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TepMUHbI N onpeaeneHns
Cyobmrokcanus (JroKcalus) XpycTajliKa — MOABBIBUX (BBIBUX) XpyCTallKa

1. Kpatkaa wuHcpopmauusa no 3aboneBaHUd WM COCTOAHUIO (rpynnbl
3aboneBaHUN UM COCTOSIHUMN)

1.1. OnpepeneHne 3aboneBaHUA UMK COCTOSIHMA (rpynnbl 3aboneBaHMK UK
COCTOSIHUN)

I'omouuctunypust (I'LLY) — rereporenHas rpymnmna HacleICTBEHHBIX Oosie3Hel oOMeHa
BEIIECTB, OTHOCAIIAACA K aMUHOAIMJIONATHSAM, OOYyCJIOBIEHHAas HapylleHHeM MeTaboau3Ma
CepoCoIep)KaIIMX aMHHOKHUCIOT, B TEpBYIO ouepedb MeTHOHMHA. KX oOmwue mnposiBIeHUS —
MOBBIIIEHUE YPOBHA 0011ero romouuctensa (tHey), mpu Tom, 4T0 aMMHOKHCIOTHBIA NPOdUiIb Ipu
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pa3ubix popmax ['T[Y 3HAUNTENBHO OTINYACTCA.

Bb1iensror HecKoJIbKO (OpPM TOMOLIMCTHHYPHH, U3 KOTOPBIX YacTOM SIBISETCS KiIacCHYecKas
'Y, koTtopast oOycnosiieHa MmyTtauusiMu B reHe CBS, u xapakTepusyercs npu3HaKaMH IOPAKCHHS
COCJIMHUTEIILHOW TKaHM (ACTEHHYECKOE TEJIOCIHOXKEeHHe, JAedopManus TpyaHOH  KIIETKH,
KA(OCKOJNO3, TOJBBIBUX XPYCTAIMKA, MHONUS, TPbDKH M JAp.), TPpoMOO3aMH, CHIKCHHUEM
UHTEJJIEKTa W ICUXUATpUYecKol cumnromatukoil. Takke U3BECTHBI Jpyrue (opmsl
TOMOLMCTUHYPUH, KOTOpbIE MPOSBISIOTCS IATOJOTMEH HEPBHOW CHUCTEMBbl C BapuaOEIbHBIM
BO3pacToM MaHH(eCTalMK U/WiIK APYrux cuctem [1-4].

1.2. 3tuonorma M natoreHe3z 3aboneBaHUsi WU COCTOSIHUA (rpynnbl
3aboneBaHU UNN COCTOSAAHUN)

Boiaensitor HeckoIbKo (popM 3a00I€BaHUS B 3aBUCUMOCTH OT MEPBUYHOIO OMOXMMHUYECKOTO U
MOJIEKYJISIPHO-TEHETUYECKOT O Je(eKTa.

Hapymenue nyrtu tpanccynbhypanuu (KjIaccudyeckas roMonucTuHypus: Be — 3aBucumas
¢dbopma roMomucTUHYpuu wWin Be — pesucrteHTHas ¢opMa) WIM HapylIeHUs B Ipoliecce
pPEMETHIIMPOBAHUS] METHUOHUHA.

l'omorcTenH npeBpaiiaeTcss B METHOHUH B IPOLIECCE, U3BECTHOM KaK PEMETHIIMPOBAHUE,
Ipy ydyacTuM BHUTaMHHa Bip. BrocinenctBum METHOHMH MOXET pacleIuisiTbes 10 S-
aJICHO3WJIMETHOHNHA, KOTOPBIN MpeoOpa3oBBIBACTCS B TOMOIMCTEWH. B peakiuu, Ha3pIBaeMOM
TpaHccynb(ypanuei, TOMOIMCTENH MPEBPAILAeTCsl B UCTEHH, KaTAIM3UPyEeMblil MUPUAOKCATb-5"'-

¢docdarom (PLP) u III/ICTaTI/IOH-B -cunTasbl. [loBbiienue yposHs tHey mpenmnonaraet HapyieHue
OJTHOTO U3 KOMITOHEHTOB 3TOW PEaKIInH.
lNomonmcturypus | nnm kmaccuyeckas ¢opma 3aboseBaHus BbI3BaHA jJePuIuToM GepMeHTa

I_[I/ICTaTI/IOH-B -cuHta3sl (CbS), yudacTByromero B MpeoOpa3oBaHHMM METHOHMHA B I[UCTEHH,
MPOSBJISIETCS MPU HAJTMYUUA TOMO3UTOTHBIX WJIM KOMIAYHA-TE€TEPO3UTOTHBIX MyTalnii B reHe CBS,
JIOKQJIM30BAaHHOM Ha JUTMHHOM Iuiede XpomocoMmbl 21 (21g22). Tum HacnemoBaHHWs ayTOCOMHO-
peneccuBHbIi [4].

[Ipu knaccuueckoit I'llY BcinencTBue HEIOCTATOYHOCTH I_II/ICTaTI/IOH-B -CHHTa3bl HAPYIIAETCA
LUKJT peoOpa3oBaHus CEpocoaeprKaIieii aMUHOKHUCIOTHl METHOHUHA.

Hakomuienne tHcy mpuBoauT k akTuBanmu ¢akrtopa XaremaHa, CIOoCOOCTBYS IpoIeCCy
TpoMO00Opa3oBaHus. Takke THIEPrOMOIIMCTCHHEMHS SIBJSICTCS TMPUYMHOW DHAOTEITUATBHOU
TUCHYHKIIMM HW3-32 CHWIKEHUS OHMOJOCTYIMHOCTH SHAOIEHHOTO Ba30JMJIaTaTOpa-OKCHAA a30oTa W
OKHUCJIMUTEJIBHOTO cTpecca. OJTH W3MEHEHUs HapyllalT CTaOWIbHOCTh apTEepHANbHOW CTEHKU U
SIBJISIIOTCS IPUYUHON MHTpaapTepUaIbHBIX TPOMOO30B, MPOIOIBHBIX HAJAPHIBOB CTCHKU apTEPHH C
MIPOHUKHOBEHHUEM KPOBH M3 IPOCBETa apTEepHH B €€ CTEHKY C (OPMHUPOBAaHHEM B IOCIETHEI
HMHTpaMypaibHOM reMaTOMbI i apTepUOTIaTUH, TIOBBIIIAs MPEAPACIONIOKEHHOCTh K BOSHUKHOBEHHIO
UHCYIBTOB [4-6].

Nmerotcs Taxke AaHHBIE, CBUAETEILCTBYIOIIME 00 W3MEHEHWH OOMEHa COeAMHUTEIHHOU
TkaHu y nanueHToB ¢ ['I[Y. [loBbleHne KOHIEHTpAMM TOMOLMCTENHA IPUBOJIUT K HAPYIICHUIO
CIIMBAHUS CYTb(TUIPUIBHBIX TPYNN B O€JKaX, TAKMX KaK 3JaCTUH, YTO OOBSICHSET AUCIOKAIIHIO
XpYCTalnKa U CKeJeTHbIe aHomauH [ 7, 8].

depMeHT I_II/ICTaTI/IOH-B -cuntaza (CbS) sBnsercs mupuIOKCHH (BUTaMUH Bg) 3aBHCHMBIM
bepmenToM, nosToMy B kiaccuueckoi I'LlY Boiaenstor Be-uyBcTBUTENBHYIO M Be-pe3sucTeHTHYIO
¢dopmbl 3a00sieBaHMsl. BO3MOXXHO Takke HapylleHHE aKTUBHOCTH CIIEAYIOILEro (epMeHTa B 3TOM
MeTabonandeckoi renu — nucratnonassl ([Ipunoxenue A3.3),

Hpyrue ¢opmbl 'Y cBsi3aHbl C TEHETHYECKH JI€TEPMHUHHMPOBAHHBIMU Je(deKTaMu
PEMETWIINPOBAHUSI METHOHWHA, BO3HUKAIOLIMMU BCJIEICTBUE HAPYHUIEHUS aKTUBHOCTH METHOHUH
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CHUHTa3bl PENyKTa3bl, KOTOpas KaTalU3UpyeT PEMETUIMPOBAHHE TOMOLIMUCTEMHA B METHUOHMH,
HEKOTOPBIMH JIe(eKTaMH CHHTE3a KoOajaMHMHAa M HapylleHHeM akTuBHOCTH (epmenrta N(5,10)-
MmetuneHterpargapodonarpenykrassl  (MTHFR).  VYkazanusie (GOpMBI  COMPOBOXKIAIOTCS  HE
MOBBIIICHUEM, a CHIDKEHHEM KOHIICHTPAIlMA METHOHUHA B KpoBH [1].

Hekortopble renernueckue HapylmleHUs] BHYTPUKIETOYHOIO TPAaHCHIOpPTAa M IPOLECCHHIa
kobaamuHa (cbl) (cblC, cblD, cblF u cbl]) BBI3BIBAIOT HENOCTATOYHBIA CHHTE3 HE TOJBKO
METHJIKOOaTaMUHa, HO W aJeHO3WIKoOaTaMuHa, KodakTopa MeTHIMalIoHWI-KoA myrtaspl. OTH
KOMOWHHPOBaHHbBIE HAPYIICHUSI PEMETUIIMPOBAHNUS CBS3aHBI C TIOBBIICHHBIM cojep)kanueM tHey u
MeTHIMaoHOBoM kuciaoTel (MMK) [9].

B JaHHBIX KIMHHYECKMX PEKOMEHIAIMAX pacCMaTpUBAeTCS MOAPOOHO Kiaccudeckas
TOMOLMCTUHYpHUS, U BapuaHT cBsa3aHHbIA ¢ nepunutom MTHFR, a dopmbel metnnmanoHoBoit
alUaAypud C TOMOLUCTUHYpHEH, Oojee moApoOHO paccMaTpUBalOTCAd B KIMHUYECKUX
PEKOMEHAALUAX 110 METHJIMAJIOHOBOM alluAypuH, MOCKOJIBKY MOAXO0/bI K UX Tepanuu OTIMYAIOTCS
ot I'llY.

1.3. Annaemuonorus 3aboneBaHUs UM COCTOSAHUA (rpynnbl 3aboneBaHUN UNu
COCTOSIHUN)

Cpennsiss ywactota knaccuueckod 'Y mo maHHBIM JuTepaTrypbl COCTaBIS€T B CPEAHEM
1:100000-1:200000, Bapeupys ot 1:1800 mo 1:900000 B 3aBHCHMOCTH OT JSTHHYECKOM
npunamnexkaoctu [10]. Hambonee pacmpoctpaneHo naHHoe 3aboieBanue B Karape ¢ wacTtoTtoi
HOCHUTENbCTBA puMepHo 2% [11, 12].

1.4. OcobeHHOCTM KoauMpoBaHuA 3aboneBaHMA WM COCTOAHMA (rpynnbl
3aboneBaHun unun coctossiHun) no MexayHapooHOW cTaTUYECKOW Knaccudpukaumm
6ones3Hen n Nnpobnem, cBA3aHHbLIX CO 340POBLEM

E72.1 — napymerne oOMeHa cepocoiepKammux aMUHOKHUCIIOT.

1.5. Knaccudmkauma saboneBaHMsa UnNnM cocTossHUA (rpynnbl 3aboneBaHun unm
COCTOSIHUN)

Boigensitor cienyromue KIMHUKO-TeHETUYeCKue (pOPMbI TOMOIMCTUHYPHUU:

- Tomouuctunypusi, oOycJOBJIEHHAs HapylIeHHEM TpaHccylbypanuu (KjIaccuueckas
TOMOIUCTUHYPHS, TIOApa3aeNsoniascs Ha Be-ayBCTBUTENbHYIO U Be-pe3ncTeHTHYIO)

- lomonuctuHypus, 00ycroBiIeHHAs] HAPYIICHHEM PEMETHIINPOBAHUS

CoBpeMeHHass KiIacCM()UKALUS — pa3MYHBIX  (OPM TOMOLUMCTHHYPHH TpPHUBEIEHA B
[Mpunoxennn A3.4) [1, 9].

1.6. KnuHu4yeckas KapTuHa 3aboneBaHWA WNM  COCTOAHMA  (rpynnbl
3aboneBaHUN NN COCTOSIHUMN)

Knaccuyeckasa popma roMmoumMcTMHYpUK, CBA3aHHasA ¢ myTaumamm reHa CBS

Knuauueckast kapTuHa 3a0o0JieBaHHMs BapbUpyeT OT JIETKMX JIO TSDKEIbIX  (GopM,
MaHU(ECTUPYIOIUX Ha IEPBOM IOy *KHU3HH. Bbinenstor Be-uyBcTBUTENBHYIO M Be-pesncTeHTHYIO
dopwmsl [2, 4, 13-16].

[Ipu Be-uyBcTBUTENBHOM (hOpME MALMEHTHI UMEIOT OoJiee MATKUI (heHOTUN ¢ OoJiee O3 THUM
BO3pacToM Hauana 3aboneBanus [14, 17]. HaubGonee nerko 3aboseBaHue MPOTEKAeT y MALUEHTOB,
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KOTOpBIE JAI0T BBIPAKCHHYIO IMOJOKHUTEIbHYIO JAMHAMHUKY YK€ TpPH TPUMEHEHUH HU3KHX J03
NUpUIOKCHHA™*, BOJBITUHCTBO U3 HHUX SBISIOTCS ToMo3urotamu 1o 3amene p.I1278T B rene CBS
[18].

Manudecranust 3aboneBanuss Tpu Be-pe3sucTeHTHON (opMe TPOUCXOAWT paHbINE, H
KIIMHUYECKHE MPOSIBIICHUS OOJIC3HU TsDKETee, YeM Mpu Bs-dyBCTBUTENBHON (hopMe.

IIpu knaccuueckoir I'LY oTMmeuaroTCs MOpa)keHUs €O CTOPOHBI HEPBHOM, COCYIUCTOM,
CKEJICTHOW CUCTEM M OpraHa 3peHUsI.

MopaxeHune opraHa 3peHuUs

TunuuasiM cuMnToMoM knaccuyeckoil 'Y, KOTOpeili 4acTo MOSBISIETCS HA BTOPOM TOIY
KU3HU SBJISIETCS. MHONMS, KOTOpas NPEIIIECTBYET pPa3BUTUIO JUCIOKAIMM WU SKTOMUU
xpycranuka. [lpu 3aboneBaHUM MPOUCXOTUT NECTPYKIHUS OOraThlx PUOPHIIIMHOM MUKPOPUOPHILIT
LIMINApHOM CBSI3KM U HapylleHHEM ee CTPYKTYphl U (pyHKuuu. CTeneHb CMEIIeHUs XpyCTaauka
BapbUPYET OT HE3aMETHOIO MO/IBBIBUXA JI0 MOJHOTO BBIBHXA.

Haubonee vacto y nanuentoB ¢ ['llY Bcrpeuaercs moaBbiBuX xpycTtaiuka ("ectopia lentis")
(6onee 50% HeneueHBIX MALMEHTOB, OOBIYHO MposBIAETCS K Bo3pacty 8 ner). Mpumomonuc
(IposkaHue paay’KKH) — 9acThIil IPU3HAK BhIBUXA XpycTajauka. Muomnus, cBsizaHHas ¢ ociiabjieHueM
XpycTajguKa, MPUBOJAUT K TNAacCUBHOM cdepuyeckoir naedpopmannu (chepodaxun). Muonus
CTAaHOBUTCS 3aMETHOM NpHU MOJBBIBUXE XpycTanuka. [IoJBbIBUX XpycTairKa MOKET ObITh MEPBHIM
MpU3HAKOM OO0JIE3HH, OMHCAH clydal MaHudectranuu B Bo3pacTe 4 HeAedb y OJHOTO MalMeHTa.
Cpoku NOSIBJIEHUS 3TOTO MPU3HAKA MIKPOKO BaApbUPYIOT, HO MPUMEPHO Ha 2 oy KU3HH OTMEYAIOT
MOSIBJIEHUE MOJBBIBUXA XpYyCTallMKa y MHOTMX naiueHToB. [locie s3Toro Bo3pacra nanueHTsl ¢ Be-
PE3UCTEHTHON (OpMOH, UMEIOT 0osiee BBICOKUI YypOBEHb BBIBUXOB XPYCTAJIMKA, Y€M IalUEHTBHI,
OTBEYAOIIME HA TEPAMIO MUPHIOKCHHOM** [7, 8, 19].

YacTeIM OCJIOXKHEHHEM SKTONMU XpyCTaJMKa SBISETCS OCTpasl IJIayKoMa, O0yCIIOBJIEHHas
CMEIICHHEM XPYCTallMKa B IIEPEeIHION Kamepy riasa [20].

Tpomb603bl

Bropeim 1o wacrore npu kimaccuueckor gopme 'Y sBisercs mopaxkenue cocynoB. [lpwu
3TOM BEHO3HBIE TPOMOO3bl BCTPEUAIOTCS Yallle, YeM apTepHalibHble, U MOTYT BO3HHKAaTh B JIIOOOM
OpraHe M CHUCTEMe, BKJIIOYas COCYIbl TOJIOBHOI'O MO3ra, KOpPOHapHbIE U JIETOYHBIE apTEpHUU.
Tpom603bl BeTpeuarores B ar0060M Bo3pacte. [loutu y 50% mnanueHToB OTMEYarOTCsl COCYAUCTHIE
OCIIO’)KHEHUS, TPEeJCTaBlIeHHbIe TpoMOO3amMH, K Bo3pacTy 29 ner. B psne ciydaeB mopaxkeHue
COCY/IOB MOJKET SBJISTHCS EIUHCTBEHHBIM CHMIITOMOM 3a00JIeBaHMs, BO3HUKAIOIUM Ha 2-3
JECSITUIICTUN SKM3HH (OCOOCHHO y MAIMEHTOB C HauOojiee YacTOl TOMO3UTOTHOM MHCCEHC
myranueit ¢.833T>C B rene CBS) [21].

NMopaxeHnst KOCTHOM CUCTEMBI

HapyimeHnss co CTOpOHBI KOCTHOW CHCTEMBI HEPEIKO IPEICTaBIEHBI BBICOKUM POCTOM,
JOJIMXOCTEHOMENNEH, apaXHOJAKTHIINEH, CKOJIMO30M, JAedopmanueil TpyAaHOH KIETKH IO THILY
KUJIEBUIHOW WJIM BOPOHKOOOPA3HOW, BaJIBI'yCHOHM nedopmalrveil KOHEYHOCTEH, BHICOKUM CBOJOM
TBEpJOro Heba, MOJIOH CTOMOMH, ocTeonopo3om/octeonenueil. Octeonopo3 HabIOJAETCS MOYTU Y
MIOJIOBUHBI TAllMEHTOB KO BTOPOMY [JECATWIIETUIO JKU3HU [5, 22] U sBIsSETCS Cephe3HBIM
OCJIOXKHEHHEM CO CTOPOHBI KOCTHOW cCHCTeMBbl. Y mManueHToB ¢ Bg pe3ucteHTHOH (dopmoit
3a00JIeBaHMsl OCTEONOpPO3 pa3BHBaeTCs B 0Oojiee paHHEM Bo3pacte, 4eM Ipu Be — 3aBUCHMBIX
YYBCTBHUTEIBHBIX (hOpMax.
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HeBpOHOFMHECKMe n ncuxmaTpmnyeckKkume nposiBsrieHunsA

Haunbonee dacTeiM KiIMHMYECKMM mposBieHueM nopaxkenuss I[HC sBisercs 3aaepikka
IICUXOPEUEBOI0 Pa3BUTHUS, YMCTBEHHAs! OTCTAJIOCTh. JOCTATOYHO YacTO KOTHUTUBHBIE HApYLICHUS
MOTYT SBJIATHCS [IEPBBIM CUMIITOMOM 3a00JI€BaHMUSL.

