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KJIMHWUYECKUIA CNYYAR

DeHNIKEeTOHYpUS ¥ peOeHKa: 3HaUeHNe
CBOEBPEMEHHOTO BbIABJIEHN A U PALIYIOHA/IBHOM
TaKTVKU BEHAEHUA B JOITOCPOYHON MEPCIIEKTUBE
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Pestome

OenunketoHypua (PKY), wnam  runepdeHunanaHMHeMus
(T®A) — 3aboneBaHue, 00ycnoBNeHHOE HeLOCTAaTOYHOCTHI
aKTMBHOCTM (epMeHTa (eHunanaHuHrugpokcunasel (QOATR),
NPUBOASLLEN K HAKOMJIEHWIO B OpraHu3Me deHnnananuHa (PA)
¥ NPOAYKTOB ero MeTabonu3amMa. CBoeBpeMeHHas AMarHoCTuKa
OKY obecneunBaeTcs npoBeeHNEM HEOHATaANIbHOTO CKPUHUH-
ra BCEM HOBOPOXAEHHbIM. 3TO CO3JaeT BO3MOXHOCTb CBOEB-
PEMEHHOr0 Ha3HAYeHWA afleKBaTHOW AueToTepanuu u bnaro-
NPUATHOrO NporHo3a 3abonesaHus. B cTaTbe npeacTaBsieHo
OMKUCaHME KIMHUYECKOrO CNyYas No3JHei AUarHoCTUKM Knac-
cuyeckoi popmel OKY. MauueHT Haxoannca Noa ANUTESbHbIM
HabnogeHueM c poxkaeHus fo 17 net. OcobeHHOCTLI0 faHHOO
CNyyas SBNAETCS BbISABNEHUE (EHUNIKETOHYPUM B 2-NETHEM
Bo3pacTe. HeoHaTanbHbIli Nepuof Obin OCNOMXHEH MepuHa-
TanbHbIM nopaxenneM UHC runokcuyecku-uwemMmyeckoro

reHesa, aTesleKTaTU4eCKOW MHEBMOHMEW, IHTEPONaTUYECKUM
CMHAPOMOM. YKa3aHHbIMM MaTONIOTMYECKUMU COCTOSHUAMU
00bACHANACL paHHAA 3afepXKa MOTOPHOr0 M peyeBoro pas-
BUTUA [0 LOCTUXEHMA pebeHKoM ABYX feT. 1o NoCcTaHOBKM
AmarHosa pebeHOK nofydan Bo3pacTHble A03bl Oenka ¢ nu-
LLen, 3TO Cbirpanio rNaBHY pojib B GOPMUPOBAHUM CTOMKMX
MCMXOPEYEBbIX HApYLWEHUA M KOTHUTUBHBLIX PaCCTPOWCTB.
CTporas aueToTepanus, HasHayeHHas nocsie NOATBEPIKAEHNA
aunarHosa ®KY, no3sonuna AocTUYb YaCTUHYHON KOMMEHcaLum
HapyLUEHW, 04HAKO paHHUE KOTHUTMBHbIE MOCNeACTBUSA OKa-
3anucb HeobpaTuMbIMK. HepocTaTouyHbIM YpOBEHb NpuBEp-
YEHHOCTM NEYEHUIO CTaN NPUYKUHOI pa3BUTUA Y pebeHKa anu-
30[10B MeTabonnyeckonm paexkoMneHcaumu. ConyTcTBytowias
coMaTUyecKas naTosiorus, HanpoTUB, He OKasblBaNa peLual-
LLiero BAMAHUA Ha TedeHne OKY.
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CLINICAL CASE

Phenylketonuria in a child: Role of timely detection
and rational long-term management
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Abstract

Phenylketonuria (PKU) or hyperphenylalaninemia (HPA) is
a metabolic disorder caused by a deficiency in the phenylala-
nine hydroxylase (PAH) enzyme, resulting in the accumulation
of phenylalanine (PA) and its metabolic products in the body.
Early detection of PKU is achieved through universal neonatal
screening of newborns. This enables timely initiation of ade-
quate dietary therapy and contributes to a favorable prognosis.
In this article, we present a clinical case of a late diagnosis
of the classic form of PKU. The patient was monitored longi-
tudinally from birth until the age of 17 years. A distinctive fea-
ture of this case is the diagnosis of phenylketonuria at the age
of 2 years. The neonatal period was complicated by perinatal
hypoxic-ischemic CNS injury, atelectatic pneumonia, and en-

teropathic syndrome. These pathological conditions accounted
for the early delay in motor and speech development before
the child reached 2 years of age. Prior to diagnosis, the child
received age-appropriate levels of dietary protein, which
played a major role in the development of persistent speech
and language impairments and cognitive deficits. Strict dietary
therapy initiated after confirmation of the PKU diagnosis re-
sulted in partial compensation of these impairments; however,
the early cognitive consequences proved irreversible. Insuffi-
cient adherence to treatment subsequently led to the develop-
ment of episodes of metabolic decompensation. Concomitant
somatic pathology, however, did not have a decisive impact
on the course of PKU.
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BBengenue

