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BBenenue

Bpoxnéuusie HapymieHuss OOMEHa BEIIECTB y JETed MEepBOTrO Tofa >KH3HU
MIPEJICTABISIOT COO0M reTepOreHHYI0 TPYIITY HACIEICTBEHHBIX 3a00JI€BaHU, P KOTOPHIX
ne(eKT OIHOTO WJIM HECKOJNBKHX (PEPMEHTOB, TPAHCHOPTHBHIX OEIKOB WIIM PEryJIATOPHBIX
3BEHbEB METAOOJIMYECKUX NyTed MNPUBOAUT K HAKOIJICHHUIO TOKCHYHBIX METaOOJIUTOB,
neGUUUTy >KU3HEHHO BaXXKHBIX COCIUHEHUN, HAPYIICHWIO SHEPreTHMYECKOro oOMeHa |
MOBPEXKICHUIO OPraHOB M CUCTEM, IIPEXK/IE€ BCETO LIEHTPAJIbHON HEPBHOW CUCTEMBI U ITEYEHHU.
JUnisi 3HAUUTENBHONW YacTH 3TUX 3a00JIeBaHMII WMEHHO TEpBbIE HENENH U MECSIbl KU3HU
SIBJISIFOTCA KPUTHYECKUM MIEPUOJIOM, KOI'/Ia CBOEBPEMEHHASI KOPPEKIUS TUTAHUS OIIPEAEIIAET
HE TOJBKO KIMHUYECKHMI HCXOJ OCTPOro 53MH30/1a, HO M JOJITOCPOYHBIA IMPOTHO3:
COXPAHHOCTb KOTHUTHBHBIX (DYHKUIHN, BO3MOXHOCTH HOPMAJIBHOTO (PHU3UYECKOTO U
IICUXOMOTOPHOI'O Pa3BUTHS, IPEAOTBPAILIEHNE HHBAININ3ALIUHY U JIETAIBHOI'O UCXOAA.

CoBpemeHHbIE NPOrpaMMbl HEOHATaJIbHOTO ckpuHuHra B Pecmybnuke bemapych
MIO3BOJISIFOT BBIABIIATH DSl TSOKENBIX HACIEICTBEHHBIX HApYIIEHUN OOMEHa BELIECTB 10
Pa3BEpHYTON KIMHUYECKON KapTuHbI. OJIHAKO HAJIMYUE CKPUHUHIA HE YCTpaHSIET KIFOUEBOU
MpoOJIeMbl  KIIMHUYECKOW TPAKTHKHU: JII000€ TPOMEJICHHE C HavajJoM aJcKBAaTHOM
JMETOJIOTMYECKON Tepanuu, 11000e HeBEpPHO MHTEPIPETUPOBAHHOE HII IPOUTHOPUPOBAHHOE
CKPMHUHTOBOE 3aKJII0UEHHE, JII00asi CIOHTaHHAs! OTMEHA CHEIHAIN3UPOBAHHOTO MUTAHUS B
aMOyJIaTOPHBIX YCIOBUSIX HEMOCPEACTBEHHO YBEIMUMBAIOT PUCK TSHKEIONW METa0OINYeCKOn
JIEKOMIIEHCALMU. B peaibHOI MpPAaKTUKE Yy 3HAYUTEIBHON YaCTH JIETE ¢ HACIEACTBEHHBIMU
HapylleHussMH ~ OOMEHa  BEIIECTB  PEIIAIOIIMMU  OKa3bIBAIOTCSI  HE  TOJIBKO
Y3KOCTIEIMAIM3UPOBAHHBIC PEIICHNS, HO M JIeCTBUS WM Oe31elCTBIE Bpada-meauarpa mno
MECTY KHUTEIbCTBA, Bpaua KaTaMHECTUUECKOT0 HaOI0IeHus], Bpaya-rneauaTpa CTalroHapa.

Oco0yr0 CIIO)KHOCTh TPEACTABISACT TO, 4YTO JJIsi OOJNBIIMHCTBA BPOXKIEHHBIX
HapylleHuii oOMeHa BeleCTB 0a30BbIM METOJIOM JICUEHHUS SBISIETCS HE TOJBKO
(dapmakoTepanusi, HO ¥ CTPOro CTPYKTypUpOBaHHAsl JUeToJIornueckast koppekuus. [luranue
CTaHOBUTCSI HHCTPYMEHTOM, C IOMOIIBbIO KOTOPOI'O YCTPAHSAETCS U PE3KO OTPaHUYNBAETCS
MOCTYIUIEHHE TOKCHUYECKOro cyOcTpara (Hampumep, (peHunananuia npu (peHUIKeTOHYpHH,
rajJlakTo3bl IPU  KJIACCUYECKOW TaJaKkTO3€MHH, ONPEICIEHHBIX aMHMHOKHUCIOT —IIpU
OpPraHMYECKUX alUJeMUsIX), oOecrieunBaeTcsl aJleKBaTHBI YpOBEHb 0€30MacHOro Oenka u
DHEPruM 3a CYET CIEUMAIU3UPOBAHHBIX CMECEH, MPENOTBPALAETCS TOJOJAHUE U
KaTabonIu3M, MOJACPKUBACTCS POCT W pazBuTue. OmmubOYHOE YMPOIICHHE pAIOHA 10
«MUHUMyMa Oenka» 0e€3 MCIOJb30BaHMUS CHEIHMATM3UPOBAHHBIX MPOAYKTOB JIEUeOHOrO
MUTaHUS BEET HE K YIYyYILIEHHUIO, a K YCYryOJeHHI0 MeTa00INYeCKUX HapyLIeHUH 3a CUET
pacriaga COOCTBEHHBIX TKaHEHl peOEHKa M JOMOJHHUTEIBHOIO MOCTYIJICHUS TOKCHYHBIX
MeTabOIUTOB U3 SHAOTC€HHBIX HCTOUHUKOB.

He wmeHee BaxkHO, uYTO OCOOEHHOCTM NHMTaHUS JeTeil C HacleICTBEHHBIMU
HapylLIeHUsIMH 0OMEHa BELIECTB HAIPSIMYIO KacaloTCsl HE TOJIBKO CTAllMOHAPHOTO 3Tamna, HO
u aMOyJIaTOpPHOTO HaOJIOJEHUs, NEPUOJOB HHTEPKYPPEHTHBIX 3a00JIeBaHUM U JIIOOBIX
CUTyallui, COIMPOBOXKIAIOIINXCS CHUXKEHUEM alleTuTa, PBOTOW, HapyIIEHHEM peXrnMa
kopmiieHus. s pe6€HKa ¢ HapylIeHHEeM OKUCIIEHUS )KUPHBIX KHCIIOT JIUTEIbHBIN HOUHOM
nepepsiB B MpUEME MUILH, JOMYCTUMBIN IS 340POBOTr0 MJia/IeHIa, MOKET CTaTh ITyCKOBBIM
MEXaHU3MOM TsDKENON runornukemun. s pe6€Hka ¢ (EeHUIKETOHYypUEH HEeperyspHoe
MOCTYTUICHUE CIICIHATIM3UPOBAHHON CMECH M CAMOBOJIBHOE YBEIMYCHHE 00BEMa OOBIYHBIX
NPOAYKTOB TMPHUBOJAT K XPOHUUYECKOW TrHNeppeHuIalaHUHEMU M PHCKY CTOHKOTO
UHTEJJIeKTyallbHOTO  Aeduuura. Jlng  pebGEHka ¢ OpraHMuYecKod  anujeMuein
HEOTPETYJIMPOBAHHBIA OENKOBBIM PAalMOH TMOBBIIIAET BEPOSITHOCTH >KU3HEYTPOKAIOLIETO
MeTaboIMUecKoro anuao3a. B 3TuX W JApyrux CUTyalusx HMEHHO Bpay-neauarp,
Habmoaonmii pe6éHkKa, J10KeH 001aJaTh JOCTATOYHBIMU 3HAHUSAMH, YTOOBI HE JOMYCTUTh



OTMEHBI )KM3HEHHO HEOOXOAUMOM TUETHI, CBOEBPEMEHHO YCUIIUTh HYTPUTUBHYIO MOAJIEPIKKY
Y MHULMMPOBATh SKCTPEHHBINM aITOPUTM IIPU YTPO3€ IEKOMIIEHCALIUH.

JlononHUTEIbHBIM aCIIEKTOM SIBJISIETCS. OTHOUICHHE K T'PYJHOMY BCKapMIIMBAHHIO.
HcTtopuyecku Tpu BBISABICHHHM HACIEICTBEHHOTO HApYIICHHs OOMEHa BEIECTB MaTepH
HEpEeJIKO PEKOMEH0BAJIOCh HEMEVIEHHO NMPEKPaTUTh KOPMIIEHHUE TPYJHBIM MOJIOKOM «H3
npenocTopoxHocTH». COBpeMEHHBIH Hay4HbIH mojaxoa Tpedyer anpdepeHIupoBaHHOTO
pelieHus: B psA€  COCTOSHUM, TakuX KaKk (DEHWIKETOHYpHUS, OMNpeecs€HHbIC
AMUHOKHCJIOTONIATUH M YaCTh OPraHMYECKUX alUuAEMUN, IPYAHOE MOJIOKO MOXKET U JOJHKHO
COXPAHATbCA B CTPOrO PACCUYUTAHHOM OOBEME B COYETAHHUU CO CIEHUAIU3UPOBAHHBIMU
CMECSIMH, YTO YJIYy4IIaeT HyTPUTUBHBIN CTATyC U MOBBIIIAET NPUBEPKEHHOCTD JeueHut0. B
IpYyTUX CcIOy4yasiX, HampuMep MpH KIACCHUECKOM TallaKTO3eMHH, TPYyJHOE MOJIOKO
IIPOTUBOIIOKA3aHO, U €ro MPOAODKEHUE IPEACTABISET NPSIMYIO Yrpo3y XU3HU. Takum
o0pa3omM, BOMPOC O AOMYCTUMOCTH U 00bEME TpyJHOr0 BCKAPMIIMBAHUS TPU KakKIOM
KOHKPETHOM JAMarHo3e TpeOyeT 4ETKUX, Hay4YHO OOOCHOBAaHHBIX OPHUEHTHUPOB, JAOCTYIIHBIX
Bpauy-meauaTpy B MOBCETHEBHOM MPaKTUKE.

