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1. Kparkas nndopmanus no 3a060/1eBaHUI0 WIH COCTOSIHUIO (TpyIme

3a00J1eBaHUI MJIH COCTOSIHUH)

1.1 Onpenejaenune 3a00JJeBaHus UM COCTOSTHNS (IPVIILI 3200J1eBaHUN NN

COCTOSIHMA)

I'omonuctunypust (I'LlY) — rereporeHHas rpymma HacleICTBEHHBIX Ooyie3HEH oOMeHa

BEIIECTB, OTHOCAIIAACA K aMUHOALUAONATUsAM, OOYCJIOBJIEHHas HapyLIeHHEeM MeTadoiau3ma
CepoCo/IepKaIllUX aMHHOKUCIIOT, B IEpPBYIO odepenb MeTHOHMHA. MXx olume mnposBieHus —
HOBBIIIEHUE YPOBHs 001ero romouucrtensa (tHey), nmpu ToM, YTO aMUHOKHMCIOTHBIN IPOQUIIb NIPH
pasHbIx popmax ['TY 3HAUNTENBEHO OTIMYACTCA.

Bb1ensror HecKoJIbKO (POPM TOMOIIMCTUHYPHH, U3 KOTOPBIX YaCTOM SIBIISIETCS KIIACCHUECKAs
'Y, koTopas oOycioBieHa mytanusimMu B reae CBS, u xapakTepu3yeTcs IpU3HaKaMu MTOPaKEHUS
COCMHUTENIBHOM TKaHM (aCTEHMYECKOe TeJNOCJIOKeHue, aedopMmaius TIpyJHOW  KIETKH,
KH(OCKOIINO3, MOJIBBIBUX XPYCTAIMKA, MUOIIUS, TPHDKHU U P.), TPOMO03aMH, CHUKEHUEM HHTEIUIEKTa
U TICUXHUATPUUECKON CUMIITOMATUKON. Takxke U3BEeCTHBI Apyrue (opMbl TOMOLIUCTUHYPUH, KOTOPbIE
NPOSIBJISIOTCS TIATOJIOTHEH HEPBHOW CHCTEMBI C BapuaOEIbHBIM BO3pPAacTOM MaHH(ecTalnu W/iim

Ipyrux cucrem [1-4].

1.2 DTHoJIOTHS M TATOreHe3 3200J1eBaHUs] MJIH COCTOSTHUSA (rpynnbl 3200J1€BaHUH HJIH

COCTOSIHMiT)

Br1aensaoT HeCKOJIbKO (I)OpM 3a00JIeBaHUs B 3aBHCUMOCTHU OT MEPBUIHOTO OMOXMMHUYECKOTO

U MOJIEKYJIIPHO-T€HETUYECKOro edeKTa.

Hapymenune nytu TpaHccynbdypauuu (kiaccuueckas romMouucTunypus: Be —3aBucumas
dopma roMouMCTHHYpuHM WM Be —pe3ucreHTHas ¢opma) WIM HapyluleHHs B Tpolecce
pPEMETHIINPOBAHMSI METHOHHHA.

I'oMmonycTenH npeBpamaeTcss B METHOHUH B IIPOLIECCE, U3BECTHOM KaK PEMETHIIMPOBAHHUE,
Opyu ydacTud BUTaMMHa Bi2. BrnocneacTBum  METHOHMH  MOKET — PacUIEIUIATBCA 10
Sa/eHO3UIMETHOHNHA, KOTOPbIM IpeoOpa3oBhIBAaeTCS B TOMOLMCTEHH. B peakiuu, Ha3piBaeMoOn
TpaHccynb(ypalnyei, TOMOIMCTENH MPEeBPALIaeTCsl B LMCTEHH, KaTalIU3HPYyEeMbIH HMUPUIOKCAIIb-
S'pocdarom (PLP) u nucratnon-B-cunrassl. [loBeienue yposusa tHey npeanonaraer HapyiieHue
OJIHOTO M3 KOMIIOHEHTOB 3TOH peakluu.

I'omouuctunypus I unm knaccuueckas popma 3aboseBaHus BbI3BaHa Ae(UIUTOM (epMeHTa

nuctatnoH-P-cuatasel  (CbS), ywacTByromero B mpeoOpa3oBaHWM METHOHWMHA B IMCTEHH,
4



MPOSIBJISIETCS TPU HAJIMYMK TOMO3UTOTHBIX WM KOMIIayHA-T€TePO3UTOTHBIX MyTauuii B rene CBS,
JIOKaJIM30BaHHOM Ha JUIMHHOM Iuiede XpomocoMbl 21 (21g22). Tum HacnemoBaHus ayTOCOMHO —

perueccuBHbIl [4].

[Tpu xnaccuueckoit ['TlY BciencTBue HEJOCTATOUHOCTH IIUCTATUOH--CUHTA3bl HAPYILIAETCS
UKJI peoOpa3oBaHus cepocoepxKalield aMUHOKUCIOThl METHOHHHA.

Hakomnenune tHcy mpuBoaut k aktuBammu (akropa XaremaHa, CIOCOOCTBYSI MPOLIECCY
TpoMOooOpa3oBanusa. Takke TUNEPrOMOLUUCTEMHEMHs SIBISETCS MPUYMHON HSHAOTENUAIHLHON
TUCQYHKIIUN U3-32 CHIDKEHUS OMOAOCTYHMHOCTH HJOTEHHOTO Ba30AMJIaTaTopa -OKCHIa a30Ta U
OKHUCJIUTEIBHOIO CTpecca. DT HM3MEHEHMsI HapyllaloT CTaOWIbHOCTh apTEpUATIbHONW CTEHKH M
ABIIAIOTCS MPUYMHON MHTpaapTepUANbHBIX TPOMOO30B, MPOAOIbHBIX HAIPHIBOB CTEHKU apTepuil ¢
IIPOHUKHOBEHUEM KpOBH M3 IIPOCBETAa apTepUU B €€ CTEHKY C (OPMUPOBAHHEM B MOCIEIHEH
MHTPaMypajbHOW reMaTOMbl U apTEpUONATHH, MOBBIIIAS [IPEIPACIIOI0KEHHOCTh K BOSHUKHOBEHHIO
WHCYJIBTOB [4—6].

HwmeroTcs Takke JTaHHBIE, CBUICTENBCTBYIOIIME 00 M3MEHEHHMH OOMEHA COCIMHHTEIBHOM
TKaHu y nmanueHToB ¢ ['11Y. [loBbllieHNE KOHIIEHTpAUU TOMOLMCTENHA MMPUBOAUT K HAPYIICHUIO
CIIMBaHMS CyIb(TUAPUIBHBIX TPYII B OelKax, TAKUX KaK AJIACTUH, YTO OOBSICHSET AUCIOKAIIMIO
XpYyCTaJMKa U CKeJIETHbIE aHOMalIuH [7,8].

®epMeHT nucratuoH-f-cuntaza (CbS) sBnseTcss MUPHAOKCHH (BUTaMUH Bg) 3aBHCHMBIM
depmenTom, nostomy B kiaccuueckoil I'lY Bwinenstor Be-uyBcTBUTENBHYIO M B6-pe3ncTeHTHYIO
¢dopMbl 3a0oneBaHuss. Bo3MOXKHO Takke HapylleHHe aKTUBHOCTH CIEIyIoIIero ¢pepMeHTa B 3TOH
MeTabonuueckoil nenu — nucratuonassl (IIpunoxenue A3.3),

Hpyrue ¢opmbr T'IY cBsizaHbl € TEeHETUYECKU JACTEPMUHUPOBAHHBIMU JepeKTaMu
PEMETUIIMPOBAHNS METHOHMHA, BO3HUKAIOUIMMH BCIEACTBUE HApYIICHHUs aKTUBHOCTH METHOHHH
CHUHTa3bl PENYKTa3bl, KOTOpas KaTaJu3upyeT PEMETHIMPOBAHME TI'OMOLMCTEMHA B METHOHUH,
HEKOTOphIMU  JlepeKTaMH CHHTe3a KoOalaMuHa W HapylleHHeM aKTUBHOCTH (epmeHTa
N(5,10)metunenterparuapodonarpenykrassl (MTHFR). Ykazanubie hopmbl cOMPOBOXKIAIOTCS HE
MOBBILICHUEM, & CHI)KEHUEM KOHIIEHTpallii METHOHMHA B KpoBH [1].

Hekoropele reHeTnueckue HapylIeHHs BHYTPHUKJIETOYHOIO TPAaHCIOpPTAa M IPOLIECCHHIa
kobamamuHa (cbl) (cblC, cblD, cblF u cbl]) BBI3BIBaIOT HETOCTATOYHBIM CHHTE3 HE TOJBKO
MeTHIIKOOalaMuHa, HO M aJeHO3UIKoOamamMuHa, kodaktopa MeTwiMaioHuI-KoA myrtassl. Otu
KOMOWHUPOBaHHbIE HAPYIICHUS PEMETUIIMPOBAHUS CBS3aHbI C MOBBIIIEHHBIM conepkanueM tHey u

MeTuamManonoBoi kuciioTsl (MMK) [9].



B 1aHHBIX KJIMHUYECKHX PEKOMEHJIALMIX paccMaTpuBaeTcs MOAPOOHO KilacCHYecKas
TOMOLIMCTHUHYpUS, U BapuaHT cBsizaHHBIA ¢ aepunmtom MTHFR, a ¢opmbl merninmanoHoBOMH
aluypuH C TOMOLIMCTUHYPHEH, 6oiee MoIpOOHO pacCMaTPUBAIOTCA B KIIMHUYECKUX PEKOMEH JAIMSIX

10 METHJIMAJIOHOBOMU aluaAypuu, IMOCKOJIbKY IMOAXO0JbI K UX TCPAIIUH OTIIMYAIOTCA OT Fuy

1.3 OnuaeMuoI0rus 3a00J1€BaAHUSA WM COCTOSIHUS (IPYINbI 32001eBaAHUIT MJIN

COCTOSIHM )

Cpennsis yactota kinaccuueckoi I'IIY  1mo maHHBIM nuTepaTypbl  COCTaBIISET B CPEIHEM

1:100000-1:200000, Bappupyss ot 1:1800 mo 1:900000 B 3aBUCMMOCTH OT ITHHUYECKOM
npunauiesxknoctu [10]. Haubonee pacrpoctpaneHo nanHoe 3aboneBanue B Kartape. ¢ uactoroit

HOCHUTENbCTBA IpuMepHO 2% [11,12].

1.4 Oco0eHHOCTH KOAMPOBAHHUS 3200J1eBAHNS WJIH COCTOSHUSA (TPyNnbl 3200J1eBAHNII

HJIM COCTOSHMI) 0 MeKIVHAPOAHOM CTATHCTHYECKON KiaaccuduKanuu 00Je3Hel 1

nmpoo0JieM, CBA3aHHBIX CO 310POBLEM

E72.1 — Hapymenue ooMeHa cepocoiepsKalux aMUHOKHUCIIOT.

1.5 Knaccudukanus 3a00aeBaHusi MM COCTOSHNSA (rPyHnbI 3200J1eBAHNN I

COCTOSIHMH).

Brigensior CJICAYIOIUE KIIMHHUKO-I'CHCTHYCCKUC (1)0pr1 TOMOIUCTUHYPUU: O FOMOI_[I/ICTI/IHypI/IH,

oOyCIIOBIEHHass ~ HapyllleHueM  TpaHccylbypauuu  (Kji1accudyeckass  TOMOIMCTHHYpUS,
nojipazzensmomascs Ha Be-uyBCTBUTENbHYIO U B6-pe3ucTeHTHYIO)

o l'omonucTunypusi, 00ycioBIeHHAsI HAPYLHIEHUEM PEMETHIINPOBAHUS

CoBpemeHHast ki1accuuKalus pa3auuHbIX (GOpM FrOMOIMCTUHYpUHN ITpuBeaeHa B [Ipunoxxenun

A3.4)[1,9].

1.6. Kinanyeckass KapTHHA 3200JeBaHUS WM COCTOAHNSA (rpynnbl 3200 1eBAHUN WJIH

COCTOSIHMIA).

Kaaccnueckasi popma roMouMcTUHYPHH, CBSI3aHHASA ¢ MyTauusmMu reia CBS

Knunnyeckass kapThHa 3a0ojieBaHUS BapbUpyeT OT JIETKUX 1O TSKeNIbIX (opm,
MaHU(ECTUPYIOIIMX Ha MEPBOM TOAY KU3HU. Boiaensior Be-uyBcTBUTENBbHYIO U B6-pe3sucteHTHYIO

dbopmel.[2,4,13-16].



[Ipu Be-uyBcTBHTENBHON (hOpME TTAITMEHTH UMEIOT 00Jiee MATKHK (PEHOTHII ¢ GoJiee O3 THUM
BO3pacToM Hauaja 3aboseBanus [14,17]. Haubonee nmerko 3abojieBaHME MPOTEKAET Y IMAIIMEHTOB,
KOTOpPbIE JIal0T BBIPAXKCHHYIO MOJOKUTEIBHYIO JUHAMHUKY YK€ IPU NPUMEHEHHH HU3KUX [103
NUPHUIOKCHHA**, BOIBIIMHCTBO M3 HUX SIBISIFOTCS TOMo3uroTamu 1o 3amene p.I1278T B rene CBS
[18].

Manudecranus 3a0oiieBanus Tpu Be-pe3sUCTEHTHOW  QopMe MPOUCXOIUT paHbIIe, H
KIIMHUYECKHE MPOSIBIICHUSI O0JIE3HU TsDKelee, ueM Ipu Be-ayBCTBUTENBHON opMe.

[Ipu knaccuueckoir 'Y oTMeuaroTcs mopakeHHUsl CO CTOPOHBI HEPBHOM, COCYIUCTOM,
CKEJIETHOM CUCTEM U OpraHa 3peHusl.

Ilopasicenue opzana 3penus

TunnuasiM cuMnToMoM Kitaccuueckod ['LY, KOTOpbIN 4acTo MOSIBISETCS HA BTOPOM TOIY
YKU3HU SIBJISIETCS MUOIIHSL, KOTOPAsi IPEIIECTBYET PA3BUTHIO TUCIOKALMU WU SKTOITUU XPYCTAIUKA.
[Tpu 3a00JIeBaHUM TIPOUCXOAMT ACCTPYKIHS OOTaThIX (UOPHUILTHHOM MHUKPOPUOPHILT MIITHAPHON
CBSI3KM M HAPYIICHUEM €€ CTPYKTYPhl U QPyHKIMU. CTeNeHb CMEIICHUS XPYCTAINKA BaAPbUPYET OT
HE3aMETHOTO MOJIBBIBUXA 0 MOJTHOTO BHIBUXA.

Haubonee gacto y manmentoB ¢ 'Y BcTpeuaeTcst moABBIBUX XpycTanuka («ectopia lentisy)
(6onmee 50% HenmeueHBIX MAIMEHTOB, OOBIYHO TPOSBISLETCS K Bo3pacty 8 user). Mpumomonuc
(IpokaHUWe pay>KKH) - YaCThI MPU3HAK BBIBUXA XpycTanuka. Muomnus, cBsizaHHas ¢ ociabiaeHHeM
XpycTaluKa, TNPUBOAMT K maccuBHOM cdepuueckoit nedopmanuu (chepodaxuu). Muomnus
CTAHOBUTCS 3aMETHOM MPHU MOJBBIBUXE XpycTauka. [10BBIBUX XpyCTadlKa MOXET OBITh MEPBHIM
MpU3HAKOM OO0JIE3HU, OMHUCaH Ciiyyalk MaHudecTanuu B Bo3pacTe 4 HeAelb Y OJIHOTO MalMeHTA.
Cpoku NOSIBIEHUS 3TOTO MPU3HAKA HIMPOKO BapbUPYIOT, HO IPUMEPHO HA 2 TOAY KU3HU OTMEYAIOT
MOSIBJIEHWE MOJIBBIBUXA XPYCTalMKa y MHOTUX manueHToB. [locie 3toro Bo3pacra nanueHTsl ¢ Be-
pe3ucTeHTHONW (popMol, UMEIOT Oojiee BBICOKMN YpOBEHb BBIBUXOB XPYCTaJIMKa, YEM MallMEHTHI,
OTBEYAIONIUE Ha Teparuio TupuaokcuHoMm™* [7,8,19].

YacTbIM OCIOXHEHHEM JKTOMUU XPYCTAIHKa SIBISIETCS OCTpas Tiaykoma, 0OYCIIOBICHHAS

CMEIIEHUEM XPYCTaINKa B MEepeaHIO Kamepy ria3a[20].

Tpomobo3wt
Bropeim 1o wactore mpu kiaccuueckor dopme [V saBnsercs mopaxkenue cocynos. [Ipu
ATOM BEHO3HBIE TPOMOO3BI BCTPEUAIOTCS Yallle, YeM apTepHabHBbIC, U MOTYT BO3HUKATh B JIFOOOM

opraHe MW CHUCTEMC, BKJIHOYasd COCYIAbl T'OJIOBHOI'O MO3rd, KOPOHAPHBIC M JICTOYHBIC apTCpUU.
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Tpom603b1 BecTpeuatoTcst B at00oM Bospacte. [loutn y 50 % manueHTOB O0TMEUaloTCs COCYIUCThIE
OCJIOXKHEHUsI, TpeACTaBIeHHbIE TpoMOo3aMu, K Bo3pacTy 29 ner. B psanme cinydaeB mopaxeHue
COCYZIOB MOJKET SIBJISTHCS €IWHCTBEHHBIM CHMIITOMOM 3a00JIeBaHUS, BO3HHUKAIOUMM Ha 2-3
JECSATUIIETUU KU3HU (0COOCHHO Y MAIIMEHTOB C HanboJiee YacTOH TOMO3UTOTHOM MUCCEHC MyTalluen

¢.8337>C B rene CBS)[21].

Hopaofcenuﬂ KOCmHOIL cucmembl

Hapymenust co cTopoHbl KOCTHOM CHCTEMBI HEPEIKO IIPEICTaBIEHBI BBHICOKMM DPOCTOM,
JOJIMXOCTEHOMENNEH, apaXxHOAAKTWINEH, CKOJIMO30M, aAedopMaiueil rpyAHOM KIETKH MO THUILY
KAJICBUIHOW MJIM BOPOHKOOOPA3HOM, BAIBIyCHOU aedopMaliieii KOHEUHOCTEH, BHICOKUM CBOJIOM
TBepaoro Heba, MOJOW CTOMOH, OCcTeonopo3om/octeonenneii. Ocreonopo3 HaOMOaeTCS TOYTH Y
II0JIOBUHBI ITALIUEHTOB KO BTOPOMY JECATHIIETUIO )KU3HH [5,22] U SIBIISIETCSA CEPBE3HBIM OCII0KHEHUEM
CO CTOPOHBI KOCTHOW CUCTEMBI. Y MalMeHTOB ¢ Bs pe3ucTeHTHON hopMoii 3a00IeBaHHS OCTEOTIOPO3

Pa3BUBACTCs B boiee PpaHHEM BO3paCTC, YEM IIpU Bs -3aBUCHMBIX YYBCTBUTCIIbHBIX (l)opMax.

Hesponozuueckue u ncuxuampuueckue nposagieHus

HauOonee dacTbiM KiIMHMYeCKMM mposBieHueM mnopaxenus LIHC sBasercs 3anepxka
IICUXOPEUYEBOT0 Pa3BUTHUS, YMCTBEHHAsl OTCTANOCTh. /[0CTaTOUHO 4acTO KOTHUTHMBHBIE HapyLIEHUs
MOTYT SIBJIITHCS IEPBBIM CUMIITOMOM 3a00JI€BaHMSL.

WHuTennexryanbHble CIOCOOHOCTH MAllMEHTOB MOTYT JIOCTATOYHO CHJIBHO pa3iuydarbCs B
3aBUCHUMOCTH OT BO3pacTa Hauana Tepanuu. [lo qaHHBIM MeXIyHapOJHOTO ornpoca, nokazarenu 1Q
BappupoBan oT 10 mo 138, nmpu 3TOM MenmaHa cocrtaBisula npuMepHo 64. IlanmeHTHI ¢
BsuyBcTBUTENBHON (OpMON IpU paHHEM Hayajle TEpaluyd UMEIOT Oojiee BBICOKHE IOKa3aTelu
3HayeHus 1Q (Menuana 78) 1o cpaBHEHHUIO C MALMEHTaMH, PE3UCTEHTHBIMU K BUTaMUHY Bé
(menuana, 56) [23].

Ha BTOpOM JecaTWIETMM U3HM Yy NAIUMEHTOB YacTO BO3HUKAIOT 3MH30[bl JIENPECCUH,
TPEBOXKHOCTb, ~ 00OCECCHUBHO-KOMITYJIbCHBHBIE  HApYLICHMs, TIICUXO3bl. XapakTepHbIMH IS
knaccuueckor 'Y  sBisiroTCs pa3inuuHble HapyUIEHWs IIOBEICHMS: arpeccus, ajlKoIoJM3M,
HapkoMmaHud. [lcuxuarpudeckue npoOsiembl Oojee 4acTO BCTpEuaroTCs cpenu ManueHToB ¢ Bg
pe3ucTeHTHOM (OPMOIl U TPU OTKA3€ MALMEHTOB OT JICUEHUS U AUETOTEpAUH.

VY oTnenbHBIX MAMEHTOB NCUXMATPUUECKUE HAPYIIEHHs] MOTYT SIBISATHCA €JUHCTBEHHBIM

CHUMIITOMOM 3a00JIEBAaHUS.



Bcerpewatorcss  mpeuMymiecTBEHHO 4 KaTeropuu  MCUXUATPUUYECKUX  HAPYIICHUM:
paccTpoicTBa  JUYHOCTHU,  HApYUIEHUs  TOBEACHUS,  TPAH3UTOPHBIE  JICTIPECCUHU, U
00CeCCUBHOKOMITYJIbCUBHBIE paccTpoicTBa. CyIIECTBYIOT Jake COOOIICHUS, YTO MIN30(PEHUS
OoJiee yacTo BeTpevaeTcs y nmanueHtoB ¢ aedunurom CBS [4,24,25] .

B 21% cnyyaeB y HeJCUYCHHBIX IMAalMEHTOB C Kiaccuueckor ['IIY waGmromarorcs
SMUJICNTUYECKUE PUCTYIBI B pAHHEM MJIaICHUECKOM BO3pacTe, Hanboee YacTo reHepaaTu30BaHHbIC
TOHHUKO-KJIOHMYECKHE CYA0pOru. J[pyrumMu HEBpOJIOTHYECKUMH HAPYIICHUSIMH SIBJISIFOTCS pa3IMyHbIe
SKCTpanupaMuIHble HAPYILIEHUs, B YACTHOCTH, TUCTOHUS. O4aroBble HEBPOJIOTUYECKUE HAPYILICHUS
COOTBETCTBYIOT 30HE IOPAXXEHHS BO BpeMsi INEPEHECEHHOTO OCTPOr0 HAPYIICHHUS MO3TOBOTO

KpoBooOpareHus [4] .

/Jlpyzue nposenenus Kiaccuueckoii 20MOUYUCMUHypuu
Omnucanbl cinyyan kinaccudeckoit I'LLY, mporekaromieit ¢ ocTpsIM nmaHkpeaTuTom [26-31] u

XPOHUYECKOW THapeeil, TMIONMUTMEHTALUEN KOXKHU U BOJIOC, «PYMSIHIEM) Ha JIULIE.

Hapyme}mﬂ PEMETUIHPOBAHUSA

[Ipu HapylmIeHUSX pPEMETUIMPOBAHUS HE BBIABJISIOT KAKUX-THOO OCOOBIX CHMITOMOB, KOTOpBIE
MO3BOJIUIN OBl Ha KIMHUYECKOM YPOBHE MPENINOJIOKHUTH ITY MATOJIOTHIO. 3a0oJeBaHUS U3 ATOU
TPYNONbl SIBISIFOTCSL MYJIbTUCHUCTEMHBIMU, HAaMOOJE€e 4YacTO MPOUCXOAMT MOpaKEHHWE HEPBHOWU U
KPOBETBOPHOM CHUCTEMBI, COCYZOB H TIOYeK. VIMEHHO couYeTaHue HEBPOJIOTHYECKUX U
reMaTOJIOTHYECKUX CHUMIITOMOB, YaCTO COIPOBOXKIAIOIINXCS 3aJ€PKKON (PU3UUYECKOTO pa3BUTHSA,
JIOJDKHO BBI3BIBAThH IMOJO3PEHUE HAa HAPYIIEHUE PEMETUIIMPOBaHUS. Y OOJBIIMHCTBA TAIMEHTOB
OTMEYAIOTCSl HAPYIIEHUS IICUXUYECKOT0, YMCTBEHHOTO U (PU3NYECKOTO Pa3BUTHS, TIOJUHEBPOIIATHS,
CyJIOpOTH, IBUTATEIIbHBIE PACCTPONCTBA, HAPYIIICHUS MBIIIEYHOTO TOHYCA, MaToJOTHs 3peHus. OHU
MOTYT COINPOBOXIATHCS MaKpPOUUTAPHOW aHEMHUEH, AaTUIHYHBIM TIE€MOJIUTUKO-YPEMUYECKHM
cunapomoM (I'YC) uiu riiomepynonaTueit, KOTOpble B OCHOBHOM CBSI3aHHBI C MUKPOAHTUOTIATHEH .

I'omouucrunypus, 00ycJI0BJICHHAA THKEJIbIM aepunuTomM
MetuiaeHTerparuapogoaarpenykrassl (MTHFR)

I'omonuctunypus, 00ycCIIOBJIeHHas TSKEIBIM nepuuuToM
metunenterparuapogonarpeaykrazsl  (MTHFR), manudectupyer B HEOHaTalbHOM MeEpUOJIE

HEBPOJIOTUYECKUMU HAPYLIEHUSMHU, CXOAHBIMU C OpPraHUYECKMMH aUUIYPUSMH - YTHETCHHE
CO3HaHUs BIUIOTh JIO COMHOJIEHIMHM M KOMBI, T€HEPAIM30BAHHOM MBIIIEYHOW THUIIOTOHUEM,
MPUCTYIAMH almHOd. Takke 0TMEeYaroT MpoOIeMbl CO BCKApMITMBAHHUEM, TUIOXYIO MPUOABKy Beca U

MUKpo1edanuio.



Onucana 6onee no3ausist popma 3aboneBanusi, MaHu(ecTUpyroas B AETCKOM U B3POCIOM
Bo3pacte. Ee knmHMueckas kapTuHa Oosiee BapralesibHa U TPEACTaBICHA 3a/I€PKKON U perpeccom
IICUXUYECKOTO Pa3BUTHS, HAPYLIEHUSIMU MOBEJICHUS, ICUXUATPUUECKUMH CUMIITOMAaMH, aTaKCHUEH,
MIOJIMHEBPOIIATUEH, CHACTUYHOCTBIO. M3 »KCTpaHeBpalbHBIX HApPYILIEHUH 4YacTbIMHM SIBJISIFOTCS
TpoMO03bl. MeraiobnacTHast U/Wjiu MaKpoLUTapHas aHEMUSI OOBIYHO OTCYTCTBYET.

Cpenu 24 ommMCaHHBIX B JHUTEpPaType MOIPOCTKOB/B3POCIBIX MAIUEHTOB C ACPHUIMTOM
MTHFR xnuHuuYeckre MPOSIBICHUS BKIIOYAIM HapylieHue noxoaku (96%, u3 MOTOPHOTo
HEHTPAILHOTO WK NepU(epUIecKoro NpOMUCX0XKACHNUS ), CHKEHIUE KOTHUTUBHBIX GyHKUuUH (74%),
smtentudeckue cuHapoMel (50%), sanedanonatuio (30%), ncuxorudeckue cumnToMel (17%) u
TpoMOoTHUyeckue coObITus (21%). Y 41% Ob1710 0JJHO HEBPOJIOTMUYECKOE IPOSBIICHHE, KOTOPOE MOTJIO
OCTaBaTbCA H30JUPOBAHHBIM B TEUEHHWE KAK MUHUMYM 3 JIE€T, YTO OTCPOYMBAJIO IOCTAHOBKY
nuarHo3a. MPT ronoBHoro Mosra BeisiBUuiIa B 71% ciydyaeB HM3MEHEHHST B OCHOBHOM
MEPUBEHTPUKYIIApHOrO Oeyoro BemiecTBa. Bce manueHThl CTaOMIM3HPOBANINCH WU YIYUIIHINCH
nocine Mertabosnnueckoro JedeHuss [32]. Hecmotrps Ha TO, uyro pgepuuur MTHFR B
MIOJIPOCTKOBOM/B3POCIIOM BO3PACTE BCTPEUACTCS PENIKO, €0 CIIEAyeT BKIOYATh B TU(PepeHIIHaTHLHO
JUArHOCTUYECKUNM TOMCK IpPHU Pa3IUYHbIX HEOOBSICHHUMBIX HEHPOICUXMATPUUYECKUX CHUHIPOMAX,
SMUJIETICUM M CHACTUYECKOM Maparnapese, mockoiabky npu aepunure MTHFR mnokasan xopommii
s ekt MeTabonruecKoit Tepanuu.

BospacT nposiBnenus u kiauHudeckas kaptuHa aepuuura MTHFR koppenupyroT ¢ octaTrouHOM
aKTUBHOCTBIO (epMeHTa. B mccinenoBanuu, BkiItovaromeM 33 ManueHTa, MOKa3aHo, YTO CPeAHMM
BO3pACT MOSABJICHHUS CUMIITOMOB cocTaBisin 1,25 mecsna (cpeanuii 21 roxg; auanason ot 0,1 go 216
MmecsieB). Y 14 manueHToB nepBble CUMITOMBI HAOIIOAATNCh B TEYEHHUE IEPBOT0 MECALA )KU3HU; U
eme y 11 manreHToB CHMIITOMBI HA0IIOIATUCH K 6-My MECSIILY )KU3HU. Y OCTAJIbHBIX MSTH TallHEHTOB
CHUMIITOMBI MIPOSIBIJIUCH B Bo3pacte 2, 5, 11, 13 u 18 net [33].

Tsoxensiit nepunur MTHFR Guoxumuuecku XapakTepu3yeTcsl THIIEproMOIMCTEMHEMUEH,
TOMOLIMCTUHYPUEH, MOBBIILIEHHBIM COACPKAHUEM IIUCTATHOHWHA U HU3KUM WM HU3KOHOPMaJIbHBIM
YpOBHEM METHOHHMHA B KPOBH, B oTIH4Ke OT Aedpurnura CBS, KkoTopblil mposBIseTcs MOBBIIEHHBIM
YpOBHEM METHOHHMHA. B KynbTuBHpyeMbIX (uOpobIacTax ocTaToyHas aKTUBHOCTh COCTaBIISIET
menee 20% OT cpeTHeT0 KOHTPOJIBHOTO 3HaueHus [34].

