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Cnucok coxkpaieHui

CDbS - Du3um nucraTnoH—P-cuHTa3a

CBS — reH, kogupyromuii CHHTE3 IUCTATHOH—3-CHHTA3bI

GNMT — roumua-N MetunTpancdepasa

IQ - intelligence quotient (ko3¢ duLreHT HHTEIIEKTYaIbHOTO Pa3BUTHS)
MAT — MeTHoHHH afieHO3uITpanchepasa

MTHFR- meTunrerparuapodonaTpeykrasa

BKC - 6os1e3Hb KJIEHOBOTO CHpOIIa

KIIC — KUCIOTHO-IIEI0YHOE COCTOSIHUE

MC/MC nmu TMC - Meton1 TaHAEMHOM Macc-CIIeKTPOMETPUH

[HHC — uentpanbpHas HEpBHasI CUCTEMA
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1. Kparkas nadopmanus no 3a060/1eBaHUI0 WJIH COCTOSIHUIO (TpyIme

3200J1eBaHUI WJIH COCTOSIHUIA)

1.1 Onpenejaenune 3a00JJeBaHus UM COCTOSTHNS (FPVIILI 3200J1eBaHUN NN

COCTOSIHUH)X

'oMorcTHHYpUS — TeTepOreHHas TPYIIa HACIeACTBCHHBIX 3a00IeBaHI OOMEHA BEIIECTB,
OTHOCAIIAsICA K aMUHOAIMIONIATUSIM HacHeACTBeHHOoe3ab0AeBate H3FpyHHb-aMIHOAHHAOHATHIH,
00yCJIOBJICHHAsI ©6YycHOBACHHOEe HApYIICHHEM METa0oM3Ma CepOCOJCpKAIMX aMHHOKHUCIIOT, B
NEPBYI0 OdYepelb METHOHWHA. [ OMOLMCTHHYpPHUS XapaKTepH3yeTcsl IpH3HAKAMH IOPAKCHUS
COCIMHUTEIIBHON TKaHM (aCTEHWYECKOE TEJIOCIOXKEeHHe, naedopMmanus TPYIHOW  KIETKH,
KH(OCKOIMO3, TIOJABBIBUX XPYCTAJIMKA, MHUOIHS, TPBDKH U Jp.), TPOMOOIMOOTUSIMHU, T€MOJTHTHKO-
YPEMHUYECKUM CHHIPOMOM, MCHUXUATPUYECKON CHUMIITOMATHKOW. ['OMOIMCTHHYpHUS BXOIHMT B
Criucok opdanubIx (peakux) 3aboseBanuii Ha 2021 1. yrBepkaeHHbIH Mun3apasom Poccuu [1,2,3]

1.2 DTHoJOrHS ¥ TIATOreHe3 3a00JIeBAHNS WJIH COCTOSTHUSA (TPYINbI 3200J€BAHUIT_WJIH

COCTOSIHMH)

Krnaccuueckast popma 3aboseBaHus BbI3BaHa AepUIIMTOM (epMEHTa IUCTATUOH-B-CHHTA3bI

(CbS), ywactByromiero B mpeoOpa3oBaHHM METHOHHMHA B LIMCTEHH, MPOSIBISCTCS MPH HATHYUU
TOMO3UTOTHBIX WJIM KOMIIAyH]I-TETEepO3UTOTHBIX MyTamuid B reHe CBS, nokanm3oBaHHOM Ha
JUIMHHOM I1Ie4e XpoMocoMbl 21 (21022). Tun HacnenoBaHusi ayTOCOMHO - PELIECCUBHBI.

[Tpu knaccuueckoil TOMOIMCTUHYPHH BCIIEACTBUE HEJJOCTATOYHOCTHU IIMCTaTHOH-[-CUHTa3bI
Hapylmaercs LUK IpeoOpa3oBaHus (METUIMPOBAHUSA U JEMETWIMPOBAHUS) CEpOCOAEpKallen
AMHHOKHCIIOTHl METHOHWHA.

['omorucrenn akTuBUpyeT paktop Xaremana, CriocoOCTBYsI MpoIeccy TpoMO0oOpa3oBaHus,
o0ajaeT HU3KOM pPAacTBOPHUMOCTBIO M MOXXET OCE€laTh B MATOJIOIMYECKM HM3MEHEHHOM HHTHME
cocyna, mpenpacmosaras K 00pa3oBaHHi0 TpoMOOB. ['unepromonucTenHemMus SBIsSETCS MPUUUHON
SHAOTENNATIBHON NU(YHKUINUN H3-32 CHUXKEHMsSI OMOJOCTYNHOCTH HHAOI€HHOTO Ba30JuiIaTraTropa
OKCHJIa a30Ta U OKCUAATUBHOIO cTpecca. DTH U3MEHEHHUsl HapyIIaloT CTa0MIbHOCTh apTepHalIbHOM
CTEHKH U SBISIOTCS NPUYMHOM MHTpaapTepUaIbHBIX TPOMOO30B, MPOJOJIBHBIX HAJAPBIBOB CTEHKH
apTepuil ¢ NMPOHMKHOBEHMEM KpPOBM W3 IPOCBETa apTepuu B €€ CTEHKY C (OPMHUPOBAHUEM B
nocieiHe MHTpaMypalbHOW TeMaTOMbl U apTepUONaTHH, MOBBIIIAs MPEIPaclolOKEHHOCTh K

BO3HHUKHOBEHHUIO HHCYIbTOB [1,11,12,14,21,22]

HMmMmeroTcst Takxke HAaHHBIC, CBUACTCIILCTBYIOIIUC 00 M3MEHEHHH OOMEeHa COE€IUHUTEIbLHOM

TKaHHU Yy MAaDUCHTOB C FOMOI.IPICTPIHprICfI. Bricka3biBaeTcs MMPCAIIOJIOXKCHUC, YTO (pCHOTI/IHI/I‘-ICCKOC
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CXO/ACTBO 3aboyeBaHusl C CHHApoMOM MapdaHna oOOBICHAETCS BTOPHUYHBIM BOBJICYCHHUEM

COCHHHHTCHBHOﬁ TKaHU B I1aTOJIOTHYCCKUU mponecc Mmpu roMOUUCTHHYPHH. B xenne20-Beka

Ou3uM 1ucratuoH-PB-cunraza (CbS) sBastercs mupumokcun (ButamuH Bg) 3aBHCHMBIM
(depMeHTOM, TIOITOMY B KIACCHYECKOH TOMOIMCTHHYPUHU BBIICISIOT Bg-3aBucumyro u Bg-
pe3ucTeHTHYIO0 (GopMblI 3a0oneBanus (MeTabommueckuit 010k 1 Ha pucyHke 1: Bg — 3aBucumas
dopma). Bo3MOXHO TaKKe HApyIIeHWE AaKTUBHOCTH ClieAyromero ¢epMeHTa B 3TOH
METa0OJMYECKOW IeMu — IMCTAaTHOHA3bl, KOTOPBIH 00yCIOBIHMBaeT Bg-pesnucteHTHYIO (Qopmy
3abosieBaHus (METa0OIMYECKUil OJIOK 2 Ha pUCyHKe 1),

JlBe cnenytomiyie (OpMbI TOMOIIUCTHHYPHH CBSI3aHBI C TEHETHYECKH JICTSPMUHUPOBAHHBIMU
nedeKTaMyu pEeMETIIIMPOBAHMSI METHOHHWHA, BOSHHUKAIOIIMMHE BCJICICTBAC HAPYIICHUS aKTHBHOCTH
5-metmireTparuapodosiaT-roMonuCcTenH-MeTHITpancdepassl (3-1 Gpopma, Mmetaboanyeckuii 010K 3
Ha pucynke 1) u 6moxkom depmenta N(5,10)-mermnenterparuapodonarpenykrassl (4-1 hopma,
metabomrueckuii 610k 4 Ha puc. 1). Yka3anHbie 18e (OPMBI COIPOBOKIAIOTCS HE TIOBBIIICHUEM, a
CHI)KCHHEM KOHIICHTPAIIMM METHOHWHA B KPOBU. B meaTprdeckoi MpakTUKE Yalie BCTPEYAOTCS
JIBe TepBbic (hOPMbI OOJIE3HH, MMEHYEMbIE KJIACCHYEeCKOi romonuctunypuei [3,5,12,14,16] Cxema

MeTaboa13Ma TOMOIMCTCHUHA ITPUBCACHA B IIPUIIOKCHHUN (pI/IC 1)
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PI/ICYHOK 1. Cxema MeTaOOIUYECKUX mponeccoB, NMpUBOJANINX K PA3BUTHIO TOMOLIMCTUHYPHUU (HO

UpTodate.com ¢ u3MeHEHUAMH)

1.3 DnuaemMuoJ0orus 3a00JeBaAHNUA UJIH COCTOAHUA (rpynnbl 3a001eBaHUH MJIH

COCTOSTHM )

Cpe,[[HSISI 4acTOTa KJIaCCHUYECKOMH TOMOIUCTUHYPUU B O6H_Iel71 nomnyjsinun - TOYHO HE

ofpejieNieHa u3-3a OTCYTCTBHUS MOBCEMECTHOIO HEOHATAILHOTO CKPUHHHTA, 110 JaHHBIM JIUTEPATyPhI
oHa cocrtasisieT B cpexaeM 1:100000-1:200000, Bapbupys ot 1:1800 mo 1:900000 B 3aBUCHMOCTH OT

ATHUYECKOMN MPUHAICHKHOCTH [23]

YacTroTa METHWIMAJIOHOBOU amuaypuu ¢ romoructunypueit, tuno cblC mo  JaHHBIM

HeoHaTanbHOro ckpuHumHra B Hpro-Mopke coctaBager 1:100000 >xuBOpOXIEHHBIX, a B Kurae

(mpoBunmsa anpayn) — npubausutensHo 1:3920 [23].




1.4 Oco0eHHOCTH KOAMPOBAHHUSA 3200J€BAHNS WJIH COCTOSHUSA (rpynnbl 3200J1eBaHAN

HMJIM COCTOSTHMI) 10 MeKIYHAPOAHOM CTATHCTHYECKOH KiaaccuuKanuu 00e3He u

npooJeM, CBA3aHHBIX CO 310POBLEM

E72.1 — mapymenne oOMeHa cepocoiepKaliuiX aMUHOKHCIIOT.

1.5 Knaccudukanus 3a00aeBaHusl WJIH COCTOSHUSA (Ipynnbl 3200J1eBaHNH NI

COCTOSIHM).

BBIILGJISIIOT CJICAYIOIUC KIMHUKO-TCHCTUYCCKHUC (bOpMBI TOMOIIMCTUHYPUU:

O KJaccu4eckas TOMOIMCTUHYPHS, MOJpa3ieisomascs Ha Bg-3aBucumyro u  Beg-
pe3UCTeHTHYIO (MeTabomueckue 6oku 1 u 2)

O TOMOUMCTHHYpHS, OOYyCIIOBICHHAs HApYyIICHHEM AaKTUBHOCTU S-MeTWITETparuapodosart-
TOMOLIMCTEHH-MeTHATPaHCc(epas3sl (MeTabonndeckuii 6110k 3)

O TOMOUUCTHHYpHS, o0yci0oBIeHHas HapyIlICHUEM AKTUBHOCTH N(5,10)-
MeTHIIEHTeTparuapodoIaTpeykTassl (MeTabonnyeckuit 610k 4)

CoBpeMeHHas KIacCUPUKAIMS PA3IUIHBIX (JOPM TOMOIMCTUHYPUHU TNpHBeneHa B Tabmume 1 (oM.

npuioxenue) [3,5,12,14,16].

1.6. Kiinnuueckas KAPTHHA 3200J1€BAHUS WM COCTOSIHUS (IPYINbI 32001€BaAHNI MJIN

COCTOSIHMIA).

[Tpu xmaccuueckoir Qopme 3a0o0jeBaHMsI OTMEYAIOTCS MOPAKEHUS €O CTOPOHBI HEPBHOH

COCYJIMCTOM, CKEJIETHOM CHCTeM W opraHa 3peHus. [Ipm ocMoTpe marmueHTta oOparmiaer Ha cels
BHUMAaHUE TUMIOTIUTMEHTAIHMS KOXU B Bojoc. CaMbIM 4acThIM cuMIITOMOM (6osiee 50% HeleueHbIx
MAIMEHTOB) SBJISIETCS TOpPaXEHHE OpraHa 3peHus, OCOOEHHO TOJBHIBUX XpYyCTallUKa,
BCTpEYArOUIUIcs y AeTer crapiie 2-x jeT. [[pyrue nopakxeHus opraia 3peHusi BKJIIOYAIOT MUOIHUIO
BBICOKOUM CTETEHH, JPOKAHHE PATY>KKH, TIayKoMmy, aTpo(uio 3pUTETHLHOTO HEPBA, JETEHEpaIUio
CETYATKH, KaTapaKkTy U aHOMAJIMH POTOBHUIIBI.

BropbeiM 1o WacToTe mpu Kiaccu4eckoi opmMe TOMOLMCTUHYPUU SBISETCA MOPAKEHHUE COCYIOB.
TpomM60>IMOOIMH BCTPEUAIOTCS B Pa3lMYHBIX COCYJaX M MOTYT BO3HUKHYTH B JIFOOOM BO3pacrte.
[Toutm y 50 9% manmueHTOB OTMEUAIOTCS COCYAHMCTBIE OCJIOXXHEHUS, TMpEeCTaBICHHBIC
TpoMOOIMOONIUSIMH, K Bo3pacty 29 ner. B psae ciydaeB mopakeHHE COCYIOB MOXKET SIBIATHCS
€MHCTBEHHBIM CUMIITOMOM 3a00JIeBaHUS, BO3HUKAIOIUM Ha 2-3 NECATHIIETUH XU3HHU (OCOOEHHO Y

NAIMeHTOB C HaWOOJee YacTOM TOMO3MIOTHOW MucceHC Mytanueit ¢.8337>C B rene CBS)

[1,2,3,17].



Hapymiennss co  CTOPOHBI ~ KOCTHOM  CHCTEMBbl  MPEJCTABIEHbI  BBICOKUM  POCTOM,
JOJTUXOCTEHOMENHEH, apaxHOIaKTUIINEH, CKOJIN030M, JAedopMalieil rpyAHON KIETKH, BaJbl'yCHON
nedopMarueii KOHEYHOCTEH, OocTeornopo3om/octeoneHueit. OcTeonopo3 HaOMOJAeTCsl MOYTH Y

TIOJIOBUHBI AIIMEHTOB KO BTOPOMY JCCATHIICTUIO ku3Hu [4,16,21,22].

KoruutuBHbIC HAPYIICHUS TaKKe SABISIOTCS XapaKTEPHOW YEPTOM JJIA NALUEHTOB C KIACCUYECKOU
dopmoit romommctunypuun. 1Q Bapsupyer ot 10 go 138, B cpeanem cocraBusisi 78. bmaromapst
paHHEH AMarHoCTHKa 3a00J€BaHMA W CBOEBPEMEHHO HA4aTOM Tepaluy MalueHThl UMEIT Oosee
BBICOKHE IIOKa3aTeNy MHTEIIEKTa. [lepeHeCeHHbIe NHCYIIBThI TAK)KE MOT'YT OKa3blBaTh BIUSHUE Ha

WHTEJUIEKTyalbHbIe criocoOHOCTH nanuenTa. Cynoporu Berpedatores y 20% OONbHBIX.

[TcuxmaTpuyeckue HapyLICHUs SBISIOTCA XapaKTepHBIMU JUIsl Kilaccuueckor (opMbl 3a00s1eBaHUS
u Berpevatorcss noutd y 50% mnamuentoB. K HUM OTHOCATCS WIM30(QpPEHUs, SHMU30AUYECKHE
JIENPECCUU, XPOHUYECKUE HApYIIECHUS IOBEICHMSI, 00CECCUBHO-KOMIIYJIbCUBHBIE PAcCTPOMCTBA U
HapyILIEHUs JUYHOCTU. Y OTACNIBbHBIX MALMEHTOB IICUXUATPUYECKUE HAPYLICHUS MOTYT SBIIATHCA

CANHCTBCHHBIM CUMIITOMOM 3a0071eBaHus.

OmnucaHbl ciryuan KJIACCUYECKOM TOMOIMCTUHYPUH, HpOTeKaIOH_[Cﬁ C OCTPbIM IIAHKPCATUTOM H

XPOHHUUYECKOU Juapeei.