B peanpHOIl KiIMHMUYECKON paOoTe Bpaud IEPBUYHOIO 3BEHA CTAJIKUBAIOTCSA C
HECKOJIbKUMH THUIHYHBIMH TPyIHOCTIMH. K HX dYHCIy OTHOCSTCS HEYBEPEHHOCTh B
MHTEPIPETAlMA  PE3yJbTaTOB CKPUHUHTA U  CHENHAIM3HPOBAHHBIX JIA0OPATOPHBIX
UCCIIEIOBaHHUM, OTCYTCTBUE CTPYKTYPUPOBAHHBIX aNTOPUTMOB JEHCTBUII IpU BpPEMEHHOM
YXYALLEHUU COCTOSIHUSI pebEnka, HEZ0CTaTOYHOE 3HaHUE KOHKPETHBIX
CHEIHATM3UPOBAHHBIX CMECEH U MPOJIyKTOB JIEYEOHOT O MUTAHUS, JOCTYITHBIX Ha TEPPUTOPUU
Pecny6nukn Benapych, 1 HESICHOCTh B BOIPOCAX COYETAHHS ITUX MPOIYKTOB C TPYAHBIM
MOJIOKOM M CTaHJAPTHBIMH cMecsIMHU. OTCYyTCTBHE €IUHOOOPA3HBIX MOAXOA0B MPUBOAUT K
(bparMeHTapHBIM ¥ HHOT/Ia POTUBOPEUYNBBIM PEKOMEHIAIHSIM, YTO CHIKAET JIOBEPUE CEMBH
K JICYCHUIO, YXYAIIACT MPUBEPKEHHOCTh TUETE U MOBBIIIAET PUCK METAO0INYECKUX KPU30B.

Hacrosimiue =~ meroguueckue  peKOMEHJIAUuu  pa3paboTaHbl € LENbIO
CHCTEMaTU3HPOBATh 3HAHUS O BHJIaX BPOXKJIEHHBIX HapyIlIeHU oOMeHa BellecTB, HauboJee
3HAYUMBIX Ha MEPBOM TOJYy H3HHU, ONUCATh OPUEHTHPOBOYHBIE CPOKH M OCOOEHHOCTH
KIMHUYECKUX MPOSIBIECHUH, 0003HAYUTh KIIIOUYEBbIE JTUArHOCTUUECKUE MapKephl, a II1aBHOE
— MPEJICTaBUTh YETKHE, MPAKTUKO-OPUEHTUPOBAHHBIE MOAXObl K OPraHU3alMM MUTaHUS
Takux JeTed. BxirodeHbl pasnenbl, NOCBALIEHHBIE OCOOEHHOCTSM JIUETOJIOTMYECKON
KOPPEKIMHU MPHU pa3INUHbIX IPYINax HapylIeHU 0OMeHa BEIIEeCTB, C yKa3aHHUEM [IPUHIIUIIOB
WCIIOJIb30BAaHUs CIELUATN3UPOBAHHBIX CMECEH JIs1 HyTPUTUBHON NOJIEPKKHU, JOCTYIIHBIX B
ycinoBusix PecnyOonmuku benapych, a Takke pas3ziel O BO3MOXHOCTSAX U OTPAaHUUYEHUSIX
IPYAHOTO BCKapMJIMBAHUS NPU KOHKPETHBIX HO30JIOTHSAX. PEKOMEHIAMN OpUEHTUPOBAHBI
Ha Bpaya-reauaTpa, KOTOPbI NMpUHUMAET pelleHUs Ha amMOyJIaTOpHOM 3Tane, B JHEBHOM
CTallMOHape, B OTJAEJICHUM NaTOJIOTMM HOBOPOXAEHHBIX M IIPU KaTaMHECTHUYECKOM
HaOJII0/IEHNH, U TIPU3BaHbl 00ECIIEYUTh IPEEMCTBEHHOCTh ¢ pabOTOM criennaiu3upOBaHHbIX
MeTa0OJINYECKUX LIEHTPOB.

Takum 006pazom, mocooue SABIAECTCS HHCTPYMEHTOM, ITO3BOJISIOIINM Bpady-TeInaTpy:

00OCHOBBIBaTh M TOAJCPKHUBATH JHETOJOTHYECKOE JICUEHHE KaK KIF0UeBOM
KOMITOHEHT Teparuy BPOXKAEHHBIX HapyLIeHHI 0OMEHa BEIIEeCTB;

u30eraTb ~ TUIMYHBIX  OIIMOOK, CBSI3aHHBIX C  HEONpaBAAaHHOW  OTMEHOM
CHeIHaTM3UPOBAHHBIX MPOYKTOB UM HEAJIEKBATHBIM OIpaHUYEHUEM MTUTaHUS;

BOBJIEKAaTh CEMbIO B HHPOPMHUPOBAHHOE U OCO3HAHHOE y4YacTue B JICUeHUH peOEHKa;

obecrieunBaTh OE30MACHBIN TTEPEX0/] OT CTAIIMOHAPHOTO BEJCHUS K HAOIIOIEHUIO TI0
MECTY JKUTENbCTBA 0€3 YTpaThl KauyecTBa U HEMPEPHIBHOCTU TEPAITHH.



Pazgea 1. OcHOBHBIE Ipynnbl 00MEHHbIX HAPYILIEHUI NEPBOro roga
KU3HU

Knaccuuecku BpO}K,Z[éHHI)Ie HapylaICHUA obMeHa BCIIECTB pacCMaTpuBarOTCA C
HO3I/IL[I/H\/Jl HCCKOJIBKUX MAaTOICHCTUYCCKUX I'PYIIIL:

pacctpoiicTBa 0OMEHa aMUHOKHUCIIOT (aAMUHOKHUCIIOTOIATHH );
OpraHUYeCcKUe aluIEMUU;
neEeKThI [IUKJIAa MOYEBUHEI;
HapyIICHUS 3-OKUCIICHUS )KUPHBIX KUCIIOT;
HapyIICHHsI YTJIEBOJHOTO OOMEHA, B TOM YHCIIC TAJIAKTO3EMUS,
. IpyTHe «UHTOKCUKAIMOHHBIC» W  DJHEPreTHYeckue Je(PeKTsl, pexe
MaHU(}ECTUPYIOLINE B HEOHATAILHOM MIEPUOE U Ha MEPBOM IOy KHU3HU (B paMKaxX JaHHOTO
MOCOOMS YITOMHHAFOTCSI JIUIIb KaK KOHTEKCT).

s Bpaua-niequaTpa BaKHO MOHUMATH OOIIYIO JIOTHYECKYIO CXEMY:

AMHUHOKHCJIOTOIIATHUH, OPraHU4YCCKUC alHUuACMHU U ,I[e(beKTLI OUKJIa MOYCBUHBI
OTHOCATCA NPCUMYLICCTBCHHO K «MHTOKCUKAIVOHHBIM)) 3a00/IeBaHUsIM: HAKOILUIEHUE
cy6CTpaTa WIN TOKCUYHBIX META0OIMTOB BBI3BIBAET SHHGQ)aHOHaTI/II-O, pBOTY, JIETAPruio,
Cyoporu W TpeOyeT OBICTPOTO OTrpaHUYCHHUS KOHKPETHOTO CcyOcTpaTa B COYCTAHHH C
obecnieuennem sueprun [Arnold GL. Inborn errors of metabolism in the 21st century: past to
present. doi: 10.21037/atm.2018.11.36.];

HApYHICHUA OKUCIICHUSA JXUPHBIX KUCIIOT — 9TO B IIEPBYIO O4YCPEAb BHGpFCTI/I‘{eCKI/Iﬁ
JIeUITUT TIPH TONI0C: PeOEHOK HE MOXKET UCTIONB30BATh KUPBI ISl TIOIICPIKAHUS TIIHKEMHUH,
" OIMACHOCTDb IPCACTABIIAIOT IICPHUOAbI I'OJIOJaHH A,

TaJaKTo3eMusi — TPUMEpP TOKCUYECKOTO JIEUCTBHUS YTIEBOAHOTO CcyOcTpaTa
(rayakTo3bl), TPEOYIOIIET0 HEMEAJICHHOTO HCKITIOYEH S MOJIOUHBIX MpoayKToB [International
clinical guideline for the management of classical galactosemia: diagnosis, treatment, and
follow-up, 2016];

BO BCEX I'pyNnax MMEHHO MUTaHue (UTo U Korja peOEHOK MOoTydyaeT WK He TI0JIyYaeT)
ABJISACTCA KIIFOYEBBIM MO,Z[I/I(i)I/II_II/IpyeMBIM (I)aKTOpOM IMpOrHo3a.

1.1. Hapymennst o0MeHa aMMHOKHCJIOT (AMHHOKHCJIOTONIATHH)

K nanHol rpymme oTHocATcA 3a0o0jieBaHUs, NMPU KOTOPHIX HAapyIIeH KaTaboIu3M
OIpeIeIEHHBIX aMUHOKUCIIOT WM CHUHTE3 HeoOXOoAMMbIX MmerabonurtoB. Ha mepBom rony
JKN3HHU KIMHUYCCKH 3HAYUMBIMH [JId TMPAKTHKU [OCAuaTpa ABJIAIOTCA MTPCKIAEC BCCro
(beHunkeTonypusi, 00Je3Hb KJIEHOBOTO CHUpPONa, HEKOTOpbIe (OPMBI THUPO3UHEMHH U psAa
JIPYTUX AMUHOKHUCIIOTOIIATU .

1.1.1. ®enunkeTonypus

DEHUIKETOHYpUSI — KJIACCUUYECKUU TpPUMEpP «CKPUHUHIOBOW» MATOJOTUHU, TPHU
KOTOpOI MpHU CBOEBPEMEHHOI AUETOTepanuu yIaETcsl MOJTHOCTHIO MPEAYNPEIUTh TSKETOE
MOopakeHHe IEHTPaIbHON HEepBHOU crucTeMbl. [loBbINIeHNE KOHIIEHTpalluu (heHUIIalaHuHA B
KpoBU Tipu Aeduiute (HeHUIaTaHUHTHIPOKCUIA3bl TPUBOJIUT K HAKOTUICHUIO TOKCHYHBIX
MeTaboONMMTOB W  HAPYIICHUIO  MUCIMHM3AINH,  CO3PEBaHUS  HEUPOHOB U
HEHPOTPAHCMUTTEPHOTO OOMeHa. be3 JjeueHus TUMUYHBIE KIMHUYECKUE TPOSIBICHUS
(3amepkKa ICUXOMOTOPHOTO Ppa3BUTHs, CYJOpPOTHM, IIOBEIEHYECKUE PACCTPONCTBA,
cnenuduaeckuii  3amax) GOPMHUPYIOTCSI B TEUYEHHE TMEPBBIX MECSIEB U CTAHOBSTCS



neobparumeivu [Arnold GL. Inborn errors of metabolism in the 21st century: past to present.
doi: 10.21037/atm.2018.11.36.].

CoBpeMeHHBII HEOHATaNbHBIM CKpUHMHT B PecmyOnuke bemapych mo3BomsieT
BBISIBUTH (DCHUIIKETOHYPHIO [0 TOSBJICHUS KIMHUKH; IO3TOMY Ui Bpada-leaudaTpa
MPUHLHUIIAAIBHO BAaXHO!

CBOEBPEMEHHO OTpEarupoBaTh Ha COOOIIEHNE CKPUHUHTOBOH J1aOOpaTOpHH;

yOenuThCs, UTo peOEHOK HAIIPABIICH AJIsi KOHCYJIBTAIlMK K Bpayy-TeHETUKY;

HE [IONyCKaTh 3aJCpXKM B HAa3HAYCHUU HHU3KO(DEHWIAJAHWUHOBOW IUETHl H
CHeUaIu3UPOBAHHON CMECH.