WHTennexryanpHple CHOCOOHOCTH MAllMEHTOB MOTYT JIOCTAaTOYHO CHJIBHO pa3jinyaThbCsl B
3aBUCHMOCTH OT BO3pacTa Hayaia Tepanuu. [1o naHHbIM MeX1yHapoIHOTO onpoca, nokazatenu [Q
BapbupoBanu ot 10 go 138, mpu 3ToM Menmana coctaBisiia npumepHo 64. Ilamuentst ¢ Be —
YyBCTBUTEIbHOW (QOPMON IpU paHHEM Hayaje Tepanuud HMEIT Oojiee BBICOKHE IOKA3aTelH
3HaueHust 1Q (meamana 78) 1Mo CpaBHEHUIO C MAlMEHTaMH, PE3UCTCHTHHIMU K BHUTaMHUHY Be
(Memuana, 56) [23].

Ha BTOpOM necsTuieTHH >KM3HM Yy NallMeHTOB YacTO BO3HMKAIOT AMH30bl JIENPECCUU,
TPEBOKHOCTb, 0OCECCHBHO-KOMITYJbCUBHBIE HApYIIEHUS, IMCUXO03bl. XapaKTEpHbIMU  JUIS
kiaccnueckod I'TlY  gBnsArOTCS pazinyHble HApyLMIEHUs IIOBEJIEHUSA: arpeccusi, alKOIroJIU3M,
Hapkomanus. [lcuxuarpuueckue mpoOieMbl 0ojiee 4acTO BCTPEUArOTCSl Cpeiu ManueHToB ¢ Be
pe3nucTeHTHON (POPMOI1 U NP OTKA3€ MALUEHTOB OT JICYEHUS U AUETOTEpaInu.

Y OTHenbHBIX MAIMEHTOB IMCUXUATPUUECKHWE HAPYIIEHHUS MOTYT SIBISATHCA €IUHCTBEHHBIM
CUMIITOMOM 3a00JIeBaHUsl.

Bcerpeuarores mpeumMyIecTBeHHO 4 KaTeropuM MCUXUATPUUYECKUX HApYIIEHUM: pacCTpOCTBa
JUYHOCTH, HaApYyIIEHUs IOBEIEHUs, TPAH3UTOPHBIE JAEMPECCHH, M 0OCECCHBHO-KOMIYIbCHUBHBIE
paccrpoiictBa. CymecTBYIOT Jaxke cooOUIeHHs, 4yTo Mmu30(ppeHus Oojiee 4acTo BCTpEYaeTcs y
narrenToB ¢ aedurutom CBS [4, 24, 25].

B 21% cnyyaeB y HeNeYEeHHBIX TAIMEHTOB ¢ kiaccuueckoil [V wabmromaroTcs
SMUWIENTUYECKHE MPUCTYINBl B PaHHEM  MJAJEHYECKOM  BoO3pacTe, Hauboyee  4acTo
ICHEPAIN30BaHHbIE TOHUKO-KIIOHUYECKUE CyIOPOTH. [IpyruMu HEBPOJOTUYECKMMH HapyIUIECHUSMU
SABIIAIOTCS PA3JIMYHBIC DKCTPAllMPAMUIHBIC HApyHIEHUS, B YaCTHOCTH, IUCTOHUA. (OuaroBble
HEBPOJIOTHYECKUE HAPYLIECHUSI COOTBETCTBYIOT 30HE IIOPAKEHUS BO BpEeMs IIEPEHECECHHOTO OCTPOTO
HapYIICHUST MO3TOBOTO KpoBooOparenus [4].

Apyrve nposiBNeHns Knaccu4yeckom roMoLUCTUHYPUM

Omnucanbl cioyuyan kiaccuuecko 'Y, mpoTekaromieit ¢ ocTpbiM maHkpeatuToMm [26-31] u
XPOHUYECKOU THapeei, TMIIONMUIMEHTAIIUEN KOKHU U BOJIOC, "pyMsiHIIEM" Ha JIUIIE.

HapyleHunsa pemeTunmpoBaHus

HpI/I HapyHICHUAX PEMETUIIMPOBAHHUA HC BBIABIIAIOT KaKuX-1100 0COOBIX CHUMIITOMOB,
KOTOPLBIC ITO3BOJIMIIN OBl Ha KIIMHUYECKOM YPOBHC MPCAIIOJIONKUTD 3TY MATOJIOTUIO. 3aboaeBaHus U3
9TOM Ipyibl ABJIAKOTCI MYJIIBTUCUCTCMHBIMU, HauboJIee 9acTo MMPOUCXOJUT ITOPAKCHUC HepBHOﬁ n
KpOBeTBOpHOﬁ CUCTEMBI, COCYIOB H IIOYCK. NmenHo coueraHue HCBPOJIOTUYCCKUX H
IéMaToOJIOTHYCCKUX CHUMIITOMOB, 4aCTO COIIPOBOXKIAIOIIUXCA 3anep>1<1<0171 (1)I/I3I/I‘16CKOFO pa3BUTHA,
AOJIDKHO BBI3BIBATH IMOJO3PCHUC HA HAPYIICHUC PCMCETHIIMPOBAHMUA. Y OGONBIIMHCTBA HalucHTOB
OTMCYArOTCA HapyIICHUA INCUXHUYECCKOTO, YMCTBCHHOT'O n (1)H3I/I‘ICCKOFO pa3BuTHU-d,
MOJIMHEBPOIIATHA, CYAOPOr'H, ABUTATCIIBHBIC paCCTpOﬁCTBa, HapymieHud MBIIICYHOT'O TOHYCA,
MaToJIorusd  3pCHUs. Onu MOT'yT COIIPOBOXIATHCA MaKpOHHTapHOﬁ aHeMHeﬁ, ATUIINYHBIM
TEMOJIMTUKO-YPEMHUUCCKUM CHHAPOMOM (FYC) NN FHOMGPYHOHaTHeﬁ, KOTOpPbI€E B OCHOBHOM
CBsA3aHHBI C MHKpO&HFHOHaTHeﬁ.
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FromMouuncTuHypwus, obycnoBneHHas TSXEnNbIM aAecduvumtom
MeTuneHteTparuapocdonartpeaykrasol (MTHFR)

I'omonucTunypus, o0ycioBieHHas TSKEIBIM neduuTom
metmineHterparuapodonarpenykrassl  (MTHFR), manudectupyer B HEOHATaqbHOM MEPUOJIE
HEBPOJIOTUYECKUMU HAPYLICHUSIMH, CXOJHBIMU C OPraHMYeCKUMH aluUuIypUsMH — YTHETEHHE

CO3HAHUS BIUIOTh JI0 COMHOJICHIIMM M KOMBI, TE€HEpPaJU30BAHHON MBIIIEYHON TUIIOTOHHUEH,
MPUCTYNAMH arHod. Takke 0TMEUaroT MpoOJIeMbl CO BCKapMJIMBAaHUEM, TUIOXYIO MPHOaBKy Beca H
MUKpOILEATHIO.

Onucana Gosee mo3nHsAs ¢opMa 3a00JieBaHUS, MAaHU(ECTUPYIOIAs B JETCKOM H B3POCIIOM
Bo3pacTe. Ee kimHuueckast kapTuHa OoJiee BapuabenbHa U MpeJICTaBIeHA 3a/IePKKOM U perpeccom
MICUXUYECKOTO Pa3BUTHS, HAPYIICHUSIMHU MOBEJCHUS, ICUXUATPUUECKUMH CUMIITOMAMH, aTaKCUEH,
MOJIMHEBPOIMATHEH, CHACTHYHOCThIO. M3 JKCTpaHEBpaJbHBIX HAPYHMIEHUW YaCTHIMU SBISIOTCS
TpomO03bl. MeranoOinacTHas U/l MaKpolMTapHas aHeMHsI OOBIYHO OTCYTCTBYET.

Cpenu 24 omnMcaHHBIX B JIMTEpAaType MOJPOCTKOB/B3pPOCIBIX MALMEHTOB C JEPUIMTOM
MTHFR knuHMYecKue NpOSBICHHUS BKIOYAIM HapylieHue moxoaku (96%, u3 MOTOPHOTO
LEHTPAIBLHOTO WU Nepu(eprUuecKOoro MPOUCX0XKACHN), CHU)KEHNE KOTHUTUBHBIX QyHKIMH (74%),
snmientudeckue cuHapomsl (50%), sHnedanonaruo (30%), ncuxoruueckue cumntomsl (17%) u
TpoMOoTHUeckue coObiTus (21%). ¥ 41% Obul0 OAHO HEBPOJIOTHYECKOE MPOSBICHHE, KOTOPOE
MOTJIO OCTaBaThCs MU30JUPOBAHHBIM B T€UEHUE KAK MUHUMYM 3 JIET, YTO OTCPOUYUBAIIO NMOCTAHOBKY
muaroza. MPT ronoBHoro wmosra BeisiBWIa B 71% cioydaeB HM3MEHEHUS B OCHOBHOM
MIEPUBEHTPUKYIIIPHOTO Oejoro BemiecTBa. Bece manueHThl cTaOMIM3UPOBANKNCH WU YITYUIIUIUCH
mocie Mertabomnueckoro JeueHuss [32]. Hecmorps mwa 10, uyro gepummr MTHFR B
MOJAPOCTKOBOM/B3POCIIOM ~ BO3pacTe  BCTpeYaeTcsi pEenKo, €ro cieayeT  BKIOYaTh B
muddepeHnnanTbHO JTUATHO CTUYECKUM MIOKCK npu Pa3IUYHBIX HEOOBSICHUMBIX
HEHPOIICUXUATPUUECKUX CHHIPOMAX, SMUJIETICUM U CIIACTUYECKOM Iapamnapese, MOCKOJbKY IMpHU
nedunure MTHFR nokaszan xopomuii a3¢dekT MeTaboandecKon Teparmm.

Bospact mposiBnenuss u kiuHMuYeckas kaptuHa aeduruta MTHFR  koppemupyror ¢
OCTAaTOYHOM aKTHUBHOCTHIO (pepmeHTa. B nccnenoBanuu, BritovaoneM 33 naueHTa, noka3aHo, 4YTo
CPEeIHUM BO3PACT MOSBICHUS CHMIITOMOB COCTaBIsI 1,25 Mecsma (cpenuuid 21 roa; quanasoH OT
0,1 no 216 mecsnes). Y 14 manueHTOB INMEPBbIE CHMITOMBI HAOJIOJAIUCh B TEYCHHE IIEPBOTO
Mecsla KU3HU; U eme y 11 manueHToB CUMOTOMBI HAOMIOAANUCh K 6-My MecAlly >KH3HU. Y
OCTaJIbHBIX IIATH AIMEHTOB CHUMIITOMBI POSIBUJIMCH B Bo3pacte 2, 5, 11, 13 u 18 et [33].

Tsoxensiit nepunur MTHFR Onoxumuyecku xapakTepH3yeTcsl THIIEProOMOIMCTCHHEMUEH,
TOMOIIMCTUHYpPUEH, TOBBIIIEHHBIM COJEPKAHUEM LUCTATUOHMHA W HU3KUM WM HU3KO-
HOPMaJIbHBIM YPOBHEM METHOHHHA B KPOBH, B oTinuue oT Aeduruta CBS, KoTOphIil mposBiseTcs
MOBBIIIEHHBIM YPOBHEM METHOHWHA. B KynbTHBUpYyeMbIX (puOpobIacTax ocTaToyHasi aKTUBHOCTh
cocranisieT MeHee 20% OT cpeTHero KOHTPOJILHOTO 3HaueHus [34].

KnuHn4yeckne nposiBfieHUs KOMOMHUPOBAHHbLIX HapyLIeHU peMeTUNUPOBaHUSA
(cbIC, cbID-MMA/HC, cblF, cblJ)

[Tpu HapylIeHUsIX PEMETHIMPOBAHUS ¢ MEeTHIMaNoHOBoM aruaypueit (cblC, chID-MMA/HC,
cblF, cbl)) yacro BcTpeuaroTes 3anepkka (PU3MYECKOTO pa3BUTHS U HAPYIIEHUS BCKapMIIMBAHUS B
MiajeHuecTBe. B OOJIBIIMHCTBE CydaeB MEpPBbIE CUMIITOMBI MPOSIBISIOTCS B HEOHATAJIbHOM
NepUO/Ie WM B PaHHEM JIETCTBE. Y HOBOPOXKJIEHHBIX 3a00JI€BaHNE MOXKET J€0I0THPOBATH OCTPO —
HapyLEHUsIMHA CO3HAHUA (JIeTaprusl, KoMa), TaKKe XapaKTepHbI CyA0OPOTH U MBILIICUHAs! THIIOTOHHS,
npu 1a0OPAaTOPHBIX MCCIEIOBAHUAX YACTO BBISBISIOT MErajo0JacTHYI0 aHEMHUIO, HEHTPOIIEHUIO
wii na"uurtonenuto. B 50% cinydaeB oTMeuaroT HUCTarM, Ha (JOHE PETHHONATHH WM aTpoduu
3puTenbHOro Hepsa [35, 36]. Mukpoanruonarniyeckoe 3abosieBaHue MOYEK WIM JIETKUX Yallle BCETo
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NPOSIBIISICTCS. HA paHHEH cTaauu OO0JIE3HH, HO MOKET TAaKKe MPHUCYTCTBOBATh Yy JIETEH CTapIlero
BO3pacTa u y B3pocibix [37, 38]

VY nereif, HOJPOCTKOB M B3POCIBIX OTMEYAIOTCS OCTPHIC MM XPOHHYECKHE MOBEICHUCCKHE
WIN TICUXUYECKHE TPOSBJICHUS, KOTHUTHUBHBIC HAPYIICHUS, MPHU3HAKK MepUPepHUSCKO
HeBporartuu U arakcuu [37, 39, 40]. YacTo BBISBISIOT OJEAHOCTH 3pUTEIHLHOTO HEPBA, HO JAPYrUe
rJIa3HbIC MIPOSIBIICHUS PEAKO BO3HUKAIOT MpU Mo3HeH hopme 3adoseBanus [ 36, 41].

KnunHuyeckue nposiBrneHuns KOM6MHVIpOBaHHbIX Hapyl.ueHm7| peMeTUnInpoBaHuUA
(cbID-HC, cblE, cbIG)

Knunnueckue mnposinenus paepunura cblE u cblG cxoanbl. 3aboneBanue O0OBIYHO
MaHU(ECTUPYET B MJIQJICHYECTBE, B OCHOBHOM C I€MaTOJIOTUYECKUMHU HAPYIICHUSIMHU, MBIIICYHON
THIMIOTOHUEH M OCTPO BO3HUKAIOIMIMMH HEBPOJOTMYECKHMMH CHMIITOMaMHu. Y TpPETH NalUeHTOB
HAOJIOAIOT HApYIICHUS CO3HAHWSA, CYJOPOTH, Yy YETBEPTH — HApYIIEHUS 3peHus. Y 1erer
CTapIero BO3pacTa W B3POCIBIX MOTYT TPOSIBISATHCS TPU3HAKH, OTPAKAIOMIME MOpakeHUe
CIIMHHOTO Mo3ra (TI0J0CTpasi JereHeparysi CIHHHOTO MO3ra) WM MCUXHATPUYECKHE CHMITOMBI
[42]. Coo6manoce 00 EIMHHUYHBIX CAydasX HM30JMPOBAHHONW MAaKpOIMTAPHOW aHemuu 0e3
HEMPOKOTHUTUBHBIX HapymieHuii [43].

BepeMeHHOCTbL NpPU KIAaCCUYECKOW TFOMOLMUCTUHYPUU U TOMOLMCTUHYPUMN,
obycrnoBneHHOW TskenbiM AeduUUTOM MeTuneHTeTparuapocdonaTpeaykTasbl
(MTHFR)

IIpu TIY, xak KIacCHYeCcKOW, TaK U OOYCIIOBICHHOW TSDKEIbIM  Je(UIIMTOM
Metuienterparuapodonarpeaykrassl (MTHFR), BeisiBisieTCs: BRICOKUI PUCK pa3BUTHS TPOMOO30B
1 TpoMO03IMOO0IMUECKUX HAPYIICHUH y MaTepel, Kak Ha MPOTSHKEHUN BCel OEpEeMEHHOCTH, TaK U B
nociepogoBoid  mepuoa. K HHMM OTHOCSATCS MHOXKECTBEHHBIE apTepHalIbHble TPOMOO3HI,
uneopeMopabHbIN TpoMOOGIeOUT, TPOMOO3BI BEPXHETO CArMTTAILHOTO CHHYCA M KOPTHKAIbHBIX
BeH. EcTh naHHBIE O pa3BUTHM MNPEIKIAMIICMM Yy MaTeped, ¢ romouuctuHypuen. OgHAKO
OOJBIIMHCTBO OEPEeMEHHOCTEH y MaTepell C KJIacCHUYeCKOW TOMOIUCTHHYpUEH NpoTekanu Oe3
aKyIIEPCKUX OCIOKHEHHI.

ITpu nedpuure MTHFR y Matepu BO3MOKHBI TIOPaXKCHHsI HEPBHO# CUCTEMBI y peberka [44].

OudcepeHumnanbHaa amarHocTuKa

Huddepenuunanpaplii auarHo3 npu kimaccudeckoi 'Y crnemyer mpoBoauTh B rpymnmne
HACJIEICTBEHHBIX 3a00JieBaHUN COEOUHHUTENBHOM TKaHM ¢ cuHApomMamu Mapdana, buca
(BpoxJE€HHAs KOHTpaKTypHas apaxHojaktuius). [Ipu Bcex 3TuX 3a00JIeBaHMSIX OTMEYaeTCs
MappaHOUIHBIA (EHOTUN, AOTMXOCTCHOMENHS, apaxXHOMAKTUIHUSA, KHU(POCKOIHO3bI, HedopMalius
IPYAHOM KIIETKH, MPOJIAIIC MUTPAJIbHOTO KianaHa. CUMITOM, 4acTO BBISBIISIEMBIM IIPU CUHIPOME
Map@dana 1 TOMOITUCTUHYPUU — MOJABBIBUX XPYCTATHKA.

[Ipy rOMOIIMCTUHYPUU B OTIAWYME OT cHHApoMa MapdaHa pocT MOKET ObITh HOPMAJIbHBIM,
OTMEYaeTCsl IEMUTMEHTAIIUs KOKH U BOJIOC, BRIPAKEHHBIN 0CTe0nopo3 ¥ TpoM0O03sl. [Ipu cunapome
bunca ommcana crenududeckas aeopmais yUIHbIX PaKOBHH, BPOKJIEHHBIE MOPOKU cepiala U
KOHTPaKTYpbI CYCTaBOB, KOTOPBIE HE BCTPEUYAIOTCS IIPU TOMOLMCTUHYPHUH.

JuddepeHunanbHplii AHATHO3 TaKKe CIEAyeT MNPOBOAUTH C TPYIION HACIEICTBEHHBIX
3a00JIeBaHM, COMPOBOXKJAIOIIKUXCA HHCYyIbTaMHu: ¢ Oone3Hbto Pabpu, cunapomom MELAS,
BPOKJCHHBIMU  HapyIICHUSAMH  TJIHKO3WwiMpoBanus  (Oone3np  JKakeHa),  HEKOTOPBIMHU
OpraHMYECKUMHU alUAypusMu (METHIMAJIOHOBAsi, MPOMHMOHOBAs, W30BaJEPUHOBAS, TIIyTapoBas
anuaypus Tam 1 1 2, aMuHOAIUAONATUSIMU (HAPYILIEHUS LIMKJIa MOYEBHUHBI).
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EcTh u npyrue HereHeTMueckue MPUUKHBI BHICOKOTO ypoBHS tHCy, HO mpu 3TUX COCTOSHUAX
ypoBenb tHcy nHaxomutcst B numamasone or 15-50 MKM/1, B TO BpeMsl Kak IpU HacleICTBEHHBIX
dopmax I'ITY oH, kak mpaBuio, 6osiee SO0 MKM/J, K HUM OTHOCSITCSI:

- Jlebunut Butamunaa Be unmm Bio

- Jlebuut posmeBoit KUCIOTHI

- ['unorupeos

- Oxxupenue

- Jlnaber

- Ilpmem HEKOTOPBIX JIEKAPCTBEHHBIX TIpermaparoB (HampuMmep, KapOamazenuH™*,
aTopBactaTua**, penopuodOpaT**, merorpekcar™*, heHUTOMH™** 1 HUKOTHHOBAS KHCIIOTA).