Dennnkeronypusa (PKY) — HacnmencTBeHHOE ayTOCOM-
HO-peljecCBHOE 3a00/IeBaHe, CB3aHHOE C TeDUINTOM
depmenTa (eHMMATAHNHIMPOKCUIA3DI, MPUBOAILIEE
K HakorteHno GpeHnmanannua (PA) 1 ero TOKCMIECKUX
MmetabonutoB [1, 2]. Brarogaps maccoBomy ob6cenoBa-
HUIO HOBOPOXJeHHBIX feTeil Ha KV (HeoHaTanbHbII
CKPUHUHI) M3BECTHa PacIpPOCTPAHEHHOCTb 3TOTO 3a-
6onmeBannsi B Poccuu, KOTOpasi COCTaB/sIeT B CPefHEM
1:7000 HOBOpOXZeHHbIX [3, 4]. Kpome HeoHaTanmbHOro
CKPMHUHTA Ba)XHYI0 ponb B amarHoctuke OKY mmeer
MOJIEKY/ISIDHO-TEHETUYECKOE MCCIIEloBaHNe, B 4acT-
HOCTM TIIOMCK MyTauuii B rene PAH, Ha HOM0 KOTOPBIX
npuxopurca 98% Bcex cnydaes I'DQA. IIpu sTom rene-
tidecknit manpumadpt OKVY xapakrepusyercss BBICOKOI
reTepOreHHOCTbI0 MyTauuii B reHe PAH, B 4acTu CiIy-
YaeB BBISABIAIOTCA «MSTKMe» TeHOTUIIbI, OOYCIOBINBA-
foliye pas3putue foopokadecTBeHHbIX popm DA [5-7].
IIpn oTCyTCTBUM CBOEBPEMEHHON AMATHOCTUKM B IIEp-
Bble Hefenu >kxusHu getu ¢ OKY kaxyrca 3goposbiMy,
B BO3pacTe 2-6 MecsALEB MNOABIAITCA KIVHIYECKNE
CUMIITOMBI: BAJIOCTb, OTCYTCTBHE/TIOTEpA WHTepeca
K OKPY>KalollleMy, MHOIZia Ha000pOT, MOBBIIIEHHAs pas-
[Pa>KUTEIBHOCTD, 0eCIIOKOVICTBO, TMIEPTOHYC MBbIIIIII,
runeppedeKkcus, 9K3eMaTO3Hasl CbIllb, OTMEYAeTCs

«MBIIIVHBII 3aI1aX» IIOTA M MOYM, KOTOPBIN CBA3aH C BbI-
meneHyueM ¢eHMIaneTaTa, GeHUInMpysaTa. Bo BTopom
HOTYTOAVM XXU3HU Y JeTell, IPOfo/KAIUX OTy4YaTh
DA ¢ nuesi, HaOTIO[ATCS perpecc B MOTOPHOM M IICK-
XOpeueBOM Pa3BUTHUI, fajiee Ha MEPBBIN MIaH BBIXOAAT
TSDKe/Ible U HeoOpaTyuMble HEBPOJIOTMYECKMe Hapyllle-
HUS U ToBefleHYecKre peakuuu. K deHoTunmyeckum
0COOEHHOCTSAM HeJleY€eHbIX MALIMEHTOB OTHOCAT CBET/IbIE
BOJIOCHI, KOXY, TO/y0ble I71a3a, YTO CBSA3aHO C HEJOCTa-
TOYHOCTBIO MeJIaHWMHA, a TaKXe OTCTaBaHue B (pusu-
yeckoM passutun [5]. Takum 06pa3om, OCHOBHAS Iie/b
nedyeHUsA — TopjepkaHue KoHneHTpauunm PA KpoBu
MeHee 360 MKMOJIB/TI, 4TO obecIednBaeT KaK HOpMajb-
HOe Pa3BUTIE B HEIIPOKOTHUTUBHON cdepe, TaK U COOT-
BeTCTBME (PU3MIECKOTO Pa3BUTHUsI BO3PACTHBIM HOPMaM
[8]. MccnemoBaHus NOKaspIBalOT, YTO JueTa C OTPaHU-
yeHneM ®A, Ha3HaYeHHasA y)K€ B HEOHATaJbHOM IE€pU-
ofie, TMO3BOJIAET MUHMMU3NPOBATh PUCK PasBUTUA TH-
JKeJIBIX HeBPOJIOIMYECKMX M NCUXWYECKUX HaApYLIeHU
[9]. IIpn oTCyTCTBUU AMETUYECKMX OTPAaHMYEHUII Hell-
POKOTHUTVBHbIE HAPYIIEHN A BCIEACTBIE TOKCMIECKOTO
melicTBuA HakammuBaeMoro @A coxpaHAWTCA Ha Mpo-
TSDKEH!UM Bcell mocnenytomeir >xm3an [10]. ITostomy
BceM manyeHtaMm ¢ OKY pexomeHnpyercs HauMHATD gu-
€TOTepalNIo C orpaHMYeHNeM B panuoHe OA Kak MOX-



HO paHbllle II0CJIe TOCTAHOBKY IyarHo3a (OITHMaabHO
mo 3 Henens >xusHM) [11]. HecMoTps Ha TO 4TO € BO3pac-
ToM y yacTy nanueHTos ¢ ®PKY BosmoxxHO ¢popmuposa-
Hue ToepaHTHOCTY K DA, 000CHOBAHHBIM SIB/ISIETCS Ha-
3HaueHMe runoQeHnIaTaHHOBOM JUEeThl MOXXU3HEHHO
[5]. OueroTepanus moppasyMeBaeT HasHadeHUe HI3KO-
0e/IKOBOIT AMeThl, MCKIoYaromelt 6orarsie A mpoayk-
TBI I3 PAlIVIOHA, U CHIeIVaTN3/POBAHHBIX aMUHOKIICTIOT-
HBIX CMecel, B TOM 4Nc/Ie AJIs MUTaHUSA JeTeil IepBoro
roga xusun. Crenuann3upoBaHHble Te4eOHbIe AMITHO-
KJICJIOTHBIE CMeCU B Ka4eCTBe OCHOBHOI'O KOMIIOHEHTA
pueroTepanuy Ans nanueHtos ¢ OKY poxasanu csomw
6e3omacHOCTh 1 3 PexTnBHOCTD (12, 13]. Kpome mmero-
Tepanuy B KadecTBe IIaTOT€HETMYECKO Tepanuy B Ha-
cTosillee BpeMsA NMPUMEHSIETCA CUHTETUYECKMII aHalor
Kodakropa QeHmnamaHMHrUApokcunassl BH,, uto mo-
3BOJIAET CHIKATh U 3P PeKTUBHO KOHTPOINPOBATD YPO-
BeHb QA B kpoBu manneHToB [14]. CBoeBpeMeHHOE BBI-
sIBJIeHUe 3a00/IeBaHUsI U paHHee Havyajlo JUeTOTepannn
netsim ¢ DKY obecrieunBaercs: 00513aTeNbHBIM IIPOBETIE-
HIeM HeoHaTajpHOro cKkpuHuHra Ha OKY, peanusyemo-
ro B Haumiell ctpaHe ¢ 1993 r. HecMoTpsl Ha BHenpeHue
HEOHATaJIbHOTO CKPVWHNHTA ¥ Haju4yue JOKa3aTelTbHbIX
MOAXOMOB K muarHoctuke u nedennio OKY, Bce elne
BCTPEYAIOTCA OT/e/bHbIE C/Iyday MO3/IHETO BbIABICHNA
3aboeBaHMs y fleTell, YTO 3HAUUTETbHO YXYJIIAeT ero
IPOTHO3bI, IOCKOMBbKY B 3TUX CIy4asiX JeTH IPOAoJIKa-
I0T C NIV TOTyYaTh CTaH/JapTHBIE JO3bI O€/IKa, B TOM
gncne QA [2, 11, 15].