KiroueBoll JMAarHOCTUYECKUM MapKep — YCTOWYMBO IIOBBIIIEHHBIM YpPOBEHb
¢denmnananuHa B IU1a3Me  (MOClie  TOATBEP)KICHHUS CKPUHUHTA), C MOCIEAYIOIIUM
JMHAMUYECKUM KOHTPOJIEM Ha (poHEe TUeTOTeparuy.

1.1.2. bone3Hp KJIEHOBOIO CUPONA U IPYTrMe aMUHOKUCIOTONATUH

[lpn HapymeHusx oOMeHa pa3BETBIEHHBIX AMUHOKHUCIOT (JCWIMH, HW30JICHIIMH,
BAJIMH) WIN APYTrUX crnenu(uyeckux MyTed yxe B IMepBble AHU-HEACTH J>KU3HU MOTYT
HOSIBIISITHCS:

BSJIOCTH, HAPYIIEHUS COCAHUs, PBOTA;

OBICTPO Mporpeccupyomias YHIepanonaTus, Cy10pory;

XapakTepHbIe 3anaxu (pu 00JIE3HU KIIEHOBOT'O CHPOIIA);

7a00paTOPHO — BBIPRKEHHOE TOBBIINICHHE COOTBETCTBYIOIIMX AMHUHOKHCIOT M HMX
KETOKHCIIOT.

JIMarHOCTHYECKHE MapKephl ONPEIEISIOTCS B CIICHAIM3UPOBAHHBIX JT1a00paTOPHsIX,
OJTHAKO IS TIeaUaTpa KpUTHYHO PACIO3HATH JIFOOBIE MPU3HAKH TDKENIOH dHIIedaTonaTny Ha
¢oHEe OETKOBOTO MNUTAaHHSI W HE JIOMYCTHTh IPOJOJDKEHUS OOBIYHOTO paluoHa IpH
M0JI03PCHUH HAa aMHUHOKHCIIOTOIIATHIO 10 KOHCYJIbTAIlMK B MeTabonnyeckoM ientpe [Arnold
GL. Inborn errors of metabolism in the 21st century: past to present. doi:
10.21037/atm.2018.11.36.].

OOmMM 1715 TPYIIIIBI SIBISIETCSI HEOOXOAMMOCTD:

v OrpaHWYUTH MOCTYIUIEHHE TOKCHYHBIX aAMHUHOKHCIIOT;

v UCIOIB30BaTh aMMHOKUCIOTHELIE CMECH, CBOOOHbIE OT JAaHHBIX CYyOCTpPAaTOB, KaK
HCTOYHUK 0€30MacHOro Oemnka;

v\ NOIJIEepKUBATH JOCTATOUHYIO SHEPTETUYECKYIO LIEHHOCTh IIMTAHUSL.

1.2. Opranuyeckue anuaeMun

Opranuyeckue anuaeMud (HampuMep, METHIIMAJIOHOBas alUAeMUs, IPOINUOHOBas
alMJIeMHsi, M30BaJlepHaHoBast anujaeMus) oOycIIOBIEHBI OJIOKOM Ha ypoBHE (hDepMEHTOB
KaTabolu3Ma aMUHOKHCIOT W HEKOTOPBIX JIMMIHAOB, MPUBOASIIMM K HAKOIJICHUIO
OpPraHUYECKUX KHCIOT, METAa0O0IMYeCKOMY alua03y, THIEPaMOHEMHH U TOKCHUYECKOMY
BO3/ICVCTBUIO HA IEHTPAIbHYIO HEPBHYIO CUCTEMY, KOCTHBIM MO3T, CEPJLIE.

1.2.1. Bo3pact Mmanudectanuy u KIMHIIECKHE 0COOEHHOCTH
TunuaHas KapTUHA IS KIIACCUYECKUX TAKENBIX HopM:

. MaHu(ecTalsl B TEUEHHE MEPBbIX JHEW WIM HEAelb MOCle POXKISHUS,
HEpEeJIKO MocyIe Hayala akTUBHOT'O OEJTKOBOTO MUTAHUS;

o MTOBTOPSIIOIIASICS PBOTA, OTKA3 OT €JIbI, BSUIOCTh, TUTIOTOHUS, STTU30/IbI aITHOD;

o OBICTPOE PA3BUTHE TIKEIOTO METAOOIMYECKOTO alua03a (C MOBBIMICHHBIM

AHUOHHBIM I/IHTCpBaHOM), TUIICP- WA TUIIOTJINKCMUU, TUTICPAMOHCMHUU



. WHOTJa — UHPEKIMOHHO-TIOTOOHBIN CHHIPOM 0€3 SIBHOTO Ovara HH(EKIUH.

B oTcyTcTBHE 1IeneHanpaBIeHHON AUarHOCTUKH PEOEHOK MOKET OBITh PaclieHeH KaKk
CENTUYECKHI, UTO BEAET K 3a7epkke creruduueckoii epanuu [Arnold GL. Inborn errors of
metabolism in the 21st century: past to present. doi: 10.21037/atm.2018.11.36.].

1.2.2. JIluarnocTuyecKre MapKepbl

[Tono3penne 1OJKHBI BBI3bIBATD:

TSOKEIBIH META00INYECKHN alliI03;

COYETaHME alu03a C TMIIEpaMOHEMHUEH;

OTCYTCTBHE MOATBEPKAEHHON TSKENON MH(peKuuu;

aHaMHe3 yXY/IIEHUs 10CIIe YBEIUYEHHs OeTKOBOr0 KOMIIOHEHTA ITUTaHUs.

ANANENRN

JlaGopaTopHOe  TNOATBEP)KICHHME:  AHAIU3  OPraHUYECKUX  KUCJIOT  MOUYH,
AIMJIKAPHUTUHOBBIA ~ TPOQMIIb, AMUHOKHCIOTHBIA TpPOQHUIL KPOBH, MOJEKYJISPHO-
TCHETUYECKasl JUarHOCTHUKA.

C nueTonoruyeckoi TOUKHM 3peHHs BCe OPraHUYeCcKue aluaeMuu — 3a001eBaHUs, IPU
KOTOPBIX:

L4 OrpaHNM4uBacTCs NOCTYINNICHUEC NPCAIICCTBYOINX aMUHOKHUCIIOT,

L4 Ha3sHa4YarTCsA CIICHUAJIM3NUPOBAHHBIC cMECH C MOI[I/I(l)I/IIII/IpOBaHHI)IM
AMHWHOKHUCJIOTHBIM COCTaBOM,

o oOecrieunBaeTcsd BBICOKAs OHCPICTUYCCKAasd HACBIMICHHOCTL paloyvoHa IJId

MPEJOTBPAICHHUS KaTaboIn3Ma.
1.3. JedexThl HMKIA MOYEBHHBI

JedexTsl pepMEeHTOB LIMKJIa MOYEBHHBI IPUBOJAT K HAPYIICHUIO YTUIM3AUU a30Ta
U HaKOIUICHUIO aMMMakKa. DTU 3a00JIeBaHMUs OTHOCATCS K Haubosee yrpoXarolluM KU3HH
HEOHATAJIbHBIM COCTOSTHUSIM.

1.3.1. KiiuHnyeckast KapTUHA U CPOKU IIPOSIBICHUS

Knaccuueckas HeoHaTanbHass Qopma — peOEHOK poXKIaeTcss KIMHUYECKH
0JIaromoy4HbIM; Ha 2-3 CyTKH KWU3HH, MOCJIE Hadajaa MOJHOIEHHOTO OSJIKOBOTO MUTAHUS,
pa3BHUBaeTCs MPOTPECCUPYIONIAs BSUIOCTh, TUIIOTOHUS; OTKa3 OT TPpyIu/OyThIJIOUKH; PBOTA;
BO3MOKHA THUINEPBEHTWISAIMUS, DJMU30AbI alHO0d; OBICTPO (QopMUpYETCS BBIpaKEHHAs
sHIeaNonaTHs BIIOTH 10 KOMBI.

1.3.2. JIluarHocTuyeckre MapKephbl

KnroueBoit nabopaTopHblif mpU3HaK — TsDKENas THIEPAMOHEMHsI IIPU OTCYTCTBHH
BBIPAXEHHOTO METa0OINIECKOTo anuaos3a. JlononHuTENBHO aHAJIN3UPYIOTCS
AMUHOKHCIIOTHBIM MpO(UIL TIa3Mbl, COOTHOIIEHUS OPHUTHHA, LUTPYJJIMHA, apTHHHUHA,
MIOUCKOBBIE MPOGUIN MOYH; OKOHYATENIbHBIN JMArHO3 YCTaHABIMBACTCS BPAYOM-T€HETHKOM
[Neonatal Screening https://register.awmf.org/].

Jns Bpada-miemuaTpa TPUHIMIHAIHGHO Ba)XXHO 3HATh, YTO NPH JIIOOOW HESCHOMN
sHIledATONATHH HOBOPOXKIAEHHOTO WJIM MJAJEHIIa C THIepaMOHEMHEW HeMeIJIeHHO
paccMOTpeTh AePeKT IMKIa MOYEBHHBI, MPEKPATHUTh H30BITOYHOE OEIKOBOE MHUTaHUE,
00eCreunTh PHEPreTUYECKYI0 MOAJEPKKY M OpPraHM30BaTh JKCTPEHHYIO KOHCYJBTAIUIO
MeTa00JIMYeCKOTo IIEHTPA.



Jluetonorudecku 3TU 3a00ICBaHUS TPEOYIOT:

v/ CTPOroro KOHTPOJIs CYMMAapHOIro OEJIKOBOrO MOCTYIICHHUS;

v HUCITOJIB30BaHUA CIICIUAJIN3NUPOBAHHBIX cMecel C alalITUPOBAHHBIM
AMHHOKHUCIIOTHBIM COCTaBOM;

v CcTa0MJIBHOIO 00ECIICUEHUS DHEPTHHU JUIS TIPEIOTBPAIIEHHS KaTa0oI13Ma.

1.4. Hapymienusi f-okuciieHHs ;JKUPHBIX KHCJIOT

['pynima HapyIIeHW OKUCICHUS KUPHBIX KHCIOT (TIPeXk/Ie BCEro ACPUIUT CpeaHen
neru anwi-KoA-neruaporenassi — MCADD) oTHOCHTCS K 3HEpreTH4eckuM edeKTam:
OpraHu3M HE MOXET HCIOJIb30BaTh >KUPHBIE KUCIOTHI MPU TOJOJAHUU, YTO MPUBOJIUT K
OITACHOM TUITOTrTIUKEMMUHU.

1.4.1. Knuanyeckue 0COOEHHOCTH

XapakTtepHa cleaylomas CHUTyauus: peOEHOK pa3BUBACTCI  OTHOCHUTEIBHO
Onarornoyiy4Ho; Ha (QoHe yATMHEHHOrO HMHTEpBaia 0e3 KOPMIIEHUS, WHTEPKYPPEHTHOTO
3a00JIeBaHMUs, PBOTHI HJIM OTKa3a OT IUIIM IMOSBISCTCS BSUIOCTh, COHJIMBOCTB; CHUKCHHE
TOHYCa; CyJIOPOTH; TUIOTIIMKeMHUsI 0€3 BRIPaKEHHOT'O KET03a; BO3MOKHA BHE3AIMHAsI CMEPTh.