2. [narHocTuKa 3aboneBaHMs UNU COCTOSAHUA (rpynnbl 3aboneBaHUMU wnNu
COCTOSIHUA) MeAULMHCKME TOKa3aHMA U MNpPOTMBOMOKAa3aHMA K MNPUMEHEHUIo
MeToAO0B ANAarHOCTUKU

Jns knmaccnuecko I'LTY kputepusiMu TMarHOCTHKM CIIyXaT: MOBBIIEHNUE YPOBHS METHOHMHA
B KpoBH, tHcy u fHcy B kpoBu u Moue, a Takxke BbIsiBIeHHE MyTaluil B rene CBS.

Jlis MTHFR kputepusMu TuarHOCTUKHU SBISIOTCS: BbICOKHH ypoBeHb tHey u fHey B kpoBu n
MOYE, CHIKEHHBII WIA HOPMAJIbHBIA  YPOBE€Hb METHOHMHA, HOPMaJbHBIM  YpOBEHb
METHJIMAJIOHOBOW KUCJIOTHI B KPOBH U BhIsiBIeHHE MyTanuii B rene MTHFR.

ANTOpUTM JUArHOCTUKHU HapYyLICHUN peMeTHINpOBaHus NpeAcTasieH B [Ipunoxennn b2

2.1. Xanoo6bl U aHamMHe3

Knaccuyeckasa choopma roMmoumMCTMHYpPUK, CBA3aHHaA ¢ MyTaumamm reHa CBS

TpoMOO3bl BO3HHMKAIOT MPEUMYIIECTBEHHO Y TAIMEHTOB IMOJAPOCTKOBOTO U MOJIOJOTO
BO3pAacCTa, SBISIOTCS TJIABHOW MPUYMHOW HH(paApKTAa MUOKapAa WJIM MHCYJIbTa ¢ (OPMHPOBAHHUEM
0YaroBOi HEBPOJOTUUYECKONW CHMIITOMATHUKH.

TspKecTh KIIMHUYECKHUX MPOSBIICHUM 00s1e3HU Npu Be-pe3ucTeHTHOM dopme Oosiee BhIpaKeHa,
yeM npu Be-3aBucumoi. Mutemnexkt nanmumeHtoB ¢ kiaccuueckort 'Y wame cHmxken: 1Q
(k03 (HUIMEHT WHTEIUICKTYalIbHOTO pa3BUTHs) Kosebsercs ot 32 g0 85 en. (Hopma 85-115 en.). ¥V
nereit ¢ Bs — 3aBucHMO# (OpMOI TOMOIMCTUHYPUH YMCTBEHHOE pPa3BUTHE MOXKET OBITh
HOPMAaJIbHBIM

HepsHnas cucrema:

- 3az1ep>KKa ICUXOMOTOPHOT'O Pa3BUTHS

- YMCTBEHHAsl OTCTaNOCTh

- [Tapessbl, mapanuuu

- Hapymenus noxoaku (aTakcusi, IATKOCTh)
- UucynbTe

- Cynoporu

- Jlenpeccust, ICUX03bl

CepreuHo-cOCyaUCTasi CUCTEMA!

- Tpom603b1, TPOMOOIMOOTIMK

- UHdapkThl, HHCYITBTHI

- [Iponanc MuUTpaIbHOTO KiIanaHa

KocrtHas cucrema:
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- KuneBuanas unu BopoHkooOpasHas nedopmanys rpyaHol KIeTKH
- MckpuBieHHE MO3BOHOYHUKA

- OcTeomnopo3s

- [leperombl

OpraHn 3peHus:

- Muonus

- ['maykoma

- [ToBBIBMX XpyCTaJINKA

- Karapakra

- Orcnoiika ceTyaTku

- ATpodus 3pUTEIbHBIX HEPBOB

Jpyrue HapyueHus:
- I'pboku

- [Tankpearur

FromMouuncTuHypwms, obycnoBneHHas aedcduvumntom
MeTuneHteTparugpodcdonatpeaykrasol (MTHFR)

[Ipu panneit manudecrauuu

- Jleraprusi, anHo? B HEOHATAJILHOM TEPUO/IE

- Jlnddy3nas MpleqHast TMIIOTOHUS

- Otka3 ot efipl, pBOTA, IJI0Xas NpubaBKa B Bece

- 3azepKKa MOTOPHOTO U IICUXOPEUYEBOI0 Pa3BUTHUS
- Muxkpouedanms

- Cynoporu

- Hucrarm

- TpomOouuTONIEHUS WM TAHLIUTOTICHUSI, MErajlo0IacTHas aHEMUS
- 'eMoIUTHKO-ypeMUYECKHIT CHHIIPOM

- Kapnuomuonarus

[Ipu mo3nuelt manudecraru

- Hapyiienune noseaeHus

- KorautuBHsIi nepunut

- Perpecc ncuxmyeckoro pa3BUTHS

- [lcuxuarpuueckue CUMITOMBI

- Atakcus

- CriacTiueckuii maparapes/TeTparmapes

- DKCTpanupaMuIHbIe HAPYILIEHUS

- OvaroBasi CHMITOMAaTHKa, KaK MMOCJIEICTBUS UHCYJIbTA

- [Tapecte3un, OHEMEHHUE U MOKAJIBIBAHUE B pyKax M HOTax
- Henepxanue Moun

- [Iporpeccupyromiasi cnadbocTb KOHEYHOCTEH (HOTU > PYKH)
- [ eMONIUTUKO-ypPEMUYECKUI CUHIPOM

- Tpom6osmOoIHUecKue coObITHS

- PenmuauBupyromuii BEHO3HBINH TPOMOO3

- Jlerounast TpoM603MO0ITHS

- llepeOpoBackynsipHble COOBITHS
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2.2. ®usnkanbHoe obcnegoBaHue

Knaccuyeckas dopma N'lY, ceBsasaHHon ¢ mytaumsamm reHa CBS

- ®eHOTUNINYECKHE 0COOEHHOCTH: MSTKHE CJIErKa BbIOIIUECS CBETIIO-PYChIE BOJIOCHI, HEXHBIN
PYMSIHEII Ha IIeKaX, TOIy00H IIBET PaIy’KHOIM 000T0UKH,

- Mapdano-mogoOHbIH (eHOTUIT (BBICOKMH POCT, aCTCHHYECKOE TEIIOCIOKECHUE, JTMHHBIC
TOHKHME KOHEUYHOCTH, apAXHOJAKTUIIMSI KUCTEH U CTOII).

- BanbrycHast yctaHoBKa KOJIEHHBIX CYCTaBOB

- Kudockonmos

- BoponkooOpa3Hast i KuiieBuaHas AeQopMaiiy rpyiHoN KIEeTKU

- [loBBIBMX XpyCTaJINKa

- Karapakra

- [Tapessbl, mapanuuu

- Hapymenus noxonku (aTakcusi, IIaTKOCTh)

FromMouuncTuHypwms, obycnoBneHHas aedcduvumntom
MeTuneHteTparugpodcdonatpeaykrasol (MTHFR)

[Ipu panneit manudecrauuu

- Mukponedanus

- Hapymienus BckapMiIMBaHus

- brenHoCTh KOXKHBIX TOKPOBOB

- [Inoxas mpubaBka B Bece

- Hapyiienune co3nanust

- AtHO?

- Jlnddy3nas MpleqHast TMIIOTOHUS
- 3azepKKa MOTOPHOTO U IICUXOPEUYEBOr0 Pa3BUTHUS
- Cynoporu

- Hucrarm

[Ipu mo3nuelt manudecraru

- Hapymenue nosenenus

- KorautuBHsIi nepunut

- [lcuxuaTtpuyeckue HapyleHus

- Atakcus

- CnacTrueckuii maparmapes/Terpamnapes

- DKcpanupaMuHbIe HAPYIICHUS

- OuaroBasi CHMIITOMATHKa, KaK MMOCJIEICTBUS UHCYJIbTA

- [Iporpeccupyromias cnadbocTb KOHEYHOCTEH (HOTU > PYKH)
- [TapecTe3un, oHeMeHHe U MOKAIBIBAHUE B pyKax U HOTax

2.3. JllabopaTopHble AMarHocTu4yeckne nccrnegoBaHusA

- PexoMeHAOBaHO MallMEHTaM C MNoA03pE€HUEM Ha TOMOUUCTHUHYPHIO KOJIMYCCTBCHHOC
OonpeCACIICHUEC MCTHOHHWHA (KOMHJ’IGKCHOG ONPCACIICHUC KOHLICHTpalMU HAa AaMUHOKHCIOTBI U
AIUJIKAPHUTUHBI B KPOBU MCTOAOM TaHJIEMHOM MaCC'CHeKTpOMeTpI/II/I), 06mero n CBO60I[HOFO
roMOIuCTCHHAa B KPOBH U MOUYC (I/ICCHC)IOBaHI/IC YPOBHA TOMOLIUCTCHHA B KPOBH, HccnenoBanue
AMHHOKHCIIOT M MeTaboauToB B Moue/KoMiiekcHoe OIIPCACIICHUC COACPIKAHUA OPraHUYCCKUX
kuciaor B Mmoue/Komrieke HCCIAeNOBAaHUM MJIsI AUAarHOCTHKHU OpTraHNYCCKUX aulzmypmﬁ) JJIA
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JIMAarHOCTHKH KJIacchueckoi romonuctunypun u aedpuiura MTHFR [4, 5, 9, 45, 46].

VYpoBens yoeautenbHOCTH pekoMeHaanuii — C, ypoBEeHb JOCTOBEPHOCTH JOKA3aTENbCTB — 5

Kommenrtapun: s knaccudeckoil 'Y XxapakTepHbl NOBBINICHWE YPOBHS METHOHHMHA B
CBIBOPOTKE KPOBHU U TOMOIIMCTENHA B CHIBOPOTKE KPOBU M MOYE, CHHIKEHUE LIUCTUHA B CHIBOPOTKE
kpoBu u Moue (I[Ipmnoxenue A3.5). Baxno, 4TO KOHIIEHTpalMs TOMOLMCTEMHAa B KpPOBU
(MccnenoBanne ypoBHS TOMOLIMCTEMHA B KPOBH) JOJDKHA OBITH OIpe/eNeHa y NalHeHTa, He
MOJTyYaroniero #nMpuaoKCUH** (B TOM 4uCJ€ B COCTaBe MOJUBUTAMHHOB) MUHHUMYM B TEUYCHHE
IBYX Heznenb. VIMeroTcs aHHbIE 0 HEOOXOJMMOCTH Y HEKOTOPBIX MAIlMEHTOB 0oJiee AJIUTEIBHOIO
Iepro/ia UCKIIOUEHUs TUpUIoKcuHa™*: 1-2 mecdua.

Jns MTHFR xapakTepeH BBICOKHI ypOBE€Hb I'OMOLIMCTEMHA, CHWKEHHBIM MM HOPMAJIbHBIN
YpOBEHb METHOHHHA, HOPMAJIbHBII YpOBEHb METHJIMAJIOHOBOM KHCIOTHI. YpoBeHb tHcy 0ObIuHO
cocraBnser > 50, HO B OonbmmuHCTBE ciiydyaeB > 100 MKMOJB/JI y HEJNEUYEHBIX MAIUEHTOB C
paccrpoiicTBamu peMetrnpoBanus [47-50].

OO6bryno tHcy wu3mepsitor XxpoMarorpaguyeckKMMH METOJaMH WM HMMYHOAHaJIU3aMU.
Xpomarorpapuueckre MeToibl 6ojiee crienupUIHbI, YeM UMMYHOAHAJIU3bl, U OOBIYHO COUYETAIOTCS
c obHapyxeHueMm TaHaeMHol Mmacc-criekrpomerpun (MC/MC), 4To MO3BOJISIET OJAHOBPEMEHHO
OTPEENATh JPYrue COeAMHEHHUs, MPEICTaBISAIONIMEe HHTEpEC A JUArHOCTUKH M HaOMIOACHUS 3a
3TUMU 3a00J1eBaHusIMU, HanpuMep Met, tuctenn [51] wim, Bo3MoxHO, 1ctatnonud [52, 53].

s 3abopa kpoBu Ha tHcy momxoast pazmuunbie npoOupku (DATA, remapuHusupoBas,
IUTpaTHas, TPOOUPKH JJIsg TejeBoro cemaparopa). OpHako 00pasibsl  KPOBH  CIIEIYET
ueHTpudyrupoBath B TeueHWe | dYaca WIM XpaHUTh B XOJOJHOM COCTOSIHUM IO
nentpudyrupoBanus (< 6 gacos). [locne ymanenust kimerok kpou tHcy ocraercs cTtaOuibHBIM B
TEYeHUE HECKOJIbKUX Henelb npu +4 °C 1 B TeUeHHEe HECKOJIBKUX JIET MMocie 3aMopaxuBanus [51].
CBOOOIHBIM TOMOLIMCTMH B IIa3ME€ MM MOYe, HW3MEPCHHBIH C TIOMOUIBIO TPATUITMOHHOU
MOHOOOMEHHOM XpoMaTtorpaduu, MOXKET OCTAaBaThCSl HEONpPENEeNIEMbIM JaXe INpH HaJIU4YUU
3HAYMTENbHO TOBbIMIeHHOTO tHey B mmasme [54, 55]. Taxke He ciemyeT M3MeEpsSTh CBOOOTIHBIN
TOMOLIMCTEHH BMECTO OOILEro roMOIMCTENHA.

- PekomMeH10BaHO BceM MalMeHTaM C BHICOKUM ypoBHeM tHcy B kpoBU 1 Mode (TI0J03peHHe
Ha TOMOIIMCTUHYPHIO) OIpElesiecHue YpOBHS BHUTaMHHA Bi2 (IlMaHOKOOaIaMHWH) B KPOBH IS
maddepeHnnanbHOR auarnoctuku [5, 73].

YpoBeHb yoeauTenbHOCTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 5

- PexkoMmeHs0BaHO BceM mMalMeHTaM C KIMHUYECKUMH W OMOXUMHUYECKMMH IpPU3HAKAMHU
kinaccuueckoi I'ITY nmpoBenenue ananusa rena CBS mis moarBepskaeHus quarsosa [56].

YpoBenb yoeautensHOCTH pekomMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH JJOKA3aTENbCTB — 5

KommenTapun: TlonrBeprkaaronias TUarHOCTHKA MOXKET OBITh BBIMOJHEHA KaK C IMOMOIIBIO
MpSMOTO aBTOMATHMYECKOI'O0 CEKBEHUPOBAHHWS, TaK M C IOMOIIBI0 MacCOBOIO IapasuieibHOTO
cexkBeHupoBanusi (NGS). Omnpenenenue wmyranuii B rene CBS BaxnHo ans moaTBep:kacHUS
nuarno3a, d3(pQeKTUBHOTO MEIUKO-TEHETUYECKOTO0 KOHCYAbTUPOBAHUS U MPOTHO3UPOBAHUSA
TSOKECTH TeUEeHUs O0JIE3HH.

- PekoMeHmoBaHO BceM MalMeHTaM € KIMHUYECKMMH W OHOXMMHMUYECKHUMH IpHU3HAKAMU
nedpunmra MTHFR nposenenue ananmsa rena MTHFR s moarsepskaenus auarnosa [9).

VYpoBeHb yoeauTenbHOCTH pekoMeHaauii — C, ypoBeHb JOCTOBEPHOCTH JOKA3aTENbCTB — 5

Kommenrapun:  I'enermueckoe  TectupoBanue Ha  gepuuur MTFHR  crnepyer
MHTEPIPETUPOBATh C OCTOPOXKHOCTBIO, IIOCKOJBKY B OTOM TI€HE CYLIECTBYET MHOXKECTBO
BapHaHTOB, KOTopble He cBs3aHbl ¢ LY. Tak Hamboree M3ydeHHBIH TEpPMOJIAOMIIBHBIN BapHaHT
c.677C > T B MTHFR, He OTBETCTBEHEH 3a CEPbE3HBIE HAPYIIECHNS PEMETUIMPOBAHUS, U TOJIBKO B
KOMOMHAINH C TSKEJIBIMU ATOI'€HHBIMU BapUaHTaMHU MOXKET IPUBOJIUTH K Jierkoil popme I'LLY.
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- PexoMmenyercs BceM manueHTaM, y KOTOpPBIX He MOATBEPKICH QuarHos kiaccuyeckou ['TY
wm nepunura MTHFR B crmyuyae BhIsIBIEHHS BBICOKOTO ypoBHsS tHCy B KpOBHM HCCIIEIOBaTh
YPOBEHb METWJIMAJOHOBON KHUCJIOTBI B MOYE, alMIKapHUTHHOB B KpoBH (KommuekcHoe
OIpe/ie/ICHNE KOHIIEHTPAIlMM Ha aMUHOKHUCIIOTHI U AlMJIKAPHUTUHBI B KPOBU METOJOM TaHIEMHOMN
Macc-cnektpomerpun), (MccnenoBanne aMHHOKUCIOT M MeTaboiauToB B Moue), OmnpeneneHue
ypoBHS BuTamuHa Biz (mmanokoOaiamMuH) B KPOBH TE€pel HA’dajJOM TEparuud C LENbo
i depeHInaIbHON AUArHOCTHKH C IPYrUMHU (pOopMaMH TUIIeproMouuctuaeMun [9].

VYpoBeHb yoeanTenbHOCTH pekoMeHaaruii — C, ypoBeHb JOCTOBEPHOCTH JIOKA3aTEIBCTB — 5

- PexoMeH10BaHO ManyeHTaM ¢ moATBepkaeHHON Kitaccudeckoit 'Y u nepunmrom MTHFR
rccae0BaHue YpoBHs (DOJMEBOM KHUCIOTHI B CHIBOPOTKE KpoBH, OmpesesieHne ypoBHS BUTaMUHA
B12 (mmanoko6anaMuH) B KPOBH C IIEJIbIO OIEHKH HAIHYUS ASPUIINTA U OTIPEICICHHS TTOKa3aHU K
Ha3HAYEHUIO JTaHHBIX BUTAaMHHOB [5, 9, 57].

YpoBeHb yoeaurensHOCTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH JJOKA3aTEIbCTB — 5

- Pexomennyercs mnamuentam c¢ kiaccuueckod I'LITY u nepummra MTHFR mnposenenue
OO6mero (KJIMHUYECKOTO) aHaJIW3a KpPOBH PAa3BEPHYTOro, aHAIM3a KPOBH OHOXUMHUYECKOTO
obmerepaneBTHYECKOTO (OlleHKa (PyHKIMM mouek: McciemoBanue ypoBHS MOYEBHHBI B KPOBH,
HccnenoBanue ypoBHS KpeaTHHHHA B KPOBH, OIleHKa (QpyHKIMH medeHd: VcciemoBaHue ypoOBHS
anpOymMHHa B KpoBH), McciemoBanue ypoBHsS (eppuUTHHA B KPOBH IS OIICGHKH HYTPUTHBHOTO
craryca [5, 9].

