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Homocystinuria is a genetically heterogeneous hereditary disease from the group of aminoacidopathies caused by a metabolic disorder
of sulphur-containing amino acids, primarily methionine. The article presents the etiopathogenetic, diagnostic and therapeutic aspects
of this disease and covers modern opportunities of biochemical and molecular diagnostics. The approach to dietary and pharmacological
correction of metabolic disorders in homocystinuria and the general strategy of patients’ management are described in detail.
Important information is given for physicians of various disciplines and parents of patients.
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KPATKAl HHOOPMALIUA

OnpepeneHue

[OMOLMCTUHYPUS — HacneLCcTBEHHOe 3abosieBaHue M3
rpynnbl aMuHoalmaonatun, O0B6YyC/I0BEHHOE HapylleHWeM
MeTabosiM3mMa CepoCcofepallmx aMUMHOKUCIOT, B MePBYIO
oyepelb MeTUMOHMHA. OTHOCKTCS K Knaccy peakux (opdaH-
HblX) 3a60/1€BaHNUM.

3THoNI0rUsA U NaToreHes

3aboneBaHne Bbi3BaHO AeduuMTOM depMeHTa uucTa-
TMOH B-cuHTa3bl (CbS), yyacTBylowero B npeobpasosBaHum
METMOHWHA B LMCTEWH, MPOABASETCH NPU HaANWYUU TOMO-
3UrOTHbIX MW KOMMAyHA-reTEPO3UTOTHLIX MyTaLWi B reHe
CBS, Koagupylowem CUHTe3 LMCTaTUOH B-CUHTa3bl, IOKaau-
30BaHHOM Ha AJIMHHOM Miedye Xpomocombl 21 (21922). Tun
HacnefoBaHUA — ayTOCOMHO-PELLECCUBHbIN.

MpKn Knaccu4yeckow roMoLUCTUHYPUKU BCNEeACTBUE HEOO-
CTaTO4YHOCTU LMCTATUOH B-CUHTa3bl HapywaeTcs UMK npe-
06pas30BaHUs (METUAMPOBAHUS U AEMETUIMPOBAHUS) CEPO-
cofepyKallen aMMHOKMCNOTbl METUOHMHA.

3TM WM3MEHEHMSA BbIpPaXKatoTcs MNOBbILEHUEM YPOBHS
METMOHWHA W FTOMOLMCTEMHA B CbIBOPOTKE KPOBM, MOsiB/E-
HMEM FOMOLIMCTUHA (HEe codepKallerocs B HOPMe B TKaHAX
M BGUONOTMYECKMUX MHKMIKOCTAX 4YeNoBeKa) M YMEHbLUIEHUEM
COAEPKAHUS LUMCTUHA B KPOBU. XapaKTEePHbI TAKKe BbICOKUE
nokasaTenu No4Ye4YHON SKCKPEL MM METUOHUHA, TOMOLIUCTEN-
Ha, TOMOLIUCTUHA U HU3KWE — LIUCTUHA.

MN3y4yeHne BAUSHUSA BbICOKMX KOHLIEHTPALMI METUOHWHA
M 0COBEHHO FOMOLIMCTUHA BbISIBMIO MX MNATONOMMYeCcKoe BO3-
[IENCTBME Ha OpraHbl U TKaHW GOJbHbIX, HTO OCOGEHHO SIPKO
NPOAEMOHCTPUPOBAHO MNpPU MCCNeaoBaHMM ayTOMCUMHOIO
maTtepvana v B 3KCNepMMEHTaX Ha MBOTHbIX. YCTAHOBJ/IEHO,
YTO NOSIBNEHWE U YBENUYEHUE KOHLIEHTPALIMM FOMOLIMCTUHA
B CbIBOPOTKE KPOBW CMOCOGCTBYET 06pa30BaHUI0 HEKPOTU-

YeCKU-AereHepaTBHbIX YHaCTKOB B MOYKaXx, CeNe3eHKe, Cu-
3UCTON 060M10YKE KenyaKa U KPOBEHOCHLIX Cocyaax ¢ nocrne-
aylolen arperaymen Ha HUX TpPoM6GoLUMTOB.

M3BECTHO, 4TO rOMOLMCTUH aKTUBUPYET GpaKTop Xarema-
Ha, cnocobCTBYs npoueccy TpoMb6006pasoBaHus, obnagaet
HW3KOM PacTBOPMMOCTBIO M MOXET oceaaTb B natosioruye-
CKW UBMEHEHHOW MHTMME cocyaa, npeapacnonaras K obpa-
30BaHWUIO TPOMOOB.

MmeloTcs TaKKe AaHHble, CBUAETENbCTBYOLME 06 U3Me-
HEHUN OBMeHa COeaMHUTENNbHOM TKaHU Y 60JIbHbIX FOMOLM-
cTenHypuen. Bolcka3biBaeTcs NpeanonoxKeHune, 4to GeHoTu-
nMYecKoe CXOACTBO 3aboneBaHus ¢ cuHapomom MapdaHa
06bACHAETCH BTOPUYHbIM BOBNEYEHMEM COEAMHUTENLHOM
TKaHWM B NaTO/IONMYECKMI MPOLLECC MPU FOMOLIMCTUHYPUMN.
B KoHuUe XX B. NOSIBUINCH COOBLLIEHUS O CHUMKEHUW penapa-
LMOHHOM cnocobHocTn AHK numboumToB nepudepmnyecKkomn
KPOBM Y 60/1bHbIX FOMOLMCTUHYPUEN U TETEPO3UTOTHBIX HOCH-
Teneu reHa CBS.

OH3UM uMcTatMoH PB-cuHTasza (CbS) gasnaetca nupu-
[OKCUH3aBUCUMbIM (BUTaMWUH Bg) dpepmeHTOM, noatomy B
K/1acCMYeCcKorM TOMOLIMCTUHYPUKU BblAeNstoT Bg-3aBUCHMYtO
n Bg-pe3ncteHTHylo dpopmbl 3a6oneBanund (puc. 1) (cm. meTa-
6onunyecknn 610Kk 1 Ha puc. 1: Bg-3aBucumas ¢opma).
B aTOM MeTabonMyecKomn Lenn BO3MOXKHO TaKXe HapylueHne
aKTUBHOCTM dEepMeHTa LucTaTMoHa3bl, 06YCNOBIMBaOLWLErO
Bg-pesuncTtenTHyto dopmy 3aboneBaHusa (CM. meTabonuye-
CKWM 610K 2 Ha puc. 1).

[OBe cneaywouwme ©GopmMbl FOMOLMCTUHYPUKU CBHA3AHbI
C FEHEeTUYECKU AETEPMUHUPOBAHHBLIMKU AedEKTaMKU pemeTu-
IMPOBaHWA METUOHWHA, BO3HMKAIOLWMMKU BCNEACTBUE Hapy-
WEeHNS aKTUBHOCTU 5-meTunteTparngpodonar-romouucre-
WMH-MeTUNTpaHcdepasbl (3-9 dopma; cM. MeTaboMyYecKum
610K 3 Ha puc. 1), u 6n1oKkom depmeHTa N(5,10)-meTuneH-
TeTparnapodonatpenykrasnl (4-a dopma; cM. MeTabonunye-

Puc. 1. Cxema MeTabonn4eCKMX NPOLLECCOB, NPUBOASLLMX K PA3BUTUIO TOMOLUCTUHYPUN
Fig. 1. Diagram of metabolic processes leading to the development of homocystinuria
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MS — MEeTUOHWH CHHTa3a

MTHRF — meTtuneHTeTparuapodonat pegykrasa
CBS — uMcTaTMoHKH-b-cnHTa3a

CL — umcTaTMOHMH-g-cHHTa3a

BHMT — GeTanH-romouncTenH-meTunaTpaHchepasa
DMG — auMeTunrnumH

B2 — pu6odnasuH

THF — tetparngpodonar

SAM — S-afileHO3UNMETUOHWH

SAH — S-afeHO3UArOMOLIUCTENH

lMpumeyaHue. AnantupoBaHo u3 [1].
Note. Adapted from [1].
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CKMIM 610K 4 Ha puc. 1). O6e yKasaHHble GOpMbl CONPOBO-
AAQKOTCH He MOBbIWEHWEM, @ CHUXKEHMEM KOHLEHTpaLuu
METUOHWHA B KpPOBW. B negnaTpuyeckon npakTuke yauie
BCTpevaloTcs nepBble ABe GOpmMbl 6ONE3HU, MMEHYEMblE
KNacCU4eCKon roMounCcTuHypuen [1-4].

Anuaemuonorus

CpeaHas 4yactoTa B 06LlEen nonynsuuu He onpegene-
Ha M3-3a OTCYTCTBMS MOBCEMECTHOIO HeOHaTalbHOIMO CKPU-
HWHra: ecTb JaHHble, YTO OHa cocTaBngeTr oT 1:58 000
no 1:335000, B cTpaHax bauxHero Boctoka (Katap) —
oT 1:1800 po 1:8000. leH nokan1M3oBaH Ha AJIMHHOM nje4vye
XpomocoMbl 21 B foKyce 21g22.1.

KopguposaHue no MKb-10
E72.1 HapyweHne o6MeHa cepocoaepallinx aMUMHOKUCOT.

KJACCUOUKALIUA
BblaensitoT cnegyouime KIMHUKO-TEHETUYECKME GOpMbI
KNnaccu4yecKom roMOLIMCTUHYPUMU:
e Bg-3aBucumasd u Bg-pesncteHTHasa (cM. metabonnyeckune
6510KkM 1 1 2 Ha puc. 1);
® [OMOLMCTUHYpUSl, OBYCNOBNEHHAA HapyWeHWEM aKTUB-
HOCTU 5-meTunTteTparnapodonaT-roMoLUUCTENH-METHUN-
TpaHcdepasbl (CM. MeTabonMyeckui 670K 3 Ha puc. 1);
® [OMOLMCTMHYpUS, OBYCNOBNEHHAS HapyWeEHUEM aKTUB-
HocT N(5,10)-meTuneHTeTparnapodonat peayKrasbl
(cM. meTabonnyeckum 610K 4 Ha puc. 1).

NMPUMEPbLI ®OPMYJ/IUPOBKU AUATHO30B
[OMOLIMCTUHYPUS.

Knaccuyeckas roMoLMCTUHYpKA (Bg-3aBucuman dopma).
Knaccuyeckaa roMmouncTrHypus (Bg-pesncteHtHas dopma).
HapyweHune obmeHa cepocogepralmx aMUHOKMCOT.