KinHuueckast kKapTuHa MpyU METUIIMAIOHOBOM anuaypuu ¢ romoructunypuei, tun cblC (MAHCC)
IpesicTaBIeHa MeTab0INUECKUMH, HEBPOJIOTUYECKUMH, reMaToJIOrM4eCKUMH,
0(pTaIbMONOTUYECKUMHA M JEPMATOJIOTUYECKUMHU TIPOSIBIICHUSIMM B COUYETAHUU C 3aJEPIKKON
pa3BuTHs. 3abosieBaHUE MOXET MaHU(ECTHPOBaTh B JIFOOOM BO3pacTe, HAYMHAs OT HEOHATAJLHOTO
nepuosa (B TOM 4MCI€ M TpPEeHaTalbHO) [JO B3POCIOro BO3pacTa. BpIIendoT paHO
MaHuGecTHpyloylo (MHGaHTWIbHYIO (GopMy 3a0ojeBaHMs) U TO3AHO MaHH(ECTUPYIOUIYIO
(HenHpaHTUIBHYIO) PopMmy. Ilpu MHpaHTHIBHON (hopMe 3a00eBaHUS CUMIITOMBI BO3HUKAIOT Ha
HEpBOM TOJly KU3HU M TPEACTaBIEHbl TPYAHOCTSAMU BCKapMIIMBaHMs, IUIOXMM HabOpoM Beca,
MBILIEYHON THUIOTOHMEH, CyJoporamu, Mukpouedaived M 3afepKKOW pa3BUTUS. Y HEKOTOPBIX
MAalMeHTOB BCTpeuaercs anuao3. llpossienus co croponsl [IHC BkmrouaroT ruapornedannio u
KopTuKaJbHYl0 aTpoduto. Co CTOpPOHBI OpraHa 3peHHs OTMEYaeTcs HUCTarM, MUTMEHTHBIN
PETHHMUT, CHW)KEHHE OCTPOTHl 3peHMsS. [ emMaToJIorMueckue TMpOSIBICHUS IPEACTABIEHBI
TPOMOOIMTONEHUEH, MAKPOLIMTApHOU aHEeMHEH, Merano0I1acTHBIMU U3MEHEHUSIMU KOCTHOTO MO3Ta,

TUIEPCErMEHTOSAEPHBIM MOIUMOPGHOSIIEPHBIM HEHUTpoduie3oM, JeiKoneHuen, HeHTponeHHen.



Bee »tu mposinenus oOycnosneHsl AeuuutoM (onatoB. OCIOXKHEHUS CO CTOPOHBI IOYEK

MMpEaACTaBJICHBI TCMOJIUTUKO-YPEMHUYECKUM CHUHAPOMOM.

JluneBsle  gucMopduM  BKJIIOYAIOT  YAJIMHEHHOE  JIMIO,  BBICOKHMH 1100,  KpyHHbIE

HU3KOPACMOJI0KEHHbBIE YIITHbIE PAKOBUHBI U YIUIOUICHHBIN QUIBTP.
Cxema Metabonm3Ma BuTaMuHa B12 mpuBeneHa B MPUIIOKEHUH.

[omonucTuHYpHs, OOYCIIOBJICHHAS TSDKEJIBIM JE(PUIIMTOM METHICHTETparuapodoiaTperyKTasbl
(MTHFR), manudectupyeT B HEOHATAILHOM IIEPHOJC OCTPHIM HEBPOJOTHMUCCKHUM THCTPECCOM,
BKIIIOYAIONUM T'eHEPaTN30BaHHYIO MBIIICYHYIO TUIIOTOHHUIO, MPOOJIEMBI CO BCKAapPMIIMBAHUEM,
TUIOXOH HabOp Beca, IETapTuio, altHOd U MUKpouedanuio. Takke onrcana mo3aHss MaHUupecTaus
3a00JIeBaHUsl B JIETCKOM M B3pociioM Bospacte. Ilpu stoii (opme 3a0oseBaHUs KIMHHYECKAS
KapThHa OoJiee BapuaOeibHA W TIPEJCTABICHA 3aJICPKKON pa3BUTHUS, KOTHUTUBHBIM Je(QUIIUTOM,
HApYIICHUSMH  TIOXOAKH,  PErpeccoM  TICUXHYECKOTO  Pa3BUTHUS,  IMPOTPECCHPYIOIICH
sHIepaTONaTHEH, MUCIONATHEH, aTaKCUeH, CHACTHYHOCThIO, OCOOCHHOCTSMH IOBEICHUS,

NCUXUATPUIECKUMHU CHMIITOMAMH U HHOr1a Tpombo3amu. [11,12,14,16,20,21,22]

B anamHe3e BO3MOXKHBI YKa3aHusd Ha pO,I[CTBGHHBIfI 6pa1<, HaJIM4Yhie CUOCOB C aHAJOTUYHBIMH

KIIMHUYCCKUMU MIPU3HAKAMHU, HAJIUIUC Y OIU3KHUX POACTBCHHUKOB PaHHUX I/IH(bapKTOB/ HHCYJIBTOB.

2. IuarHoCcTUKA 3200/1€eBaHUS WIN COCTOSIHUS (TPYNNbI 3200/1€BAHUI WM
COCTOSIHMII), MEITUIINHCKNE MOKA3AHUSA U MPOTHBONOKA3AHNS K NPUMEHEHHUIO

METOA0B JTMATHOCTHKH

2.1 ’Kajao0bl 1 aHAMHE3

Co cTOpOHBI HEPBHOM CUCTEMBI:

3azepkKa ICUXOMOTOPHOT'O Pa3BUTHUS
YMCTBEHHAs1 OTCTaIOCTh

ITape3sl, mapanuau

Hapymenus noxoaku

WNHCynbThI

Cynoporu

0O O O O O O

Co CTOPOHBI CEPACYHO-COCYTUCTON CHCTEMBI:

o Tpom6035l, TpOMOOIMOOTUN
o HWH(apKThl, HHCYIBTHI

O Hponanc MUTPAJILHOT'O KJIallaHa
10



Co cTOpOHBI KOCTHOW CUCTEMBI:

Jedopmarus rpyaHO# KIETKH
HckpuBiieHre NO3BOHOYHHKA
Ocreonopos

[Tepenombl

0O O O O

Co CTOPOHEI I'JIa3:

Muonus

I'maykoma

[ToaBeIBUX XpycTauKa
Karapakra

Ortcroiika ceT4yaTKu

O O O O O O

ATpoust 3puTenbHBIX HEPBOB

Co CTOPOHBI APYI'UX CUCTCM:

o I'peokn
o Ilankpeatur
Jenpecun, ncuxossl

2.2 duzukajabHoe 00cae10BaAHHE

Denomunuueckue yepmovl NAYUEHMOS. Ms2KUe CNecKad BbIOWUecs C8emio-pycvle B010ChHl,
HeXCHbIUL PYMAHeY HA ujeKax, 201y00t yeem padyidcHou 000I0YKU, 8bICOKULL POCM, ACMEHUYECKOe
MeNnocniodceHue, ONUHHbIe MOHKUE KOHEYHOCMU, apaxHOoOaKkmunus Kucmeu u cmon. Yacmo
O0OHAPYIHCUBAEMCIL BANLCYCHASL YCMAHOBKA KOJICHHBIX CYCMABO8, KUPOCKOIUO3bL, 0POHKOOOPA3HAs
unu Kunesuouas oegopmayuu epyoHou kiemku. Hapaoy ¢ smum, ecmpeuaromes ¢hopmvt 60ne3nu,
npu  KOMOPbIX UMEHEHUs. ONOPHO-08USAMENbHO20 ANNApama MUHUMALbHbL UTU  HNOTHOCIBIO
OMCymcmeyom.

Xapakmepna namonoeusi 2nazHo2o annapama: cyonokcayus (MOKcayus) XpycmanuKos,
YACMO OCIONACHAIOWAACS BMOPUYHOL 2IAYKOMOU, HepeOKo uMerowell 310KayecmeeHHoe medeHue,
MUONUSL, ampoghust 3pUMeENbHbIX HEPBOB8, KAMAPAKMA U OMCIOUKA CeMYamKU.

Cepoeuno-cocyoucmvle  HapyuieHus  00YCI08IeHbl  pa3gumuem  mpomoosImMooul 6
apmMepuanbHuIX CoCy0ax cpeoHezo U MeaKo2o Kaauopa.

Tpomb603bl  803HUKAIOM NPEUMYUWECMBEHHO ) NAYUEHMO8 HOOPOCMKOBO20 U MOI00020

803pacma, A6IANMCA 21A6HOU NPUYUHOL UHGAPKMA MUOKaApoa uiu UHCYIbma ¢ gopmuposaruem
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04aA20601 HEBPONOCUHECKOU CUMNMOMamuKy. Mnmeniekm nayuenmos ¢ coMoyucmuHypuer dauje
crudicen: 1Q (koaghgpuyuenm unmennekmyanvroco pazeumus) koaedremcs om 32 0o 85 eo. (Hopma
85-115 e0.). V demeii ¢ Bg — 3a8ucumoui popmoui comoyucmuHypuu yMCmeeHHoe pa3eumue Modxicem
ovimb HopmanvHvim [17]

Hmeromesa coobwenus o msicenou gpopme snurencuu (cunopom Becma) y nayuenmos c
eomoyucmunypueu. Onucanvl maxkice 2eMuniecus, NCUXo3ol.

Taoxcecmvy  KIuHUYeCKUX nposieieHutl 6onesnu npu Bg-pezucmenmnoii  ¢opme 6Oonee
gvipadicena, wem npu Beg-3a6ucumoii.

2.3 JlaGopaTopHasi TUATHOCTHKA

o PexoMeH10BaHO TMalMeHTaM C TMOAO03PEHHEM Ha TOMOIMCTUHYPHUIO KOJIWYECTBEHHOE
orpeneneHne MeTHOHWHa, TromorucrenHa (MccnemoBaHwe ypoOBHS TOMOIMCTEMHA B KPOBH,
KomrutekcHoe omnpeneneHre KOHIEHTPAMM HAa aMHUHOKHCIOTHI W AlWIIKAPHUTHHBI B KPOBU
METOJIOM  TaHJIEMHOW  Macc-crmekTpomerpuu, OrmpeneneHne  ceKTpa  aMHUHOKUCIOT U
AIIMJIKAPHUTAHOB B CyXHMX TWsTHaX KpoBu MerogoM TMC) i ITUArHOCTHKH KIJIACCHYECKON
romouctunypu [3,13,15].

YpoBeHb yOeIUTeILHOCTH peKoMeH1aluii — B, ypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — 2
KoMMeHTapum: 0711 Kiaccuueckol —2OMOYUCTIUHYPUU — XAPAKMEPHLL  NOBbIUEHUE — VPOBHS
MEMUOHUHA U 20MOYUCTEUHA 8 CblBOPOMKE KPOBU, CHUNCEHUE YUCMUHA 6 CbIBOPOMKe KPOBU U
moue (mabnuya 3). Baoicno, umo KomyeHmMpayus 20MOYUCMEUHA U SOMOYUCMUHA 6 Nia3Me
(MccrnemoBanre YpOBHSI TOMOIIMCTEMHA B KPOBH) O0JMJCHA Obimb OnpedeleHd y nayueHmd, He
nonyuaouje2o NUPUOOKCUH (8 MOM YuUcCie 8 cCOCage NOIUSUMAMUHO8) 8 medeHUe 08YX Heoelb.

Ta6auna 3 - OcHOBHbIE OMOXMMHUYECKUE TIOKA3ATENH JIs1 AMATHOCTUKY TOMOIIUCTUHYPUH.

Meraboaut buonornuecku | Oxxunaembie pe3ynbTaThl y manueHToB | KoHTponb
it oOpasen TOMOIIMCTHHYpHUEH
HoBopoxaeHubie Heneuennbie
crapiue 1 roga
['omornucTuH [Tnazma 10-45 MKMOIIB/IT >100 MKMOJIB/T OTtcyTcTBYyET
(0-1,2 Mr%) (>3 mr/mn)
OOmumit IIma3zma 50-100 MKkMOIIB/JT >100 MKMOIB/JT <15MKMOIB/IT
TOMOIIUCTEHH
MeTtnonua [Tna3ma 200-1500 Mxmomb/1 | >50 MKMOJIB/T 10-40 MxMoOIIB/IT
(3-23 mr/mn) (>0,7 mr/mm) (0,2-0,6 Mr%)
I'omorucrenn KpoBs ompesensercs oTpeensercs OTtcyTcTBYeET
Moua
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o PexoMeHI0BaHO BCEM TAlMEHTaM HCIOJIB30BAHUE MOJICKYISPHO-TEHETUYECKUX METO/I0B
JUTST MIACHTU(DUKAIMA TOMO3UTOTHBIX WJIM KOMITAYHJI-TE€TEPO3UTOTHRIX MyTanuid reHa CBS s
noaTBepxkaeHus auarHoza [Bari¢ 1, Staufner C, Augoustides-Savvopoulou P, Chien YH,
Dobbelaere D, Griinert SC, Opladen T, Petkovi¢ Ramadza D, Raki¢ B, Wedell A, Blom HJ.
Consensus recommendations for the diagnosis, treatment and follow-up of inherited methylation
disorders. J Inherit Metab Dis. 2017 Jan;40(1):5-20].

YpoBeHb yoe1UTEJIbHOCTH peKOMeHAaluii — B, ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 2
KommenTapuu: cen CBS cooepocum 18 sx30108, mpu u3 Komopulx Hekooupyowue

K nacmoswemy spemenu 6 cene CBS onucano 198 pasnuunvix mymayuii.

Iloomeepacoarowas OuazHOCmMuKa Modxicem Oblmb BbINOIHEHA KAK € NOMOWbIO NPAMO2O

ABMOMAMUYECKO20 CEKBEHUPOBAHUS, MAK U C NOMOWDBIO MACCOB020 NAPANIENbHO2O

ceksenuposanus (NGS).

Onpeoenenue mymayuii 6 cene CBS gaoicro 0ns noomeepoicoenus ouaznosa, 3¢pgpexmusrozo

MEOUKO-2eHeMUYEeCK020 KOHCYIbIMUPOBAHUSL U  NPOSCHO3UPOBAHUS  MANCECMU  MeYeHUs.

oonesnu. Heobxooumo yuumeieamv, 4mo ) OOIbUWUHCINBA NAYUEHMO8 60 BCeM Mupe

BLIABNISAIOMCS KOMNAYHO 2eMePO3ULOMHble HYKIeOMUOHble 8apUanmbl

Cywecmsyrom OamnHvle, 4mo OJi1 NOOMEEPIHCOEHUS OUALHO3A BO3MOINCHO NPOBOOUMD
onpedenenue akmusenocmu pepmenma CbS 6 kynomype pubpodracmos. Akmuenocms pepmenma y
nayueHmos ¢ comoyucmunypuei eapvupyem 6 ouanaszore om (0 0o 1,8 Eo/me benxa, 6 mo epems
Kak y 300pogeix quy ona cocmasnsem 3,7-60 Eo/me benxka. @epmenmamusnas akmugnocms CHS
Modcem Oblmb Gblide V UL, NOJOHCUMETbHO Peasupyrouux Ha npuem NUpUOOKCUHA (8 Hacmosiuee
spems memoo 6 Poccuiickou @edepayuu ne npumernsiemcs).

s noomeepoicoenuss OuacHo3a peKkomMeHoyemces nposedeHue MOAEKVIAPHO-2eHEMULECKO20
00Cne006anss 6ceM NAyueHmam ¢ 2omMoyucmunypuel. B ciyuae, xoeda y nayuewma MOXNCHO
3ano0ospums  onpedeyienHylo  gopmy  3a001e8aHUs, PEKOMEHO0B8AHO  UCCLeO008aHUe  BCeX
KOOUPYIOWUX U Npuiecarowux UHMPOHHBIX obaacmeti COOMBEMCMBYIOUE20 2eHd MemoooM
APAMO20 ABMOMAMUYECKO20 CeKeeHUuposaHus. Mcciedosanue 8cex KOOUPYIOWUX U NPUTEAIOUUX
unmponHvix obnacmeu eewa CBS). B ciyuae, koeda onpedenenHylo KIUHUYECKYIO ¢Hopmy
3an0003pums  HE8O3MONCHO, PEKOMEHOOBAHO UCCIe008AHUE KOOUPYIOWUX U  NPULe2arouux
UHMPOHHBIX ~ 00AACMeEl  2eHO8,  GbI3LIBAIOWUX — 2OMOYUCMUHYPUIO,  MEeMOOOM  MACCOBO20
napaiieibHo20 CeK8EeHUPOBAHUSL.