YacTte J1eTeil MOXET BBIABIATHCA HEOHATAIBHBIM CKPUHUHIOM JI0 TE€PBOU
JNEKOMIICHCALIMM, YTO MPUHLUIHAIBHO HW3MEHSET IPOTHO3 MPU YCIOBUM MPABUIBHOU
opranm3anuu nutanus [Arnold GL. Newborn Screening for Inborn Errors of Metabolism.
OBM Genetics 2023; doi:10.21926/obm.genet.2304197.].

1.4.2. JlnarHOCTHYECKHE MapKEPhI

v XapaKTepHBIA TPOPIITH AIUIKAPHUTHHOB B KPOBH;
v 3MU30/1bl TUIIOKETOTUYECKON TUIIOTIIMKEMHUH;
v MTOATBEPKICHUE MOJIEKYJISIPHO-TEHETUYECKUMU METOAaMHU.

JUs  MpakTHKYIOMETO Bpaya-eAnarpa HEOOXOJUMO IMOHMMAaTh, 4YTO TJABHBIM
MPOBOLUPYIOUIMM (DAaKTOPOM SIBJISIETCS TOJIOJIAaHME, MOITOMY TUETOJIOTHYECKas CTpaTerus
BKJTIOYAET:

HpPEeOTBpALEHHE JITUTENbHBIX HHTEPBAJIOB MEXy KOPMICHUAMHU (OCOOEHHO HOYbIO
Y TIpH JIF0O0M 3200J1€BaHUN );

OpU HEBO3MOXKHOCTH JHTEPAJIbHOTO IUTAaHHUS — CBOEBPEMEHHOE Ha3HaueHUe
BHYTPUBEHHOH TIIFOKO3bI;

UCIOJIb30BaHUE OOBIYHBIX CMECEH WIIM TPpYAHOTO0 MOJOKAa BO3MOXKHO, HO B paMKax
CTPOTHMX pPEKOMEHJAIMH M0 MaKCUMalbHOH aiutensHocTH rojoxanus [MCADD dietary
management guidelines].

1.5. HapyuieHus yriieBoJgHOro 00MeHAa: KJIaCCHYECKas rajaKTo3eMus

C mpakTUYECKON TOYKH 3PEHHs Ui TIEPBOTO TOJA KU3HU 0CO00€ 3HAUYEHHWE MMEET
KJIacCHMYecKasl TrajakTO3eMHs, CBsi3aHHas C TOKENBIM  aedunuToM  rajgakTo3o-1-
dbocharypuauntpancdepasbl. HecrmocoOHOCTh TiepepadaThiBaTh TalaKTO3y MPUBOAUT K
HAKOIUICHUIO TOKCUYHBIX META00JIUTOB, TOPAKESHHIO TIEUEHH, MTOYEK, [IEHTPATbHOW HEPBHOM
CHUCTCMBI U IMOBBINICHHOMY PHCKY CCIICHCA.

1.5.1. Knunuyeckasi KapTHHA
OOBIYHO TPOSIBIISIETCS B MEPBBIE JHU-HEAETH KU3HU NMPU OOBIYHOM BCKAPMIIMBAHUH
IPyIHBIM MOJIOKOM WJIM CTaHJAPTHBIMH CMECSMHU: PBOTA, TUapesi, OTCYTCTBHE MPHOABKU



MAcCCBhI; 3aTsoKHasd WM HapacTaromasa XCEITyxa; IeraroMEerainsd, MpU3HaKh MIEUYEHOYHOM
HCAOCTATOYHOCTH 1 KOAryJiIonmaTuu, ruliorJIMKCMHU BBICOKHUH PpUCK TOKEIOr0 C€IIcuca, B TOM
yrcie Bei3BanHOro Escherichia coli [International clinical guideline for the management of
classical galactosemia: diagnosis, treatment, and follow-up; Berry G.T. Classic Galactosemia
and Clinical Variant Galactosemia., 2021].

1.5.2. JlnarHOCTHYECKHE MapKEPhI

v cumwkenue aktuBHOCTH GALT B spuTponunTax;

v/ TOBBILIEHHE YPOBHS raJakTO3bl M raaakto3o-1-pocdara;

v/ JlaHHBIC HEOHATAIBHOTO CKPUHUHTA (B TIPOrpaMMax, rjie 3a00JIeBaHie BKIFOUEHO).

Kit04eBoil MPUHIHUIT JICYCHHUST — IMETONIOTHICCKHE MEpPhI JODKHBI OBITh HAYaThI
HEMEUICHHO TIpH T[OJO3PCHUH, HE JOXHAAsICh MOJHOTO MOATBEPXKICHUS: TOJHOE
UCKITFOUCHHE TPYIHOTO MOJIOKA M JFOOBIX CTAHIAPTHBIX MOJIOYHBIX CMECEH, MEepeBOj Ha
COOTBETCTBYIOIIYIO rajlakT030-cB0OOIHY 0 hopmyity [Human Genetic Society of Australasia
2024].

1.6. Ipyrue rpynnbl ¥ o01masi KIMHUKO-INATHOCTHYECKAA JTOTHKA

CymecTByloT ®  JIpyrue  BpPOXACHHBIC  HApyIICHHWs  OOMCHAa  BEINECTB
(MUTOXOHpUATBLHBIE OO0JE3HU, TU30COMHBIE 00JIE3HH HAKOIUJICHHUS, Te(EKThl TPAHCIOPTA),
KOTOpBIC MOTYT MaHU(eCTUPOBATH B IEPBBIN 101 KU3HU. OTHAKO B KOHTEKCTE OPTaHU3AIHH
MUTaHUs B OOLIEH MeauaTpuveckor MpaKTHKe HauOojee BaXHbl MMEHHO MepedHCICHHbIC
BBIIIIE TPYMIIBI, TOCKOJIBKYCOHU OTHOCUTENIHHO Yallle BRISBIISIOTCS B PaMKax HallMOHATbHBIX
MpOrpaMM CKPUHUHTA;CIJII HUX pa3zpaboTaHbl YETKUE AMETOJIOIMYECKHE CTpPaTervw,
BKJIIOYAsl CHEIUATU3UPOBAHHBIE CMECH; I[HUTAaHUE€ B OTUX HO3OJIOTHSX  SIBJISIETCS
HEIMOCPEICTBEHHBIM UHCTPYMEHTOM IPEI0TBPAIICHHS OCTPHIX KPU30B.

s Bpaya-nenmarpa KIIOYeBas 3aJada — HAYYUThCA paClO3HABAThb CHUHIPOMBI
HaCTOPOKEHHOCTH, TPeOYIOIIre UCKIIOYEHNsI BPOXKIEHHBIX HApYILIEHUH 0OOMEeHa BEIEeCTB:

o paHHss »HUedamonatus 0e3 JOKa3aHHOIO0 TUIOKCHYECKH-HIIEMHUYECKOIO
MHCYJbTA WU TSDKENOM nH(peKuy;
o MOBTOPAIOLIAsICS PBOTA, OTKa3 OT €7bl, OTCYTCTBHE NpUOABKH MaccChl B

COUETaHUMU C JAOOPATOPHBIMU HAPYIIEHUAMH (AlHU]103, THUINEPAMOHEMHUSI, THUIIOTJIMKEMHUS,
LIUTOJIN3, XOJIECTa3);

o TsKENasi THIepaMOHEMHS,;

o TMIIOKETOTHYECKAs TUIIOTJINKEMHUS;

o BbIp@)KEHHasl ME4YEHOYHas HEJIOCTaTOYHOCTh Y TIpynHoro peO&Hka 0Oe3
OYEBHUIHOW MH(PEKIIMOHHON MPUYNHBL;

o YXYJIIIEHUE COCTOSIHUS TOCNie BBEICHHS OOBIYHBIX OENKOBBIX CMeced WM

MOJIOKA.




Pasnen 2. OOmue NPUHUMOBI JMETOTEPANMU NPH HACIEACTBEHHBIX
HApYUIeHHUsIX 00MeHAa BellecTB

Jlueroreparnus Ipu HACIICACTBEHHBIX HAPYIICHUSIX 0OMEHA BEIIECTB Y JACTEH MEPBOTO
rojia KU3HH SIBJISIETCS HE BCIIOMOTATEIbHBIM, a IEHTPAIBHBIM, 3a4acTyIO ONPEAEISIONINM
KOMIIOHCHTOM JICUCHHUS. B OTJIMYKE OT CTAaHIAPTHBIX PEKOMEHIAIMI MO BCKAPMIIHBAHHIO
3JI0POBBIX JIETEH, 371€Ch IIMTAHKUE BBICTYIIAET IeJIeHANPABICHHBIM HHCTPYMEHTOM KOPPEKIIHH
NaTOOMOXMMHUYECKUAX TPOIECCOB: OrPAHMYMBACT IMOCTYIUICHHE TOKCHYHOTO CyOcTpara,
obecrieunBaeT OpPraHM3M O€30MaCHBIMH HYTPUCHTAMH, TPEAYIPEkKIAET KaTabOoIUu3M H
JHEPreTHUYCCKUH MeUIMT, CIOCOOCTBYET HOPMAIBHOMY POCTY U Pa3BUTHIO LIEHTPATbHOM
HEPBHOM crcTeMbl. HecoOumoieHre Wik «CMSATYEHHE» IUETONIOTHIECKHX PEKOMEH AN B
3TOM IPYIIIIE NANUCHTOB HAMPSMYIO CBSI3aHO C PUCKOM HEOOPATHMOTO MOPAKEHHS TOJIOBHOTO
MO3ra, TSHKEIBIX MeTaboNIMYeCKHX Kpu3oB W jetanbHoro wmcxoma [Arnold GL. Newborn
Screening for Inborn Errors of Metabolism. doi:10.21926/obm.genet.2304197.].

2.1. I[neTa KaKk 3THOTPOIIHAA Tepalnusa, a HC KOTPAHHYCHUEC TN TAHU»

Jlyist GONBIIMHCTBA KJIACCHYECKUX HACIEACTBCHHBIX HAPYIICHWH OOMEHA BEIICCTB
(peHnnKETOHYpUS, OPraHUYECKUE AlUIEMUH, TAIaKTO3eMHUs, AePEKThl UKIA MOYEBUHBI)
OCHOBOM JICUCHHS SBISIETCS HE (HapMaKOJOTHYECKOE BMEIIATEIbCTBO, a CTPOTO
CTPYKTYPUPOBAHHAs AUETA, UMEIOLIAs CICAYIOLINE LIENH.

1. CHIKEeHHE WM WCKIIIOYEHHE TOCTYIUICHUS BEUIECTBA, KOTOPOe PEOEHOK HE
MOKET MeTabonu3upoBath ((heHuIanaHnH, ralakTo3a, OTAeIbHbIE AMUHOKUCIIOTHI, H30BITOK
a30Ta u T.I1.).