PwbE

AUATHOCTUKA

Kano6bl U aHamHe3

3ajeprKka MCUXOMOTOPHOrO pPa3BUTUS, YMCTBEHHas
OTCTaNOCTb, CHW)KEHWE 3PEeHUs, CKeNeTHble aedopmalmu
(BanbrycHas ycTaHOBKa KOJIEHHbIX CyCTaBOB, KMDOCKONO-
3bl, BOPOHKOOGpa3Has Unn KnneeuaHasa gepopmaunu rpya-
HOW KJIETKM), KapAMoBacKynsipHasa naTofiorus, YyacTtble nepe-
IOMbI y IeTeN cTapliero Bo3pacTta.

B aHamHe3e BO3MOXHbl YKa3aHWs Ha POACTBEHHbIN
OpaK, HanMyne CUBCOB C aHaNOrMYyHbIMU KIMHUYECKUMMU
npu3Hakamu, Hanuune y GAN3KUX POACTBEHHWKOB PaHHMX
WHPAPKTOB,/UHCY/bTOB.

dusuKanbHoe o6cnegoBaHue

deHoTUNUYECKNE YepTbl BONbHBIX: MArKKE, Clerka Bbio-
LMEeCs CBETN0-PYCble BOMIOCHI, HEXHbIA PYMSIHEL, Ha LieKax,
ronyéon UBET pafyXHOW 060/04YKM, BbICOKMM POCT, acte-
HUYECKOEe TeNoCNOoXKeHWe, AMHHbIE TOHKME KOHEYHOCTH,
apaxHoO4aKTUAMA KUCTEeW M cTon. YacTo o6HapyKuBatoTcs
BaNlblyCHas yCTaHOBKa KOMEHHbIX CyCTaBOB, KM(MOCKOAMO-
3bl, BOPOHKOOGpa3Hasa Uin KuneesuaHas gebopmauus rpya-
HOW KNeTKW. Hapsgy ¢ aTum BcTpedatoTcsd GopMbl 6ONE3HH,
NpPW KOTOPbIX M3MEHEHUS ONOPHO-ABUIraTeIbHOro annapara
MWHUMasbHbl UK NOIHOCTbIO OTCYTCTBYIOT.

XapaKTepHa naTonorus rnas3Horo annaparta: noAaBbl-
BWX/BbIBMX (CyBNtOKCaLMs, MM JIOKCaALMs) XPYCTalMKOB,
4acCTO OCNOXHAKWMNACA BTOPUYHOW [NAyKOMOW, Hepeako
MMelLWen 310Ka4YeCTBEHHOE TeyeHue; Muonus, aTpodus
3pUTENbHbLIX HEPBOB, KaTapaKTa U OTC/I0MKa CeTHaTKK.

CepaeyHo-cocyancTble HapylleHns o6ycnoBneHbl pas-
BUTMEM TPOMBO3IMOBONINIM B apTepmnasbHbiX COCyAax CpeaHero
MU MeNKoro Kanunépa.

Tpom603bl BO3HMKAIOT NPEUMYLLECTBEHHO Y NaLMEHTOB
NoAPOCTKOBOro M MOMOAOr0 BO3pacTta, SBASIOTCA MMaBHOM
NpUYMHON MHbAPKTa MUOKapaa UKW MHcynbTa ¢ GopMUpPO-
BaHWeM 04aroBoW HEBPONOrMYECKON CUMNTOMATUKN. NHTen-
nekTyanbHoe pasButue (Intelligence Quotient, 1Q) 60sb-
HbIX FOMOLMCTUHYPUEN Yalle CHUXKEHO: KoadoduumeHT 1Q
Kone6bnetcs ot 32 go 85 en. (Hopma 85-115). Y geten
¢ Bg-3aBucrmon GopmMor roMoLMCTUHYPHUK YMCTBEHHOE pas-
BUTME MOXET 6bITb HOPManbHbIM.

MmetoTecss cooblleHnss o Taxenon ¢opme anuaencuu
(cMHapom Becta) y mauMeHToB C rOMOUMCTUHYypuen. Onu-
CaHbl TaKXXe reMunaeruns, Ncuxosbl.

TAXeECTb KIIMHUYECKUX NPOosABIEHU 6one3Hn Npu Bg-pesuc-
TEHTHOM popMe Bonee BbipaxeHa, Yem npu Bg-3aBUCHMON.

JTaGopaTopHasi guarHocTuKa
e [lna OMarHOoCTMKKM 3abofieBaHMA B KavyeCTBe CKPUHWH-

roBOro TecTa PEeKOMEHAOBAHO MCMONb30BaTb MNpoby

Ha cepocojepKaline aMUHOKMUCNOTbl — KavyecTBEeHHas

peakuus ¢ LMaHUAHUTPOMPYCCMAOM: NPU OKpalMnBaHUK

MOYU B MHTEHCUBHbIN CBEKOJIbHbIW LBET Npoba cyuTaeT-

cq nonoxutenoHow [3] (cuna pekomeHgaumm C, ypoBEHb

JloKkasaTtesnbeTB II*).

e 1N AMArHOCTUKM KNaCCUYECKOM FOMOLIMCTUHYPUKU PEKO-
MEHAOBaHO KOMMYECTBEHHOE onpeaeneHne METMOHWUHA,
rOMOLMCTMHA M LMCTMHA B CbIBOPOTKE (MJ1a3Me) KpoBu
M MOYM METOAOM TaHAEMHOM Macc-CneKTpoMeTpun [5-7]
(cnna pekomeHgalmmn B, ypoBeHb goKa3aTenbCTB ).
KommeHTapuii. [Ing KiacCUMYecKOW TrOMOLMUCTUHYPUM

XapaKTepHbl MOBbILEHWE YPOBHA METMOHWMHA W nosiBne-

HWE FOMOLIMCTUHA B CbIBOPOTKE KPOBMW, CHUMEHME LMCTMHA

B CbIBOPOTKE KPOBWU M Moye (Tabs. 3). BaxKHO, YTO KOHLEH-

Tpauus romouucTeMHa U roMOUMCTMHA B MNaa3Me [JOSKHa

ObITb onpegeneHa y nauueHTa, He NoayvyatoLwero nMpUaoK-

CMH (B T.4. B cOCTaBe NoJIMBUTAaMUHOB) B TeYeHHe 2 Hef.

e PeKOMeHAOBAHO MCNOb30BAHWE MOMEKYISPHO-TEHETU-
YECKMX METOAOB AN19 UAEHTUDUKALMM TOMOSUTOTHBIX UK
KOMMayHA-reTepo3uroTHbix Mytauum reHa CBS ¢ uenbio
ob6ocHoBaHuA aunarHosa [3, 4, 8, 9] (cuna peKomeHaa-
umnu B, ypoBeHb foKka3aTtesnbeTs ll).

KommeHTapuii. [eH CBS coaepuT 17 3K30HOB, pasfenieH-
HbIX 16 MHTpoHamu. Paamep reHa coctaBnseT 22,74 Tbic. nap
HYKNeoTMAoB. [lBa NepBbIX 3K30Ha reHa He TPaHCKPUOUPYLOTCS.

K HacTtosiemMy BpeMeHu B reHe CBS onucaHo 6onee
170 pasnuyHbiX MyTaUWW, U3 HUX 67% — 3TO MWUCCEHC-
MyTaLmMKn, 60MbWKNHCTBO M3 KOTOPbIX ABASIOTCH YHUKabHbI-
MU; HOHCEHC-MYTaLMI Hac4MTbIBAeTCS TONbKO 9; oCcTaNbHble
npeacTaBaeHbl MENKUMU Aeneunsmu, BCTaBKaMu U MyTauu-
MW caWTa cnnancuHra. HepaBHO onucaHa eOMHCTBEHHas
NPOTSXKEHHasa geneuuns B reHe. OcTanbHble geneuun He npe-
BblWwatoT 6osee 100 nap HyKNeoTUAOB.

B Poccuiickon depepaumn AHK-anarHoctmka npoBo-
OWUTCS METOAOM MOSIMMEPA3HON LEMHOW peaKuuu ¢ nocne-
OYIOWMM  PECTPUKLMOHHBIM aHanuM3oMm. Takum MeToLoM
6bln NPOBEAEH CKPWUHUHI Ha Haubosiee 4YacTble MyTauuun
reHa CBS — p.lle278Thr v p.Gly307Ser. C nomoubto nps-
MOro HepagMOaKTUBHOINO CEKBEHWMPOBAHMUS OCYLLECTBNEH
aHann3 OTKPbITOM PaMKKU cYuTbiBaHUA reHa CBS.

OnpegenexHne mytauum B reHe CBS BaxHO A1 OKOHYa-
TENbHOro0 MOATBEPXKAEHMA AMarHo3a, aGPEeKTUBHOro Meau-
KO-FEHETUYECKOTO KOHCYNbTMPOBaHUS M MPOrHO3MPOBaHMSA

*  3pecb M fjanee: cuna pekomeHaauunin (A—D) n ypoBHM foKa3aTenbeTB (I-1V) npeactaBneHbl B Tabn. 1 (YpoBHU y6eauTeNbHOCTU peKoOMeHAa-

LMI) M Tabn. 2 (YPOBHM AOCTOBEPHOCTU AOKA3aTENbCTB).
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Ta6nuua 1. YpoBHU y6e4UTENBHOCTU PEKOMEeHAaLuni
Table 1. Grades of recommendation

PekomeHaaLmna ocHOBaHa Ha BbICOKOM YPOBHE

A [IOKa3aTeNbHOCTU (Kak MMHUMYM 1 y6eautenbHas MeToa/Tepanus nepBon IMHWUK; NGO B COYETaHUU
ny6nnKauus | ypoBHSi JOKa3aTeNbHOCTH, NOKa3biBalowWwas | co CTaHAapTHOW METOLMKOW /Tepanuein
3HauyuTeNbHOE NMPEBOCXOACTBO MOAb3bl HAA PUCKOM)

PeKkomeHpaLmsa ocHOBaHa Ha cpefjHeM ypoBHe MeToa/Tepanus BTOPON MMHUK; NGO Npu oTKase,