KinHu4veckue nposijieHNsi KOMOMHHPOBAHHBIX HapyLIeHn pemeTnauposanus (cblC,
cbIDMMA / HC, cblF, cblJ)

[Ipu HapyIIeHUAX PEeMETHIIMPOBAaHUS ¢ MeTWIMaloHOBOH amuaypueit (cblC, cbID-MMA /

HC, cblF, cbl)) yacTo BcTpeuaroTcs 3a1epkka (pU3MUECKOro pa3BUTHS U HAPYLICHUS BCKapMIIMBAHUS
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B MIIaZicHYecTBE. B OONBIIMHCTBE CIy4aeB MEPBBIE CHUMITOMBI MPOSBISIOTCS B HEOHATAIHHOM
NIEpUOJIC UM B PaHHEM JCTCTBE. Y HOBOPOXJICHHBIX 3a00JICBaHUE MOXKET JIEOFOTUPOBATH OCTPO -
HaApYIICHUSIMUA CO3HAHUA (JIeTapTHsi, KOMa), TAKXKE XapaKTEPHbI CYIOPOTH U MBIIIICYHAs TUTIOTOHUS,
npu J1aOOPAaTOPHBIX UCCIETOBAHMSX YACTO BBIBISAIOT METAIO0IACTHYIO aHEMUIO, HEUTPOTICHUIO HITH
na"nuronenuto. B 50% cnydaeB oTmeuaroT HHCTarM, Ha ()OHE PETHHONMATUU WM aTpoduu
3puTenbHOTO HepBa [35,36]. MUKpOAHTHOMATHYECKOE 3a00JIEBAHUE MTOYCK WIIH JIETKHX YaIlle BCETO
NPOSIBIIIETCS HAa paHHEH craauu OOJE3HH, HO MOXET TaKXe MPHCYTCTBOBATH y JETEH CTapIlero

BO3pacTa u y B3pocibix [37,38]

VY nereii, MOAPOCTKOB U B3POCIBIX OTMEYAIOTCS OCTpPbIE WM XPOHHUYECKHUE MMOBEIACHUYECKUE
WJTH TICUXHYECKUE MPOSIBIICHUS, KOTHUTUBHBIC HAPYIIICHUS, IIPU3HAKY MTEPUPEPUICCKON HEBPOIIATHI
u arakcuu [37,39,40]. Yacto BBISBISIIOT OJIETHOCTH 3PUTEIBLHOTO HEPBA, HO JPYTrHE TIa3HbIE

MIPOSIBJICHUS PEIKO BOSHUKAIOT MpH Mo3IHeH (dopme 3adoeBanus [36,41].

KianHuyeckue nposiBjieHusi KOMOMHUPOBAHHBIX HapylIeHnii peMeTuinpoBanus (cblD-HC,

cblE, cblG)

Kmuanueckne mposieienust nepunura cblE u cblG cxomuel. 3aboneBanue 0OOBIYHO
MaHH(ECTUPYET B MJIAJICHYECTBE, B OCHOBHOM C I'€MaTOJOTHUYECKUMH HAPYIICHUSMH, MBIIICYHON
TUIIOTOHUEH M OCTPO BO3HUKAIOUIMMH HEBPOJOTHUYECKUMH CHUMIITOMAMHU. Y TPETH IAlUeHTOB
HaOJII0al0T HApYIIEHHUs CO3HAHUS, CyJJOPOTH, Y UeTBEPTH - HAPYLICHUS 3pEHUs. Y JeTel cTapiiero
BO3PAcTa M B3POCIBIX MOTYT MPOSBISTHCS MPU3HAKH, OTPAKAIOUINE MOPAKEHHE CIIMHHOTO MO3Ta
(mopocTpast AereHepanysi CIMHHOTO MO3ra) WK cuxuarpudeckue cumnTomsl [42]. CooOmianocs 06

€AMHUYHBIX CIydasX U30JUPOBAHHON MaKpOLIMTapHOU aHEMUH 0€3 HEMPOKOTHUTUBHBIX HApYyLLIEHUIN

[43] .

BepemeHHOCTH IPH KJIACCHYECKO TOMOLMCTHHYPHH M TOMOLMCTHHYPHH, 00y CJIOBJICHHOM
TSKeJAbIM JepuuuToM MeTuieHterparuapogoaarpenykrassl (MTHFR)

IIpu TILY, kak KiIaccuuyeckoil, Tak ¥ OOYCIOBIEHHOH TSDKENbIM  AeuuuToMm
metunenterparuapodonarpeaykraszsl (MTHFR), BoIsiBIsIeTCS BBICOKHMI PUCK pa3BUTHS TPOMOO30B U
TPOMOOIMOOIMUECKUX HAPYIICHUH y MaTepel, Kak Ha MPOTSHKEHUH Bcel OEpEMEHHOCTH, TaK U B
nocinepofoBoit mepuoa. K HUM OTHOCATCS MHOMKECTBEHHBIE apTepHalibHble TPOMOO3BI,
uineopeMopanbHbIil TPOMO0(DIEOUT, TPOMOO3bI BEPXHEI0 CaruTTaIbHOTO CUHYCAa U KOPTHUKAIbHBIX

BeH. EcTp pgaHHBIE O Pa3BUTHU TMPEOKIAMIICUA Y MaTepeﬁ, C FOMOI.[PICTHHprIGfI. OIIHaKO
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OOJNBIIMHCTBO OEpEeMEHHOCTEH y MaTepeill ¢ KJIAaCCHUECKOM TOMOIMCTUHYpHEH NpoTekann Oe3

AKYIIEPCKUX OCIOKHEHHI.

[Tpu nepunmre MTHFR y marepu Bo3MOKHBI IOPaKEHHUSI HEPBHOM CUCTEMBI Y peOeHKa
[44].

JuddepeHunanbHast JTUATHOCTHKA

Hubdepenumanbupiii auarHo3 npu kinaccuuyeckord ['1Y crnemyer mpoBoauTh B Tpymie
HACJICJICTBEHHBIX 3a00JICBAaHUI COCOUHUTEILHOW TKaHU C cuHIpoMamMu Mapdana, bumnca
(BpokIleHHAs KOHTpaKkTypHas apaxHojgaktuius). [Ipum Bcex 53Tux 3a0ojeBaHUSX OTMEYaeTcs
MapQaHOUIHBIA (EHOTHUI, JOTUXOCTCHOMENHS, apaxHOMAKTUIH, KU(OCKOIMo3bl, AedopMaius
IPYAHOM KIJIETKH, MPOJIAIIC MUTPAIBHOIO KianaHa. CHUMIITOM, 4acTO BBISBISIEMBIA IPU CHHIPOME
Map@dana 1 TOMOLIMCTUHYPUU — MTOABBIBUX XPYCTAIHKA.

[Ipu roMonUCTHHYpUU B OTIMYKE OT cHHApoMa MapdaHa pocT MOKET ObITh HOPMAaJIbHBIM,
OTMEYAeTCsl ISMMUTMEHTALIUSA KOXH U BOJIOC, BEIPaXEHHBINA 0cTeonopo3 u TpoM0Oo3sL. [Ipu cunapome
bunca onucana cnenududeckas aegopmalius yIIHBIX PaKOBUH, BPOXKICHHBIE MOPOKH cepiia U
KOHTPAKTYpPbl CYCTaBOB, KOTOPbIE HE BCTPEYAIOTCSI IPU TOMOLIUCTUHYPHUH.

JuddepeHnnanbHplii AUarHO3 TaKKe CIEAYyeT NPOBOIUTH C TPYIIOH HACIEICTBEHHBIX
3a00JIeBaHUN, COINPOBOXKAAIOIIMXCS HHCyIbTaMu: ¢ Oone3Hbto dabpu, cunapomom MELAS,
BPOXK/IEHHBIMHU HapyLIEHUSIMU TIIMKO3UIMpoBaHus (6one3Hp JKakeHa), HSKOTOPBIMU OPTraHUYEeCKUMHU
alUIypUsIMH (METHIIMAIOHOBAs, TPOIMOHOBAS, U30BAIIEPUHOBAsL, TIyTapoBast auypus TiI 1 u 2,
aMUHOALUIONATUAMH (HapyIIEHUs UKJIAa MOYEBUHBI).

EcTb 1 npyrue HereHeTuueckue NPUUIMHBI BEICOKOTO ypoBHs tHey, HO Tpy 3THX COCTOSIHMSIX
ypoBeHb tHcy Haxomutes B nuamnasoHe oT 15- 50 MKM/1, B TO BpeMsl Kak IpU HacjeJICTBEHHBIX

dopmax I'l1Y on, kak mpaBuio, 6omee 50 MKM/J, K HUM OTHOCSTCS:

. Hedunut Buramuna Be miu Bi2

. Jedunut doareBoii KUCTOTHI

. ['unotupeos

. Oxupenue

. JlnaGet

. [Tprem HEKOTOPBIX TIEKAPCTBEHHBIX MpENapaToB (Harpumep, kapbamazenus™**

, aropBactaTuH** , heHopubpaT** , MmeroTpekcar™* , peHUTOMH** U HUKOTUHOBAs KHCIIOTa

12



2. IluarnocTtuka 3a00/1eBaHNS WIN COCTOSIHUS (TPyINNbI 3200/1eBAHNIA HJIH
COCTOSIHMI), MEJULIMHCKHUE MOKA3AHUA M IPOTHBONOKA3AHUA K IPUMEHEHHUIO
METO/I0B IUATHOCTUKH

Hna  knaccuueckou I'L]Y xpumepusmu oOuaznocmuku —crydcam: NOBbIUEHUE VPOBHS
MmemuonuHa 6 kposu, tHcy u fHcy 6 kposu u moue, a makoice sviagnenue mymayutl 6 cene CBS.

Jlnss MTHER kpumepusamu OuacHoCmuxu Ae1s0mcsi. 8blcokull yposens tHcey u fHcy 6 kposu u
Moue, CHUINCEHHbIU UL HOPMATbHBIU YPOBEHb MEMUOHUHA, HOPMATbHBIN YPOBEHb MEMUIMAIOHOBOU
Kuciomsl 8 Kpoeu u eviagnenue mymayuil ¢ cene MTHFR .

Aneopumm OuacHOCMuKY HapyweHutl pememuiuposarus npeocmaenet 8 Ilpunosicenuu b2

2.1 ’Kaao0bLl 1 aHAMHE3

Kiuaccnueckasi gopmMa roMOUUCTHHYPUM, CBA3AHHAS ¢ MyTanusiMu reia CBS

Tpombo3bl 6803HUKAIOM NPEUMYWECMEEHHO V NAYUEHMOE8 NOOPOCMKOB8020 U MOI00020
603pacma, A6IAIMCsA 2NA6HOU NPUYUHOU UHDAPKMA MUOKAPOA UNU UHCYIbMA ¢ (OopMUPOBAHUEM
0YaA20801U He8POI02UYECKOU CUMNMOMAMUKU.

Taoicecms  KIUHUYeCKUX nposigienuli 6one3nu npu Bs -pesucmenmuou ¢gopme 6Oonee
svipadcena, wem npu Bs-3asucumou. Unmennekm nayuenmos c knaccuveckou I'L]Y uawe crudicen:
10 (koappuyuenm unmennexmyanrvrnoeo pazeumus) Koaedoremes om 32 0o 835 eo. (nopma 85-115
€0.). V demeii ¢ Bs — 3a8ucumoii (popmou 2oMOYUCMUHypuy yMcmeeHHoe passumue moxcem 0vims
HOPMAIbHBIM
HepBHas cucrema:
3anepKKa ICUXOMOTOPHOTO PAa3BUTHUS
YMCTBEHHas OTCTAJIOCTh
[Tape3bl, napanuuu
Hapymenus noxoaku (aTakcusi, IIaTKOCTh )

WNHCynbThI

Cynoporu

O o o o o o 4O

[enpeccusi, ICUX03bI

Cep/ie4HO-COCYIUCTAsI CUCTEMA:

O Tpom603bl, TpOMOOIMOOINH

0 WudapKThl, HTHCYIBTHI
O Ilponarnc MUTpPAIbHOTO KJIallaHa

KocTHas cucrema:
13



O o O 0.4

O o o o o o O 0O

KuneBuanas uiau BOpoHKoOOpa3Hast [eopmanus TpyaHON KIETKU
VckpuBiieHHE TO3BOHOYHUKA
Ocreonopo3

[Tepenombl

Opran 3penusi:

Muonus

I'maykoma

ITonBeIBUX XpycTanuka

Karapakra

Orciolika ceTyaTku

ATpodus 3puTenbHbIX HepBOB JIpyrue HapyueHnus:
['peixu

[Tankpeatur

T'omouucTUHYpHS, 00yc/JI0BIeHHAs Ae(PMIIUTOM MeTHJIeHTeTparuapodoiaTpeayKTasbl

(MTHFR)

IIpu panneit Manudgecranun

O

O O o o o o o o O

Jletaprusi, anHO? B HEOHATAILHOM MEPHUOJIE

JuddysHas mMblliedyHas TUIOTOHUS

OTka3 ot enipl, pBOTa, II0Xask NpubaBKa B Bece

3azep;KKa MOTOPHOTO U IICUXOPEUEBOTO Pa3BUTHS
Mukponedanus

Cynoporu

Hucrarm

TpomOouuTONEHUS UM MAHIIUTOICHUS, METao0IacTHAsE aHEMHUS
['eMONMUTHKO-ypEMUYECKU CUHAPOM

Kap,Z[I/IOMI/IOHaTI/ISI

IIpu nmo3aneit Mmanudecrauuu

Hapymienne nosenenus
Korautupusiit nedunur

14



Perpecc ncuxu4eckoro pa3BuUTHs

[lcuxuaTpruiyeckue CUMITOMBI

ATtakcus

Cnactudeckuii mapamnapes/Terpanapes
DKCTpanupamMuHble HAPYIICHUS

OuaroBasi CAMIITOMAaTHKa, KaK MOCJIEICTBUS UHCYJIbTA
[Tapecte3nn, oHeMeHHUE U MOKaIbIBAHUE B pyKax M HOTax
Henepxanue moun

[Tporpeccupyromias cnadocTh KOHEYHOCTEH (HOTH> PYKH)
I'eMONUTUKO-ypEMUYECKUN CUHAPOM
Tpom60IMO0TIIeCKHe COOBITHS

PeuuauBupytomnuii BeHO3HbIN TpoMO03

Jlerounast TpoMO0IMOOITHS

O o o o o o0 o o o 0o o 0o o &8

LlepebpoBackysipHbIe COOBITHS

2.2 duzukajabHoe 00CaeT0BAHUE

Kaaccnueckas ¢popma I'IY, cBaszanHoi ¢ myranusimu reia CBS

O ®@enomunuueckue ocobenHocmu. MacKue Cleekd 8bIouWUecs C8emio-pycoie 8010Chl, HEHCHbIIL
PYMAHeY Ha ujexax, 20ay00u yeem padyicHou 000a0YKU,

O Mapgano-nooobusiii henomun (8vicoxkuti pocm, acmeHudeckoe menociodxcerue, OJNUHHbIE

MOHKUE KOHEYHOCIMU, APAXHOOAKMULUS KUCTel U CIOon).

Banveycnas ycmano6ka KoieHHbIX CYCMAB08

Kughockonuos

Boponxoobpasnas unu xunesuonas oegopmayuu epyoHot Kiemxu

Tlooswiux xpycmanuxa

Kamapaxma

Ilapeswvi, napanuyu

O o o o o O oOd

Hapywenus noxooku (amaxcus, wamrxocmuy)
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I'omoncTUHYpUS, 00yCI0BJIeHHAs 1eUIMTOM MeTHIeHTeTparuapogoaTpeayKTasbl
(MTHFR)

O o o o o o o o o 04

O o o o o o o 04

O

Ilpu pannei manughecmayuu

Muxpoyeghanus

Hapywenus eckapmaueanus

Bneonocms koorcnvix nokpo6os

Inoxas npubaska 6 ece

Hapywenue coznanus

Annos

Hughysnasa mvlueunas cunomonus

3adeparcka MOMOPHO20 U NCUXOPEHUe8020 PaA3EUMUs
Cyoopoeu

Hucmazm

Ilpu no3omueii manugecmayuu

Hapywenue noseoenus

Koenumuenwiii oeghuyum

THcuxuampuuecxkue HapyuieHus

Amakcus

Cnacmuueckuii napanapes/mempanapes
IKcpanupamuonvie HapyueHus

Ouazcosas cumMnmomamuxa, Kax noci1e0Cmeus UHCYIbma
IIpoepeccupyrowas cnabocms KoneyHocmetll (Ho2u™> pyKu)

Hapecme3uu, OHEeMEHUe U NoKajuibleanue 6 pyKkax U Hocax

2.3 JlabopaTopHble JTUATHOCTHYECKHE HCCJIeI0BAHUS

O PexoMeHna0BaHO IIallieHTaM C NMOAO3PCHUEM Ha TOMOLIUCTUHYPHUIO KOJIMICCTBCHHOC OIIPCACIICHUC

MCTHOHHWHAa (KOMHHGKCHOC ONpCACIICHUC KOHIOCHTPALIMKM HAa aMHUHOKHUCJIOTBI U AllTMJIKAPHUTHUHBI B

KpOBH METOJI0OM TaHJAEMHOM MaCC-CHCKTpOMCTpI/II/I), O6I_I_ICFO )51 CBO6OJIH01"O TroOMOIIMCTCHUHA B KPOBU

n MOYC (HCCJ’IGI{OB&HI/IC YPOBHA TOMOOUCTCHHA B KpPOBH, HccnegoBannue aMHHOKHCIOT H

MeTaboauToB B Moue/ KOMIIIEKCHOE OINpeNiesieHue COAEp)KaHUSl OPraHUYeCKUX KHCIOT B
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moue/KoMIuieke uccrneqoBaHuii 111 AMATHOCTUKH OPraHMYEeCKUX auuaypHuil) IUisi AUarHOCTUKU
KJ1laccuueckor romonucturypun u nedumura MTHFR [4,5,9,45,46].

YpoBenb yoenuTeabHOCTH pekoMenaanuii — C, ypoBeHb I0CTOBEPHOCTH 10KA3aTeJIbCTB — 5
KommenTapuu: s kraccuueckou I'L]Y xapakmeptvl nosvluierue ypoeHs MemuoOHUHA 6
Cbl8OPOMKeE KPOBU U 2OMOYUCTEUHA 8 CblBOPOMKe KPOBU U MOYe, CHUNMCEHUE YUCTNUHA 8 CblBOPOMKE
kposu u moue (Ilpunoscenue A3.5). Basxcrno, umo KOHyeHmpayus 2oMoyucmeund 6 Kposu
(Hccneoosanue ypoeHs 2oMoyucmeuna 6 Kpoeu) 00axicHa Ovims onpeoeiena y nayueHmad, He
noayuarowe2o #nupuookcun™* (6 mom uucne 8 cocmage NOAUSUMAMUHOB) MUHUMYM 8 MedeHUue
08yx Hedenb. Mmeromcs 0anHble 0 He0OX0OUMOCMU Y HEKOMOPbIX NAYUeHmMo8 OoJiee OIUmMenlbHO20
nepuooa uUcKkirodenuss nupuookcuna**: 1-2 mecaya.

Ina MTHFR xapakmepen 6vlcOKUUl ypoGeHb 2OMOYUCMEUHA, CHUNCEHHBIU UIU HOPMATIbHBLLL
VPOBEHb MEMUOHUHA, HOPMAIbHLIL YPOGEHb MEMUIMANIOHOB0U Kuciomsl. Yposeusv tHcy oObiuHo
cocmasnsiem™> 50, no 6 Oonvwuncmee ciayyaes™> 100 mxmonv/ 1y HeleyeHblX NAYUEHMO8 C
paccmpoticmeamu pememuauposarnus [47-50].

Obviuno  tHcy usmepsaom — xpomamozpaguueckumu — Memooamu Ui — UMMYHOAHATUZAMU.
Xpomamoepaghuueckue memoowt bonee cneyuhuunsl, Yem UMMYHOAHANU3DL, U OObIYHO COUEMAarOmcs
¢ obHapyscenuem manoemuou macc-cnekmpomempuu (MC / MC), umo nozeonsiem 00HOBpEeMEHHO
onpeodensimos opyaue coeOuHeHus, NpedCcmasisowue unmepec 0Jisi OUASHOCMUKU U HAOII0O0eHUs 3a
amumu 3abonesanuamu, Hanpumep Met, yucmeun[51] unu, 6ozmoorcno, yucmamuonun[52,53].

s 3a60pa kposu na tHcy nooxoosm paznuunsie npooupxu (DHTA, eenapunuszuposas, yumpamuas,
npobupku ons 2eneeozo cenapamopa). Oonako obpasyvl Kposu ciedyem yenmpugyupoeams 6
meyenue | uaca unu Xpanumos 8 X0100HOM COCMOSIHUU 00 yeHmpugyeuposanus (<6 uacos). I[locne
yoaneHnus Kiemok kposu tHcy ocmaemcs cmabunivHbilm 8 meueHue Heckoibkux Heoeib npu +4 ° C u
6 meuenue HeckoabKux em nocie 3amopadxcusanusi[S1]. Ce00600HbIlI comoyucmun 8 niasme uiu
Moye, UBMEPEHHbIll C NOMOWbI0 MPAOUYUOHHOU UOHOOOMEHHOU Xpomamozpagpuu,  Modcem
0CmMasamvCsl HeonpeoensemMvlM 0axce Npu HAIUYUU 3HAYUMENbHO nogvluleHHo2o tHcy 6 niaaszme

[54,55]. Takoice He cnedyem usmepsamo c60O00HBIU 20MOYUCTIEUH BMECTO 00We20 2OMOYUCTIEUHA.

. PexomenoBaHO BceM marMeHTaM ¢ BBICOKMM ypoBHeM tHcy B kpoBH 1 Moue (1To103peHue Ha
TOMOITUCTHHYPHUIO) ONpeJeleHne YpOBHA BHTaMuHa Bi2 (mmaHokoOanlaMuH) B KpPOBU s

muddepeHIMaTbHON TUarHoCcTHKY [5,73].
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YpoBeHns yoenuteabHocTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH J0KA3aTeJIbCTB — S

. PexomMeHI0BAaHO BCeM MallMEHTaM C KIMHUYECKUMU M OMOXUMHUYECKHUMH IPHU3HAKAMU
kiaccuuecko ['TlY npoBenenue ananuza rena CBS s noaTBepkaeHus nuarnosa [56].
YpoBenb yoenurenabHoOCTH pekoMeHaaunii — C, ypoBeHb J0CTOBEPHOCTH JA0Ka3aTeJbCTB — 5
Kommenrapum: [loomeepacoarowjas OuacHocmuka moxcem Oblmb 6bINOJHEHA KAK C NOMOWbIO
NPAMO20 A8MOMAMUYECKO20 CEKGEHUPOBAHUS, MAK U C NOMOWbIO MACCO8020 NAPAIENbHO20
cexsenuposanusi (NGS). Onpedenenue mymayuti 6 cene CBS 6adicrno 0ns noomeepaicoenus ouaznosa,
aghghexmuenoco MmeouKo-eeHemuyecKko20 KOHCYIbMUPOBAHUSL U NPOSHOZUPOBAHUS  MANCECTU
meyeHus: 601e3HU.
* PekoMeH/10BaHO BCEM MallMEHTaM C KJIMHUYECKUMH U OMOXUMUYECKUMH MPU3HAKAMU JePUIIUTA
MTHFR nposenenue ananuza rena MTHEFR st noaTBepkAeHUS Auaruosa [9].
YpoBenb yoenuteabHOCcTH pekoMeHaannii — C, ypoBeHb JOCTOBEPHOCTH J0KA3aTeJbCTB — 5
KommenTapuu: [ 'enemuueckoe mecmupoganue na depuyum MTFHR criedyem unmepnpemuposams
C OCMOPOICHOCMBIO, NOCKOJILKY 8 IMOM 2eHe CYWeCcmayem MHOICECmE0 8apuanmos, Komopbvie He
ceazanvl ¢ I'L]Y. Tax naubonee uzyueHHvlii mepmoiadUIbHbIl 6APUAHM
c.677C> T 6 MTHFR, ne omgeemcmeenen 3a cepvbesnvie HapyuleHus pememuiupo8anusl, U mojibKo 8
KOMOUHAYUY ¢ MANCETLIMU NAMOLEHHBIMU 8APUAHMAMU MOJCEm NPU8ooums K neckou gpopme I'L]Y.
« PexomMeHayercsi BceM NanMeHTaM, Y KOTOPBIX HE MOATBEPK/ICH AuarHo3 kinaccuueckou 'Y mmm
nepuuurta MTHFR B ciydae BeIssBIeHHs BbICOKOro ypoBHA tHCy B KpOBH HMccCIe10BaTh YPOBEHb
METUJIMAJIOHOBOM KHCIOTHI B MoOY€, alUIKapHUTUHOB B KpoBH (KommiiekcHoe ompeneneHue
KOHIICHTPAllUd HAa aMHHOKHCJIOTHl W alUJIKAPHUTHHBI B KPOBH METOJIOM TaHJEMHON Macc-
cnektpomerpun), (MccnenoBanue aMMHOKUCIOT U METa0OIUTOB B Moue), OmnpeieneHne ypoBHs
BUTaMuHa B12 (nnanokoOanamMuH) B KpOBU IEpe]] HauajIoM Teparnu ¢ 1enbio auddepeHuanbHoi
JUArHOCTHKY C IPYTUMH (popMaMu THIEPrOMOIMCTHHEMHH [9] .

* YpoBeHb yOeauTeJbHOCTH pekoMenaauuii — C, ypoBeHb 10CTOBEPHOCTH 10KA3aTeJbCTB — 5

« PekoMeH/10BaHO manueHTaM ¢ MOATBEpKIAeHHOM kiaccuueckodt ['LIY u medpurmrom MTHFR
uccleoBaHle ypoBHS (POJIMEBOM KUCIOTHI B CHIBOPOTKE KpoBU, OnpesiesnieHne ypoBHsI BUTaMHHA
B12 (nmanoko0anaMuH) B KpOBH C LIEJIbIO OLIEHKU HATUYMA JeQUIUTA U ONpeaeNCHHs TOKa3aHUi
K Ha3HAYCHUIO JAaHHBIX BUTAMHHOB [5,9,57].

YpoBenb yoeaurTeabHOCTH pekoMeHaanuii — C, ypoBeHb 10CTOBEPHOCTH 10KA3aTeJIbCTB — 5
18



« Pexomennyercs namuentam ¢ knaccndecko 'Y u nmedpunmra MTHFR nposenenne Oo6miero
(KIMHUYECKOT0)  aHaiM3a KPOBH  Pa3BEpHYTOro, aHaiu3a KpPOBH  OMOXHMMHUYECKOTO
oOuierepaneBTHUECKOro (oueHka QyHKUMM nodek: MccrnemoBanue ypoBHS MOUYEBHHBI B KpPOBH,
HccnenoBanue ypoBHSI KpeaTMHHHA B KpOBH; olleHKa (yHKImu neyenu: McciaenoBanue ypoBHS
anpOymuHa B KpoBH), VccnenoBanue ypoBHsI ¢eppuUTHHA B KPOBH AJISi OLEHKU HYTPUTHBHOTO
craryca [5,9] .

YpoBenb yoeaureabHOCTH pekoMeHaauuii — C, ypoBeHb J0CTOBEPHOCTH A0Ka3aTEJNbCTB — 5

KoMMmeHnTapuu: oannvix no oeuyumy paziuuHulX MUKpOHYmpueHmos npu kiaccuveckou 1LY

Hem, 0OHAKO CUUMAaemcsl, 4mo oHu MO2ym OblMb AHAI02UYHbl nayuenmam ¢ genunkemonypue. 1o

Dpe3yibmamam npo8oouUmcs KOppekyus ouemal.

« PexomenoBano onpeerecHue MpoTpoMONHA (Onpenenenue MIPOTPOMOMHOBOTO
(TPOMOOIUTACTUHOBOTO) BpEeMEHH B KpoBH MiIM B Tuiazme/ OrmpenerneHue MeEXIyHapOIHOTO
HopManu3oBaHHOTO oTHOIeHUs (MHO))/AKTHBHPOBAHHOTO YAaCTHYHOTO TPOMOOIIIACTHHOBOTO
BpPEMEHHU, UCCIIeIOBaHKEe YpOBHS (puOpruHoreHa B kpoBu, OnpeneneHne KoHueHTpanun J{-aumepa B
KpPOBH MPU UHCYJbTE JUIsl MOHUTOPUHIa CKPUHUHIOBBIX TIOKa3aTesiel remocTasa [58,59].

d

YpoBeHs yoenuteabHOCTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH J0KA3aTeJIbCTB — S

2.4 UHncTpyMEHTAJbHBIE JIUATHOCTHYECKHNE MCCIETOBAHUS

PexomenaoBaHo BceM MalMeHTaM C KIWHUYECKMMH U JabopaTopHbiMu mpu3Hakamu [1[Y
MIPOBEICHUE peHTreHorpaduu MOPaKEHHON YacTU KOCTHOTO CKeJIeTa JJIsS BBISBIICHUS CKEJIETHBIX

aHomanuii [4,13].

YpoBenb yoeaurTeabHOCTH pekoMeHnaanuii — C, ypoBeHb 10CTOBEPHOCTH 10KA3aTeJIbLCTB — 4

KommenTapum: Haubonee uacmo ucciedyromcs mpyouameie KOCMU, KOJEHHble CYCHasyl,
noszeonounux (Penmeenocpagpus eepxmeii xoneunocmu, Penmeenozpaghus HudicHell KOHeYHOCMU,
Penmeenoepagpuss  konennoco cycmaea, Pemmeenocpagus wieilinoco omoena NO360HOYHUKA,
Peumeenoepagpus wetino-oopcanvbrnoco omoena nozeonounuxka, Penmeenoepagus epyonoeo omoena
noseonounuxa,  Peumeenocpagua  epyonoco u  noACHUYHO20  omoena  NO360HOYHUKA,

PeHmeeHozpagbuﬂ NOSICHUYHO20 omoend NO360HOYHUKA, PeHmzeHoepaqbuﬂ NOACHUYHO20 U
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Kpecmyo8020 omoend no360Ho4YHUKa, Penmeenoepaghus nozeonounuxa, cneyuanbhsle Uccied08aHus.
u npoexyuu, Penmeenozpaghus no360HoYHUKa ¢ QYHKYuoHanvHviMu npobamu, Penmeenozpaghus

NO360HOYHUKA, 6€pmuKaﬂbHa}Z)

O PeKOMeHHOBaHO IMPOBEACHNEC PCHTTCHOACHCUTOMETPUN ITaIUCHTAM C KIMHHYCECKUMHU U

OMOXMMHMUYECKMMU Tpu3Hakamu kiaccuueckoil I'ILIY HaumHas ¢ moapocTKOBOTrO Bo3pacTa (paHee —
[0 TMOKa3aHUsM, MPH HAIMYUU YaCTBIX MEPEIOMOB KOCTEW), B CpeJHEM OJMH pa3 B 3-5 JerT c
MOJPOCTKOBOTO Bo3pacTa (OOBIYHO HE Halle OJHOrO pa3a B 2 roja) C IENbi0 CBOEBPEMEHHOU
JUAarHOCTUKU CHUKEHUSI MUHEPAIbHOM INIOTHOCTH KOCTEH U ITPOBEACHUSA KOPPEKLIUU TEPAITUH

[5,22,60,61].

YpoBenb yoeaurebHOCTH pekoMeHaanuii — C, ypoBeHb J10CTOBEPHOCTH A0Ka3aTeJabCTB —4 O
PexoMeH10BaHO BCeM TAIHMEHTaM C KIMHUYECKUMH W OHOXMMHUYECKHMH IpPH3HAKAMU
kiaccnueckod romouuctuHypun u MTHFR npu Hanuuum HEBpOJIOrMYECKOM CHUMOTOMATUKH
npoBouTh MPT rojoBHOro mMo3ra B cocymuctoM pexume (MarHUTHO-pe30HAHCHAsh TOMOTpadus
TOJIOBHOT'O Mo3ra c KOHTPacCTUPOBAHUEM, MarsuTHO-pe30HaHCHas aHruorpadus
MHTpaKapHUalbHbIX cocynoB) u/unu KT-anrmorpadus romoBHOro mosra W/WiaM COCYJOB IIEH
(KommnbroTepHas Tomorpadust ronoBHoro Mo3sra, KomnbsrorepHast Tomorpadusi meu ¢ BHyTpUBEHHBIM
OOJIOCHBIM ~ KOHTPAaCTUPOBaHMEM, KOMIIbIOTEpPHO-TOMOrpaduyeckas  aHruorpagus  OaHOM
AHATOMUYECKOM  o0ylacTh)  JJI1  JUarHOCTMKKM  COCYAMCTBIX  aHOMaiuii,  TpPoMOO030B,
WHCYNBTOB[5,59,62—-66] .