Llenecoobpasno obcredosanue pooumenell NAYUeHmMa Ha 2emepo3uomHoe HOCUMeNbCMEo

BblSI6/IEHHbIX Mymauuzl C nOCﬂeayi‘Ob{/;uM ucnosvbzoeaHuem pesylbmamoe 0bcnedosams npu
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npoee@enuu l’lp€Hama]ZbHOIZ u npeuMnﬂaHmaquHoﬁ OUACHOCMUKU 8 OMACOUEHHbIX NO
COMOYUCMURYPUU CEMDBIX.

2.4 UHCcTpYMEHTAJILHAS AUATHOCTHKA

L PCKOMCHI[yeTCﬂ BCEM IaMCHTaM IIPOBCIACHUC peHTFeHOFpa(l)I/II/I IJIA  BBIIBJIICHUA
ckenetHeix aHomanmii [Sellos-Moura, M., Glavin, F., Lapidus, D. et al. Prevalence, characteristics,
and costs of diagnosed homocystinuria, elevated homocysteine, and phenylketonuria in the United
States: a retrospective claims-based comparison. BMC Health Serv Res 20, 183 (2020); Allen J,
Power B, Abedin A, Purcell O, Knerr I, Monavari A. Plasma methionine concentrations and
incidence of hypermethioninemic encephalopathy during infancy in a large cohort of 36 patients

with classical homocystinuria in the Republic of Ireland. JIMD Reports. 2019;47:41-46]
YpoBeHb yoenuTeIbHOCTH peKoMeH1auuii — B, ypoBeHb 10CTOBEPHOCTH J0KA3ATEJbCTB — 2

. PexomengoBano Bcem naumeHtaM npoBoautb MPT B cocymucrom pexume s
JIMarHOCTUKH COCYIMCTBIX aHOMaJIHi, TpoM0030B, uHCYyI6TOB [Allen J, Power B, Abedin A, Purcell
O, Knerr I, Monavari A. Plasma methionine concentrations and incidence of hypermethioninemic
encephalopathy during infancy in a large cohort of 36 patients with classical homocystinuria in the
Republic of Ireland. JIMD Reports. 2019;47:41-46; Sellos-Moura, M., Glavin, F., Lapidus, D. et
al. Prevalence, characteristics, and costs of diagnosed homocystinuria, elevated homocysteine, and
phenylketonuria in the United States: a retrospective claims-based comparison. BMC Health Serv
Res 20, 183 (2020)].

YpoBeHb yoeaUTEIbHOCTH peKoMeHAanuii — B, ypoBeHb 10CTOBEPHOCTH 10KA3ATEIBCTB — 2

PexoMeH/I0BaHO BCEM TMAIMEHTAM C IIEJIbI0 OMPEICICHUS CepPACYHOCOCYAUCTHIX HAPYIICHUH
npoBenenne  anektpokapauorpadun  (OKI)  (Permcrpamus  dMEKTPUYECKOH  aKTUBHOCTH
IpOBOASAIIEH CHCTEMBbI cepiiia) u axokapauorpapuu (DXO KI') [Pitchaiah Mandava, MD, PhD;
Chief Editor: Helmi L Lutsep, MD; Homocystinuria/Homocysteinemia, Jul 27, 2018].

YpoBeHb yoenuTeJIbHOCTH peKoMeH1auuii — B, ypoBeHb 10CTOBEPHOCTH J0KA3ATEIbCTB — 2

o PexoMen0BaHO BceM  TaMEHTaM  TPOBENCHHE  OPTATBbMOCKONHH, HW3MEPEHUS
BHYTPUIJIA3HOTO  JIaBJIE€HHSA, OCMOTP Bpadya-opTaabMojiora Juis JUarHOCTUKM  DKTOIUH,
cyOmrokcanuu (WU JIFOKCAIlK) XpyCTalliKa W JIpyrux Hapymenuid ¢yHkumu 3penus [Tsina EK,
Marsden DL, Hansen RM, Fulton AB. Maculopathy and retinal degeneration in cobalamin C
methylmalonic aciduria and homocystinuria. Arch Ophthalmol. 2005;123:1143-1146].
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YpoBeHb yoenuTeJIbHOCTH peKoMeH1auuii — B, ypoBeHb 10CTOBEPHOCTH J0KA3ATEJbCTB — 2

2.5 UHble AMarHocTHYeCKHe UCCJIe10BAHNA

2.5.1 /IMarHocTHYECKUH TeCT ¢ MUPUIOKCHHOM.

o PexkoMeHI0BaHO TIPOBEICHHE TECTa C MUPUIOKCMHOM (BUTaMUH Bg) mMaiueHToM ¢
MOJATBEPXKIEHHBIM  JUAarHO30M TOMOIMCTHHYPHS BCIEACTBHE HEJOCTATOYHOCTH (hepMeHTa
UCTAaTHOH-B-CUHTa3bl. 3amada Ttecta AuddepeHuupoBarh [Ba (EHOTHUIMYECKUX BapHUaHTa
KJIaCCHYECKON roMouuctuHypun: B6-3aBucumoro u B6-pesucrentnoro[C.B. Muxaiinosa, E.IO.
3axapoBa, A.C. Ilerpyxun: Helipomerabonuueckue 3a0oneBaHus Yy JeTE€H W IMOAPOCTKOB.
JluarHocTHKa U IOXO/IbI K JeueHHi0. MockBa, u3aarenbetBo «JIutreppa» 2019, 34-36 c.]
YpoBeHb yoeaUTEIbHOCTH peKoMeHAanuii — B, ypoBeHb 10CTOBEPHOCTH I0KA3ATEJIBCTB — 2
KommenTapmuii: [lepeo uauanom mecma Ha @one 00blunOU Ouemwvl Oe3 ocpaHuueHust Oenxd
onpeoensam cooepiicanie 2OMOYUCMUHA, 20MOYUCMEUHA U MEMUOHUHA 8 KPOBU, 3ameM NAYUeHmy
oatom 100 me nupudoxkcuna™* nepoparvHo u uyepes 24 uaca noemopsaom uMepeHue
KOHYeHmpayuu  yKasauuvlx memaborumos. Omeem  cuumaemcsi NOLONCUMENTbHBIM, — eClU
ommeyaemcs CHUdceHue ypoeusa ucciedyemvix mapkepoe Ha 30% u 6Oonee. Eciu omeem
ompuyamenvbHulil, 003y NUPUOOKCUHa™* yeenuuusarom 0o 200 me u uepez 24 uaca onpedensarom
KOHYEeHmpayuu  20MOYUCMUHA,  20MOYUCMeuHa U  MemuoHuHa. B ciyuae nonyuenus
ompuyamenbHo2co omeema 003y yeeauuusarom 0o 500 me (0na Oemeiti nep8oeo 200a HCU3HU He
bonee 300 me nupudokcuHa 8 Cymiku) u CHO8A ONPeoesom YPO8eHb NAMOSeHeMUYecKy 3HAYUMbIX
sewecms. Eciu 6 smom ciyuae KoHyenmpayus mMapkepos cHudxcaemcs meree, yem Ha 30% om ux
UCXO0HO20 YPOBHS 6 KpOBU, MO NAYUEeHm CUUmaemcsi He 4YY8CMEUMENbHbIM K mepanuu
RUPUOOKCUHOM™ ™, a ¢hopma Knaccuyeckol comoyucmunypuu - Be - pesucmenmuotl.

Basicno, umo maadenyvt u oemu 0OWIKOIbHO20 603pacma He 00J1HCHbL OJITUMENbHO NOJYyYams
oonee 300 mz nupuodokcuna™* 6 cymku 60 uzbexcanue noOOYHBIX IPPekmos, nanpumep,

Oblxameﬂbnblxpaccmpoﬁcme, Komopble ucuesarom nocijie npeKkpauieéHusl npuema nupudoxcuua.

. Pexomenayercsi ansi  HaOMIOACHUS  TAIMEHTOB C  YCTAHOBIGHHBIM  JTUAarHO30M
TOMOIIMCTUHYPHST TPUMEHSITh MYIbTUAUCIUIUIMHAPHBIA TOIXO0I B BHAY TOTO, YTO 3a00JIeBaHHE
XapaKTEePU3yeTCsl OPAKEHUEM MHOTHX OPTaHOB M CHCTEM, TpeOyeT KOMIUIEKCHOW Tepamuu, uTo
JTUKTYeT HEOOXOAMMOCTh COBMECTHOTO BEJICHHUS MAlMEeHTa CIENUATNCTaMd Pa3HbIX Mpoduiei

[Sellos-Moura, M., Glavin, F., Lapidus, D. et al. Prevalence, characteristics, and costs of diagnosed
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homocystinuria, elevated homocysteine, and phenylketonuria in the United States: a retrospective
claims-based comparison. BMC Health Serv Res 20, 183 (2020)].

YpoBeHb yoe1uTEJIbHOCTH peKOMeHAaluii — B, ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 2
KomMmeHTapuii: noxkazanvl nepsuunvie u noSmMopHbvie KOHCYIbMAYUU 8pavd-2eHemuxd, 6payd-
ogpmanvmonoza, 8pava-HespoLoea, 8paA4aA-sHOOKPUHONIO02A, BPAYA-2eMAMOII02d, 8PAYaA-Kapouoiozad,
8paua-0emcKko20  Kapouonoza, 6pada-Hepponoza, 8pava-neouampa/spava-mepanesma/spavd
00well npakmuku (cemetino2o 8pava), a maxdce epaveli Opyeux CHeyuaibHOCmell NaAyueHmam ¢
2OMOYUCMUHYpUET, UMEIOWUM HAPYUEHUS. PYHKYUL COOMBEMCMEYIOWUX OP2AHO8 U CUCTEM.

2.5.2 JInddepennuanbHasg ITMATHOCTHKA

Hughdhepenyuanvusiii Ouacno3 npu Kiaccuyeckou oOMOYUCMUHYPUU clledyem Nposooums 8
2pynne HAcie0CmeeHHbIX 3a00/1e6aHUll COeOUHUMENbHOU MKaHU ¢ cunopomamu Mapgana, Bunca
(6podicoennas KoHmpakmyphas apaxuooaxmuaus). Ilpu ecex smux 3a001e6aHUAX ommedaemcs
MapghanouoHvll henomun, OOAUXOCMEHOMENUS, APAXHOOAKMULUSL, KUPOCKOIUO3bl, Oedhopmayus
epyonou knemxu, [IMK, noosvisux xpycmanuxa. Ho npu comoyucmunypuu 6 omauuuu om
cunopoma Mapgana pocm modcem Oblmb HOPMATLHBIM, OMMEYACMCS OeNUSMEHMAYUSL KOJICU U
80J10C, BbIPANCEHHBII 0CMeonopo3 u mpomoosvl. Ilpu cunopome bunca onucana cneyuguueckas
oehopmayus yunsix pakoeut, BIIC u konmpakmypsl cycmasos, Komopule He 8CMpeuarmcs npu
2OMOYUCUHYPUU.

Hughdpepenyuanvuoiii  ouacnoz credyem npogooumv ¢ 2pPYNNOU  HACAEOCMEEHHbIX
3a601e6anull, CONPOBOAHCOAUUXCS UHCYIbMamu. ¢ 6one3nvio Dabpu, cunopomom MELAS,
BDOIHCOCHHBIMU HAPYUWEHUAMU 2TUKOZUTUPOBAHUS (Done3Hb JKaKkena), HeKOMOPbIMU OP2AHUYeCKUMU
ayuodypusimu (MemuiMailoH08as, NPONUOHOBA, U306ANEPUHOBAS, 2IIOMApo6ast ayudypust mun I u 2,
amunoayuoonamuamu (Oeuyumom opHUMUHMPAHCKOPOAMUTIA3bL).

Y nayuemmos ¢ memuimanonosou ayuoypueu ¢ eomoyucmunypueu, mun cblC
(cen MMACHC) no  cpasnenuio ¢ knaccuueckoti  opmoii 3abonesanus,  06yCl061EHHON
oepuyumom  memumanonun-KoAd  mymazvr  (cen MMUT)  ecmpeuaromca — muxpoyeganus,
NUSMEHMHbBIL PeMUHUM, MPOMOOIMOOIUU, 2eMOTUMUKO-YDEMUYECKUL CUHOPOM, HelUmponeHus,
Me2an001ACMHAs AHeMUS, CHUMCeHUe YposHs memuonuna 6 kposu [11,12,14,16,21,22]

Jugepernyuanvroiii OuacHo3z npu MemadoIuyeckux Kpu3ax nposoOUmMcst ¢ OpeaHudecKumMu
ayuoypuimu (MemuiMaioH08OU/NPONUOHOB01), C MOl Yelblo NPOBOOUMCS MAHOEMHAs MAacC-

cnekmpomempust uiu XpOMCZWlOZpCld)UH@CKO@ uccnedosanue AMUHOKUCION Nia3Mbl Kposu.
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3. Jleuenue

3.1 KouncepBaTuBHOE JieUeHHE

Cmpamezuﬂ Jle4eHUsl 2OMOYyuCmurypuu sasucunt oni npupodbl Memabonuuecko2o 6]107('(1,
8vl36asuULe20 3a00e6anue.
Hpqu/;ul’luaﬂbelM MOMEHMOM 8 JedeHue KAACCUUecKou COMOoUUCmMUHYpUU Ae6jisiemcs

onpeodenenue Yy8CmMeUmenIbHOCMu K NUPUOOKCUHY .

AJITOPUTM onpe/eieHNsI YyBCTBUTEIbHOCTH K MUPUIOKCHHY

I'Iepsoe onpegeneHuve BTOpOE onpejeneHve
FOMOUMUCTENHA B KPOBH FTOMOLWCTEUHA B KPOBU

b

‘ CrapT nprema nupuaokcuHa 10 mr/kr/cyT, He 6onee 500 mr/cyT ‘

|

‘ KOHTpOb YPOBHS rOMOLMCTEMHA B KPOBM Yepes 1 Hef ‘

b v

[oMoUKCTEWH B KpoBH < 50 pMonb/n ‘ ‘ [omouncTerH B KpoBK > 50 pMonk/n
KoHTponb ypoBHS roMoUMCTEMHA B KPOBU KoHTponb ypoBHA roMoLMCTEMHA B KPOBH
yepes 2 Hex yepes 2 Hel

v

‘ [omoumcTenH B KpoBu > 50 uMons/n ‘

v

KoHTpONb YPOBHS rOMOLMCTEMHA B KPOBM

yepes 6 Hex
[omouucTerH B Kpoeu < 50 uMons/n [omouwcTenH B kpoBH < 80% [omMoUWCTEUH B KpoBH > 80%
OT HayanbHOro OT Ha4yanbHOro
MonHocTbio
NUPHAOKCHHYYBCTBUTENbHAA dopma YacTuyHo YyBCTBUTENbHaRA popma MupuaoKcMHpe3ucTeHTHaRA dopma

Hctounmk: A. Morris 1 coaer., 2017 [6]. My6nukyetca 6e3 U3MEHEHWI, NepeBoy, BLIMNONHEH aBTOPaAMM.
Source: A. Morris et al., 2017 [6]. Published without changes, the translation made by authors.

. PexomennoBana tepanusi nMpUAOKCUHOM** (BUTaMUH Bg) BceM maryeHTam ¢ HapylIeHHueM
oOMeHa cepocoiepKaliiux aMUHOKUCIIOT JIJIsl HOPMaJIU3allii MeTaboIn4ecKux mpoieccos [8,9].