B [OKagaTeNbHOCTH (Kak MUHUMYM 1 y6eauTtenbHas NPOTUBOMOKAa3aHWUU UK HeaDEKTUBHOCTHU CTaHAAPTHOM
ny6nvkaums Il ypoBHS JOKa3aTeNnbHOCTH, NOKa3blBatlowas | METOAUKK /Tepanun. PeKomeHayeTcs MOHUTOpUpOBaHWe
3Ha4YuTeNbHOE MPEeBOCXOACTBO NOMb3bl HAJ PUCKOM) NOGOYHbIX IBAEHUIN
PekomeHaaLma ocHoBaHa Ha cnabom ypoBHe HeT Bo3paXkeHu NpoTMB AaHHOro MeTofa/Tepanvun
[loKa3aTeNlbHOCTU (HO Kak MUHUMYM 1 y6eanTenbHas MW HET BO3PAXKEHUM NPOTUB NPOLOSIKEHUS JAHHOIO

C ny6nvkaums Il ypoBHS JOKa3aTeNlbHOCTH, MeToaa/Tepanuu. PEKOMEeHA0BaHO Npu OTKase,
nokasblBaloLas 3Ha4YuUTeNbHOE NPEBOCXOACTBO NOAb3bl NPOTUBOMNOKa3aHUn Unu HeaPeKTUBHOCTM CTaHAaPTHOM
Ha[ PUCKOM), MU HET YOeAUTENbHbIX AaHHbIX HU METOAMKM /Tepanum Npu YCNoBUKU OTCYTCTBUS MOBOYHbIX
0 NoJIb3e, HU O PUCKE) addeKToB
OTcyTcTBME YoeanuTenbHbix nyénaunkauuu |, [l vnm
Il ypoBHA AOKa3aTebHOCTH, MOKa3blBaoLLMX
3HauyuTeNnbHOE MPEBOCXOACTBO MOAb3bl HAZA PUCKOM;

D He pekomeHaoBaHO
nn6o yoeantenbHble nyénukaumu |, Il unw Il ypoHS
[IOKa3aTeNbHOCTH, NOKa3blBaloLMe 3Ha4nTebHOE
NPeBOCXOACTBO PUCKa Haf NoNb30W

Ta6nuua 2. YpoBHW JOCTOBEPHOCTH AOKa3aTeNbCTB
Table 2. Levels of evidence

MpocneKTUBHbIE paHAOMU3UPOBAHHbLIE KOHTPOIMPYEMbIE UCCNIeOBaHMS.

[ocTaTo4HOE KOMMYEeCTBO UCCNef0BaHNUM C JOCTAaTOYHON MOLLHOCTbIO, C y4acTMeM 60/bLOro Konnmyectsa nauMeHToB
1 nony4yeHrem 60/bLOro KoM4yecTBa AaHHbIX.
KpynHble meTaaHan1sbl.

Kak MMHUMYM O[JHO XOPOLLIO OPraHM30BaHHOE PaHAOMU3MPOBAHHOE KOHTPOIMPYEMOE UCCNIEeA0BaHME.
PenpeseHTaTMBHas BbIGOPKa NaLMEHTOB

MpocneKkTuBHbIE ¢/6€3 paHAOMU3aLLIMK UCCNENOBAHUS C OrPaHUYEHHbBIM KOTMYECTBOM AaHHbIX.
HeckonbKo uccnefoBaHuin ¢ HEGONbLWKUM KOTMYECTBOM MaLMeHTOB.

XOpoLo opraHM30BaHHOE NPOCNEKTUBHOE UCCNIEA0BAHUE KOrOPTbI.

MeTaaHann3bl orpaHnyeHbl, HO NPOBEAEHbI Ha XOPOLLEM YPOBHE.

Pesynbtathl HeNpe3eHTaTUBHbI B OTHOLIEHUK LieNeBOM NONyasaLmn.

XOopoLo opraHnM30BaHHble UCCNEA0BAHMS «Cly4an-KOHTPONb»

1(3)

HepaHaoM13MpoBaHHbIE KOHTPONUPYEMbIE UCCIeOBaHMS.

McenepoBaHna ¢ HEAOCTaTOYHbBIM KOHTPONEM.

PanaomMn3npoBaHHbIe KIMHUYECKUE UCCNIeA0BaHNA Kak MMHUMYM C OAHOM 3HAYUTENbHON UK KaK MUHUMYM
TPEMS HE3HaYUTENbHBIMU METOA0NOMMHYECKUMU OLLIMOKaMK.

PeTpocneKkTuBHbIE MM HabNoAaTebHbIE UCCNEA0BaHUS.
Cepusi KNIMHUYECKUX HaBNMIOAEHWI.

lpoTBOpeYMBbIE faHHbIe, HEe NO3BONfAILWME CHOPMUPOBATL OKOHYATENbHYIO peKOMEeHAaLMIo

IV (4)

MHeHue aKcnepTa/aaHHble U3 0T4eTa IKCMEPTHOM KOMUCCUM, IKCIEPUMEHTAIbHO NMOATBEPMHAEHHbIE 1 TEOPETUYECKH

060CHOBaHHble

Ta6nuua 3. OCHOBHble GMOXMMUYECKME NOKa3aTeNu 41 AMarHOCTUKMU FOMOLIMCTUHYPUK
Table 3. The main biochemical values for homocystinuria diagnosis

HoBopoXaeHHble HeneueHble ctapwe 1 ropa
[OMOUMCTUH Mnasma 10-45 mKmonb/n > 100 mrmonb/n OTtcytcTBYET
4 (0-1,2 Mr%) (> 3 mr/an) yicTey

06Kt roMoLMCTENH Mnasma 50-100 MKMOnb/n > 100 MKMONb/N < 15 MKmonb/n
METHOHMH Nnasma 200-1500 MKmonb/n > 50 MKMOnb/N 10-40 MKMONb/N

(3-23 mr/an) (> 0,7 mr/aon) (0,2-0,6 Mr%)

KpoBb

fomouucTenH Moua Onpepensietcs Onpegensertcs OTtcytcTBYET
LmctuH Mnasma - - -




TAXECTU TevyeHus 60/1e3HU. HeobXxoauMo y4uTbiBaTb, HTO
6GONbLUMHCTBO MALMEHTOB BO BCEM MUPE SBASIOTCA KOMMayHA-
reTepo3nrotamu, B T.4. MO HOBbIM NATOrEHHbIM BapuaHTam.

TaK, U3BECTHO, YTO MyTauua p.lle278Thr o6ycnoBnvBaeT
pa3BuTHE IerKon Gopmbl 3a60sIEBaHUSA: OHa ABASETCH HauU-
6onee yacton (25%) cpean pasnuMyHbIX NONyNaUUKA MUpa,
HO B Poccuu BbiiBiEHa TOMbKO Y 04HOro 60/bHOro. Mytauus
p.Gly307Ser, oTBeTCTBEHHAsA 3a GOPMUPOBAHME THAKENOM
KIMHWYECKON CUMMTOMAaTUKK 60s1ie3HN (Bg-pesncreHTHas
dopma), BbIIBNAETCA B OCHOBHOM Y MaLMEHTOB KeSbTCKO-
ro npoucxoxaeHus (M3 WotnaHauun, Upnanaun, ®dpanHuuu,
MopTyranuu), a y POCCUUCKMX MaLMEHTOB He OBGHapyxKeHa
HK pasy. YctaHoBneHo, 4To B Yexun, CnoBakuun u MNonblie
Hanbosiee 4yacto BcTpevatTca MmyTauuu p.lle278Thr wn
IVS11-2A->C, npuBoaswme K pasBuTUiO 6onee Nerkoro
Bg-3aBucumoro ¢erHotuna. Mytauma cawTta cnnancuHra
IVS11-2A->C xapaKTepHa ¥ A1 POCCUUCKMX NaLMEeHToB
(3apeructpupoBaHa y 6 n3 9 o6¢cneoBaHHbIX).

Y aByx cubcoB Oblna 06HapyeHa MyTauus c¢.1560-
1569del CACCGGGAAG, cBeoeHusi 0 KOToOpow B nutepatype
OoTCyTCTBYIOT. 10 BCEM BEPOSATHOCTU, AaHHas MyTauus OTBET-
CTBEHHa 3a GopMUPOBaHME TAKENON Bg-pe3ncTeHTHON popMbl
FOMOLIMCTUHYPUM U acCOLMMPOBaHa C pa3BUTUEM Yy GOMbHbIX
BblpPaXEHHbIX MCUXOHEBPOIOrMYECKMX PACCTPOMCTB (Meproau-
YyecKoe pa3BWTME MCMXO30B, MIOXO KYMUPYEMbIX MeOMKaMEH-
TO3HO). B 1abn. 4 npeacrasneH cnexkTp mytauumn y 11 poccum-
CKMX 60/bHbIX KTaCCUYECKOM FTOMOLIMCTUHYPUEN.

e CyllecTBYIOT [aHHble, YTO ANS NOATBEPKAEHUS LMarHo-
3a BO3MOXHO MPOBOAMTbL OMNpeaeseHne aKTMBHOCTU
depmeHTa CbS B KynbType dpubpobaactoB. AKTUBHOCTb
depmMeHTa y nayMeHToB C FOMOLMCTUHYPUEN BapbuUpy-
eT B AnanasoHe ot O go 1,8 Ea/mr 6enka, B TO Bpems
KaK y 300poBbiX 1K1l OHa cocTtaBnsetr 3,7-60 Ea/mr.
depmeHTaTUBHAA aKTMBHOCTb CbS MOXeT ObiTb Bbllle
Y WL, NONOXKMUTENBHO pearnpyroLmx Ha Nnpuem NUPUAaoK-
cuHa (B Poccuiickon depepaunn B HacTosiliee Bpems
METOA He NpUMeHseTcs).

UHCcTpyMeHTanbHaA AnarHocTuka
(cuna pekomeHaaunn B, ypoBeHb qoKka3aTenbeTB Il)

e PeKkomeHayeTca npoBedeHWe peHTreHorpadun ans
BbISIBIEHUS CKENETHLIX aHOMasUM.

e MarHmMTHO-pe30HaHCHyt0 ToMorpaduio peKoMeHaoBaHO
NpPOBOAWTbL B COCYAMCTOM pEXUME AN AMArHOCTMKM
BaCKyISpPHbIX aHOManum, Tpom6030B, UHCYNLTOB.

e C uenblo onpeaeneHns cepaeyHo-coCyancTbIX HapyLLeHnn
PEKOMEHOBAHO MpPOBEAEHME 3NEKTPO- U 3XOKapAMO-
rpadmn4eCcKnX nccneaoBaHunin.

e [InA AMaArHOCTUKM IKTOMWM, CyboKcauuu (Mnu ntoKca-
LiMKN) XpyCcTanuKa, USMEHEHUI BHYTPUINA3HOMO AaBNEHNUS
W APYruX HapyleHnn GYHKUMKM 3pEeHUst PEKOMEHLOBaHbI
0dTanbMOCKONUS, U3MEPEHNE BHYTPUINA3HOro Aasfe-
HUS, OCMOTP OoKynucTom [10-12].