YpoBeHs yoenuteabHOCTH pekoMeHaanuii — C, ypoBeHb JO0CTOBEPHOCTH J0KA3aTeIbCTB — 4
Kommenrtapuii: 6 npoyecce ounamuueckoco Habn00eHus ucciedosanue HnpoGOOUMcs No
NOKA3AHUAM (NpU NOAGIEHUU HEBPOJIOCULECKUX CUMNINOMOS).

Ilpu neobxooumocmu 015 nposedeHUs UCCIe008AHUS NPUMEHAEMCSL HAPKO3.

PexoMeH10BaHO BceM TMAalMEeHTaM C KIMHUYECKUMM M OHOXMMHUYECKUMH MpU3HAKaMHU
knaccuueckor I'ILIY ¢ nenbro omnpenenceHusl CEpAEYHO-COCYIUCTBIX HAapyIIEHUH IPOBEICHHE
anektpokapauorpaduu (OKI') (Peructpanus snexrpokapauorpamMmbl) U sxokapauorpaduu (3XO
KT') [21].YpoBensb yoeauTeabHOCTH pekoMenaauuii — C, ypoBeHb 10CTOBEPHOCTH

JA0Ka3aTeJbCcTB — 4
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KomMmeHTapum: uccredosanus Heooxo0umo nposooums npu OUAeHOCMuUKe U, npu HeodX00UMoCmu,
6 npoyecce OUHAMUYECKO20 HAONIO0EHUs, 8 M. Y., NPU PAZGUMUU UHCYIbIMOE U UHQAPKMNOE.

Yacmoma onpedensiemcs uHOUBUOYANbHO.

. PexoMeHI0BaHO BCEM MALMEHTaM € KIMHUYECKUMH U OMoXxuMudeckuMu npusHakamu ['TTY
npoBesieHue 0()hTaIbMOCKOIINY, U3MEPEHHsI BHYTPUIIIA3HOTO IaBJIEHUS, OCMOTpP BpayaodranbMoiiora
JUISL AMarHOCTUKU SKTOIIUH, CYOJIFOKCAIIMM (MJIU JIFOKCAllMU) XpycTanuka npu kinaccudeckon I'LY u
Opyrux HapymeHud ¢QyHkmuu 3penHuss npu  aepumurom  MTHFR [9,67,68]. VYposensn
yoenutenbHocTH pexoMenganuii — C, ypoBeHb [JOCTOBEPHOCTH [0Ka3aTeJbCcTB — 4

KommenTapuu: 6 npoyecce ounamuueckoeo nabaodenus — munumym 1 paz é 200

. PexomenaoBaHo mpoBeneHUE ANEeKTpodHIedanorpaguu MalUeHTaM ¢ KIMHUYECKUMH U
OonoxummuueckuMmu npusHakamu kiaccudeckod 'Y u ¢ mepunurom MTHFR npu Hanuuum wiau
IIOZI03PEHUM HAa HAIM4YHAE CYAOPOKHOIO CHHAPOMA C LEJIbK0 JUAarHOCTUKM W KOHTPOJIA
IPOTUBOCYAOPOXKHOU Tepanuu [5,9] .

YpoBeHnsb yoeaureabHOcTH pekoMeHaanuii — C, ypoBeHb 10CTOBEPHOCTH 10Ka3aTeabCTB — 5 [
PexoMeH0BaHO BceM MalMeHTaM ¢ KIMHUYECKUMHU 1 OMOXUMUYECKUMHU MTPU3HAKAMU KJIIaCCUYECKOM
I'TY u MTHFR npoBeznenue ynbTpa3ByKOBOTO UCCIIEIOBaHUS OPIOIIHOM MOJIOCTH (KOMIIEKCHOTO)
JUTSI BBISIBTICHUS/UCKITIOUSHHSI TaTOJIOTUHU TieueHu [69—71] .

YpoBensb yoenurTeabHocTH pekoMenaanmii — C, ypoBeHb J10CTOBEPHOCTH 10KA3aTeJbCTB — 4 ©
PexoMeH0BaHO BceM MalMeHTaM ¢ KIMHUYECKUMU U OMOXUMHYECKUMHU MTPU3HAKaMHU KITaCCUYECKOM
TOMOLMCTUHYPUHU IPOBEACHHE YIbTPa3ByKOBOI'O UCCIEA0BAHNS OYEK /TS BHISIBJICHUS/MCKITIOUEHUSI
narojoruu [71,72] .

YpoBeHb yoenureqbHoCTH pekoMenanuii — C, ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 5

2.5 Uuble TMarHocTu4ecKme Nccjie10BaHus

2.5.1 /luacnocmuueckuii mecm ¢ #nupudoKcuHom**

. PexoMeHn10BaHO TIpoOBeJeHHE TecTa C HMUPUAOKCMHOM™** (BuTamuH Bg) manumeHtam c
MOJATBEPXKJIEHHBIM JIMarHO30M KJIACCHYECKasi TOMOLIMCTUHYpPHUS BCIEACTBHE HEIOCTATOYHOCTU
dbepmeHTa HUCTaTHOH-B-cUHTa3HbI [5].

YpoBeHs yoeauTeabHOCTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH J0KA3aTeJIbCTB — S
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. Kommenrtapuii: 3adaua mecma ougpgepenyuposame 06a henomunuueckux apuanma
Kaaccuieckou comoyucmunypuu: Bs-uyecmeumenvrnozo u Bs-pesucmenmmuocof73].

Tecm He npogsooumcs 6 kamaboauueckom cocmoanuu. Ileped nauanom mecma Ha ¢oue
00bIuHOU Ouemsl Oe3 ocpaHuueHus beaxa npu omcymcmeuu Oegpuyuma ¢honuesol KUCIOmvl U
sumamuna Bi2 08ykpamno onpedensom cooepiicanue 2oOMOYUCMUHA, 2OMOYUCMEUHA U MEMUOHUHA
8 kposu, 3amem nayueumy oarom 10me/xe/cym #nupudoxkcuna™** nepopanvno (MuHUMAIbHASL 003Q
100 me/cym, maxcumanvras — 500 me/cym) u uepes 1 nedenio nosmopsom usmepenue KOHYeHmpayuu
VKA3aHHBIX ~ Memaboaumog eomoyucmeuna. Omeem  cuumaemcsi NOJIONCUMETbHBIM, — eClU
OMMeuaemcs CHUNCEHUE YPOBHSL UCCIEOYEeMbIX MAPKEPO8 2OMOYUCMEUHA 00 YpoeHs <50mMmonv/1.
Ecnu omeem ompuyamenvhulil, mepanuro nPoooaNcaiom, 6H08b NPOBOOUMCS UCCIe008AHUE YPOBHS
2comoyucmeuna uepesz 2 Heoeiu, a npu OMpuyameIbHoM omeeme euje pas - yepesz 6 Hedenv. Ecau
VPOBeHb 20MOYUCMeUuHa 6 Kposu cHudicaemcsi bonee, wem na 20%, HO npu 3MOM COXPAHAEMCS
>50mMmonv/1 — He0OX0OUMO paccmompems OONOIHUMENbHOE eyeHue (Ouema u/unu bemaun). Eciu
YPOBeHb 20MOyucmeuHa 6 Kposu cHudicaemcs menee, yem Ha 20%, nayuenm He omeeuaem Ha
nupudokcur** u hopma 3abonesanusn cuumaemcs Bs-pesucmenmuotii [5] YV nosopoosicoennwix oemetl,
OUACHOCTMUPOBAHHBIX € NOMOWBIO HEOHAMANbHO20 CKPUHUHed, NpPU NpOBeOeHuu mecma ¢
#nupuooxcunom™* pexomenoyemcs UCnonb308amMb OMHOCUMENLHO 8bICOKYVIO 003y npenapama (100
me/cym) 8 meuenue 6onee kopomkozo nepuoda (2 neoenu) [5] oonaxo umeromcs coobuenus, 4mo
bonee npednoymumenbHuiM AGNIAEMcs nocmenentoe ygeaudenue 0o3vl. 10 me/ke/cym 6 nepsvie 4 Ous,
20 me/xe/cym 6 nocnedyrowue 4 ous, makcumanvro 40 me/xke/cym ¢ 9 no 12 Onu 6 cesazu ¢ mem, umo
B03MONCHBL NPOSBIIEHUS PAOOOMUONU3A U PECNUPAMOPHBIX HapyuleHul [ 74].

Aneopumm onpeoenenus 4y8cmeumenbHOCmu K NUpudoKcuty ** npeocmaenen 6 llpunosicenuu

b3.

2.5.2 Koncynomauyuu, gedenue u nadiio0enue cneyuaiucnmos

0 Pexomenayercsi A7 HAOTIOACHHS MAIlMEHTOB C YCTAHOBJICHHBIM quarHozoM [I[Y mpumeHsTh
MYJIBTHAMCIUTUIMHAPHBIN TOX0 B BUAY TOTO, YTO 3a00JI€BaHME XapaKTEPU3yeTCsS MOPAKEHHEM
MHOTHUX OpPraHOB W CHCTEM, TpeOyeT KOMIUIEKCHON Tepamuu, 4YTO JTUKTYeT HEOOXOIUMOCTh
COBMECTHOT'O BEJICHHSI MAIMEHTA CIICIIMATUCTAMH Pa3HbIX poduIei

[5,21,63,75,76].

22



YpoBens yoeaureabHocTH pekoMmeHaanuili — C, ypoBeHb 10CTOBEPHOCTH J0Ka3aTelbCTB — 4
KommenTapuii: nokazanvl nepsuumvie U  NOGMOPHbIE  KOHCYIbMAYUU — 6pAYUA-CEHEMUKA,
8pavaopmanvmonoea, 8paia-Hespooed, 6pPauda-OUemonoed, 8pPava-2emamonoed, 8paia-o0emcKoeo
OHKOI02a-2eMAmoiozd, 8pava-kapouonoaa, 8PAYA-0eMmCcKO20 Kapouonoza, epaua-
mMpasmMamon02aopmoneod, epada-wegponoza, 8paua-neouampa/spada-mepanesma/spava oodouyerl
NPAKmMuKu (CeMetiHo2o 6paya), epava-ncuxuampda, MeOUYUHCKo20 NCUxXono2d, 8paia-axyuiepa-
CUHEKOJI02d, A MaKdice epadeti Opyeux CneyudaIbHOCmell NayueHmam ¢ 2OMOYUCMUHYPUE, UMEIOUWUM
HapyuieHus YyHKYul coomeemcmayiouux OpeaHos u CUCeM.

Aumponomempuro u usmepeHue apmepuaibHo2o 0aeieHUs. Ha nepugeputecKux apmepusx cieoyem
npPOBOOUMb HA KAHCOOM npueme.

Oyenka negporocuiecko2o cmamyca — e peaice 1 paza 6 200.

Oyenka uHmen1eKmyanvbHo2o pazsumus (hanpumep, mecmol 1Q) — munumym 1 paz 6 5 nem Ha

NPOMAACEHUU NEpUOOa 0emcmad.

3. JleueHue, BKJIKOYAST MeIMKAMEHTO3HYIO H HeMeIMKAMEHTO3HYI0 Tepannm,

AMETOTEPANUI0, 00€300JMBAHNE, MeIHIIMHCKHE MOKA3AHUSA U

IIPOTUBOINOKA3AHUA K IIDUMCHCHHNIO MECTO0B JICUHCHUSA

3.1 KouncepBaTuBHOE JIeUeHHE

Cmpameeusn neuenus I'L]Y 3asucum om npupoovi memabonuyeckoeo O10KA, 6bl36A6ULECO
3abonesanue.

Ipunyunuanouviv momenmom 6 JneueHue Kiaccuveckou I'I]Y sensemcs onpedenenue
yyecmeumenbHocmu K #nupuooxkcuny ** (cm. noopasoen 2.5).

Aneopumm neuenus Hogopodicoennwix ¢ I'L]Y npeocmasnen 6 Ipunosicenuu b4.

3.1.1 Tepanusa #nupudoxkcunom**

O PexomennoBana tepanus #HnoupuaokcuHoM™* (ButamuH Be) Bcem mammentam c¢ 'Y ¢
YyBCTBUTEIBHOCTBIO K #IMUPUIOKCUHY™ ™ 11 HOpMalM3aluu MeTaboINYecKUX MpOIeCcCOB B JI03€,
oOecnieunBaroieil nenaeBoi yposens tHey mimazmel <50 MKMOJIB/ moku3HEHHO. OOBIYHO JETSIM U
B3pOCJIBIM Mpenapar Ha3HavyaeTcst B Jo3e 0 10 Mr/kr/cyT., cnenyet usbderats 103 Boime 500 mr/cyt

[5] I[OBBI BapbUPYIOT B 3aBUCUMOCTH OT YYBCTBUTCIIbHOCTU K #HI/IpI/I,Z[OKCI/IHy**I CTapToBasa n03a
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COCTaBIISIET, B cpeneM, 100 mr/cyt ¢ ganpHeimmimM yBenunueHueMm 10 500-1000 mr/cyt. J103b1, BhILIE,
gem 1000 Mr/cyT HeE ciieryeT MPUMEHSTH BCIICICTBUE YTPO3bl Pa3BUTHS CEHCOPHOI Hewponatuu. [90].
YpoBeHb y0enuTeJbHOCTH pekoMeHaanuii — C, ypoBeHb J0CTOBEPHOCTH 10KA3aTeJIbCTB — 5
Kommenrapuii: 0 nayuenmos ¢ Bs-uyscmeumenvhvimu gopmamu 2oMOYUCMUHYPUU  003d
npenapama pasHa momy MUHUMATbHOMY KOauuecmsy #Hnupuookcunma™**, xomopoe npouzeooum
MAaKcumanbHvle OuoXxumuyeckuti 3¢gexkm, m.e. cnocobcmeyem 3HAUUMENLHOMY CHUNCEHUNO
KOHYEeHmpayuti 20MOYuCmeuna 6 Kposu, umo 071 OonvuwuHcmea cocmasisiem nopsioka 200
me/cymku, y nayuenmog ¢ p.P49L p.1278T — 10-40 me. Ilayuenmam ¢ 4wacmuyHvlM OmMeemom Ha
#nupuooxcun™** npuem #nupuooxcuna** pexomenoosan 6 6Oonee GblCOKUX 003aX, Kpome Mmo2o,
HazHayaemcs Oononnumenvhas mepanus (bemaun u/unu ouema). Credyem umems 6 6udy, Ymo
npuem NOBbIUEHHbLIX 003 Hnupuookcuna** mooxcem umemv nobounoe Oeticmeue 6 Guoe
nepugepuyeckol Hetponamuu, paboOMUOIU3A UTU ANHOI, NOIMOMY Hnupudoxcun™** credyem
NPUMEHAMb MOLKO NOO KOHMPOIeM 8payd.

Baoicno, umo mnadenysl u demu 0OUKONbHO20 803pACmaA He O0JINHCHbL OTUMENbHO NOoLyYambs bolee
300 me #nupuodoxcuna™** ¢ cymxu 60 uzbedcarue nobounvix 3¢hghekmos, Hanpumep, ObiXameabHbIX
paccmpoiicmes, Komopbule Ucue3aom nocie nPekpawerius npuema ¥nupudokcuna **.

C 0cob601l 0cmopoACHOCMBIO UCNONIL308AMb Y HOBOPOICOCHHBIX 003bl Hnupudoxkcuna™* gviwe 200
Me/cym u paccuumsiéams 003y HA 8eC meid, eciiu Imo 603mMoxcHo[74].

#Ilupuookcun™* maxoice moocem Obimb HasHaueH nayueHmam ¢ B6-pezucmenmuoii gopmot,
00b14H0 6 003ax 100-200 me 6 Oens (ecmvb danHvle 0 nayuenmax, noayuarouux 500-1000 me 6 Oens)
[4].

3.1.2 /luemomepanus

O PexomeHaoBaHa HH3KOOEIKOBas IMETa C HCKIIOUYEHHEM METHOHHMHA BCEM IMAllMeHTaM C
KJIACCUYECKON TOMOLMCTUHYpHEH, cBsa3aHHOW ¢ nedexktom CBS ¢ HemosHbIM OTBETOM Ha
H#OUPUIOKCUH™**, a Takke OONBIINHCTBY NMAallMEHTOB, HE OTBEYAIOLUX HA MTPUEM #IUPUIOKCUHA™* C
HeNbl0  HOpMalM3alMM  MeTa0oJNMYecKuX  mporeccoB. Jluera  JOoDKHA — MPOJOJKATHCA
noxu3HeHHo[5,73,77].

YpoBenb yoeaureabHocTH pekomMenaauuii — C, ypoBeHb JH0CTOBEPHOCTH A0Ka3aTeJbCTB — 5
Kommenrapuii: Juema moocem ucnonvzogamucsi aubo Kax eOUHCMEeHHOe JiedeHue, aubo Kax
dononnumenvHas mepanus emecme ¢ #nupudoxcurnom ** u/unu bemaurnom (buonocuuecku axmuenas

dobaska).
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Juemuueckoe neuenue 3aKNIOUAEMCS 6 CHUNCEHUU NOMPEONeHUs MeMUOHUHA 34 cyuem
ocpanuyenus nompeobienus 6eaKa HamypaibHulX nPoOyKmos. s moeo, umodwvl npedomspamums
benKo80-3Hepeemuueckyo He0oCmamoyHOCMb, HA3HAYAIOMC CHeyuaniu3upo8antvie npooyKmol
NUMAHUSL HA OCHOBE CUHMEMUYECKUX aMUHOKUCIoOm 0e3 Memuonuna, HO o0bozaujeHnbie
AMUHOKUCIOMOU  YUCMeUuH, KOmopas Ol NAYUeHMo8 C 2OMOYUCMUHYpUel 6 VCI08USAX
HedocmamoyHocmu hepmenma CbS cmanosumces nezameHUMOU.

Konuuecmso nuwesoco memuonuna paccuumol@aemcs OUemono2om u obecnedusaemcs 3a
cuem HaAmMyparbHblX pPACMUMENbHbIX NPOOYKMO8 U CHeYUAIbHbIX HU3KODENKO8bIX NpOOYKMO8,
KOHMPOAUPYEMcs nymem onpeoeienus KOHYeHmpayuu 20MOYUCMeuHd U MemuoHuHa  niasme.

Ilpu  Hasnauenuu  Ouemomepanuu  nayueHmam ¢  20MOYUCMUHYpueu  ciedyem
OpPUEHMUPOBAMBCA HA NOOOEPAHCAHUE HOPMATLHBIX YPOBHEL MEMUOHUNHA U YUCTNEeUHA U obecnedenuu
MUHUMATBHO20 YPOBHS 20MOYUCMEUHA 8 Nidsme Kposu. Y nayueHmos, He oOmeeuaruux Ha
#nupuookcun™* | xopowue pezyiomamel Mocym Ovims docmueHymol, eciu yposuu fHcy 6 niazme
noooepocusaromes Hudxice 11 mxkmonv/n. Imo coomeemcmeyem konyenmpayuu tHcey oxono 100-120
mrmonw/n. Coomeemcemayiowjue pegeperchvie YPOGHU COOEPHCAHUA VKAZAHHBIX AMUHOKUCIOM
npuseoenvl 8 Ilpunosicernuu A3.6.

Hcmounuxom memuonuna 6 oueme nayuenmos - demeu 1-20 200a Hcu3HU AGNIAIOMCL HCEHCKOe
MOJIOKO u/unu aoanmuposannas moaounas cmecs. C 6 mecayes 6 00NOIHeHUe K IMOMY - NPOOYKMbl
NPUKOPMA HA PPYKMOBOU, 080WHOT U 31AK080U (De3MONI0UHON) OCHO8e, Y NaYUeHmMOo8 cmapuie 2004
— NPOOYKmMbl 00bIYHO20 payuoHa (08owu, GPYKmvl, 8 02PAHUYEHHBIX KOJIUHUeCmBax 311aK08ble).
Hcmounukom O0onoinumenvHvlx  KOIUYECM8 YUCMEUHA 6 payuoHe NayueHmos SA6JsAemcs
CReyuanu3upoBanublli. NpPOOYKmM HA OCHO8e cMecu Kpucmaniudeckux L-amunokuciom, He
cooeparcawuti MEMUOHUHA. DMOm dHe NPOOYKM A61emcsi OONOJHUMENbHbIM UCTOYHUKOM 00uje2o
0enKo6020 azoma u He3AMEeHUMbIX amunoxuciom. [lepuyum sHepeemuueckou YeHHOCMU payuoHa
MOodHcem NOKPbIBAMbCS Y NAYUEHMO08 cmapuie 2004 3a CYem UCHONb308AHUSL CNeYUATUSUPOBAHHBIX
HU3K00EIKOBbIX NPOOYKMO8 HA OCHOBE KPAXMAIA, HCUPO8 U 000ABNIEHHO20 caxapa.

Ilpu pacueme cocmasa payuona nAyUeHmos ciedyem YYumvleams OPUEHMUPOBOUHbIE
nompebHOCmU 8 YucmeuHe U MeMmuoHuHe y NAyueHmos 20MOYUCMUHYPUEl PA3HbIX 803DPACMO8
(Ilpunooicenusa A3.7, A3.8). Crneyuanuzupsaunvie npoOyKmvl HA OCHO8E AMUHOKUCIOM 0Oe3
MemuoHuHa, 3apecucmpuposanuvie 6 Poccuiickou Dedepayuu u uUx XumMudeckuii cocmas

npedocmasnenvt ¢ [Ipunoscenuu A3.7.
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0 He pexomenayercsi mipu nedurure MTHFR HaznaueHue nuerorepanuu BCISACTBUE OTCYTCTBUS

ee a¢dexTuBHOCTH [9].

ypOBeHb yﬁeL[I/ITe.]I])HOCTI/I peKOMeH)IaIIHﬁ —C, YPOBE€HL JOCTOBEPHOCTHU 10KAa3aTEC/ILCTB -5

3.1.3 Hnoe koncepsamugnoe ieuenue

. PexomengoBano namuentam ¢ kiaccudeckor I'LIY nmpu HEBO3MOKHOCTH 1OCTUYD 1IEJIEBOTO
YPOBHSI TOMOIIMCTEHHA BCJEACTBHE OTCYTCTBUSI/HEIOCTATOYHOCTH OTBETa HA HIUPHUIOKCUH**
Ha3HA4YCHHE JICYCHUS MpenapaTaMu 6etanHa (OMOIOTHYeCKH aKTHBHAS J100aBKa) KakK JTOTIOJTHEHHE K
JTUETOTepanuy, 4To OOECHeurBaeT albTEPHATHBHBIA IMYTh PEMETHIIMPOBAHMS M CIIOCOOCTBYET
npeoOpa3oBaHri0 M30BITKA TOMOLIMCTEMHA B METHOHUH, YTO MOXKET IIOMOYb MPEIOTBPAaTUTh
pa3BUTHE OCIIOKHEHHH, 0coOeHHO TpoM003[4,5,73,78,88].

YpoBenb yoenuTeabHOCTH pekoMenaaunii — C, ypoBeHb J0CTOBEPHOCTH J0KA3aTeJbCTB — 5
KommenTapmii: bemaun (N, N, N-mpumemunenuyun) oopasyemcs 6 opeaHuzme u3 XOAUHA U 8
HeOOMbWUX Koauyecmeax npucymcmeyem 6 obOviuHoM payuone. bemaun maxoice moorcem
0eticmeosams KaK XUMUYeCKUll Wanepom 1 UCNpasisims 4acmudHyio Henpasuivtbslil )oioune beixa
CBS. bemaun CHUdICaem KOHYEeHmpayuro NIA3MEHHO20 20MOYUCTEUHA 3a
cuem e20 npeobPA308aHUs. 6 MEMUOHUH, HO NOBblUAem KOHYEHmMpayuw MemuoHuHa 6 niasme.
bemaun, (buonocuuecku akmusHas 000a8Ka) Kax npasuio, HA3HA4aAMm Oemsam 8 Ha4aubHot 0o3ze 50
me/ke 2 p/cym, u yeenuuusarom na 50/me/ke 6 nedento. Ilosviwenue 003vl 00 ypoeus 6onee 150-200
Mme/ke/cym 00biuHO HeyenecoobpasHo. Y demeii cmapuie 3 1em u y 83poCivlx NPUMEHAEmcs 003a 32 X
2p/cym. 'V nayuenmog ¢ Bs-pe3ucmenmuvimu Gopmamu 20MOYUCIMUHYPUU OMMEYEHO CHUNCEHUE
CO0epIHCaAnUsl 2OMOYUCTEeUHA 8 NAdA3Me KPo8U HA (hoHe OONOIHUMENbHO20 HA3HAYeHUsi Oemauna
(6buonoeuuecku axkmuenou 006aexu). OOHUM U3 BO3MONCHLIX NOOOUHBIX IPGekmos bemauna
(buonocunecku axmueHol 000asKu) A61emcs noseieHue «pbloHo2o 3anaxay» om mouu u mena. Ilpu
CHUDICEHUU 003bl 3aNax, KaK NPasuilo ucuesdem.

. PexomennoBano nanuentam c aeguuurom MTHFR pannee HaznaueHue Tepanuu 6eTanHOM
(Ononornuecku aktuBHas 106aska) aetsm 100-250 mr\kr\cytku u 5-20 rpaMM B I€Hb AJIs1 B3POCIIBIX
C TENTBI0 TPOPMITAKTUKH HEBPOJIOTHIECKUX TPOSIBICHHH [9,88].

YpoBenb yoeaureabHocTH pekoMeHaauuii — C, ypoBeHb T0CTOBEPHOCTH JA0Ka3aTeJbCTB — 5
KommenTapuu: unasnauenue bGemauna 00 nosigneHus HeBpOIO2UHEeCKUX CUMNMOMOS8 NO380.J1em

yiyuuiumo ucxo0 3abonesanus u npedomepamumb msoicesible eco nPoABGIeHUA .
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. PexomennoBano npu kinaccuyeckod ¢opme I'LlY Haznauenue #dommeBoil KHCIOTHI™*
MEPOPaTLHO B 103€ 5 MI' B CYTKH, C LIEJIbI0 CHUXKEHUSI YPOBHSA TOMOLIMCTEHHA U MIPEIOTBPALLICHHS
Tpom60308B([5,73,89].

YpoBeHnb y0eauteabHocTH pekoMeHaanuii — C, ypoBeHb J0CTOBEPHOCTH /10KA3aTeIbCTB — 5
KommenTapmii: #gonuesas kucroma™* cnocobna makdce onmumusuposams npespaujeHue
20MOYUCMEUHA 8 MEMUOHUH, NOMO2As MAKUM 00pa30M YMEHbUUMb KOHYEHMPAayuio 20 MOYUCmeuHa
6 naasme.

. PexomennoBano npu kiaccuueckoii gopme 'Y ¢ HHM3KUM ypoBHeM BHTamMuHa Bi2
(umaHokoOamamMMHa) B KPOBU Ha3HAueHHUE IpenapaToB rpymmsl «Butamun Bi2 (imanokoOanaMuH u
€ro aHajoru)» - KOHIEHTpaluuh BUTamMuHa Bi2 (umaHokoOanamMuHa) C UENbI0 KOPPEKIUU
Ie(UIUTHOTO COCTOSHUS M ONTUMHU3AIMU MeTa0oIu3Ma roMolucrensa [5,73].

YpoBenb yoenuteqabHocTH pekoMeHaanuii — C, ypoBeHb JA0CTOBEPHOCTH /0KA3aTeIbCTB — 5
KommenTapmii: npenapamut epynnet « Bumamvun B12 (yuanokodbanramun u e2o ananocu)y» cnocooHvl
maxoice ONMUMUIUPOBATL Npespaujerue 20MOYUCEeUHa 8 MEeMUOHUH, NOMO2dsi MaKum oopasom
VMEHbUUUMb KOHYEHMPAYUIO 2OMOYUCEUHA & Nida3Me.

PexoMeHI0BaHO pacCMOTPETh HAa3HAYCHHE AHTUTPOMOOTHYECKOW Tepamuu MalUeHTaM ¢
KJIACCHYECKON TOMOIMCTHHYPHEH C HEAOCTATOYHBIM KOHTPOJIEM 3a00JIeBaHUS HIIU C COCYIUCTBIMU
OCJIOXKHEHUSIMU B aHaMHe3€ C 11eJIbI0 BTOPUYHON NPOQHIAKTUKU JaHHBIX COCTOSIHUH [5,59, 63] .
YpoBensb yoenuTeabHOCTH pekoMeHanuii — C, ypoBeHb J0CTOBEPHOCTH /I0KA3aTeIbCTB — 4
KommenTapuu: 6 coomsemcmeuu ¢ pekomenoayusimu no mpomooghunuu. O0bluHO HAZHAYAIOMCS
npenapamul 2pynn. Caruyulosas KUCIOMa U ee npou3goo0Hbvle, AHMUAspecanmol Kpome 2enapund,
UHSUOUMOPBL azpezayuu mpomooyumos (UCKI04as 2enaput) 8 KOMOUHAYUSIX.
llayuenmam, y Komopwvlx 6 aHaMHe3e OMmMedaromcs GeHO3Hble mMpoMOO3bl, Mo2ym Obinb
paccmompensl aHmazoHucmol sumamuna K
PexoMeHI0BaHO Ha3HAYeHHME TEPAINlMU, HANpaBIEHHOW Ha KOPPEKIHMIO HapyHUIeHUH KOCTHOM
MUHEpAIN3allii TallMeHTaM C KJIACCHYECKOH TOMOIMCTHHYPHEH INMPH CHUKCHWHW MHUHEpPATbHOU
IJIOTHOCTH KOCTEH ¢ JieueOHOM menbio [5,22,71,91].

YpoBenb yoeaureabHocTH pekoMenaanuii — C, ypoBeHb JOCTOBEPHOCTH A0Ka3aTeJNbCTB — 4
KomMmeHnTapuu: ¢ coomsemcemeauu ¢ pekomenoayusamu no 0Cmeonopo3sy U CHUNCEHUIO MUHEPATbHOU

niomuHocmu Kocmeti
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. PexoMeH10BaHO TIPU MPUCOCTUHEHUHN HHTEPKYPPEHTHBIX WH()EKIHIA MAIUEHTaM C
KJIACCUYECKOH rOMOIIMCTUHYPHEN POI0JKATh HA3HAYEHHYIO TI0 OCHOBHOMY 3200JI€BaHUIO
JICKapCTBEHHYIO U JIMETUYCCKYIO TePaIuio, a TAKKe N30erath Jeruaparaiii 1 IMMOOMIN3AINN C
IEJIBI0 MPEOTBPAIIEHUS TPOMOOAIMOOINYECKUX OCIIOKHEHUH 5] .

YpoBenb yoenureabHoCcTH pekoMenaauuii — C, ypoBeHb JT0CTOBEPHOCTH JA0Ka3aTeJbCTB — 5
KommenTapumn: nayuenmam, noayyamowum ouemomepanuio npu  OAUMENIbHO  MEKYUWUX
UHMEPKYPPEHMHUbIX ~ 3a00N1e8aHusiX  Modxcem nompebogamvcsa  6ollee  uaAcmulil  KOHMPOJb
Memabonudeckux nokazamenetl.

Yawe om ocnodcHenuili npu UHMEPKYPPEHMHbIX UHDEKYUusax cmpaoarom nayuenmsi 0emckKo20

eozpacma.