YpoBeHb yOeauTeJbHOCTH peKoMeH1auuii — B, ypoBeHb 10CTOBEPHOCTH 10KA3ATEJbCTB — 2

KommenTapmii: dnsa nayuenmog ¢ Bg-3asucumvimu hopmamu 20MOyucmunypuu 003a 6UMAMUHA
cocmasnsiem 6onee 200 me/cymku unu paeua momy MUHUMATbHOMY KOAUYECmEy RUPUOOKCUHA,
KOmMopoe  Npoussooum  MAaKCUMAlbHble — Ouoxumuyeckuil d¢gexm, m.e. cnocobcmeayem
3HAUUMENLHOMY CHUMCEHUIO KOHYEHMpayuu 2OMOYUCMEUHA U MEeMmUOHUHA 6 Nla3me KpOSu.
Iayuenmam c Be-pezucmenmuvimu opmamu 6onesnu npuém eumamuna Bg pexomenoosans
Gapmaxonocuueckux 0osax (25-100 me 6 oenv Kypcamu no 4 nedenu y oemeui 1-20 200a Hcu3Hu u 00

200-500 2 6 0enwv y 6oree cmapuiux nayuenmos). Cnedyem umems 6 U0y, 4mo npuem noSbIULEHHbLX
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003 sumamuna Bg moorcem umemsv nodoounoe Oelicmsue 6 sude nepughepuueckoli Heuponamuu u

PabooOMUOIUZA, NOIMOMY NUPUOOKCUH CTledyent NPUMEHSMb MOJbKO NOO KOHMPOIeM 8Payd.

o PexoMeHI0BAaHO  JHETUYECCKOE  JIEYCHHE  BCEM  MAlMEHTaM C  KIJIACCUYECKOU
TOMOIIMCTUHYPHEH, CBsI3aHHOM ¢ nedekrom ChS, a Takxke OONBUIMHCTBY MAI[HEHTOB, PEarupyoIInX
Ha TipueM B6 ¢ 1enpi0 HopMaln3aui MeTa0oIMYECKUX MPoLeccoB. Jluera JomKHa IPOI0IDKAThCS
noxusHenno [C.B. MuxaitnoBa, E.IO. 3axapoBa, A.C. Ilerpyxun: Helipomerabomnueckue
3a00JIeBaHUs Y JIETEH M MOAPOCTKOB. J[MarHOCTHKA U TOAXO/BI K JICYeHUI0. MOCKBa, N3/IaTEITBLCTBO
«JIurreppa» 2019, 34-36 c.].

YpoBeHb yoeTUTEJIbHOCTH peKOoMeHAaluii — B, ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 2

. PexomengoBana CTporas OTrpaHMYHUTENIbHasg JAueTa C O0oJieeé YacThiM KOHTPOJIEM
OMOXMMHYECKHX  MapKepoB  3a0o0JieBaHWs  TAaIlMeHTaM ¢ Bg-pe3ucteHTHOl  opmoit
romorctunypueii [8,9]

YpoBeHb yoeauTeIbHOCTH pekoMeHaanuii — B, ypoBeHb 10CTOBEPHOCTH 10KA3aTEJIHCTB — 2
KomMmenTapmii: duemuueckoe neuenue 3akiouaemcss 6 CHUMNCeHUU nompedienus MemuoHuHa 3a
cuem ocpaHuueHus nompebaeHus 0Oeika HAMmypaibHulX NpooyKmos. Jna moco, umooul
npeoomsepamumay benKoso-sHepeemuieckyio HeodoCmamoyHoCcms, HA3HAaA4aomcsi
cneyuanu3uposanuvie NpPoOyKmMvl NUMAHUS HA OCHOB8E CUHMEMUYeCKUX amMuHoKuciom o6e3
MEmUoOHUHAa, HO 0002awjeHHble AMUHOKUCIOMOU Yucmeud, Komopas O  NAYUeHmos
2omoyucmunypuel 8 yciogusx nedocmamournocmu epmenma CbS cmanosumcst s¢ccenyuanoHou.
Konuuecmeo nuweeoco memuonuna paccuumsiéaemcs OUemono2om u obecneuusaemcs 3a cuem
HAMYPAnibHblX — PACMUMENbHLIX  NPOOYKMOE U  CNeYUATbHbIX  HU3KOOENIKO8bIX — NPOOYKMOS,
KOHMPOUPYemcsi nymem onpeoeienus KOHYeHmpayuu 20MOYUCMeUra 1 MemuoHuHa 6 niasme.
Ilpu Haznayenuu ouemomepanuu NAYUEHMAM C 20MOYUCIMUHYPUell clledyem OPpUeHMUPOBAMbCA HA
noo0oepicanue HOPMAIbHbIX YPOGHEU MEeMUOHUHA U YUCmeuna U obecneueHuu MUHUMATbHO20
VposHs comoyucmeuna 6 niazme kpogu. Coomeemcmeyoujue pegepencrvie YPoSHU COOEPHCAHUS
VKA3AHHBIX AMUHOKUCIOM npugedeHvl 8 madauye 0.

Taﬁ.mma 6- Pe(bepeHCHLIe YPOBHU CB060,Z[HBIX MCTHOHHWHA, TUCTCHUHA U TOMOIIMCTCHHA B I1JIa3M€

KPOBH.

AMMWHOKHCIIOTA YpoOBeHb B IJ1a3Me KPOBH, €1. U3M.
MKMOJIB/TI mr/100 M

MeTtnoHu” 18-45 0,27-0,67

Hucreun 25-50 0,30-0,76

I'omomucrenn <12 <0,16

18



Hcmoynukom memuonuna 6 oueme nayuenmos - demeti 1-20 200a HCU3HU ABIAIOMCA HCEHCKOE
MOJOKO U/unu adanmuposantas monounas cmecs. C 6 mecayes 6 OONOIHEHUe K IMOMY - HPOOYKHIbL
NPUKOpMA HA (PPYKmMosot, 080WHOU U 31aK060U (0e3MONIOYHOL) OCHOBe, Y NAYUEHMO8 cmapuie
200a — NPOOYKMbl 0ObIYHO20 PAYUOHA (080WU, PPYKMbL, 8 OZPAHUYEHHBIX KOIUYEeCMBax 3/1aK08ble).
Hcmounuxom OONOIHUMENbHBIX KOAUYECME YUCMEeUHa 6 payuoHe NAyueHmos AeJsAemcs
CReYUAnU3UPOBAHHLLIL  NPOOYKM HA OCHOGe CMeCu Kpucmaiiudeckux L-amunokuciom, He
cooeparcawuti MemMUOHUHA. Imom dce NPOOYKM 6IAemcst OONOJHUMETbHbIM UCTOYHUKOM 00uje2o
0e1K08020 azoma U He3aMeHUMbIX aMuHoKuciom. [lepuyum snepeemuueckou YyeHHOCmu payuona
Modtcem NOKpuleamvpCs y NAYUeHmos cmapuie 2004 3a C4ém UCNONb308AHUA CReYUATUSUPOBAHHBIX
0e30e1K08bIX NPOOYKMOB8 HA OCHOBE KPAXMALA, HCUPOS U 000ABIEeHH020 caxapa.

Ilpu pacuéme cocmasa payuoHa nayuewmos ciedyem YYumvléamv — OPUEHMUPOBOUHbLLE
nompeOHOCmuU 8 Yucmeune U MemuoOHUHe y NAYUEHMO8 2OMOYUCUHYPUEl DPA3HBIX 803DACMO8
(mabauya 7).

Ta6auma 7 - OpHUEHTHPOBOYHAS TOTPEOHOCTh B METHOHMHE M IIUCTEMHE Yy MAIMCHTOB C

FOMOHHCTHHypHCﬁ B 3aBUCHUMOCTH OT BO3pacTa.

Bospact nauuenTon CyrouHas NOTPeOHOCTh B AaMUHOKHUCIIOTAaxX
MT/KT MacChl Tela
MeTtnoHuH Hucteun
0 - <3 mec 15-30 300
3 - <6 mec 10-25 250
6 - <9 mec 10 - 25 200
9 - <12 mec 10 - 20 200
1-<4rona 10-20 100 — 200
4 — <7 ner 816 100 — 200
7—<I11 ner 6-12 100 — 200
Hesymku 11- <15 ner 6-14 50 — 150
Jesymiku 15- <19 ner 612 25125
JeBymiku 19 ner u crapuie 4-10 25-100
FOnomm 11- <15 net 6-14 50 — 150
IOnommm 15- <19 net 616 25—-125
FOnomm 19 ner u crapme 6-15 25 —-100

Cneuuaﬂusupeaﬁﬁble l’lpanKmbl HA OCHO8E AMUHOKUCIOM De3 MEMUOHUHA, 3apecucmpupoeaHnble 6

Poccuiickoii @edepayuu u ux xumuveckuii cocmas npeocmaeienvt 6 maoauye §.

Taﬁ.mma 8- CHCI_II/IaJ'II/BI/IpOBaHHLIC OpOAYKTBI HA OCHOBC aMUHOKHCJIOT 0e3 METHOHUHA.

ConeprkaHre OCHOBHBIX IMHINEBBIX BEIIECTB U IHEPTUU Ha
100 r cyxoro npogykra
benok (1) ‘ Kup (1) ‘ YrieBoasl ‘ DHEproueHHOCTh

Bo3spact
NpUMEHEHUs

Hanmenosanue
MPOAYKTa
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() (kxamn)

Hyrtpuren 14 - 14 23 504 471 C poxnaeHus
met 1o 1 rona
Hytpuren 20 - 20 18 50,3 443 Crapiie 1
met rojga
Hytpuren 40 - 40 13 31,2 402 Crapie 1
met rojga
Hytpuren 70 - 70 0 41 296 Crapie 1
met ' rojia
HCU  Anamukc C poxneHus
uHpanT 13,1 23 49,6 457 10 1 rona
XOMHUIIOH 77 0 45 326 Crapiie 1

rojia
. PexoMeHI0BaHO Ha3HAUCHUE JICUCHHUS TIperaparaMd OcTawWHAa KaK JOMOJIHCHUE K

TUETOTepanuu, 4To OOecreurBaeT ajlbTePHATHUBHBIM IMyTh PEMETHJIMPOBAHHS M CIIOCOOCTBYET
npeoOpa3oBaHr0 M30BITKA TOMOLIMCTEMHA B METHOHMH, YTO MOXET MOMOYb MPEIOTBPATUTH
pa3BuTHE OCIOXHEHUH, ocobeHHo TpomOo3 [C.B. Muxaiinosa, E.}O. 3axaposa, A.C. IlerpyxuHn:
HeiipomeTrabonuueckue 3a00neBanus y AeTel U NOJPOCTKOB. JIMarHOCTHUKA U MOAXO/BI K JICUEHHUIO.
Mocksa, u3narenbctBo «JIutreppa» 2019, 34-36 c.]

YpoBeHb yoeauTeIbHOCTH peKoMeH1auuii — B, ypoBeHb 10CTOBEPHOCTH J0KA3ATEJbCTB — 2
KommenTapmii: 6emaun cuudcaem KOHYeHmMpayuio niasmMeHHO20 20MOYUCMEUHA 3ad cuem e20
npeobpazoeanuss 8 MEMUOHUH, HO NO8bluLaem KOHYeHmpayuw MemuoHuna é niasme. bemaun, xax
npasuilo, Ha3HAYarm NepopalbHoO 8 CymouHou 0oze 6-9 2/0eus 6 06a npuema. Y nayuenmos ¢ Bg-
DPE3UCMEHMHBIMU POPMAMU 2OMOYUCMUHYPUU OMMEUEHO CHUNCEHUE COOEPHCAHUSL 20MOYUCMEUNA
6 niazme Kpoeu Ha (hoHe O0OnonHUmMenbHo20 HazHauenus Oemauna. Coenacno 3apybercHbiM
OaHHbIM, Cyuecmeyem peKoMeHOayus Nno NPUMEHEeHUI0 MemuiKoOalamMuna, eciu HapyuieH
Mexauuzm e2o cunmesd, u 2uOpoKcuxoobaramuna, 8 Poccuu oanuwlii 1ekapcmeennvlil npenapam He
3ape2ucmpuposan, 8 CeA3U C 4eM UCNOIb3yemcs yuanokooanamun™*. J[ns comouucmunypuu,
00yc0611eHHOI  MemuieHnmempazuopoponampedykmasnoii  He0OCMamo4HOCmbIo,  Yeblo
JleYeHuUsl A6AAeMCcs CHUJCEHUE NIA3MEHHO20 20MOYUCTNEUHA, HOPMATUSAYUSL YPOGHA MEMUOHUHA U
Goramos. [lemsam nasnauaiom 6emaun 100-250 me\xe\cymxu u  5-20 epamm 6 0eHv 051 63POCIbIX,
co8MecmHo ¢ eudpoxcuxkooaramurnom 1-2 ep 6 denv u ¢onuesoti kucromoii 0o 400 me 6 oenw. Jns
O0anHOU hopmbl maxk e YenecoooOpasHo HA3HAueHue Ouemomepanuu U MAKCUMATbHBIX

00nycmumuvix 003 NUPUOOKCUHA.
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PexoMeH10BaHO Ha3HAaYeHUE (OJTMEBON KHCIOTHI** MepopabHO B 103€ 5 MI' B CYTKM M BUTaMHH
B12 **- BHyTpuMBIlIEUHO B 703€ | MI B Mecsll, €clii KOHLEHTpaluu (ojaTOB B 3PUTPOLUTAX U
BuTamMuHa B1, B chiBopoTKe kpoBu cHmkeHbl [C.B. Muxaitnosa, E.}O. 3axaposa, A.C. [lerpyxuH:
HeiipomeTrabonuueckue 3a00eBanus y AeTel U NOJIPOCTKOB. JIMarHOCTHUKA U MOAXO/bI K JICUCHHUIO.
Mockga, nzgarensctBo «JIutreppa» 2019, 34-36 c.]

YpoBeHb yoeTUTEJIbHOCTH peKOMeHAaluii — B, ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 2
KomMmenTapuii: gomuesas kucioma** u yuanokobaramun(umamun Bip)  cnocobusi makoice
ONMUMUBUPOBAL  NpedpaujeHue 20MOYUCMEUHa 68 MeMUOHUH, NoMo2as mMaKkum o00pazom
VMEHbUUUMb KOHYEHMPAyuio 20Moyucmeuna 6 niazme. /[ MemuimManioHo8ou auyuoypuu c
2omoyucmunypuen, mun cblC bonee npednoumumenbHa KOMOUHUPOBAHHAS MeEPANUs
cocmoawas uz ouemomepanuu, 6 couemanue ¢ O0IbUUMU 003AMU YUAHOKODANIAMUHA (8 6ude
2UOPOKCUKOOANAMUHA), bemauHa U oauedol KUCIOMbl 8 CManoapmuuix 0ozuposkax. Cmapmosas

003a memunxkobaramuna 1 2\cymxu 6600umcs napeHmepaibHo.

3.2 Xupypruyeckoe Je4YeHue

Heobxooumocmv  xupypeuueckoco —neyeHus (IKCMpaKyus Xpycmaiuka OOHO- — UIU

08YCMOPOHHSIS) Onpeodensiemcs 8pa4ioM-0@pmaibMOI02OM.

o PexoMeH10BaHO OT/aBATh MPEIITOYTEHUE HCIIOB30BAHUIO MECTHON aHECTE3WH, YUUTHIBAS
OCOOEHHOCTH aHECTE3UOJIOTUYECKOr0 MOCOOMs, OOYCIIOBIEHHBIE PUCKOM TPOMOOIMOOINYECKIX
ociokHeHui mpu obriieM Hapkose [Pitchaiah Mandava, MD, PhD; Chief Editor: Helmi L Lutsep,
MD; Homocystinuria/Homocysteinemia, Jul 27, 2018]
YpoBeHb yoenuTeJbHOCTH peKoMeH1auuii — B, ypoBeHb 10CTOBEPHOCTH J0KA3ATEJbCTB — 2
KommenTapum: ciedyem nomHums, 4mo npu SNUOYPATbHOU AHECe3uu MAaKice COXPAHAemcs
PUCK NOBPENCOCHUSL COCYO08 U, COOMBEMCMBEHHO, MPOMOOMULECKUX OCTOHCHEHULL.
Lensimu anecmesuonocuuecko2o nocooust O0ANCHbL ObIMb:
O  N000epIHCanue 8blCOKO20 CePOeUHO20 8blOPOCA U A0EK8AMHO20 BPEMEeHU YUPKVIAYUU
Kposu,
O mpedomepaujerue mpomooIMOoIUU;
O CHUdCeHue nepughepuyeckozo  cocyoucmozo CONpoOmueienus U  ViyyuieHue
nepughepuueckou neppysuu,
O npedomepawerue 0ecuopamayul U SUNO2AUKeMUl,

@) 6bzcmpoe 60CCMAHOBIEHUE nayuerma U pantisl 6epmuKalus3ayusl.
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B npedonepayuonnom nepuode Heobxo0umo npogooumn.