B maHHOII cTaTbe MpeACTaB/IeHbl Pe3y/IbTaThl AHAIN3A
muTenbHoro (15-1eTHero) HabMOMeH N MalenTa ¢ KIac-
cuueckoit popmoit ®KYV, BBIsIBIEHHON TOTBKO Ha BTO-
POM TOAY XU3HMU, C OLEHKOM JMHAMUKI KIMHNYECKOTO
COCTOSIHUA, Ta00PATOPHBIX JAHHBIX U 3P PeKTUBHOCTI
BVIeTOTepaINIL.

Marepuanbl u MeTOJbI

ViccnenoBaHue mipencraBisieT OO0 aHAIN3 PETPOCIIEK-
TYBHbIX JAHHBIX UCTOPUM OO/IE3HM MALIIEHTa MY>KCKOTO
osna ¢ poxjieHns o 17 net. Vsy4eHa MeguIMHCKaA [O-
KyMeHTanus: aMOyIaTopHas KapTa pebeHKa, 3aK/Iioue-
HUs Bpaveli-CIelanucToB (reHeTHKa, HEBPOJIOTa, JieT-
CKOTO 3HAOKPWMHO/IOTA, IacTPOIHTEPONIOra, MCUXMATPA,
noronena, JIOP-Bpaua, nmeguarpa), Beinucku us ['BY3
«IleHseHckass obnmacTHas HeTCKas KAMHMYECKas OOb-
Huna uM. H. ®. @unatoBa», pe3yabraThl 1a60paTOPHBIX,
TeHeTUYeCKNX M MHCTPYMEHTa/JIbHBIX JCC/IelOBaHUIL.
OT 3aKOHHOTO NPeACTaBUTE/IA MAIVeHTa ObIIO MOTyyYe-
HO MH(OPMUPOBAHHOE COIIacKe Ha MyOMMKAILNIO KIIV-
HIYECKOTO cy4as (BK/I0Yas MeJUIMHCKIE JaHHbIe).

Pe3ynbrarsi HaGMIOEHNS
(KIMHMYECKOEe HaOTIomeHne)

PanHmMI1 noCTHATAaIbHBIN HEPUOT,
PeGeHok popmics OT 2-it pUSMOIOTMYECKN MPOTEKaB-
meit 6epeMeHHOCTH, 1-X CPOYHBIX ONEPATUBHBIX POLOB,

ApxuB negmatpuu u geTckoit xupyprun Ne4 [3] 2025 ropa @

¢ BecoM 3500 1, pocToM 53 CM U OLIEHKOII IO IIKaje AIl-
rap 8-8 6amroB. HecMOTpsi Ha YHOBIETBOPUTETbHbIE
IIOKa3aTe/I TPV POXKAECHNH, Y>Ke B IIePBbI€ Yachl XKU3HUI
COCTOsIHJME HOBOPOXX[E€HHOTO OLIEHMBA/TIOCh KaK OC/IOX-
HEHHOE BCJIEe[CTBUE IepMHATaTbHON TUIIOKCUM Y [bI-
XaTe/IbHBIX HapyIIEHNUI, 03TOMY peGeHOK ObLI Iepe-
BeJIEH 3 POIOBOTO OTAE/IEHUA B OT/e/IeHNe aTONIOI UM
HOBOpOXKJeHHBIX B I'BY3 «Ilensenckas ob6macTHas
meTcKasa KauHudeckas 6onpHuna nm. H. @. dumarosar.
[To pesynbratam obcnemoBaHMa pebeHKy ObIT ycTa-
HOBJIEH KOMIUIEKC PaHHMX HEOHATaJbHBIX GUArHO30B:
Llepe6panpHast umeMus (TUIOKCHYECKN-MIIEMIYECKOE
nopaxxeune ITHC). AtenexraTudeckasi MHeBMOHMA. Tu-
momeranus [I-111 crenenu. Tunorupeos (mox Bonpocom/
TPaH3UTOPHBIN). DYHKIMOHA/IbHOE HapyIIeHMe IIMIe-
BapeHNdA, GepMEeHTONATNA HeyTOYHeHHasA. Kpome cum-
nromoB nopaxenus LJTHC u pecnmpaTopHbIX Hapyie-
HUJ OTMeYajach guapes, pa3BUTyie KOTOPOVI CBA3bIBA/IN
6o C peakiiyeil Ha CTAPTOBbIE UCKYCCTBEHHBIE CMECI,
60 C MOCTIEACTBUAMY aHTUOAKTEpPUATbHOI Tepannu.
lacTpomHTECTMHANIBHBIE CHMMITOMBI yAAOCh KYIMPO-
BaTh IEPEBOJOM Ha BBICOKOTUPONMN30BAaHHYIO CMECh.
[Tocne mpoBemeHHOrO JIeYeHN s COCTOSIHNE peOeHKa CTa-
OMMN3NPOBANIOCh, U PEOEHOK B y[AOBIETBOPUTENILHOM
COCTOSIHMMU OBIT BBINMCAH AOMOJI IIOf HAOJIIOfleHNe aM-
Oy/1aTOpPHOI IefNaTPUIECKOI CITYXKOBI.