. He pexomenayercst npruMeHEHUE MPUPOTHBIX U IMOJYCHHTETUYECKUX SCTPOr€HOB
(acTporeHcoaepKamux KOHTpPALICTITUBOB)  MAallMEHTKaM C KIJIACCHYECKOM

Iy c LeJ1bI0 KOHTPALEIIMK B CBSI3U C IOBBIIIEHUEM pUCKa TPOMOO30B MpHU UX
npumMeHeHuu [5] .
YpoBeHb yoenuTebHOCTH pekoMenauuii — C, ypoBeHb J0CTOBEPHOCTH /I0KA3aTeIbCTB — 5
KommenTapmii: sma pexomenoayus coxpansiemes ¢ 70-x ee 20 cmonemust, ko2c0a OaHHAs 2pYRNa
npenapamos cooepicana boee 8blcoKue KOHYeHmpayuu 3cmpozenos. bezonacnocmo cospemenmvix

JeKapCcmeeHHblX Cp@dCWle nayuermaos c Kaaccu4eckoul ZOMOZ/;MCWZMHprelZ He U3yuanacs.

3.1.4 Beoenue bepemennocmu y nayueHmoK ¢ 20MOUUCMUHypueil

Bo epemsa bOepemennocmu, pooog u 0cobeHHO 8 nOCiepoO08ol Nepuod MNOGLIUAEHICS
8EPOAMHOCMb PA3EUMUL MPOMOO308 Y NnayueHmok ¢ kiaccuveckou comoyucmunypueti u MTHFR.

Hmeromes oannvie 06 ygeruuenuu KOHYEHmMpayuu oOMOYUCTMEUHA 6 KPOBU HeCMOmps Hd
npoeoouUMOe JiedeHue y NayueHmokK ¢ KIacCuieckoli 20MOYUCMUHYpuel 8 noc1epo008oM Nepuooe 60
8pems UHBOJIIOYUU MAMKU.

Hem uccnedosanuii no onmumanbHoMy cpoKy HA3HAYEHUs U OTUMENbHOCU AHMUKOA2YIAHMHOU
mepanuu y NAyueHmox C 20MOYUCMUHYPUEU, 8 C6A3U C YeM NPUMEHAIOmMCcsa obujue nooxooul,
PpeKomeH008anHbvle OJisl NAYUEeHMOo8 ¢ mpomboguiuel.

. PexomeHnoBaHa OepeMEHHBIM TMAlMEHTKaM C KJIACCMYECKOW TIOMOIMCTUHYpUEH U
nepuuutom MTHFR anTHKOarynsHTHas Tepamusi HauyMHas C TPETbero TpumecTpa (WiIu

paccMOTpeTh Ha3HA4YCHHE C Haudaja OEpPEeMEHHOCTH MAIMEHTKaM C JOTOJHUTEIbHBIMHU
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(dakTopaMu pucka WIH TpoMOO3aMH B aHAMHE3€) M MPOJOJIKATh KaK MUHUMYM 6 HEIelb

MIOCJI€ POJIOB C IEJIBIO JIUCHHS U TPoduiIakTHKy TpoMO030B [4,5,44] .

YpoBenb yoeaurenabHoOCTH pekoMenaanuii — C, ypoBeHb 10CTOBEPHOCTH J10KAa3aTeJbCTB — 4
KommenTapuii: B nacmoswee epemsa nem ucciedo8aHuil N0 ONMUMAIbHOMY 6PEMEHU Cmapma
AHMUMPOKOALYIAHMHOU MePanuy Ul Cnocody ee nposeoeHus, ciedyem NPUOepICUBaAmMsbCs 0OUUX
pexomenoayuil no mpomoopuauu.

Ilpu xknaccuueckoti comoyucmuHypuu 00bIYHO HA3HAYAIOMCA Npenapamvl epynnvl 2enapura
(HuzKoMmoneKynsipHsle cenapunsl) uiu 2enapur nampus**(5000 Eo x2p/on [92]) uiu npenapam
2PYNNbL CATUYULOBAS KUCTIOMA U ee NPOU3B00Hble 8 HUSKUX 003aX. B nociepodosom nepuoode modcem
HazHavamvcs gappapun™** (8 0oze 00 docmudiceHUs: NOIHO20 AHMUKOAZYIAHMHO20 3¢pgexma c
yenvio jieyerus u npouiakmuxku mpomoosos)[4, 5, 92] .

Ilpu MTHFR makoice HA3HAUaOmcs npenapamvl 2pynnvl 2enapuHa (HU3KOMOJeK)IApHble

2enapumbl) uiu npenapam epynnvl CAIUyuLI08as KUCIoma u ee npouzeoounsie [44,79].

. PexomenioBano perymsipHoe VccienoBanue ypoBHsi (uOpMHOTeHa B KPOBH OepeMEHHBIM
IMAMEHTKAaM € KJIAaCCMYECKOM TOMOLMCTHHYPHUEHM IIpM HEJOCTATOYHOM KOHTpPOJIE
3a00JeBaHMs C MEJIbI0 CBOEBPEMEHHOW KOPPEKIHMH AHTHUKOATYJSIIUOHHOW TEepanuu |
MPEJOTBPALLICHUS TPOMOOTHUYECKMX OCIOKHEHUH[S] .

YpoBenb yoeautenbHocTH pekomeHaanuii — C, ypoBeHb A0CTOBEPHOCTH JA0KA3aTeIbCTB — 5

Kommenrapum: nayuenmxam ¢ MTHFR makaice modcem nompeb6oeamubcsi OAQHHOU UCCIe008aHue 8

COOMBEeMCMBUU C PEKOMEHOAYUAMU NO MPOMOOGhuIUU

. PexomengoBaHo MMallUeHTKaM ¢ KJIACCHYECKOU 'Y, nomyyaromum
Tepanuio

H#OUPUTOKCUHOM™* BO BpeMsi OEpEMEHHOCTH MPOJOKATh JAHHOE JICYCHUE C IENIBbI0 MOAePKaHus
I[EJIEBOT'0 YPOBHSI TOMOIIMCTEHHA B KPOBU U, COOTBETCTBEHHO, TIPEIYNIPEXKICHUS OCTONKHEHHH (J]03bI
noAOUparOTCsl MHANBUAYATLHO W COCTaBISAIOT, B cpeaHeM, 100-250 Mr/cyT: mo HMEOIIUMCS
coobmenusM - ot 50 mr/cyt no 200 mrx3p/nn) [4,5, 92,93, 94, 95].

YpoBenb yoeaurTeabHOCTH pekoMeHnaanuii — C, ypoBeHb 10CTOBEPHOCTH 10KA3aTeJIbCTB — 5

. PexoMeHI0BAHO TMAalMEHTKAM C KJIACCUYECKOM TOMOLIMCTUHYpPUEH, M TMalHUEeHTKaM ¢

nedurmrom MTHFR monyuatomum 6etans (OMOI0THYECKH aKTUBHAS T00aBKa) MPOJOIKUTH
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TAHHYIO TEpamuio0 BO BpeMsl OCPEMEHHOCTU C IIENbI0 TMOAJCPKAHUS IIEJIEBOr0 YPOBHS
TOMOIIMCTEHHA B KPOBHU M, COOTBETCTBEHHO, MPEAYNPEKIACHUS ociokueHun [4,5,80] .
YpoBenb yoenuteabHOCTH pekoMenaanuii — C, ypoBeHb I0CTOBEPHOCTH 10KA3aTeJILCTB — 4
KomMmenTapuii: umeromces oanusie o 6e3onacHocmu npumeHenuss bemauna 60 6pems
bepemennocmu
. PexomenoBano OepeMeHHBIM MalMeHTKaM ¢ kiaccuueckol ['LY, mnomywaromum
PECTPUKTHBHYIO IUETY, Oojiee 4acToe MPOBEACHHUE KOHTPOJISI MOHHUTOPHPYEMBIX Ha (OHE
TAHHOTO JICYCHHUsI TOKazaTelell B KpoBU (cM. pasnen «JlabopaTropHble TUarHOCTUYECKUE
UCCIIEIOBAHUS») C LEIbI0 IPEIYNPEXICHUS HYyTPUTUBHOM HEJOCTATOYHOCTU U 0OecTieueHHs

MOJHOIIEHHOT0 pa3BUTHs 1oAa [4,5] .

YpoBensb yoeaurebHOCTH pekoMeHaanuii — C, ypOBeHb J0CTOBEPHOCTH 10Ka3aTeJbCTB — 5

. PexomenaoBaHo yBenuyeHHE YHOTpPeOJIEHHS METHOHMHA MAalMEHTKaM C KJIACCHYECKOU
TOMOIIUCTHUHYpUEH BO Bpems OepeMeHHOCTH Ha (OHE TIIATEIBHOTO  KOHTPOJIS
MOHHUTOPHUPYEMBIX MTPH TOMOIUCTHHYPHUH U AUETOTEPAIINY MTOKa3aTelNeil B KpOBU (CM. pazjien
«JlabopaTopHbIe TUArHOCTUYECKHUE MCCIIEAOBAHMS») C LENbI0 00ECIIeYeHHUs MOTHOEHHOTO
pa3BUTHUSA IJI0]1a, 1OCJIE POJOB BO3OOHOBHUTH PECTPUKTUBHYIO AUETY B IIpexKHEM o0beme [5].

YpoBenb yoenureabHocTH pekoMeHaanuili — C, ypoBeHb A0CTOBEPHOCTH J0KA3aTeJIbCTB — S5

KommenTapuu: nocie pooos nompebienue MemuoHUHa ciedyem CHU3UMb 00 VPOGHs, He

npesvluiaueco maxkogou 00 depemenrnocmu. Ilpu smom ciredyem obecneuums nompeOHOCMU 8

benke, pexomenoyemvie BO3 / PAO / YOOH (World Health Organization/Food and Agriculture)

Organization of the United Nations/United Nations University) 6 nepuood rakmayuu. 0OnOJIHUMeIbHO

20 2 6enka 6 Oenv, uepes 6 mecayes - donoaHumenvho 12,5 2 6 denv. Hexomopwie uz Hux Heobxooumo

6600UumMb 8 8uUde cmecell, He Co0epHCAuWUX MeMUOHUH, MO0 KOHMPONIeM OUOXUMUYECKO20

MOHUMOPUH2A, NPOBOOUMO20 NPU 20MOYUCMUHYPUL (CM. pazoen «JlabopamopHble Ouaznocmuueckue

UCCIe008AHUAY).

. PexomengoBano BceM 6epemeHHBIM ¢ Kitaccuueckout I'IIY u nedpunmrom MTHFR ¢

nepunuToM (honreBolt KUcIoThl U BUTaMuHA B12 npuem ¢donueBoit kuciaoter** (kak MuaumyMm 400

MKT), Tipu eunuTe BuTaMuHa B12 - nonogHUTENsHOE BBEEHUE IIpenapara rpymnmnsl ButamMmud B12

(IMaHOKOOAJTaMHH M €r0 aHAJIOTH)C IETbI0 KOPPEKIMH HEJOCTATOYHOCTH TaHHBIX BHUTAMHHOB

(onmeBoil KUCIOTHI — JOMOJHUTEIBHO C IENbI0 MPO(UIAKTUKHU JePEKTOB pa3BUTHSI HEPBHOU

TpyOkH y mioza). [5,80,96].
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YpoBeHs yoenuteabHOCTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH J0KAa3aTeIbCTB — 4

KomMmenTapum: y paoa 6epemeHHbIX RAYUeHMOK ¢ KIACCULECKOU 20MOYUCTIUHYPUEU MOJCEM, KpOMe

mo2o, 0OHAPYIHCUBAMbCS deuyum Opyeux eUMAMUHO8, a makxdice yuuka, cenena [5,80] .

3.2 Xupypruueckoe Je4yeHue

Heobxooumocms  xupypeuueckoco newenus (3Kcmpakyus —Xpycmaiuka O0OHO-  UU
08YCMOPOHHSI5L) ONpedensnemcst 6PA4OM-0QmanrbMoI020M.

Ilpu cobniodenuu coomeemcmeyiouwux aHecmesuosI0SULecKux mep npedoCmopPONCHOCIU U
COBPEMEHHBIX MUKPOXUPYPSUHECKUX MemOo008 DPUCKU, CBA3AHHbIE C XUPYPSUUECKUM JleueHUuem
2NIA3HBIX OCONCHEHULl 20MOyucCmuHypuu, cHudcaromes. Cinedyem paccmompems 803MONCHOCHIb
XUpYpeuuecko2o jiedenusl, 0COOEHHO 8 CAYUASIX NOGMOPHO20 BbIBUXA XPYCMANUKA 8 NePeOHION KaMep)y
U 21ayKoMbl U3 3paukoeozo oaoxa. Eciu evlopan xoncepeamuehwlll, Hexupypeuueckuil nooxoo,
9MUX NAYUEHMO8 HEOOX0OUMO MWAMENIbHO HAOII00Amb HA NpeoMen NOBMOPHBIX INU30008 BbleUXA

xpycmanuxa [19] .

0 PexomMeHI0BaHO MPpH OPTATEMOJIOIHUSCKUX ONEpaIisaX OTAaBaTh MIPEANOUYTCHUE HCIIOIb30BAHUIO
MECTHOM aHECTe3WH Yy TIAlUEHTOB 0€3 MEHTAJIbHBIX HAPYNICHUH, YYUTHIBAs OOCOOCHHOCTHU
AHECTE3UOJIOTHICCKOTO IMTOCOOUSI, 00YCIOBICHHBIC PUCKOM TPOMOOIMOOINISCKUX OCIIOKHEHHH ITPU
obmem Hapko3e. [larmeHTamM ¢ MEHTaJIbHBIMHA HAPYIICHUSMHU WU MPH JPYTHX XUPYPTHUCCKUX
BMEIIATENLCTBAX PEKOMEHJyeTCcsl MpoBeleHUuEe oOImeld aHecTe3nu (TOTalbHash BHYTPHUBEHHAS
aHeCTe3usl, MHTASIIIMOHHBINA HapKo3 (Hampumep, ceBodaypan**)[4,5,59,81, 97] .

YpoBeHb yoeauTeabHOCTH pekoMeHaanuii — C, ypoBeHb T0CTOBEPHOCTH 10KA3aTeJIbCTB — 5
KommenTapuu: /lpumenenue pecuoHaibHulx Memooos anecmesuu (INUOypaibHol, CNUHAIbHOU)
CONPOBOIHCOAECMCSL NOBLIUEHUEM PUCKA MPOMOOIMOOIULECKUX OCTONHCHEHUU, 00YCI08IEHHbIX
cumnamuyeckum OJ10KOM, nepugpeputeckum cocyOUCmvlM CmMAa3oM HA YPOBHe MUKPOYUPKYISYUL.

l[eﬂ;wu AHecme3uo02U4ecK020 nocooust O0JIHCHbL ObIMb .

o no00epIHCcaHUue 8bICOKO2O CepOetUH020 8blOPOCA U A0EKBAMHO20 8PeMEHU YUPKYIAYUU
Kpo8u;
o npedomepaujenue mpomooIMoonUl;
o CHUDICEHUe — nepugepuueckoco  coCyOUCmo20 CONPOMUBTEHUS. u
ViyyYueHue
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nepughepuueckou neppysuu,
o npeoomepaujerue 0ecuopamayuy U 2Uno2IuKemMul; O bvicmpoe

60CCmMaHoeB/eHue nayuerma u pantisl 6EPpMUKaIuU3ayusl.

B npeoonepayuonnom nepuooe neob6xo0umo nposooums:

1.
2.

Aoeksamnoe nevenue u Ouemomepanuio 0 NOOOEPHCAHUSL HUZKO20 YPOBHS MEMUOHUHA,
Ilpu naanuposanuu Xupypeuueckux emeulamenbcme 0053amenbHoe UsMepeHUue YpPOGHs
VDOBHS 20MOYUCMUHA/2OMOYUCMEUHA 8 CbIBOPOMKE KPOBU. MU 3HAUEHUs O0INCHbI ObIMb
<45-50 mxmonv/n, mMak Kak Npu MNOBLIUEHHLIX YKA3AHHBIX NOKA3AMEeNAX HAPKO3 U
onepamusHvle MeuamenbCcmed NPOMuEONOKA3AHbL.

Iayuenm oondicen Haxooumvcsi NOO HAONOOEHUEM B8PAYA-2eMAamono2a/8paia-0emcKo2o
OHKOI02A-2eMAMOI02d.

Monumopune cKpunuH208bIX NOKA3aMeNell 2eMocmasa: npompomounosoe, mpomouHosoe,
AKMUBUPOBAHHOE YacmuiHoe mpomooniacmunogoe apems, ubpunozeH, /I-oumep, ubpun
— MOHOMED.

AodexeamHyro npeodonepayuorHyo cuopamayuro (npumeHnerue UH@DY3UOHHOU mepanuu 8
obveme 1,5 gusuonocuuecxoti nompedonocmu. 1:1 pacmeop dexcmposvr™* 5% u pacmeop
Hampus xaopuoa™** 0,9%) ¢ monumopuposanuem 01eMuUecKol Hazpy3Ku 0OUWenpuHAmosiMu
Memooamu 60  usbexcanue eunepeuopamayuy. Ilpogunaxmuxky  ecunepkoacynrayuu
HAa3HAYeHueM  NpeonoumumenbHo  NpPoBOOUMb  NPEnapamamu  Spynnvl  2enapuHd
(Huzkomonekynsapuole  2enapumvl). OOHako 6 Hacmoswee 6pems OKOHUAMENbHbIX
peKomeHoayuli no NpPUMEHeHUr0 OAHHbIX JIeKAPCMBEHHbIX NpPenapamos y NAyueHmos ¢
comoyucmunypueti neped onepayuei Hem. Heobxooumocmv 6 ux npumenenuu ciedyem
onpedenams unousudyarvio. Taxoce ¢ yenvio npogpunakmukuy mpom60308 ciedyem

HazHa41ambv HOULeHUEe KOMNPEeCCUOHHbIX Y)J10K.

B unmpaonepayuonnom nepuooe yenecoobpasno npogooums ciedyoujue MeponpusmusL:

1. Iloooepoicanue cepoeunoll pyHKyuUU ¢ 8bICOKUM CEPOEUHBIM 8bIOPOCOM
2. Ilpumenenue  snacmuuynblx  OUHMOB  UAU  YYIOK  OA  NPeOYynpertcOeHus
nepughepuyeckoeo 3acmos Kposu
: ** 5% nononam ¢ pacmeopom Hampus xaopuda**
3 Ipumenenue pacmeopos dekcmpo3bvi
0,9% 0o mex nop, noka nayuenm cmodcem NPUHUMAMb HCUOKOCMb NEPOPATLHO C Yelblo

npeoynpexicoeHus 2unociuKemuu (no0 KOHmpoiem, 80 uzbexdcarue cunepeuopamayui)
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4. Cnedyem uzbecamv npumeHneHus OuHUMpO2eHA OKcud**, max Kak npu e2o
UCNONIL30BAHUU  BO3MOJICHO NOBLIUEHUE YPOBH 2COMOYUCMEUHA 8 KpOBU 3d Cuem
UHUOUPOBAHUSL (hepMeHMa MeMUOHUH-CUHIMA3bL.

5. Ilpomusonokazano npumenenue oOnUOUO08 (HAPKOMUYECKUX Npenapamos) u

aHecmemuKkoes, 8bl3bl8AIOWUX YCHEMEHUE ObIXaHUs

B nocneonepayuornnom nepuooe credyem nposooumow:

1. Monumopuposanue cocmosnus nayuenma 6 meyerue 48-72u Ha npeomem B03MON’CHO2O
passumusi mpomoO0oIMOOIUYECKUX OCTIOHNCHEHULL

2. Bo3MOJICHO NOOKOJCHOE 68edeHue npenapama 2epynnvl 2enapuHa (HU3KOMOIEeKVIAPHO20
2enapuma) 00 mozo 8pemeHuU, Ko20a NaYUeHm CMONCem 6Cmasamy,

3. Monumopupoeanue ypogHs 2110K03bl 8 KPOBU C YENbI0 NPEOYNPeNCOeHUsl SUNOTUKEMUU,

4. PauHioro eepmuxanuzayuro, npu 03MONCHOCU,

5. Pewenue o nHeobxooumocmu npooOaHCeHUuss NPUMEHEHUs. AHMUMPOMOOMUYLECKUX CPeOCm8
(aHMUKOAYIAHMO8 U AHMUASPE2AHMO8) clledyem NPUHUMAMb COBMECHHO C XUPYP2OM U
aAHecme3uo1020M-peanuMamono2oM Ha OCHOBAHUU OYEHKU PUCKA PA3BUMUSL KPOBOMEUEeHUs
Bosmooicnvie ocnooichenuss npu Xupypeuueckux emMeuamensCmeax:

o CnonmaHuas mpom60IM601uUs; KIUHUYECKUE NPOSABILEHUSL 8 3A8UCUMOCTU O NOPANCEHHO20
opeana. Cepbe3HbiMU OCIOHCHEHUAMU MO2Yym Oblmb: ampoghusi 3puUmenbHO20 Hepad, ceMunapes,
apmepuanvbHas eunepmensus 6ciledcmeue UHGapkma nouky, NApPYUAIbHble SNUTenmudecKue
NpUNAaoOKU U mpomoosmMbonus ne2ounol apmepuu. o Iunociuxkemus — Modcem pazeUmMvCs
gcreocmeue HapyweHus cekpeyuy UHCYIuHa y NayueHmos ¢ 6blCOKUM YPOGHEM MEMUOHUHA 8
cvlgopomke Kposu. Jlannoe ocnodxcHeHue modcem Oblmb NPeoomepauieHo OONOIHUMENbHbIM
88e0eHUeM 2lH0KO3bl 8 NepUo0, K020a NAYUeHm He NOLydaem nuuyy.

Baosicno ommemums, HUmMO 6 HacmosAuiee e6pema Oomcymcmeyrom 0¢ul{uaﬂbﬂble

pekomeuoauuu, OCHOG6AHHbIE HA paudomusupoaannbtx uccneooeaumlx, no npoeeOeHulo oﬁmeﬁ
anecme3uu y nauueénmoe ¢ zomouucmuuypueﬁ. Hpedcmaeﬂeuubte eébluie pelcomeudauuu
OCHOG64HbL Ha Me.)lcoyHaPOOHOM onvlme OmMOEAbHBIX IKCcnepmoeé no anecmesuoiocuu —

peanumamonozuu é oonacmu ophannvix 6o1e3ueil,
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4. MeauuuHckas peaOMJUTANMS W  CAHATOPHO-KYPOPTHOE  JieYeHmue,
MeIMIMHCKUE TOKA3aHUSI M MNPOTHBONOKA3AHWUS K TPUHMEHEHUI0 METO/0B
MEIUIUHCKON peadWIMTAlMU, B TOM 4YMCJ€ OCHOBAHHBIX HA HCIOJb30BAHNHU

NPUPOJAHBIX Je4eOHBIX (PAKTOPOB

Peabunumayuonnvie meponpusamusi Hanpasnenvl HA KOPPEKYUio HAPYUIEHUL 3PEeHUsl,
KOCMHbIX Oeghopmayuti, Kapouo8acKyIAPHbIX HAPYULEHUN, 08U2AMENLHO20 U HEPBHO-NCUXUYECKO20
passumus. Yuumolgas noaumop@Hocms KIUHUYECKUX NPOAGIEHUU U OCIONCHEeHUl 3a00/1e8anus,
npoguns u 06vem peaburUMayUuoOHHbIX MEPONPUAMUL OOJHCEH 3asuUcems Om opmbvl U cmeneHu
HapyweHuss — (YHKYUOHUPOBAHUA U  OSPAHUYEHUL  JICUSHEOesmelbHOCmU U 300p06bs
chopmynuposanuvix 8 coomseemcmeuu ¢ Medxcoynapoonou Kraccuguxayuu QyHKYUOHUpOBaHuUsl,
02panuyeHull HcuzHeoesmerbHOCmu U 300p08bs demetl u noopocmkos [82,83] .
. PekoMenzoBaHO TmanueHTaM C TOMOIMCTHHYPHEW TOCie TEPEeHECEeHHOT0 WHCYIbTa
MIPOBONTh PEAOHIIMTAIMOHHBIC MEPONPHUSATHS COTJIACHO COOTBETCTBYIOIIMM PYKOBOACTBAM IIO
o01muM npuHIUnam [84] .

Yposenb yOeaureqabHocTH pexkomenpamuid — C, ypoBeHb JMOCTOBEPHOCTH
JA0Ka3aTeJbCTB — 5

Kommenrapuu: npumensiomcs memoouku ¢ yenvio  y8eaudyeHus  NOCMYpaibHOU
CMAOUTLHOCIU U CUMMEMPUYHOCTNU OBUNCEHUL, HANPABIEeHHble HA MUHUMU3AYU Oedopmayuil
cycmasos, cooeticmeaue KOMMYHUKAYUU, KOZHUMUBHOU U COYUANbHOU adanmayuu
. PexoMeHa0BaHa KOHCYJIBTAlUS W, TPH HEOOXOJAMMOCTH, 3aHSATHS C MEIHIIMHCKUM
TICUXOJIOTOM MainueHTam ¢ kiaccudyeckor 'Y u ux ponurensiM/3aKOHHBIM TIPEICTABUTENSM C
[ENbI0 OKa3aHWs TIOMOIIM B TPUHSATHU JHArHO3a, IMOJICPKKH IMPUBEPKEHHOCTH K TEpaIlu,
OKa3aHHUs OMOUIM MPH MCUXOJIOTUYECKUX MTPpo0IeMax, XapakTepHbIX i 3a0oneBaHus [85].

YpoBenb yOeauteqbHOCTH pexoMenaanuii — C, ypoBeHb  /10CTOBEPHOCTH
A0Ka3aTeNbCTB — 4

5. IlIpodunakTuka U AMCNIAHCEPHOE HAOII0IeHNEe, MeIMIIUHCKHE TIOKA3aHUS U

NMPOTHBOIIOKA3aHUA K IPUMCHCHHUIO METO/10B IlpO(l)l/lJIaKTI/IKI/I

5.1 llpopuirakTuka
IIpoghunaxmuueckue mepvi 6KIIOUAIOM MEOUKO-CEHEMUUECKOe KOHCYIbMUPOSaHUe U npoeedeHue

NPEeHamanbHOU OUASHOCUKU 8 UHGDOPMAMUBHBIX CeMbAX (eClU U38eCmeH 2eHOmun npobanoa).

34



* PekoMeH10BaHA KOHCYJIBTALIMS BPA4a-reHETUKA CEMbAM C OTATOLICHHBIM aHaMmHe3oM 1o 'Y ¢
LENBI0 Pa3bsICHEHUH TEHETHYECKOTO pHCKa, OOCYKICHHS BO3MOXKHOCTEH NpeHATalbHOW U
MPEUMILIAaHTAIIMOHHOM TuarHoctuku [4,86,87].

YpoBenb yboenureabHocTH pexoMmenaanuii C (ypoBeHb 10CTOBEPHOCTH J0Ka3aTelbCTB —5).

KomMmmeHnTapuu: yyumsieas aymocomHo-peyeccushviii mun Haciedoganus ecex ¢popm 'Y, ona

Kasicool b6epeMeHHOCMU DPUCK podcOeHus pebeHKa ¢ OaHHbim 3abonesanuem cocmaeisem 25%.

Ilpenamanvnas oOuacHocmuka npoOBOOUMCS MONEKVIAPHO-2eHEMUYECKUMU Memooamu, nymem

uccneoosanus /J[HK, evloenennotl uz buonmama 0pcuH XOpUoHa u/uiu Kiemox amMHUOMUYEecKoll

AHCUOKOCU U/ UnU NI0OHOU Kpoeu. Heobxooumo obcredosanue pooumenei nayueHma ¢ yeivio

8bIAGNEHUS 2eMEPO3USOMHO20 HOCUMENLCMEA C NOCAEOVIOUWUM UCNONb30BAHUEM De3VIbMamos

006cnedosanusl npu NPOBeOeHUY NPEeHaAMaibHOU OUACHOCMUKU. Yuumbvleas 603MO04CHOCMU mepanuu
3a6o1esanus credyem 06CyOUms ¢ cemvell 6ce pucKku npu nposedeHuU NPeHamaibHol OUaZHOCMUKU,

pasvsachums 3¢hgexm om pannezo navana mepanuu [5,9].

* PekomenioBano manuentam ¢ I'1lY, kak 01HOTO U3 BapHaHTOB HApYIIEHHUsI 0OOMEHA aMUHOKHCIIOT,
MPOBEJCHUE BaKIMHAIIMKM BCEeMHM BaKIMHAMHM COTJACHO  HAI[MOHAJIBHOMY  KaJIeHJaplo
NpOoGUIAKTUYECKUX TPUBUBOK C IENBIO MPEIOTBPAIECHHS BAKIIMHOYIIPABIIEMBIX HHPEKINA 1 X
ocloXkHeHuH [98].

Yposens yoenuteabHocTH pekoMenaannii C (YypoBeHb 10CTOBEPHOCTH J0KA3ATEJILCTB —5)

KommenTapuu: oanusix o nanuuuu y nayuenmos c I'L]Y neobvlunwix peakyuti Ha 6aKYUHAYUIO HEM.

5.2 JAucnancepHoe Ha0/I0IeHUE

Ipu xknaccuueckoti I'L]Y uacmoma uccredosanuii 3a8ucum om msxcecmu meyenust O01e3HU
(Hanpumep, Hanuyue/omcymcemeue 3Qpgdekma om mepanuu NUPUOOKCUHOM™*), npoodumoli
mepanuu, NPUBEPHCEHHOCMU NAYUEeHMA K HAZHAYEHUAM 8payid, 803pacma U HAIUYUS OCTIONCHEHULL 8

anamuese (Hanpumep, mpomoo3svl).

° PexoMeH10BaHO B Ipoliecce KOMILJIEKCHOTO JieueHus: nanuentoB ¢ ['LlY ocymiecTBisTh
KOHTPOJIb TOKa3aTeseil o0Iero (KIMHWYECKOTrO) aHalin3a KPOBH Pa3BEPHYTOTO, OOIIEro
6enka, MccnenoBanue ypoBHs allbOyMUHA B KPOBHU, TPeaibOyMUH, TIIFOKO3bI, CLIBOPOTOYHOTO
&KeJe3a, aHaIK3 KPOBH OMOXMMHMYECKOT0 O0IIeTepaneBTHYECKOro (OLeHKa (PYHKIIUU TOYEK:
HccnenoBanme ypoBHsS MOYEBHHBI B KpOBH, lcciemoBanne ypoBHSI KpeaTHHHWHA B KPOBH;
oneHka (Qynkuuu nedenu: HccrnenoBaHue ypoBHsS ainbOymuHa B KpoBH), VMccnepoBanue
ypOBHS (heppUTHHA B KPOBH JUIs OLIEHKU HYTPUTUBHOTO CTaTyca, QYHKIIMU MEYEHHU U MOYEK,
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KOJMYECTBEHHOTO ONPE/IEIICHUs YPOBHSI aMUHOKUCIOT B KpoBH (KomIuiekcHoe omnpeneneHue
KOHLIEHTPAallUd HA aMUHOKHCIJIOTBI U allMJIKAPHUTUHBI B KPOBH METOAOM TaHIAEMHON Macc-
CIEKTPOMETPHUH), YPOBHS TOMOLMCTEMHA B KPOBU ISl OLIEHKHM HYTPUTHUBHOIO CTaryca,

(yHKIMM TTIEYSHU U TTOYeK [5,9]

YpoBenb yoenuteabHocTH pekoMenaanuii C (ypoBeHb JO0CTOBEPHOCTH J0KA3aTeIbCTB — 5)

KoMmmenTapuu: oowuii (kiunuueckuti) ananuz Kpou pazeepHymulili KOHMpoaupyemcs He peogce 1

pasa 8 200. Konmponuposame nabopamophvie noxazamenu (20MOYUCmMeuH, MEMmuoHuH, 8 niasme

Kposu) pexomendyemcs He pedice 1 paza 6 200, codepaicanue sumamuna B12 u ¢honuesoii kuciomol 8

naasme Kposu Onpeoeislom NO NOKA3AHUAM. B3pociviv nayuewmam ¢ noiHviM Omeemom Ha

#nupuooxcun™** yposenv comoyucmeuna 8 Kposu MOHUMOPUPYIOM 00bIYHO KadcOvle 6 Mecayes,

demsm Ha Ouemomepanuu ¢ pe3ucmeHmuou ¢opmoi (b6e3 omeema Ha NUpudokcun™**) -

uccnedosanus npogoosimes yawje. Y nayuenmos ¢ Bes-uyecmeumenvnou gopmou I'L]Y, yenesoi

ypogens tHcy naazmul oondcen 6vimv <50 mkmonv/n. /lanuvie 3HaueHus 0ObIYHO He OOCMUSAIOMCS Y

nayueHmos ¢ 4acmMUuyHOU uyecmeumenbHocmvio K #Hnupuookcumy™** Hmerowuecs nybruxayuu

CBUOEeMEeNbCMBYIOm 0 MOoM, 4mo y nayuenmos ¢ Be-pesucmenmmuou gopmou I'l]Y npuemnemot

MOXMCHO cuumamb Konyenmpayuio tHcy oxkono 120 mxmonwv/n, npu 3mom ciedyem Cmpemumscs

noooepaicusams ypogens tHey <100 mxmons/1, 00HaKo 0aHHAsA peKOMeHOayusl ewje OUCKYMUPYencs.