1. Aoexeammnoe neuenue u Ouemomepanuio 0N NOOOEPHCAHUS HUBKO2O YPOBHS
MEMUOHUHA,

2. Ilpu naanuposanuu Xupypeuyeckux emeulamenscme ooazamenvbHoe usmepeHue ypoeHs
VPOBHS 20MOYUCMUHA/2OMOYUCMEUHA 8 CblBOPOMKE KPOBU. DMu 3HAYEHUS OO0JHCHBL
ovimb <45-50 MKMOL/I, MAK KAK NPU NOBBIUEHHBIX YKA3AHHBIX NOKA3AMENsAX HAPKO3 U
onepamusHvle MeuamenbCcmed NPOMuUEONOKA3AHbL.

3. Aoexsammuyro npedonepayuorHyo 2uopamayuio

Dapmaronocuieckyro mepanuio: B03MOHCHO UCNONb306aHUE HU3KUX 003
ayemuacanuyunosou xuciomuvi** (100 me/cym), ounupuoamona (100 me x 4 p/cym) u
HU3KOMOLEKYJIAPHLIL ~ 2enapur  unmpaonepayuouno. QOHako 6 Hacmosiwee 8pems
OKOHYAMENbHBIX PEKOMEHOAYUL N0 NPUMEHEHUI0 OAHHbIX JeKAPCMBEHHbIX NPEenapamos y
NAYUeHmos ¢ 2omoyucmunypuetl nepeod onepayueii hem. Heobxooumocmo 6 ux npumeHeHuu
cnedyem onpeoensms  UHOUBUOYATbHO. Jlekapcmeenuvle cpedcmea, cnocobcmeyrujue
euneproazyiayuu (Hanpumep, opaibHbie KOHMpPAyenmuegsl) ciedyem OmmeHuUms

B unmpaonepayuonnom nepuooe yenecooopazno nposooums ciedyrouue Meponpusmus.

1. Tloooepoicanue cepoeunoii (hyHKYuU ¢ BbICOKUM CePOEUHbIM 8bLOPOCOM

2. Illpumenenue snacmuunbix OUHMOG UIU YYJIOK Ol NPeOYnpedcOeHus: nepugheputecko2o
3acmost Kposu

3. Hcnonwsosanue nuasmosamewaioueeo pacmeopa Oekcmpauda 40 Ons ymenvuienus
aozezuu mpomooyumos.

4. Tlpumenenue pacmeopos deKcmposbl - ¢ Yenbio NPeOynPetcOeHUs 2UnoIuKeMul

5. Cnedyem uzbecamv npumeHeHUs 3aKUCU A30MA, MAK KAK NPU €20 UCNOIb308AHUU
B03MOJICHO NOBbIULEHUE YPOBHA 2OMOYUCMEUHA 6 KpPOBU 3d Cuem UHSUOUPOBAHUs
pepmenma MemuoOHUH-CUHMA3bL.

6. Hpomueonochmo NpUMEeHeHue HApKomu4decKux npenapamoe u daHecmemuKoes,

6bl3bleAOUUX YeHemeHue ObIxXaHus

B nocneonepayuonnom nepuooe credyem npogooumsw:
1. Monumopuposanue cocmosinusa nayuenma 6 medenue 48-724 Ha npeomem 803MONCHO2O
pazeumus mpomoOoIMOOIUYECKUX OCTIOHCHEHULL,
2. Bo3MO0JICHO NOOKOJICHOE 68e0eHUe HUZKOMONEKYIAPHO20 2eNapuHa 00 Mmo2o 6pemeHl,
K020a Nayuenm cmoxcem 6Cmasams,
3. Monumopuposanue ypoeHs  2n0KO3bl 8  nepugepuueckol  Kposu ¢ Yeablo
NPeOynpedtcOeHUst SUNOSTIUKeMULL,
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4. PanHioro 6epmuKaiu3ayuio, npu 603MOoICHOCMIU,

5. Pewenue o0 Heobxooumocmu npoOOOINCEHUs NPUMEHEHUS AHMUKOAZYISAHMO8 U
aumuazpe2anmos ciedyem NPUHUMAmMb COBMECHHO C XUPYP2OM U AHeCMe3Uuoio2oM-
PEanuMAamono2om Ha OCHOBAHUU OYEHKU PUCKA PA3BUMUsL KPOBOMeYeHUs

Boszmoorchvie 0C1odCHe s NpU XUPYPSULeCKUX 6MeuameibCmeax:

Cnonmannas mpomoosMOOIUA: KIUHUYECKUe NPOSGIeHUs 6 3A8UCUMOCU OM NOPANCEHHO2O0
opeana. CepbesHbIMU OCIONCHEHUAMU MO2Ym Oblmb: ampoqhus 3pumenbHO20 Heped, 2eMUunapes,
apmepuanbHas 2unepmeHn3us 6cieocmeue UHGApKma NouKu, NAapyuaibHvle dNUTENMUYecKue
NPUNAOKU U MPOMOOIMOONIUSL 1e20UHOU aAPMEPUU.

Tunoenuxemus — mModicem pazsumvbcsi 6CleOCmMaUe HapyuleHUust CeKpeyul UHCYIUHA Y NayueHmos ¢
BbLICOKUM YPOBGHEM MEMUOHUHA 68 CblBOPOmKe Kpogu. [lanHoe O0cClodicHeHue Mmodcem Ovlmb
npeoomepaujeno 0ONOIHUMENbHLIM 88€0eHUEM 2II0KO3bl 8 NepUoo, Ko20a NayueHm He noayyaem
nuwy.

4. MeguuuHCKAasi peaduanTanus, MeIHIMHCKHAE MOKA3AHNUS U

NMPOTHBOINIOKA3aHUA K IPUMECHCHHUIO METO/I0B peaﬁl/IJIHTaIII/II/I
Peabunumayuonnvie meponpusmusi Hanpaenewvl HA KOPPEKYUio HAPYUIeHUll 3peHus,

KOCMHbIX Oehopmayuii, KapOUOBACKYIAPHbIX HAPYULEHUU, HEPEHO-NCUXUYECKO20 PA3BUMUAL.

5. IIpodpunakTuka U AMCNIAHCEPHOEe HAOII0IeHNEe, MeIUIIUHCKHAE TIOKA3AHUS 1

MPOTUBOINOKA3AHUSA K IPMMEHEHHUIO METOI0B NPOPUIAKTHKH
5.1 lpogpunaxmuka
Ilpogpunaxmuueckue mepvl BKIOYAIOM MEOUKO-2EHEMUYECKOe KOHCYIbMUPOsaHue U nposedeHue
NPEeHamaibHOU OUACHOCMUKU 8 UH(DOPMAMUBHBIX CeMbAX (U368eCmeH 2eHOmUNn npooanoa).

o PexomenaoBana KOHCYNIbTaIUs Bpaua-TeHETUKA CEMBSIM C OTATOIICHHBIM aHAMHE30M I10
TOMOIIMCTHHYPHUH C LENBIO Pa3bsICHEHUI TeHETUIECKOTO PUCKa, 00CYKICHUS BO3MOKHOCTEH
IpeHaTaIbHON U MPEUMIUIAHTalMOHHON AarHocTUKY [Omuodka! McTOYHNK CChIIKM He Hali/leH.,
Oumoka! MCTOYHHK CCHIIKH He HaliIeH. |
YpoBeHb yoenuTeJbHOCTH pekoMeHaanuii C (YypoBeHb JOCTOBEPHOCTH I0KA3aTeIbCTB —5).
KomMmeHnTapuu: yyumuvieas aymocomHo-peyeccusHblil mun HAC1e008aHUsL 2OMOYUCTIUHYPUY, O
Kaxcoot OepemMeHHOCMU PUCK POXCOeHUsi pebeHKa ¢ OaHublm 3a00eeanuem cocmaensem 25%.
Ilpenamanvnas OuaeHOCMUKA NPOBOOUMCS MONEKYJIAPHO-2EHEMUUECKUMU Memooamu, nymem
uccneoosanus /J[HK, evioenennoil uz buonmama 80pcun XOpUOHA U/UNU KIEMOK AMHUOMUYECKOU
AHCUOKOCU U/UU NAO0OHOU Kposu. Llenecoobpasno obcredosanue pooumeneti nayueHma ¢ yeibro

6bLAGIICHUSl 2emepPOo3UCOMHOc0 HocumelbCmeda pdaHee 6blAGJIEHHbLX Y np06aH0a Mymab;uﬁ C
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nOCeOYIOWUM UCNONIb308AHUEM DE3VIbMAMO8 00CIe008aHUsL NPU NPOBEOEHUU NPEeHAMANbHOU

OUACHOCUKU

Heonamanvuwuii ckpunune 6 Poccutickoii @edepayuu He npogooumcsi.

5.2 lucnancepnoe naoniodenue

IIpooondcumensHocms 20CRUMATU3AYUL 3ABUCUN OM CKOPOCMU 8epugpurayuu OuacHo3d,
KOppeKyuyu Memaboiuyeckux Hapyulenutl nymem npo8eoeHuss UHMEHCUBHOU Mepanuu U Hauaia
namozenemuyeckoll Ouemuyeckol u gapmakomepanuu, 4 maxdxice OM CPOKO8 MNOAGIEHUSA
HOLONCUMENbHOU OUHAMUKU CO CMOPOHbBL YEHMPAIbHOU HEPEHOU CUCmeMbl U OpPY2UX Op2aHOs.
Ilpebvisanue 6 cmayuonape ¢ yuemom Kypca peabunumayuu 6 cpeosem cocmaegisem 21 oeno.

Ilocne svinucku uz cmayuornapa pebeHox 00NNCeH HaAXOOUMbCs Ha dSmane amoOyiamopHo-
NONUKTUHUYECKO20 HAONIOOEHUS Y HeBPONAamonoad, OKyIUCma, neouampd, ouemonod, 2eHemuxda.
Koncynemayuu snookpunonoza u Opyeux cneyuanucmos HazHauarmcs no NOKA3aHUsM.

Ilocne ycmanosnenuss oOuacho3a 0N 6CeX NAYUEHMO8 HeoOX00UMO NPOBOOUMDb
MOHUMOpUHE aHmponomempuieckux noxkazameneil (1 pas 6 mecay 6 sozpacme 0o 1 2ooa, 1 paz ¢ 3
mecayes om 1 0o 3nem, 1 paz 6 6 mecsayee om 3 0o 7 nem u danree 1 paz 6 200), ¢ maKou e
Yacmomou npo8oOOUMCs. MOHUMOPUHE U KOppeKyus Oouemuueckozo nedenus. Kowmponuposams
nabopamopHble  noxkazamenu — (2OMOYUCMEUH, MEeMmUOHUH, YUCMeuH 6 Nid3me  Kpoeu)
pexomenodyemcst He pedice 1 pasza 6 200, npu Bg pesucmenmuuvix popmax ne pedxce 1 paza 6 6
Mecayes, cooepocanue sumamuna Biy u ¢ponuesoil xuciomel 6 niaasme Kposu onpeoensom no
nokazanusim. [1,2,3,21,22]

s npogunaxmuku ocmeonoposa nayueHmam ¢ OMOYUCMUHYPUET CUCMEMAMUYECKU
onpedensiom KoHyeHmpayuio Kauvyus, gocgopa u eumamuna D 6 nnazme kposu, a makoice
9NIeKMPOAUMO8, MOUEBUHDI, KpeamuHuHua (He pedce 1 pasa 6 200), npu HeoOXO0OUMOCMU: YPOBHSL
MUPEOMpPONHO20 20PMOHA, 20PMOHO8 WUMOBUOHOU U NAPAWUMOBUOHOLL Jcelle3, Oemsam cmapute 5
Jlem npoeoosam OeHCUMOMempuio.

Escecoono demu  OondicHbl  npoxooums  yenybieHHyl0  OUCNAHCEPU3AYUI 8 YCLOBUSX
OHe8HO20 CcmayuoHapa (OaumenvHocms 2ochumanuzayuu He menee 10 cymok), ede maxoice
oCyuecmansaiomes Heobxooumvle peaduIumayuOHHble MeponpUsIMus.

Pooumenu  Oonoicnvr  6bimv  00yueHbl npasunam  opeaHuzayuu - Ouemomepanuu U
BUMAMUHOMEPANUY, 0euCmeUsaM Npu No020MoKe K ONepamueHbiM 6Meuamenbcmedm U 6 nepuoo

Yepo3bl MpoMOOIMOOIUUECKUX OCTONCHEHUI.
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V pebenka npu cebe 6cec0a 001d4CHA HAXOOUMbCA NAMAMKA C YKA3AHUEM MepONnpUImuil 8

HEOMJIOINCHbIX cCumyayusix u npu SKCMpEHHbIX XUPYPSUUECKUX MAHUNYTIAYUAX.

6. Opranusanus oKa3aHusi MeIUIMHCKOMN MMOMOIIH

6.1 MeponpusiTUsi IPY BO3BHUKHOBEHHH HEOTJI0KHBIX COCTOSIHUI

Ipuyunoii. HeOMIOINCHBLIX CUMYayull NpuU 20MOYUCMUHYPULU, MPeOVIOWUX IKCIMPEHHOU
MEOUYUHCKOU NOMOWU, 00)C08N1eHbl BO03HUKHOBEHUEM MpPOoMO03a 6eH Ul apmeputi, d makdice
OCMPBIMU NCUXUYECKUMU PACCMPOLCTNEAMUL.

Heomnooichas nomowp 6 yciosusx cmayuoHapa mpeoyemcs 8 CAy4asx pasgumus ocmpoul
MpomOOIMOOIUU, PUCK PA3BUMUSL KOMOPOU OYeHb BbICOK NPU  PATUYHLIX XUPYPSUHLECKUX
eMeamenbemeax u npu yposHe comoyucmeuna 6 niazme oonee 50 mxmonv/n. Ilpu pazeumuu
MPOMOOIMOOIULECKUX OCNONCHEeHUU (UHapkma uHcyibma u m.n.) MeOUYUHCKAS NOMOUD

oKasvleaenicsl no coomeemcmeyrouum npomoKoidadm.

o PEKOMQHIIOBZIHO A0 Trocnuraliv3aly B CTalUOHApP CHUMITOMATHYCCKOC JICUCHHUC H
HazHaueHHe BHUTaMUHA Bgx (100Mr/Kr/cyTkn), HE3aBHCUMO OT UYyBCTBUTEIBHOCTH NAIMEHTa K
NUPUIOKCHHY WM eciau oHa He ompenencHa [Allen J, Power B, Abedin A, Purcell O, Knerr I,
Monavari A. Plasma methionine concentrations and incidence of hypermethioninemic
encephalopathy during infancy in a large cohort of 36 patients with classical homocystinuria in the

Republic of Ireland. JIMD Reports. 2019;47:41-46].

YpoBeHb yoeaUTEIbHOCTH peKoMeHAanuii — B, ypoBeHb 10CTOBEPHOCTH 10KA3ATEIBCTB — 2

o PexoMeHa0BaHO TIPOBOAWTH TMOJIHOE KJIMHUYECKOE 0OCIeI0BaHWE, BKIIIOYAOIIEe
oOcrneoBaHUE COCTOSTHUSI COCY/IOB (JOMIIIEpoKOpoHaporpadus u ap.), OnpeaeieHne KOHIEHTPaIuu
TOMOIIUCTEMHa B KpOBM M MoOuYe, METHOHMHAa B IJla3Me, aHajdu3 TIoKa3aTeleld remMocrasa
(koarymorpamma) ¥ B mepBylo ouepens (axtopa VII, olleHKy HEBpPOJIOTMYECKOTO CcTaTyca H
cocTosiHus co3nanus manuenTa [Pitchaiah Mandava, MD, PhD; Chief Editor: Helmi L Lutsep, MD;
Homocystinuria/Homocysteinemia, Jul 27, 2018].