UHaa guarHocTuka (Tect ¢ NMPUAOKCUHOM)

e TeCT C NUPUAOKCUMHOM (BUTamMUH Bg) pexkomeHaoBaHO
NpPoOBOAUTL MOcCne MNOATBEPIKAEHUS AMarHosa romMo-
LIMCTUHYPUM BCNEACTBME HEedoCTaTO4YHOCTM depmeHTa
LmMcTatMoHa B-cuHTasbl. 3ajadva Tecta — AuddepeHLun-
poBaTb ABa PEHOTUMUYECKUX BapuaHTa KlaCCUYECKOM
rOMOLUCTUHYpUK: Bg-3aBUCUMOro n Bg-pesncTteHTHoro
[13, 14] (cuna peKomeHaaumu B, ypoBeHb [AoKa3a-
TenbcTB ll).

KommeHTapuii. [epeg Hayanom tecta Ha GoHe 06bI4HOM
aneTbl 6e3 orpaHu4yeHust 6enka onpeaensioT coaepKaHue
rOMOLIMCTEMHA, TOMOLIMCTMHA U METUOHMHA B KPOBM, 3aTEM
nauuneHTy gatot 100 Mr NMPMAOKCUHA nepopanbHO 1 Yepes
24 4 NOBTOPSOT U3MEPEHME KOHLEHTPALMKM yKa3aHHbIX
meTa6onnToB. OTBET CHMTAETCS MOMOKMUTENbHBIM, ECIM OTME-
YaeTCsl CHUMKEHWEe YyPOBHS mccnegyemblx MapKkepoB Ha 30%
n 6onee. Ecnn oTBeT oTpuuaTenbHbIM, A03Y MUPUAOKCUHA
yBenunymaatoT 4o 200 Mr 1 yepes 24 4 onpeaensatoT KOHLEH-
Tpauun roMoLMCTENHA, TOMOLIUCTUHA M METUMOHKUHA. B cny-
Yae NoJly4eHus oTpuuaTeNbHOro oTBEeTa A03Y YBENMYMBAIOT
no 500 mr (ans aeTen nNepBOro roga U3HWU — He 6onee
300 Mr NMpUAOKCHHA B CYTKU) U CHOBa onpeaensioT ypoBeHb
naTtoreHeTMYeCcKM 3Ha4yMMbIX BellecTB. Ecan B aTom cnyvae
KOHLIEHTpaLUMsa MapKepoB B CHUXKaeTcs MeHee YyeM Ha 30%
OT MX WCXOAHbIX YPOBHEN B KPOBM, TO MaLMEHT CYUTaeTcs
HEYYBCTBUTENbHLIM K Tepanuu MWPUAOKCMHOM, a dopma
KNaccM4yeCcKom roMOLUCTUHYPUN — Bg-pe3ncTeHTHOMN.

BaxHo! MnageHubl M [OeTv [OOWKOSbHOMO BO3pacTa
He OOJIXKHbI 4nMTenbHO nonyvyatb 6onee 300 Mr NMPUAOKCHU-
Ha B CYTKM BO nabexxaHue noboyHbiX apdeKToB, Hanpumep
AbIXaTeNbHbIX PacCTPOMCTB, KOTOPbIE MCYe3atoT nocne npe-
KpalleHns npuema nMpUaoKCHHa.

KoHcynbTrauum cneymManuctoB

e PeKOMeHA0BaHO MNpPOBeAEHME KOHCynbTauun odTab-
MOJIOrOM, HEBPOMNATONIOrOM, OPTOMEAOM, Kapauonaorom,
remMaTosioromM, reHeTUKOM, MCUXONOroM.

AnddepeHumnanbHaa guarHocTuka

MpoBoantcs ¢ 3abonieBaHUSMU, UMEKOWUMU CXOAHbIE
deHOoTUMMYECKME MNPOABEHUS, B NEPBYIO o4epeab C CHUH/A-
pomom MapgaHa, AN KOTOPOro XapaKTepHbl acTeHUYecKoe

Ta6nuua 4. Cnektp MyTaLmnin y 60nbHbIX (01 = 11) Knaccu4yeckon GopmMon roMOLIUCTUHYPUM
Table 4. Mutation spectrum in patients (n = 11) with classical form of homocystinuria

MyTtauusa
Mpo6GaHabl
Annenb 1 Annenb 2
1 IVS11-2a->c 4yacTtas mytauus He yctaHoBneHa
2 1 3 (cubebl) IVS11-2a->c YacTtaa mytauus He yctaHoBNeHa
415 (cnbebl) p.Lys384Asn onncaHHas MyTaLus ¢.1560-1569del CACCGGGAAG HoBasi myTauus
6 p.lle278Thr yacTtaa MmyTaums p.Cys109Arg paHee onncaHHas MyTaLus
7 IVS11-2a->c 4actas mytauus IVS11-2a->c 4acTtaa mytaums
8 IVS11-2a->c 4acTtas mytauus c.216-217delAT HoBasi MyTaums
9 p.Thr353Met onucaHHas myTaums p.GIn368Term HoBas MyTaLus
10 p.Gly305Arg onncaHHaa Mytaumus p.Gly305Arg paHee onvcaHHasa MyTauus
11 IVS11-2a->c 4yactas mytauus He yctaHoBneHa

BOMPOCbI COBPEMEHHOW NEAUATPUM /2017/ TOM 16/ N2 6



TENOC/OXKEHNE, apaxHOAAKTUANS, NpeapacnoNoKEeHHOCTb
K 6/M30PYKOCTU M BbIBUXY XpycCTanuka. [OMOLIMCTUHYPUIO
OT cuHapomMa MapdaHa oTan4yaloT crneaylowmne NpUsHaku:
ayTOCOMHO-PELLECCHBHbBIM TUM HacneaoBaHUsl, CHUXKEHWe
WHTENNEKTa, 6oMee TSKenoe nopaxeHune rnas ¢ YyactblM dop-
MWPOBaHMEM BTOPUYHOW ObICTPO MpOrpeccupytolen rnay-
KOMbI, OTCYTCTBME aHEBPM3Mbl aopTbl M Pa360STaHHOCTH
CYCTaBOB, BbICOKMI CBO/1 CTOMbI (MO TMMY cToNbl ®puapenxa),
Ha/n4yne ocTeonoposa, MUBMEHEHNE aMUHOKMCIOTHOMO CheK-
Tpa CbIBOPOTKM KPOBM M MOYMU, CHUKEHWE aKTUBHOCTU dep-
MEHTa LUMCTaTUOHMHCHUHTa3bl M HannymMe Mmytauuin B reHe CBS.

[OMOLMCTUHYPUIO, OOYCNIOBMIEHHYID 6710KOM depmeHTa
LUMCTaTUOHWHCUHTA3bI, cnegyeT anddepeHuMpoBaTb OT ABYX
apyrux ¢opm 3aboneBaHus, BO3HUKaKOLWMX BCNeACTBUE
Hac/ie[CTBEHHbIX HapyLUeHWA PEMETUANPOBAaHNS METUOHMHA
(matonornyecknn metabonu3m KobanamumHa W HepocTaTou-
HocTb depmeHTa N(5,10)-meTuneHteTparngpodonar peayk-
Tasbl). O6e yKasaHHble GopMbl 60NE3HM XapaKTepPU3YKTCH
HW3KMM YPOBHEM METMOHMHA B CbIBOPOTKE KPOBM U Mo4e
1 HOPMaNbHOM aKTMBHOCTbIO GepMeHTa LLUCTATUOHUHCUHTASbI.

BbIBMX XpycTaiMKa MOXET HabnogatbCa TakKe Mpu Hego-
CTaTOYHOCTU CyNbpuTOKCHAa3bl. OQHAKo fMua C CUHAPOMOM
MapdaHa nnm ¢ gedpuimTom CynbPUTOKCHMAA3bl MMEIOT HOpMasb-
Hbl€ KOHLIeHTpaLMm rOMOLIMCTEMHA U METUOHMHA B Mia3me.

MoBbIWEHNE KOHLEHTPALMM FOMOLMUCTENHA U/ METH-
OHMWHa MOTyT 6bITb BTOPUYHBIMU M pa3BMBaTbCS BCAeACTBUE
LPYTUX FTEHETUYECKUX aHOMaUiM UK BblPaxKeHHbIX MULEBbIX
HapyweHuin. B Tabn. 5 npeacraBneHbl anddepeHmanbHo-
[MarHoCTM4YeCKMe acneKTbl HapyLWEeHUR, BAMSIOWME Ha MeTa-
60/11M3M METUOHMHA.

JNIEYEHUE

KoHcepBaTuBHOE neyeHue

CTpateruss ne4eHnss roMOLMCTUHYPUM 3aBUCHUT OT MpU-
poabl MeTabonmMyeckoro 6710Ka, BbiI3BaBlLEro 3aboneBaHue.
e EcCAnM HapyweH MeXxaHU3M CUHTEe3a MeTUKob6anamuHa,

TO PEKOMEH0BaHO BBeAEHNE 3TOro MeTabonuTa, a TaK-

e xonuHa anbdocuepatr™ B donunesoit kKncnotbt B

(Kog ATX: BO3BBO01) 1 6etanHa (UuctagaH; B HacTosliee

Bpemsa B Poccuiickon deaepalmm npenapart He 3aperu-

cTpupoBaH) [1, 4, 13] (cuna pekomeHgaumu B, ypoBeHb

JokazaTtesnbcTB ).