Yposuu memuonuna, amunoxuciom 6 kposu 6 pesyibmame nedenuss O0JHCHbL ObIMb NPUOIUINCEHBL K

pegepercuvim  8o3pacmubiM  3HaueHusm). Hedocmamounoe nompebrenue Oenrka — aensiemcs

NPUYUHOU 3A0epHCKU husuyecko2o pazeumus u akpodoepmamuma. Ilo pezynemamam nposooumcsi

Koppekyus ouemwl. [lankpeamum saensemcs peoxum ocnodcHenuem I'L]Y, noamomy Onpedenenue

AKMUBHOCMU NAHKPEAMU4eCKOU aMUIA3bl 8 KPOBU HYICHO NPOBOOUMb NO NOKA3AHUSM.

° PexomenaoBaHo omnpeaeneHde ypOBHS OOIIETO KalblHsl, WOHHU3UPOBAHHOTO KaJbIIHS
Heopranuyeckoro ¢ocdopa B KpoBH, OOIIEro MarHus B CBIBOPOTKE KPOBH, aKTUBHOCTb
menoyHou gocdarassl, Mccnenoanue yposus 25-OH sutamuna D B kpoBu, MccnenoBanue
YPOBHS TIAPaTHPEOUTHOTO TOPMOHA B KpoBW marueHTam ¢ ['1[Y — ¢ menmpio OIeHKH
MeTabonr3Ma KalbIys U KOHTPOJISI OcTeoneHuu [5,9].

Yposens yoeauteabHocTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3ATEJIbCTB — 5)
KomMmmenTapuu: ucciedosanus nposoosames exce2o0Ho

° PexomennoBano OrmpeneneHue ypoBHsS BUTamMuHa B12 (umaHoko0aimamMuH) B KpOBH,
HccnenoBanue ypoBHs (honmeBoil KUCHOTHI, MccienoBanue ypoBHs (eppuTHHA B KPOBH

nauuentam ¢ ['Y ¢ 1enbio olleHKH HYyTPUTUBHOTO CTaTyca — €XKeroaHo [5,9].
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YpoBenb yoenuteabHOCTH pekoMenaanuii C (YpoBeHb JOCTOBEPHOCTH I0KA3aTeJbCTB — 5)

o PexomengoBano nanuentam ¢ I'LlY nccnenoBanue ypoBHs KpeaTHHMHA B KPOBH,
HccenenoBanue ypoBHS MOYEBUHBI B KPOBH, McciienoBaHne ypOBHsI MOYEBOM KHMCIIOTHI B KPOBH,

HccnenoBanne ypoBHs 1mcratiHa C B KpoBH, lccinemoBaHue YpOBHS KaJbllUsi B MOUE,
HccnenoBanue ypoHs hocdopa B moue, Onpenencuue Oenka B Mmoue, OnpeencHue anp0yMruHa B
moue, OnpeieNieHre KOJIM4ecTBa OeJika B CYyTOYHOW MOYE C IIEJIbI0 OI[CHKH IMOYEYHOH (DYHKIIMH — HE
pexe 1 pasa B roj, HAaUMHAS ¢ 6-JICTHErO BO3pacTa WM paHee — MPU HAPYIMIEHUU (PYHKIHUU TOYCK.
Hccnenoanne GpyHKIMK HEGPOHOB MO KIUPEHCY KpeaTuHUHA (1Tpoba Pebepra) — mpu OTKIOHEHUSIX
OT HOPMBI BBILIEYKa3aHHBIX apaMeTpoB[5,9] .

YpoBenb yoeaureabHocTH pekoMenaanuii C (ypoBeHb JOCTOBEPHOCTH [I0Ka3aTeJbCTB — 5)
KommenTapuu: xmupenc kpeamununa (ckopocmuv — Kiyboukogou ¢uabmpayuu) ciredyem
paccuumviéames no gopmyne (pacwemmuas no gopmyne I[lleapya) — (yciyea omcymcmeyem 6

Homenxnamype meouyunckux ycuye)

° PexomMeH10BaHO OCYIIECTBIATH KOHTPOJIb HYTPUTUBHOIO CTaTyCa C KOPPEKIUEH MTUTAHUS B
3aBUCHUMOCTH OT cocTosiHus manuenta ¢ 'Y u ero TonepantHocTH k 6enky [5,9].

YpoBenb yoenutenbHocTH pekoMenaauuii C (ypoBeHb JOCTOBEPHOCTH J0Ka3aTelbCTB — 5)

KomMeHnTapuu: Kowmponv ¢axmuueckoeo numaHus (XUMUHECKO20 COCMA8A payuoHa) O

npeoynpexicoeHus pazeumus 0eQuUyUmMHsLX COCMOAHUL NPOBOOAM Y Oemell Nep8o2o 200a HCUHU - He

peace I paza 6 7-10 ouetl, y nayuenmos cmapuwie 1 2cooa — 1 paz 6 1-3 mecaya.

o PexomennoBano namuentam ¢ I'LlY npoBenenue ynpTpazBykoBoro uccienoanus (Y3M)
OpraHOB OPIOIIHOM MOJOCTH M ToueK (YIIbTpa3ByKOBOE HCCIIEIOBAHUE OPTaHOB OPIOIIHOMN
MOJIOCTH (KOMILJIEKCHOE), YJIbTPa3ByKOBOE MCCIEIOBAaHUE IOYEK) M0 IMOKa3aHUSM, B TOM
qrcye npu O0JIX B )KUBOTE, B CBSI3U C BO3MOXXHOCTBIO Pa3BUTHS ITAHKPEATHTOB U IMOPAKECHUS
nouek [5,9]. YpoBenb yOeauresbHOCTH pexkoMeHaannii C (ypoBeHb J0CTOBEPHOCTH
JI0KA3aTeJbCTB — 5)

KomMmenTapuu: xpamnocms npogedenus onpedensiemcs UHOUSUOYATbHO

O PexomenaoBano nauueHtam ¢ ['TlY ocMmoTp Bpaua-odTanbMosora Npu HAIMYUU MTOJI03PEHUI Ha

MOpaKCHUEC OpraHa. ITanueHTHl ¢ MNOoAO3pCHUECM Ha TJIAYKOMY HJIM YCTAHOBJICHHBIM IWAarHo30M

CTaBSTCA HA JUCIAHCEPHBIM y4YeT B MOJUKIMHUKE C YaCTOTOM OCMOTPOB MOCJE XUPYPTHUECKOIO
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neueHus yepes 1 Mecsiy, mpu cTabMmiIbHOM TedeHuH — 1 pa3 B 3—6 mecsieB. O4eHb BaXKEH peryIspHbIT
KOHTPOJIb 3@ BHYTPHUIJIA3HBIM JIaBJICHUEM, pa3MepaMu Iia3za, OCTpOToM 3peHusi[S,9] .

YpoBens yoeautenbHocTH pekoMenaannii C (YpoBeHb 10CTOBEPHOCTH J0KA3aTEJbCTB — 5)
KomMmmeHnTapuu: kxpamrocmos npogederust onpeoesiemcs UHOUBUOYAIbHO, HO He pedice 1 paza 6 200.
O PexomennoBaHo HaOmoneHue manuenta ¢ ['1[Y mocre BeIMUCKY U3 CTaIlMOHApa B aMOYIaTOPHO-
NOJUKIMHUYECKUX YCIOBUSAX BpAadOM-TIEAHATPOM/BPadyOM-TEpAieBTOM/BpadoM OOIIEeH MPaKTHKH
(ceMelHBIM BpadoM), BpauOM-HEBPOJIOTOM, BpauOM-JAHMETOJIOTOM, C IIeJIbI0 CBOEBPEMEHHOM
KOPPEKIIUU Teparuu Ipu HeoOX0uMOoCTH[5,9] .

YpoBens yoenureabHocTu pekoMenaanuii C (ypoBeHb JOCTOBEPHOCTH /I0Ka3aTeabCeTB — 5) [
PexomenaoBaHa KOHCYJbTalUsl Bpaua-reHETUKA UM Bpaya Auerosora nauuentam ¢ 'Y c nensio

HAa3HAYCHUS U KOPPCKIHUU AUCTOTCPAIINHN, OCYIICCTBIICHUA KOHTPOJIA 3a ee CO6J'II-OI[€HI/IGM

[5,9].

YpoBenb yoeaureabHocTH pekoMenaanuii C (ypoBeHb JOCTOBEPHOCTH [0Ka3aTeJbCTB — 5)
KomMmenTapuu: unmepaganst medncoy usUmamu 00JHCHbL ONPeoensmvbCs UHOUBUOYATLHO C YYemom
gozpacma, msaxcecmu  3a001e8aHUs, CMAOUILHOCMU 0OMeHa  eewecms U  COONOOeHUs.
ouemomepanuu. llocne ycmanognenus ouasnosa 0as 6cex NAYUeHmo8 HeoOX0OUMO NPOBOOUMb
MOHUMOPUHE aumponomempudeckux noxazameneil (1 pas 6 mecay 6 sozpacme 0o 1 2ooa, 1 pasz 6 3
mecayes om 1 0o 3nem, 1 paz 6 6 mecayes om 3 0o 7 1em u oanee I pas  200), ¢ maKou xHce 4yacmomou

npoeodumc;z MOHUMOPUHS U KOPpPEKYUAL ouemu4ecko2o 1e4eHusl.

0 PexoMeHA0BaH MYJIbTUIUCIUIUIMHAPHBIN MOAX0/ K HAOIIOACHHIO U JeueHuto nanueHTos ¢ ['T[Y

CHeHaINCTaMH Pa3HbIX Npoduiiel (BpauoM-IeANaTPOM, BpauyOM-TEPANIEBTOM, CEMEHHBIM BpauoM,

BpPauYOM-TCHCTUKOM, BpPavYOM-HEBPOJIOIrOM, BpaduoOM-AUCTOJIOIOM, BpauoM-
TPaBMATOJIOTOMOPTOIICAOM, Bpa‘{OM-SHIIOKpI/IHOJ'IOI‘OM/BpaLIOM-,Z[eTCKI/IM SHAOKPHUHOJIOTOM,
Bpa‘-IOMI(ap,Z[I/IOHOFOM/Bpa‘{OM-HeTCKI/IM KapauoJIorom, BpaLIOM-O(I)TaJ'ILMOJIOFOM, BpauoM-

CYpPAOJIOTOMOTOPHUHONIAPHHTOJIOTOM,  BPadyOM-CTOMATOJIOTOM/BPauoOM-JI€TCKUM  CTOMAaTOJIOTOM,
BpPaYOMIaCTPOIHTEPOJIOTOM, Bpa4OM-aJIJIEPTrOJIOTOM-UMMYHOJIOTOM, BpayOM-
reMaToIoroM/BpadyOMJIETCKUM  T'e€MaTOoJIOrOM, BpPA4OM-TICUXHATPOM, BpPAYOM-PEaOMIUTOIOTOM,
MEIUIIMHCKUM TICHXOJIOTOM, JIOTOMEeNIOM-AedEKTOIOTOM H JPYTMMH) C IEeJbI0 OOecredeHus

KOMILJIEKCHOM T€panuu U CBOCBPEMEHHOM €€ KOPPEKINH Py HeooxoaumocTu [5,9].
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YpoBenb yoenuteabHOCTH pekoMenaanuii C (YpoBeHb JOCTOBEPHOCTH I0KA3aTeJbCTB — 5)
KommenTapuu: Koucyrsmayuu cneyuanucmog HazHauyaromes no nokazanuam. Pooumenu u

83pocible nayuenmsl 00IHCHbL OblMb 00)UeHbl NPABULAM OP2AHUZAYUL MEPanUU.

6. Opranusanus oka3aHusi MeIUIUHCKOH MOMOLIH

6.1 MeponpusATHA IPH BO3HUKHOBEHHH HEOTJIOKHBIX COCTOSIHMIA

Ipununou HeomuONCHbIX CUMYAYUll NPU 2OMOYUCUHYDUU, MPeOVIOUUX IKCMPEHHOL
MEOUYUHCKOU NOMOWU, 00VCI06IEHbl BO3HUKHOBEHUEM MPOMO03a 6eH WU apmepuil, a Mmaxice
OCMPBIMU NCUXUHECKUMU PACCIPOUCTBAMU.

Heomnooicnas nomows 6 ycriosusx cmayuonapa mpebdyemcs 6 CIyuasx pazeumus ocmpoi
mpomMOOIMOOIUU, PUCK DPA3BUMUSL KOMOPOU OYeHb BbICOK NPU  PAIUYHBIX XUPYPUUECKUX
eMeuamenbcmeax U npu ypoewe 2omoyucmeura 8 naasme oonee 50 mxmonv/n. Ilpu pazeumuu
MPOMOOIMOOIULECKUX OCNOJNCHeHUU (UHpapkma uHcyibma u m.n.) MeOUYUHCKAss NOMOUb

oKasvleaemcs no coomeemcmeayrouum nponioKoiam.

7. JonmosHuTeIbHAsE MHPOpMaus (B TOM YUCjIe (PAKTOPBI, BJAUAIOLINE HA UCXO0/
3a200J1eBAHUSA WJIH COCTOSTHMS)

HpOFHOS COCTOSIHUA W YPOBHA ICHUXHMYECKOTO PA3BUTHUA MALMCHTOB 3aBHCHT OT MHOT'HUX
dakTopoB: dopmbl 3a0oneBanus (Be uyBcTBUTENbHAS UIU Be pe3sucTeHTHas) W CBA3aHHOW C Hell
TAXKECTH J3H3UMHOI'O z[e(i)eKTa; CPOKOB Ha4dala U aJ€KBAaTHOCTU CHCUHAIN3UPOBAHHOIO JICUHCHUS,
sbdexTuBHOCTH  TpodUIaKTHKKA  TpoMOodMOommu. [IporHo3 3a0osieBaHHs  OTHOCHUTEIHHO

6Har0HpH}ITHLII>’I IJI JKU3HU IIPpU paHHeﬁ JUAarHoCTUKEC U TIIATCIbHOM MeTa00JINYeCKOM KOHTPOJIC.

Kpurepuu ouieHKH KayecTBa MeIUIMHCKOMN MOMOLIH

Ne | Kputepuu kavecrBa OueHka BbINOJTHEHHUS

1. BBINosHEHO KOTMYECTBEHHOE ONPEIETICHHNE METUOHUHA Jla/Het
(KomrmekcHoe onpeiesieHue KOHIEHTpaIiy Ha
AMUHOKHCIIOTHI U allUJIKAPHUTHHBI B KPOBHU METO/IOM
TaHJEMHON MacC-CIIEKTPOMETPHUH), MPH MEPBUUHOMN
JIMarHOCTHKE U Jajnee He pexe | pasza B roa
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BrinonHeHo onpesieneHne ypoBHs 00IIero
TOMOLIMCTEHHA B KPOBU IALMEHTaM C KJIACCUYECKOU
romouucTunypueit u ¢ nepururom MTHFR npu

Ja/HeTt

MEPBUYHOM TMArHOCTUKE U Jlajiee He peke | pasza B roj

BrinonHeHa MOJIEKYIISIPHO-TEHETHYECKAs THarHOCTHKA
MalMEeHTaM C KJIACCHYECKOW TOMOIIMCTUHYPHUEH U C
nedunurom MTHFR nipu yctanoBieHun auaraosa

Jla/Het

BrinonHeHo uccneioBaHUe YpOBHS KpeaTUHUHA B KPOBH,
HccnenoBanue ypoBHs MOUYEBHUHBI B KPOBH,

Onpenenenre anbOyMIHA B MOY€ — MPU TTOCTAHOBKE
JMarHosa

Jla/Het

Bemmonneno nmanuenram ¢ I'LY uccnenosanue ypoBHs
KpeaTWHUHA B KPOBH, UCCJIEIOBAHNE YPOBHSI MOYCBHHEI B
KPOBH, MCCJIEIOBAHNE YPOBHS MOYEBOM KUCIOTHI B KPOBH,
Uccnenoanue ypoBus nucratuia C B KpOBH,
MCCIICIOBAaHUE YPOBHS KaJIbIHsI B MOUE, UCCIICOBAHHE
ypoBHs (hocdopa B MoUe, Onpe/ieicHre Oellka B Move,
orpeJiesieHue aab0yMHUHA B MOYE, ONpe/IesieHIe
KoJm4yecTBa OejKa B CyTOYHOM MOYE C LENbI0 OIICHKH
noyeuHoi (GyHKIMK — HE pexxe | pas3a B rof, HaunHas ¢ 6-
JIETHETO BO3pacTa WM paHee — IIPU HapyIIeHHH (QYHKIIUH
MOYeK

Jla/Het

Brmomaena KOHCYJIbTallus Bpada-r¢HCTHKA MalUCHTaM C
Kiaccnueckor romouucturypuet 1 ¢ MTHEFR nipu
IIEPBUYHOM TUAarHOCTUKE

Jla/Het

BrimonHeHa koHCynbTalus Bpadya-oPTaabMoIora u
odrameMockonus (MIpH MOCTAHOBKE TUATHO3a U TIPU
MOI03PEHUH Ha HKTOMHIO XPYCTAINKA) MAIUEHTaM C
KJIACCUYECKOW TOMOLUCTUHYPHUEHN C 4aCTOTOM OCMOTPOB
MOCJIe XUPYPrUUeCKoro JieueHus uepe3 1 mecsu, npu
cTabuiabHOM Te4eHuu — 1 pa3 B 3—6 mecsIeB.

Ha/Het

BhInosIHEH KOHTPOJIb HYyTPUTUBHOTO CTaTyca C
KOppEeKIHMeNH MUTaHus IPU TOMOLIUCTUHYPHUH Y AETEN
IIEpPBOTO roJia )KU3HM - He pexe 1 pa3a B 7-10 nHel, y
nanueHToB crapire 1 rona — 1 pa3 B 1-3 mecsua.

Ha/Het

KoHcynbTanus Bpaya-HEBpOJIOra Py 04aroBou
HEBPOJIOTMYECKON CUMIITOMATHKE NAlUEHTaM C

KJIACCMYECKON TOMOLIMCTUHYpUEH U ¢ TeDUITUTOM
MTHFR

Ja/Het

10.

BeinonHena MarHUTHO-pe30HAHCHAsE TOMOTrpadus /1iu
KT anruorpagus ronoBHOro Mo3sra (Ipu MoJ03peHUH Ha
UHCYIIBT)

Ma/Het
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11.

Brimonnens! snektpokapauorpadus 1 sxokapauorpadus JMa/Het
(TIp¥ MOI03pPEHNH HA KapIUOBACKYIISIPHYIO MTATOJIOTHUIO)
MalUEHTaM C KJIACCHYECKOW TOMOLUCTUHYPUEHN

12. | IIpoBeneH TecT Ha UyBCTBUTEIBHOCTD K JMa/Het
MUPUIOKCUHY* *

13. | Haznauen #nupunokcun** (Butamun Be) (npu Ja/HeTt
MUPUTOKCUH-YYBCTBUTEIBHOM (hOpME KITaCCHUECKOM
TOMOLIUCTHHYPHH )

14. | Haznauena nuerorepanus npu KJIaCCUUECKON Ja/Her
TOMOLUCTHHYPUH (TMPUJOKCUH HE YyBCTBUTEIbHAS
¢dbopma) pu NOCTAaHOBKE AMArHO3a U JJAJIee €€ KOPPEKIIHS

15. | Haznauena tepanus npenaparom rpymmsl «Butamun Bi2 Ja/Hert
Y €T0 aHAJIOTH» H/WiH #(POTUeBON KUCIOTON** mpu nx
nedunure
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MeaunuHCcKoW peabunutanu M3 P®, rrnaBHBI BHEMITATHBIA JETCKUN CHEUATHCT IO
Hesponoruu JI3 r. Mocksbl, aupexkrop I'bY3 HIIL[ JIT JI3M, 3aciayxeHHslii Bpau PO,
3aBeaymomas kKadeapoil HEBpPOJOTHH, (PU3NYECKOW U PEadWIMTAIIMOHHOW MEIUIIMHBI

netrckoro Bo3pacta ®DHMO PYIH

BopoBuk T.J. — npodeccop, aA.M.H., 3aBeayromias jJabopaTopueld MUTaHUS 3J0POBOTO U
6onbHOrO pedbenka GI'AY «HayuHblit MEIMIIMHCKUI HCCIIEI0BATENLCKUN LIEHTP 370POBbS
netei» Munzapasa Poccun, e Accoruanuu MEIUIIMHCKUX TeHeTHKOB (AMI).

Bymyesa T.B. — 1.M.H., Beaymuii Hay4yHbIH COTPYIHHUK JJAOOPAaTOPHH MUTAHUS 30POBOTO U
6onbHOTO pedenka OPI'AY «HaydyHblii MEIUIIMHCKUN UCCIIEOBATEIbCKUN LEHTpP 340POBbs
netei» Munzapasa Poccun, dien Accoruanuy MEIUIIMHCKIX TeHeTHKOB (AMI).

BboikoBa O.B. — n.m.H. 3aBenyromas HUU ormenmom I'bBY3 HIIL AIT A3M, mpodeccop
Kaeapbl HEBPOJIOTUH, (pU3HUECKON U peaOMIUTAIIMOHHON METUIIMHBI IETCKOT0 BO3pacTa

®HMO PY/IH
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6. Bamaxkmanze H.Jl. — 1.M.H., kadenpa pakynprerckoit neauarpuu [1d ®I'6OY BO PHUMY
umenu H.U. [Tuporosa, HUU nenuarpun u oxpansl 310poBbs nereit [IKb PAH

MuHoOpHayKH

7. Bummésa E.A., n1.M.H., 3amectutens pykoBogutenss HUU nenuatpun u oxpaHsl 310pOBbs
netreit [IKb PAH MunoOpHayku 1o HaydHO# padote, mpodeccop kadeapsl GpakyIbTeTCKOM
nenuaTpuu neguarpuueckoro pakynsrera PI'60Y BO «PHUMY um. H.U. [Tuporosa»

Mumnznpasa Poccun, unen Corosza nenuatpos Poccun
8. Bockob6oesa E.1O. — x.M.H., Benyuii HayuHblid coTpyaHUK PI'BHY «Meaukorenerndeckuii

Hay4dHbIM 1IeHTp uM. akagemuka H.IT.boukoBay, uien Poccuiickoro o0iiecTBa MEIUIIMHCKIX
TE€HETUKOB

9. T'noda O.B.— K.M.H., Bpau OTAeJICHUs [ICUXOHEBPOJIOIMH U IICUXO0COMATHYECKOH MaToJIOTUU
OI'AY "HauuoHanbHbII MEIUIIMHCKUN MCCIEA0BAaTENbCKUN LIEHTP 340pOBbs JeTei”
Munsapasa Poccun, wieH Accounanny MEAUIIMHCKUX T€HETUKOB.

10. I'pedenknn JI.H. - Bpau-reHeTHK OTAeIeHUS MeauuuHCKOW reHetuku PI'AY «HMMUIL]
310poBbs AeTei» Munsapasa Poccnn

310pOBbs AeTei» Mun3apasa Poccun, wien Acconudanu MEIUIIMHCKUX TeHETUKOB (AMI)

11. JaBbimoBa FO.M. — Bpau-reHeTHK OTAeIeHUs MeauuuHckon renetuku OI'AY «HMMUIL]
310poBbs feTeit» Munsapasa Poccun, uinen Acconuanun MeIMIUHCKUX TeHeTUKOB (AMI)

12. ’Kypkosa H.B. — k.M.H., Beyluii Hay4HbIil coTpyaHUK oTaena Otaen oppaHHbIX Oone3Hei
U Npo(UIAKTUKY HWHBANIMIU3UPYIOIUX 3a0ojeBaHui, Bpau-reHetuk HUW nenmatpuu u
oxpanbl 310poBbs neteil [IKb PAH, wien Acconuanuu mMenuuuMHCKUX reHeTukoB (AMI),
wieH Coro3a neguarpos Poccun.

13. 3axapoBa E.}O. — 1.M.H., 3aBenyronias nabopaTopueil HaclIeACTBEHHBIX Ooe3Hel oOMeHa
OI'BHY «Menuko-reHeTHUeCcKUil Hay4dHbI LeHTp uM. akagemuka H.II.boukosa», dieH
Poccuiickoro ofmecTBa MEIWLMHCKUX TEHETHKOB, WIEH eBpoIleiickoro obIecTBa Io
M3YYEHUIO HACIECTBEHHBIX Ooe3Hel ooMmena BemiecT (SSIEM).

14. 3BonkoBa H.I'. — k.M.H., cTapimiuii Hay4HbIN COTPYAHUK JJAOOPATOPUH MUTAHUS 3J0POBOTO U
6onbHOTO pedbenka GI'AY «HayuHblit MEIUIIMHCKHI HCCIIEIOBATENLCKUN TIEHTP 370POBbS
netei» Mun3zapasa Poccun, wieH Accounanuyu MEAUIIMHCKUX TeHeTUKOB (AMI).

15. Kakayiuna B.C. — Bpau-HEBpOJIOT OTIEJEHHUS HACJICICTBEHHBIX HApyIICHWH OOMeHa

BemectB ['bY3 Mopo3zosckas AI'Kb JI3M

49



16.

17.

18.

19.

20.

21.

22.

23.

24.

25.

KapaceBa M.C. — Bpau-nieanaTp, Hay4HbIi COTPYIHUK OTJI€Na CTAaHAAPTU3AIUU U U3YYCHUS
OoCHOB Jloka3aresnbHOM meauuunbl HUW nenuatpum u oxpansl 3q0poBbs aereid [IKb PAH,
yiien Coro3a nenuarpoB Poccun

KongakoBa O.b. — K.M.H., Bpau-reHETUK, 3aBEAYIOIIAs OT/ICTICHUEM MEIUIIMHCKON T'€HETUKH
OI'AY «HMUL 3nopoBest aereit»y MunznpaBa Poccuu, uineH Accouuanuv MEIUIMHCKUX
reHeTukoB (AMI)

Ky3enkoBa JI.LM. — mpodeccop, 1.M.H., HAYAILHUK [IEHTPA JETCKOW MCUXOHEBPOJIOTHUH,
3aBeyIolIasl OTACJIICHHEM IICUXOHEBPOJOTUM M IcuxocoMarnueckoi martosorun OI'AY
«Hay4HbIil MEIUIIMHCKUI UCCIE0BATEIbCKUM LIEHTP 310pOBbA JeTei» Munsapasa Poccun,
wieH Accolraluy MeAMIMHCKUX TeHeTUKOB (AMI).

Kyues C.U. —ui.-xopp PAH, npodeccop, 1.M.H., nupekrop PT'BHY «Menukorenernueckuit
HayuHbld HeHTp uM. akanemuka H.IL.bouxoBay, [lpesupent Accoumanuu MeIULIMHCKHX
reHeTuxkoB (AMI).

JIasauna A.A. — Bpau-reHeTHK OTAeNeHus MeauuuHckor renetukun DPIAY «HMUILL
3710pOBbs AeTei» Munsapasa Poccun, wien Accoumranui MEAUIIMHCKUX TeHETUKOB (AMI
Muxaiiioa C.B. — n.Mm.H., 3aBenytouias otraeneHueM DI'BY  «Poccuiickas [lerckas
Knunnyeckas bonpauiiay M3 PO, unen Poccuiickoro o0iiecTsa MEAUIIMHCKUX T€HETUKOB
Hazapenko JI. IlI. — mpodeccop, A.M.H., 3aMeCTUTENIb AUPEKTOPA MO HAY4YHOH U jedeOHON
pabote, pykoBoauTeNnb Jaboparopuu HacieiacTBeHHOM mnaronorun HUM megummuckoin
renetuku, Tomckoro HUMII PAH, unen Accoruanuu METUIIMHCKUX TeHeTUKOB (AMI).
Hama3zoBa-bapanosa JI.C. — akaa. PAH, npodeccop, a.M.H., mpe3unienT Coro3a rneauaTpos
Poccun; macr-npesunentr EPA/UNEPSA; pykoBoautens HUM neguatpum u oxpaHsl
3nopoBbst  gereit IIKb PAH, 3aBenyromas xkadenpoit QaxkynbTeTCKOW NenuaTpuu
nequatpudeckoro ¢akynerera ®I'bOY BO «PHUMY um. H.U. Tluporoa» Munsapasa
Poccun, rnaBHBIM BHEIITATHBIA AETCKUN CHEIUATUCT MO MPOGUIAKTHYECKON MEIUIInHE
Mun3snpasa Poccnn

HuxonaeBa E.A. — 1.M.H.,, IJaBHBIH Hay4yHBI COTPYAHHUK, PYKOBOJUTENb OTAENA
KJIIMHUYECKOW reHeTUKHU HaydHo-uccnen0Barenbckoro KIMHUNYECKOT0 MHCTUTYTa eAUaTpU
umenu akaj. FO.E. Benptumesa ®T'AOY BO BIIO PHUMY uwm. H.W. [TuporoBa Mun3apasa
Poccum, unen Accounanuu MEAUIIMHCKUX TeHETUKOB (AMI).

IMak JI. A. — 1.M.H., Bpau-HeBpoJioT, HadyanbHUK L{enTpa penkux 6onesneit DI'AY «HMUIL

310poBbs AeTei» Munsapasa Poccnn
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26.

27.

28

29.

30.

31.

32.

33.

34.

IMoaknernoBa T.B. —K.M.H., Bpau-HEBPOJIOT, CTapIIMK HAYYHBIH COTPYAHUK JabOpaTOpHu
HepBHBIX Oosie3Hel y nereit ®PI'AY «HMMULI 3n0poBes neteii» Munzapasa Poccun

IIymkoB A.A. — k.0.H., B.H.C. Ja0OpaTOpUHU MOJECKYJISIPHOH TC€HETUKH U MEIUIIMHCKOU
reHoMukn OI'AY «HMMUL 3nopoBes aereit» Munzapasa Poccun, wien Poccuiickoro

O6H.I€CTBa MCECIHUIHNHCKHX I'CHETHUKOB

. Pemuna C.A. — x.M.H., Bpau-renetuk ®I'BHY "Mennko-reHeTuuecKuii Hay4yHbIi LIEHTP UM.

akagemuka H.IT.boukoBa ", uien Poccuiickoro o0IiecTBa MEIMIMHCKUX T'€HETHKOB, YICH
Acconyanun MeTMIMHCKUX reHeTukoB (AMI).