VYposenb yoenuTenpHOCTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH JI0OKA3aTEIbCTB —

KoMmMeHTapuu: maHHBIX MO JAePUIUTY pa3IMYHBIX MHUKPOHYTPUEHTOB IPHU KIACCHYECKOU
'Y HeT, oqHAKO CUMTAETCS, YTO OHU MOTYT OBITh aHAJIOTUYHBI MAIMEHTaM C (DCHMJIKETOHYPHEH.
[To pe3ynbraTtaM IpoOBOAUTCS KOPPEKLIUS JUETHI.

- PexomenmoBano ompexaenenue mporpomOuHa  (OmpeneneHue  MPOTPOMOMHOBOTO
(TpoMOOTUTACTUHOBOTO) BpPEMEHHM B KpPOBHM WM B IiazMme/OnpeneneHue MexayHapOIHOTO
HopMasn3oBaHHOTO oTHOmeHus (MHO))/AKTHBHPOBAHHOTO YaCTHYHOTO TPOMOOIUIACTHHOBOTO
BPEMEHH, UCCIIEIOBaHHE YPOBHsI GUOpHHOTEHA B KpoBH, OnpesienieHne KoHIeHTpauu [l-1umepa B
KPOBH MPH UHCYJIBTE JIISI MOHUTOPUHIa CKPHHUHTOBBIX TTOKa3aresei remocrasa [58, 59].

YpoBeHb yoeauTembHOCTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH J0Ka3aTENbCTB — 5

2.4. UHCcTpyMeHTanbHble AMarHocTu4Yeckue uccrnenoBaHus

- PekoMeHI0BaHO BCEM TMAIllMEHTaM C KIMHUYECKMMH M JIabopaTopHbIMH mpu3Hakamu 1Y
NPOBEJICHHE PEHTTEHOrpapuu MOPAKEHHOW YaCTH KOCTHOTO CKeJieTa JUIS BBISBICHHUS CKEJIETHBIX
anoMauuii [4, 13].

VYpoBeHb yOeauTeIbHOCTH pekoMeH aaIuii — C, ypOBEHb JJOCTOBEPHOCTH OKA3aTEILCTB — 4

KoMMmeHTapun: Hambojiee YacTo WCCIEAYIOTCS TpyO4YaThle KOCTH, KOJICHHBIE CYCTaBHl,
no3BoHOYHNK (PeHTreHorpadus BepXHel KOHEYHOCTH, PeHTreHorpadus HIDKHEH KOHEYHOCTH,
Pentrenorpadusi KOJEHHOTO CycTaBa, PeHTreHorpadus IIEHHOTO0 OTAena [MO3BOHOYHHKA,
Pentrenorpadus meitHO-I0pCaTbHOTO OT/ea MMO3BOHOYHKKA, PeHTreHorpadus rpyaIHoOro otiesia
MO3BOHOYHHKA, PeHTreHorpadust TpPyAHOTO W TOSCHAYHOTO  OT/AENa  TO3BOHOYHHKA,
Pentrenorpadusi MOSCHHYHOTO OTAEIa IO3BOHOYHHKA, PeHTreHorpadusi MOSCHHYHOTO U
KPECTIIOBOTO  OT/eNa  TO3BOHOYHHWKA, PeHTreHorpadus  MO3BOHOYHHKA,  CIEHHATbHbIC
HCCIICIOBAHUS. U TPOCKIMH, PeHTreHorpadus MO3BOHOYHUKA C (PYHKIIMOHATBHBIMH IPOOAMH,
Pentrenorpadus mo3BOHOYHNKA, BEPTHKAIbHAS)

- PexoMeHI0BaHO MpOBCACHUC PCHTICHOACHCUTOMCTPHUU IMAlIUCHTAM C KIIMHUYCCKHUMU U
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OMOXMMHYECKUMHU TTpu3HaKamu kinaccuueckoit ['T1Y HaumHas ¢ mOJIPOCTKOBOTO BO3pacTa (paHee —
10 MOKA3aHUAM, NPU HAJIMYUU YaCThIX IEPEJIOMOB KOCTEH), B CPEAHEM OJMH pa3 B 3-5 JIET C
MOJPOCTKOBOrO0 BO3pacta (OOBIYHO HE Yallle OJHOTO pa3a B 2 rojia) C ILEJIbI0 CBOCBPEMEHHOMN
JMArHOCTUKU CHUYKEHHUSI MUHEPAJbHOMN IJIOTHOCTH KOCTEH U MPOBEACHUS KOPPEKIUU Tepanuu [ O,
22, 60, 61].

VYposens yoeautenbHOCTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH JJOKA3aTeIbCTB — 4

- PexoMenmoBaHO BceM MalMeHTaM C KIMHUYECKMMH W OMOXMMHYECKHUMH IPHU3HAKAMU
Kkiaccnueckord romouuctuHypun n MTHFR 1npum Hanmmumm HEBPOJIOTHYECKOW CHUMITOMATUKH
npoBoauTh MPT ronoBHoro mosra B cocyauctom pexxume (MarHUTHO-pE30HaHCHas TOMOrpadust
TOJIOBHOTO Mo3ra c KOHTpPaCTUPOBAHUEM, MarautHo-pe30HaHCHas aHruorpagus
MHTpaKapHUaibHBIX cocynoB) u/wian KT-anruorpadus rojoBHOro Mo3ra W/WIH COCYIOB IIEH
(KomnbrotepHas ToMorpagusi rojioBHOro Mmosra, KommbioTepHas Tomorpagusi Imiem ¢
BHYTPUBEHHBIM OOJIOCHBIM KOHTPAcCTHUPOBaHHEM, KOMIIbIOTEpHO-TOMOTrpaduueckas aHruorpadus
OJIHO} aHATOMUYECKON 00JaCTH) [yl TUAarHOCTUKU COCYAUCTHIX aHOMAJIUN, TPOMOO30B, HHCYIHTOB
[5, 59, 62-66].

YpoBeHb yoenuTenbHOCTH pekoMeHaanuii — C, ypoBEHb JOCTOBEPHOCTH JI0KA3aTEIbCTB — 4

KomMeHTapuii: B mporiecce AWHAMUYECKOTOo HaOIIOACHMSI HCCIIEJOBaAaHHE MPOBOAMUTCS IO
MOKa3aHUsIM (TIpU MOSIBJICHUH HEBPOJIOTHUYECKUX CUMIITOMOB).

[Ipu HEOOXOAMMOCTH JIJ1sl MPOBEAECHUS UCCIIEIOBAHUS IPUMEHSIETCSI HAPKO3.

- PGKOMGHHOBaHO BCEM IMTaMUECHTaAM C KIMHHUYCCKUMU U OMOXUMHUYECKUMU IMpU3HaAKaMH"
kinaccuyeckod 'Y ¢ menbro omnpeneneHus CepACYHO-COCYIMCTBIX HAPYIIEHUM MPOBEIACHUE
anektpokapauorpaduu (OKI') (Perucrpanus snekrpokapauorpaMmbl) u 3xokapauorpaduu (X0
KTI') [21].

YpoBeHb yoenuTenbHOCTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH JTI0KA3aTEIbCTB — 4

KomMenTapun: wuccrnenoBaHus HEOOXOAMMO MPOBOAUTH MpPH AMATHOCTUKE U, TpHU
HE0OX0IMMOCTH, B Mpoliecce AUHAMHYECKOTo HaOIIOAeHMs, B T.4., IPU Pa3BUTUU WHCYIHTOB MU
uH(papkToB. YacToTa onpenensiercss UHIUBUIYAIbHO.

- PekomMeH10BaHO BceM MalMeHTaM C KIMHHYECKUMH U OMOXMMHYeCKMMH Tpu3Hakamu 1Y
npoBeiieHue  OPTaTbMOCKOTIMM, W3MEPEHHs BHYTPHUIJIA3HOTO JIABJCHHUs, OCMOTp Bpada-
odranpmoiora Uil JUATHOCTHUKU OSKTOIHH, CYONIOKCAIIMKM (MM JIFOKCAIlUM) XPYCTAIMKa TIpU
knaccuyeckoi I'LIY u apyrux Hapymenuii GyHkuuu 3penus npu aepuurom MTHER [9, 67, 68].

YpoBenb yoeaurensHOCTH pekoMeHaanui — C, ypoBeHb JOCTOBEPHOCTH J0Ka3aTeNbCTB — 4

KommeHTapuu: B mpoiiecce TMHAMHYECKOTO HAOIOICHHSI — MUHUMYM | pa3 B rox

- PekoMennoBaHo mpoBeneHue 3eKTpolHIedanorpaduul ManueHTaM ¢ KIWMHUYECKHUMH U
ouoxumuueckuMu npusHakamu kiaccuueckoi 'Y u ¢ pepunurom MTHFR npu nHanuuuum unm
MOJO3PEHUH HA HaJU4Me CYJOPOXKHOTO CHHAPOMA C LENbI0 JUArHOCTUKU U KOHTPOJIA
POTUBOCYI0POXKHOM Tepanu [5, 9].

YpoBenb yoeautensHOCTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH JJOKA3aTENbCTB — 5

- PekoMeHn0BaHO BceM MalMeHTaM € KIMHUYECKMMH W OMOXMMHMUYECKHUMH IpU3HAKAMU
kinaccudyeckod 'Y u MTHFR npoBenenue ynbTpa3ByKOBOTO HCCIEIOBaHUS OPIOIIHON MOJIOCTH
(KOMILUTEKCHOTO) JUTSI BBISIBJICHUS/MCKITFOUCHHS TIATOJIOT MU TiedeHu [69-71].

VYpoBeHb yoeauTenbHOCTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH JJOKA3aTeNbCTB — 4

- PexomeHm0BaHO BCceM MalMEHTaM C KIWMHUYECKUMH U OMOXMMHUYECKUMHU TpPU3HAKAMU
KJIACCUYECKOW TOMOLMCTUHYPUU TPOBEACHHE YIbTPA3BYKOBOTO MCCIEIOBAaHUS TOYEK IS
BBISIBJICHUS/UCKITFOUCHHS TlaTosioruu [ 71, 72].
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VYpoBeHs yoeauTenbHOCTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH JOKA3aTENbCTB — 5
2.5. UHble AnarHoctn4yeckume nccriegqoBaHunsa

2.5.1. inarHOCTUYECKUN TeCT C #NUPUAOKCUHOM™*

- PexomeH10BaHO NpoBeJEHHE TecTa C HOUPUIAOKCMHOM™* (BuTamMuH Be) manueHtam c
MOATBEPKIEHHBIM JMAarHO30M KJIACCUYECKasi TOMOLIMCTUHYpPHUSL BCJEACTBHE HEIOCTATOYHOCTH

bepmenTa nucratnon- P -cunrass [5].

VYpoBeHs yoeauTenbHOCTH pekoMeHanuii — C, ypoBEHb JOCTOBEPHOCTH JOKA3aTENbCTB — 5

Kommenrapuii: 3amaua Tecta auddepeHunpoBaTh [JBa (PEHOTUIMYECKUX BapUaHTa
KJIACCHUYECKON rOMOLIMCTUHYpUH: Be-uyBcTBUTENBHOTO U Be-pesuctentroro [73].

TecT He mpoBoIUTCS B KaTaboanyeckoM coctosiHud. [lepen Hauaaom Tecta Ha GoHE OOBIYHOM
IUeThl 0e3 orpaHuueHust Oeika Mpu OTCYTCTBHM AepuuuTa (HOIMEBON KUCIOTHI M BUTaMuHA Bio
JIBYKPAaTHO OMNpPEAENSIOT COAEpKaHUe FOMOIMCTHHA, TOMOIIMCTEHA U METUOHHHA B KPOBHU, 3aTEM
nanueHTy garoT 10 Mr/kr/cyr #nupugokcuHa** mepopanbHO (MuHMManbHas jgo3a 100 wmr/cyr,
MakcuMainbHas — 500 Mr/cyT) u yepe3 1 Heeno MOBTOPAIOT U3MEPEHNE KOHIIEHTPALUU YKa3aHHBIX
MeTaboauToB romouucteMHa. OTBET CUUTAETCS IMOJIOXKHUTEIbHBIM, €CIU OTMEYAaeTCs CHIKEHUE
YPOBHSI HCCIEAYEMBIX MapKepoB romolucTenHa a0 ypoBHS < 50 wmmoss/n. Ecmu  oTBer
OTpULATENbHBIN, TEpANIO IPOJ0JIKAIOT, BHOBH IIPOBOJAUTCS HCCIEA0BAHNE YPOBHS TOMOLIMCTENHA
yepe3 2 HeAenw, a NpU OTPHUIATEILHOM OTBETE enle pa3 — 4depe3 6 Hemenb. Eciam ypoBeHb
TOMOIIMCTENHA B KPOBH CHIDKaeTcsi 6osee, uem Ha 20%, HO mipu 3ToM coxpansieTcss 50 MMOJIB/IT —
HEOOXOMMO pPAacCMOTPETh MOTOJHUTENbHOE JedueHue (mauera w/miu OetawH). Ecimm ypoBeHb
TOMOIIMCTENHA B KPOBH CHIDKaeTcsi MeHee, ueM Ha 20%, MalnueHT He OTBeYaeT Ha MUPUIOKCHH** 1
dbopma 3aboseBanus cuntaeTcs Bs-pesrcteHTHO [5].

Y HOBOPOXKIEHHBIX JI€TEH, IMarHOCTUPOBAHHBIX C TIOMOILbIO HEOHATAIBHOIO CKPUHUHTA, IPU
MIPOBEJICHUHU TecTa C HMUPUIOKCUHOM™* peKOMEHIyeTCsl MCIOJIb30BaTh OTHOCUTENIBHO BBICOKYIO
no3y npemnapata (100 mr/cyr) B TeueHue Oosiee KopoTkoro mepuonaa (2 uemenu) [5] omHako
UMEIOTCS COOOIIeHus, YTo Oosiee MPEANOYTUTENbHBIM SBISETCS MOCTEIIEHHOE YBEIMYEHHUE 03bI:
10 mr/kr/cyt B niepBbie 4 ansi, 20 Mr/Kr/cyT B nocieayooiue 4 aHs, MakcuMmanbHO 40 Mr/kr/cyT ¢ 9
mo 12 gHM B CBA3M C TE€M, YTO BO3MOKHBI MPOSIBICHUS pabIOMHOIN3a U PECHUPATOPHBIX
HapymeHuii [74].

ANropuT™M omnpeeneHusl YyBCTBUTEIBHOCTH K MUPUAOKCUHY™** mpeactaBieH B [Ipunoxenun
B3.

2.5.2. KoHcynbTauuu, BegeHme U HabnoageHue cneumanucToB

- Pexkomenayercss ans HaONIONEHMS IMAlMEHTOB C YCTAHOBJIGHHBIM jauarHozom [I[Y
MPUMEHATh MYJIBTUIMCUUIUIMHAPHBIA TOJXO0J B BUAY TOTO, YTO 3a00JIEBaHHE XapaKTEPHU3YyeTCs
MOPOKEHUEM MHOTHUX OpPraHOB M CHCTEM, TpeOyeT KOMIUICKCHON Tepamuu, 4YTO JUKTYeT
HE0OXOIMMOCTh COBMECTHOTO BEACHHUS MAIlMEHTa CHEIHalMCTaMu pasHbIX mpodwuneii [5, 21, 63,
75, 76].

YpoBenb yoeautensHOCTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH JOKa3aTeNbCTB — 4

KomMMeHTapuii: moka3aHbl MepBUYHBIE U MMOBTOPHBIE KOHCYIbTAIMU Bpada-TeHETHKA, Bpaya-
odTampMoyiora,  Bpada-HEBpOJIOra, Bpaya-IMETONIora, Bpauda-TeMarojiora,  Bpauda-AeTCKOTro
OHKOJIOTa-TeMaToJIorTa, Bpada-KapAHOJora, Bpauya-IeTCKOTO KapJuoJiora, Bpada-TpaBMAaToJoOra-
opromena, Bpada-Hedpolora, Bpada-eauaTpa/Bpavya-TepaneBTa/Bpadya  OOIEH  MPaKTUKH
(cemeiiHorO Bpaya), Bpaya-TICUXUATpPa, MEIUIIMHCKOTO TICUXOJIOTa, Bpaya-aKyliepa-THHEeKOoJIoTa, a
TaKXKe Bpadel APYrux CHENHaTbHOCTEW MalMeHTaM C TOMOIMCTHHYpPUEH, UMEIOIINM HapyIICHUS
(GYHKIHI COOTBETCTBYIOIINX OPTaHOB U CUCTEM.
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AHTpPOTIOMETPHIO U HU3MEpPEHHE apTepUATLHOTO [ABJICHUS Ha NepUPEPUUECKUX apTepusix
CJIEyeT IPOBOJUTH HA KaXJ0M IIpUEME.

OneHka HEBPOJIOITMYECKOTO CTaTyca — He pexe 1 pas3a B ro.

OneHka MHTEIIEKTYaIbHOTO Pa3BUTHs (Harpumep, Tectbl 1Q) — munumym 1 pa3 B 5 ser Ha
MPOTSHKEHUH I1EPUO0JIA IETCTBA.

3. JleyeHne, BKNro4vasn MeaAUKaMeHTO3HYH0O U HeMeOAUKaMeHTO3HYH Tepanuu,
AuvneTtToTepanuio, ob6e3bonnBaHue, MegULIMHCKUE MOKa3aHUA U npPpOoTUBONOKa3aHUA K
npUMeHeHNno MeToa0B JNle4YeHusA

3.1. KoHcepBaTMBHOE fneYyeHue

Crpareruss neuenus ['LY 3aBucuT OT mpuUpoJbl METa0OJUYECKOrOo OJ0Ka, BBI3BABLIETO
3aboJeBaHuE.

[IpuHIMNIHAIBHBIM MOMEHTOM B JiedeHHe kiaccuuecko ['LIY sBnserca omnpexneneHue
YYBCTBUTEIBHOCTH K #IUPUAOKCHHY** (cM. Toapasen 2.5).

Anroput™m nedeHnst HoBopoxaeHHbIX ¢ ['T[Y npencrasien B [Ipunoxenun b4.

3.1.1. Tepanua #nnpuaoKcCUHoOM™*

- PexomennoBana tepanus #nupuaokcuHom** (ButamuH Bg) Bcem mamuentam ¢ I'LlY ¢
YYBCTBUTEIBHOCTBIO K #MUPUAOKCUHY™ * ISl HOpMaIU3aIMH METa0O0JMYECKHX MPOLIECCOB B J03€,
obecreunBaroIeit 1eneBoit yposeHsb tHey mmasmer <50 MkMoJb/1 mosku3HeHHO. OOBIYHO NIETAM U
B3pOCIBIM IIpenapar HazHavyaeTcs B 03¢ 10 10 Mr/kr/cyT., caeayet nzberats 103 Boimie 500 Mr/cyt
[5]. J1o3bI BapbHpYIOT B 3aBUCHMOCTH OT YyBCTBHTEIBHOCTH K #IMPHIOKCHHY**: cTapTOBas /103a
cocTaBisieT, B cpenneM, 100 mr/cyr ¢ manpHedmuM yBenumdeHueM a0 500-1000 mr/cyr. Jlo3sl,
Boime, yeM 1000 mr/cyr He ciemyeT NPUMEHSTh BCIEICTBHE Yrpo3bl Pa3BUTHS CEHCOPHOU
ueipormatun. [90].