2. IIpenoTBpailieHue HAKOIUIEHUS TOKCHUYHBIX METaOOJINTOB, BBI3BIBAIOILUX
sHIe(aNoNaTHIO, OPaKEHUE MEUYEHU, KOCTHOTO MO3Ta, CepALa.
3. OOecnieueHne aJieKBaTHOrO YpoOBHA Oe3zomacHOro Oenka, JSHEPrUU H

MUKPOHYTPHEHTOB 3a CYET CHEIHAJIM3UPOBAHHBIX CMECEH M TIIATENbHO IMOJOOPAHHBIX
MIPOJYKTOB.

Eegponeiickue pexomenoayuu no henunkemonypuu, 2anaKkmoszemuu, oegpexmam
UUKIIA MOYEBUHBL U PAOY OPY2UX HO30102UI ROOYEPKUBAIOM: OUEma PACCMAMPUBAEHCA
KaK 007120CPOYHAA, KOHMPOJIUPYEMAas mepanus, a He Kak epemennas mepa. Ocnadnenue
ouemul 6e3 000CHOBAHUA, CAMOCMOAMENbHAA OMMEHA CREYUUATUIUPOCAHHBIX NPOOYKMOG
UIU NONBIMKU (HOPMANU306AMb RUMAHUE) PeOEHKA nO 00uwumM neouampuiecKum
cxemam He0onyCmumbol.

2.2. lIpyHIIUN HeAOMYIIeHHsI KATA00JIU3MAa | T'oJI0IaHus

Karabonusm (pacnag coOOCTBEHHBIX TKaHEW MpH Ne(UIIUTE MOCTYAOIIEH YHEPTUH U
Oenka) st peOEHKA ¢ HACIEACTBEHHBIM HapyIIeHHeM 0OMEHa BEIECTB SIBJISCTCS CTOJb JKe
OTTaCHBIM, KaK ¥ H30BITOYHOE MTOCTYIUIEHHE TOKCUYHOTO CyOCTpaTa.

[{enouka MeTaboOMMUECKUX COOBITUH, HAOTIOAAEMBIX TP KaTaboIu3Me:

e BBICBOOOXTAIOTCS YHJIOTCHHBIE AMUHOKHCIIOTHI U JIPYTHUE COSTUHEHUS, METa0O0IN3M
KOTOPBIX HapYIIIEH;

e YCWIMBACTCS HAKOIUICHWE TOKCHYHBIX METAa0OJIMTOB (HANMPUMEpP, OPTraHUYSCKUX
KHCIIOT, aMMHUaKa, (eHIIaJIaHIHA);



e BO3pACTacT PUCK OCTPO JCKOMIICHCAIINH.

OnuH n3 0a30BBIX MPHUHIMIIOB AUETOTECPANIUU: HEJIb3sl OCTABJISATH Pe0éHKa 0e3 mUTaAHUS
AJIMTEIbHOE BpeMsi, 0COOeHHO MPH OCTPbIX 3200/1€BAHUSIX.

Baxno!

Jnis  «MHTOKCHKAMOHHBIX» (opM (OpraHuueckue anuaeMuu, Ae(eKThl LUKIa
MOYEBHHBI, THKEIbIE AMMHOKUCIOTONATHH) IPU YXYIIIEHUU COCTOSHHUSI HEMEIJICHHO
o0ecrieynBaeTcsl JI0CTaTOYHAs IM0Ja4ya YTIJIeBOAOB (SHTEPAIbHO WM BHYTPUBEHHO), MpH
HEOOXOJMMOCTH BpPEMEHHO OrPaHUYMBAETCS OEJIOK, HO HE OTMEHseTCs KalopuiiHas
MOJIIEPIKKA;

JUis  HapylmleHMH  OKMCJIEHHS  JKUPHBIX  KUCIOT  (Hampumep,  AepuuuT
cpenHenenoyeunoil anmn-KoA-aeruaporeHassl) BO BCE BO3PACTHBIE NEPHUOIbI KIHOUYEBOMN
MEpOoil ABJISETCA CTPOrMi KOHTPOJIb MAaKCHMMaJbHO JOMYCTUMOTO HHTEpBaja IOJOAAHUS,
0c00EHHO HOYBIO U IIPU UHTEPKYPPEHTHBIX HH(EKINAX; TP HEBO3ZMOKHOCTH KOPMIICHUS —
paHHee BBeJIcHHME BHYTpuUBeHHOH mimoko3el [Medium-chain Acyl-COA dehydrogenase
deficiency: Pathogenesis, diagnosis, and treatment. doi.org/10.1002/edm2.385]

B kaunuuyeckux pekomenoauuax no oegpekmam WUKIA MOYESUHBL U Y UACHU
O0p2aHUYECKUX AUUOEeMUll NPAMO YKA3AHO. NPU NOOO3PEHUU HA MemadoaudecKuil Kpus
Heo0X00uUMO paAccCMampueams pedéHKa KaK HYyMHcOarouyecocs 6 IKCHPEHHOM 66€0eHUU
y2/1€60008 U 6 HNPeOOmMEpPAweHUU 0eIK08020 KaAmadonusma, a He Kak hnayuenmad,
KOomopomy <nepecmamnem Kopmums 00 nposicnenus cumyayuu» [Suggested guidelines for
the diagnosis and management of urea cycle disorders. doi: 10.1186/1750-1172-7-32.].

2.3. [IpyHIIUN TAPreTHOr0 OrpaHMYeHusi cydcTpaTa

OrpannyeHne JOJDKHO OBITh HAlIPaBJICHHBIM, aIPECHBIM, HO HE TOTAJIHHBIM.

[Tpy peHnakeTOHYypHUH HEOOXOAWMO LIEIEHANPABICHHOE CHIDKEHUE MOCTYIUICHHS
(dbeHunamanuHa mpu 00s3aTETLHOM OOecredeHuu oOmiero Oenka 3a cuér (eHuamaHuH-
CBOOOJHBIX AMUHOKHUCIIOTHBIX cMecel. Jlueta popmupyercs Tak, 4ToObl CyMMapHbIi Oelok
COOTBETCTBOBAJI BO3PACTHBIM MMOTPEOHOCTSM, a peHUIIaJIaHUH OCTaBaJICs B TEPANIEBTUUECKOM
nuanazoHe. CHmkeHue Oenka 0e3 CHENMaIM3UPOBAHHBIX CMecel MPUBOAMT K OEIKOBO-
IHEPreTUYeCKOW HEeIOCTaTOUYHOCTH U ycyryosenuto mopexaenus [[HC [The complete
European guidelines on phenylketonuria: diagnosis and treatment. doi: 10.1186/s13023-017-
0685-2.].

[Tpu OpraHu4yecKux anuaeMusx OTPaHUYUBAIOTCS aAMUHOKHCIIOTHI-
MPEIIECTBeHHUKH (BaJIMH, U30JICHIIMH, METHOHHUH, TPEOHUH TIPU HEKOTOPBIX (OpMax), MpH
3TOM HCHOJIb3YIOTCS CMECH, JUIIEHHBIE JaHHBIX aMUHOKHUCIIOT, HO 00OTalEHHbIE IPYTHMH,
YTO MO3BOJIAET MOIJEPKUBATH aHAOOIN3M.

[Tpu pepexTax HMKJIa MOYeBHHBI 00111as1 O€IKOBast Harpy3Ka CHUYKAETCS 10 YPOBHS,
IIpU KOTOPOM 00€CTIeYMBAETCsl pOCT, HO MUHUMHU3HUPYETCS U30BITOK a30Ta; HEPEAKO YacTh
Oenka obecrednBaeTcsl 3a CUET CIEMUATU3UPOBAHHBIX CcMecel ¢ MOJIU(UIIMPOBAHHBIM
aMHUHOKHCIIOTHBIM cocTaBoM [Suggested guidelines for the diagnosis and management of urea
cycle disorders. doi: 10.1186/1750-1172-7-32].

[Ipy ramakrozemmusi HeOOXOAMM IOJHBIA U HEMEIJIEHHBIA OTKa3 OT HMCTOYHHUKOB
rajakTo3bl (TPyJHOrO MOJIOKa M CTaHJAPTHBIX MOJOYHBIX CMECEi) NMpH KiIacCu4ecKoi
dbopme; HCTONB3yeTCsl TalakTo30-cBOOOAHAs dopmyna. 37ech NPHHIMI aOCOTIOTHOTO
UCKJIIOYEHUS cyOcTpara siBisieTcs sku3HeHHo BakHbIM [ International clinical guideline for the



management of classical galactosemia: diagnosis, treatment, and follow-up. doi:
10.1007/s10545-016-9990-5.].

HpI/I HAPpYHICHUAX OKHCJICHHSA KHPHBIX KHCJIOT JUCTOJIOIMYCCKas CTpaTerusd
BKJIIOYAET OrpaHUuYEHUE HE 10 CyOcTpaTy B INPUBBIYHOM IOHMMAHMH, a [0 CUTYyalUU
ToJIOJaHusA U n30bITKA OHpe,Z[eJIéHHBIX BHUJOB XHpPaA, KIHOYEBbIM ocTaéres IpeaoOTBPAIICHUC
OHCPICTUYCCKOI'O I[e(i)I/II_II/ITa, TOrJa KakKk IpyaHOC MOJIOKO WM CTaHAapTHasA CMCEChb IIpH
CO6J'II-O,Z[CHI/II/I PEKMa KOPMJICHHUA MOT'YyT OBITH JAO0IMyCTHUMbIMMU.

Kpumultecmm MemoouuecKan nosuuyusn CHU3KO00EK08an» UAU «De3MOI0UHAA»
ouema 06e3 HazHaA4eHUA cneyuaiu3upo6aHHblxX cMmecell He AensAemcs mepanueﬁ, a
npe()cmawmem OnAaAcCHoOCmb.

2.4. ObecnievyeHue aIeKBATHOTO 0eJIKa, JHEPIrMd U MUKPOHYTPUEHTOB

Jluerorepanus Npu HaCIEACTBEHHbIX HAPYIIEHUSAX OOMEHa BEILECTB JOJDKHA HE
TOJIBKO IIPEJOTBPALATh TOKCHYECKOE BO3/IEHCTBHE CyOCTPAaTOB, HO U MOJIHOCTHIO IIOKPBIBATh
¢buznonornueckue moTpedHOCTH pedEHKa B MaKpO- U MUKPOHYTPHEHTAX.

Besok. Pe6EHOK mepBoro roja >ku3HM € HACIEICTBEHHBIMM HapylIEHUS MU OOMeHa
HY)KIAeTCsl B COMOCTAaBUMBIX C (PU3MOJIOTHYECKUMH HOPMAax KOJIMYECTBAX YCBAHBAEMOTO
0esKa, eclii MHOEe HE OTOBOPEHO CIEIHMATN3UPOBAaHHBIMHU PEKOMEHIALUAMM JJIs1 KOHKPETHOM
HO30JIOTHH.