KommeHTapuit. CornacHo 3apybGexHbiM AaHHbIM, Cylie-
CTBYET peKoMeHAaLus No NPUMEHEHWU MeTuakobGanamuHa,

HO NMOCKOJbKY B POCCMM JaHHbIN NEKapCTBEHHbIM NpenapaT He

3aperucTpmMpoBaH, No3ToMy UCNOb3YeTCs LiMaHOKOGanaMu1H.

e PeKomMeHA0BaHO AMETMYECKOoe NleyeHue Bcem OO0JSibHbIM
K/TaCCUYECKOW FOMOLMCTUHYPUEN, CBA3AHHON ¢ aedeK-
ToM CbS, a TaKxe O60MblIMHCTBY NaLMEHTOB, pearu-
pylowmx Ha npuvem Bg. [ueta [oMmKHa NpoAo/xartbes
NOXMU3HEHHO [2, 4, 13] (cuna peKomeHgauumn B, ypoBeHb
JoKazaTtesnbeTB ).

e [letam c Bg-pesucrteHTHOM $HOPMON FOMOLMCTUHYPUU
peKOMeHAOBaHa CTporasi orpaHuyuMTeNnbHas fgueTta C
6o5ee 4acTbiM KOHTPOSeM OUOXMMUYECKUX MapKepoB
3abonesaHus [2, 4, 13] (cnna pekomeHgaumm B, ypoBeHb
AoKazaTtesnbeTB ).

KommeHTapui. [Inetndyeckoe neyeHue 3aKivaeTcs
B CHWXXEHUM NoTpebneHns METMOHMHA 3a CYET orpaHuye-
HUA NoTpebneHnsa 6enka HaTypanbHbIX MPOAYKTOB. [A1a Toro
4yTO6bl NPefoTBpaTUTbL GENKOBO-3HEPreTUYECKYD HeaocTa-
TOYHOCTb, Ha3Ha4alTCs CrneunanM3vpoBaHHble MPOAYKTbI
NMUTaHWA Ha OCHOBE CUHTETUYECKUX aMUHOKWUCNOT 63 METH-
OHWHA, HO 06O0raLleHHbIE LIMCTEUMHOM, KOTOPbIM AN 60/bHbIX
rOMOLMCTUHYPHUEN B YCNOBMAX HELOCTAaTOYHOCTU depmeHTa
CbS cTtaHOBMWTCS 3CCEHLMANBHON aMUHOKUCIOTON.

KonnyectBo nuLWEBOro METMOHMHA paccyUTbiBaETCS
[AMEeToNoroM U obecneynBaeTcs 3a CYET HaTypasbHbIX pac-
TUTENbHbIX U CNeLnanbHbiX HU3KOGENKOBbIX MPOAYKTOB, KOH-
TPOAMpPyeTCs MyTEM OMNPEeAENeHns KOHUEHTPaLUUW rOMOLM-
cTevHa U METMOHMHA B Nna3me.

Mpn HasHavyeHun aueToTepanuu 60SbHbIM TOMOLIUCTU-
Hypuen cnegyeT OpMEHTUPOBATLCS Ha NOAAEPKAHWE HOp-
MafibHbIX YPOBHEN METUOHWHA U LMCTEMHa U obecrnevyeHne
MWHUMaNbHOTO YPOBHSI FOMOLMCTEMHA B Mja3Me KpOBM.
CooTBeTcTBYOWME pedepPEHCHbIE YPOBHN COAEPKAHUS YKa-
3aHHbIX aMUHOKUCIIOT NpUBELEHbI B Tab. 6.

MCTOYHMKOM METUOHMHA B AneTe BOMNbHbIX AETEW NEPBOro
roja *13Hu SBASIOTCS KEHCKOE MOJIOKO M/WUNK afanTUpoBaH-
Hasi MonoYHast cMecb. C 6 MeC XW3HU B [OMNOJSIHEHUE K 3TO-
My MOCTynatT MPOAYKTbl MPUKOpMa Ha (PYKTOBOW, OBOLL-
HOM K 3n1aKoBOKW (6€3MOJSI0YHOM) OCHOBE, Y 6OJbHbIX CTaplle
1 roga — npoayKTbl 0ObIYHOrO pauuoHa (0BOLLM, GPYKThI,
B OrpPaHWYEHHbIX KOMMYecTBax 3/aKoBble). WCTOYHUKOM
[OMNONHWUTENBbHOIO KOIMYECTBa LIUCTEMHA B paLMoHe 60/bHbIX
SBNSETCS CrneLmanM3MpoBaHHblil NPOAYKT Ha OCHOBE CMECH
KPUCTaNIMYECKMX L-aMMHOKMUCAOT, He codepKallum MeTuo-
HWHA. 3TOT XKe NPOoAyKT npeacTtaBnsieT cobov AOMNOSHUTESNb-

Ta6nuua 5. JuddepeHumanbHO-AMarHocTMYeCKMe nokasaTenn HapyleHnn Mmetabonm3ama MeTMOHUHA
Table 5. Differential-diagnostic indices of metabolic disorders of methionine

KoHueHTpauusa B nnasve
Tun pedekra MaTtonorusa
TomouucTUH MeTUOHMH
MAT I /1l pednumt
MeTUOHMH
TPAHCMETHAMPOBAHHE GNMT geduunt OtcytcTBYyeT [MoBblLEH
S-a/1eHO3WUArOMOLIMCTENH rMaponasbl AeduumnT
TpaHccynbdypaumsa [omoumnCTUHYpUSA MoBbiweH MNoBblweH
MTHFR gedunumt CHUKEH
PemeTtnnupoBaHue MoBblweH
[JedeKTbl KobanamuHa (peske B Hopwme)

lMpumeyarHne. MAT — MeTUOHWH ageHosunTpaHchepasda, GNMT — rnmuuH-N-meTuntpaHchepasa, MTHFR — metuntetparnapodonat pefyKkrasa.
Note. MAT — methionine adenosyltransferase, GNMT — glycine-N-methyltransferase, MTHFR — methyl-tetrahydrofolate reductase.

' JlekapcTBeHHbI Npenapar, BXOASLLMIA B [epeyeHb KU3HEHHO HEOBXOAUMbIX U BaXHEMNLLMX TEKapPCTBEHHbIX NPenapaTos AN MEAULIMHCKO-
ro npumeHeHus Ha 2016 r. (PacnopsikeHue MNpasutenbctea PO o1 26.12.2015 N2 2724-p).

BK  JlekapcTseHHbIi npenapat, BXOAAWMA B [epeyeHb NeKapCTBEHHbIX NPenapaToB A8 MeAULIMHCKOrO MPUMEHEHUS, B TOM YMCie NeKap-
CTBEHHbIX NpenapaToB AN MEAULMHCKOrO NMPUMEHEHUS, Ha3HaYaeMbIX MO PELWEHNIO BpavyeBHbIX KOMUCCUI MEAMUMHCKUX OpraHu3auunm

(PacnopsikeHue MpaButenbctBa PP o1 26.12.2015 N2 2724-p).




Ta6nuua 6. PedepeHcHble ypoBHM CBOGOAHBLIX GOPM METUOHWUHA, LIUCTEUHA U TOMOLIUCTEUHA B Nna3mMe KPoBu
Table 6. Reference levels of free forms of methionine, cysteine and homocysteine in blood plasma

MKMOJb/ N mr/100 mn
MeTUOHUH 18-45 0,27-0,67
LnctenH 25-50 0,30-0,76
fomoumncTenH <12 <0,16

Ta6nuua 7. OpMeHTMPOBOYHAA MOTPEOHOCTb B METUOHMHE U LIUCTEMHE Y MALMEHTOB C TOMOLIMCTUHYPUEN B 3aBUCMMOCTM OT BO3pacTa
Table 7. Estimated need for methionine and cysteine in patients with homocystinuria, depending on age

MeTuoHUH LiuctenH
010 po < 3 mec 15-30 300
OT 3 g0 <6 mec 10-25 250
OT 6 0o <9 mec 10-25 200
0T 9 no <12 mec 10-20 200
Ot 1 p0<4net 10-20 100-200
OT4 po <7 net 8-16 100-200
Ot 7 po <11 net 6-12 100-200
[esywku ot 11 go < 15 net 6-14 50-150
[eBywku ot 15 go < 19 net 6-12 25-125
[JeBylwKu o1 19 net u ctapwe 4-10 25-100
tOHoww o1 11 go < 15 net 6-14 50-150
HOHowwu ot 15 fo < 19 net 6-16 25-125
HOHowwM oT 19 neT n cTaplue 6-15 25-100

Ta6nuua 8. CneumanmMsMpoBaHHble NPOAYKTbl HA OCHOBE aMUHOKUCIOT 6€3 METUOHUHA

Table 8. Special products based on amino acids without methionine

Benok, r HKwup, r YrneBopbl, OHeproueHHoCTb, KKan
HyTtpuren 14-met 14 23 50,4 471 C poxkaeHus go 1 roga
HyTtpuren 20-met 20 18 50,3 443 Crapwe 1 roga
Hytpuren 40-met 40 13 31,2 402 Crapwe 1 roga
HyTtpuren 70-met 70 0 4,1 296 Crapuwe 1 roga
HCU AHamuKkc MHbaHT 13,1 23 49,6 457 C poxaenus go 1 roga
XMET XomngoH 7 0 4.5 326 Crapwe 1 roga

HbIM UCTOYHMK O06LLero G6enKoBOro a3ota U He3aMeHUMbIX
aMUHOKMUCAOT. [lebULmnT 3HepreTM4ecKon LIeHHOCTU paLMoHa
y 60NbHbIX CTaple 1 roga MOXeT MOKPbIBaTbCA 3a CYET
MCMONb30BaHUs CrneunannM3MpoBaHHbiX 6e36enK0oBbIX NpPo-
JYKTOB Ha OCHOBE Kpaxmana, *MpoB 1 Jo6aBNeHHOro caxapa.
Mpu pacyeTe cocTaBa paLMoHa crnefyeT yYuTbiBaTb OPUEHTH-
POBOYHbIE NOTPEGHOCTH B LIUCTEMHE U METUOHUHE Y BONbHbIX
rOMOLIMCTUHYPUEN pa3HbIX BO3pacToB (Tabn. 7).
CneunanuavpoBaHHble MPOAYKTbl Ha OCHOBE aMWHOKMC-
NoT 6e3 METUOHMHA, 3aperucTpupoBaHHble B POCCUMICKON
denepaLmm, n UX XMMUYECKMIM COCTaB NpeacTaBneHbl B Tab. 8.
e Tepanug nNUPUAOKCHHOM (BUTaMUH Bg) (Kog ATX:
A11HAO2) pekoMeH0OBaHa BCEM NaLMeHTaM C Hapylle-
HMeM obmeHa cepocoaepKallmx aMMHOKKENoT [2, 4, 13]
(cnna pekomeHgalmm B, ypoBeHb goKa3aTesbeTs ).