Ha ¢one xoMmeHcanny coMaTnyecKux IpOosABIeHNI
B II€pBbl€ MeCALBI )XM3HU COXPaHAMNCh HEBPOIOTHYE-
CKJ€ CMMIITOMBI, COOTBETCTBYIOL/€E IIepYHATAaIbBHOMY
nopaxkennio [THC: cHm>keHHast ak TUBHOCTb, C/1abasi Bbl-
Pa>KEHHOCTDb OPMEHTUPOBOYHBIX PeaKIMIi, MbIIIE€YHA
TUIOTOHHUA.

Co crnoB popurTereit pebeHKa, HCOHATaTbHBI CKPYHUHT
Ha OKY 6511 IpoBefieH B [TOC/IEPOLOBOM ITEPUOJie B CTaH-
mapTHbIe Cpoky. OTHAKO TOKYMEHTAIbHOTO IO TBEpXK ie-
HIsA IPOBEJIEHN A CKPVHVHTA Y €TO PE3Y/IbTaTOB POAUTENN
He IOJTy9asiu, CBEfIeHNS O pe3y/IbTaTax 00CIeJOBaHus UM
He COOOIIaNNCh, @ COOTBETCTBYIOIINE TaHHbIE B JOCTYII-
HOJ MEIVIMHCKOM JOKYMEHTALUNU OTCYTCTBYIOT.

I[Ipy manbHeiiIeM HabMIONEeHNN B aMOY/IaTOPHBIX yC-
JIOBMAX OTM€YAJIOCh HapacTalolllee OTCTaBaHME B IICUXO-
MOTOPHOM pPa3BUTUM: 3afiepKKa (POPMUPOBAHNS [IBUTA-
Te/IbHBIX HABBIKOB, OTCYTCTBYE CAMOCTOSATENILHO XOIbObI
IO OBYX JIET, 3aflep>KKa pe4eBOro PasBUTH A, CHIDKEHNE
[IO3HaBaTeIbHOV aKTMBHOCTY ¥ BHUMAaHMAL.

Takum 06pa3oM, C/IOXKHBII ITePUHATAIBHBINA I HEOHa-
TAJIbHBIV aHAMHE3, BK/IFOYAIOIINI TUIIOKCUIO, MIIeMIYe-
CKOe TIOpa’keHye, MHPEeKI[MOHHbIe OCTTOKHEHNA 1 9HTe-
ponaTu4ecKuii CHHAPOM, M3HA4a/IbHO pacCMaTpUBasCa
KaK OCHOBHAs IIpMYMHA 3afepKKM pasBuTus. OgHaKo
CTOVIKMII ¥ MPOTPECCUPYIOIINI XapaKTep HapyLIEeHMIA
CTa/l OCHOBAHNUEM JJIA Ja/IbHEIIIero 00CIeJoBaHMSL.

ITocranoBka guarnosa ®KY

Ha BTOpOM I‘O,[[y JXKM3HN B CBA3U C Bpra)KeHHO]Z 3a-
Iep>KKOiT MCUXOpPeYyeBOro pasBUTHsSI peOEHOK HalpaB-
JIeH K TeHeTUKy. IIpu fononHuTennbHOM 00C/IefoBaHNN
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Tabnuua.

[nHamuka yposHs deHunananuHa (OA) 8 2010-2013 rr. u hakTopsl,
BAMAIOLLME Ha HEro

Table.

Dynamics of phenylalanine (PA) levels over the 2010-2013 period and
decisive factors

o | b g

2010 9075 Mepuon OPBU

20M 720 Koppekuus gunetsl

2011 3479 YnyuwweHue Ha hoHe KOHTpons

nnUTaHus

2012 883,3 HapywweHue auetbl

2012 865,2 HapyweHue guetbl

2012 296,5 AnekBaTHas aueToTepanus
TpaBMa: 3aKpbITblii Nepesiom

2013 756,3 KocTeli npefnieybs, KOppeKkuus

AMeThI

OOHapy>KeHO 3HA4YUTe/NbHOEe MOBbILIeHNE YpoBHA DA,
nonTBepXaeH puarHo3: DKV, kmaccuyeckas ¢opma.
B TOT ke MOMEHT ObIIO [MATHOCTMPOBAHO HOCUTENb-
cTBO AeeKTHOIT Bepcun reHa oboux ponureneit. HasHa-
yeHa HM3KOOe/IKOBas IMeTa I CllellMann3YpOBaHHbIE Jie-
4yeOHble cMecu. B 2011 ropy ManpuuKy IPUCBOEH CTATyC
«pebeHok-mHBanmua». Kpome toro, B 2025 r. 6b1710 1po-
BeJIeHO TeHETMYECKOe MCCIeloBaHle, IOATBEPKjaoliee
puarHo3. [1s1 yrouneHns myTtanuit nposeeH JJHK-ana-
mm3 myTtanuit B rene PAH (25 mt.) B ®TEHY «MI'HII»,
o6Hapy>KeH maroreHHbill Bapuant 1VS4 — 5G>T B rete-
po3uroTHoM coctosinuu. Takum 06pa3oMm, AMarHo3 «de-
HUJIKETOHYPUA» TOATBEPXK/EH MOJEKYIAPHO-T€HETH-
YECKMM METOZOM.