Jeduuut Genka BeAET K 3aMeUIEHUIO POCTA, 3aJiepiKKe (OPMUPOBAHUS MBIILICYHON U
KOCTHOH TKaHH; yCHJIMBAET KaTaOOoJM3M COOCTBEHHBIX TKaHEW W, MapagoKCcaabHO, — POCT
KOHIIEHTPALIUU TOKCUYHBIX METaO0JINTOB.

Crienuanu3upoBaHHbIE AMUHOKHUCIOTHBIE CMeCH (MEIMIMHCKHE MPOIAYKThI JUIs
JTMETUYECKOTO JIeYeOHOTO THUTAHWs) SIBISIOTCS O0S3aTeNbHOW YacThIO pPAlMOHA TIPH
(EHUIKETOHYpUH, 3HAYUTEIbHOM YacTH OPraHUYeCKuX auuieMuil u Ae(eKkToB IuKiIa
MoueBHUHBI. WX uCHONB30BaHME MO3BOJSIET OOECHEYUTh aJeKBaTHBIA 10 KOJUYECTBY U
coCcTaBy OeJIOK Mpu KOHTposmpyeMom cyoctpatHoM orpanndenun [Dietary guidelines for
inborn errors of metabolism, doi: 10.1016/j.jpeds.2017.07.020].

JHeprusi. DHEpPreTHyecKas LEHHOCTb palioHa JOJDKHA COOTBETCTBOBATh WIIN
YMEPEHHO MPEBBIIIATh BO3PACTHBIE MOTPEOHOCTH, 0COOEHHO B (ha3ax BOCCTAHOBIIEHUS MOCIIE
METa0OJIMYECKOr0 KpH3a, IMPHU XPOHUUECKUX 3a00JEeBaHUAX JIETKUX, CEpACYHOH
HeZocTaTouHOCTU. B psne pexomeHnanuii mo aedexram HUKIa MOUYEBUHBI U OpraHUYEeCKUM
alUIEMHUAM IPEUIaracTcsi KpaTKOBPEMEHHOE INOBBIIIEHNE KaslopuiHocTH 10 110-120 % ot
BO3pPAacCTHOM HOPMBI JUIsl CTUMYJIMPOBaHHUS aHaOoJiM3Ma I0CNE 3MU30J4a JEKOMIEHCAIUU
[UCD GUIDELINE — AWMF].

MukponyrpuenTsl. [IpuMeHeHne cnenuaiu3upoBaHHbIX cMecel TpeOyeT KOHTPOIIS
00€CTeYeHHOCTH BUTAMUHAMH, MUKPOAJIEMEHTaMH, He3aMEHUMbBIMH KUPHBIMU KUCIIOTaMU:

. YacTh MEAMIIMHCKUX CMEeCeH MOJIHOCThIO cOallaHCHpOBaHA, 4acTh Tpedyer
JIOTIOTHUTEIHFHOTO BBE/ICHUSI BUTAMUHOB U MUHEPAJIOB;

. MpU TaJlaKTO3EMUW W JUIUTEIIBHOM OE€3MOJIOYHON JHeTe HEeoO0XO0auM
MOHHUTOPHHT W KOppeKIMsl cTaryca Kaublus, BuTamuHa D, Butamumna K s
NpeRyIPEXRICHUA CHIDKEHUA MUHEpaIbHOU IUIOTHOCTH KOCTE!
(https://www.orpha.net/en/disease/detail/79239);

L] npu HapyHmICHUAX OKHCJICHUA KHUPHBIX KHCIIOT OTCJIC)KUBACTCS

00€CIEYEHHOCTh 3CCECHIMANBHBIMUA  MOJWHEHACBHIIICHHBIMI JKUPHBIMH ~ KHUCIOTAMH |
xupopactBopumbiMu ButamuHamu [Nutritional Management of Patients with Fatty Acid
Oxidation Disorders. doi.org/10.3390/nu16162707].



Oobazannocms eépaua-neouampa — He 0ZPAHUYUEAMBCA MOILKO CYOCMPAMHBIM
KOHmpOeM, HO U CUCHIEMAMU4ecKu OUEHUGAmb pPOCH, MEMHbl NPUOABKU MACChl,
JIUHEHHbLI  pocm, J1a00pamopHvle  NOKA3AMENU, CE60€6PEMEHHO  KOPPEKMUpys
HYMPUMUGHYIO NOOOEPIHCKY.

2.5. Ucnosib30BaHue CTIENUAJIN3MPOBAHHBIX CMecell KaK CTAHIAPT Tepanuu
Crienuanu3upoBaHHbIE MPOIAYKTHI JIEYCOHOTO MUTAHUS (METUIIMHCKUE CMECH st

(EeHUIKETOHYpUH, OPraHUYECKUX allUJIeMHH, 1e(eKTOB IIMKJIa MOYEBUHBI, FAJIAKTO3EMUU U
Ip.) SIBJISIFOTCSL:

. HE aNbTEPHATUBOM OOBIYHBIM CMECSIM, a €IHUHCTBEHHO BO3MOKHBIM
0€30MACHBIM UCTOYHMKOM 0eJIKa U YaCTH JAPYTrUX HYTPHEHTOB B PsiJie HO30JIO0THH;
. O00BEKTOM TOCYJapCTBEHHOTO pEryjJupoBaHus U oOecreueHus: (MepevyHu

CTMEIUAIM3UPOBAHHBIX TIPOIYKTOB JICUEOHOTO THTAaHUS s JAeTell ¢ opgaHHBIMH
3aboneBanusMu B PecriyOmnmke benapych).
BAXHO!

1. Ha3naueHue M KOpPpEKLHs JO3MPOBOK CHEHMATU3UPOBAHHBIX CMECEH JIOJIKHbI
OCYIIECTBIISITHCS B COTPYAHUYECTBE C MPOGUIBHON OpraHu3anuei 31paBoOXpaHeHHS,
OCYILECTBIISIONIEH T€HETUUECKOE KOHCYIbTHPOBAaHHE.

2. Y4acTKOBBIN Bpau-TieAUATp HE JOJHKEH CAMOCTOSATEIBHO OTMEHSTH HIT 3aMEHSTh ATH
IPOAYKTBl 0€3 COIIacoBaHUsA, JaXe IpU CYObEKTUBHOW OLIEHKE «XOpOILEro
COCTOSIHUS» peOEHKa.

3. Ilpu m00BIX TPYIHOCTSIX € TOCTYITHOCTBIO POYKTOB WM COOJIIOACHUEM AUEThI Bpay
00s13aH OnepaTUBHO MHUIIMUPOBATH B3aMMOJAEHUCTBHE C PETMOHAIBHBIMU CIIy’KOaMu,
a He MpeJIaraTh «BpEMEHHO NepeiTH Ha OOBIUHYIO CMECHY.

C TouKHM 3peHus J0Ka3aTebHOM 0a3bl, MEXAyHApOIHbIE PYKOBOJICTBA NOAUEPKUBAIOT
HEOOXOAMMOCTh  OpraHM3allid  MaplipyTa TalueHTa TakuM  o0pa3oMm,  4TOOBI
CMELUAIN3UPOBAHHOE MHUTaHHE OBUIO YCTOWYMBO JOCTYITHO, a €ro HCIOJb30BaHUE —
mouutopupyembiM [Key European guidelines for the diagnosis and management of patients
with phenylketonuria, 2017].

2.6. JKCTpEeHHbIE PesKMMBbI

HeoTbemiieMbIM 3J€MEHTOM JAMETOTEpAaNMU IPH HACIEACTBEHHBIX HAPYIICHUSIX
oOMeHa SIBIIIETCS HaJUYME MUCHMEHHOr0 IKCTPEHHOr0 MJIAHA NMUTAHUS IS CUTYyallui:
JTUXOPAJIKH, KHUIIEYHOW WH(GEKIHH, pPBOTHl, OTKa3a OT OOBMHOrO 0O0BEMaA MHIIH;
MPEACTOAIIETO OIEPAaTUBHOTO BMEIIATEIbCTBA, CENAlMH, JAHATHOCTUYECKUX TMPOIEAYP
HATOIIAK.

OCHOBHBIE 3JIEMEHTHI DKCTPEHHOTO PEXUMa, KOTOPBIE TOJDKHBI OBITh OTPAXKEHBI B
MaMSTKE JIJIsl CEMbH U B METUITUHCKOM JOKYMEHTAIINH: AOITyCTUMAasi MaKCUMallbHas rmay3a 0e3
SHTEPAIBHOTO TMUTAaHUA, 00BEM M COCTAaB PACTBOPOB YIJICBOJOB I MEPOPATHHOTO WIIH
30HJIOBOTO BBEACHHS; KPUTEPHH, MPU KOTOPHIX HEMEMJIEHHO TpeOyeTcs BHYTPUBEHHOE
BBEJICHHE TIFOKO3bI U TOCITATAIA3AITHS.

2.7. I'pyanoe BckapmiuBanue: augdepeHIIupoBaHHbIN MOAX0/

[TpyHIMNIHATBPHO Ba)XHO MOJYEPKHYTh, YTO HACIEACTBEHHOE HapylleHHe oOMeHa
BEILECTB HE SABJIICTCS aBTOMAaTUYECKUM [TOKA3aHUEM K OTKA3y OT I'PYAHOIO BCKapMIIMBAHUS.

COBpeMeHHBIe JAaHHBIC U KIIMHUYCCKUE PYKOBOJACTBA IMOAACPKUBAKOT!



(] BO3MOXHOCTH YAaCTHYHOI'0 COXPAHCHHUSA TIPYAHOr0 BCKaApMJIMBAHMA IIpU
(EHWIKETOHYpUH, PSAAC AMHHOKHCIOTONATHA M OPraHMYECKUX aIlUAeMUN, eciau 00BEM
I'pyaHoro MOJIOKa CTpOro JA031UPOBAH, a OCTAJILHOH 0eJoK oOecrneunBaeTcs
CICIUATM3UPOBAHHON CMECHIO, TIPU MOCTOSIHHOM JlabopaTopHOM KOHTpoje [The complete
European guidelines on phenylketonuria: diagnosis and treatment. doi: 10.1186/s13023-017-
0685-2.];

(] HCIIOJIb30BAHHUC TI'PYAHOI0 MOJIOKA IIPHU HAPYHICHUAX OKHCICHUA KXUPHBIX
kucnotT (Bkmodas MCADD) npu cTporoM KOHTPOJIE MHTEPBAJIOB MEXIYy KOPMIIEHUSMU U
HaJIMYXUHU SKCTPECHHOI'O IIJIaHA,

° HCOGXOI[I/IMOCTB WHIUBUAYAJIBHOI'O PCIICHHWA ITOA KOHTPOJIEM Bpada-r¢HCTHUKA
Ipu ,I[e(beKTaX OHUKJIa MOYECBUHBI 1 TSOKENBIX aMUHOKHCIJIOTOIIATHAX.