KommeHTapwuii. [1na naumeHTtoB ¢ Bg-3aBuCUMbIMU dOp-
MamMW FOMOLMCTMHYPWUM [03a BWTaMWHa cocTaBnsieT 6onee
200 mr/cyT unu paBHa TOMY MUHUMaJIbHOMY KOJIMYECTBY MUPK-
[JOKCUHA, KOTOpPOE MPOM3BOAUT MaKCUMasbHbIM GUOXMMUYE-
CKMIN 3ddEKT, T.e. CNOCOOCTBYET 3HAYUTE/IbBHOMY CHUMXKEHMIO
KOHLIEHTPaLIMI FrOMOLMCTEMHA M METUOHMHA B M1a3Me KPOBMU.
e [lauveHTam C Bg-pe3ncTteHTHbIMM dopmamu 6onesHu

npvem BuTamuHa Bg pekomeHaoBaH B dpapmakonoruye-

CKMX fo3ax (25-100 mr B ieHb Kypcamu Nno 4 Hep 'y feten

nepBoro roga »u3uu n go 200-500 r B AeHb y 6onee

cTaplimx 60nbHbIX) [2—-4, 7] (cnna pekomeHaaumm B, ypo-

BeHb oKa3aTenbCTB ).

KommeHTapui. Cnegyet MMeTb B BUAY, YTO MPUEM MOBbI-
LIEHHbIX 03 BUTaMUHa Bg MoXeT umeTb No6o4YHoe AencTBUe
B BuAe nepupepuyecKon Hewponatum u pabaoMuonunsa,
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Nno3TOMy MUPUAOKCUH CnefyeT NPUMEHSATb TONbKO MO4 KOH-

Tponem Bpaya.

e PeKOMeHA0BaHO nevyeHue npenapatamMn 6eTtavHa Kak
[OMNOSIHEHWE K AMeToTepanuu, 4to obecneyvBaeT ab-
TEPHATMBHbIA NyTb PEMETUAMPOBAHMA WM CNOCOGCTBYET
npeobpasoBaHmio N36bITKA TOMOLIMCTEMHA B METUOHMH,
4YTO B CBOO O4epedb MOXET NMpeAoTBpaTUTb pasBuTUE
OC/IOXHEHMM, 0cob6eHHO Tpombo3 [2—-4, 7] (cuna peKo-
meHgaumum C, ypoBeHb goKa3saTtenbCTs ).
KommeHTapuin. betanH CHUXKaAeT KOHUEHTpauuio nnas-

MEHHOro roOMOLIMCTEMHA 3a cYeT ero npeobpas3oBaHus

B METMOHWH, HO MOBbIWAET KOHLEHTPALMIO METMOHWHA

B nna3me. betaunH, Kak npaBuio, Ha3HavyaloT nepopasnbHO

B Ao3e 6-9 r/cyt B ABa npuema. Y nauueHToB ¢ Bg-pesuc-

TEHTHbIMWM dOpMaMK FOMOLIUCTUHYPUM OTMEYEHO CHUKE-

HWe COoAepKaHWs roMOLMCTEMHA B Na3Me KPoBW Ha doHe

[LOMOSIHUTENIbHOrO Ha3Ha4YeHUs 6eTanHa.

e EcCnnM KOHUeHTpauun GonaToB B IpuUTpoOUMTaxX U BUTa-
MUHa B, B CbIBOPOTKE KPOBMW CHUXEHBI, TO HOINEBYIO
KMUCNOTY PEKOMEHA0BAHO HadHa4yaTb NepopanbHO B fo3e
5 Mr/cyt, a BUTaMuH B, — BHyTpUMBbILWEYHO B fo3e 1 mr
B mecal [2, 3, 7, 14] (cnna peKomeHaauuu B, ypoBeHb
AokazaTtesnbcTB ).

KommeHTapuit. onveBas K1cnorta U LmaHoko6anaMuH
(BUTAMUH By, BX (Kog ATX: BO3BAO1) cnoco6HbI TaKke
ONTUMU3MPOBATL NPEBpPALLEHNE FTOMOLMCTEMHA B METUOHMH,
rnomorasi TakuMm 06pa3oM YMEHbLINTb KOHLEHTPaLMIO roMO-
LMCTeMHa B nnasme.

0OCOGEHHOCTU XMPYPru4€CKOro sie4yeHus

Heo6xoanMOoCTb XMPYPruyecKoro Ne4YeHuns (SKCTpaKLms Xpy-

CTanMKa OHO- U ABYCTOPOHHSIS) ONpeaensieTcs OKyIncToMm.

e (0COBEHHOCTM aHEeCTE3NOI0MMYEeCKOro nocobus obycnos-
NIEHbl PUCKOM TPOMBOIMOOMYECKUX OCNOXHEHMA MPU
o6lleM HapKo3e, MO3TOMY PEKOMEHAOBaHO OTAaBaTb
npeanoyTeHMe MeCTHOM aHecTe3uu, OAHaKo cneay-
€T MOMHUTb, YTO MNPV 3ANMAYPaTIbHON aHECTE3UN TakKKe
COXpaHseTCs PUCK MOBPEXAEHMS COCYAOB W, COOTBET-
CTBEHHO, TPOMOOTUYECKUX OCNOXKHEHun [3, 12] (cuna
peKkomeHpalmnmn B, ypoBeHb goKa3aTenbCTB ).
KommeHTapui. Lensmu aHecTe3nonornyeckoro noco-

O6Us OMKHbI BbITb:

— noAfepKaHne BbICOKOrO cepaeyHoro Bbi6poca u
aAEeKBaTHOIO BPEMEHU LMPKYAALUN KPOBH;

— npeaoTBpaLleHne Tpom603aM60InK;

— CHUWXeHne nepudepuyeckoro COCYAUCTOro Comnpo-
TUBNEHUSA U yny4dlleHne nepudepnyeckon nepdysuu;

— npegoTBpalleHue aernapatauunm U runoriMKeMnu;

— O6bICTPOE BOCCTaHOB/IEHME MaLMEHTa M ero paHHAs
BEpTUKaNM3aums.

* B npegonepalnoHHOM Nepruoae PeKOMEHA0BAHO MPOBOAUTL:
1) apgekBaTHOE NeyeHne U AuMeToTepanuio ana noaaep-

YKaHWUS HU3KOIO YPOBHSA METUMOHWHA;

2) npv NNaHUPOBAHWU XMPYPrUYECKUX BMELLATENbCTB —
ob6a3aTelbHO U3MEpPEHME YPOBHEW TOMOLMCTUHA/
rOMOLMCTEMHA B CbIBOPOTKE KPOBW: 3TWU 3HAYEeHMSN
OOSIKHbI 6bITb < 45-50 MKMONb/N, T.K. NpW MNOBbI-
LWIEHHbIX YKa3aHHbIX NMOKasaTensx HapKo3 W onepa-
TUBHblE BMELLIAaTeNbCTBA MPOTUBOMNOKa3aHbl;

3) apeKBaTHyo npeaonepaunoHHyo rMapaTtaumio;

4) dapMaKoNorMyeckyro Tepanuio: BO3MOXKHO WCMOJib-
30BaHMe HU3KKX [03 aLeTucanuuuioBOn KUCIO-
o™ B (100 mr/cyT), avnupuaamona (no 100 wmr
4 pa3a/cyT) M HUBKOMOJIEKYNSIPHOIO renapuHa HTpa-
onepaunoHHo. OQHaKo B HacTosilLee BpeMs OKOHYa-
TENbHbIX PEKOMEHAAUMA MO MPUMEHEHUIO AAHHbIX
NleKapCTBEHHbIX NpenapaToB Yy NauMEHTOB C FOMOLU-

CTUHYpUen nepepn onepaunen HeT. Heo6xoaAMMOCTb
B WX MPUMEHEHUWU chedyeT onpeaensTb WHAMBKMAY-
anbHO. JlekapCTBEHHbIE cpeacTBa, CNocobCTBYOWMNE
runepkoarynsiuuv (Hanpumep, opanbHble KOHTpaLen-
TUBbI), cnegyet oTMeHuTb [1, 3, 4] (cuna pekomeHaa-
uni B, ypoBeHb goKa3aTesbeTB ll).

® B MHTpaonepaLMOHHOM Nepuoge PEKOMEHAOBAHO Npo-

BOAMTb crnefylolwmne MeponpuaTms:

1) nopaeprkaHue cepaevyHon GYHKLKMKU C BbICOKMM cep-
OEeYHbIM BbIOPOCOM;

2) NPUMEHATb 31aCTUYHbIE BUHTBI UKW YYNKKW NS Npeay-
npexaeHuns nepnudepmnyecKoro 3acTos KPoBH;

3) ucnonb3oBaTb MjasmMo3aMellatollnin pacTBop AeK-
cTpaHa 40™ gna ymeHblleHna aareanm TPoMGOLMTOB;

4) nNpUMeHaTb pacTBOpbI AeKCTpo3bl™ ¢ uenbio npeay-
NPeXAEHNS TMNOrMNKEMUM;

5) cnepyet usberatb NPUMEHEHUS 3aKUCU as30Ta, T.K.
npu ero Wcnoib30BaHWW BO3MOXHO MOBbIWEHWE
YPOBHSI FOMOLMCTEMHA B KPOBM 3@ CHET UHIMOBUPOBa-
HUS bepmMeHTa METMOHWH CUHTa3bI;

6) MpPoTMBOMNOKAa3aHO NPUMEHEHNE HapKOTUYECKMX Npe-
napaToB W aHEeCTETUKOB, BbI3blBalOLWMX YrHETEHWE
obixauusa [1, 4, 7] (cuna pekomeHgaumi C, ypoBEHb
JokazaTtesnbceTB ).

e B nocneonepauvoHHOM Mepuoge pPeKOMEeHAOBaHO Npo-

BOAMTb:

1) MOHWTOPUPOBAHWE COCTOSIHUSA MaLMEHTa B TeYeHue
48-72 4 Ha npegMeT BO3MOXKHOIo pa3BuUTUS TPOM-
609MOB0/IMHECKMX OCNOKHEHNN;

2) BO3MOXHO MOAKOXHOE BBeAEHWE HU3KOMOJIEKYNSAP-
HOrO remapuHa O TOr0 BPEMEHM, KOoraa nauueHT
CMOXET BCTaBaTb;

3) MOHWTOPUPOBAHWE YPOBHS [TIOKO3bl B nepudepuye-
CKOWM KPOBMU C LIeNblo NpefynpexaeHns rmnorinkeMuu;

4) npuv BO3BMOXKHOCTU paHHIO BEpPTUKaN13aLumio;

5) pelweHne o Heo6XOAMMOCTU MPOAOIKEHUS MNpUMe-
HEHUS aHTUMKOArynsHTOB M aHTWarperaHToB crneayet
NPUHUMaTb COBMECTHO C XMPYProm M aHecTe3nono-
roOM-peaHMMaToNIOrOM Ha OCHOBAHWKM OLLEHKW pUCKa
pa3BuUTUS KpoBoTedeHus [4, 14, 15] (cuna peKoMeH-
Aaunn B, ypoBeHb fJoKka3aTtesbeTB ll).