JuHaMKUYecKoe HabGMIOeHNe TAI[MeHTa

MOC/Ie IOCTAHOBKM JMAarHo3a

ITocme MOCTaHOBKM [jMarHO3a MAIVeHTy Oblla Ha3Haue-
Ha [IMeTOTepallns, YCTAHOB/IEHO AMCIIAHCepPHOe HAONIIo-
JieHNe, BK/II0Yalolilee peryispHble BpadeOHble OCMOTPBI
C OLEHKOJ (U3NYECKOrO U HepBHO-ICUXNYECKOTO pas-
BUTHNA, A TaKKe OlleHKY ypoBHA PA B kpoBu. B Tabmm-
Ile IpeficCTaB/IeHa gUMHaMuKa ypoBHA PA B CBIBOPOTKE
KPOBU B 3aBUCUMOCTH OT COOMIOfEHNS JUETDI, HA/TNYMS
MHTEPKYPPEHTHBIX 3a00/IeBaHNUII ¥ BO3PACTHBIX OCO-
OenHocreit ob6MeHa BemjecTB. Komebanus yposus DA
B nepuoyp 2010-2013 rT. cormacyrorca ¢ IaTOTe€HeTun4e-
CKUMM MeXaHM3MaMM: YCUIeHUe KaTaboIMuecKUxX MIpo-
1eCCOB Ipy NHMEKUNAX M HapYLIeHVe JUeThl IPUBOMAT
K IOfHATHIO ypoBHA DA,

B Havya/bHBI IepUOf HAOMIOfEHN ST OTMeYaINCh 3Ha-
YUTe/NbHbIe ITpeBbIIIeHNA pedepeHCHBIX 3HAYeHMUIL,
YTO COINPOBOXKJANIOCh KIMHNYECKNMMY NPOABICHUAMM
B BUJI€ 33/Iep>KKM NICUXOPEYEBOT0 ¥ IICUXOMOTOPHOTO
pasButusa. Ha ¢poHe KOPpEeKTMPOBKM MUTAHUS U TIE€pe-
XOJla Ha CIIelVa/IN3/pOBaHHbIe HU3KOOEIKOBbIE CMeCH

Ha0/TI0/ja/Tach TEHJEHLN K CHIDKEHNIO KOHI[eHTpalun
@A, ofHaKO OTAENbHbIEC MK COXPAHAIOTCS, YTO XapaK-
TepHO AnA nanuentos ¢ OKY npu HapyeHnax pexxnma
nutanusa nan snusonax OPBH.

B mepuon HOIMIKOIBHOTO BO3pacTa y pebeHka pukcu-
poBanuch Konebauus PA, Koropbie TpebOOBaIU KOppeK-
uuu gueThl. KnmHn4deckn coxpaHsanach 3afep>kKa ICH-
XOpe4eBOTo PasBUTHUs, OCYLIECTB/ISNIOCh HabOMOeH e
HEBPOJIOTa U IICUXMATPa, IPOBOGUINCH KYPCHI IEY€HN A
HOOTPOIIHBIMY IIpenapaTamu. B 2013-2014 rr. mposopu-
JINCH IIaHOBbIe rociuTannsanun B IBY3 «O6macTHas
ncuxnarpudeckas 6onpanna um. K. P. EBrpadosa» r. Ilen-
3Bl C IMATHO30M: 3afiep>KKa IICUXMYIECKOTO Pa3BUTUA
cnoxHoro reresa (PKY + pesugyanpHO-opranmdeckoe
nopaxxenue). Ob1iee HeTOpa3BUTHE pedn 3-TO YPOBHSL.
3a mepmox 2014-2017 rr. jaHHBIE Ta00PATOPHBIX MCCIE-
moBaHuit ypoBHA QA B KpoBU He NPENCTABIEHHI B CBA3N
C OTCYTCTBUEM pe€3y/IbTaTOB B MENULIMHCKON JOKYMEH-
tauyuy. OFHAKO M3BECTHO, YTO IPY IOCTYIUICHNN B 1-11
KJIacC OTM€Yalach YMepeHHaA 3afiep>KKa KOTHUTUBHOTO
pasBUTHA ¥ TPYAHOCTY B IIKOIbHOM aganTauuu. Ilpogor-
XKaJI0Ch JYCIIAHCEPHOE HAOIOfIeH e ICUXIATpa U HEBPO-
nora, pebeHOK MPOXOAWI CTAI[MOHAPHBIE 00C/IeOBAHNS
B IICUXMATPUYECKON K/IMHUKE.

Haunnas ¢ 2018 roza u B mocnefyoue rogsl KOHIEH-
tpauys GA [eMOHCTPUPYET YMepeHHYI0 BaprabenbHOCTb,
OCTaBasCh IPEUMYILECTBEHHO B Npefenax JOIYCTUMbIX
3Ha4YeHMI A1 Knaccudeckoit popmet PKY. PricyHok 2 mi-
TIOCTPUPYET AUHAMUKY YpoBHA PA B KPOBM IallMEeHTa
B nepuoy ¢ 2018 r. 1o HacToAImee BpeM, 9YTO IO3BOJIAET
OLIEHNTD OTOCPOYHYI0 3P PEeKTMBHOCTD ANETOTEPAIINI,
a TaK)Xe MO YepKIBaeT HeOOXOAMMOCTD OCTOSHHOTO MO-
HuTOpuHra ypoBHs QA ¢ 1e/bi0 IPOPUIaKTUKN KOTHY-
TUBHBIX HapyLIEHWIT ¥ IOfAePXKaHM I MeTabONMNIeCKOTO
6amaHca. 9TO OTpakaeT BOSMOXXHOCTD CTaOM/IN3ALUN
MeTabO0/INYeCKOr0 KOHTPO/ISA HpY PerylIsipHOM [MHA-
MMYeCKOM HaOJIIoeHNN 1 TOKO0pe afleKBaTHOI HYTpU-
TUBHOI KoppeKkiuu. B 2021 r. y pebeHKka OblI BBISB/ICH
U IOATBEP>K/IeH TeHETUYECKUM UCCTIENOBaHNEM CMHAPOM
XKunv6epa (myrauns rena UGT1 — 7TA/7TA), 4To He 10-
B/IMSJIO HA K/IMHUKO-TA00paTOpPHOE TedeHue OCHOBHOTO
3aboreBaHus, OfHAKO TpeboBano auddepeHINpOBaH-
HOJI MHTepIIpeTanuy 61OXMMUYeCcKuX nokasarenei. Ila-
IMeHT TaK)Xe HAOMTIOfA/ICs JeTCKUM 9HJOKPUHOIOTOM
¢ pnarHo3oM «CyOK/IMHIYeCKMiT TUIoTIpeos». Oobmas
MIOJIOKUTENbHASA JUHAMMKA IIOLPOCTKOBOTO IIEpHOfia Jie-
MOHCTPUPYET, 4TO AIUTENIbHOE COOMIOfieHNe JUEThI CIIO-
COOHO YaCTUYHO KOMIIEHCUPOBATD ITOC/IEACTBIS PaHHeI!
TEeKOMIIeHCal[ M.