YpoBenb yoeaurensHoCTH pekomMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH JJOKA3aTENbCTB — 5

KomMmeHnTapuii: 1is manueHToB ¢ Bg-4yBCTBUTENbHBIMU (OpMaMU TOMOLIMCTUHYPHH 1032
mpernapaTa paBHa TOMY MHHHUMAJIbHOMY KOJMYECTBY HIUPUAOKCHHA™™*, KOTOpOoe NpPOU3BOIUT
MakKCUMajbHble OHOXUMHUYECKHH dS(PPeKT, T.e. CIOCOOCTBYET 3HAYUTEIBHOMY CHUKCHHIO
KOHLIEHTPALM{ TOMOLUCTENHA B KPOBH, YTO JUIsl OOJBIIMHCTBA COCTaBIsAeT nopsiaka 200 mMr/cyTku,
y narueHToB ¢ p.P49L p.1278T — 10-40 mr. ITarueHTaM ¢ YaCTUYHBIM OTBETOM Ha #ITUPHUAOKCHH**
npueM HIUPUIOKCUHA** pekoMeHJIoBaH B 0oJiee BBICOKHX J03aX, KpOMe TOro, Ha3HaudaeTcs
JOTIOTHUTENbHAs Tepanus (OetauH w/unu auera). Cieayer UMETh B BUJY, YTO IIPUEM MOBBIIIEHHBIX
703 #MUpHUIOKCHHA®™* MOXKET UMeTh M0O0YHOE JAelCTBHUE B BUJE Mepudeprudeckoil HelpomnaTuu,
pabIoMHONN3a WK alHOd, MOATOMY H#IHUPUIOKCHH** clieayeT MPUMEHSITh TOJIBKO MO KOHTPOJIEM
Bpaua.

Baxxno, uto MiaieHIBl M JAETH JOLIKOJBHOTO BO3pacTa HE JOJKHBI JUIMTENBHO MOJTy4YaTh
6onee 300 mr #mupuaokcuHa** B Ccyrku BO u30exaHue MOOOYHBIX APPEKTOB, HAMpUMED,
JIBIXaTeIbHBIX PACCTPONCTB, KOTOPHIE UCUE3AIOT MOCIIE MPEKpaIleHUs TprueMa #MpuaoKcuHa™ .

C 0co60i1 0CTOPOKHOCTBIO UCIIOJIB30BATh Y HOBOPOXKJIECHHBIX J03bl #IMUPUIOKCHUHA™* BBIIIE
200 Mr/cyT U pacCUMTBIBATH JI03y Ha BEC TeJla, €CIIM 3TO BO3MOXKHO [74].

#lIupugokcuH** Takke MOXKET ObITh Ha3Ha4YeH MalMueHTaM ¢ Bg-pesucteHTHON (hopMOH,
00b14HO B 103ax 100-200 Mr B feHb (ecTh JaHHBIE O ManueHTax, nomydaromux 500-1000 mr B 1eHb)

[4].
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3.1.2. AneToTepanus

- PekomennoBaHna HM3KOOENKOBas JWETa C WCKIIOYEHHEM METHOHMHA BCEM IMAIMEHTaM C
KJIACCHYECKOM TOMOLMCTHHYpHEH, cBi3aHHOW ¢ nedekrom CBS ¢ HemonHbIM OTBETOM Ha
#rmpunokcuH**, a TakKe OOJBIIMHCTBY MAIMEHTOB, HE OTBEYAIOIIMX Ha MPUEM H#IIMPUIOKCHHA™* C
LeIbI0 HOpMaJIM3allui MeTaboIMUecKuX IpoleccoB. /uera noipkHA MPOJOSIKATHCS MMOKU3HEHHO
[5, 73, 77].

VYposens yoeautenbHOCTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH JOKA3aTENbCTB — 5

Kommenrapuii: /lera MOKET MCHOJIB30BATHCS JHOO KaK €IMHCTBEHHOE JICUEeHHE, JTM00 Kak
JOTIOTHUTEIbHAS TEPAIUS BMECTE ¢ #MpuIoKcuHOM** u/mim 6eranHoM (Buonorndeckn akTUBHAsS
n00aBKa).

Jluernueckoe JIeUEHHE 3aKIIOYaeTCsi B CHIDKEHHUU MOTpeOJieHus METHOHMHA 3a CYeT
oTrpaHWYeHUs1 MOTpeOIeHuss Oelika HaTypaldbHBIX MPOAYKTOB. [l TOro, 4ToOBI MPEAOTBPATUTH
OEJIKOBO-DHEPIeTUYECKYI0 HEIOCTATOYHOCTh, HA3HAYAIOTCSl CHELMATU3UPOBAHHBIE IPOIYKTHI
MUTAaHUS HA OCHOBE CHUHTETHMYECKUX AaMHHOKHUCIOT 0Oe3 METHOHMHAa, HO OOOralieHHbIe
AMUHOKHUCIIOTOM IMCTEUH, KOTOpas Ui TMallMeHTOB C TOMOIIMCTUHYpUEH B  YCIOBHUSAX
HemocTaTouHOCTH epmeHTa CbS cTaHOBUTCS HE3aMEHUMOM.

KonuuecTBo nuieBoro METHOHMHA PACCUUTHIBAECTCS JUETOJIOIOM M 00ecreuynBaeTcs 3a cueT
HAaTypaJbHBIX PACTUTEIBHBIX TMPOAYKTOB U  CHEIUAIBHBIX HHU3KOOCIKOBBIX IMPOJYKTOB,
KOHTPOJIMPYETCS MyTEM ONpPEesIeHNs KOHIEHTPAlMi TOMOLIMCTENHA U METHOHHHA B IIJIa3Me.

[Ipy Ha3HAUYEHUH TUETOTEPANHH MANMEHTAM C TOMOIUCTUHYPHEH CIIeyeT OPUEHTHUPOBATHCS
Ha TIOJIIEp’)KaHre HOPMAJIBHBIX YPOBHEW METHOHMHA M IMCTEMHA M 00ECTICUCHHH MUHHUMAJILHOTO
YpOBHS TOMOLMCTEMHa B IUIa3Me€ KPOBH. Y TMAalMEHTOB, HE OTBEYAIOIIMX Ha H#MUPUAOKCHH™*,
XOpOIIUe Pe3ylbTaThl MOTYT OBITh NOCTUTHYTHI, eciii ypoBHHM fHcy B miazme moaaep kuBaroTCs
Hwke 11 MxMonw/n. DTO0 cooTBeTcTBYyeT KoOHIEeHTparuu tHcy oxomo 100-120 mxmoub/i.
CootBeTcTBYyIOIINE pePepeHCHbIE YPOBHU COJAEPKAHMS yKa3aHHBIX aMUHOKHCIOT MPUBEICHBI B
[Ipunoxxenun A3.6.

HcToyHMKOM METHMOHHMHA B JUETE MAlHUEHTOB — JIeTeH 1-TO roja KU3HU SIBIIFOTCS KEHCKOE
MOJIOKO W/WJIM afanTUpOBaHHAs MOJIOYHast cMech. C 6 MecsIIeB B JOMOJHEHUE K STOMY — HPOJAYKTHI
puKopMa Ha GPYKTOBOM, OBOIIHOM U 371aKOBOM (0€3MOJI0YHOI) OCHOBE, Y MAIIMEHTOB CTaplle rojaa
— TPOAYKTHI OOBIYHOTO paipioHa (OBOIIM, (PYKTHI, B OIPaHUYCHHBIX KOJHYECTBAX 3JIAKOBHIC).
HMcToYyHMKOM  JTOTIOJHUTENBHBIX KOJUYECTB IUCTEMHA B palMOHE NALMEHTOB  SIBIISAETCA
CHELUAIU3UPOBAHHBIA MPOJYKT HA OCHOBE CMECH KPUCTALUIMYECKUX L-aMUHOKHCIOT, HE
COJIepKalluii METHOHHHA. DTOT € MPOJYKT SBIAETCS JOIMOJHUTEIBHBIM HCTOYHUKOM OOLIEro
0ETKOBOTO a30Ta M HE3aMEHHMBIX aMHHOKUCIOT. Jlepuuur sHepreTMueckod IEHHOCTH palroHa
MOXET IMOKPBIBAThCS Yy MALMEHTOB CTapllie roja 3a CYeT MCIOJIb30BaHUS CIELHAIN3UPOBAHHBIX
HU3KOOEIKOBBIX MPOJAYKTOB HA OCHOBE Kpaxmalia, >KUPOB U JOOABJICHHOTO caxapa.

[Ipu pacuere cocraBa palMOHAa NAUUMEHTOB CIEAYET YYUTHIBATh OPUEHTUPOBOYHBIE
MOTPeOHOCTH B IMCTEMHE W METHOHWHE Y MAIlMeHTOB TOMOIIMCTUHYpPUEH pa3HBIX BO3PACTOB
(ITpunoxxenust A3.7, A3.8). Crnenuaau3upoBaHHbIC MPOIYKTHI HAa OCHOBE AMHHOKHCIOT 0Oe3
METHOHWHA, 3apeructpupoBaHHbie B Poccuiickon @Penepaum M MX XUMHUYECKHM COCTaB
npeacrasiensl B [[punoxennn A3.7.

- He pexomennyercs mnpu nedpunure MTHFR HazHaueHue aueToTepanud BCIEICTBUE
oTcyTcTBHS ee dpdekTuBHOCTH [9].

YPOBGHL y6e,[[I/ITeJ'II>HOCTI/I peKOMCHI[aI_II/Iﬁ - C, YPOBCHDb JOCTOBCPHOCTHU NOKA3ATCIILCTB — 5

3.1.3. UHoe KoHCepBaTUBHOE fneYyeHune

- PekoMeH1I0BaHO MallMeHTaM C KJIaCCHUYECKOM FL[Y IIprU HCBO3MOXKXHOCTH JOCTHUYb LEJICBOTO
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YPOBHSI TOMOLMCTEHHA BCJEJICTBHE OTCYTCTBHUS/HEIOCTaTOYHOCTH OTBETa Ha HIHMPHIOKCHH™*
Ha3HAauYCHHE JICYCHH TIperaparaMu OeTanHa (OMOJOTHYECKH aKTUBHAS JOOaBKa) KaK JOMOJHEHUE K
JMETOTEepanuy, 4To OOECIeYMBAET AIbTEPHATHBHBIA IyTh PEMETHWJIMPOBAHUS M CHOCOOCTBYET
npeoOpa3oBaHni0 HM30bITKA TOMOIMCTEMHA B METHOHHH, YTO MOXXET IOMOYb IPEIOTBPATHTH
pa3BUTHE OCIIOKHEHHH, 0cOOeHHO TpoM6O03 [4, 5, 73, 78, 88].

VYposens yoeautenbHOCTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH JOKA3aTEIbCTB — 5

Kommenrapuii: berann (N, N, N-TpuMeTuirimiuH) o0pa3yercsi B OpraHu3Me U3 XOJIMHA U B
HEOOJBIINX KOJMYECTBAX MPUCYTCTBYET B OOBIYHOM palMoHe. beranH Takke MOXKET JeHCTBOBATH
KaK XUMUYECKHUH IIaepoH U UCIPABIIATh YaCTUYHYIO HelpaBuiIbHbIN (osiauHr 6enka CBS. berann
CHIDKAET KOHLIEHTPALMIO IJIA3MEHHOTO TOMOIIMCTENHA 3a CUET €ro NnpeoOdpa3oBaHMsl B METHOHUH,
HO TOBBIIIAET KOHIIEHTPAIMI0O METHOHUHA B IIa3Me. beranH, (OMOJIOTMYEeCKH aKTHBHAs J00aBKa)
KaK IpaBUJIO, Ha3HAYAIOT JETSIM B HauajdbHOU 103e 50 Mr/kr 2 p/cyT, U yBenuuuBatoT Ha S0/MI/Kr B
Henento. [loBeimeHue 0361 10 ypoBHS Oonee 150-200 mr/kr/cyr oObIUHO HelenecooOpasHo. Y
neTeil crapmie 3 JIeT My B3pOCHBIX MpUMEHseTcs no3a 3 r© X 2 p/cyr. Y mamueHToB ¢ Be-
pEe3UCTEHTHBIMU (POpMaMU TOMOLIMCTUHYPUH OTMEUYEHO CHM)KEHHE COJEpKaHHUsI FOMOLMCTEMHA B
mIa3Me KpoBM Ha (OHE JOMOJHUTEIHHOTO Ha3HaueHus OertanHa (OMOJOTUYECKH AaKTUBHOU
noGaBku). OAHMM U3 BO3MOXKHBIX MOOOUYHBIX 3(dexkToB OeTanHa (OHOJIOrMYECKH AKTHBHOMN
N00aBKM) SBIISIETCS MOSBJICHUE "PHIOHOTO 3amaxa” oT MouH U Tefa. [Ipu CHIKeHnn 10361 3amax, Kak
MIPaBUJIO MCUE3AET.

- PexomennoBano narnmentam ¢ nedpunurom MTHFR panee Haznauenue tepanuu GeTanHOM
(6mosnornveckn aktuBHas jgo0aBka) getsm 100-250 wmr\kr\cyrku u 5-20 rpamMm B JeHb UIs
B3POCIIBIX C IETBI0 TIPOGHIAKTHKH HEBPOJIOTHUCCKHX MposiBiieHui [9, 88].

YpoBeHb yoenuTenbHOCTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH JI0OKA3aTEIIbCTB — 5

KomMeHTapun: Ha3HaueHue 6eTarnHa J0 MOSBICHHUS HEBPOJIOTHUYECKUX CUMIITOMOB MO3BOJISIET
YIIY4IIUTh UCXOJ 3a00JI€BaHUS U IPEIOTBPATUTH TSXKENbIE €r0 MPOSIBICHHUS.

- PexomennmoBano mpu kiaccuueckoil dopme 'Y Haznauenwe #PoaueBord KHCIOTHI**
MEPOPaIBHO B JI03€ 5 MI' B CYTKH, C IIEJIbIO CHIDKEHHS YPOBHSI TOMOIIMCTEUHA U MPEIOTBPAIICHUS
Tpom6030B [5, 73, 89].

YpoBeHb yoeauTenbHOCTH pekoMeHaauii — C, ypoBeHb JOCTOBEPHOCTH J0Ka3aTENbCTB — 5

Kommenrapuii: #domueBass kucinora™* crnocoOHa Takke ONTHMH3HPOBATH IPEBpAICHUE
TOMOIIMCTEHHA B METHOHHH, TIOMOTasi TAKUM 00pa30M YMEHBIIIMTh KOHIICHTPAIIMIO TOMOIIMCTEHHA B
1a3mMe.

- PexomengoBano mnpu kiaccuueckoir ¢opme 'Y ¢ Hu3kum ypoBHeM ButamuHa Bio
(umanokobanamMuHa) B KpOBU Ha3HaueHUE IpemnaparoB rpymnmsl "Butamun Biz (inaHokoOanaMuH u
ero asanoru)" — KOHIEHTpaluu BHUTaMHMHA B, (ImaHokoOanaMuHa) € IENbI0  KOPPEKIHH
JAe(QHUIIUTHOTO COCTOSHUS M ONITUMU3AIMK MeTaboau3Ma romorpcrensa [5, 73].

YpoBenb yoeautensHOCTH pekoMeHaanui — C, ypoBeHb JOCTOBEPHOCTH JJOKA3aTENbCTB — 5

Kommenrapuii: mpemapatsl Tpymnmnbel "Butamun B12 (umanoko6ainamMuH U ero aHaioru)"
CHOCOOHBI TaKKe ONTHMHU3UPOBATH MpPEBpallleHHe TOMOIMCTEHMHAa B METHOHHH, TOMOTas TaKUM
00pa3oM yMEHbBIIIUTh KOHIIEHTPAIIUIO TOMOIIMCTENHA B TIa3Me.

- PekoMeH10BaHO paccMOTpeTh Ha3HAYEHUE AHTUTPOMOOTHYECKOM Tepamuu MalueHTam ¢
KJIACCUYECKON TOMOLIMCTHHYPUEH C HETOCTaTOYHBIM KOHTPOJIEM 3a00JIeBaHUS MU C COCYIUCTHIMU
OCJIOKHEHHSIMU B aHAMHE3€ C LIENTbI0 BTOPUYHOI MPO(UIaKTHKU TaHHBIX cocTosiHuH [5, 59, 63].

VYpoBeHs yoeauTenbHOCTH pekoMenaanuii — C, ypoBeHb JOCTOBEPHOCTH JIOKA3aTeNbCTB — 4

KomMmeHTapuu: B COOTBETCTBUH ¢ PEKOMEHIAUSAMHU 110 TpoMOopumnn. OOBIYHO Ha3HAYAIOTCA
Ipernaparsl TPYII: CATUIIIOBAas KUCIOTAa U €€ MPOM3BOJHBIEC, aHTHArperaHTbl KpOME TelapHHa,
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MHTUOUTOPHI arperaui TPOMOOIIUTOB (MCKIII0OYasi TeTapyuH) B KOMOMHAIUSX.
[TanmenTam, y KOTOpPHIX B aHaMHE3€ OTMEYAlOTCSl BEHO3HBIE TpPOMOO3bI, MOTYT OBITH
paccMOTpEeHbl aHTAarOHUCTHI BUTaMHHA K

- PexoMeH1I0BaHO HAa3HA4YCHUE TEpPAIlUY, HAIIPABICHHONW HAa KOPPEKLUIO HAPYLIEHUH KOCTHOMN
MUHEpaJIU3alluid MalueHTaM C KJIacCHUYeCKON TOMOLMCTUHYpPHEH MNpU CHUKEHUM MHHEpAIbHOMN
IUIOTHOCTH KOCTEH ¢ JieueOHoit nenbio [5, 22, 71, 91].

YpoBenb yoeaurensHOCTH pekoMeHanuii — C, ypoBeHb JJOCTOBEPHOCTH J0KA3aTeIIbCTB — 4

KoMMeHTapuu: B COOTBETCTBUM C PEKOMEHAALMSIMH IO OCTEONOpPO3y M CHUKCHHIO
MHHEPAJIbHOM INIOTHOCTH KOCTEU

- PexoMeHIIOBaHO TIpH TPHUCOCAWHCHUH WHTEPKYPPEHTHBIX WHOEKIHMA MalieHTaM ¢
KJIACCHYECKOH TOMOITMCTUHYPHEW TIPOJIOJDKATh HA3HAYCHHYIO 110 OCHOBHOMY 3a00JICBaHHIO
JICKaPCTBCHHYIO W JUCTHUYSCKYIO TEpPaIHIo, a Takke M30erath JMeruaparaiud U AMMOOWITH3AINH C
IEJIBIO TTPEI0TBPAIICHHS TPOMOOIMOOIMUECKIX OCIOXKHEHUH [5].

YpoBenb yoeaurensHOCTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH JJOKA3aTEIbCTB — 5

KoMMeHTapuu: TamueHTaM, IOJIyJalomuM JUETOTePANui0 IMPH  JUIUTEIBHO TEKYIIHX
WHTEPKYPPEHTHBIX 3a00JIEBAHMSIX MOXKET MOTPEOOBATHCS 00JIee YaCThId KOHTPOJIb METa00IMUECKIX
IoKa3aresei.

Yame OT OCIIO)KHEHUW MPU WHTEPKYPPEHTHBIX WHMEKIHSIX CTPAJAIOT MAIHCHTHI JIETCKOTO
BO3pacTa.

- He pexkomenmyercss NpUMEHEHHWE TPUPOJHBIX H TOJYCHHTETUYECKUX ACTPOTECHOB
(3cTporeHcoiep)Kalux  KOHTPAICNTUBOB) MalMeHTKkaM ¢ kinaccudeckor [IIY ¢ mensio
KOHTPAIICTIIINU B CBSI3H C TIOBBIIIEHHEM PUCKa TPOMOO30B MPH UX MPUMEHCHHH [5].