YpoBeHb yOenuTeJbHOCTH peKoMeH1auuii — B, ypoBeHb 10CTOBEPHOCTH J0KA3ATEJbCTB — 2
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J PexoMeH10BaHO JieUeHNE PEKOMEHOBAHO HAYMHAThH C OMPEAETICHUS YYBCTBUTEIHLHOCTH K
NUPUIOKCHUHY (€CTTH OHa HEM3BECTHA): C ATOM IIETbI0 BBOJAT BUTaMUH Begx 100 mr/kr/cyTku, HO
He Oomee Ir (1000 mr) B cyrkm [C.B. Muxaiinosa, E.JO. 3axapoma, A.C. Ilerpyxum:
Heiipomerabonuueckue 3a0oieBaHusl y JeTel W MOAPOCTKOB. JlMarHocThka W MOAXOABI K
neueHunro. MockBa, uzaarenbctBo «Jlutreppa» 2019, 34-36 c.]

ypOBeHb yﬁeL[I/ITe.]I])HOCTI/I peKOMeH)IaIIHﬁ - B, YPOBE€HL JOCTOBEPHOCTH NO0KA3aTEC/ILCTB — 2

. PexomMenaoBaHo 00ecrieunTh HU3KOOEIKOBYIO JIMETY C JIOCTATOYHOW KaJTOPHIHOCTHIO, C
UCIIOI30BaHUEM  CIICI[HATN3UPOBAHHBIX HPOAYKTOB 0e¢3 Mernonmua [C.B. Muxaiinosa, E.IO.
3axapoBa, A.C. Ilerpyxun: Helipomerabonnueckue 3a0oiieBaHus Yy JA€Ted W IMOAPOCTKOB.
JluarHocTrKa 1 IOXO0/IbI K JeueHHi0. MockBa, u3aarenbetBo «JIutreppa» 2019, 34-36 c.]

YpoBeHb yoenuTeIbHOCTH peKoMeH1auuii — B, ypoBeHb 10CTOBEPHOCTH J0KA3aTEJbCTB — 2

o PexomeHna0BaHO BHYTpUBEHHOE BBeAE€HHE pacTBOpPOB 10% AeKCTpo3bl (IVIFOKO3BI)XK,
KHPOBBIX SMYJIBCUH 1151 000TaIlleHHs TUTAaHUS YHEPTHEH

YpoBeHb yoeauTeIbHOCTH peKoMeHAanuii — B, ypoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 2

. PexomenaoBaHo O€NKOBBI KOMIIOHEHT MHTaHUsA oOecrmedynBaTh TOJNBKO 3a CYET
CIeIUATM3MPOBAHHBIX cMecell 0e3 METHOHWHA, eciiu marueHT ux npuHumaer [C.B. Muxaiinosa,
E.}O. 3axapoBa, A.C. Ilerpyxun: Heiipomerabonuueckue 3a00neBaHUs y JE€TeH U TMOIPOCTKOB.
JlnarHocTHKa U TOAXObI K JedeHuto. MockBa, n3aarensctBo «JIutreppa» 2019, 34-36 c.]

YpoBeHb y0eauTeIbHOCTH PpeKOMeH1aluiil — B, ypoBeHb 10CTOBEPHOCTH 10KA3ATEIbCTB — 2

. PexomenioBano HazHaueHue OetanHa (B Poccuiickoit @enepanuu He 3aperucTpupoBaH) B
no3ze 100  Mr/kr/aeHb, e€clid 3TO  BO3MOXHO, (QoiueByr0 KUcIoTy** 10  Mr/cyTku
nepopansao[UpToDate.com].

YpoBeHb yoenuTeJbHOCTH pekoMeHiauuii — C, ypoBeHb J0CTOBEPHOCTH /I0KA3aTeIbCTB — 5

L4 PexoMeHa0BaHO I_IeJ'ICCOO6pa3HOCTB BBCACHUA AHTUKOAI'YJIAHTOB W HUX JO3UPOBKHU

obcyxaath komuternansHo [UpToDate.com].
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YpoBeHb yoenuTeJbHOCTH pekoMeHaauuii — C, ypoBeHb J0CTOBEPHOCTH /I0KA3aTeIbCTB — 5

o PexomeHn10BaHO IIpOBEIEHUE CHUMITOMATHYECKUX MEPONPUATUH 1O KYHUPOBAHUIO

HEBPOJIOTHYECKHX M IICHXUUecKuX paccrpoiicts [UpToDate.com].

ypOBeHb yﬁeL[I/ITe.]I])HOCTI/I peKOMeH)IaIIHﬁ - C, YpPOoB€Hb JOCTOBEPHOCTHA 10KA3aATEC/IbCTB — 5

o PexoMeH/10BaHO OCYIIECTBISATH KOHTPOJb T'OMEOCTa3a, YPOBHS MATOr€HETHYECKU
3HAYMMBIX META0OJIMTOB B KPOBH, MOHHTOPHHT COCTOSTHHS cocyaucToro pycia [UpToDate.com].

YpoBeHns yoeauTeabHOCTH pekoMeHaanuii — C, ypoBeHb J0CTOBEPHOCTH 10KA3aTeIbCTB — 5

1. I[OHOJIHHTeJleaSI l/IH(l)OpMalll/Iﬂ, BJIUAIOIIAA HA TCUYCHHUEC U HCXO0

3a00J1eBaHUA
[IporHo3 cocTosiHUS M ypPOBHS MCUXUYECKOTO Pa3BUTHS IMALIMEHTOB 3aBUCUT OT MHOTHX
dakropoB: Gopmer 3a0oneBanus (Bg dyBcTBUTENBHAS WM Bg pe3ncTeHTHAs) U CBSI3aHHOW C HEl
TSOKECTH SH3UMHOTO Je(eKTa; CPOKOB Havajla M aJCKBATHOCTH CICIHAIM3UPOBAHHOTO JICUCHUS;
adpdextuBHOCTH TpodHUIAKTHKKA  TpomMOoIMOoimu. I[IporHo3 3aboneBaHUs  OTHOCHUTEIBHO

6Har0HpH}ITHLII>’I IJI JKU3HU IIPpU paHHeﬁ JUAarHoCTUKEC U TIIAaTCIbHOM MeTa00IUYECKOM KOHTPOJIC.

Kpurepuu ouieHKH KayecTBa MeIUIMHCKON MOMOLIH

Ne| Kpurepun xkauecrBa Yposennb Yposennb
y0equTeIbHOCTH | JOCTOBEPHOCTH
peKOMeH Al J10Ka3aTeJILCTB
YYP) YA 1)

1 | BeimosniHeHo onpejienieHne ypoBHS METHOHUHA, B 2

rOMOIMCTHHA, HUCTHHA B IIa3MC KpPOBU METOJO0M
TaHHeMHOﬁ MacCC-CIICKTPOMETPHUU

2 | BeimonHeHo onpeseneHne ypoBHs TOMOILMCTENHA B C 2
KpOBH M MOYE

3 | BemmonHeHa odragbMockonus (Mpu MOJ03PEHUH Ha B 2
AKTOIHIO XPYCTATHKA)

4 | BpinojaHeHa MarHUTHO-PE30HAHCHAs TOMOTpadus B 2
TOJIOBHOTO Mo3ra (IIpH MOJI03PEHUN Ha UHCYJIBT)

5 | BeimonHeHns! anekTpokapauorpadus u B 2
sxoKkapauorpadus (Mpu NoJ03peHNH Ha
KapIMOBaCKYJISIPHYIO MMaTOJIOTHIO)
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Brinonnena peHtreHorpadusi KocTei ckenera (mpu B 2
MOJIO3PEHUH Ha OCTEONOPO3 WK AeopMaruu
KOCTeH)

BeInosiHeH TecT Ha YyBCTBUTEIIBHOCTh K TEPAITUU C 2
BUTAMHUHOM B6

Hasnauena nuerorepanus (IIpu yCTaHOBICHHOM B 2
JIMarH03¢ TOMOIUCTUHYPHS)

Hasznauen Buramun Bg (ipu B 2
MUPUIOKCUHYYBCTBUTEIHHON Qopme
TOMOIUCTHHYPHH)
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3BonkoBa H.I'. - x.M.H., uien Coro3a neguatpoB Poccun.

Konnakosa O.B. — K.M.H., Bpau-r€HETHK, 3aBEAYIOLIAsl OTJCICHUEM MEAULIMHCKON
reHetuk GI'AY «HMMUL] 3nopoBbs aereit» Munznpasa Poccuu, dnen Acconuanuu
MEIUITMHCKUX reHeTUKOB (AMI)

Ky3zenkoBa JI.M. - 1.M.H., ipod., wien Mcnonkoma Coro3a neauatpoB Poccun.

Kyues C.U. - unen-kopp. PAH, npo¢., a.M.H., uien npasienust Poccuiickoro obmiectsa
MEJUIIMHCKUX T€HETUKOB

JIssimHa AL.A. - Bpau-T€HETUK OTACJICHUS MeauuuHcKol reHetukun PI'AY «HMUIL]
3I0pOBBs AeTei» Munzapasa Poccun, wien Acconuranuyu MEAUIIMHCKUX TeHeTUKOB (AMI

MuxaiiioBa C.B. — 1.M.H., unen Poccuiickoro o01iecTBa MEIUIMHCKUX T€HETHKOB
Huxogaaea E.A. - 1.M.H., ipod., wieH Poccuiickoro o01mecTBa MEIUIIMHCKUX T€HETHKOB

HoBuxoBs IL.B. - 1.M.H., ipod., uwien Poccuiickoro o0OmiecTBa MEIUIIMHCKUX T€HETUKOB
IMak JI. A. — 1.M.H., Bpad-HeBpoJIor, HauansHUK Llentpa penkux 6onesneit ®I'AY «HMUIL]
310pOoBbs AeTei» Munsapasa Poccun

IIymxkoB A.A., k.0.H., B.H.C. JJaDOpaTOPUHU MOJIEKYISIPHON T€HETUKHU U MEAUIIMHCKON
renoMuku OT'AY «HMMULI 3q0poBbs aetein» Munszapasa Poccuu, wien Poccuiickoro
o011ecTBa MEJUIIMHCKUX T€HETUKOB

CasoctbsinoB K.B. - 1.0.H., HauanbHUK LleHTpa pyHIaMEHTaIbHBIX UCCIIEJOBAaHUM B
neAuaTpuy, 3aBeAyIOUINi 1abopaTopreil MOJIEKYISIPHON T€HETUKN U METULIUHCKOMN
reHoMukn ®I'AY «HMMULI 3n0poBbs nereit» Munsapasa Poccun, unen Poccuiickoro
o011ecTBa MEIUIIMHCKUX T€HETUKOB.

BockoooeBa E.JO. — x.M.H., wien Poccuiickoro o0uiecTsa METUIMHCKUX TEHETUKOB
Cemsauxknna A.H.- n.m.1H., ynen Poccuiickoro o0IiecTBa MEAUIIMHCKAX T€HETUKOB

®ucenko A.Il. — 1.M.H., ipod., nupextop PI'AY "HMMUL] 310poBbs aereit”" Mun3apasa
Poccun

ABTOPBI TOATBEPKAAIOT OTCYTCTBHE (PUHAHCOBOW MOAIEPKKH/KOH(PIUKTa HHTEPECOB, KOTOPBIH
HE00X01MMO 00HAPOI0BATb.
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Ipunoxenue A2. MeTom0/10rusi pa3padoTKu KINHUYECKHX PEKOMEHIANH

IleaeBas ayIUTOPHUA JAHHBIX KJIMHHYECKHX PEKOMEHIAIIMIA :

o Bpauu - neguatpsr

. BpayM o0IIeH ceMelHOM MPaKTUKK (CeMelHas MEeIUIIMHA)
o Bpay4d - TEHETUKHU

o Bpayu — IUETOJIOTH

J Bpauu-o(TaAILMOJIOTH

o Bpauu-KapAHOJIOTH/ IETCKHE KapAUOJIOTH

o BpauU-3HIOKPHUHOJIOTH

. Bpauu - HEBPOJIOTH

J MEIUITMHCKUE TICHXOJIOTH

. nedeKToIoru

J CTYICHTBI METUIMHCKUX BY30B, MUHTEPHBI, OpIUHATOPHI;

Ta6auna I11 — YpoBHU JOCTOBEPHOCTH JOKA3aTENbCTB

YpoBennb
J0CTOBEPHOCTH

HcTOoUyHMK 10KaA3aTEILCTB

I (1)

HpOCHeKTI/IBHI)Ie paHIIOMI/I?;I/IpOBaHHBIe KOHTpOJII/IpyeMBIe HUCCICOIOBAHUS
JlocraTouHoe KOJWYECTBO HCCIIEAOBAHUN C JOCTATOYHOM MOIIHOCTHIO, C
ydacTueM OOJIBIIOr0 KOJIMYECTBA MAIMEHTOB M IOJIyYeHHEM OOJIBIIOTO
KOJIMYECCTBA JAHHBIX

Kpynueie meta-ananussl

Kak MuUHMMYM OJHO XOpOIIO OpPraHU30BAaHHOE PaHIOMHU3UPOBAHHOE
KOHTPOJIUPYEMOE UCCIIEOBAaHUE

PemnpesenTaTrBHas BHIOOpPKaA MAI[IEHTOB

Q)

[IpocnexkTuBHBIE C paHAOMM3alMed Wi 03  HCCIEIOBAHUS  C
OrpaHquHHBIM KOJIMYCCTBOM AJAaHHBIX

Heckomnbko uccnenoBanuii ¢ HeOOIBIINM KOJUYECTBOM MAI[UEHTOB
XO0po1I0 OPraHu30BaHHOE MPOCIEKTUBHOE HCCIIEIOBAHNE KOTOPTHI
Mera-aHanu3bl OrpaHUYEHbI, HO POBEJEHBI HA XOPOIIIEM YPOBHE
Pe3ynbTarhl HE Mpe3eHTATUBHBI B OTHOLLEHUH LEIEBOU MOMYIISIIIUN
XOopo1110 OpraHu30BaHHbBIE UCCIIEIOBAHUSI «CIy4all-KOHTPOIIbY

11 (3)

HepangomusupoBaHHbIE KOHTPOIUPYEMBIE HCCIICTOBAHUS

HccnenoBanus ¢ HEAOCTaTOYHBIM KOHTPOJIEM

PannoMusupoBaHHble KIMHAYECKHE WCCIEIOBAHUA C KaK MHUHUMYM |
3HAYUTEILHOMN WIH Kak MUHAMYM 3 HE3HAYUTEILHBIMU
METOAO0JIOTHYECKHUMH OIIHOKaAMHU

PerpocniexTrBHbBIE WM HAOIIOaTENbHBIE UCCIIEIOBAHUS

Cepust KIMHHYECKUX HAOTIOICHHIA
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[IpoTuBOpeunBBle  JaHHbIE, HE  NO3BOJSIOIUE  CHOPMHPOBATH
OKOHYATEJIbHYIO PEKOMEHAALIUIO
1V (4) MHeHue  3KcnepTa/JaHHble U3 OT4eTa  OSKCIEpPTHOW  KOMMCCHUM,

OKCIIECPUMCHTAJIBHO IMMOATBEPKACHHBIC U TCOPETUUCCKU 000CHOBaHHBIE

Ta6auna I12 — YpoBHH yOOUTENTEHOCTH PEKOMEH AT

YpoBenn
P Onucanue Pacumdposka
y0eauTeJIbHOCTH
Pexomenpanus ocHoBaHa Ha
BBICOKOM YPOBHE JI0Ka3aTEIbHOCTU
(xax MuHUMYM | yOeauTenbHas Merton/Tepanus nepBoOii TMHUY;
A nyonukanus | ypoBHs 1100 B COYCTAHUU CO CTAHIAAPTHOM
JI0Ka3aTeIbHOCTH, MIOKa3bIBAIOILAS METOIUKOM/Tepanuen
3HAYUTEJIBHOE [IPEBOCXOJICTBO
H0JIb3bI HaJl PUCKOM)
Mertop/Tepanus BTOPOH JINHUH;
Pexomenpanus ocHoBaHa Ha
a10o npu oTKase,
CpEIHEM YPOBHE JJOKA3aTEIbHOCTU
POTHBONIOKA3aHUH, UITH
(xak MuHUMYM | yOenurenbHas .
Hea(ppeKTUBHOCTH CTaHIAPTHOM
B nyonukanus |l ypoBHs
METOTUKH/TePAITHH.
JI0Ka3aTeIbHOCTH, MIOKa3bIBAIOILAS
Pexomennyercs
3HAYUTEJIBHOE ITPEBOCXOJICTBO
MOHUTOPHPOBAHNE MTOOOYHBIX
H0JIb3bI HaJl PUCKOM) .
SIBJICHUN
Her BO3pakeHuii MpOTUB TaHHOTO
PexomeHnanus ocHoBaHa Ha ci1aboM
METO/1a/Teparuy WiIh HET
YpPOBHE J10Ka3aTeIbHOCTH (HO KaK .
BO3PAKEHHI TPOTHB
MUHUMYM | yOenurenbHast
MIPOJOIDKEHHSI TAHHOTO
nyonukanus |11 ypoBHs
METOo/1a/Tepanuu
C JI0Ka3aTeIbHOCTH, MTOKa3bIBAIOILAS
PexomeH10BaHO NpH OTKa3e,
3HAYUTEIBHOE IPEBOCXO/ICTBO
IPOTUBOINOKA3aHUH, UIH
HOJIb3bI HA/l PUCKOM) UU .
Hed(PHEKTUBHOCTH CTaHIAPTHOM
HET yOeAUTEeNbHBIX JaHHBIX HU O
METOAMKH/TepaInu, pH yCIOBUU
M0JIb3€, HU O PUCKE)
OTCYTCTBHUSI MTOOOYHBIX 3PPEKTOB
OtcyrcTBUE yOAUTENBHBIX
nyomukanuii |, 11 v 11 ypoBHs
JI0Ka3aTeIbHOCTH, TIOKA3bIBAIOIINX
3HAYUTEIHHOE NMPEBOCXO/ICTBO
D MOJIb3bI HA/l PUCKOM, JTHO0 He pexomenaoBaHo

ybenutenbHble myonukanuu |, 11
nuu |l ypoBHS m0oKa3aTeNnbHOCTH,
MMOKa3bIBAIOIINE 3HAYNTEIHLHOE
MIPEBOCXOJICTBO PUCKA HAJT TTOJIb30H
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Ipunoxenue A3. CipaBouHble MATEPHAJIbl, BKJIKYAsl COOTBETCTBHE