Ba)xHO OYEpKHYTh, 9TO 3NM304bI MOBbIeHNA DA
B KPOBU B 3TOT IIePUOJ, KaK IIPaBUIO, OBV CBSI3aHBbI
¢ HapylueHueM auetsl. C BO3pacToM, 0COOEHHO MocCye
14-15 ner, manMeHT HEOJHOKPATHO AEMOHCTPUPOBA
3MU300bl 0OTKa3a or sedyebHoro nuranusa (ITAM-2, Nu-
tri-3 Concentrated, PKU Nutri 3), 4To 3akoHOMepHO
npuBoANIO K nogbeMaM QA 10 KpUTUIECKUX 3HAYEHUIA.
Bpaun-reHeTHKM eXerogHO (PUKCUPOBAIN YXyIIeHNe
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Dynamics of phenylalanine (PA) levels (2018-2025)

IPUBEP>KEHHOCTH AMeTe U HeOOXOAMMOCTD PeryIspHOro
koHTponA QA 1-2 pasa B MecAL,.

CocTrossHMe MaLMIeHTa B HACTOs1ee BpeMs
B HacTosmee BpeMs COCTOSHIME IALlMeHTa CTAOMIBHOE,
OH aflalTMPOBAH, 3aHMMAETCHA CIIOPTOM U MY3BIKOIL,
IPOIO/KAET COOMIONATh IUIO(eHNTaTaHMHOBYIO AMeTy
C YOOBIETBOPUTE/IbHBIM yPOBHEM KOMIIIAEHTHOCTIL.
JlaHHBIE PM3MKATBHOTO MCCIEJOBAHUA: IPK OCMOTpe
COCTOSIHNE MalLIMeHTa YIOB/IeTBOPUTEIbHOE. Temocmoxe-
HIe acTeHndeckoe. Macca tena — 62 Kr, poct — 183 cwm,
nugekc macchol Tenna (MMT) cocrasnser 18,5 Kr/m?2, 41O CO-
OTBETCTBYeT HIDKHel TpaHNIle HOPMa/TbHOTO [JUalla30Ha.
Ko>xHble TOKPOBBI YNCThIE, 6/1eTHO-PO30BbIE, BHICHITTAHMII
HeT. Bupumeble cnmusuctoie 0601049KM 63 maTojornde-
ckux nsmeHeHuit. Ilepupepudeckne numeparndeckue
y37bl He yBenudeHbl. CepledyHo-CcOCYAUCTasI CUCTeMa:
obmactb ceppua 6e3 Buaumoit fepopmanun. ['paHusr
OTHOCUTE/IbHOI CepHedHOll TYyIOCT! B IIpefie/laX BO3-
pacTHoI HOpMbI. TOHBI cepAilla IPUTTyLIeHHbIE, PUTMUY-
Hble; ITyMBbl He BBICTYIIMBAOTCA. JacToTa ceppedHbIX
COKpaleHuit — 72 yi/MuH., apTepuanbHOe JaBIeHNe —
110/70 mm pT. cT. [IpIXaTenbHAs CUCTEMA: TPYHAA KIeTKa
aCTeHNYeCKoil pOpMBI, CUMMEeTPIUYHA, 00e ITOTOBIHBI
Y4YacTBYIOT B aKTe JbIXaHusA paBHOMepHO. IIpu mepkyccun
ompefieNnsAeTCcA HOPMaJIbHbIN JIETOYHBIN 3BYK. [IpIXaHNe
Be3MKY/IAPHOE, XPUIIOB He BbIAB/IEHO. YacToTa AbIXa-
Te/IbHBIX JIBYDKeHMIT — 16/MyH. Oprassl NuileBapeHs:
XKVBOT OKPYIJION pOPMBI, He B3AYT, IPY MajIblIaLy 6es-
6omnesHeHHbIIL. [TedeHb IaNTbIMPYETCs IO KPaio pebepHOIt
nyru. Cenesenka He nanbpnupyerca. CTyJl peryspHBIIL.
MoueBbIenuTenpbHas CUCTeMa: HOACHNYHAA 00/1aCTh
6e3 0COOeHHOCTeT, CUMIITOM ITOKOTAa4MBaHMA OTPULIA-

2022 2023 2024 2025

TE/IBbHBIIL C 00e1X CTOpOoH. ModencnyckaHue CBOOOIHOE,
6esb6onesnenHOe. OTEKM OTCYTCTBYIOT.

INcuxmaeckmii cratyc: Konrakry gocrynen. AKTUBHasA
peub B BUie IPOCTHIX Hepa3BepHYTHIX ¢pas. Crosap-
HBIIT 3amac HeBbICOK. Coob11aeT MpocTble aHAMHECTH-
yeckue cBepenus (PO, Bo3pacT, foMamrHuii agpec,
COCTaB CeMbl). BpeMeHHbIe IpeCcTaBlIeHN B CTaiUN
dbopMuUpoBaHs, BpeMs II0 YacaM He OIpegensieT. JHaeT
OCHOBHBIE I[BETA I OTTEHK, IIPOCThIe TeOMeTpPIIecKe
¢urypsr. O60615aeT B IPOCTHIX CAyYasax. 4-11 TNIIHUIT
UCK/TIOYaeT B MIPOCTBIX CTyYasAX, MOTUBUPYET CBOII BBI-
60p. CpaBHeHMe IIPOBOAUT 110 CUTYaTVBHBIM IIPY3HAKAM.
[Tepeckas 1o CI0>KeTHBIM KapTUHKAM HETOYHBIN, CKPBI-
TBIJI CMBICT He OIIpefernsAeT. DIeMeHTapHbIM HaBbIKaM
caMOOOCTy>XKMBaHMA BIajieeT, onpsiTeH. COH M allmeTuT
He HapyIlIeHbl.