YpoBeHb yoenuTenbHOCTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH JI0OKA3aTEIbCTB — 5

KomMmenTapuii: 3ta pekomeHganus coxpanserca ¢ 70-x rr. 20 crToseTusi, KOraa TaHHAas
rpynmna TpernapaTroB cojepxkana 0o0Jiee BBICOKME KOHIIGHTpAIMU JCTpOoreHoB. besomacHOCTh
COBPEMEHHBIX JIEKAPCTBEHHBIX CPEJICTB y TMAIMEHTOB C KJIACCHYECKOM TOMOLMCTUHYPHEH HE
M3yvanach.

3.1.4. BepeHne 6epeMeHHOCTU Yy NaLMEHTOK C FOMOLUCTUHYpUEn

Bo Bpemsi OepemMeHHOCTH, POJAOB U OCOOEHHO B IOCJIEPOJIOBOM MMEPHOJ TMOBBIIIAECTCS
BEPOSTHOCTH PA3BUTHsI TPOMOO30B Yy MAIMEHTOK C Kjaccu4eckoit romoructunypueid 1 MTHFR.

Nmetorcs naHHble 00 yBETMYEHUH KOHIIGHTPAIMM TOMOLMCTEMHA B KPOBU HECMOTPS Ha
MIPOBOJMMOE JICYCHHE Y MAIMEHTOK C KJIAaCCUYECKON FOMOLMCTHHYPUEH B MOCIEPOIOBOM MEPHOJIE
BO BpEeMs MHBOJIIOI[UU MATKH.

Her wuccnemoBanuii 1O  ONTHUMalbHOMY  CPOKYy  Ha3Hau€HUsT U JUIMTEIBHOCTHU
AQHTUKOATyJASHTHOM Tepanuu y MAlUeHTOK C TOMOIUCTHHYpHUEW, B CBA3M C YE€M MPUMEHSIOTCS
oO11ue MoaXo /1bl, PEKOMEHI0BAHHBIE VI MAIUEHTOB C TPOMOODUITHEH.

- PexoMeHnmoBaHa OepeMEHHbIM MalMEHTKaM C KJIACCHMYECKOW TOMOLMCTHHYpUEH U
nepuuutom MTHFR anTHKOarynsHTHas Tepamusi HauuMHas C TpPeThero TpumecTpa (Wiu
paccMOTpeTh Ha3HaYeHHE ¢ Hayalla OEpeMEHHOCTH MalMeHTKaM C JIOTIOJHUTEIbHBIMU (aKTOpaMu
pHcKa WM TpoMOOo3aMH B aHaMHe3€) M MPOJIOJDKAaTh KaKk MUHUMYM 6 HeJelb 11OCJe POJIOB C LIEJbI0
JedeHus U npodunakTuku Tpom60308 [4, 5, 44].

VYpoBeHs yoeauTenbHOCTH pekoMenaanuii — C, ypoBeHb JOCTOBEPHOCTH JI0KA3aTeNbCTB — 4

KomMMeHnTapuii: B HacTosmee BpeMst HET MCCIEN0BaHUI MO0 ONTHUMAJIbHOMY BPEMEHM CTapTa
AHTUTPOKOArYISIHTHOM Tepanmuu WM CHocoOy ee MpOBEACHUs, CleayeT MPHIACPKUBATHCS OOLIUX
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PEKOMEHaUi T0 TPOMOOPUIHH.

[Ipu kmaccuyeckol TOMOLMCTHHYPHH OOBIYHO HAa3HAYAIOTCS MpPErapaTrhl IPYIIbl rernapuHa
(HM3KOMOJICKY/ISIpHBIC TenapuHbl) win remapud Hatpus** (5000 Ex x 2p/nau [92]) wiu mpenapar
IPYINIbl CAIMLMJIOBAs KHUCIOTAa U €€ MPOU3BOJHBIE B HU3KUX J03aXx. B mociepoloBoM mnepuoje
MOJKET Ha3HauaThcsa Baphapu™* (B 103€ 10 TOCTHKEHUS TOJTHOTO aHTUKOATYISTHTHOTO 3 deKTa ¢
IEJIBIO JICUCHHS U TIPOPHUIAKTHKH TPpoMO030B) [4, 5, 92]

[Ipuy MTHFR Takxe Ha3HauaroTcs IpenapaThl IPYNINbl TemnapuHa (HU3KOMOJEKYISPHbIE
rerapyHbl) WM MpenapaT rPymibl CATHIIWIOBAs KMUCIOTa U €€ pou3BoIHbIe |44, 79].

- PexomennoBano perymsipHoe MccnemnoBanue ypoBHs (UOPHHOTEHA B KPOBH OEpEMEHHBIM
MalUEHTKaM € KJIACCUYECKOM TOMOLMCTUHYPHEH NpHU HETOCTATOYHOM KOHTpOJIE 3a00jIeBaHUs C
LEIbI0 CBOEBPEMEHHON KOPpPEKLUMU aHTHUKOAryJslMOHHOW Tepanmuu U MpeAoTBpallleHus
TPOMOOTHYECKUX OCIIONKHEHUH [5].

VYpoBeHb yoeanTenbHOCTH pekoMeHaauii — C, ypoBeHb JOCTOBEPHOCTH JIOKA3aTEIBCTB — 5

Kommenrtapuu: nanuentkam ¢ MTHFR Takxe moxer noTpeboBaTbcsi JaHHOM HCCIIEJOBAHNE
B COOTBETCTBUHU C PEKOMEHAALMSIMHU 110 TpoMOOpuiInu

- PexkomengoBaHo manueHTKaM ¢  kimaccudeckod 'Y, momydaronmum — Tepanuro
#oupuaoKCHHOM** BO BpeMsi OEpEMEHHOCTH MPOJO0DKATh TAHHOE JICYCHHUE C IENTBI0 MO ACPIKAHUS
I[EJICBOTO YPOBHSI TOMOIIMCTEMHA B KPOBH M, COOTBETCTBEHHO, MPEIYIMPEKICHHUS OCIIOKHEHUN
(J1o3b1 TTOIOMPAOTCS WHAWBHIyATbHO M COCTABISIOT, B cpeaHeM, 100-250 mMr/cyT: Mo UMErOIuMCs
coobmierusm — ot 50 mr/cyt mo 200 mr x 3 p/mn) [4, 5, 92, 93, 94, 95].

YpoBeHb yoenuTenbHOCTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIIbCTB — 5

- PekoMeHJOBaHO NalMEHTKaM C KIACCMYECKOW TOMOIMCTUHYPHEH, W MalUeHTKaM ¢
nebpunurom MTHFR mnonyuatomum OetanH (OmoJlorMueckn akTHBHas J00aBKa) MPOJIODKHUTH
JAHHYIO TEpamuio BO BpeMsi OEpeMEHHOCTH C IIeJbI0 TMOJACP)KAHUS IE€JICBOTO  YPOBHS
TOMOIIMCTEHHA B KPOBHU M, COOTBETCTBEHHO, MPEIYIPEkKACHUSA Ocnoxuenuii [4, 5, 80].

YpoBeHb yoenuTenbHOCTH pekoMeHaanui — C, ypoBEHb JOCTOBEPHOCTH JI0KA3aTEIbCTB — 4

KommenTapuii: MMEIOTCS JaHHBIE O O€30MacHOCTH TIPUMEHEHHs OeTamHa BO BpeMs
OCpEeMEHHOCTH

- PexomennoBaHo OepeMeHHBIM TalMEeHTKaM ¢ kiaccuyeckord ['IY, momydaronum
PECTPUKTUBHYIO AUETY, 00Jiee YacToe MPOBEACHHE KOHTPOJIS MOHUTOPUPYEMbIX Ha (JOHE JaHHOTO
JIeYCHUS TOKa3aTesnel B KpoBu (cM. pasnen "JlabopaTopHble AMarHOCTUYSCKUE MCCIEIOBaHUA") C
LEIbI0 MPEIYNPEKICHUSI HYTPUTUBHOM HETOCTATOYHOCTH M 00ECIIeUeHHs MOJTHOIICHHOTO Pa3BUTHUS
wioza [4, 5].

YpoBenb yoeautensHOCTH pekomMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH JJOKA3aTENbCTB — 5

- PexoMeH/I0BaHO yBeNWYCHHE YIOTPEOJICHHUS METHOHWHA MAIlMCHTKAM C KIIACCHYECKOU
TOMOIIMCTHHYPUEH BO BpeMsi OEpPEMEHHOCTH Ha (POHE TIIATEIBHOTO KOHTPOJSI MOHHUTOPUPYEMBIX
Py TOMOIMCTUHYPUU U JAUETOTepanmuy TMokazaTeneid B KpoBu (cMm. paszen "JlabGoparopHeie
JIMArHOCTHYECKUE HCCIeoBaHusA") ¢ 1elblo0 00ecnedeHns MOTHOIEHHOTO Pa3BUTHS M0/, TOCTe
POJIOB BO30OOHOBHUTH PECTPUKTUBHYIO JAUETY B IpexHEM o0beme [5].

YpoBenb yoeautensHOCTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH JJOKA3aTENbCTB — 5

KomMeHTapuu: mocie poAoB moTpeOieHHe METHOHHHA CIeAyeT CHU3HUTh J0 YpPOBHS, HE
MPEBBILIAIONIETO TAKOBOH 10 6epemeHHOoCcTH. [Ipu aTOM cremyer obecrednTh MOTPeOHOCTH B Oelke,
pexomenayembie BO3/OAO/YOOH (World Health Organization/Food and Agriculture)
Organization of the United Nations/United Nations University) B mepuoj JIaKTaIuu:
nononauTeNbHO 20 T Oenka B JeHb, Yepe3 6 MecsleB — JOMONMHUTENbHO 12,5 T B neHb. HekoTopeie
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W3 HUX HEOOXOJMMO BBOJWUTH B BHUJIEC CMeECeH, HE COJACPKAIUX METUOHHH, TOJ KOHTPOJEM
OMOXMMHYECKOTO MOHUTOPHUHTA, IPOBOJAUMOTO IIpH roMonuCcTUHYprH (cM. paszaen "JlabopaTtopHbie
JIMarHOCTUYECKUE UCClIeioBaHus").

- PexomenmoBano Bcem OepemeHHbIM c kiaccmdeckod 'Y m medpunmrom MTHEFR c
nedunmTom donmeBo kKucnoTel ¥ BuTaMuHa B12 npuem ¢onmeBoit kucnoter** (kak Muaumym 400
MKT), IIpu JepuuuTe BUTaMUHA B12 — MononHUTENbHOE BBEIEHUE IIpenapaTa rpynnsl BuTaMud B12
(uMaHokoOaaMUH M €ro aHajloTH) C LIEJbI0 KOPPEKLIUU HEIOCTATOYHOCTH JAaHHBIX BUTaMUHOB
(onmeBoit KHCIOTBI — JOMOJHHUTEIBHO C IENBI0 MPOPHIAKTHKH JIE(PEKTOB Pa3BUTUS HEPBHOU
TpyOKH y mioza). [5, 80, 96].

YpoBeHb yoeautensHOCTH pekoMeHaanuii — C, ypoBeHb JJOCTOBEPHOCTH J0Ka3aTeIbCTB — 4

KomMmMeHnTapuu: y psijia 6epeMeHHBIX MallueHTOK C KJIAaCCHUYECKON TOMOIMCTUHYPHEH MOXET,
KpOMe TOT0, 0OHAPYKHMBAThCS JeHUIMT APYTUX BUTAMUHOB, a TaKXKe IMHKA, ceneHa [5, 80].

3.2. Xupypruyeckoe rie4yeHuve

HeoOxomuMoCTh ~ XHpPYpPrUYECKOTO JIeYeHHs (IKCTpakuus XpycTaldKa OJHO-  WJIHU
JIBYCTOPOHHSIS) ONPEIEIISIETCST BPAYOM-0()TaTbMOJIOTOM.

IIpu CcoOMIOEHNH COOTBETCTBYIONIMX AHECTE3MOJIOTMYECKHX MEp TMPEIOCTOPOKHOCTH U
COBPEMCHHBIX MUKPOXUPYPTHUYCCKUX MCETOJOB PHCKH, CBA3AHHBIC C XUPYPTUIYCCKUM JICHCHUCM
IIa3HBIX  OCJIOKHEHHH TOMOIMCTHHYPHH, CHIKaloTCcs. Cleayer paccMOTPETh BO3MOXKHOCTH
XUPYPru4e€CKoro JICUCHU, 0COOEHHO B ClIydasaX IMOBTOPHOI'O BbIBHMXa XpyCTajluKa B IIECPCIHIOIO
Kamepy WM TJIayKOMBI U3 3padykoBOro 0j0ka. Eciin BHIOpaH KOHCEPBATHUBHBINA, HEXHPYPIHUIECKUI
MOJIXOJI, 3THX MAIMEHTOB HEOOXOIMMO TIIATEILHO HAONIONAaTh HA MPEJAMET MOBTOPHBIX JITM300B
BbIBHXa Xpycranuka [19].

- PexomeHmoBaHo mpH  OQPTATBLMOJOTHYECKHX OINEPalUsAX OTAaBaTh MPEATNIOYTCHHE
WCTIOJIb30BAHMIO MECTHON aHEeCTe3WH Yy TMAlMeHTOB 03 MEHTAJIbHBIX HAapYyIICHWH, YYHUTHIBAS
0COOCHHOCTH aHECTE3MOJIOTHYECKOT0 TOCOOMS, OOYCIIOBJICHHBIE PUCKOM TPOMOOIMOOIHMUYECKIX
OCJIOXKHEHUH Tpu o0meM Hapkose. [lanpieHTaM ¢ MEHTaIbHBIMH HAPYHNICHUSMHU WM TPU JIPYTrUX
XAPYPrUYECKAX BMEIIATEIbCTBAX PEKOMEHIYETCSl IMPOBEJCHHE OOIIel aHecTe3uu (TOTalbHas
BHYTPHBEHHAs aHECTE3Ms, MHTAIIIIIMOHHBIN HapKo3 (Hampumep, ceBoduypan**) [4, 5, 59, 81, 97].

YpoBeHb yoeauTembHOCTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 5

Kommenrapun: [IpuMeHEHHE  PETHOHAIBHBIX  METOJOB  aHECTE3WH  (MUAYPATbHOM,
CIIMHAJIBHON) CONMPOBOXKIACTCS TOBBINICHUEM pPHCKAa TPOMOOAMOOJIUYECKUX  OCIIOKHCHHH,
0OYCJIOBJICHHBIX CHMIIATUYECKUM OJIOKOM, NEepH(PEPUUECKUM COCYIUCTHIM CTa30M Ha YpPOBHE
MUKPOIUPKYJISIHH.

[ensaMu aHECTE3UOJIOTUUECKOTO MTOCOOUS JOJDKHBI ObITh:

- O/IICP)KAHUE BBICOKOTO CEPACYHOTO BBIOPOCA U aJICKBATHOTO BPEMEHH LIUPKYJISLIUU KPOBH;

- IPEeIOTBpAIlEHHE TPOMOOIMOOIIHH;

- CHIDKEHHE MepH(EPHUUECKOro COCYAUCTOTO CONMPOTHBIICHHS U YIIydllleHuE nepudepuueckon
nephy3uu;

- IpeJOTBpallleHHe ACTUAPATAIINH U THIIOTTUKEMHUU;

- ObICTpOE BOCCTAHOBIICHUE MALMEHTA U PAHHIS BEPTUKATU3AIIUA.

B npeaAoICpaiuOHHOM IIEPUOJLC HCO6XOI[I/IMO IMPOBOAUTL:

1. A,[[eKBaTHOe JICYCHHUEC U JUCTOTCPAIIUIO IS TOAACPIKAHUA HU3KOI'O YPOBHA MCTHUOHHUHA,

2. HpI/I IUTaHUPOBAHUN XUPYPIUUCCKUX BMCIIATCIILCTB 00s13aTeNbHOE HU3MCPCHUC YPOBHHA
YpOBHA FOMOI_II/ICTI/IHa/l"OMOLII/ICTeI/IHa B CBIBOPOTKE KpPOBH. OTH 3HAYCHUS JOJIDKHBI obITh < 45-50
MKMOJ'IL/J'I, TaK KaK TIMPH TMOBBINICHHBIX YKA3aHHBIX IIOKA3aTCIIAX HAPKO3 U OICPATUBHLIC
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BMEILATEIbCTBA IPOTUBONIOKA3AHBbI.

3. TlaumeHT NOJKEH HAXOIHWTHCA IOJ HAOIIOJCHHWEM Bpada-reMaToJiora/Bpada-JeTcKoro
OHKOJIOTa-T€MAaToJIOTa.

4. MOHHUTOPUHI CKPUHHHIOBBIX IOKa3aTeliel reMocTas3a: MpOTpOMOMHOBOE, TPOMOMHOBOE,
aKTHBUPOBAHHOE YaCTUYHOE TpPOMOOIIacTHHOBOE apems, ¢(uOpuHoren, [[-mmmep, ¢ulOpun —
MOHOMEP.

5. AnEeKBaTHYIO MpPENONEPALUOHHYI0 TUIpAaTalui0 (MpUMEHEeHHEe MHQY3MOHHON Tepanuu B
oobeme 1,5 ¢dusnonornueckoit motpedHocTH: 1:1 pacTBOp nHeKcTpo3sr™* 5% u pacTBOp HATpUs
xmopuna** 0,9%) ¢ MOHUTOPUPOBAHUEM BOJIEMUYECKOW HArpy3KH OOIICTIPUHSATHIMA METOJAMH BO
n3bexxanue runepruaparanui. [IpodmiakTuky rUnepKoaryisiui Ha3HaAYCeHUEM MPEANOYTHTEIHHO
MIPOBOJUTH IMpernapaTaMl TIpyNNbl renapuHa (HU3KOMOJEKYJspHble renapusbl). OpHako B
HACTOSIII[eE BpeMS OKOHUYATENIbHBIX PEKOMEHJALMH [0 NPUMEHEHUIO JaHHBIX JIEKAPCTBEHHBIX
MpenapaToB y TAlMEHTOB C TOMOIMCTUHYpUEW Tmiepea omepanuei HeT. HeobxoaumocTh B HX
MPUMEHEHUH CJIEAYET OIpeNeisTh MHAMBHAYaTbHO. Takke C 1eabi0 NMpOoQHIAKTUKH TPoMOO030B
clielyeT Ha3HayaTh HOLIEHUE KOMITPECCHOHHBIX UyJIOK.

B mHTpaonepannoHHOM Meproie 1enecooOpa3Ho MPOBOANUTE CIIEAYIOIINE MEPOTIPHSITHS:

1. loanepxanue cepeuHON PYHKINU C BBICOKUM CEPJICYHBIM BHIOPOCOM

2. IlpuMeHeHue >IaCTUYHBIX OMHTOB WIIM YYJIOK JUIS TIPERYNPEKIACHUS TMepu(epruuecKoro
3aCTOSI KDOBH

3. [IpumeHenne pacTBOPOB ACKCTPO3BI** 5% momosam ¢ pacTBopoM Hatpus xiaopuaa** 0,9%
70 TEX TOp, MOKa MAIEHT CMOXKET MPHHUMATh KHUIKOCTh TIEPOPATHLHO C HENBI0 MPEIYIPEK ICHHS
TUTIOTJIUKEMUH (1101 KOHTPOJIEM, BO H30S)KaHUE TUTIEPTUAPATAIIAN )

4. Cnenyer uzberaTb MPUMEHEHUS TUHUTPOTr€HAa OKCUI**, TaKk KaK MpPH €ro HCIOJIb30BaHUU
BO3MOXHO TIOBBIILIEHHE YPOBHS TOMOILMCTEMHA B KpPOBU 3a CUET MHrUOMpoBaHMs (epMeHTa
METHOHHH-CUHTA3BbI.