CaBoctbsinoB K.B. - 1.0.H., HayaipHUK IEeHTpa (yHIAMEHTAJIbHBIX HCCICIOBAaHUN B
neANaTpuy, 3aBENyIOIIMA J1adopaTopuell MOJIKYISPHONM T€HETHMKH W MEIULUHCKON
renoMuku ®I'AY «HMMUL 3popoBbs geteit» MunzapaBa Poccum, unen Poccuiickoro
00111eCTBa MEAUIIMHCKUX INCHETUKOB.

CeaumssanoBa JI.P. — k.M.H., Benyumii HayuHslii corpynuuk HUW nenuarpum u oxpansl
3nopoBbs aeteit IKb PAH MunucrepctBa Hayku U Bbiciiero odpa3zoBaHusi Poccuiickoit
Oenepanuu, TOHEHT Kaeapsl (GpakyIbTETCKOW MeauaTpuu MeauaTpudeckoro QaxynpTeTa
®dI'bOY BO «PHUMY wum. H.U. IluporoBa» MunzapaBa Poccuun, nomeHT kadempbl
neauatpun u nerckoil pesmatonoruu ®PI'AOY «llepeiit MIMY um. .M. CeuenoBa»
Munszapasa Poccun (CeueHOBCKUN YHUBEPCUTET)

Cemsauknna A.H. —1.M.H., TJIaBHBIM Hay4yHbI COTpyAHUK, HayuHo-MCClenoBaTeabCcKoro
KJIIMHUYECKOro MHCTUTYTA nenuatpuu uMenu akal. lO0.E. Benetumesa 'bOY BIIO PHUMY
uMm. H.W. TluporoBa MunznpaBa Poccun, unen Poccuiickoro oOmiecTtBa METUITMHCKUX
TCHETUKOB

CmupnoBa O.5. — Bpau-reHeTuK, CTaplInil HAy4HbII COTPYAHMK OT/eNa CTaHIapTH3aLUHU U
M3y4EeHUSI OCHOB JoKaszarenpHOr MenuuuHbl HUW nmeaumaTtpum m oXpaHbl 310pOBbs IE€TEU
HKBb PAH

CyxanoBa H.B. - PykoBoauTenb aHMpUAMMHOIO LEHTpa, HayuHblil corpyaauk HUU
neauatpun U oxpanbl 310poBhs Aeteit [IKb PAH, Bpau odramemoror, wien accoruanuu
nerckux odraapmosioroB Poccuiickoit @enepanuu, wien Coro3a neauatpo Poccun

Tenaes P.®. — n1.M.H. 3aBeAyIONIMN OTIEICHUEM pPEaHUMAIlUM U WHTEHCHUBHON Teparuu
OI'AY "HaunoHanbHbIH MEIUIIMHCKUN HWCCIEI0BATEIbCKUM WEHTP 310pOBbsS jaeTei"”
MunsnapaBa Poccuu, moneHT kadeapbl meauatpud U aeTckoi peBmarosnoruu OI'AOY

«[Iepsbiit MI'MY um. .M. CeuenoBa» Mun3znapasa Poccun (CeueHOBCKU Y HUBEPCUTET)
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35. ®ucenko A.Il. —a.m.H., mpodeccop, 3acmyxkeHHBI Bpau Poccuiickorr ®enepanuu |,
nupektop DPI'AY "HaumoHanbHbIA MEIUUMHCKUA HCCIIEA0OBATEIBLCKUN LEHTP 3J0pPOBbs
nereir" MunznpaBa Poccuu 3acnyxeHHbidi Bpau P®, nupektop ®PI'AY "HMMULI 310poBhs
nereit" .

ABTOpPBI TOJATBEPKIAIOT OTCYTCTBHE (PMHAHCOBOM MOIAEPKKH/KOH(GIMKTAa MHTEPECOB, KOTOPBIN

HE00X01MMO 00HAPOIOBATb.

IIpunoxenue A2. MeronoJiorus pa3padoTKi KJIMHHYECKUX PeKOMEH A i

IleseBasi ayIUTOPHA JAHHBIX KJIMHHYECKHX PEKOMEHIAIIMIA:

. Bpauu - nenuatpsl

. BpayM OOIIEH MPAKTUKH (CEMEHHBIC BPAYH )
. Bpa4H-TEPAIIEBTHI

. Bpauu - reHeTky [ Bpauu — queTosnoru

. Bpauu-0(TATEMOJIOTH

. BpaYH-KapAHOJIOTH/ IETCKUE KapAHOJIOTH

. Bpa4YU-3HIOKPUHOJIOTH

. Bpa4H - HEBPOJIOTH

. BpPAYH-TICUXHATPBI

. MEIULMHCKUE TICUXO0I0TH

. CTYJCHTBI MeTUIMHCKHX BY30B, oOpAMHATOPEI, aCTUPAHTHI;

Onucanue MeTO10B, HCNOJb30BAHHBIX /ISl cOOpa/cesIeKIUM 10KA3aTeILCTB:
JIOKa3aTelbHOM 0a3oi Il  PEKOMEHJAIMW  SIBJISIOTCA  MYyOJHMKAlluM, BOIIEIIINE B

Koxkpanosckyto 6ubnmnotexy, 6a3pl nanabix EMBASE u MEDLINE. I'ny6uHa noucka cocrasisia
5 nmer.
Metoasbl, HCIIOJb30BAHHbIE A1 OLEHKH KAYeCTBA H CHJIBI J0KA3aTe1bCTB:
. Koncencyc skcnepTos;

. OneHKa 3HAYMMOCTH B COOTBETCTBUU C PEUTUHIOBOM CXEMOM.

Ta6aunna 1.11lkana oueHkn ypoBHEW NOCTOBEpHOCTH JokazarenbcTs (Y /) mig meronos
JIMarHOCTUKY (JMarHOCTHYECKUX BMEIIATEICTB)

YA Pacun¢pposka

1 Cuctematndeckue 0030pbI HCCICIOBAHUNA C KOHTpOJIeM pedepeHCHBIM METOJIOM WU
CUCTEMAaTUYECKUH 0030p paHIOMHU3UPOBAHHBIX  KJIMHUYECKUX  HMCCIEAOBaHUUH C
MIpUMEHEHUEM MeTa-aHaInu3a
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2 OtnenbHBIE WCCICIOBAHUS C KOHTPOJEM pePEepeHCHBIM METOJOM WM OT/ACIbHBIE
PaHIOMHM3UPOBAHHBIC KIWHUYECKUE MCCIICIOBAHUS UM  CHCTEMAaTHYeCKHEe  0030pbI
MCCJICIOBaHMM JII0O0TO JU3aifHa, 3a MCKIIOYECHHUEM PAHIOMHU3UPOBAHHBIX KIMHUYECKUX
UCCJIeI0BaHM, C MPUMEHEHHEM MeTa-aHallnu3a

3 I/ICCJ'Ie,I[OBaHI/ISI 0e3 IMOCJICA0OBATCIIBHOI'O  KOHTPOJIA pe(bepeHCHBIM MCTOAOM  HJIK
HCCICa0BaHUs C pe(i)epeHCHBIM MCTOAO0M, HE ABJIAIOIIUMCA HE3ABUCUMBIM OT UCCIIEAYEMOI'O
METOJa HWJIWM HEPaHAOMHU3HWPOBAHHBLIC CPABHUTCIIBHBIC HWCCICAOBAaHWA, B TOM 4YHCIIC
KOI'OpTHBIC UCCIICOBAHUA

HeCpaBHI/ITeJIbHBIe HCCIICA0BAaHUs, OITMCAHUC KIIMHUYCCKOTO ClIydas

5 Hmeetcs aumb 000CHOBaHHE MEXaHHU3Ma HCI;'ICTBI/IH NI MHCHUEC DKCIICPTOB

MeTOJILI, HCIIOJIb30BAHHBIC [IJIS1 AaHAJHU3Aa 10Ka3aTCJIbCTB.

. O0630pbI OITyOJIMKOBAaHHBIX METAa-aHAIU30B;
. Cucremarudeckue 0030pbl € TAOIUIIAMU JOKA3aTEIbCTB.

Onucanne MeTOA0B, HCNOJIb30BAHHBIX VI AHAJIN3A J0KA3aTeJbCTB:

HpI/I 0T60pe HY6HHK3HHﬁ KaK IIOTCHIMAJIbHBIX HCTOYHHUKOB 10KAa3aTCJIBCTB UCIIOJIb30BaHHAsA
B KaX/I0M MCCJIEIOBAHUU METOAOJIOIUS U3Yy4aeTcs JUIsl TOro, YTOObl yOeIUThCs B €€ BaJIUMAHOCTH.
Pe3ynbpTar n3yueHus BIUsE€T Ha yPOBEHb J10KA3aTENILCTB, IPUCBAUBAEMBbIl ITyOIMKaIUY, YTO, B CBOIO
ouepeib, BIMSIET Ha CUILY BBITEKAIOIIUX U3 HEee peKOMEH AL,

Ha npomecce oneHkH, HECOMHEHHO, MOXKET CKa3bIBaTbCsA U CyOBEKTHBHBIN (akTop. s
MUHMMH3ALNU TOTEHIUAIBHBIX OIIMOOK KaXJ10€ MCCIeI0BaHNEe OLEHUBAJIOCh HE3aBHUCUMO, T.€. 10
MEHBIIIEH Mepe ABYMsI HE3aBUCUMbBIMU 4jieHaMH paboueii rpynmnsl. Kakue-n10o paznuuuns B OlleHKax
oOcyxainuch Bceil rpynmoil B mosHoM cocraBe. [Ipy HEBO3MOMKHOCTH JOCTH)KEHHUSI KOHCEHCyca
NPUBJIEKAJICS HE3aBUCUMBIH SKCIEepT.

Ta6aubl 10KA3aTEIbCTB:

Tabnuiel [0Ka3aTeNnbCTB 3aNOIHIIUCH WIeHaMH paboueil rpymbl.

MeToabl, HCNOJIL30BaHHbIE 15 GOPMYJTHPOBAHUS PEKOMEHIALMIA:

KoHncencyc akcnepros.

Tabauua 2. [llkama oleHKU ypoBHEW nocToBepHOCTH nokazatenbcTB (Y1) mis meTomoB
npoUTAKTUKH, JICUYCHUS U peaduauTanuu (MpoPUIaKTHUECKUX, JIEYeOHBIX, peaOUIUTAIIHOHHBIX
BMEIIIATENILCTB)

YA Pacun¢pposka

1 CucremaTtnueckuii 0630p PKU ¢ npuMenennem mera-aHanusa

2 Otnenpabie PKU u  cucremarnueckne 0030phl HCCIAEAOBaHUN JIFOOOTO JH3aifHa,
nckimouenrnem PKH, ¢ mpumenennem Mera-ananusa

3a

3 HepaH,Z[OMI/IBI/IpOBaHHLIC CPaBHUTCIILHBIC UCCIICAOBAHMS, B T.4. KOTOPTHBIC UCCIICAOBAHUA

HnCcCiacaJ0BaHUs «CJ'Iy‘IElﬁ-KOHTpOJ'II:»

HeCpaBHHTeHBHBIe HUCCIICO0BAaHMA, OIMMCAHUE KIIMHUYCCKOro cCiay4dasd HWJIM CCpUH CIIy4dacB,
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5 Nmeercs nums 000CHOBaHWE MEXaHU3Ma JICHCTBHS BMEIIATEIbCTBA (JIOKJIMHUYECKIE
HCCIIE0OBAHMS ) HIIM MHEHHE SKCIIEPTOB

Tabauua 3. Illkana oneHku ypoBHEH yoenutenbHOCTH pekomeHnammii (YYP) mis metonoB
npoUIAKTUKY, TUATHOCTUKH, JIGYCHUS U peaduauTaiuu (MpopuiakTUYecKuX, TUarHOCTHYECKHUX,
Je4eOHBIX, peaOMITUTAIIMIOHHBIX BMEIIATECIIHCTR)

YYP Pacuu¢poska

A CunbHas pekoMeHaaus (Bce paccMaTpruBaeMble KpuTepun 3pPpeKTUBHOCTH (MCXOIBI)
SBIISIIOTCSI BAXKHBIMH, BCE MCCJIEIOBAHUS UMEIOT BBICOKOE WIIM YAOBJIETBOPUTEIILHOE
METOAOJIOTMYECKOe KAaueCTBO, UX BBIBOJBI MO MHTEPECYIOMIMM HCXOJaM SBISIOTCS
COTJIAaCOBAaHHBIMHU)

B VYcnoBHas pekoMeHganus (HE Bce paccMaTpuBaemble KpUTepuu d(HPEeKTHBHOCTH
(ucxompl) SBISIOTCA BaXXHBIMH, HE BCE MCCIEIOBAHUS HMEIOT BBICOKOE WIIU
yIIOBJIETBOPUTEIHFHOE METOJOJIOTMYECKOE KAayeCcTBO W/WJIM WX BBIBOABI IO
WHTEPECYIOIINM UCX0JIaM HE SIBJISIFOTCSI COTTIACOBAHHBIMHU )

C Cnabas pexomeHpaanus (OTCYTCTBHE JIOKa3aTeIbCTB HAAJIEXKAIEro KauecTBa (Bce
paccMmarpuBaeMblie KpuTepun 3PQPEKTUBHOCTH (MCXO/bI) SBISIOTCS HEBaXKHBIMU, BCE
UCCIIEIOBAaHUS HMEIOT HHU3KOE METOJIOJIOTMUECKOe KaueCTBO U HX BBIBOABI IO
WHTEPECYIOIINM UCX0IaM HE SBIISIOTCS COTJIACOBAHHBIMHU )

IMopsinok 00HOBJIEHUS KIMHUYECKUX PEKOMEHIALM i

MexaHnu3sM  OOHOBIEGHUS ~ KJIMHMYECKUX  pPEKOMEHJAlMHA  MpeaycMaTpuBaeT  HX
CHUCTEMAaTHUYECKYIO0 aKTyaJIM3allii0 — HE PEKE YeM OJMH pa3 B TPH T0ja, a TAKXKE MPH IMOSBICHUN
HOBBIX JAHHBIX C MO3ULUU JOKA3aTeIbHOM MEAUIMHBI 10 BONpPOCAM JUATHOCTHKH, JIEUYEHHS,
NpOPWIAKTUKH W peaOUIUTAllMd  KOHKPETHBIX 3a00jeBaHWM, HAIUYUU OOOCHOBAHHBIX

JIOTIOJTHEHNH/3aMeuanuil Kk paHee yTBepkJAeHHbIM KP, Ho He yame 1 paza B 6 mecsies.
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Ipuaoxenue A3. CipaBoyHble MATEPHUAJIbI, BKJIYAsI COOTBETCTBHE MOKA3ZAHUI
K MPUMEHEHUIO H TPOTHBONOKA3AHNH, ClIOCO00B NPUMEHEeHUs U /103
JIEKAPCTBEHHBIX NPENapaToB, HHCTPYKIMU M0 MPUMEHEHHIO JIEKAPCTBEHHOT 0

npemnapara

IIpunoxenue A3.1 OCHOBHbIC HOPMATHBHO-IIPABOBbIE AKThI

1. ®enepanpublii 3akoH "OO OCHOBaX OXpaHbI 37J0pOBbs IpakaaH B Poccuiickoit denepanun”
(N 323-®3 o1 21.11.2011).

2. Ilocranosnenue IlpaBurensctBa P® ot 30 umrons 1994 r. N 890 "O rocynapcrBeHHOMN
MOJICP)KKE Pa3BUTHS MEIMIIMHCKOM IMPOMBIIUICHHOCTH M YAYYIIEHUH OOecreueHus
HACEJICHUS U YYPEXKJEHUN 37paBOOXPAHEHUs JIEKAPCTBEHHBIMHM CPEICTBAMHU U U3JEIHUSIMU
MEIUIMHCKOr0 Ha3HaueHUs" (C U3SMEHEHUSIMU U JJOTIOJIHEHUSIMU )

3. [TIlpuka3z Munsnapasconpa3sutus PO ot 22.03.2006 N 185 "O maccoBom oOcienoBaHUU
HOBOPOKJCHHBIX JE€Te Ha HacjencTBeHHble 3alosieBaHus (BMecte ¢ llonmoxxeHuem 00
OpraHW3alliil  MPOBEACHUS MAacCOBOTO OOCIIEOBAaHWS HOBOPOXKICHHBIX JIeTeH Ha
HACJIC/ICTBEHHbIE 3a00JieBaHus, PexoMeHaanusMu 10 3a0opy 00pa3IioB KpOBH IIpU
MPOBEJICHUU MacCOBOrO OOCIICZIOBaHUS HOBOPOKICHHBIX JIETEH Ha HACIEJICTBEHHbBIE
3aboseBanus)"

4. Ilopsnok oOKa3aHMsT MEAMLMHCKONW IOMOIIM OOJIBHBIM € BpPOXIEHHBIMM U (WJIM)
HacnencTBeHHbIMU 3a0o0neBanusaMu (IIpukaz M3 PO ot 15.11.2012 roga N 917n).

5. Tlocranosnenue IIpaBurenscrBa Ne403 ot 26.04 2012r "O nopsake BeaeHuss OenepaibHOTO
perucTpa aul, CTpajarollnX YrpoXKarolUMU U XPOHUYECKU IPOTrPECCUPYIOMIUMU PEAKUMU
Op(baHHI)IMI/I 3360H€BaHI/I${MI/I, MNPUBOAAIINMU K COKPAIICHUIO IMPOAOJDKUTCIBHOCTU KHU3HU
IpaXJ1aH WIK UX UHBAJINJHOCTU U €70 PETMOHAIIBHOTO CETMEHTa'".

6. Kpurepuu ouenku kauectBa MeaunrHckoi nomoiu (Ilpukas M3 PO ot 10 mas 2017 r. Ne
2031 «O0 yTBEp»k/I€HUHN KPUTEPUEB OLIEHKU KaueCTBa MEAULIUMHCKONW MOMOILN )».

7. Ilpuka3 Munucrepctsa 3apaBooxpanenus Poccuiickoit ®@enepanuu ot 15 nexkadbps 2014 r. N
8341 "OO yTBEep)KAEHUM YHU(PHUIMPOBAHHBIX (OPM MEIUIMHCKOW JOKYMEHTalluH,
UCIOJIb3YEMBIX B MEIUIMHCKUX OPTraHU3alMAX, OKAa3bIBAIOUIMX MEIUIMHCKYIO IOMOILb B
amMOyJaTOPHBIX YCIOBUSX, U MOPSIKOB 110 UX 3aI0JIHEHUIO".

8. Ilpuka3 MunucrepcTBa 31paBooxpanenus Poccuiickoit @eneparuu ot 20 nexadbps 2012 r. N
11771 "OO0 yTBepAE€HUU MOpAIKA a4l MHPOPMHUPOBAHHOI'O JT0OPOBOJILHOTO COTJIACHS Ha
MEIMIMHCKOE BMELIATEIbCTBO U OTKa3a OT MEIUIIMHCKOIO BMENIATENbCTBA B OTHOLICHHUU
OIpENIeIEHHbIX ~ BHUJOB  MEIUIIMHCKUX  BMEIIATeNbCTB, (opM  HMH(POPMHUPOBAHHOTO
NOOPOBOJIBHOTO ~COIJIacHMsi Ha MEIUIIMHCKOE BMENIATeNbCTBO U (GOpM OTKaza OT
MEIUIIMHCKOTO BMENIaTeIhCTBRA" .

9. Ilpuka3 MunucrepcrBa 3apaBooxpanenus Poccuiickoii @enepanuu ot 14 suBaps 2019 r. N
4u "OO yTBepXKACHHWU TOpsJKA Ha3HAUEHHs JICKApPCTBEHHBIX Mpenaparos, (opm
pelenTypHbIX OJIaHKOB Ha JIEKapCTBEHHbIE Mpenapathl, mopsaaka oGopmIIeHUsT yKa3aHHBIX
0JIaHKOB, X y4yeTa U XpaHeHus"

10. IIpuka3 MunucrepcTBa 3apaBooxpanenus Poccuiickoit denepanuu ot 16 mast 2019 r. N 3021
"O6 yrBepxkaeHuu Ilopsigka TIPOXOXKIEHHS HECOBEPIICHHOJICTHUMH JUCIAHCEPHOTO
HaONIO/IeHUsl, B TOM YHCJIE B MEpHOJ OOy4YeHHs M BOCHHTAHHS B 0Opa30BaTEJIbHBIX
Opranu3anusx "
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11.

12.

Pacnopsixenue IlpaButensctBa PO ot 31 mexadpst 2018 r. Ne 3053-p "O06 yTBepkaeHuH
nepeyHell MeIUIUHCKUX U3JeNNUN, UMIUIAHTUPYEMBIX B OpraHU3M YeJlOBeKa IMPHU OKa3aHWUU
MEIHUIIMHCKONW MOMOIIM B paMKaX MPOTrpaMMbl IOCYAApCTBEHHBIX TapaHTUIl OecriaTHOTO
OKa3aHus rpakJjaHaM MEAUIIMHCKON IIOMOIIY U OTITYCKAEMBIX I10 pelenTaM Ha MEAUIIMHCKHE
U3JIeNUs TP TIPEIOCTAaBICHUN Habopa COIMaIbHbBIX yCIyr"

[Ipuka3z MunucrepctBa 3apaBooxpaneHusi PO or 6 utona 2013 r. N 354n "O mnopsake
MPOBEACHUS TATOJIOTOaHATOMMUYECKUX BCKpBITHH" (3apeructpupoBad MUHHUCTEPCTBOM
rocturu Poccuiickoit @enepanun 16 nekadbps 2013 r., perucrparmonnsiii N 30612).

Nudopmaius o jJekapcTBeHHBIX cpeacTBax: https://grls.rosminzdrav.ru/

OcHOBHbBIE HOPMAaTHUBHO-IIPABOBLIC AKThI, PEIYJIUPYIOLIIHE OKA3aHUE naJJInaTUBHOI

MeIUIMHCKONH MOMOIIH

1.

OenepainbHblil 3ak0oH "O BHeceHHH U3MeHeHu B PenepalibHblil 3ak0oH "O0 0CHOBaX OXpaHbI
3M0poBbsl rpaxkaan B Poccuiickoii ®Denepanuu" mo BOmpocaM OKa3aHUs MaUIMaTUBHOMN
MemunuHckod momomu” ot 06.03.2019 Ne 18-D3.

[Tpuxaz MunsapaBa Poccun Ne 345H, Muntpyna Poccum ot 31.05.2019 Ne 372n «OO0
YTBEPKACHUH MOJ0XKEHHS 00 OpraHU3aI[ui OKa3aHUs MaJTMATUBHON METUITUHCKOM TOMOIIIH,
BKJIIOUAs! MOPSIIOK B3aUMOJICHCTBUS METUIIUHCKUX OPTaHU3AIIHi, OpraHu3alui COIMalIbHOTO
0o0CyXKMBaHUS U OOIIECTBEHHBIX OOBEIWHEHUH, WHBIX HEKOMMEPUECKHUX OpraHu3alui,
OCYIIECTBIISIOLINX CBOIO JCSITEIBHOCTH B C(epe OXPaHBI 37J0POBBS».

[Tpuxaz Munznapasa Poccuu Ne 348u ot 31 mas 2019 roga «O06 yTBepKIeHUU NEpeyHs
MEAUIMHCKUX U3JEIUN, MPeAHa3HAYeHHBIX JJIs TIOIePKAHKSI OPTaHOB U CUCTEM OpraHu3Ma
YeJI0BeKa, MPEJOCTABISEMBIX JIsl UCIIOJIb30BaHUS Ha JOMY».

[Tpuka3z MunzapaBa Poccun Ne 5051 ot 10 urons 2019 roga «O6 yrBepxknenuu [lopsiaka
nepefayd OT MEIUIIMHCKON OpraHu3aluy MalUeHTy (ero 3aKOHHOMY MPEACTaBUTEIIO)
MEAMIMHCKUX U3IENUi, MpeIHa3HaueHHBIX ISl TTOAepKaHUs (PYHKIIUNA OPTaHOB U CHCTEM
OpraHu3Ma 4eJlOBEKa, /Jis HCIOJb30BaHMS Ha JOMY IIpU OKa3aHUM NaNIMATUBHOU
MEIUIUHCKOWU TOMOIIIN.

ITpuka3 M3 PD Ne 831 ot 3 okts16ps 2019 roga «O6 yTBep:k/IeHUH BEJOMCTBEHHOM 11e/1eBOM
nporpammsl «Pa3BUTHE CHCTEMBI OKa3aHUS NAJNTMATUBHOW MEIULIUHCKON TIOMOIIIH.

IIpoune HOPpMATHBHO-NIPABOBbIE JOKYMEHTBI, C Y4€TOM KOTOPbIX pa3padoTaHbl
KJIMHUYECKHe PeKOMeHIaluu:

MexnyHapoaHas kiaccuukanus 0oje3Hel, TpaBM M COCTOSHUMN, BIMSIIOIIUX Ha 3/10pOBbE
(MKB - 10);

[Tpuxaz M3 P® ot 20 nexabpst 2012r. Ne 1183H «OO0 yTBep»KACHHH HOMEHKJIATYPHI
JOJIKHOCTEN MEIMLIMHCKUX PaOOTHUKOB U (hapMalleBTHUECKUX PaOOTHUKOBY.

[Tpukaz M3 PO ot 23 utons 2010 r. Ne 5411, Equnsiii kBanu@ukanumoHHBIA CIIPaBOYHUK
JOJKHOCTEN pPYKOBOJIWTENEH, CHEIUAIMCTOB M ChyKalux, pasaen KpamudukannoHHbe
XapaKTepUCTHKU JOJKHOCTENH paOOTHUKOB B cpepe 3JpaBOOXpaHEHHUS.

®enepanbHbIi 3aK0H OT 25.12.2018 Ne 489 489-D3 «O BHeceHMM U3MEHEHHM B cTaThio 40

56



®denepanpHoro 3aK0Ha "OO0 00s3aTEIFHOM MEIUIIMHCKOM CTpaxoBaHuu B Poccuiickoit denepanun’”

u Oenepanpubiii 3akoH "OO ocHOBaxX OXpaHbI 37I0pOBbs TpakaaH B Poccuiickoii @enepanuun’ no

10.

11.

12.

13.

14.

15.

BOMNPOCAM KIIMHUYECKUX PEKOMEHIALIU».
[Tpuka3z Munzapasa Poccuu Ne 1031 ot 28.02.2019 r. «O06 yTBepKIeHUHU TIOPSAIKA U CPOKOB
pa3paboOTKN KIMHUYECKUX PEKOMEHIAINN, UX MepecMOTpa, TUIIOBOK (OPMBI KIMHUYECKHX
peKoMeHauii U TpeOOBaHUU K HX CTPYKType, COCTaBy U HayYHOH OOOCHOBaHHOCTH,
BKJIIOUAEMOM B KIIMHUYECKUE PEKOMEHAANN HHPOPMAITUN.
[Tpuka3 MunzapaBa Poccun ot 13.10.2017 N 8041 "OO yTBep)KICHHH HOMEHKIATYPHI
MEJIUIIUHCKUX yCIyr".
[Tpuxa3z MunucrepcTBa Tpyna u conuanbHoi 3ammTsl PO ot 27 aBrycra 2019 r. n 5851 "O
KJIacCU(UKALUAX U KPUTEPUAX, UCIOIB3YEMbIX MPH OCYLIECTBICHUN MEIHKO-COIMAIBHOM
AKCIIEPTU3BI rpaxaaH benepaabHBIMU rOCyJapCTBEHHBIMH YUPEKICHUSIMH
MEJIUKOCOIMAIbHON SKCIIEPTU3HI";
IIpuka3 MuHHCTEpCTBA 3ApaBOOXPAHEHHS M COLIMAIIBHOTO pa3Butusa Poccuiickon Penepannn
«O TopsiIKe MPUMEHEHUS JIEKAPCTBEHHBIX CPEACTB Y OOJIBHBIX IO KU3HEHHBIM TTOKA3aHUIM)
ot 9 aBrycra 2005 r. Ne 494
WNupopmannonnoe nucbMo Mun3zapasa Poccrn 1o BO3MOXKHOCTH 3aKyIKH JIEKAPCTBEHH OO
mpernapara 1no TOproBOMy HaMMEHOBaHUIO
(https://www.rosminzdrav.ru/news/2019/12/18/13043-minzdrav-podgotovil-
informatsionnoe-pismo-po-vozmozhnosti-zakupki-lekarstvennogo-preparata-po-
torgovomunaimenovaniyu);
[lepeuens crienuanM3uPOBAHHBIX MPOJYKTOB JI€UEOHOI0 MUTAHUS AJIs IeTel-UHBAINJIOB Ha

2020 rox, Pacnopsixenue IIpaBurensctBa Poccuiickoit @eaepanuu ot 11 nexadps 2019 rona
Ne 2984-p
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IHpuiaoxenue A3.2. PaciungpoBka npuMedaHui

=+ — [I[perapar BXOAUT B epeUCHb KU3ZHEHHO HEOOXOJUMbIX U BaKHEHIINX JIEKAPCTBEHHBIX
npernapatoB (Pacnopsbkenue IlpaBurensctBa PD ot 12.10.2019 Ne 2406-p «OO6 yTBepkaeHUU
NepevHs KU3HEHHO HEOOXOAMMBIX M BKHEUIIHNX JIEKapCTBEHHBIX MpenaparoB Ha 2020 rof a Takxke
IIEPEYHE JIEKAPCTBEHHBIX IIPENaparoB Uil MEIUIMHCKOrO IMPUMEHEHUS] U MHHHUMAJIbHOTO
ACCOPTUMEHTA JIEKAPCTBEHHBIX MPENapaToB, HEOOXOIUMBIX JUIsl OKa3aHUS MEIULIUHCKON TOMOLIN
(c u3mMeHeHusiMH, BHeceHHbIMU Pacniopspkennem [IpasutensctBa PO ot 23 Hos0ps 2020 r. Ne
3073-p «O BHecenun u3MeHeHuit B pacnopspkenue IlpaButensctBa P® ot 12 oktadps 2019 1. Ne
2406-p.
LS - cneuManu3HpoBaHHBI  MPOJYKT J1e4eOHOTO NHUTAHMS, BKIIOYEHHBIH B HepedeHb
CHEIHMATM3UPOBAHHBIX TPOAYKTOB JeueOHOro muTaHus s nered-uHBanuaoB  (Ilepedens
CHECIMATU3UPOBAHHBIX MPOAYKTOB JEe4eOHOro MUTaHWs Al Jerel-uHBanuaoB Ha 2021 rog,
yTBEpKIEHHBIH pacniopsbkenneM [IpasurensctBa Poccuiickoit denepanmu ot 17 nekadps 2020 roga
Ne 3242-p)

#... - npumenenue off-label — BHe 3aperucTpupoBaHHBIX B MHCTPYKIIMU JIEKAPCTBEHHOTO CPEICTBA
MOKA3aHUN OCYIIECTBIISIETCS MO PEIICHUI0 BpaueOHOW KOMHUCCHH, C paspemieHus JlokaabHOTO
STUYECKOT0 KOMHUTETa MEAMIIMHCKOW OpraHu3anuu (Mpu HAJIWYHH), C YCIOBHEM IOAMHCAHHOTO
MH(OPMUPOBAHHOTO COIJIACUSl POAMTENEH (3aKOHHOTO MPEICTaBUTENs) M MalMeHTa B BO3pacTe
crapuie 15 ner;
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Ipuioxkenune A3.3. MeTa601u3M roMOIIUCTENHA

IIHKI MeTHOHHHA

METHOHHH

lm
SAM

PeMeTH.‘IIHpOBaHHe PeMeTH.‘-IHpDBaHHe

THF
JTUMETHITIIHITAH

Agarenirop
MeTHIBHOH

PoaaTHBIH NAKT BHMT MTR JloHOp METHIBHOH
5, 10-MmeTHIeH l TPYIIIBI
TeTparunpodomnat KobaraMuH BHMT
SAH