Hesponornmueckuit craryc: 3pauku D=S, peaknns
Ha CBET )XIBasl, KOHBepreHIM: focTaTouHas. CyXOXXWIb-
Hble pedIeKchl yMepeHHble, paBHOMepHbIe. [TaTomornye-
CKUX pedIIeKCOB HeT.

Takum 06pa3oM, B HacTosillee BpeMs BbIPaXKeHHBIX
OTK/IOHEHMII CO CTOPOHBI COMaTHYECKOTO 3/[0POBBA
He BBISBJIEHO, HO OXXMIaeMO HaOIIOAIOTCSA CTOVIKME
HeJpO-KOTHUTMBHBIE U peueBble HapyIIeHNs, TPeOyIo-
1ive HabMIoAeH s ICUXUATPa.

O6c¢cyxpaenne

ITpepcraBneHHbII KIMHUYECKNIA CaydYail [JeMOHCTPU-
pyeT mocnencteus nospgHero BoiABnreHusa OKY u mop-
TBEPXXJAeT, YTO HECBOEBPEMEHHOE IIONy4eHMe M WH-
TepIpeTalMsA Pe3yIbTaTOB HEOHATaJIbHOTO CKPMHMHTA
npuBenu K nospHeit guarHoctuke OKY ¢ dbopmuposa-
HMEM CTOMKMUX IICUXOpPE€YEBBIX M HEVPOKOTHUTUBHBIX

o

63



64

Knmunvecknii cnyyaii/ Clinical case

HapylleHNuil y MauMeHTa. B mepsble ABa roma >KM3HU
pebeHOK HaXOofM/ICs B COCTOSHUM XpoHmdyeckoit ['QA,
YTO BBI3BAJNIO 3afIEP>KKY IICUXOMOTOPHOTO pPa3sBUTUA
U CTOJIKVE HapyIIeHN A IICUXOPeYeBOro 1 KOTHUTUBHOTO
pasBUTHKA, OGHAKO IPAKTMYECKM HE 3aTPOHY/IO COMa-
TUYECKOE 3[JOpPOBbe NaljMieHTa. B nurepaType onmcaHbl
ciydan, koraa getu ¢ GKY aHanormdHo npepcrasieHHO-
MY HaXOIMJIMCh B COCTOSIHMM XpoHudeckoit I'PA Bcnep-
CTBUeE O3 Hel AMarHOCTUKY [15] mim oTKasa pogurenei
oT guetorepanuu [16]. B ornuume ot Hamero manyeHTa
B 3TUX CAy4YadAX y JieTell OTMedYanaach BBIPa>KEHHas Op-
raHM4YecKasl IATOJIOTMSA HEPBHOI CHUCTEMBI: CHacTuye-
CKMe TeTpamapesbl, CHUMITOMATH4YeCKass (QOKaabHAs
SMMUJIENCHA, a Tak)ke MP-kapTiHa o4aros rnmosa u yei-
konatuu. IlocmemHue, cormacHO HaHHBIM JIUTEPATYPBI,
ABJIAIOTCSL XapaKTePHBIMU HENPOBU3YaIM3aLMOHHBIM
npusHakamu OKY m MoryTt orpa)kaTh [IUTEIbHOCTDH
u BeIpa)KeHHOCTb [PA. HeobXxomynMo y4mThIBaTL BO3-
MOYXHO€ Ha/IM4me «HEe3aBMCUMBIX OT 3a00TeBaHUs [Ie-
TepMUHAHT» [17], KOTOpBIE MOTYT IIPUBOAUTHL K 6Gosee
6MaronprsITHBIM MCXOJAM [ake MpPY MO3LHUX JUATHO-
CTUKE ¥ JyeTOoTepammy. YUMTBbIBasg BBINIECKA3aHHOE,
C O[IHOJI CTOPOHBI, CTENEeHDb BbIPA)KeHHOCTY HAPYILIEHNI]
y HaIllero MamyeHTa MoryIa 05 ObITD ellje TsKesee, ¢ APY-
rOil CTOPOHBI, OTCYTCTBME TIOJTHOM KOMIIEHCALIMA JaKe
Ha (POHE AMeTH MOXKET OBITh TAK)Ke CBA3AHO C HEYUTEH-
HpIMI (aKTOpaMU MHAVBUAYaNbHON yasBumoctu. He
VICKJIIOYEHO, YTO ¥ Y HAllleTO NallMeHTa MMEIOTCA XapaK-
tepHble 111 PKY Mopdonornueckme nsMeHeHus B ro-
JIOBHOM MO3re, ogHako MP-mcciemoBaHusa He BBINOI-
Hsicb. OTCYTCTBUE IaHHBIX MAaTHUTHO-PE30HAHCHON
ToMOrpaduy TOIOBHOTO MO3ra He IO3BOJIMIO OLIEHUTH
CTeleHb BBIPA)KEHHOCTY BO3MOXXHBIX M3MeHeHUit 6ero-
TO BeIleCTBA M MX KoppenAnuio ¢ ypoBHeM QA u ABA-
€TCsl OTpPaHNYEHVEM ONMCAHHOTO HaMU KIMHUYECKOTO
HaOIIoIeH .

Ananus puHamMuky ®A ¢ 2018 r. mo 2025 T. BEISABUI
ClIefyIolyie 3aKOHOMEPHOCTIL.

1. Tlepmopbl OTHOCUTE/IBHON KOMIIEHCAIINY HAOIIO-
manuch B 2018 1. (393,3 MmKMonb/i), a TakxKe B 2019 1.
(592,9 MKMOB/M), 9TO YKIa/IbIBAETCS B AMAIIA30H JOIY-
CTMMBIX 3HaYeHUN I MOAPOCTKOB IIPU K/IaCCUYECKOM
dbopme OKY [5]. ITo coBmajjaet ¢ mepuopoM, KOrjga ceMbs
CTpOro cobmrofiana peKOMeHJALNN AVeTOJIOTa, PETY/ISIPHO
UCIIONB30BAINCH IedeOHbIe CMECH ¥ OTPAHMYINBAIOCH
HOCTYIIJIEHNE eCTeCTBEHHOTO OeJIKa ¢ MUIIeit.