5. IIpoTBONOKa3aHO MPUMEHEHHE OMHOUAOB (HAPKOTHUECKUX MPErnapaTroB) U aHECTETHKOB,
BBI3BIBAIOUINX YTHETEHUE JbIXaHUS

B nocneonepaninoHHOM NepHOE CIeAyeT MPOBOIUTH:

1. MoHUTOpUpPOBAHUE COCTOSIHUS TalMeHTa B TeueHue 48-72 4 Ha MpeaMeT BO3MOXKHOTO
pa3BUTUS TPOMOOIMOOTUYECKIX OCIIOKHEHUI;

2. B0O3MOXHO MOJKOXKHOE BBEJEHHE Nperapara Tpymdnbl renapuHa (HU3KOMOJEKYISIPHOTO
renapuHa) 1o TOro BpeMEHH, KOT1a MallHeHT CMOXKET BCTaBaTh;

3. MoHHuTOpHpPOBAaHKE YPOBHS TJIFOKO3bI B KPOBH C IIEJIbIO MPEAYIPEHKACHUS TUTIOTIIMKEMUY;

4. PaHHIOI0 BEPTUKAIU3ALINIO, TPH BO3MOKHOCTH;

5. Pemrenue o HEOOXOAMMOCTH MPOJOJHKEHHS] MPUMEHEHUS aHTUTPOMOOTHYECKHX CPE/ICTB
(aHTUKOAryJlIsIHTOB M aHTUArperaHToB) ClieyeT MPHUHUMATh COBMECTHO C XHPYProM U
aHEeCTEe3MO0JIOTOM-PEaHNMATOJIONOM Ha OCHOBAHUH OLIEHKU PHCKA PAa3BUTUS KPOBOTCUCHUS

Bo3MoxHbBIE 0CIOKHEHUS IIpu XUPYPrud€CKUX BMCUIATCIILCTBAX!

- CrioHTaHHas TpOM603M60J’II/I${Z KIIMHUYCECKUC NPOSABJIICHUSA B 3aBUCUMOCTU OT IMOPAKCHHOT'O
opraHa. Cepbe3HBIMI/I OCJIO)KHCHUSIMU MOTYT OBITh: anO(l)I/ISI 3PpUTCIIbHOTO HEPBA, I'EMUIIAPE3,
apTepralibHadgd TUICPTCH3UA BCJICACTBHUC I/IH(I)apKTa MOYKH, TMapHUaJIbHBIC JSHIHJIICTITUYCCKUC
IpUIagKu 1 Tp0M603M6OJ'II/I}I JIETOYHOH apTCpHH.

- l'umornukeMuss — MOJXKET Pa3BUTBHCA BCJICACTBUC HAPYHICHUA CCEKPCUHWU HWHCYIIMHA Y
ManueHTOB C BBICOKMM YPOBHCM MCTHOHHHA B CBIBOPOTKC KPOBH. I[aHHOC OCJIOXKHCHHUEC MOXKET
OBITh NpeaAOTBPAIICHO OOMOJHUTCIIbHBIM BBCACHUCM TJIFOKO3bI B TICPpHUOJI, KOIr'Ja IIAlIMCHT HE
MOJIYy4JacT IMUImy.
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BaxHO OTMETUTH, YTO B HACTOSIIEE BPEMs OTCYTCTBYIOT O(HIMAIbHbIE PEKOMEHJAINH,
OCHOBAaHHBIC Ha PaHJIOMHU3WPOBAHHBIX HCCICIOBAHUSAX, IO TPOBEJACHHUIO OOIICH aHeCcTe3nu Yy
IIallTUEHTOB C I‘OMOLII/ICTI/IHypI/Ief/'I. HpeI[CTaBJIeHHBIe BBIIIC PCKOMCHIAAIIMM OCHOBAHbI Ha
MEXIYHAPOIHOM OIIBITE OTJCIBHBIX IKCIIEPTOB 10 aHECTE3HOJIOTHH — PEaHUMATOJIOTHU B 00JIaCTH
ophaHHBIX OONE3HEH.

4. MeauuunHckasn pea6m1MTau,vm, MeaAULUUNHCKUe nokKasaHusA n
NPOTUBOMNOKa3aHUA K npuMeHeHno metonoB pea6m1MTauMM

PeabunuranimoHHbIe MEPOTIPUSTHS HAITPABICHBI HA KOPPEKUUIO HAPYIICHUN 3pEHHsI, KOCTHBIX
negopMmanui, KapJUOBACKYISPHBIX HApYIIEHWH, JBUTATeIbHOTO U  HEPBHO-TICUXUYECKOTO
pa3BUTHS. YUUTHIBasi NOJUMOP(PHOCTh KIMHUYECKUX IPOSIBICHUNH M OCJIOKHEHUH 3a00JIeBaHMS,
npoguiib 1 00bEM peadbUIUTALIMOHHBIX MEPONPHUSATHI JTOJKEH 3aBHCETh OT (OPMBI U CTENEHU
HapymeHuss  (QYHKIMOHUPOBAHWS ¥ OTPAHMYCHUH  IKU3HENEATEIPHOCTH U 3JI0OPOBBS
c(OpMYIUPOBAHHBIX B COOTBETCTBHM € MeXIyHapOIHOW KiacCUPUKAUK (PYHKIHOHUPOBAHUS,
OTpaHUYCHUH KU3HEACATSILHOCTH U 3I0POBBS JIeTel 1 oapocTkoB [82, 83)].

- PekoMeHIOBaHO MamuMeHTaM C TOMOIMCTHHYPHEHW TIOCIe IEePEeHECEHHOTO HHCYIbTa
MPOBOJINTH PEaOMIUTAIIMOHHBIC MEPONPHUSTHS COTJIIACHO COOTBETCTBYIOIIMM PYKOBOJICTBAM IIO
o6mmum npuHimnam [84].

VYposenb yoenuTenpHOCTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH JI0OKA3aTEIbCTB —

KoMMeHTapuu: TPUMEHSFOTCSI METOJIUKH C MEJTBI0 YBETUYCHHUS OCTYPATLHON CTa0MIBHOCTH
U CHMMETPUYHOCTH JBWKCHMH, HaIpaBlieHHblE Ha MHUHUMHU3ALMIO JedopManuil CycTaBOB,
COJEHCTBUE KOMMYHHUKAIIMHM, KOTHUTUBHOM W COIMAIILHOM aJlalTauu

- PexomenmoBaHa KOHCyJabTallUs M, TPH HEOOXOAMMOCTH, 3aHATHS C MEIUIIMHCKUM
TICUXOJIOTOM TManueHTaMm ¢ kimaccnueckod 'Y m ux pomuTensiM/3aKOHHBIM TPEACTABUTEISAM C
[ETBI0 OKa3aHWsI TIOMOINM B TPUHITHH AWArHO3a, TMOJIACPKKH TPHUBEPKCHHOCTH K TEparuw,
OKa3aHMsI MOMOIIHU TPH IICUXOJIOTHYECKHUX MPOoOIIeMax, XapaKTePHbIX 11 3a00eBanus [85].

YpoBeHb yoenuTenbHOCTH pekoMeHaanui — C, ypoBEHb JOCTOBEPHOCTH JI0KA3aTEIbCTB — 4

5. NMpodunakTMka n aMcnaHcepHoe Ha6bnwaeHue, MeAULUHCKUE MOKa3aHUA U
NPOTUBOMNOKa3aHUs K NPUMEHEHUIO MeTOAO0B NPOMUIaKTUKK

5.1. NMpodumnaktuka

[IpodumnakTuyeckue Mepbl  BKIHOYAIOT MEIUKO-TCHETHYECKOE KOHCYJIbTUPOBAaHHE U
MPOBE/ICHUE TPEHATAIbHON JUATHOCTUKA B WH()OPMATUBHBIX CEMbSX (€CIM HM3BECTCH T'€HOTHII
npooOanHa).

- PexomengoBaHa KOHCyJbTallMsl Bpaya-T€HETHUKAa CEMbSM C OTATOLIEHHBIM AHAMHE30M I10
'Y c nenbio pa3bACHEHUI TE€HETUYECKOTO PUCKA, 0OCYKIEHUS BO3ZMOXHOCTEW MpEeHAaTaTbHOU U
MPEUMILIAHTAIIMOHHOM TuarHocTuku [4, 86, 87].

VYpoBeHb yoeauTenbHOCTH pekoMeraauii C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5).

KoMMeHTapuu: yauThIBasi ayTOCOMHO-PELIECCUBHBIN TUIT HacienoBaHus Bcex Gopm 'Y, ans
KOKI0M OEpeMEHHOCTH PHUCK pPOXKIEHHUs pedeHKa ¢ JaHHbIM 3aboyieBaHHMeM cocTaBiser 25%.
[IpenaranbHass JAMArHOCTUKA IIPOBOJAMTCSA MOJIEKYJISPHO-TEHETUYECKUMU METOJAMH, IIYyTEM
uccnenoanus JIHK, BbiaeneHHol u3 OuonrTaTta BOPCHH XOPHOHA W/WIM KIETOK aMHHUOTHYECKOMN
KUAKOCTA W/WIH TUIOJHOW KpoBH. HeoOxomumo oOcnemoBaHue poAMTENCH MalMeHTa C ILETbIo
BBISIBJICHUSI TE€TEPO3UIOTHOIO HOCHUTENIBCTBA C IMOCIEAYIOLIUM HCHOJIB30BAHUEM PE3YJIHTAaTOB
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oOciieZ[oBaHus MPH MPOBEACHUH MPEHATAIBHON JAUArHOCTHKH. YUYUTHIBAS BO3MOXKHOCTU TEparuu
3aboneBaHus clleyeT OOCYIUTh C CEMbeHl BCe PHCKM TP MPOBEJCHUU IIpPEHATAIbHON
JMarHOCTUKH, Pa3bsICHUTH SP(PEKT OT paHHEro Havasa tepanu [5, 9].

- PexomenpoBano marmmentam c¢ ['I[Y, kak ogHOro wu3 BapuaHTOB HapyIICHUS OOMeEHa
AMUHOKHCIIOT, ITPOBEACHUE BaKIIMHALIMKA BCEMH BAaKIIMHAMU COTJIACHO HALMOHAIBHOMY KaJICHAAPIO
NpOo(UITAKTUIECKUX TPUBUBOK C LENBIO MPEIOTBPAIICHUS BAKIIMHOYIPABISEMBIX HHYEKINH 1 HX
ocioxxHenui [98].

VYpoBeHb yoeauTenbHOCTH pekoMenaanuii C (YypoBeHb IOCTOBEPHOCTH JJOKA3aTEIbCTB — 5)

KoMmMeHTapuu: naHHbIX O Hamuuuud Yy mnauueHtoB ¢ ['LY HeoObluHBIX peakuuil Ha
BAKI[MHALIMIO HET.

5.2. AucnaHcepHoe HabniogeHue

IIpn xnaccuueckoit I'LlY uwacroTa mccinenoBaHuWM 3aBUCUT OT TSDKECTHM TEUEHHUs OOJIE3HU
(Hanmpumep, HaTu4re/0TCyTCTBUE dd(PeKTa OT Tepanuu MUPUAOKCHHOM**), IPOBOJMMO Teparuu,
MPUBEPKEHHOCTH MAaIMeHTa K Ha3HAaYeHUsIM Bpaya, BO3pacTa M HaJIM4Us OCJIOKHEHUI B aHaMHe3e
(Hampumep, TPOMOO3bI).

- PexkoMeHI0BaHO B mpoliecce KOMIUIEKCHOro JiedeHus nanueHtoB ¢ ['LIY ocymecTBiaars
KOHTPOJIb TIOKa3aTesie oOmiero (KIMHAYECKOTO) aHaM3a KPOBH Pa3BEPHYTOTO, oOImero Oemnka,
UccnenoBanue ypoBHs anbOyMHWHa B KpPOBH, MPEeabOyMHH, TIIIOKO3bI, CHIBOPOTOYHOTO >KEJe3a,
aHaJIM3 KPOBU OMOXMMHUYECKOTO OOIeTepaneBTHYecKoro (omneHka Gpynkmuu mouek: Mccnenoranue
YpOBHS MOYEBHHBI B KpoBH, lccriemoBanue ypoBHS KpeaTHHHMHA B KPOBM; OILIEHKAa (DYHKIIUU
neuenu: VMccnenoBanue ypoBHs albOyMUHa B KpoBH), MccienoBanue ypoBHS GeppUTHHA B KPOBU
JUIS OLICHKH HYTPUTHUBHOTO CTaTyca, (YHKUWU MEYEHU U MOYEK, KOJIMYECTBEHHOIO ONpeAeTICHUS
YpOBHS aMHHOKHCIIOT B KpoBHU (KomriuiekcHoe ompeseneHue KOHLEHTPAlUU Ha aMUHOKHCIOTHI U
AI[MUIKAPHUTUHBL B KPOBU METOJIOM TaHAEMHOM Macc-CIEeKTPOMETPHUH), YPOBHS TOMOLIMCTEHHA B
KPOBH JUISI OLICHKH HYTPUTUBHOTO CTaTyca, GYHKIIMK NEUYSHU 1 oYek [5, 9]

VYpoBeHb yoeauTenbHoCTH pekoMenaanuii C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5)

KommenTtapuu: o0muii (KIMHUYECKUN) aHAIU3 KPOBU PAa3BEPHYTHIN KOHTPOIUPYETCS HE Peke
1 pa3a B roa. KonrponupoBats abopaTopHble MoKa3aTenu (FOMOIUCTEHH, METHOHUH, B IIa3Me
KpOBH) peKOMEH/IyeTCsl He pexe 1 pasa B roa, conepkanue ButamuHa B12 u ponueBoit KMCIOTH B
I1a3Me KpPOBHU OINPEAESAIOT MO TOoKa3aHUsSM. B3pocnpiM manmeHTamM ¢ TOJHBIM OTBETOM Ha
#OUPUIOKCUH** ypOBEHb TOMOIIMCTEMHA B KPOBU MOHHUTOPUPYIOT OOBIYHO KaKIple 6 MecsleB,
JETSIM Ha JUETOTEpaIliu ¢ Pe3UCTEHTHOH (hopmoii (0e3 oTBeTa Ha MUPHIOKCUH™**) — nccaenoBaHus
MPOBOJATCS yamie. Y mainueHtoB ¢ Be-uyBctBuTensHOM (opmoit 'Y, meneBoit yposens tHcy
1a3Mbl JOJDKEH ObITh < 50 MKMOJIB/N. JlaHHbIe 3HaUeHUsT OOBIYHO HE JOCTHTAIOTCS Y MAIUEHTOB C
YaCTUYHOM UyBCTBUTENBHOCTBIO K #MUPHIOKCUHY™* VMmeromuecs myOauKaluu CBUICTEIBCTBYIOT
O TOM, 4YTO Yy ManueHToB ¢ Be-pesucrentHoit dopmoii ['LIY mpuemnemMoil MOXHO CUHUTATh
KoHeHTpauuto tHey okono 120 MKMOJIB/I, TIpH 3TOM CIIEyeT CTPEMUTHCS MOAIEPKUBATH YPOBEHD
tHcy < 100 MKMOIB/J1, OJTHAKO IaHHAS PEKOMEHAIHS ellle TUCKYTHPYETCS.

YpOoBHH METHOHHMHA, AMHUHOKHCIOT B KpPOBH B pe3yabTaTe JEUYEHHUS TOJIKHBI OBITh
MpUOMIKEeHB K pedepeHCHBIM BO3pAacTHBIM 3HaueHusM). Hemocrtarounoe moTpebieHue Oenka
SBJISETCS TPUYMHON 3aJepKKH (PHU3NYEecKOoro pa3BUTUs U akpoiepmatuta. [lo pesynbraTtam
MPOBOJAUTCS KOppekuus aueTsl. llankpeaTtut sBasercs penkum ocnoxxkHenwem [LY, mosromy
OrnpeneneHre akTUBHOCTH MaHKPEATUUECKON aMUIIa3bl B KPOBU HYKHO MPOBOJAUTH MO MOKA3aHUSIM.

- PexomeHag0BaHO ONpCACIICHUC YPOBHA O6I.I.[€FO KaJibliyusi, WMOHU3UPOBAHHOTO KaJbIINA
HCOPraHn4CCKOro (bocq)opa B KpOBH, O6I.I.[€TO Mardvsg B CBIBOPOTKE KPOBHU, AKTUBHOCTDH IIEI0YHOM
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docdarazer, MccnemoBanue ypoHs 25-OH Burammna D B kpoBm, HMcciemoBanue ypoBHS
MapaTUPEOHTHOTO TOPMOHA B KpoBH narmenTaMm ¢ 'Y — ¢ nenbio oneHkn MeTaboan3Ma KalbIusl U
KOHTpOJIs ocTeoneHuu [5,9].
VYpoBeHb yoeauTenbHoCTH pekomeHaauii C (YpoBeHb IOCTOBEPHOCTH JJOKA3aTEIbCTB — 5)
KommenTapun: ucciienoBanus MpoBOASTCS €KETOTHO

- PexomennoBano Ompenenenune ypoBHsS BuTamMuHa B12 (umanoko6anaMuH) B KpOBH,
WccnenoBanue ypoBHs QoaueBoil kuciotsl, HMcciaenoBanue ypoBHS (eppuTHHAa B KPOBU
narrienTam ¢ ['IY ¢ 1enpro oleHKr HyTPUTHBHOTO cTaTyca — exeroaHo [5, 9].

VYpoBeHb yoeauTenbHoCTH pekoMenaanuii C (YpoBeHb T0OCTOBEPHOCTH JJOKA3aTEIbCTB — 5)

- PexkomennoBano mnammeHtam c¢ ['I[Y wnccnegoBanume ypoBHsS KpeaTMHMHA B KpPOBH,
HccnenoBanue ypoBHs MOYEBUHBI B KpoBH, VccienoBaHne ypoBHS MOYEBOM KHCIOTHI B KPOBH,
UccnenoBanme ypoBHs 1mcratiHa C B KpoBW, MccienoBaHue ypoBHS KajblMsi B MOUYE,
Uccnenoanue ypoBHs pocdopa B Moue, Onpenenenue Oenka B mode, OnpeneneHue anp0ymMuHa B
Moue, OnpeneneHne KoauyecTBa 0eiaKa B CYyTOUHON MOYe € LENbI0 OLEHKU NOYEeYHON (YHKIMH —
He pexxe | pasa B roja, HauMHas ¢ 6-JIETHETO BO3pacTa WM paHee — MPH HApPYHIEHUH (DYHKUIUU
nouek. MccnenoBanne QyHKIMM HEPPOHOB MO KIMpPEHCY KpeaTuHHHa (ripobGa Pebepra) — mpu
OTKJIOHCHHUSAX OT HOPMbI BBIIIEyKa3aHHBIX mapameTpos [5, 9].

Yposens yoeaurenbHoCTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 5)

KoMMeHTapum: KiIupeHc KpeaThHHHA (CKOpPOCTh KIIyOOUKOBOHM (UIbTpaluu) ciemyer
paccuuTeiBaTh 1O ¢opmyine (pacuetHas no ¢opmyne IlIBapua) — (yciayra OTCYTCTBYET B
HomeHknaType MEIUIIMHCKUX YCIIYT)

- PexoMeH10BaHO OCYIIECTBIIATH KOHTPOJIb HYTPUTUBHOIO CTaTyca ¢ KOPPEKIUeil MUTaHus B
3aBHCHMOCTH OT cocTosiHus marpenta ¢ ['11Y u ero TosepantHocTH K 6Ky [5, 9].

Yposens yoeaurenbHoCTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0Ka3aTEIbCTB — 5)

KomMeHTapun: KOHTPOJb (PAKTHUECKOTO NUTAHUA (XMMHMYECKOTO COCTaBa palMOHA) s
MIPEeyNPEeXACHUS Pa3BUTHS JTEDUIUTHBIX COCTOSHUI MPOBOIAT y JIeTeil MEepBOro roja *KU3HU — HE
pexe 1 paza B 7-10 guel, y maruenToB ctapiie 1 roga — 1 pa3 B 1-3 mecsiia.