B03MOHble OCNOXKHEHUA NPU XUPYPrUu4ecKux
BMeLlaTe/ibcTBax

e CnoHTaHHasa TPoOM603MOB0INS: KIIMHUYECKME NPOSBAEHUS
B 3aBWCMMOCTM OT MOpaxKeHHoro opraHa. Cepbe3HbiMu
OC/IOXXHEHUSMU MOTYT 6biTb aTPODUSA 3PUTENBHOIO Hep-
Ba, remMunapes, aptepunanbHas runepTeH3ns BCreacTame
MHPapPKTa MOYKM, NapuuanbHble 3NWUAEenTUYECKUE Npu-
nagku u TPom603aMO0NMS NErO4HOM apTepuUm.

e [UNOMMKEMUS MOXET Pa3BUTLCA BCIEACTBME HapyLUEHUS
CEKpeLMn WMHCYNMHA Y MaLMEHTOB C BbICOKMM YPOBHEM
METMOHMHA B CbIBOPOTKE KPOBM. [JaHHOE OCNOXKHeHWe
MOXET 6bITb NPEACTBPALLEHO JOMNONHUTENbHBIM BBEAEHU-
€M [/II0KO3bl B NepPUoA, KOraa naumeHT He NosyqaeT nuuly.

MeponpusaTtnsi npu BOSHUKHOBEHUN HEOT/I0XHbBIX

COCTOSIHUH

MPUYUHBI HEOTNOMKHbBIX CUTYyaLMIN MPU FOMOLMUCTUHYPUM,
Tpebytolime aKCTPEHHON MeAMLMHCKON NoMOLK, obycnoBe-
Hbl TPOMGO30M BEH WK apTEPUN, a TaKKe OCTPbIMU MCUXK-
YECKMMU PacCTpPONCTBaMMU.

HeoTnoxHas nomollb B YCMOBMAX CTauMoHapa Tpeby-
eTca B Clyvyasx pasBUTUS OCTPOM TPOMOO3IMOONIMK, PUCK
KOTOPOW 4pe3Bbl4arHO BbICOK MPU PasfIMYHbIX XMPypruye-
CKMX BMeLlaTeNnbCTBax U NpPU ypoBHE rOMOLMUCTENHA B Maas-
Me > 50 MKmonb/n. lpu pasBuTUM TpomBoambonnye-



CKMUX OCMIOXHEHUN (MHDAPKT, UHCYNbT U T.M.) MeAMLMHCKaN

NOMOLLb OKa3blBAETCH MO COOTBETCTBYIOLWMM NPOTOKONAM.

e B KadyecTBe npeaBapuTENbHOM MeEAULMHCKON MNOMO-
WM OO rocnuTanusauuu B CTalMOHap PEKOMeHLOBaHO
CMMMATOMaTUYECKOe fledeHne U Ha3HavyeHue BUTamuHa Bg
(100 Mr/Kr B CyTKM), HE3ABUCMMO OT YyBCTBUTENIbHOCTU
nauMeHTa K NMPUAOKCHHY UK €CNK OHa Hen3BecTHa [1, 4,
12] (cnna pexkomeHgaumui B, ypoBeHb goka3atenbcTs ).

e PeKOMEHAOBAHO MPOBOAMTb MOMHOE KIMHMYECKoe 06-
cnefoBaHue, BKAOYalollee 0o6cnefoBaHMe COCTOSHUSA
COCyAOB (gonnaepoKopoHaporpadusa u ap.), onpeje-
NEHWE KOHLIeHTpaLuM roMOLMCTEMHA B KPOBM M Moue,
METMOHWHa B Nna3Me, aHanW3 noKasaTtenemn remocta-
3a (Koarynorpamma) u B nepsyto odepenb daktopa VI,
OLIEHKY HEBPOSIOrMYECKOro cTaTyca U COCTOSIHUS CO3Ha-
HUs 6onbHOro [2, 4] (cuna pekomeHgaumin C, ypOBEHb
JokazaTtesnbcTs ll).

KommeHTapun. uddepeHumnanbHbii gUarHo3 npoBo-
AMTCS C MeTaboNMYeCKUMKU Kpu3amu MNpu OpraHU4ecKux
aumnaypusax (METMAManoHOBOW /MPONMOHOBON): C 3TOM LIefblo
NPOBOAWTCS TaHAEMHas Macc-CNeKTPOMETPUS MK XPOMaTo-
rpaduyeckoe uccnefoBaHne aMMHOKUCIOT Nna3Mbl KPOBM.
e JleyeHne PEKOMEHAOBAHO Ha4yMHaTb C OMNpeaeNneHns YyB-

CTBUTENBHOCTU K MUPUAOKCUHY (€C/IM OHa HEeU3BeCTHa):

C 3TOM Uenblo BBOAAT BUTAMUH Bg 100 Mr/Kr B CYyTKM,

HO He 60onee 1 1 (1000 mr) B cyTkM [3, 13] (cnna peKoMeH-

Aaumnn B, ypoBeHb goKa3aTesbeTB ).

e PeKomMeHAOBaHO o6ecnevynTtb HU3KOOENKOBYIO AMETY C
[OCTaTO4YHOM KaIOPUMHOCTbIO, C UCMONb30BaHMEM Cre-
LMannu3npoBaHHbIX NPOAYKTOB 6e3 MeTUoHMHa [2, 4]
(cnna pekomeHgaLumi B, ypoBeHb goKa3aTenbCTB ).

e PeKOMEHJOBaHO BHYTPUBEHHOE BBEAEHWE pPacTBOPOB
10% [OeKCTpo3bl (MoKo3bI)™, MPOBbLIX IMYNbCUI A9
oboraleHu1a NuTaHus aHepruen [2, 4] (cuna peKomeHaa-
umn C, ypoBeHb foKkasaTtesnbCeTB ).

e PexkomeHgoBaHO obecnevynBaTb OENKOBbIA KOMMOHEHT
NUTaAHUS TOMbKO 3a CYET CrneLnann3mpoBaHHbIX CMecen
6e3 METMOHMHA, eCnuy NaLUMEHT UX NpUHUMaEeT [2, 4] (cuna
peKomeHaaumnin B, ypoBeHb goKa3aTenbeTB ).

e PeKomeHOoBaHO Ha3HadeHWe 6GeTauHa, eciuM 3T0 BO3-
MOXHO (B Poccuiickon depepaumn He 3aperucrtpupo-
BaH) B go3e 100 mr/Kr B OeHb, GONMEBON KUCIO-
Tol — no 10 wmr/cyt nepopanbHo [3, 4, 13] (cuna
pekomeHgaumi C, ypoBeHb foKkasaTesnbeTB ).

Ta6nuua 9. Kputepun KayectBa OLLEHKU MEAULIMHCKON MOMOLLM
Table 9. Criteria for assessing the quality of medical care

e |lenecoo6bpa3Ho BBeAEHWE AaHTUKOArynsaHTOB: A403UPOB-
KW obcyxaatotes KonnernanoHo [3, 4, 13] (cnna peko-
meHgaumn C, ypoBeHb AoKa3aTenbeTs ).

e PeKOMeHAOBaHO NpoBeAeHMe CUMMNTOMATUYECKMX MEpPO-
NPUATUIA NO KYNUPOBAHUIO HEBPOIOTMYECKMX U NCUXMUYE-
CKMX paccTponcTs [2, 4, 12, 13] (cnna pekomeHgauymi C,
ypoBeHb goKa3aTenbCTB ).

e PeKOMeHAoBaHbl KOHTPO/Ib FOMEoCTa3a U ypoBHS naTto-
reHETUYECKM 3HAYUMbIX METABOIMTOB B KPOBM, a TaKKe
MOHUTOPUHI COCTOSIHMA cocyauctoro pycna [13] (cuna
peKomeHaaumnin B, ypoBeHb goKa3aTenbeTB ).

Kputepun KavectBa OUEHKW MEAMLMHCKOW MOMOLLK

npeactaBneHbl B Tabn. 9 [16-18].

PEABUWINTALIUA

PeabunutaunoHHble MEPONPUATUS HanpaBfiEHbl HA KOp-
PEKLMIO HapyLEeHW 3PEHUS, KOCTHbIX AedOopMaLInin, Kapamo-
BaCKYNSAPHbIX HapyLEHW, HEPBHO-MCUXMYECKOro pa3BuTHS.

NMPO®UJIAKTUKA U AUCNAHCEPHOE

HABNIOAEHUE

MpodunakTuka

MpodurnaKkTnyeckne Mepbl BKIOYAOT MeAUKOo-reHeTn4e-
CKOE KOHCYNbTMPOBaHWE M NpoBeAeHUe NpeHaTanbHOW gua-
FTHOCTUKM B MHOOPMATUBHbIX CEMbSIX.

MeauKo-reHeTUYECKUM PUCK NMOBTOPEHUSA 3ab0seBaHuUs
B cembe cocTaBnget 25%. B cBA3K ¢ yCTaHOBIEHUEM FEHHO-
ro gedpeKra npodpunaktMka 3aboneBaHns JOCTUraeTcs nyTem
npeHaTasbHOM AMArHOCTUKM U MONEKYASPHO-FEHETUYECKOIO
ncenepoBaHma 6uontata XOpMoOHa € BbIIBAEHWEM MyTaL MK
COOTBETCTBYIOLLErO reHa WM onpedeneHns OpraHU4yecKmx
KWCNOT B @MHUOTUYECKON KUAKOCTH.

HeoHaTanbHbIl CKPUHWMHI B Poccuitckon Pepepaumm
He npoBoAMTCS.