2. YmepenHaa I'PA ¢ukcuposamacp B 2021 T.
(683,7 mxmonb/n), 2022 1. (762,3 mkmonb/m) u 2025 rr.
(713,9 mxmonb/m). B 9Tu mepuonsl maumMeHT moayvan
clienManu3upoBaHHOE MUTAHNE, OJJHAKO OTMeYaalCh
3MM30/bl HAPYLIEHU S JUETHI, YTO MOATBEPKAAeTCA K-

YuacTue aBTopos / Authors contribution

A.TI. KuptoTkuHa — aHanu3 1 0630p COBPEMEHHOM NUTEPATYpLI, HANMCaHWe U pefaK-
TMPOBaHMe CTaTbM.

A. ®. TaHalleM — aHann3 MeaMUMHCKON AOKYMEHTaLMK, HamncaHu1e cTaTbm.

HIYECKMMM 3aNNUCAMY Bpaueli-TeHeTUKOB O CHIDKEHNN
IPUBEP>KEHHOCTI.

3. BolpaxeHHasA meKOMIIeHCAIMs 3aperucTpupo-
Bana B 2020 r. (1210 MKMO/B/I), a TaK>Ke ABaKIBl —
B 2023-2025 rr. (1210 MKMO/IB/T). DTU 3HAYEHNs 3HAUM-
TE/IbHO IIPEBBIIIAIOT 6€30IIaCHbII YPOBEHD /IS TALIVEHTOB
¢ ®KY u MoryT OBITDH CBA3aHBI C IIOAPOCTKOBBIMY IHNIIIE-
BBIMM IIPEAIIOYTEHUSMY Y CHVYDKEHMEM KOHTPOJLA palu-
OHa, HeJIOCTaTOYHBIM IOTpebIeHeM 1e4eOHOI cMecH,
yBeIMuMBaloLleiicsa Maccoit Tena (pocT moTpebHOCTH
B OefiKe), a TaK)Xe MePUONAMI CTPECCOBBIX M Y4EeOHBIX
Harpy30K, YTO KOCBEHHO OTPaK€HO B aHAMHECTUYEeCKUX
BAaHHBIX. DNN30Mbl PE3KOTo IOBbIIeHNA ypoBHA DA
Ha ()OHe CHIDKEHU IIPUBEPKEHHOCTH K AMeTOTepaNnn
B IIOIPOCTKOBOM BO3pacTe MOIJIY 3aKPEeIIATh CYLECTBY-
IOLMiT KOTHUTUBHBIN HeQUINT, He TT03BONASA HOCTUYbD
HOTHON KoMIIeHcanuu. Takum o6pasoM, onpaBaaHHO
paccMaTpuBaTh MOGPOCTKOBBI BO3PACT KaK IEpPHOJ II0-
BBILIEHHOTO PUCKA He TOBKO MeTab0MNIeCKOIl JeKOM-
nexcanyy PKVY, Ho 1 He6IaronpuATHOrO JOITOCPOYHOTO
IPOrHO3a NPY HU3KOI MPUBEP>KEHHOCTH JIEY€HNIO0. ITO
TEeHIEeHI S MOATBEP>K/aeTCs NUTePAaTyYPHBIMA [JAHHBI-
MH, BeMOHCTPUPYIOIMMI IIOHVDKeHHble 3HadeHuA 1Q
Yy B3pOC/IBIX MALMEHTOB C HU3KO! NPUBEP>XEHHOCTDIO
7ie4eHNs B MIOPOCTKOBOM BO3pacTe Hake IpU YCIOBUMI
HasHa4YeHNUs paHHel AreToTepanun [18].

3aknrodeHne
Takum 06pa3oMm, IPOBeIEHHBII aHAIN3 TO3BOJIVIT IIPUIL-
THU K C/IE[YIOIINM BBIBOfIAM.

1. ITospusasa puarHoctuka PKY (B Bo3pacre 2 jet) npu-
BeJa K BRIPa)KEHHOI 3aJlep>KKe IICMXOPE4eBOT0 PasBUTHA
U HeJIpOKOTHUTYBHBIM HapyIIEHNAM.

2. Crporas gueToTepanysA I03BONNWIA JOCTUYb OTHO-
CUTe/IbHOV KOMIIeHCAI[ M Tab0paTOPHBIX IIOKa3aTesei
ypoBHA QA B chIBOpOTKe KpoBU. HecMoTpA Ha 9acTnd-
HYI0 KOMIIEHCAIIMIO MeTabOo/IN4eCKOTr0 KOHTPO/Is Ha poHe
OUETOTepanny, KOTHUTUBHBIE Y pedeBble HapyLIeHN ],
chopMuUpoBaBIINECS B IePUOM OTCYTCTBUS JIeYSHU S
(mepBble 2 rofa XM3HM), OKa3anuch Heobparumpimu. He-
JOCTaTOYHAs IPUBEP>KEHHOCTD JIEYeHNIO B OojIee cTap-
1IeM BO3pacTe IPUBOAM/IA K SIM304aM JEKOMIIEHCALINI,
HO He ABJIANACh NEePBUYHON IPUYNHON CPOPMUPOBAB-
nrerocs geduiura.

3. IlpepcTaBneHHbI KIMHUYIECKUI CITy9ali HORYePKN-
BaeT BaXKHOCTb IIPOBE/IEHN A HEOHATaJIbHOTO CKPMHIHTA,
CBOEBPEMEHHOI! JUAaTHOCTUKY BPOXX/IEHHBIX 3a00/eBa-
Huit, B yactHoctu OKY, agekBaTHOTrO IO X0Aa K I€YE€HUIO,
BKJIIOYAIOIIETO CTPOTYIO AMETOTEPANNIO, KOMIITaeHT-
HOCTb POAUTENEN M MeXAUCIVIIINHAPHOE HAOTIOieH e
MalyeHTa.

A. P.Kiryutkina— literature review and analysis, manuscript writing.
Ala’M. F. Ghanayem — medical documentation analysis, manuscript writing.
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