MOKAa3aHMii K IPMMEHEHUIO ¥ POTHBONMOKA3aHUIi, CTI0CO00B MPUMEHEHNS U /103

JEKAPCTBECHHBLIX IPpeMmapaToB, UHCTPYKIUHA IO IPUMECHCHUTIO JICKAPCTBCHHOI'O

10.

npenapara

Ipuiaoxenne A3.1 OcHOBHbIE HOPMATHBHO-TIPABOBbIE AKTbI

®enepanbHblii 3akoH "OO OCHOBaX OXpaHbI 30POBbs TpakaaH B Poccuiickoit denepanun”
(N 323-®3 or 21.11.2011).
[TocranoBnenue IlpaButensctBa PO ot 30 wmrona 1994 r. N 890 "O rocynapcTBeHHOU
MOJICP)KKE Pa3BUTHS MEIMIMHCKOM MPOMBIIUICHHOCTH W YJAy4IIEHUH o00ecredeHus
HACEJIEHNs U YYPEKJEHUHN 31paBOOXPAHEHUS JIEKAPCTBEHHBIMU CPEJCTBAMHM U U3IEIUAMU
MEIUIIMHCKOr0 Ha3HaueHUs" (C U3MEHEHUSIMU U JJOTIOJIHEHUSIMU )
[Tpukaz Mwunszapasconpazsutus PO or 22.03.2006 N 185 "O maccoBoMm 00cienoBaHUN
HOBOPOXKJICHHBIX JIeTel Ha HacleAcTBeHHble 3aboieBaHus (BMecte ¢ IlosnoxeHuem o0
OpraHu3ali IPOBEACHUS MacCOBOIO OOCII€ZOBAaHUS HOBOPOXAEHHBIX JeTed Ha
Haclie/ICTBeHHbIe 3aboneBaHus, PexoMmenpauusmMu 1o 3a0opy oOpa3loB KpOBH IpHU
IIPOBEIGHUU MAacCOBOrO OOCJIEZIOBAaHUSI HOBOPOXKACHHBIX JIeTel Ha HaceICTBEHHbIE
3aboseBanus)"
Ilopsimox oOka3aHus MEAMLMHCKOW TIOMOIIM OOJBHBIM C BpOXACHHBIMH U (WJIN)
HacnencTBeHHbIMU 3a0o0neBanusaMu (Ilpukaz M3 PO ot 15.11.2012 roga N 917n).
[Tocranosnenue [IpaButensctBa Ne403 ot 26.04 2012r "O nopsiake BeaeHust OeaepaibHOTO
perucrpa Jill, CTPaAAoUUX YIPOKAOIIMMUA U XPOHUUYECKU MPOrPECCUPYIOIUMHI PEAKUMU
opbaHHBIMM 3a00JI€BaHUSAMH, MPUBOJIAIIMMU K COKPAIIEHUIO MPOJOKUTEIbHOCTH KU3HU
IpaXI1aH WIK UX UHBAJIMJHOCTU U €70 PETMOHAIIBHOTO CETMEHTa'".
Kpurepun onenku kauectsa menuuunckoi nomouu (Ipukaz M3 P® ot 10 mas 2017 1. Ne
2031 «O06 yTBEp)KIECHUU KPUTEPUEB OLIEHKH KaueCTBAa MEIUIIMHCKON TTOMOIIIN)».
[Tpuxa3z MunucrepcTBa 31paBooxpanenust Poccuiickoit @enepanuu ot 15 nekadps 2014 r.
N 8341 "OO6 yrBepkJIeHUM YHU(DUUUPOBAHHBIX (OPM MEIUIIMHCKOW JOKYMEHTAIUH,
UCIOJIb3YEMBIX B MEIUIIMHCKUX OPraHU3alusiX, OKa3bIBAIOIIMX MEAMIIMHCKYIO IOMOIIbL B
aMOYJIaTOPHBIX YCIIOBUSX, U MOPSAJIKOB IO UX 3alOJTHEHHIO".
[Ipuka3 MunuctepctBa 3apaBooxpaHenust Poccuiickoit ®enepanuu ot 20 nexadps 2012 r.
N 11771 "O6 yTBep:kaeHUU MOpAJKa Jaud UH(POPMHUPOBAHHOTO JTOOPOBOIBHOIO COTJIACHS
Ha MEIMLMHCKOE BMEIIATEILCTBO U OTKA3a OT MEJUIIMHCKOTO BMEIIATEIbCTBA B OTHOIIIEHUH
ONpeAENeHHBIX BHUAOB MEIULMHCKUX  BMEIIATeNbCTB, (HopM HHOOPMHUPOBAHHOIO
NOOPOBOJIBHOTO  COIJIacHsi Ha MEIUIMHCKOE BMEIIaTeldbCTBO M (QOpM OTKaza oT
MEIUIIMHCKOT0 BMENIATEILCTBA" .
IIpuka3z Munucrepcrsa 3apaBooxpanenus Poccuiickoit @enepanuu ot 14 suBaps 2019 r. N
4u "OO yTBepXKAECHUU TOps/Ka Ha3HAUEHHWs JICKApCTBEHHBIX IMpenaparos, (opm
peLenTypHbIX OJaHKOB Ha JIEKAPCTBEHHBIE Mpernaparbl, Hopsiika o(popMIIeHHs YKa3aHHBIX
OJIaHKOB, UX y4yeTa U XpaHeHHus"
IIpuka3 MunucrepctBa 3apaBooxpaneHus Poccuiickoil ®Penepanuu ot 16 mas 2019 r. N
302n "O6 ytBepxkaenuu llopsiika MpoOXOKIeHHs HECOBEPIIEHHOJETHUMHU TUCIIAHCEPHOTO
HaOIIOZCHNs, B TOM YHCIE B MEpUOA OOY4YEeHHS W BOCIHMTAaHMS B 0Opa30BaTENbHBIX
opraHuzanusx "
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11.

12.

Pacnopspxenue IlpaButensctBa PO ot 31 nexadbps 2018 r. Ne 3053-p "OO yTBep)aeHuu
nepeyHell MeIUIMHCKUX U3JEIUN, UMIUIAHTUPYEMBIX B OpraHU3M 4YeJIOBeKa MpU OKa3aHUU
MEIUIIMHCKOW MOMOIIM B paMKax MPOrpaMMbl TOCYIapCTBEHHBIX TapaHTHIl OecriaTHOTO
OKa3aHUsl TpakJaHaM MEIUIMHCKOW TOMOIIM M OTIYCKaeMbIX IO penenTaMm Ha
MEAUIMHCKUE U3AENUs IPU MIPEI0CTaBIeHUU Ha0opa COLUAIbHBIX YCIyr"

[Ipuka3z MunucrepctBa 3apaBooxpanenusi PO or 6 utons 2013 r. N 354un "O nopsiake
MPOBEJICHUSI MATOJOTOAHATOMHYECKUX BCKPBITHH" (3aperucTpupoBaH MHHHUCTEPCTBOM
rocturu Poccuiickoit @enepanuu 16 nexadps 2013 r., perucrpanmonnsiii N 30612).

HNudopmanust o JjekapcTBeHHBIX cpeacrBax: https://grls.rosminzdrav.ru/

OcHOBHbBIE HOPMATHUBHO-IIPABOBLIC AKThI, PEIYJIUPYHOIIIHE OKA3aHUE

NAJJIHATUBHOH MeINIUHCKON MOMOIIH

1.

Oepnepanbubii 3ak0H "O BHeceHun wusMmeHeHud B DenepanbHbiii 3akoH "OO ocHOBax
OXpaHbl 3/10poBbsi TrpaxnaH B Poccuiickoit @enepanuu" 1o BompocaM OKa3aHUs
najyiuaTuBHOM MeauiuHckon momouu" ot 06.03.2019 Ne 18-@3.

[Tpuxaz Munsapasa Poccun Ne 345H, Muntpyaa Poccun ot 31.05.2019 Ne 372 «O6
YTBEP)KJICHUH TIOJIOKEHHsI 00 OpraHu3allii OKa3aHUs NaUIMaTUBHOW MEIWIUHCKON
[IOMOIIM, BKJIIOYas MOPAIOK B3aUMOACHCTBUS MEIULMHCKUX OpraHHU3alui, OopraHu3anui
COLMAIIBHOTO OOCITY)KMBaHUSI M OOILICCTBEHHBIX OOBEAWHEHHH, WHBIX HEKOMMEpPYECKHX
OpraHu3aluii, OCYILECTBIIAIOLINX CBOIO JESITEIbHOCTD B Cepe OXpaHbl 3J0POBbS».

[Tpuxaz Munzapasa Poccun Ne 348nH ot 31 mas 2019 roga «O0 yTBep:KIEHUM NEpPEUHS
MEIMUUHCKUX M3IENUi, NpeJHa3HAYeHHbIX M MOAJIEPKaHUs OpPraHOB M CHUCTEM
OpraHu3Ma 4eJoBeKa, IPEeI0CTABIAEMbIX JUISl UCIIOJIb30BAHUS HA IOMYD.

ITpuka3 Munzapasa Poccuu Ne 5051 ot 10 urons 2019 roga «O06 yrepxnenun Ilopsaka
nepefaud OT MEIUIMHCKOM OpraHu3aldy NalUeHTy (ero 3aKOHHOMY IPEICTaBUTEINIO)
MEIUIUHCKUX U3JIeNUH, TpeJHa3HAuUeHHBIX IS MOJIepKaHus (PyHKIMI OpraHoB U CUCTEM
OpraHM3Ma 4YeJoBeKa, JUIsl MCIOJb30BaHUS HAa JOMY IHpPHU OKa3aHUM MaNIMaTUBHOU
MEAMIIMHCKONW TOMOLI.

[Tpuxaz M3 P® Ne 831 or 3 okra0ps 2019 roma «OO0 yTBep)KIE€HHUH BEAOMCTBEHHOM
1eneBor nporpaMMmbl  «Pa3BUTHE CHUCTEMBI OKa3aHWMs NAJJIMATUBHOW MEIULUHCKON
MTOMOLIH.

IIpoune HOpPMATHBHO-NPaBOBbIe [OKYMEHTbI, C Y4YeTOM KOTOPbIX pa3padoTaHbI
KJIMHHYeCKHEe PEKOMEHIAI UM

MexnyHapoaHas kiaccuukanys 00je3Hed, TpaBM U COCTOSIHUH, BIMSIONINX HA 3J0POBbE
(MKB - 10);

[Tpukaz M3 P® ot 20 gexabpst 2012r. Ne 1183 «OO0 yTBep:kIeHHMH HOMEHKIATYPHI
JOJKHOCTEN MEIMIIMHCKUX paOOTHUKOB U (hapMalleBTUUECKUX PaOOTHUKOBY.

[Tpuka3z M3 PO ot 23 utong 2010 r. Ne 5411. Exunelii kBau(UKaMOHHBINA CIIPAaBOYHUK
JOJKHOCTEN PYKOBOJUTENEH, CHEIHATMCTOB M CAyXallux, pasznen KpanudukanuoHHbIE
XapaKTEePUCTHKH JTOJDKHOCTEH pabOTHUKOB B cepe 3ApaBOOXpaHEHUSI.

®enepanbHbli 3ak0H 0T 25.12.2018 Ne 489 489-03 «O BHeceHnH M3MeHEHUH B cTaThio 40
OenepanbHoro 3akoHa "OO 00s3aTelbHOM MEAMIIMHCKOM CTpaxoBaHuMM B Poccuiickoit
Oenepanun” u @PenepanbHbiii 3akoH "OO OCHOBAaxX OXpaHbl 3/10POBbS TIpaKIaH B
Poccuiickoit denepanuun no BonpocaMm KIMHUYECKUX PEKOMEH 1AL,
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10. IIpukasz Munzapasa Poccun Ne 1031 ot 28.02.2019 1. «O0 yTBepkKI€HUH MOPSIKA U CPOKOB
pa3pabOTKN KIMHUYECKUX PEKOMEHJAINN, UX IepecMOoTpa, TUIOBOH (POPMBI KIMHHUECKUX
peKoMeHaluii U TpeOOBaHUNW K UX CTPYKType, COCTaBy U Hay4HOH OOOCHOBaHHOCTH,
BKJIIOYaE€MOM B KJIIMHMYECKHE PEKOMEHIANU HH)OPMAITHH.

11. Ilpukaz MunzapaBa Poccuu ot 13.10.2017 N 804H "OO yTBEep)KIECHUHW HOMEHKJIATYPHI
MEIUIUHCKUX YCIyT".

12. Tlpukaz MuHuCTEpCTBa TpyJa U colMabHOM 3amuThl P® ot 27 aBrycra 2019 r. n 5851 "O
KJIacCU(UKAUAX U KPUTEPUSIX, UCIOIB3YEMBIX MPU OCYIIECTBICHUH MEAUKO-COLUAITBHON
9KCIEPTU3bl TpaxkaaH (QenepalibHbIMH TOCYAapCTBEHHBIMU  YUPEKACHUSIMH MEAUKO-
COLIMAJIbHOW IKCIIEpTU3HI";

13. Ilpukaz MuHucTEepcTBa 3APAaBOOXPAHCHHMS] W COLMAIBLHOTO pa3BuTUs Poccuiickoi
Oeneparun «O MopsaaKe MTPUMEHEHHS JEKAPCTBEHHBIX CPEJICTB Yy OOJIBHBIX MO YKU3HEHHBIM
noka3zanusiMm» ot 9 asrycra 2005 r. Ne 494

14. Nadopmannonnoe mucbMo Munzapasa Poccun 1mo BO3MOKHOCTH 3aKyIKH JIEKAPCTBEHHOTO
npenapara o TOPrOBOMY HauMEHOBAHMIO
(https://www.rosminzdrav.ru/news/2019/12/18/13043-minzdrav-podgotovil-
informatsionnoe-pismo-po-vozmozhnosti-zakupki-lekarstvennogo-preparata-po-torgovomu-
naimenovaniyu);

15. [lepeuens crienuaIn3upPOBAHHBIX MPOJYKTOB JIEUEOHOTO MUTAHUS AJIS JETeH-MHBAIUIOB Ha
2020 ron, Pacnopsikenue IlpaButenscrBa Poccuiickoit ®@enepanuu ot 11 nexadbps 2019
roaa Ne 2984-p

Mpuioxenne A3.2 Ilpumepbl GopMyTHPOBKH AUATHO30B
o [omoyucmunypus;
o Kuaccuueckasn comoyucmunypus (Be 3aeucumas ¢hopma);
o Kuaccuueckasn comoyucmunypus (Be peaucmenmuas ghopma);

e Hapywenue obmena cepocooepircauyux AMuUHOKUCIOM

ITpnioxenne A3.3 PacumgpoBka npumedanui

..” — IpernapaT BXOIWUT B IEPEUYEHb XUZHEHHO HEOOXOIMMBIX M BAXKHEUIIUX JIEKAPCTBEHHBIX
npenapatoB (Pacnopsbkenue IlpaButensctBa PD ot 12.10.2019 Ne 2406-p «O06 yTBepkaeHUU
NepeyHsl )KMU3HEHHO HEOOXOIMMBIX M Ba)KHEHIIMX JIeKapCTBEHHBIX mpenaparoB Ha 2020 rox a
TaK)KE MEpPEeUHEl JIEKapCTBEHHBIX MPENaparoB JUisi MEAMIIMHCKOTO NMPUMEHEHUS! U MUHUMAJIbHOIO
ACCOPTUMEHTA JIEKAPCTBEHHBIX MPEnapaToB, HEOOXOIUMBIX JUIsl OKa3aHUSI METUIIMHCKON TOMOIII»
(c u3mMeHeHusiMH, BHeceHHbIMU Pacnopspkenuem IlpaBurensctBa PD ot 23 HosOps 2020 1. Ne
3073-p «O BHeceHnn u3MeHeHHi B pacropsbkenue [IpaBurenbctBa PO ot 12 okTsaops 2019 r.
Ne 2406-p.