MTHFR

TPYTIIBE

It s

Berann

MEeTHIKOOanaMHuH TOMOIUCTECHH
T Cepun CpS
MMACHC ,  mpumoKcams-5-hocdar
THOPOKCHKOOamaMiH

‘ LHUCTAaTHOH

T CyL

ITHAHKOBaTaMHHE TmHpHoKCAms-5-hocdar
2
‘ LIHCTCHH |
TpaHccyabpHpoBaHHE

Mertabonu3m romoructenna [9] ( u3 crarbu Huemer, M., Diodato, D., Schwahn, B. et al. Guidelines
for diagnosis and management of the cobalamin-related remethylation disorders cblC, cblD, cblE,
cblF, c¢blG, cblJ] and MTHFR deficiency. J Inherit Metab Dis 40, 21-48 (2017).
https://doi.org/10.1007/s10545-016-9991-4 ¢ MoaudUKAITUIME)

SAM: S-ageH03UIMETHOHNH; SAH: S-aAeHO3UATOMOIIMCTENH; SAHH: S-
azeHo3uwiaroMoructennruaponasa; CBS: uucratmoHmH-B-cunraza; CyL: mucraTmoHuH-y-mnasa;
MTR: wmeruonuncunraza; THF: terparuapodonar; MTHFR: 5,10-metunen-TT'® penykrasa;
SHMT: cepun-ruapoxcumeruntpancdepaza; BHMT: 6erann-romonuctenHMeTunTpaHcdepasa;

MMACHC: Genok METHIMAIOHOBOH alluypUH U TOMOIMCTUHYpHUH Thna C
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IIpunoxenue A3.4. 'enHeTnka u OMOXUMHUYECKHH JeeKT NPpH PasJIMUYHBIX

(¢popmax roMOUUMCTUHYPUH

['eneTrnka 1 OMOXUMUYECKUH 1e(EKT MPU Pa3IUYHBIX (popMax roMonucTunypu (1o [1])

3ab6oneBanue (Homep OMIM) Hedunur pepmenra I'en Tun
ust
Knaccuaeckas romonnctunypus (# ucrarnonun 6era-cuurasa (CBS - CBS AP
236200) EC4.2.1.23) (21g22.3)
Tsokenas popma nedurmra Metunenterparuapodonarpenykraza | MTHFR | AP
mernnenrerparuapodonarpeaykrass | (MTHFR - EC 1.5.1.20) (1p36.22)
(MTHEFR) (# 236250)
MeTHiIManoHOBas aluaypus Metmmanonwin-KoA myraza (MUT - | MMACH | AP
EC 5.4.99.2) C
¥ ToMonucTUHYpws, Tl cblC
(Ip34.1)
(# 277400) u metronuHcuHTaza (MTR - EC
1.16.1.8) — akTUBHOCTH ()EPMEHTOB
HapyIaeTcsi BTOPUIHO M3-32
OTCYTCTBUS KO(aKTopa
MetunmanoHoBast auuaypusi 1 Metunmanonun-KoA myraza (MUT - | PRDX1 AP
TOMOLIMCTHHYPUS, EC 5.4.99.2) (Ip34.1)
TUIL Cblc, JIUT€HHBIA (epl_cblc # 1 MCTHOHHHCHUHTAa3a (MTR -EC MAHCC
277400) 1.16.1.8) — akTUBHOCTH (JEPMEHTOB (1p34.1)
HapylaeTcsi BTOPUYHO H3-3a
OTCYTCTBHA KO(aKTOpa
MeTtunmanoHoBas alfuaypust Metunmanonni-KoA myraza (MUT - | MMADH | AP
EC 5.4.99.2) C
U TOMOLIMCTUHYPUS, TUI cblD
(2923.2)
(#277410) u metrnonnHcuHTaza (MTR - EC
1.16.1.8) — akTUBHOCTb (PEpPMEHTOB
HapyIaeTcsi BTOPUIHO 13-32
OTCYTCTBHUS KO(aKTopa
I'omonctunypus-meranodiacTaas Penykraza mernonnncunrazsl (MTRR | MTRR AP
anemust, Tun cblE - EC 2.1.1.135) — akTMBHOCTb (5p15.31)

(bepMeHTa HapymacTCsa BTOPUYIHO U3-
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(#236270)

3a OTCYTCTBHSI KO(hakTopa

MetunmanoHoBas aluaypust Metunmanonui-KoA myrtaza (MUT - | LMBRDI | AP
¥ TOMOLMCTHHYpHS, TUIT cbIF EC54.99.2) (6913)
(# 277380) n metuonuHcunTaza (MTR - EC:
2.1.1.13) — akTHUBHOCTB ()EPMEHTOB
HapyIaeTcsi BTOPUYHO H3-32
OTCYTCTBUA KOhaKkTopa
I'oMonmcTHHYpHs-Merano01acTHas Metuonuncuntaza (MTR - EC: MTR AP
anemus, Tun cblG 2.1.1.13) — akTUBHOCTH hepMeHTa (1g43)
HapyIIaeTcss BTOPUIHO M3-32
(# 250940) OTCYTCTBHA KOPaKTOpa
MeTHiIManoHOBas aluaypust Metmnmanonmwin-KoA myraza (MUT - | ABCD4 AP
EC5.4.99.2
¥ TOMOIIUCTUHY S, TUN cbl] €35.499.2) (14924.3)
(# 614857) u metrnonuHcuHTaza (MTR - EC:
2.1.1.13) — akTUBHOCTH (pepMEHTOB
HapyIaeTcsi BTOPUYHO M3-32
OTCYTCTBUSA KO(aKTopa
MeTHIMaIoHOBas alluICMHUSI HCF-1; Tpanckpunuuonnas perymsiuust | HCFC1 | XP
Y TOMOLIMCTUHYpHS, THIT cblX MMACHC. (Xq28)
(#309541) Metunmanonni-KoA myraza (MUT -
EC 5.4.99.2)
u metronuHcuHTaza (MTR -EC
1.16.1.8) — akTUBHOCTH (PEPMEHTOB
HapyIaeTcsi BTOPUYHO M3-32
OTCYTCTBUS KO(aKTopa
Hedurur 5,10- MTHFD | AP
METHICHTETParuaApohoNaTaeruapore | METHICHTETParuaApoGhoIaTaeruaAporeH | |
Ha3bI asa (EC 1.5.1.5), (14923.3)
(MTHF) (# 617780) 5,10-
METCHUITETPAruapodoNaTIuKIOTUIP
omaza (EC 3.5.4.9), u 10-
dhopmuTeTparuapodoar
cuntetasa (EC 6.3.4.3)
Hedurnut tpanckodanamuna Il (TC) | Tpanckobanamun; Kinetounas TCN2 AP
mocTaBka cbl. (22q12.2)
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(#275350)

MeTuiManoHoBast aluaypus U
roMorctuHypus, Tu TcbIR
(#613646)

TCbIR; Knerounslii perentop.

CD320
(19p13.2)

AP
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Ipuiaoxenue A3.5 OcHOBHbIE OMOXHUMHMYECKHE MTOKA3ATEN AJIS THATHOCTUKH

TOMOIIMCTUHYPUH

Merabonut buonorunuec |Oxugaembie pe3yJIbTaThl y | Koutpomnn
Kuii 00pasell | marueHToB TOMOIMCTUHYPHUEH
HoBopoxaenusie | Heneuennbie
crapuie 1 roga

Oo6mmit ITnaszma 50-100 >100 MKMOIB/11 <15MKMOIB/1

TOMOILIMCTEUH MKMOJIb/J

Metnonnu ITma3zma 200-1500 >50 MKMOJIb/T1 10-40 MKMOIB/11
MKMOJIB/JI (>0,7 mr/mn) (0,2-0,6 M%)

(3-23 mr/mn)

I'omonmcTuH Moua ompeaesercs onpeaeIseTcs OtcyTcTBYyeT




Ipuiaoxenue A3.6 buoxumuuyeckuii MoHuTOpUHT npu I'ILY

Pedepencubie ypoBHU CBOOOIHBIX METHOHHHA, IIMCTEMHA U TOMOLIMCTEUHA B IJIa3Me KPOBU (IS
KOHTpOJIA Tepanuu kiaccudeckoit I'IY).

AMuHOKHCIOTa YpoBeHb B IJ1a3Me KPOBH, €1. U3M.
MKMOJIb/JT Mmr/100 mu

MeTtnonun 18-45 0,27-0,67
Huctenn 25-50 0,30-0,76
I'omonucrenn <12 <0,16
buoxumuyeckuit MouuTopuHr 1mpu 'Y — TapreTHbie 3HaUeHMUS.

MeTUOHUH LnucremH nnasmol 06wt CBobogHbIi

nnasmol FOMOLMCTENH rOMOLMCTENH

nnasmbl (tHcy)

nnasmbl (fHcy)

B6-uyBCTBMTENbHAA
dopma

HopmanbHble
3Ha4YeHuA

HopmanbHble
3Ha4YeHuA

< 50 MKMO/b/N

< 10 mKmonb/n

B6-HeuyBCcTBUTEIbHAA
dopma Ha poHe
avertortepanuu

HopmanbHble
3Ha4YeHuA

HopmanbHble
3Ha4YeHuA

< 100 mKmosib/n

< 10 mKmonb/n

B6-HeuyBCTBUTENbHASA
dopma Ha PpoHe npuema
6eTanHa

< 1000 mKkmonb/n

HopmanbHble
3HayeHuA

< 100 mKmonb/n

< 10 mkmonb/n

Ipuioxkenue A3.7 {luerorepanusi npu kiaaccudeckoit 'Y

Taﬁ.mma 7 - OpI/IeHTI/IpOBO‘IHaH HOTpe6HOCTL B MCTHUOHHMHC U IHUCTCUHEC Yy IMAIUCHTOB C
FOMOLIHCTHHprICﬁ B 3aBUCHUMOCTHU OT BO3pacTa.

Bo3spact nauuenTos CytouHas moTpeOHOCTh B aMUHOKHUCIIOTaX MI/KT
Macchl Tena

MeTrnoHuH Iucreun

0 - <3 mec 15-30 300

3 - <6 mec 10 —25 250

6 - <9 mec 1025 200

9 - <12 mec 10-20 200

1 —<4roma 10-20 100 — 200

4 — <7 ner 8—16 100 — 200

7—<I11 ner 6-12 100 — 200

Hesymxku 11- <15 ner 614 50-150

JeBymku 15- <19 ner 6—-12 25-125

Hesymiku 19 ner u crapme 4-10 25-100

KOnommm 11- <15 ner 614 50-150
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IOnomm 15- <19 ner 6-16 25125

FOnomwu 19 ner u crapuie 6-15 25-100

Taﬁ.mma 8- CHGHI/IaJII/ISI/IpOBaHHBIe IMPOAYKTBI HAa OCHOBC aMHUHOKHCJIOT 0e3 METHOHHUHA.

ConeprkaHre OCHOBHBIX ITHILEBBIX BEIIECTB
HauMeHOBaHME u sHepruu Ha 100 r cyxoro nmpoaykra Bospact
IIpOAYKTa benoxk | XKup | YrneBoasl | DHEproueHHOCTh | IPUMCHEHUS
(r) (r) (r) (kxan)
Hytpuren 14 — 14 73 50.4 471 C poxaeHus
met**** o 1 roma
Hytpuren 20 — Crapme 1
Ny 20 18 50,3 443 rona
Hytpuren 40 — 40 13 312 402 Crapue 1
met**** roaa
Hytpuren 70 — 70 0 41 296 Crapiue 1
met**** rouaa
HCU Anamukc C poxaeHus
S N— 13,1 23 49.6 457 10 1 rona
XMET Crapie 1
77 0 4,5 326
XoMumoH**** ’ rojaa

IIpuioxkenue A3.8 Ilpumepsbl pacuyera qUEThI IPH KJIACCHYECKOI

rOMOUMCTHHYPHUH

Pacyer nuTaHus Ui NaUMEHTA C TOMOIMCTUHYPHeEN B Bo3pacTe 2-X HeleJb , Macca Tea 4
1.
KT

1.KonnyectBo norpedaenus od1iero 6emaka B CyTku U3 pacuera 2,5 r/kr/cyT x4 kr=10r

2. JlomycTrMoOe KOIMYecTBO MeTHOHUHA B cyTKH 30 Mr/kr x4 kr= 120 Mr/cyTku

3. KonnuecTBo HaTypanpHOTO Oenka 3a cueT rpyaHoro mojioka (I'M)/metrckoit MoJlouHON cMecH
(AMC) ¢ yuerom, yto 1 1 6enka I'M/IMC coxmepxur 30 mr mermonuna: 120:30=4 r
HaTypaibHOro Oenka 3a cuer I'M/IMC.

4. KonmruecTBo Oeka 3a CYET CHEIUaATN3UPOBAHHOTO poaykTa: 10-4=6r Genka

5. KonmnuectBo (B T) crneunuanu3upoBaHHoro mnpoaykra Hyrtpuren 14- met**** (100r cyxoro
MPOJIyKTa comepkuT 14 1 Oenka): B CyTKM MalMeHTy HeoOxoammo 43 T Cyxoro mpoayKTa
Hytpuren 14— met****,
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Ecnmu ucnonp3yercs criennanuzupoBandbii npoaykt HCU Anamuke wHbpanT**** (100r cyxoro
nponaykra cogepkut 13,1 r Genka): B CyTKM MamueHty Heooxoaumo 46 r cyxoro npoaykra HCU
AnamuKC HHpaHT****,

[TorpeGHOCTS B HaTypaJlbHOM Oelke OOecleYMBaeTCsl 3a CYET IPYIHOTO0 MOJIOKA WIIHM JETCKOH
MosouHoit cmecu. Coxepxanne 6enka B 100 Ma rpyHOro MOJIOKa/I€TCKOW MOJIOYHOW CMECH —
npuMepHo 1,2r, COOTBETCTBEHHO JyIsi oOecrieueHus MOTPEOHOCTH B HATypaidbHOM Oenike (4r)
notrpedyetcs 330 M1 rpYJHOTO MOJIOKA/IETCKON MOJIOYHON CMECH.

6.Criennan3upoBaHHas CMECh aMUHOKHUCIIOT U TPYJIHOE MPJIOKO/ETCKask MOJIOYHAS CMECh JIETISTCS
B PaBHBIX KoJIMUeCTBax Ha 6 mpueMoB:339:6=55mn I'M/IMC

43:6=7,2r cyxoii cMmecu Hyrtpuren 14— met**** passectu B 50 Mi1 BOABI.

3a ogHO KOopMIeHUE pebeHOK moyduT 105 M muranus ( 55mur+50mi).

Ecmu ucnionezyercst cmecb HCU Anamuke uapanT***, To B 0JHO KOpMIIeHUS OepyT
7,6 T CyXOro mpOAyKTa U Pa3BOIAT €ro B 53 Ml BOJBI.

3a ogHo KopmiieHue pedeHok noayuut 108-110 v mutanus ( 5SSmr+53mim).

1.
Pacyer nuTaHus U1 NanMeHTa ¢ TOMOLUCTHHYpPHel B Bo3pacte 10 jet, macca tesa 27 kr

1.KonndectBo notpebienus oodiiero 6enka B CyTKU U3 pacyera 2r/Kr/cyT =54r
2.CpenHee DOMYyCTHMOE KOJTMYECTBO METHOHHMHA B CyTKH 10 mr/kr = 270 mr

3. KonnuectBo HaTypanbHoro 6enka 270:30=9 r natypanbHoro 0enka
4. KonmuecTBo OeJka 3a CYET CHEIUATN3UPOBAHHOTO PoaykTa: 54-9=451 Oenka

5. KonmnuectBo (B r) cneuuanusupoBaHHoro mnponaykra Hyrtpuren 70- met**** (100r cyxoro
npoaykra coaepxut 70 r 6enka): B CyTKH NallMeHTy HeoOxoaumo 64 r cyxoro npoaykra Hyrpurexn
70 — met.

Ecnu ncnone3yercs cnenuanuzupoBanHHbii npogykT XMET Xomupou™*** (100r cyxoro npoaykra
conepxut 77 T 0enKka): B CyTKU ManueHTy Heo0xoaumo 58 r cyxoro npoaykra XMET XomuoH.

C ucnonp3oBaHUEM TaOJIMI] AMUHOKHCIOTHOTO COCTaBa MPOAYKTOB COCTAaBIISIETCS CYTOUHBIM HAabop

HaTypaJbHbIX IPOAYKTOB, KOTOPbIE B CyMMe OyIIyT colepxkaTh 9 I HaTypajbHOTO OeJKa.
1
HpI/IBe,Z[eHHBIC MMPUMEPHI ABJIAKOTCA OPUCHTUPOBOYHBIMU. B KaxX0M CJjiydac Tpe6yeTc;1 KOHTPOJIb

Ha3HAYEHHOM TUETOTEPAIINK U €€ KOPPEKIH 110 pe3ysbTaTaM aHalIu30B [77].
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Ipunoxenune b. Anropurm neiicTBuil Bpada

MauymeHT C nopo3peHnem Ha
FMOMOUMCTHHYPHUHD

Y

IuarHocTuka

KoHcyneTayua NuarHos
npodwunsHoro NOATBEPHAEH?
cneumnannucTa
'y
Tepanuna B cTauymoHape
h
HucnaHcepHoe HabnogeHue KU
MOHWTOPWPOBaHWE NauweHTa
HET Tepanua

adipexTHBHA?

IIpuioxkenue B2. AJIropurM IMarHOCTUKHY HAPYIICHUI peMeTUIUPOBAHUS



KNuHWYECKan KapTHHa,

XapaKkTepHas ana 3aGonesaHus U3 MNoBbiweHne 06LLEro roMoLUCTENHA
rPYNNbE HapyLWEeHWs

nnasmMel MO3UTUEHBIA HEOHATANbHEIA CKPUHMHT
PEMETHNIUPOBAHKA

I

Y
MpOBECTH NONHBIW CNEKTP OUarHOCTUYECKUX aHANW308:
YpOBEHs B12 W hONUeBOi KWMCNOTH B CHEOPOTKE; O6LLIMA rOMOLMCTEMH (tHey) n
METHOHWH (Met) Nnaambl; cNeKTp auMNKapHUTUHOE, YPOBEHb METH/IMANOHOBOM
xucnorel (MMA) B MoYe wnn nnasme

Ha4aTte eMTamuy B12 (#unaHokobanaMuu*® WK ero asanoru) 1 mr/oeHs
MapeHTEpansHo

v

YpoeeHb tHey NoBbIlIeH; YpoBeHb Met HOpManbHBIA UMK CHUXEH

Y

O6paTUTLCA B CNEUWaNW3MpOBaHHBIN LEeHTP!
MpogonxuTe BUTAMIUH B12 (#fumMaHoKoBanaMMH™ UNK 8ro aHanoru)
napeHTepansHo
PaccmoTpeTs npuem 6eTauHa, #HoNMeBoi KMCNOTH ™ UNK 88 NPOM3BOOHbIX, L-
METMOHWHE NEpOpPansHo

Y

Y

B12 N, donues.k-Ta N, tHg B12 ﬂ, donnee.k-Ta N,
N, MMA N

Y \ i
B12 N, donmes.k-Ta N,

B12 N, d)onuen.x—Taﬂ, B12 N, donuee.k-ta N,

e - mmaf thef), MMAN tHe {-{11, mmaN thef- {1, mmaf}
I

HET AAHHLIX 38 HapylweH1e

AehruuT/HapyweHue AevuMT/HapyweHe MTHFR chlD-HC, HenoctarovHocTs cbiC,
pEMETUNMPOBAHWA TpaHcnopTta B12 TpaHcnopTa donatos cblE, cblG cblD-MMAMC, cbiF, cblJ
wnu TG
Y v v Y ‘ Y
Mpogenxuts MpekpaTuTs BuTaMuH B12 MpononKuTs BUTaMuH B12
[MATHOCTHHECKMA TpOACMKWTE AMBTHOCTUMECKWIA MOUCK. (#umanokoBanamuH** Mnun (#umaHokoBanamuH** unun
ke P Heobxoaumo HasHa:euue BuTaMuHa B12 ero asanoru). ero asanoru).
i iy (#umaHokobanamud™ unm ero aqanoroa)/ MpopoMKKUTEHAYATE MpooOMKUTL/HAYATE GETauH.
A #hONUeBoR KMCNOTL™ 1K ee GeTaunH. MNpONoKUTE/HA3HAYMTE L-
MIREDT NpOU3ABOAHEIX MponomKUTb/HA3HAYMTE METHOHUH WKNKM #honueByo
#honuesyo KUCNoTy™ MK KMCNOTY" UMK ee
e NPoU3BoHbIe/MNK L- NpoW3BoaHLIE
METWUOHKH




IIpunoxenue b3. Anropur™m onpeenennsi 4yBCTBUTEIbHOCTH K

NUPUHAOKCHHY **

( Mepeoe onpeneneHKe roMouMcTerHa 8 KpOBIﬂ> C BTopoe onpenenseHne roMoumMcTerHa B KpOBIﬂ)

v

Q}TapT npuema #FnupuaookcuHa™ 10 mrfkrfoyT (Mmunmsaym 100 mricyT, makcumym 500 Mr!cyTD

¥

C KoHTponk YypOBHA rOMOLMCTEMHA B KPOBW Yepea 1 Ha.u)

‘, l

( TOMOUWCTEMH B KPOBK < 50 MKMONL/N ) C TOMOLUWCTEMH B KPOBK > 50 MKMOML/N )

Y ¥

KOHTF]'OJ’!I: YPOBHA romouMcTeMHa B Kposu KBHTpl]J'Ib YPOBHA roMoLUuCcTEMHA B KPOBK
4epesa 2 Hef Ha4Yana Tepanm Yepea 2 Hell HA4ana Tepanum

v

C FomouwcTerH B Kposk > 50 Mmkmons/n )

¥

KOHTpONL YPOBHA MOMOLMCTEMHA B KPOBM Yepea
6 Hea HaYana Tepanuun

Y

TOMOLMCTEMH B KPOBM < 50 MKMONL/N TOMOLIMCTEMH B KPOBM < 80% OT FOMOUMCTEWH B KPOBM = BO0% OT
Ha4ansHoro Ha4ansHoro
BE 4yBCTBMTENEHARA (hopMa YaCTUYHO YYBCTBWTENLHAA (ropMa B6 peancTeHTHaA popMa

McTouHumK: https://bimdg.org.uk; nepesog, BbINONHEH aBTOPaMMU C USMEHEHUAMMU.
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Ipuaoxenue b4. Anropurm JieueHnsi HOBOpo:kaeHHbIX ¢ ['TTY

MMPMAOKCHH-HYBCTEMTENBHARA

dopma MUY
TIMPMOOKCUH HEHYBCTEMTENEHAA] HACTU4HO - MpoAomKUTE #MMPULOKCUH'™ 1
“yBCTBUTENBHAA hopma MUY fhonuesyto KMcnoTy*®

Ha4aTb AUeToTepanuio:
- OWETa C OrpaHuYeHWeM MeTHOHWHA (Met)
- NPONOMKUTE #NHPHAOKCUH™Y, #doNuesyio

/ TPyOHOE BCKAPMIMBAHWE \ VickyceTBeHHOE BCKApMMBAHUE

YMEHBLIKTh MK BPEMEHHD 0CTaHOBMTL 0BbIMHYIO

- YMEHBIIKTE OBBEM MPYAHOTO MONOKa Ha 50%,
£Meck B COOTBETCEMM € YPOBHEM Met NnazMel.

noGaBuTh BMHMHOKMCNOTHYH CMECH HE COAEDXALLYI
Met (npumMepHe 78 MN/Kr/GeHs) 40 NPUEMA FPYAHOro NobasnTe AMHHOKWCNOTHYIO CMECh HE COMEDMKaLLLYIo
MONOK (TPYAHOE MONDKO COREPXMT NPUMEDHD 18 Mr Met B 33BUCMMOCTH OT ypOBHA Met nnazmel npu
Met & 100 mn) NOBTOPHOM BU3MTE
- OXMOaTh CHUXEeHKUe DBILEro roMoLMcTeMHa (tHey) u
Met Nnazmbl 4O TAPreTHOTo YPOBHA Yepes 7-12 gHeld  [———
- NPCBEPUTDL YCBOGHWE aMHHOKUCNIOTHOM CMECH He
cofiepxatleil Met B Te4eHUK 24 yacos. ECnK cMeck He >1000 MKMONBIT 4 pasa 8 feHb
YCBANBAETCA - BDEMEHHO NPEKPATUTL TPYOHOE 600 - 1000 MKMONL/N 3 pasa B fgHL
BCKapMAWBaHWE, 0CTABWUTL TONLKO UCKYCCTBEHHDE 200-600 MKMONLIN 2 pasa B feHb
BCKApMNNBAHWE aMUHOKMCNOTHOW CMeckio Bes Met.
CnepoBaTh KNMHUHECKMM DEKOMEHOALMA NO
UCKYCCTEEHHOMY BCKaPMAMBaHWIO. PEKOMEHL0BATE

\ CUeXHBaHWE ONA COXPaHEeHWA NaKTalKWK. / v

Bo306HOBMTE AETCKYK CMECH Ha OCHOBE MONOYHOR
chIBPOTKK (copepxuT 28 mr Met B 100 mn).
CokpaTtute npuem Met go 90-120 mr/geHe (Npy
Bece < 3 kr [0 30 Mr/kr/neHs).
MobaBnTe BMMHOKUCNOTHYIO CMECH HE
opepxalyie Met ¢ yyeTom Heobxogumore
notpebnenua obuwero Genka 3 rpammalkr/neHs.

YpoBeHb METHOHWHA KpaTrHOCTL NPUeMa CMeCcH
nnasmbi: He CmEp)KﬁLLlEl:‘ METHUOHWH:

\

KoHTpone OMeTsl Yepes 1 Hegeno.
MoHuTopuHr ypoeus Met nnaamel 1 tHey vepea 7
[He# Ha4ana quetoTepani. CKOPPeKTUPOBaTE
KONUYECTBO aMUHOKNCNOTHOW cMeck Bes Met ana
nofAepKaHuA YpoBHA Met 1 tHey B npepenax *

TapreTHbiX 3Ha4eHWi. [pyaHoe MONoKo/neTckas

(3

cMmech 06bi4HO ofecneqnearot 90-120 mr Met s

OgHb. TapreTHele 3Ha4eHWA B NNa3ame:
METHOHAH HOPMANEHLIE 3HA4EHWA
oGLWMA roMoLMCTErH B0-100 mxmons/n
CBOGOAHLIA TOMOLMETEMH < 10 MKMONL/N
OBLMA LIACTEMH HOPMANkHBIE 3HAYEHWA

L
( MoHHTOPMHT NoKa3aTeneid KPoBK @XeHBNeNbHO, KOPPEKUMA MUTAHMA ONA A0CTHXKEHUA TAPreTHLIX 3HaYeHNi )

UcTouHKK: [5]. MybankyeTca 6e3 nsmeHeHU, nepeBoy, BbINOJIHEH aBTOPaMM

IHpuiaoxkenue Bl. Undopmanus 15 nanueHTa

Kanaccnueckasi roMoniucTuHypus, 1eUIUT HUCTATHOHNH-0eTa-cuHTa3bl UTO

TaKoe rOMOIMCTUHYPUS?
FOMOHI/ICTI/IHypI/ISI — OTO I'pynIia HaCJICACTBCHHBIX 3360J’IGB3HPII>1, IMIPU KOTOPBIX IMOBBIITACTCSA
YPOBEHb TOMOIMCTEMHA B KPOBH. FOMOHI/ICT@I/IH BJIMACT Ha MPOLCCChI CBEPTHIBAEMOCTH KPOBH,

CEpJICYHO-COCYIUCTYIO CUCTEMY, HEPBHYIO CUCTEMY, CO€IMHUTEIbHYIO TKaHb.
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I'omouucTHHYpHUS MOXKET ObITh BbI3BaHA: MyTallleld B HECKOJBbKUX pa3HbIX IreHax. Bce atu
IeHbl OTBETCTBEHHBI 3a CHHTE3 (DEPMEHTOB, KOTOpPbIE YYacTBYIOT B TOM, KaK Halll OpPraHU3M
UCHoNb3yeT U  oOpabarbiBaeT aMuUHOKHMCIOTHL. Hambornee pacnpocTtpaHeHHOW — dopMmoit
TOMOLIUCTUHYPUH, sABJsIeTCA AepUIUT PepMeHTa LUCTaTHOHUH-0eTa-CUHTa3bl, KOTOPbI BO3HUKAET
npu MmyTanusx B rene CBS. bonee peakue npuuMHbl TOMOLUMCTUHYPUM BKIHOYAOT MyTallMi B T€HAX
MTHFR , MTR , MTRR u MMADHC . [lpyrue ¢opMbl TOMOLIMCTUHYPUHU CBSI3aHBI C HApYILICHHEM
oOpa3oBanusi BuTamuHa Bl2 u KpoMme TOMOLUUMCTUHYPUM COIPOBOXKIAIOTCA IOBBIILICHUEM
METUIIMAJIOHOBON KHUCJIOTBI.

Haubonee pacipocTpaneHHBIN THIT TEHETHUECKOM (HOPMOI TOMOLIMCTHHYPUH - KIIaCCHYECKast
TOMOLIMCTHUHYPUS, BBI3BaH JeUIUTOM (pepMEeHTa UCTaTHOHWH-OETa-CHHTA3a.

Kak nposiBasiercsl Ki1accuueckasi rOMOUUCTHHYPHSA?

Hetn c 3TUM 3a0o0jeBaHMEM HE HUMEIOT OCOOCHHOCTEH mnpu poxkaeHuu. [lepBbimu
HecTenu(pUIeCKUMU CUMITOMAaMH MOTYT OBITh 3a/Iep’KKa IICHXOMOTOPHOTO Pa3BHUTHUS, YMCTBEHHAS
OTCTaJIOCTh, CKEJIETHBIE 1e(hopMalMU (BaJIbI'yCHAsl YCTAHOBKA KOJIEHHBIX CyCTaBOB, KM(POCKOINO3BI,
BOPOHKOOOpa3Has WM KUJIEBUAHAS AeQOopMaly TPy IHOM KIETKH), KapAMOBacKyJsipHasi IaTOJIOTus,
4acThle MepesioMbl (y JeTel CTapIlero Bo3pacra).

XapakTepHa MMaToj0rus II1a3HOr0 arnmapara: CyoroKcalus (JIFoKcalus) XpyCTaIuKOB, YacTO
OCJIOKHSAIOIINICSA BTOPUYHOM INIayKOMOM, HEPEIKO UMEIOLIEH 3J10Ka4€CTBEHHOE TEYEHUE, MUOIHS,
aTpo¢us 3pUTENIbHBIX HEPBOB, KaTapakTa U OTCIIOIKA CETUATKH.

VY manueHToB NOJPOCTKOBOTO U MOJIOJIOTO BO3PACTa MOT'YT BOZHUKHYTh TPOMOO3bI, KOTOpBIE
ABJIAIOTCS TJIABHOM NMPUYMHOM MH(]apKTa MUOKapJa WIM HWHCYJIbTa C (POPMUPOBAHHEM OUYAroBOM
HEBPOJIOTUYECKOW CHUMITOMATHKH BO3HHUKAIOT IMPEUMYIIECTBEHHO Yy MAallMEHTOB IOJIPOCTKOBOTO
BO3pacTa.

Jlpyrue BO3MOKHBIE CUMIITOMBI BKJIHOYAIOT 3a00J€BaHUE KOCTeH (CKOJIMO03), MPOOIEeMBI C
NICUXUYECKHUM 3]I0POBbEM U MPOOIEMBI C TIOBEACHUEM (HAaIlpUMEp, CUHAPOM JiepUIUTa BHUMAHUS U
TUIEPAaKTUBHOCTH).