HckiroueHre COCTaBIISIOT COCTOSHMS, IIPU KOTOPBIX TI'PYJHOE MOJIOKO SIBIIECTCS
IIPAMBIM UCTOYHUKOM TOKCHYECKOI'O cy6CTpaTa, IIpEKAE BCCTO KIIaCCUUCCKas raJlJakTo3€MUs:
34€Cb OTKa3 OT TIpyaAHOro BCKapMJIMBAHHA OOJDKCH OBITH HEMCIJICHHBIM W IIOJIHBIM
[International clinical guideline for the management of classical galactosemia: diagnosis,
treatment, and follow-up. doi: 10.1007/s10545-016-9990-5.].

Coxpanenue 2pyoH020 BCKAPMIUBAHUA 603MOMNCHO U MHCEIAMENbHO Rnpu paoe
Oonesneit oﬁmena, HO MOJIbKO 6 pamKax uémko PecilameHmupoBannblx cxem u npu
mecHom é3aumooeiicmeuu c 8paAYOM-2EHEMUKOM. Heobocnoseannnie 3anpembsl makK odice
ONAacCHbl, KAK U Heo6ocuommnbtepa3pemenuﬂ.



Pa3znea 3. CxeMbl 1ueTOTEPANIMHA OCHOBHBIX HACJIEICTBEHHBIX HAPYIIEHUH
00MeHa BelllecTB Yy JieTeil MepBoOro rojaa sKu3Hu

[IpuBenEHHbIE CXeMBbl HE 3aMEHSIOT UHIMBUIYyAJIbHBIX HAa3HAYEHUM Bpaya-TeHETHKA,
HO 3a/1al0T MOHATHBIM KapKac, KOTOPBIM JO0JDKEH PYKOBOJCTBOBAThHCS Bpay-liequaTp Mpu
COIIPOBOKACHUN PEOEHKA MO MECTY JKUTEIILCTBA.

3.1. @eHWIKETOHYpPHS

OcHoBHas 1ens auerorepanuu npu (enmnkeronypun (PKVY) — mommeprkanue
KOHIIEHTpaLuu (peHusIaJaHMHA B KPOBU B TEPANEBTUYECKOM JMANa30HE, JOCTaTOYHOM IS
HOPMaJbHOI'O pOCTa U PA3BUTHUS, HO HE IPUBOJAIIEM K TOKCHMUECKOMY BO3JEHCTBUIO Ha
LIEHTPAJIbHYIO HEPBHYIO cUcTeMy. EBporelickie pyKoBOACTBA PEKOMEHAYIOT PaHHEE Ha4ajIo
nuetsl (B uaeane B repBbie 7-10 mHEH XKM3HM TOCHE TOJIOKUTEIHLHOTO HEOHATAIBLHOTO
CKPUHUHIA), HENPEpPhIBHOCTb JICUEHUS M IOXKHU3HEHHBIH XapakTep JUETUYECKUX
pekomennanuii. (The complete European guidelines on phenylketonuria: diagnosis and
treatment)

JlueToJioru4ecKkue CTpaTeruu.

[Tocne nmomy4yeHus MONOKUTEIBHOTO CKPUHUHIOBOIO PE3YJIbTaTa M MOATBEPKICHUS
JMarHo3a [MeToTepanus A0JIKHA ObITh HayaTa He3aMeIMTeJbHO, 0e3 nepuoaa
«HaboIeHns 6e3 BMELIaTeIbCTBAY.

TaprerHoe orpanuyenue penunanannua. OrpaHUUNBAETCS HATYPAJIbHbIN 0€JI0K
(rpyaHOe MOJIOKO, CTaHAApTHBIE CMECH, HpPOAYKThl mpukopMma). IlonaepkuBaercs
MH/IMBUYaIbHO PaCCUNTAaHHOE NOCTYIUICHUE (heHMIaIaHuHa (OpUEeHTUPOBOYHO Nopsiika 40-
60 wMr/Kr/cyT B paHHEM MIIQJICHYECKOM BO3pacTe, C KOPPEKTUPOBKOW IO YpPOBHSIM
(deHunalaHuHa B KPOBU U Macce Teja; KOHKPETHBIE IIeJIeBble 3HAUEHUS ONpEeAeISIOTCS
metabonmueckum 1eHTpoMm). (The complete European guidelines on phenylketonuria:
diagnosis and treatment)

Hcnosib30BaHue CHeNUAJIN3MPOBAHHBIX cMeceil. OOs3aTeIbHBIM KOMIIOHEHTOM
panMoHa sBiseTca (heHWIaTaHUH-CBOOOAHAs WM (eHMIATaHMH-HU3Kass aMMUHOKHUCIIOTHAs
CMECh, MOJTHOCTBIO MOKPBIBAOIIAsl TOTPEOHOCTh peOEHKA B O€IKEe U MUKPOHYTPUEHTAX; JUIs
nereit 0-12 mecsneB NMPUMEHSIOTCS cHenuaiusupoBaHHble npoayktel st OKY (PKU
Anamix Infant wu ngpyrue Tmo3uimM, BKIIOYEHHBIE B OQUIMAIBHBIC MEPCUHH
CMELMAIN3UPOBAHHBIX MPOAYKTOB JiedueOHoro mnurtanus, B PecnyOiuke benapych
HCIOJIb3YIOTCS 3apErUCTPUPOBAHHBIE CMECH, MOCTaBISIEMbIE LIEHTPATU30BAHHO COTJIACHO
HITA Mun3apasa u nporpammam o OKVY).

CoBpeMeHHbIE peKOMEHAINH JI0IYCKAIOT U MOAJIEP/KUBAIOT COXPAHEeHHe IPYAHOI0
BCKAPMJIMBAHUSI B KOMOMHANMH C Je4yeOHOM cMechbio: PEOEHOK MOJy4yaeT CTpPOro
paccuuTaHHBIH O00BEM TIPYJHOTO MOJOKAa KaK HCTOYHHK KOHTPOJIMPYEMOIO KOJUYECTBA
(deHunaNaHuHa; OCHOBHOM 00BEM Oenka W »Hepruum obecrieynBaercs (heHUIIaTaHUH-
CBOOOJIHOM CMeChbl0; KOHTPOJIb YpOBHEH (heHWIaJaHUHA MPOBOJIUTCS  PETYJISIPHO
(e’xeHeIebHO B HavaJle, AaJiee 110 CXEME).

IIpuxopm BBOIWTCS B CTaHJAPTHBIE CPOKU, HO C UCIIOJIb30BAHHEM HU3KOOETKOBBIX
CMELUANTN3UPOBAHHBIX MPOIYKTOB (OBOIM C HU3KUM COJIEp)KaHHEM Oellka, IPOMBIIIJICHHbIE
HU3KOOEIKOBBIE U3/IENNS) C CTPOTUM MOJCUETOM (PeHHUIIaTaHUHA.

3.2. AMMHOKHCJIOTONIATHH, OTJIHYHBbIE 0T ®KY (BKJII0Yas 00J1e3Hb KJIEHOBOI0
CHPOIIA)



boJae3ns kiaenoBoro cupona (MSUD)

Ilenp aueToTepanuyu — orpaHUYEHHE MOCTYIIICHUS Pa3BETBIEHHBIX aMUHOKHUCIIOT
(;eiiumH, U30JeMIIMH, BaJIMH) IPU COXPAaHEHUH JI0CTaTOYHOTO YPOBHS 0€30MacHOro Oenka u
SHEPIUH.

IIpu cTadUJIBLHOM COCTOSTHUM:

e HaTypalbHBIN OesoK (IpyAHOE MOJIOKO WIJIM CTaHAApTHAs CMECh) BBOAUTCS B CTPOIrO
OrpaHMYCHHOM 00BEME U TOJIBKO 101 KOHTpoJieM ypoBHeit BCAA (aMHHOKHCIIOTHI €
Pa3BETBIIEHHON IIEMbI0 — 3TO KOMIUIEKC M3 TPeX HE3aMEHHMbIX aMMHOKHUCIIOT:
neiHa, W30JeHIMHA U BalliHA, KOTOPbIE OpraHU3M HE MOYKET CHUHTE3UPOBATH
CaMOCTOSITEIILHO U MOJYYaeT U3 MUK HIH J00aBOK);

e OCHOBHBIM HCTOYHUKOM Oenka ciyxar cnenuannsupoBaHHble BCAA-cBoOoaHbIE
cmecu (Hanpumep, MSUD Anamix Infant/panHux jeT u gpyrue cMecH, BKIIOUEHHbBIS
B o(uIuanpHBle TEpeYyHH U TMocTaBisieMble B Pb mo mporpammam peakmx
3a0071eBaHU ).

e DJHEpreTMyeckas LEHHOCTb pallioHa HE JOJUKHA OBITh CHMIKEHHOM: JOCTaTOYHO
YIJIEBOAOB M JKUPOB JUIS IIPEIOTBpAILEHHs KaTaboau3ma.

IIpu nexoMneHcanum:

e HEMEIJICHHOE CHIDKEHHE/BPEMEHHOE IPEKpAIICHUE IOCTYIUICHUSI HAaTypalbHOTO
Oenka;

e arpeccHMBHas yIJIEBOIHASA HArpy3Ka (PHTEPAIbHO/MApEHTEPATBHO), TIO MOKA3aHUSIM —
BHYTPUBEHHbIE PACTBOPHI;

e BOCCTaHOBJIIEHHE MHIUBUAyanbHOro Oamanca BCAA mo cxemaMm MeTabOIMYECcKOro
LEHTpa.

I'pyonoe eckapmnueanue 603MOMCHO MOIBKO 6 KOMOUHUPOGAHHBIX CXEMAX,
CMpo20 OO0 KOHMPOJIeM AMUHOKUCTIOMHO20 RPOduAa.

Jpyrue aMUHOKHMCJI0TONIATHH

I[J'IH TUPO3UHEMUU, TOMOIIMCTUHYPUU, FHYTapOBOﬁ aluaypun U Ap. XapaKTCPHLBL
CICAYIOIME NUCTOJIOTMYCCKUE CTPpaTCruun.:

. OrpaHUYMBACTCS MOCTYIUIEHUE COOTBETCTBYIOLIEH aMUHOKHCIOTHI (THPO3MHA
u (eHunanaHnHa; METUOHUHA; TpUNTO(aHa U JIM3UHA U T.11.);

. HCMOJb3YIOTCS CIIEHUAIN3UPOBAHHbIE CMecH 0e3 yKa3aHHBIX aMHUHOKHUCIIOT;

. HaTypaJIbHBIN 0€JI0K (B TOM YHCJIE TPYIHOE MOJIOKO) MOXKET MUCIIOJIb30BAThHCS

B JO3MPOBAHHOM 00BEME o OHMOXMMUYECKUM KOHTPOJICM.

3.3. Oprannyeckue auuaeMuu (METHIMAJIOHOBAs, MPONMOHOBAsI U JP.)

HCJ'II/I AUCTOTCPAIIUN — MHUHHUMHU3AIHA O6p330BaHI/I$[ TOKCHYHBIX OpPTraHHUYCCKUX
KHUCJIOT 32 CYET OrpaHUuYEHHs MPEAIIECTBYIONIMX aMUHOKUCIIOT; MoJiiepKaHue aHa0oIu3Ma
U IpeoTBpalleHne Karaboau3Ma; obecreyeHre JoOCTaTOYHOT0, HO He U30bITOYHOro Oelika.