BepeHue u MOHUTOPUpPOBaHUE NaLUeHTa

MpoAoAKUTENBHOCTL FOCMUTann3aunMn 3aBUCUT OT CKO-
pocTM BepudMKauMuM AMarHosa, KOppeKuuu metabonunye-
CKMX HapylleHW nyTeM NPOBEAEHUS MHTEHCMBHOW Tepanuu
M Havana naTtoreHeTUYeCcKon, AMeTUYECKOM 1M dapmaKoTepa-
MUK, @ TaKKe OT CPOKOB MOSIBNEHMS MONOXKUTENbHON AMHA-
MUKW CO CTOPOHbI LIEHTPaNIbHOM HEPBHOM CUCTEMbI U APYTMX
opraHoB. pebbiBaHWe B CTaLlMOHape C y4eTOM Kypca peabu-
nuTauuun B cpegHem coctaBnsieT 21 AeHb.

o Cuna YpoBeHb y6eAUTENIbHOCTH
N2 Kputepum KauectBa _
pekomeHaauum AOKa3aTeNbCcTB
1 BbINonHeHo onpeaeneHne ypoBHS METUOHMHA, TOMOLMCTUHA, LIUCTMHA B I
B M/J1a3me KpoBW METOOM TaHAEMHOW Macc-CNeKTPOMETPHUMU
BbinonHeHo onpeaeneHne ypoBHA roMouucTEMHA B KPOBU U MoYe C 1]
3 BbinonHeHa opTanbMOCKONUS (NpY NOAO3PEHUN Ha IKTOMMUIO XPyCTanKa) B 1l
4 BbINnonHeHa MarHMTHO-pe3oHaHcHas Tomorpadus roloBHOro Mo3ra B I
(MpY NOAO3PEHNUN HA UHCYNLT)
5 BbinonHeHbl aneKkTpokapanorpadums n axokapamorpadpus (npu nogo3peHnm B I
Ha KapaMoBaCKyNsipHYIO NaTonoruio)
6 BbinonHeHa peHTreHorpadus Kocten ckenerta (Mpy Nog03peHMUM Ha OCTEONOPO3 B I
unv gedopmanmm KocTen)
BbINOHEH TECT Ha YYBCTBUTENbHOCTL K Tepanuu BUTaMUHOM Bg C I
8 HasHaveHa guetotepanus (Npu yCTaHOBAEHHOM AMarHo3e roMOLUCTUHYPUN) B 1l
9 HasHaueH BuTamuH Bg (Mpy MMPUAOKCUHYYBCTBUTENIbHOW hopme B I
rOMOUMCTUHYPUH)
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[Mocne BbINUCKKX U3 cTauMoHapa pebeHOoK AO0MKEH Haxo-
ONTbCA Ha 3Tane ambynaTopHO-NOMAUKIMHUYECKOrO Habsto-
[eHns y HeBponaTtonora, OKynucCTa, neauatpa, AMETonora,
reHeTnka. KoHcynbTaumMnm SHAOKPUHONOMA U APYrUX Cheuu-
a/MCTOB Ha3HavatoTCs N0 MOKa3aHUAM.

Mocne ycTaHOBNEHUS AMarHo3a Ans BCeX MaLMeHTOB
HEeO6X0AMMO MPOBOAWTL MOHWUTOPUHI aHTpomomeTpuye-
CKMX nokaszatenen (1 pas/mec — B BO3pacTe 40 1 roaa;
1 pa3/3 mec — o1 1 go 3 net; 1 pa3/6 mec — oT 3 A0 7 NeET;
pnanee — 1 pas/roa), C TaKoM e 4acToTOW MNpPoOBOAAT-
CH MOHWTOPUHI W KOPPEKUMS AMETUYECKOro seyvyeHus.

Ta6auuya 10. MHdopmauusa ansa nauneHTa
Table 10. Information for a patient

KoHTponupoBaTb nabopaTopHble MoKas3aTtenu (romo-
LMCTENH, METMOHMWH, LMCTEMH B Mnna3Me KpPOBW) peKo-
MeHAyeTca He pexe 1 pasa/rof, npu Bg-pe3ncTeHTHbIX
dopmax — He pexe 1 pasda/6 mec; coagepaHue BUTaMu-
Ha B,, 1 $0ONMEeBOMN KUCNOTbI B Nia3Me KPoBKW onpesengor
Mo NOKa3aHWAM.

Ona npodunakiMkM ocTeonoposa nauueHTam ¢ romo-
LMCTUHYPUEN CUCTEMATUYECKM ONpeaenstoT KOHUeHTpa-
uMto Kanbuusi, docdopa n BuTammnHa D B nnasme Kposw,
a TaKKe 3MIEeKTPONUTOB, MOYEBHUHbBI, KpeaTUHUHA (He pexe
1 pasa/roa), npu HEO6XOAUMOCTU — YPOBEHb TUPEOTPON-

cepocoaepHalnux aMMHOKKUCIOT, B NMepBYyO o4epesb METUOHUHA.

MoAPOCTKOBOro BO3pacTa).

NMUPUAOKCHUHA.

[OMOLMCTUHYpPUA — HacneacTBeHHoe 3aboneBaHne U3 rpynnbl aMMHoaLMgonaTuin, 06ycnoBneHHOe HapylleHnem metabonmMama

MepBbiMK HecneunbUIECKUMM CUMNTOMaMK MOTYT GbITb 3alepPXKa NCUXOMOTOPHOIO Pas3BUTUS, YMCTBEHHAS OTCTaNOCTb, CKENETHbIE
aedopmaumm (BanbrycHas ycTaHOBKa KOMEHHbIX CyCTaBOB, KM(MOCKOIMO3bI, BOPOHKOOGPa3Has wiu KunesuaHas aedbopmalus rpyaHon
KNETKW), KapAMOBACKyNiPHAs NaToNorus, YacTble Nepenomsbl (y AeTei cTapliero Bospacta).

XapaKTepHa naTonorus rma3Horo annapara: CyentoKcaLms (TIoKcauus) XpyCcTaamKoB, HacTo OCIOXKHAOWAACS BTOPUYHON rNayKoMOH,
Hepeako UMeLLEN 310Ka4YeCTBEHHOE TeYEHUE; MUOMNUS, aTPODUS 3PUTENbHBIX HEPBOB, KaTapaKTa U OTCNOWMKa CETHaTKM.

Y nauneHToB NOAPOCTKOBOIO M MOAOAOr0 BO3pacTa MOryT BO3HUKHYTb TPOMO03bl, KOTOPbIE ABASIOTCSA rMaBHOM NMPUYNHON MHDapKTa
MUOKap/a Uan UHeynbTa ¢ GopMUpPOBaHUEM 04aroBon HEBPONOTMHECKON CUMNTOMATUKM (BOSHUKAIOT NPEUMYLLECTBEHHO Y 6ONbHbIX

[narHocTrKa ocyLLecTBASETCS NyTEM CENEKTUBHOIO CKPUHMHIA (HeOHaTaNnbHbI CKPUHUHT B Poccuitckon deaepaunm He NpoBoAUTCS).
Bo3MoxKHa npeHaTanbHas AMarHoCTUKa B CEMbSIX, rA€ €CTb 60JIbHbIE C YCTaHOBIEHHbIM AMArHO30M FOMOLUCTUHYPUMN.

JleyeHue: gueToTepanusa n MeIMKaMeHTO3Haa Tepanus, BKIoYasa Tepanuio BUTaMUHOM BG'

BaxkHo: MaageHLbl M €T JOLIKO/IbHOIr0 BO3PacTa He [0JIKHbI A/INTEIbHO noay4atb 6onee 300 Mr NUPUAOKCHHA B CYTKH
BO M36exKaHne no60o4HbIX 3¢ PEeKToB, HanpUmep AbiXaTe/IbHbIX PACCTPOHCTB, KOTOPbIE UCYE3al0T N0C/1e NpeKpaLeHns npueMa

BaxkHO cBOEBPEMEHHO 3aMeTUTb Hebnaronosy4yme B COCTOSIHUM pebeHKa M 06paTUTbCS K Bpady.

Mpu HEOGXOAMMOCTHU NMPOBEAEHMUS XMPYPrMYECKOr0 BMELLIATENbCTBA 0643aTe/bHO NMPOKOHCY/ILTUPOBATLCS C JIevallMm BpadoM, MPOBECTH
uccnenoBaHne Ha roMOLMCTENH KPOBU, MPeANpPUHSATL Mepbl MPOGUIaKTUKM TPOMGO30B, YKa3aHHbIe B JaHHbIX PEKOMEeHAaLMAX

Puc. 2. Anroput™m BefileHMs nauueHTa
Fig. 2. Patient management algorithm
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HOro ropmMoHa, rOPMOHOB LWHUTOBUAHON M NapallMTOBUAHON
wenes, 4eTam crapuie 5 neT npoBOASAT AEHCUTOMETPHUIO.

ExxerogHo AeTu AoMKHbI MPOXOANUTL YrNyGNEeHHYO AUCMaH-
CepusaLmio B YCIOBUSX AHEBHOMO CTalMOHapa (ANUTeNbHOCTb
rocnuTanusaumm — He MeHee 10 cyT), rae TakKe OoCyLecTBASA-
10TCA HEOOX0AMMble peabunuTaLnoHHbIE MEPOTNPUATHS.

Poautenn gonxHbl 6biTb 06YYEHbI NpaBuiam opraHuM3a-
UMM aveToTepanuu M BUTAaMUHOTEPANWUK, AEWCTBUAM MpU
NoAroTOBKE K OnepaTUBHbIM BMeLlaTeNbCTBAM U B Nepuopn
Yyrpo3bl TPOMBO3IMBONNYECKUX OCNOXKHEHNN (Tabn. 10).

Y pebeHKa npu cebe Bcerga A0MKHA HaxoaAUTbCs NamsaT-
Ka C yKa3aHWeM MeponpuUATUA B HEOTNOMHbIX CUTyaLMaX
W NMPU 3KCTPEHHbIX XMPYPrUYECKMX MaHUMYNALMAX.

ANroput™M BeAeHus nauueHTa ¢ CUMNToMamMm roMOLMUCTH-
HypuW NpeacTaBieH Ha puc. 2.

AOMOJIHUTENIbHAAA UHOOPMALIUA, BIUAIOLWAA

HA TEYMEHME U UCXO[]1 3ABOJIEBAHUA

MpPOrHO3 COCTOSAHUA U YPOBHSA TMCWUXMYECKOro pas-
BUTUSA OGONbHbIX 3aBUCUT OT MHOMMX GaKTopoB: GOopMbl
3a6oneBaHns (Bg-4yBCTBUTENbHAA WM Bg-pe3ncTeHTHas)
M CBSI3@HHOM C HEW TAXKECTUM SH3MMHOro aedeKTa; CPOKOB
Havana v aAeKBaTHOCTU CMNeLUanM3npPoOBaHHOIO JIeYeHHs;
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