Kak Hacienyercs: kiaccuyeckasi roMOUMCTHHYpUsi?

'oMOLMCTUHYPUST OTHOCUTCA K HACJIEICTBEHHBIM 3a00J€BaHMUSAM M TMEpeaaeTcs IIo
ayTOCOMHO-PELECCUBHOMY TUITY. DTO 3HAUUT, UTO OOJIE3Hb MPOSBISETCS TOJIBKO B TOM Cllydae, €Ciiu
o0a poauTens ABISAIOTCA HOCUTEISIMH M, XOTS CaMU OHHM He OOJeloT, MepenaroT peGeHKy ABa

MOPAKCHHLBIX I'CHA. boapmuHCTBO CCMCI>'I, € €CTh pe6CHOK C OTUM 336OHCBaHI/ICM, HC CTAJIKNBAJINCh
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pasblIe ¢ mogo0HO! pobiaeMoil. Puck moBTopHOro poxaeHus: 00JbHOTO peOeHKa B CEMbE, I/Ie yiKe
ecThb OOJIbHBIE JI€TH, COCTABISIET 25% Ha Kaxayt0 0EpeMEeHHOCTb.

Bce cembu ¢ romMouucTuHypuEil JOKHBI 00S3aTE€IBbHO MPONTH MEIUKO-T€HETUYECKOe
KOHCYJIbTUPOBAHUE U MOIYUYHUTh MOJHYIO0 HH(OOPMALIUIO OT Bpada-reHeTHUKa O PHCKE MOBTOPHOIO
MIPOSIBJICHUS TaHHOTO 3a00JIeBaHUS B CEMbE, 00CYIUTDH CO CIEI[HAIIMCTOM BCE BOMPOCHI, CBSI3aHHBIE C
HacienoBaHueM 3aboneBaHusi. B Poccunm Menuko-reHeTHMYeCKHWE KOHCYNbTallMu paboTaroT
MPaKTUYECKH B KaXJIOM PETrHOHE.

Kak ycraHaB/IMBaWOT IHATHO3 KJIACCUYECKON TOMOLUMCTUHYPUH?

Ha ocHOBaHMM KJIMHMYECKHUX CHMITOMOB Bpad MOKET 3arloJ03pUTh 3a00JIeBaHHUE U Jaliee
OTIIaBUTH MALIMEHTA Ha CHEIHATM3UPOBaHHOE JabopaTopHoe uccineaoBanue. [Ipu romouucTunypun
MOBBIIIAETCS B KPOBU YPOBEHb CBOOOAHOTO M OOIIEro TOMOIMCTEHHA, a TaKXKe YpOBEHb
AMUHOKHUCIJIOTHI MeTHOHMHA. VcceoBaHe MOYM HA OPTraHMYECKU KUCIIOTHI TO3BOJISIET UCKIIIOUUTh
dbopmbl TOMOIMCTHHYPHUHU c METHUJIMAJIOHOBOM aluIypHUeH. [Hanee ImyTeM
MOJIEKYJISIPHOT€HETUUYECKOT0 aHAJIN3a BBIBIIOT MyTaluu B reHe CBS. OueHb BaKHO IPOBECTH 3TOTO
aHaJM3, TMOCKOJIbKY YK€ MO0 TEHOTUITy B HEKOTOPBIX CIIydasX BO3MOXKHO OIPENENUTh OyAeT JH
YyBCTBUTEIHHOCTh K TEpANy BUTAMUHOM B6 miu Her.

Kak seuaT kiaccu4eckyo roMOIUCTUHYPHIO?

MeTHOHUH SBJSIETCS HE3aMEHHUMOW aMHUHOKHUCIOTOW (HE CHHTE3UpYeTCs B OpraHusMe, a
MOCTYMAaeT U3 BHE), OH HEOOXOAMMBIM I HOPMAILHOTO POCTa U CHHTe3a Oellka B OpraHu3Me, U
MO3TOMY HE MOXKET OBITh MOJIHOCTHIO MCKJIIOUEH U3 panuoHa. CHIKEHHE METHOHWHA JIOCTUTaeTCs
MyTeM OrpaHUYeHHs Oelka B MUIIe AJIs MO IePKaHMs yPOBHS METHOHHHA M TOMOIIMCTENHA B KPOBU
B IIpeJiesiax IeNeBbIX MoKa3aTeneil TedeHust (OHM HEMHOTO OTJIMYAl0TCA OT HOPMAIbHBIX 3HAYCHHI ).
D10 moTpedyeT 0TKa3aThCs OT OENKOBBIX MPOIYKTOB C BBICOKMM COJZIEp)KaHHWEM Oenka, BKIoYas
MsICO, pBIOY, siiilIa, ChIp U 000OBBIE, TOCKOIBKY OHU COAEPIKAT OOJIBIIOE KOJIUYECTBO METUOHHHA H,
TakKUM 00pa3oM, pa3pellieHbl NPy FOMOLUUCTUHYPHUH JIMIIbL B OYeHb HeOosblIoM KosnyecTse. [lpu
ATOM, 4YTOOBI OpPraHM3M IOJIy4aJ JOCTaTOYHOE KOJIMYECTBO JPYTHX aMHHOKHMCIOT Ha3HayaroT
JIOTIOJTHUTEIBHO K HU3KOOEIKOBOM JMeTe criennaabHble JeueOHble CMECH, B KOTOPBIX OTPaHUYEHO
coJlep’KkaHHEe TOJIbKO METHOHMHA, a JpPyrue aMUHOKHUCIOTHI COAEpPKAaTbCsl B JOCTaTOUHOM
KonuuecTBe. OCHOBHbIE HABBIKM, KOTOpBIE JIOJDKHBI NMPUOOPECTH POAWUTENM M caM MalleHT-
PacCUHMTHIBATh TUETY TAKUM 00pa30M, YTOOBI BCE AMHUHOKHUCIIOTHI M IPYTUe HYTPUEHTHI MOCTYIAIHN B

A0CTAaTOYHOM KOJIMYECTBE, 4 YPOBCHb MCTHOHHHA OBLT OrpaHHUYCH.
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Crnenyer MOMHHTB, YTO TOJEPAHTHOCTh K METHOHUHY (O€30MacHBI YpPOBEHb) pa3iUyYacTCs y
nanuenToB. Kak npaBuino oHa MokeT ObITh B nuama3oHe or 80-160 mr / neHb, 4ToObI  ypOBEHb
obmero romonucrenna (tHey) Ovi1 <100 mxMons / 1. BaxkHO BMecTe ¢ BpayaMu U Ha OCHOBaHHH
7a00paTOPHBIX aHAIM30B IO ONPE/IEICHUIO METHOHNHA M TOMOIIMCTEHHA ONPEIeIUTh 0e30IacHbIH
YPOBEHb METHOHUHA MHAWBUAYaIbHO. [l yrpaBieHnss HOPMOII METHOHUHA YeJIOBEKa MPUMEHSIOT
1100 TabJMIIBI C COIep’)KaHNEM METHOHHMHA B KaXKIOM U3 POIYKTOB . Ecim conepkanne MeTHOHUHA
HEJIOCTYITHO, TO MPUMEPHO PACCUUTHIBAIOT MCXOAS U3 TOro uro 20 MI METMOHMHA COJCPKHUTCS
npuMepHo B 1 r Oenka.
Kpome nmerorepanuu Ha3HAa4alOT BUTAMUHBI, CPEIU KOTOPHIX HauOojee BaKHBIM sBisieTcss B6
(MMpUAOKCUH). DTOT BUTAMMH HEOOXOAMM (EepMEHTy LMCTaTHOHHH-Oera-cuHTaze (CBS) s
HOpManbHOW paboTel. [IprMepHO B TNOJOBMHE BCEX CIy4aeB KIIACCHYECKOW TOMOLMCTHHYHUH
HaOJII01aeTCsl YyBCTBUTENBHOCTD K JICYEHUIO BUTAMUHOM B6. J[1s1 3TOTO MPOBOIAT CrieUaTBHYIO
npoOy ¢ BUTAMUHOM, OTIPECIISIOT OMOXMMHUYECKHE IToKa3aTes KpoBH. Eciu moka3arenn MeTHOHUHA
U TOMOLMCTEMHA CHIDKAIOTCS, TO YCTAaHABIMBAIOT JHarHo3 B6-dyBcTBUTENBHast ¢opma
TOMOLIMCTUHYPUH U MHOTHE U3 3THX MAllUCHTOB HE HYXIAIOTCS B TUETOTEPAIINH, & UM HEOOXOIIM
TOJBKO IpueM BUTaMHHA B6. BaxkHO 4eTko cieoBaTh 103MPOBKaM Ipernapara, KOTOpble Ha3HAUYUT
Bpay /IS TOTYYEHUS] MaKCUMAJIbHOTO 3P QeKTa JeUeHHUs U MPEIOTBPAICHHS MOOOYHBIX SIBICHUM.
Ecnu He Habmomaercss oTBeTa Ha BUTaMHMH B6, Bpauum peKOMEHIYIOT MPUIEPKHUBATHCS CTPOTOU
JMEThl U Kak MpaBWIO HAa3HAYAIOT €Ile OJHY OMOJIOTMYECKYI0 aKTHBHYIO J100aBKy- OeTanH. DTO
COCJIMHEHHUE CIIOCOOHO MOMOTAaTh «HEHTPAIN30BaTh» TOMOLMCTEHH B pe3yJbTaTe 3alycka 0co0Oon
bepMeHTHO peakiuu.

IIpy HEOOXOOUMOCTH TNPOBEACHHMS XHUPYPrHUYECKOro BMEIIATENbCTBA  005S3aTENIBHO
POKOHCYJIBTHPOBATHCS C JICUAIlUM BpPavyoM, MPOBECTH HCCIIEJOBAaHHE HA TOMOIMCTEHH KPOBH,

MNPECAIPUHATD MCPLBIL HpO(I)I/IJIaKTI/IKI/I TpOM6030B, YKa3aHHBIC B JAHHBIX PCKOMCHAAIUAX.

Kakoii Hy’KHO IPOBOAUTH MOHUTOPHUHT VISl MALMEHTOB ?

Heo6xoauM MynbTHANCHUILUIMHAPHBIA MOAXOA K HAOIIOACHUIO U JICYEHUIO MAIMEHTOB C
TOMOIIMCTUHYPHUEH CHEIUAIMCTaMU pa3HbIX Mpoduiell ¢ nenplo olecreueHuss KOMIUIEKCHON
Tepanuu ¥ CBOEBPEMEHHON €€ KOPPEKINH MpU He0OX0IMMOCTH. /{715l MaliMeHTOB C TOMOIIMCTUHYpUEN

HEO0OXOIMMBI PEryJIsipHBbIE 00CIIeTIOBaHUS, KOTOPhIC Ha3HAYAET Bpad.

Kak nanuenTsl moJsy4arrt jedenue B Poccuiickoit Penepanun?
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["OMOIMCTHHYPHS OTHOCHTCS K YHCTY PEAKUX HACIICICTBEHHBIX 00JIe3HEH 0OMEeHa BEIIECTB U
BXOJHUT B TepeueHb peAkux (opQaHHBIX) 3a00J€BaHUMN, JIEYEHHE KOTOPBIX MPOBOIUTCS 3a CYET
CPEIICTB perHoHaNbHOrO OrojpkeTa. Ilociae ycTaHOBJICHHE AWarHo3a HEOOXOJHWMO BKIIFOUCHHUE
NalMeHTa B PErHOHAIBHBIA CETMEHT PEerucTpa MO KU3HEYTPOXKAOIUM peAKuM (ophaHHBIM)
3a001€BaHNsIM, C LEJIBI0 NAIBHEHIIEr0o 00ecleueHrusd HEOOXOMOUMEBIM JIeUeOHBIM IIMTAHHEM U
JICKaPCTBCHHBIMHU TIperapaTaM. B pa3HBIX pEerdoHax 3a BEJCHHE PETHCTPa OTBEYAKOT pPa3HbIC
CIEIHUAIIMCTBI, HO Yalle BCEro 3TO BPAYHM-TCHETHKH, MO3TOMY IIOCJIE€ YCTAHOBJICHHS JAHArHO3a

0053aTeNIbHO HY>)KHO O0OPAaTUTHCS K PETHOHAILHOMY Bpauy FeHETHKY.

Kaxk MoryT momorathb poaHbie u 0Jim3Kkue?

He 3a0biBaiiTe — OT ceMbu  TakKe 3aBUCHT Yycrex JjedeHus. HyxHo coOmonats
PEKOMEHIallNH, HU MPU KAaKUX YCIOBUAX HE JOMYCKATh «CPBHIBOBY B IMETOTEPAITHH, CICAYET YACISITh
BHHUMaHUE peadWIMTallMU U TUTAHOBBIM O0clieioBaHMsIM. Bce uiieHbl ceMbU JODKHBI 3HATh, YTO
peOEHOK HYXJaeTCsl B OCOOOM MUTAHUU U OJIM3KKE POJICTBEHHUKHU OJIKHBI OCBOUTH HABBIKH pacueTa
JTAETHI.

PonuTtenu namueHTa ¢ TOMOIMCTUHYPUEH, a B JAJIbHEHUIIIEM M CaM MAIMEHT JOJIKHBI OBITh

06y‘~I€HI)I [IpaBujIaM OpraHu3aluu TCparuu.

TI'omouncrunypus, cesizannas ¢ ge¢puuurom MTHFR Yro

TaKoe TOMOLUCTUHYPHA?

I'oMonucTuHYpHUs — 3TO rpymnna HacaeACTBEHHbBIX 3a00JIeBaHUMN, IPU KOTOPBIX MOBBIIIAETCS
YPOBEHb TOMOIIMCTENHA B KPOBU. | OMOIIMCTENH BIMAET HA IIPOLIECCH] CBEPTHIBAEMOCTH KPOBH,
CEPAEYHO-COCYAUCTYIO CUCTEMY, HEPBHYIO CUCTEMY, COCIMHUTEIIbHYIO TKaHb.

['oMoLuCTHHYPHS MOXKET ObITh BBI3BaHA: MyTAIlUU B HECKOJIBKUX Pa3HBIX I'eHbl. Bee 9TH reHsl
OTBETCTBEHHBI 32 CHHTE3 (DEPMEHTOB, KOTOpbIE YyYaCTBYIOT B TOM, KaK Halll OPraHU3M HCIIOJIb3YeT U
oOpabatbiBaeT aMUHOKHCIOTHL. Hanbosnee pacnpoctpaneHHON (hOpMOI TOMOLIMCTUHYPUH, SIBISAETCS
nedunuT GpepMeHTa IUCTaTHOHUH-0eTa-CUHTa3bl, KOTOPBIM BO3HUKAET NMpU MyTauusax B reHe CBS.
Bbosnee penkue nmpuymMHbI TOMOIUCTUHYPUH BKJIIOYAOT MmyTaruu B reHax MTHFR , MTR , MTRR u
MMADHC . [ipyrue ¢hpopMbl TOMOIIUCTUHYPHH CBSI3aHBI C HApyILIEeHHEM 00pa3oBaHus BUTaMuHa B12

U KpOMC TOMOIUCTUHYPUHU COIIPOBOKAAKOTCA IMOBBIILICHUEM METHJIMAIOHOBOM KHUCIOTHI.

75



I'omonuctunypus, ces3annas ¢ aepunurom MTHFR - 310 renernueckoe 3abosieBaHme,
KOTOpPOE BO3HHUKAET M3-3a HapylieHUs paboTel pepMeHTa MeTHiIeHTeTparuapodonar peaykrassl.
OTOT depMEHT KOAUpyeTcs TreHoM, KoTopelid Takke HaszpiBaercs MTHFR. MTHFR Baxen mis
XUMHUYECKON peakIy B OpraHu3Me ¢ yuacTueM BuTamuHa B6 u ¢onneBoil KUCIOTHI.

Kak nposiBjisiercss roMouucTUHypus?

'omMouucTHHYpHUS Y HOBOPOXKIEHHOTO pedeHKa 0ObIYHO HE mposiBisercs. IIpu oTcyTcTBHM
JICYEHUs y ACTEH B MIIAJICHUYECTBE MOSBIISIIOTCS IPU3HAKA U CUMIITOMBI TSDKEJION TOMOLIMCTUHYPHH.
I'omonuctunypusi, Bei3BanHas Bapuantamu MTHFR, MoskeT ObITh  JIErKO¥ M MPOSBIATHCS B OoJiee
MIO3HEM JIETCTBE WK BO B3pOCIOM Bo3pacTe. CUMITOMBI MOTYT BKJIKOYATh HAPYIIEHUE CBEPTHIBAHUE
KpOBU (IOBBILIEHHOE TpoMOOOOpa3oBaHME), OTCTABAHWE B pPa3BUTHM, CYJIOpPOTH, AaTaKCHUIO,
MOJIMHENPONATHIO, MHTEJIEKTYyaJ IbHble HApYIICHUs, U MUKpoLedaus.

Kak naciexyercsi romouucTuHypHus, cBsizanHas ¢ fepuunrom MTHFR ?

'oMoLuCTHHYpUST OTHOCHTCA K HACJIEICTBEHHbIM 3a00JE€BaHUSIM U IepeJaeTrcs I0
ayTOCOMHO-PELECCUBHOMY TUITY. DTO 3HAYUT, UTO OOJIE3Hb IPOSBISAETCS TOJIBKO B TOM Cllydae, €Ciu
0o0a poautens ABISAIOTCSA HOCUTEISIMM M, XOTS CaMU OHU He OOJIeIoT, MepenaroT peOeHKy JBa
HOpa)KEHHBIX I'eHa. boJIbIIMHCTBO ceMel, rie ecTh peOEHOK C ATUM 3a00JIeBaHUEM, HE CTAJIKUBAINCh
paHbIIIe ¢ Mo00HOH IPobIeMoid. PHCK MOBTOPHOTO pokIeHUsT OOIHHOTO peOCHKA B CEMbE, TIC YIKe
€cTb 0OJIbHBIE JETH, COCTABIACT 25% Ha KaXKIyt0 OEpEMEHHOCTb.

Bce ceMbu ¢ TrOMOIMCTHHYpHUH MJOJDKHBI 00S3aTENBHO HPONTH MEIUMKO-TEHETHUYECKOe
KOHCYJIbTUPOBAHME U MOIYYUTh MOJHYIO MHQOPMAIMIO OT Bpaya-T€éHETHKa O pPHCKE MOBTOPHOTO
IPOSIBJIEHUS TaHHOTO 3a00JIEBaHUS B CEMbE, 00CYIUTH CO CHEUAIIMCTOM BCE BONPOCHI, CBSI3aHHBIE C
HacieqoBaHueM 3aboneBaHus. B Poccum Menuko-reHeTHMYecKHWe KOHCYJbTallud paboTaroT
PAKTUYECKH B Ka)KJIOM PETHOHE.

['omonucTuHypus u3-3a JepuiuTa METUICHTETParuIpodoaaT peayKkTa3bl CBA3aHa C MyTalUsIMHU B
MTHFR rene. Mytauuu B rene MTHFR npuBojsaT kpepMeHTITO paboTaeT He TaK, Kak JOJKHO,
BbI3bIBasi HAKOTIJIEHUE TOMOLIMCTENHA B OPraHU3ME.

Kak ycranaBJIMBaOT AMAarHo3 roMOUCTHHYPHH cBsi3aHHOM ¢ fepuuurom MTHFR ?

Ha ocHOBaHMM KJIMHMYECKHX CHMITOMOB Bpad MOJKET 3aloJ03pUTh 3a00jIeBaHME U Jaliee
OTIIPaBUThH MALMEHTa Ha CIEIHaATU3UpOBaHHOE JabopaTopHoe uccienoBanue. [Ipu 31oit dopme
TOMOIIMCTHHYPUH TIOBBIIIAETCS B KPOBH YPOBEHb CBOOOJHOTO M OOIIET0 TOMOIIMCTEWHA, H
CHIDKAETCs YPOBEHb aMHHOKHCIOTHI METHOHMHA. MIHOT1a KOHIIEHTpAIMsi METHOHUHA MOKET OBITh U

B HopMme. MccrenmoBaHume MOYM Ha OpPraHMYECKH KHCJIOTHI IO3BOJIIET HUCKIIOYHUTH (HOPMBI
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TOMOLUMCTHHYPUH C METWIMAJIOHOBOW amuaypueit. Jlanee myTeM MOJIEKYJISAPHO-T€HETHYECKOIO
aHaJIn3a BRISBIAIOT MyTaluu B rene MTHFR. O4yeHb BaKHO MPOBECTH 3TOTO aHAJIU3, IIOCKOJIBKY YKe
110 TEHOTHUITY B HEKOTOPBIX CIYYasX BO3MOXKHO ONPEACTUTh OY/ET JIN YyBCTBUTEIBLHOCTh K TEPANUU
BUTaMUHOM B6 niu Her.
Kak neyar romounucruHypuio cesizannyo ¢ negpunurom MTHFR ?

[Tpu 3TO# popMe TOMOLIMCTHHYPUH MTALIMEHTHI HE HYX/IAl0TCs B tueToTepanun. Jleuenne neduuura
MTHFR Bxirodaer mpuem OHOJOTHMYECKHM AKTHUBHOM J00aBKH -0eTaWHa, a Takxke (OIHMEeBON
KACIOTHI**, BuTaMuHoB B6 1 B12, metnonuna. Eciin [uarno3 ycTaHOBICH Ha paHHEHW CTaauu U
Cpady K€ HauWHaeTcs JedeHue OertamHOM, 3(PPEKTUBHOCTH TEpaluud OYCHb BBICOKas. JledeHwe,
HA4aToe MO03KEe, HE YCTPAHSIET CUMIITOMOB, HO MOXXET BbI3BaTh yJIydlIEHUE COCTOsIHUS. JleueHue B
Ka)KJ0M KOHKPETHOM Cllyyae Ha3HadaeT Bpay. TOUHOE BBIIIOJIHEHUE Ha3HAUEHUH Bpaya [103BOJISIET
TOOUTHCS MAaKCUMAIBHOTO 3 deKTa OT JeUeHUsI.

IIpy HEOOXOOMMOCTM MNPOBEACHMS XUPYPrUUYECKOro BMEILATEIbCTBA  005S3aTEJIBHO
IIPOKOHCYJIBTUPOBATHCS C JIEHALUM BpPayOM, IPOBECTH HCCIEAOBAaHHWE Ha TOMOLMCTEHH KpOBH,
HPENPUHATH MEpbl IPO(UIAKTUKY TPOMOO30B, YKa3aHHbIE B JAHHBIX PEKOMEHJALMSX.

[Ipu romoumcTuHYpuH, OOyCHOBICHHON TsoKenbiM nepunmrom MTHFR, BeisaBnsiercs
BBICOKMI PHUCK pPa3BUTUS TPOMOO30B M TPOMOOIMOOIMYECKHX HAPYIICHWH Yy JKEHIIWH, KaKk Ha
NOPOTSDKEHUM Bceil OepeMeHHOCTH, Tak W B mociepojgoBoi mnepuoa. K HHM oTHocATCS
MHOXECTBEHHBIE apTepHalibHble TPOMOO3bl, HieopeMopanbHbIii TpoMO0(pIEOUT, TPOMOO3bI
BEPXHEr0 CaruTTAJIbHOTO CUHYCa U KOPTUKAJIbHBIX BeH. ECTh JaHHBIE O Pa3BUTUU MPEIKIAMIICUU Y
MaTepel, ¢ romouucTuHypueid. OJIHako OOJIBIIMHCTBO OepeMeHHOCTEN y MaTepell ¢ KJIacCU4eCKOn
TOMOLIMCTUHYPHUEN MPOTEKaIn 0€3 aKylIepCKUX OCI0KHEHHUH.

[Ipu nepunure MTHFR y marepn BO3MOXHBI NOpa)X€HHs] HEPBHOM CUCTEMBI y peOeHKa.
[Tooromy manuentkam ¢ aepunurom MTHFR momyuatonum GetanH (OMONOTHYECKH aKTHBHAs
no0aBKa) HEOOXOIUMO  MPOJOJDKHTH JIaHHYIO TEpanuio BO BpeMs OCpeMEHHOCTH C ILEJbIo
NOJJIEPKAaHUS 1IEJIEBOTO YPOBHS T'OMOIIMCTEMHA B KPOBH U, COOTBETCTBEHHO, NMPEAYNPEKICHUS

OCJIOKHEHUH.

Kakoii Hy’KHO IPOBOAUTH MOHUTOPHUHT VISl MAUMEHTOB ?

HCO6XO,Z[I/IM MyJ'IBTI/II[I/ICI_II/IHJ'II/IHapHHﬁ noaxoa K Ha6J'IIOIleHI/IIO n JCUYCHUIO MalluCHTOB C

I‘OMOLIPICTPIHprICﬁ ClICHUAIMCTaAMU  Pa3HBIX HpO(I)I/IJICI\/'I C ILCJIbIO oOecrnieyeHrss KOMILIEKCHOM
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Tepanuy U CBOCBPEMEHHOM €€ KOPPEKITUHU MTPU HEOOXOAMMOCTH. J[J1s MaIiMeHTOB C TOMOIMCTUHYPUEH

H606X0,I[I/IMI>I PETYJAPHBIC O6CJ'ICI[OBaHI/IH, KOTOPBIC HA3HAYACT Bpay.

Kak manuentsl mnoJiy4aror Jiedenue B Poccuiickoii @enepanun?

["oMOLMCTHHYPHUS OTHOCHTCS K YHCITY PEIKMX HACJIEICTBEHHBIX 00JIe3Hel 0OMeHa BEIECTB U
BXOJIUT B MepedyeHb peAkux (opdaHHbIX) 3a00JeBaHUM, JIEYEHHE KOTOPBIX MPOBOIUTCS 32 CUET
CPEICTB pervoHanbHOro Oromkera . Ilocne ycraHoBineHHe auarHo3a HEOOXOAMMO BKJIIOYEHHE
NalMeHTa B PErHOHAIBHBIA CETMEHT PEerucTpa MO KU3HEYTPOXKAIOIUM peAkuM (ophaHHBIM)
3a00NieBaHUsIM, C LEJIbI0 JajbHelero obecreueHuss HEOOXOAUMBIM JIeUeOHBIM MHUTAHHEM U
JIEKapCTBEHHBIMHU INpernapataMyu. B pa3HbIX pEruoHax 3a BEJCHHUE PErucTpa OTBEYAIOT DPa3HbIE
CIELUATUCThI, HO 4Yalle BCEro 3TO BPAUU-TEHETUKH, MO3TOMY IIOCJIE€ YCTAHOBJIEHUS AHArHo3a

0053aTeNbHO HY)KHO O0OPaTUTHCS K PETHOHAILHOMY Bpauy reHETHKY.
Kak moryTr nomorarts poanbie u 0siu3kue?

He 3a0piBaiiTe — OT ceMbM TakKe 3aBHCUT ycmex JedeHus. HyxHo coOiromarh
PEKOMEHIallN K, HU MIPU KAKUX YCIOBUSX HE JOMYCKATh «CPBIBOBY» B IUETOTEPAIIHNH, CICAYET YAECTATh
BHUMAaHHUE peabWINTAIlMN U TJIAHOBBIM 00ciienoBaHUsIM. Bce 4ieHbl ceMbH JTOJDKHBI 3HATh, YTO
peOeHOK HYKJaeTcsl B OCOOOM MHUTAHUU U OJIM3KHE POJICTBEHHUKH JIOJKHBI OCBOMTH HABBIKH pacyeTa
JTUETHL.

PonuTtenu nammeHTa ¢ TOMOIMCTUHYPUEH, a B JAJIbHEHUIIIEM M caM TAIMEHT JOJKHBI OBITh

06y‘~ICHBI IIpaBHJIaM OpraHu3alnuu TCparunu.

Ipuioxkenue B2. Ilpumep «IKCTpEeHHON MAMATKH»

ITamsaTka IpA OCTPOM NPUCTYIIC INIAYKOMBI.

Ocrtpsiit mpuctyn raaykomsl (OI1IY) kpuTuueckoe cocTosiHUE, XapaKTEePU3YIOIINECs Pe3KUM MOBBILICHUEM
BHyTpuriazHoro nasienus (BI'[l), cHIkeHuEM OCTPOTHI 3peHHUS U BBIPAKEHHBIM O0JIEBBIM CHHIPOMOM
BCIIEJICTBHE BHE3AIMTHOTO 1 TIOJTHOTO 3aKpHITHS yriia mepeaneit kamepsl riiasa (YIIK). bes neuenus cocrosiame
YTpoXkKaeT ObICTPOl ¥ HEeOOPaTUMOU yTpaTON 3pUTENbHBIX (PYHKINH 0 IPUIHHE PA3BUTHS TNIAYyKOMHOMN
aTpo¢uu 3pUTEITHHOTO HEPBA.
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PeGeHok npennsaBiseT xaio0bl Ha CYIIECTBEHHOE YXYAIICHUE 3pEHUS, TOSBICHUE PAIyKHBIX KPYTOB BOKPYT
HUCTOYHUKOB CBETA, CHIbHYIO 0OJIb B OCTPaIaBIIeM TJ1a3y, BO3MOYKHA HPpaIUAIIUs 110 X0y BETBel
TPOWHUYHOTO HEpBa (BEpXHUH Kpail OpOUTEHI, 100, BUCOK, CKYJIOBast 00JIaCTh), a TAKXKE TOIIHOTA, PBOTA,
Opanukapaus. Habmomaercs 3acToiiHas HHBEKIHA (MTOKpacHEHHE) TIIa3HOTO sA0J10Ka, O1edapocmiasm,
BO3MOXXCH PEAKTHBHBIN OTEK BEK, pPOTOBHUIIA TEPSET XapaKTePHBIH OJIECK, MNIAJKOCTh U 36pKaAITBHOCTS,
BBITJISIUT TIOJTYITPO3PAYHOM, IEPOXOBATOH (KOHTPOJIB IO 3I0POBOMY I1a3y). — BUAHO HepaBHOMEpPHOE
pacuipeHre 3payka ¢ pe3kuM 3aMe JICHHEM HITH OTCYTCTBUEM PEaKIIMU Ha CBET (KOHTPOJIb MO 3JI0POBOMY
riasy).

[Tomonip Mpu OCTPOM MPUCTYIIC TJIAYKOMBI IOJDKHA OBITH OKa3aHa HEMEJIEHHO!
B nepByto ouepenp HE0OXOAMMO BBI3BATH CKOPYIO TIOMOTIH !

I'nmaBHas neiapr — CHU3UTH BHYTPUIJIA3HOC JABJICHUC U HOPMAJIN30BaTh KpOBOO6paH_ICHI/Ie B TJ1a3y IJId
BOCCTAHOBJICHUS MUTAHUA CCTYATKH U 3pUTCIILHOIO HEPBA.

Beeaure aHanereTMKH, YTO0LI CHATE 00JIB

I[IISI YMCHBUICHUS IIPUTOKA KPOBU K I'Ia3aM HA3HAYAKOTCA ropA4ne HOKHBIC BaHHBI B TCUCHHUE Yaca,
TOPYUYIHHUKH K UKPOHOXHBIM MBIIIIIaM. HaLII/IeHTa H€O6XO,Z[I/IMO roCrruTaIu3upoBaTh B O(I)TB.J'ILMOJ'IOFI/I‘ICCKOC
OTACIICHUC CTallMOHAapa.

Ipuioxkenue I'1-I'N. IlIkanabl OeHKH, BOMPOCHUKYU M IPyrue OleHOYHbIE
HHCTPYMEHTBbI COCTOSIHUSA MANUEHTA, NPUBeIeHHbIe B KIIMHUYECKUX

PEKOMEHIALUAX

He npumenaromcs
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