CradujibHOe CcOCTOSIHME (COIVIACHO  MEXAYHApOJHBIM  pPYKOBOJACTBAM IO
MPOMMOHOBOI/METHIIMAIOHOBOM allMJIeMUUd W 0030paM TI0 OPraHUYECKUM aI[HIEMHSIM)
BKJIIOYAET YYeT CJIEAYIOLINX MO3ULIUH.

Benok.  Yacte  HaTypampHOro  Oenka  OrpaHMYMBACTCSA;  HA3HAYAIOTCS
crienuanu3upoBanHslie cmecu (Harpumep, MMA/PA Anamix Infant u ananoru); cymmapHoe
0enkoBoe NOTpebdIeHNe T0JKHO ObITh OJU3KUM K BO3PACTHON HOPME, HO 3a CUET JIeueOHBIX
cMeceH.



OHeprusi. Panuon ¢ mnoBelieHHOW KanopuitHOCThIO (00bryHO 110-120 % ot
BO3pPaCTHOW TOTPEOHOCTH) i TPO(UIAKTUKKA KaTta0oIu3Ma; MpH HEOOXOIUMOCTH
JOTIOJTHUTEIPHOE BBEIICHHUE YTIICBOJIOB.

MuKpOHYTPHEHTHI M CONMPOBOAUTEIbHAS Tepanus: KapHUTHH, BUTaMuH B12,
JpyTHUE Mperaparkl o Ha3HAYCHUIO.

OcTpasi nexkoMmeHcalusi IPEIoOaraeT BPEMEHHOE DPE3KOe OrpaHUUYCHHE WIIH
IpeKpalleHue MOCTYIUIEHUSI HAaTypalbHOro Oenka; HeMEIJICHHOE BBEICHHE BBICOKUX J103
IJIOKO3bI (S3HTEPaJIbHO/B/B), JIMMIUAOB MO MTOKa3aHUSIM; CPOUYHYIO FOCHUTAIM3ALMIO; IIEPEXO0]T
Ha CIIEUAIM3UPOBAHHBIE CMECH IIOCIIE CTAOUIM3ALMH.

3.4. lepekThl HMKJIA MOYEBUHbI

Llenn nuetrsl — orpaHnueHre oOpa3OBaHHS aMMHUAKa 3a CUET CHUKEHUS OCIIKOBOM
Harpys3Ku, o0ecrieueHne AO0CTAaTOYHOI'0, HO KOHTPOJIHUPYCMOI'O MOCTYIIJICHUSA HC3aMCHUMBIX
AMHHOKHCIIOT; TIOJ/IEp’KaHHE BBICOKON SHEPreTHYECKON 00€CTIeYeHHOCTH (yTIIEBOIBI, )KUPHI)
A1 IIpCaAOTBpalllCHUA Karaboau3Mma. EBpOHeﬁCKHG U MCXKAYHAPOAHBIC PYKOBOACTBA
HO[[‘{épKI/IBaIOT, 4TO AucTa IIpUu ne(beKTax OUKJIIa MOYCBHUHBI ABJISICTCA HOCTOﬂHHOfI, C
WHIUBUAYATbHBIM MOJ00POM YpOBHS Oenka (4acTo Ha HW)KHEW TpaHUIle HOPMBI) U
obs3aTenbHOM comyTcTByromiel Tepanueit (Suggested guidelines for the diagnosis and
management of urea cycle disorders: First revision, 2018).

JneToJIOTHYeCKHEe CTPATErnd B CTAOMIBLHOM COCTOSTHUM.

Benok. HarypanpHblii 0Oenok (TpyAHOE MOJOKO WM CTaHAApPTHAs CMECh)
OFpaHI/ILII/IBaCTCFI oo I/IHI[I/IBI/IIIyaJH)HO HepeHOCI/IMOFO ypOBHSI; HpI/I BI)Ipa)KCHHOM
OrpaHMYCHUH JOOABIAIOTCA CMECH, COJCpIKaIlle HEe3aMEHHUMbIC aMHUHOKHCIOTHI B
paccuuTaHHOM 00BEME; IEeNICBOM THUara3oH Oelka moadupaercs BpadyoM-reHernkom, 1,0-1,5
I/KT/CYT y JeTel cTapliero Bo3pacTa, y TPyJAHBIX — ONMMKe K HUKHEH TpaHulle BO3PaCTHOM
HOPMBI, HO BCeTJla Ha (DOHE MOHUTOPHHTA aMMHUaKa U POCTa.

Oueprus. [londupaercs KamopuiHOCTh HE HUXKE BO3PACTHOW, HEPEKO TOBHIIICHA,
HpCI/IMYHIGCTBeHHO 3a CUET yrﬂeBO)IOB 158 )KI/IpOB.

Ha0aronenne BKIJIIOYAET PETYJSPHBIA KOHTPOJIb aMMHaKa, aMHUHOKHCIOTHOTO
poduIIs, TEMITOB POCTA, HEBPOJIOTUIECKOTO CTaTyCa.

OcTtpasi runnepaMoHeMusi, YKCTPEHHBIE MEPBI:

. HEMEJUIEHHOE ITPeKpalleHue OeIKOBOro MUTAHHUS;

. BBEJICHHE TJIFOKO3bI (M JIMIHUIO0B) B BBICOKHX /103aX;

. Ha3HA4YECHME a30TCBA3BIBAIOLIUX IIPEIIapaTOB;

. BO3MOJKHasl DKCTPAKOPIIOPAJIbHAS 1€TOKCUKALUS;

. rocJie CTaduiIn3auy — BO3BpaT K MHIMBUYaJIbHOM HU3KOOEIKOBOU JHETE.

3.5. HapymieHusi okucjieHHsl KHPHBIX KucjaoT (Ha mpumepe MCADD -
nepuIUT cpeaHenenovevHoi anui-KoA-aeruaporenasnb)

Hns  nedunmra cpennerr mnenu  anuia-KoA-geruaporeHassl W POJICTBEHHBIX
Hapyn_ICHI/Iﬁ KIIFOYEBBIM  SBJIACTCA CTpOFI/Iﬁ KOHTPOJIb TO0JOJaHUA U o0ecrieueHne
JIOCTaTOYHOTO YTJIEBOJHOTO MocTyruieHus. [Ipu cobmoiennn 3TUX yCIOBUN OOJBITHHCTBO
,Z[CTCI71 MOTYT IIOJIy4aTb 00BIYHOE TpyaHOC MOJIOKO WJIHW CTAHAAPTHBIC MOJIOYHBIC CMCCH.
(Medium-Chain Acyl-Coenzyme A Dehydrogenase Deficiency. 2000 Apr 20 [Updated 2024
Sep 26]. https://www.ncbi.nlm.nih.gov/books/NBK1424/).



JueTosioruvyecKkue cTpaTeruu

B nepuox OJsaromosyumsi peKOMEHAYeETCS KOpMIJIEHMsI Kaxaesle 3-4 wyaca y
MJIaJIeHIeB, 6€3 HOUHBIX May3 0ojiee PeKOMEHJOBAHHOTO BpEMEHH (KOHKPETHBIE HHTEPBAJIBI
3aBHUCAT OT BO3pacTa M PETJIAMEHTHPYIOTCS METabOJIMYEeCKUM LEHTPOM); HCIOJIb30BaHHE
IPYAHOTO MOJIOKA WJIM CTaHIApTHOM aJanTHPOBAHHON CMECH JOMYCTHMO; He Tpelyercs
PYTHHHOE OrpaHHYEHHE )KUPOB, €CITU HET CIIeUU(UIESCKUX TOKA3aHHH.

IIpu MHTEPKYPPEHTHBIX 3200/1eBAHUAX PEKOMEHYETCSI COKPALLEHUE MHTEPBAJIOB
MEX1y KOPMJICHUSMH; IPHU CHUXXEHUM IE€POPAIbHOrO IpUEéMa — paHHUN NEpeBOJ Ha
PacTBOPHI YIIEBOIOB, MPU HEIPPEKTUBHOCTH — BHYTPUBEHHAS IITIOKO3A.

Ha3nauenue cnenmnann3npoBaHHbIX cMecel 1pu nzonupoanHoM MCADD yarie He
TpeOYIOTCS; TMPH HEKOTOPHIX JUIMHHOLEeTIOYeuHbIX jaedekrax oxuciaenus (LCHADD,
VLCADD) MoOryT HCHOJB30BaTbCsi  CMECH C  [OBBIIICHHBIM  COJEpPKaHHEM
CPEIHELETIOYEYHbIX TPUIJMUEPUAOB M OrPaHUYEHHEM JUIMHHOLEIIOYEUYHBIX JKHUPOB,
COIJIACHO CIIELUAIN3UPOBAHHBIM PEKOMEHAALIMSIM.

3.6. Kitnaccnueckas rajlakro3emMus

EnuHCcTBeHHBI A0Ka3aHHBIA A()QEKTUBHBI METOA JIEYCHUST KIACCHYECKOM
TraJJaKTO3€EMHUHN — HEMCAJICHHOC MW ITOKHW3HCHHOC MHCKIIFOUCHHEC HWCTOYHHMKOB JAKTO3bI U
rajakro3sl u3 parmona (International clinical guideline for the management of classical
galactosemia: diagnosis, treatment, and follow-up).

JlueTosiorHYecKue CTPaTernuu.

HemeienHoe neiicTBrE IPH MOI03PEHUH Ha TAIAKTO3EMHIO: TIPEKPAILEHHE IPYIHOTO
BCKapMJIMIBAaHUS U OTMEHA BCEX CTAaHIAPTHBIX MOJIOYHBIX CMECEH; mepeBoI Ha GopMyITy, HE
COJCPKALIYI0 JIAKTO3bl M TalaKTO3bl (COEBBIC, DSJICMECHTAapHbIC MJIM HA OCHOBE
JaCTUYHO/TIOJTHOCTRIO THIPOIM30BAHHOTO O€JIKa, MPU YCIOBUU OTCYTCTBHSI TaJIAKTO3bI 10
crienuQpuKaIum); TOCIUTATN3AIUS U YyIITyOnEéHHOe 00CIeI0BaHHeE.

[TpenmodTUTENIFHO  WCIOJIB30BaTh  CHCIUAIM3UPOBAHHBIE  (POPMYJIBI,  MPSAMO
paspeméHnble A UCIOIb30BAaHUS MPHU TallaKTO3eMUU B UHCTPYKIMHU TPOU3BOAUTENS U
KIIMHUYECKUX PEKOMEHIAIUSX; IIPU BHIOOPE YUUTHIBACTCS TIOJHBIA COCTAB.

JlanbHeliee BeJieHNE: MOXKU3HEHHAs TAJTAKTO30-0TpaHUYCHHAs JHEeTa; MOHUTOPUHT
(YHKIIUU TI€YeHHW, KOCTHOW TKaHW, HEHpOpa3BUTHUsS; OOyYEeHHWE CEMBH IO TEPEYHIO
pa3peméHHbIX U 3aPeEHHBIX MPOITYKTOB.
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