L - CleNMaNM3HPOBAHHBI TPOLYKT JIe4eOHOTO IHTAHHS, BKIIOYCHHBIH B IIEPEYCHD
CHELMATU3UPOBAHHBIX MPOAYKTOB JieyeOHOro muUTaHus Uit jAered-uHBanuaoB (Ilepeuens
CTMIENUATM3UPOBAHHBIX TPOJAYKTOB JIEYEOHOTO MHTaHHUS i JeTed-uHBamuaoB Ha 2021 rog,
yTBEepXKIeHHbIN pacnopspkenueMm IlpaButensctBa Poccuiickoit ®enepanum ot 17 nexadbps 2020
roga Ne 3242-p)
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https://www.rosminzdrav.ru/news/2019/12/18/13043-minzdrav-podgotovil-informatsionnoe-pismo-po-vozmozhnosti-zakupki-lekarstvennogo-preparata-po-torgovomu-naimenovaniyu
https://www.rosminzdrav.ru/news/2019/12/18/13043-minzdrav-podgotovil-informatsionnoe-pismo-po-vozmozhnosti-zakupki-lekarstvennogo-preparata-po-torgovomu-naimenovaniyu
https://www.rosminzdrav.ru/news/2019/12/18/13043-minzdrav-podgotovil-informatsionnoe-pismo-po-vozmozhnosti-zakupki-lekarstvennogo-preparata-po-torgovomu-naimenovaniyu

#... - npumenenue off-label — BHe 3aperucTprpoBaHHBIX B HHCTPYKIIMHU JIEKAPCTBEHHOTO CPEACTBA
MOKa3aHWii OCYIIECTBISIETCS IO PEIICHHIO BpadycOHONW KOMHCCHH, C paspemicHus JIOKaibHOTrO
3THYECKOTO KOMHUTETa MEIUIIMHCKON OpraHu3anuu (MpH HaJIWYMH), C YCIOBHUEM IOAMUCAHHOTO
UH(GOPMHUPOBAHHOIO COTTIACHS POJMTENEH (3aKOHHOTO MPEACTABHTENsA) W IMAIMEHTa B BO3pacTe
crapuie 15 ner;
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Ipuiaoxenue b. AropurmMbl BeleHUS MAIMEHTA

ITarueHT ¢ mogo3peHueEM
Ha TOMOIIUCTUHYPHUIO

I

JmaraocTrka

!

Koncynpranus
po(UIBHOTO
CTICIHAINCTa

Jlmaruos

TTAanTooanwr ma?

JA

Tepanus B cTariioHape

\ 4

I[I/ICHchepHOG Ha6J'IIO,I[€HI/Ie u
MOHHUTOPUPOBAHUC MAIUCHTA

v

Tepamnus

A

HET

s deKTHBHA
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IMpuioxenue B. Uudopmanus 11 nauueHTa

'omonucTrHYpHS — HacIeICTBEHHOE 3a00JI€BaHIE U3 TPYIITBI aMHHOAIIMIOTIATHH,
00yCJIOBJIIEHHOE HapyLIEHUEM METAa00IM3Ma CEPOCOIEPIKALUX aMUHOKHUCIIOT, B IIEPBYIO OYEPEH
METHOHHHA

[lepBpiMH HecHeU(PUUECKUMH CUMIOTOMAaMU MOTYT OBITh 3aiepKKa ICUXOMOTOPHOIO
pa3BUTHS, YMCTBEHHAsi OTCTAJOCTh, CKEJETHBIE nedopmanu (BajblyCHAsh yCTAaHOBKA KOJEHHBIX
CYCTaBOB, KH()OCKOIHMO3bI, BOPOHKOOOpa3Has WM KHJICBUAHAS AedopMali TPyJHON KIETKH),
KapAMOBACKYJIsIpHAs ATOJIOTHUS, YACThIE TIEPEIOMBI (Y IeTel CTapIIero BO3pacTa).

XapakTepHa MaToJIoTus INIa3HOTo anmnapara: cyOatokcanus (JrKcalus) XpyCTalTuKoB, 4acToO
OCJIOKHSIOLIMICSA BTOPUYHOM IIIayKOMOM, HEPEAKO UMEIOIIECH 3JI0KaY€CTBEHHOE TEUEHUE, MUOIIHUS,
aTpodust 3pUTETHHBIX HEPBOB, KATAPAKTA U OTCIIOMKA CETUYATKH.

VY nanueHToB NoJIPOCTKOBOTO M MOJIOZOTO BO3pacTa MOT'YT BO3SHUKHYTh TPOMOO3bI, KOTOPHIE
ABIIIOTCS TJIABHOW MPUYMHON WMH(papKTa MHOKapAa WIXW UHCYIbTa ¢ (DOPMUPOBAHHEM OYaroBON
HEBPOJIOTUYECKOW CHUMITOMATUKH BO3HHKAIOT MPEUMYIIECTBEHHO Y MAIMEHTOB IMOAPOCTKOBOTO
BO3pacTa.

JlnarHocTuka OCYHIECTBIISIETCS IIYTEM CEJIEKTUBHOTO CKPUHUHIA (HEOHATAJIbHBIN CKPUHUHT
B Poccuiickoit denepanuu He mpoBoauTcs). BosmMoxkHa mpeHaranbHas JUarHOCTHKA B CEMbSIX, TJIE
€CTh MAIIMEHTHI C YCTAHOBJICHHBIM JIMarHO30M TOMOIIMCTUHYPHUH.

Jleyenue — queroTepanus U MEIUKaMEHTO3Has Teparus, BKJII0Yasi TEPANUI0 BUTAMUHOM Bgx.

Basicno, umo mnadenuyvt u Ooemu O0OWKONbHO20 603pACMA HeE O0JIHCHbL OJIUMETbHO
nonyuams 6onee 300 me nupudokcuna™* 6 cymku 60 uszbdexcanue noOoYHbIX IPghexkmos,
Hanpumep, O0bIXAMENbHBIX PACCMPOUCME, KOMOpble UCYE3alom NOocie NPeKpauieHus npuema
RUPUOOKCUHA.

BaxHO cBOEBpEeMEHHO 3aMeTUTh HEOJaromojydyue B COCTOSIHUM peOeHKa U 0OpaTHTHCS K
Bpauy.

IIpy HEoOXOAMMOCTH TPOBENEHHUS XUPYPrMUECKOrOo BMEUIATeNbCTBA  00s3aTeIbHO
IPOKOHCYJIBTUPOBATECS C JIEYAIlMM BpauoM, IIPOBECTHM HCCJIEIOBaHME Ha TOMOLIMCTUH
(roMOLIMCTENH) KPOBH, MPEANPUHATH Mephl NPOoUIAKTUKH TPOoMOO30B, yKa3zaHHbIE B JaHHBIX

PCKOMCHOAUAX.
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Ipuioxkenue I'1-I'N. IlIkajabl oneHKH, BOMPOCHUKHU U IPyrue OleHOYHbIe

HHCTPYMEHTBI COCTOAHMA NMAIIMCHTA, IPUBCACHHDLIC B KIIMHHYC€CKHX

PEKOMEHIAIIUAX
IHKT MeTHOHAHA
PemernanpoBaHme PemernanpoBanme
MAT
SAM JTUMETIITIHIHH
PoaaTHBIH MHKT SHMT MIR TIoHOp MeTHIEHOH
5, 10-MeTHIEH 05 lg TPYIIEL
Terparuapodonat KoOalaMHH Axuenop BHMT
MTHFR SAH METHIBHO
TpymIst
beraun
SAHH
MeTHIKOOaTaMHH TOMOIIHCTCHH
T Cepun \ CB‘%
MMACHC ,  mpumoKcamE-5-gocdar
THJIPOKCHKOG&JI&M:H}I
‘ IIHCTATHOH I
T CyL
nHaHKoSaTaMUH TpHnOKCaT:-S-gocpat
A 4
‘ IHCTEHH |
TpaHccyabpHpoBaAHHE
Puc.1: Meraboian3m roMonucTenHa
SAM: S-aJIeHO3UIMETHOHHH; SAH: S-a/1eHO3UATOMOIICTCHH,; SAHH: S-

azeHo3uaroMoructenuruaponasa; CBS: mucrarmonun-fB-cuntaza; CyL: mucTtaTHOHUH-Y-TTHMA3a;
MTR: wmernonuncunraza; THF: terparuapodonar; MTHFR: 5,10-metunen-TI'® penykrasa;

SHMT: cepun-rugpokcumermirpanchepasa, BHMT: OGerann-romonucrenHmeTuiaTpancdepasa,

MMACHC: Genok METUIMAIOHOBON alluypUH U TOMOIMCTUHYpHUH Thna C

Tabnnual. MonekynspHO-TeHETUYECKasi XapaKTepUCTUKA TOMOLUCTUHYPHH.

3aboneBanue (Homep o OMIM) Henocrarounocts GpepmenTa I'en Tun

(JTokyc) HacJeI0BaH!

s

Krnaccuueckast roMOIUCTUHYPHUS Hucrarnon 6era-cunraza (CBS - EC CBS AR
(#236200) 4.2.1.23) (21922.3)
Tsoxensiit nepunut MeTtunenrerparuapodonaTpenykrasa MTHFR AR
METHIICHTETParuipooaaTpe1yKTasbl (MTHFR - EC 1.5.1.20) (1p36.22)
(MTHFR) (# 236250)
MeTniManaoHOBas alluaAypus U Metunmanonmi-KoA-myraza (MUT - MMACH | AR
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TOMOLIUCTUHYPHUS, EC5.4.99.2) u METHOHHMHCHHTa3a C
tun cblC (# 277400) (MTR - EC 1.16.1.8) (1p34.1)
MertunmanoHoBast auuaypus u Mertunmanonmi-KoA-myraza (MUT - PRDX1 AR
TOMOILIUCTHHYPHS, EC5.4.99.2) u MeTHOHMHCHHTAa3a (1p34.1)
tun c¢blC, nurennas (epi-cblC #277400) | (MTR - EC 1.16.1.8) MAHCC
(1p34.1)

I'omonucTunypusi-merano0aacTHas MetunonuncunTasa peaykraza (MTRR - | MTRR AR
aHeMHus, EC 2.1.1.135) (5p15.31)
tun cblE (# 236270)
MeTtunmanoHoBast alUAYPHsS U Metunmanonmi-KoA-myraza (MUT - LMBRD1 | AR
TOMOLIUCTHHYPHS, EC 5.4.99.2) (6q13)
tun cblF (# 277380) u MmetuonnHcunTaza (MTR -

EC:2.1.1.13)
I'omMonucTHHYpHUs-Merano01acTHas Methionine synthase (MTR - MTR AR
aHeMus, EC:2.1.1.13) (1943)
turn cblG (# 250940)
MertunmanoHoBas auuaypus u Metunmanonun-KoA-myraza (MUT - ABCD4 AR
TOMOIMCTHHYPHSI, EC 5.4.99.2) (14924.3)
tun cbl) (# 614857) u metnonnHcuaTaza (MTR -

EC:2.1.1.13)
MeTtunimManoHoBas alluAeMus U HCF-1; Tpanckpunumonnas perymsauus | HCFC1 XLR
TOMOIMCTHHYPHSI, MMACHC. (X0g28)
tun cblX (# 309541) Metunmanonmi-KoA-myrtaza (MUT -

EC 5.4.99.2)

u metnonnHcuaTaza (MTR -EC

1.16.1.8)
Metunenterparuapodonaraeruapores | 5,10- MTHFD1 | AR
a3bl MeTuieHTerparuapodonaraeruaporesa | (14023.3)
nepunut (MTHF) (# 617780) 3a (EC 1.5.1.5),

5,10-

METEHUITETPAruAPO(HOIATIIHKIOTHAPOIT

aza (EC 3.5.4.9)

u 10-

dbopmunTerparuapodonraTcuHTETa3a

(EC 6.3.4.3)
Hedunur tpanckobanamuna 1 (TK) TpanckobanaMuH; KJIeTOYHAs TCN2 AR
(# 275350) TPAaHCIOPT KOOAJTaMHHA. (22912.2)

Metunmanonmin-KoA

-mytasza (MUT - EC 5.4.99.2)

u metnonnucuaTaza (MTR -EC

1.16.1.8)
MeTtunimManoHoBas alluaypus u TCbIR; KneTounslii peuentop s CD320 AR
TOMOLIUCTUHYPHUS, (TK)rpanckobanamuHa. (19p13.2)
tun TcbIR (# 613646) Metnnmanonmi-KoA

-mytaza (MUT - EC 5.4.99.2)
u metnonnHcuaTaza (MTR - EC
1.16.1.8)
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MeTHoHHE

Bamm
Hsonehtg MHEUTOXOHIAPHS
Tpeomm
ApHEIE KHCTIOTEI
C HEYETHEIM
KOJIMECTEOM
ATOMOE VITIEDOIA *esssasassssass TIpomiom-KoA -
XonecTepun
VL TA 0
MeTHIMAaToHOE AR [ ) \
o ] I\JI |
EHCI0Ta Errennnnns D-MeTHmManomim-KoA HHﬁ =
:t Mt~ Mt ' Kpebca
MU Y Cymman >
/ L-MeTHIMATOHIT-Kd — — Kor
' \ Adochl
ManoHaT W /I\ cblA
Manomin-KoA MMAA
JInzocoma cbll | cblB-MMARB

cblF chlC
S LMBRD!  MMACHC

e OH—> b3 —————> cbl2

cblD-gapuarT 2

S cbll cbIX- \l/ cblD-papuanT 1
ABCD4 HCFC1
cblE-MTRR
Mecbl
Tpasckobamamus I ToMmommcTenH @~ Metuonuna
cblG-MTR

Puc.2.Cxema meradonusma surtamuua B12.

MUT — metunmanonun-KoA-myraza; Mut-: vactuunast norepst Gyakuuun MUT, MutO: monnast
notepst dpyukiuun MUT; MMAA: metunmanonosas auunypust Tun A; MMAB — metunmanonoBas
araypus CbIB tum; LMBRD1: reH, kKoaupyromuii TM30coMalbHbIi MeMOpaHHbIi OeJI0K, KOTOPBIi
MOJKET OBITh BOBIIEYEH B TPAHCIIOPT U METa00IM3M KoOaJaMiHa, HapYIIEHHOTO pH JeuiuTe
koOamamuua F; MMACHC: MetunmarnonoBast auaypusi 1 MeTaboIi3M KobamamMuHa,
HapylIieHHoro npu aedunute kodanamuaa F; MMADHC: MetunMmanonoBas anuaypus u
romouucturypus Tarn D; ABCD4 — AT® cBs3bIBatonImii KACCETHBIN TpaHCTOPTEp 4, CBSI3aHHBIN €
kob6anamunoM J, HCFC1- xoctdaxTop kietok 1, cBsizanHbIi ¢ kobamamuaoMm X, TCN2 :
TpanckoOanamuH 2; MTRR : ren MeTHOHMHCUHTA3bl PEAYKTa3bl, OTHOCAILIUICS K KobanamMuny E;
Mecbl: metunko6anamun u MTR : MeTHOHWHCHHTa3a, OTHOCSIIAsACSA K koOamamuny G.
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