PO (Hopwmbr
(bmzmomornYecKX MOTPeOHOCTEM B SHEPTUU U TTHIIIEBBIX
BeIlleCTBaX JJIsSI pa3WYHBIX TPYNI HaceleHus Poccwmii-
ckoit Denmepauym, MP-2.3.1.2432-08, yTBepKIeHHBIE
IJIaBHBIM caHUTapHbIM BpauoMm P®D B denpanre 2008 1.).
B psime uccnenoBaHuii MOKa3aHoO, YTO B Pa3BUTHIX CTpa-
HaxX MJAJEHIbl, HaXOOAIIMeCs Ha WCKYCCTBEHHOM
BCKapMJIMBAHUU, TIOTPEOJISIIN U3OBITOYHOE KOJUIECTBO
6enka. MccnemoBanuem, TpoBeneHHbBIM Bo MdpaHIuu,
BBISIBIEHA B3aUMOCBSI3b MEXIY KOJIMYECTBEHHON XapaK-
TEPUCTUKON MpUOABKKU MACChl B BO3pacTe OT 3 10 6 Mec
SKU3HUA W TIPOTHOCTHUECKUM (PaKTOPOM YBEITMUEHUST KU -
POBOIi Macchl B MOJAPOCTKOBOM miepuoze [11].

PeTpocnieKTMBHBIE OOCYXICHUS C  POIUTENISIMU,
AMEIOIIMMU  IeTell ¢ (PEeHWIKETOHYPHEil, BBISBISIOT
TPYIHOCTH TIEPEXOAHOTO TIEPUOJa OT eCTeCTBEHHO-
ro BCKapMJIMBaHUS K HU3KOGMEHWIATaHUHOBOUN IUeETe.
Haunbonee uacto BcTpeuaercsl yBeJWUEHHE pa30BbIX
00beMOB TIUIIK pebeHKa, TaK KaK MMEIOTCS CYyOBbeKTUB-
HbIe TPYIHOCTH KOHTPOJIS 00'beMa MOJIOKA, TTOJTyYeHHOTO
HETOCPEACTBEHHO M3 Tpyau MaTepu. Jpyroit KpaitHo-
CTBIO POIUTENBCKOW MPUBEPKEHHOCTH IUETe OBbIITU eIu-
HUYHBIE CJlydyau runotpodun y aereii [9].

B paGorax oTeyecTBEHHBIX TICHXOJIOTOB M3y4€HO CO-
BJafarollee TOBeleHWe (WM <«ITOBEACHWE TIO TIPEOI0-
JIEHUIO», KOTOpOE MWCITONIb3YeTCsl JUIST  XapaKTepUCTUKU
CITOCOOOB TIOBEIEHNST YeJIOBEKA B Pa3TUIHBIX TPYAHBIX CU-
Tyalusix) MaTepeit, BOCIIMTHIBAIOIINX PeOeHKA C TUAarHO30M
«(enunkeroHypusi». OCOOEHHOCTM MaTEPUHCKOTO OTHO-
IIeHUST CJIeAyeT paccMaTpuBaTh KaK KOMITOHEHT, BIIMSIIO-
NI Ha pa3BUTHE IMYHOCTU 00JILHOTO pedeHka [12].
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