- PexomenmoBano manmentam c¢ I'IlY mpoBenenue ynbprpasBykoBoro uccienoBanus (Y3U)
OpraHoB OpIOIIHOM MOJOCTU U NoueK (YIIbTPa3ByKOBOE HCCIEI0BaHNE OPraHOB OPIOIIHOM MOJIOCTH
(KomIIeKcHOE), YIbTPa3ByKOBOE HUCCIIEIOBAaHUE TIOYEK) MO MOKa3aHUSAM, B TOM YKCie Npu 00X B
’KHBOTE, B CBSA3M C BO3MOYKHOCTHIO Pa3BUTHSI MAHKPEATUTOB M MOPaXKeHHUs mouek [5, 9].

VYpoBeHb yoeauTeabHOCTH pekomenaaiuii C (ypoBeHb TOCTOBEPHOCTH JOKA3aTEIbCTB — 5)

KoMMeHTapuu: KpaTHOCTb MTPOBEICHHUS OIIPEIeseTCs] MHIUBUYaIbHO

- PexomenmoBano manumentam ¢ ['LIY ocmorp Bpaua-odrampMmoniora MpH HATUYUH
MOJI03PEHUI Ha MopakeHue oprana. [[aeHTsl ¢ MoJ03peHneM Ha IJIayKOMY HIIM YCTaHOBIIEHHBIM
JIMarHO30M CTaBSITCS Ha MAMCIIAHCEPHBIH y4eT B IMOJUKIMHUKE C YacTOTOM OCMOTpPOB TMOCIE
XUPYPru4ecKoro jeyeHus yepes 1 mecsil, npu crabuinbHOM TeueHud — 1 pa3 B 3-6 mecsieB. OueHb
BAYKEH PEryJIIpHBIA KOHTPOJIb 32 BHYTPUIJIa3HBIM JABJICHUEM, pa3MepaMH TIJ1a3a, OCTPOTON 3pEHHUS
[5, 9]

VpoBeHb yoeauTenbHOCTH pekoMeHaiuii C (ypoBeHb TOCTOBEPHOCTH A0KA3aTEIbCTB — D)

KoMMeHTapuu: KpaTHOCTb MPOBEACHUS ONPEAEIAETCS MHANBHUyalbHO, HO HE pexe | pa3a B
roJI.

- PexomeHag0BaHO Ha6J'IIO,[[CHI/IC nmanmueHTa ¢ Fuy MOCJIC BBIIMUCKHA M3 CTallMOHapa B
aM6yJ'IaT0pHO-HOJ’II/IKJ'II/IHI/ILICCKI/IX YCIOBUAX Bpa‘IOM-HCIlI/IanOM/ Bpa‘-IOM-TCpaHCBTOM/ BpauomM
O6H_ICI‘/’I IMPAaKTUKU (CCMCﬁHBIM BpaLIOM), BpavuOM-HEBPOJIOT'OM, BpadOM-AUCTOJIOIOM, C IICJIbIO
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CBOCBPEMECHHOM KOPPEKIUK TEpaIuK Mpu HeoOxomumoctH [5, 9].
VYpoBeHb yoeauTenbHoCTH pekomeHaanuii C (YypoBeHb IOCTOBEPHOCTH JIOKA3aTEIbCTB — 5)

- PexomenioBaHa KOHCysbTallMsl Bpada-TeHETHKA WM Bpada queroJiora nanueHram ¢ I'IY ¢
[ENbI0 Ha3HAYCHHUS M KOPPEKIMH TUETOTEPAINH, OCYIIECTBICHUS KOHTPOJIA 32 €€ COOMIOACHUEM
[5, 9]

VYpoBeHb yoeauTenbHOCTH pekoMmenaanuii C (YypoBeHb IOCTOBEPHOCTH JJOKA3aTEIbCTB — 5)

KommeHTapuu: WHTEpBabI MEXKIYy BHU3HTAMHU JOJDKHBI ONPENENSTHCS WHIAMBHIYAIBHO C
Y4eTOM BO3pacTa, TSOKECTH 3a00JeBaHMs, CTAaOMILHOCTH OOMEHA BEIIeCTB W COOJFOJICHUS
muerorepanuu. [locie ycraHOBiEeHUS AMarHo3a JUiss BCEX IAMEHTOB HEOOXOJWMO TPOBOAMTH
MOHUTOPHHI aHTPOIIOMETPUYECKUX mokasarenet (1 pa3 B mecsil B Bo3pacte o 1 roma, 1 pa3 B 3
MecsieB oT 1 1o 3 net, 1 pa3 B 6 mecsnes oT 3 10 7 JieT u ganee 1 pas B rof), ¢ TaKOM K€ 4aCTOTOU
MIPOBOJIUTCSI MOHUTOPUHT M KOPPEKITUS TUETHUECKOTO JICUCHHUSI.

- PexoMeH10BaH MyJIbTHUAMCIUILTHHAPHBIN IMOAX0]T K HAOMIOACHHUIO U JICUCHUIO TIAI[UEHTOB C
'Y cnemumanucramu pasHbix mpoduieit (BpauyoM-TieAUaTpoM, BpadyOM-TE€pPArieBTOM, CEMEHHBIM
BpavyoM, BPauoOM-T€HETHKOM, BPauyOM-HEBPOJIOTOM, BPa4OM-TUETOJIOTOM, BPAa4OM-TPaBMATOJIOTOM-
OpTOTIC/IOM, BpavYOM-3HIOKPHHOJIOTOM/BPAYOM-JETCKUM 9HIOKPHUHOJIOTOM, BpavoOM-
KapAHOJIOTOM/BPadyOM-JIETCKUM  KapIHOJIOTOM, BpPadoM-O(TaaIbMOJIOTOM, BPadoM-CypI0JIOTOM-
OTOPHHOJIAPUHTOJIOTOM,  BPa4yoOM-CTOMATOJIOTOM/BPAa4OM-JA€TCKHM  CTOMATOJIOTOM,  BPadyOM-
racTPOIHTEPOJIOTOM, BpavYoOM-aJJIEProJIorOM-HMMYHOJIOTOM, BpavYOM-T€MAaTOJIOTOM/BpavdOM-
JCTCKMM  T'eMaTOJIOTOM,  BPAdOM-IICHXHATPOM,  BPAdoOM-pEaOHMIIUTOJIOTOM,  MEIUIIUMHCKAM
TICUXOJIOTOM, JIOTOTIEIOM-Je()EKTOJIOTOM W JAPYTMMH) C TEJIbI0 00ECIeUeHUs] KOMIUICKCHOM
TEpaIui ¥ CBOEBPEMEHHOM ee KOPPEKIUHU MpH Heobxoaumoctu [5, 9].

Yposeus yoeaurenbHocTH pekoMenaaiuii C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEIbCTB — 5)

Kommenrtapun: KoHcynbpTanuu crnenuaaicToB Ha3HA4yaroTCsl MO MoKa3zaHusM. Poxurtenu u
B3POCIIbIE MAMEHTHI TOJKHBI OBbITH O0YUYEHBI ITpaBHIaM OpraHU3aIUH TEPAIHH.

6. OpraHusauus okasaHMA MeAULMHCKON NoMoLUn

6.1. MeponpuaTUs Npu BO3HUKHOBEHUM HEOTNOXHbLIX COCTOSIHUM

[IpyunHON HEOTVIOKHBIX CHTYyallMd TPH TOMOIMCTHHYPUH, TPEOYIOIIUX OSKCTPEHHOM
MEJIUIMHCKOW TIOMOIIHY, O0OYCIOBICHBI BO3HUKHOBEHHEM TpPOMOO3a BEH WM apTepuil, a TakKe
OCTPBIMH IICUXUYECKUMU PACCTPOUCTBAMH.

HeotnoxHass moMols B YCJIOBHSAX CTalMOHapa TpeOyeTcs B ClydasX pa3BHTHS OCTpPOM
TPOMOOAMOOJIUY, PHCK pa3BUTHS KOTOPOW OYEHb BBICOK TIPU PA3JIMYHBIX XHPYPTUUCCKUX
BMEIIIATEIbCTBAX U IPH YpPOBHE TOMOIMCTeMHa B 1uiazme Ooiyee 50 mxmounb/n. [lpu pasButuu
TpOMOOIMOOJIMYECKUX OCIOXKHEeHHH (MH(papkTa UWHCYAbTAa M T.I.) MEAMIMHCKAas TOMOIIb
OKa3bIBACTCSI 110 COOTBETCTBYIOIIUM IPOTOKOJIAM.

7. OJononHutenbHas uHdopmauma (B ToMm uucne akTopbl, Bnusilowme Ha
ucxopn 3aboneBaHUA NN COCTOAHUA)

[IporHo3 cocTOosiHUS W YpPOBHS TICUXWYECKOTO PA3BUTHS MAIMEHTOB 3aBHCHUT OT MHOTHX
¢dakropoB: dopMmbl 3a0oneBanus (Be dyBcTBUTENbHAS Wi Bg pe3ricTeHTHas) W CBSI3aHHOM C Hel
TSHKECTH DH3UMHOTO JedeKTa; CPOKOB Hayala W aJeKBATHOCTU CHEIHATM3HPOBAHHOTO JICUCHUS;
sbdexkTuBHOCTH  TpOodUIAKTUKA  TpoMOodMOonuu. [lporHo3 3aboyeBaHHs  OTHOCHUTEIHHO
ONMaronpusATHBIN JJIs )KU3HU TPU PaHHEH JUAarHOCTUKE U TIIATEIHhHOM METab0JIMYECKOM KOHTPOIIE.
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KpI/ITepVIVI OLleHKM KayecTBa MeAULMHCKOMN NOMOLLU

N Kpurepun kauectna Onenka
BBIIIOJIHEHUS
1. Bemonneno konwuectBenHoe omnpexaeneHue metnonnHa (Kommiekcnoe | Jla/Her

ompe/ieJieHue KOHIICHTPAllMd HAa aMUHOKHCIIOTHI M alMJIKAPHUTHHBI B
KpPOBH METOJIOM TaHAEMHOM MacC-CIIEKTPOMETPUH), TMPH TEPBUUYHOMN
JTUArHOCTHUKE U Jajiee He pexke | pasza B rof

2. BrinonneHno omnpenenenue ypoBHs o0miero romoiucrenHa B Kposd | Jla/Her
ManueHTaM ¢ Kjaccuyeckoi romouuctunypueit u ¢ gepunurom MTHFR
IIpY MEpBUYHON AMATHOCTUKE U Jjasiee He pexe 1 pasza B roj

3. BoinonHeHa MoJekynsipHO-T€HeTHYecKas JIuarHoctuka mnanueHtam c | /Jla/Her
KJlaccuueckoi romouuctuHypuei u ¢ aepuuurom MTHFR npu
YCTaHOBJICHUH JMATHO3A

4. BrinonneHo uccnenoBanue ypoBHs KpeaTuHuHa B KpoBH, MccnenoBanue | [la/Her
YpOBHS MOYEBUHBI B KpoBH, OmpezneneHue anbOymMHHa B MOYe — MpHU
MIOCTAHOBKE JMAarHo3a

5. Brmmonneno mammentam ¢ I'LIY uccnemoBanme ypoBHs kpeatuHuHa B |Jla/Her
KpOBH, HCCIEIOBAaHUE YPOBHS MOYEBHUHBI B KpPOBH, HCCJIEIOBAHHUE
YPOBHS MOYEBOM KUCJIOTHI B KpoBH, MccnenoBanue ypoBHs nuctatuna C
B KpOBH, UCCIIEIOBAHUE YPOBHS KAJIbLIMSI B MOYE, UCCIEIOBAHUE YPOBHS
dbocdopa B Moue, onpeneneHre 0enka B Moue, OnpeaeiieHne arbOyMruHa
B MoOue, OMpe/eleHHe KOJIMYecTBa Oelka B CYTOYHOW MOYe C LENbio
OIIEHKH TIOYE€YHON (yHKIMH — HE peke | pasa B roj, HauuHas c 6-
JIETHET0 BO3pacTa WK paHee — MPU HapyUICHUH PYHKIHUU MTOYEK

6. Brinonnena KoHCynbTanusl Bpaua-reHeTHKa ManueHTam ¢ kiaccuueckoil | Jla/Her
romonuctunypueid u ¢ MTHFR nipu nepBu4HOM 1uarHocTuke

7. BrimonHena koHcynbTanms Bpada-odTanpmosiora u odTanpmockonus | la/Her
(TIpu MOCTAaHOBKE JMArHO3a M TPU MOJ03PEHUH Ha YKTOIHIO XPYCTaINKa)
MalMEeHTaM C KJIACCHYECKOW TOMOIMCTHHYPHEH C YacTOTOH OCMOTpPOB
MOCJE XUPYPTHUECKOTo JIeUYeHUs dYepe3 1 Mmecsl, npu CTaOMUIbHOM
TeueHuH — 1 pa3 B 3-6 MecsIeB.

8. BrlinosiHeH KOHTpOJIb HYTPUTHUBHOTO cTaTyca ¢ Koppekuueid nutanus |Jla/Her
IIpY TOMOIIMCTUHYPHUU Yy JIeTEil MepBOro roja *u3Hu — He pexe 1 paza B
7-10 gueit, y manmenToB crapiie 1 rona — 1 pa3 B 1-3 mecsua.

9. Koncynpranms Bpaua-HEBpoJiora TIIpH 0dYaroBoil HeBposormueckoi | [la/Her
CUMIITOMAaTUKE MallMeHTaM C KJIaCCHYEeCKOH TOMOLMCTHHYpUEH U C
nepurmrom MTHFR

10. BeimonHena — MarHuTHoO-pe3oHaHcHas — Ttomorpadus — w/mmm KT | la/Her

aHruorpadus roJ0OBHOro Mo3ra (Ipy MOJ03pEHUN Ha UHCYIIBT)

11. BeimonHensl  snexTpokapauorpagus M s3xokapauorpadus  (mpu | Ja/Her
MOJIO3PEHUH Ha KapAMOBACKYISIPHYIO TIaTOJIOTHIO) TMAalUeHTaM C
KJIACCUYECKOW TOMOLIMCTUHYPHUEN

12. [IpoBezeH TecT Ha YyBCTBUTEIBHOCTD K MUPUJIOKCUHY ™ * Ha/Her
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13. Hasnauen #mupupokcun**  (Butamun Be) (mpu  nupumokcus- | Jla/Her
YyBCTBUTEIHHOU (POpPME KIIACCUIECKON TOMOIIMCTUHYPHUH )

14. Hasnauena pgwmerorepamusi npu  Kilaccudyeckod romouuctunypud | Jla/Her
(MMpUIOKCUH HE YyBCTBUTENbHAs (hopMa) IpU MOCTAHOBKE JUarHo3a u
Jajiee ee KOppeKIus

15. Haznauena Tepanus npenapatom rpymmsl "Butamun Biz u ero ananoru” | Jla/Her
n/umm #domeBoit KucnoTor™* npu ux pedpunurte
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neauaTpuu nexuarpudeckoro gakynpsrera @I'bOY BO "PHUMY um. H.U. Iuporosa" Mun3zapasa
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Poccun, unen Coroza neguatpoB Poccun

8. BockoboeBa E.}O. — k.M.H., Beaymmii Hay4yHblii cotpynHuk PIBHY "Menuxo-
IeHEeTUYECKUH HaydHblii neHTp uM. akanemuka H.II. BoukoBa", unen Poccuiickoro oOmiectBa
MEJUIMHCKUX T€HETUKOB

9. I'no6a O.B. — K.M.H., Bpa4 OT/IeJICHHsI ICHXOHEBPOJIOTHH U TICUXOCOMAaTHYECKO M TaTOJIOTHH
OI'AY "HanuoHanabHBIM MEIUIIMHCKUN UCCIIENOBATEIBCKUM IIEHTP 30pOBbs jaerei" MuH3npasa
Poccun, unen Acconpanuu MEIMIIMHCKUX TEHETUKOB.

10. I'pebenkun .M. — Bpau-reHeTuk oTaeneHus meaunuHckoi renetuku OI'AY "HMMUAIL]
3n0poBhs neteit”" MunznpaBa Poccun 3m0poBbs merei" MunsapaBa Poccuu, wieH Accouuanuu
MEIUIMHCKUX FeHeTUKOB (AMI)

11. HasbipoBa FO.UM. — Bpau-reHetuk otaeneHuss mMeauuuHckoi reHetuku OI'AY "HMUILL
310poBbs Aetei" Munsapasa Poccun, wieH Acconmanuy METUIUHCKUX reHeTHKoB (AMI)

12. Kypxosa H.B. — k.M.H., Bexyuuil Hay4dHbld cOTpyOHHMK oTnaena Otaen op@aHHBIX
0ose3Hel ¥ NMpoPUIAKTUKY MHBAIMIU3UPYIOIKNX 3a0oneBanuid, Bpau-renetuk HUW nenmatpun n
oxpanbl 3710poBbs nerer LIKb PAH, unen Accomumanuu MeaunMHCKUX reHeTUKoB (AMI), unen
Coro3a nequatpoB Poccun.

13. 3axaposa E.}O. — a.M.H., 3aBeayromias JabopaTopreil HaclIeICTBEHHBIX 0oyie3Hel oOMeHa
OI'BHY "Menuko-reHeTnyecknii HaydHbId 1eHTp HM. akagemuka H.II. Bouxkoa", wien
Poccuiickoro ofmecTBa MEIUIIMHCKUX T€HETHKOB, YIEH €BPOMNEHCKOro oO0IiecTBa Mo H3y4eHHIO
HACJIe/ICTBEHHBIX 00JIe3HeH oOMena BemecTB (SSIEM).

14. 3BonkoBa H.I'. — K.M.H., cTapuuii Hay4HbI COTPYIHUK JTAOOPATOPUHN MTUTAHUS 30POBOTO
u 6osibHOTO pedenka GI'AY "HaydHbiili MEIUITUHCKUN MCCIIEIOBATEIBCKAN IIEHTP 3/I0POBBS JAeTei"
MunzapaBa Poccun, uinen Acconmaniy METUIIMHCKUX reHeTUKOB (AMI).

15. Kakaynuna B.C. — Bpad-HEBPOJIOT OTICIICHHS HACICACTBEHHBIX HapyIleHUH oOMeHa
BeniectB ['bY3 Moposzosckas JII'Kb JI3M
16. Kapacesa M.C. — Bpau-meauarp, Hay4dHbId COTPYIHHMK OTIEla CTaHIApPTU3alMd U

W3y4YEeHHUS OCHOB JoKazarenbHOM Meauimabl HUW nemmatpum m oxpanbl 310poBbsi aereil LIKb
PAH, unen Coro3a neguatpoB Poccrn

17. KonpmakoBa O.b. — K.M.H., Bpau-T€HETHK, 3aBEAYyIOIIas OTICICHUEM MEIUIMHCKON
renetuku ®I'AY "HMMUL] 3n0poBes aeteit" Munzapasa Poccun, wieH Accouranuu MEIUIIMHCKUAX
reHeTukoB (AMI')

18. KysenkoBa JI.M. — mpodeccop, A.M.H., HAUaJIbHUK IIEHTPa JCTCKOW NCUXOHEBPOJOTHH,
3aBENYIOIAs OTJICJICHUEM IICUXOHEBPOJIOTHH U IicuxocoMatuueckoi natosiorun ®I'AY "Hayunsiit
MEIUIIMHCKUI UCCIIeI0BATEILCKUI LIEHTP 30pOBbs JeTer" MunsnpaBa Poccuu, uieHn Accounanuu
MEJIMIIUHCKUX reHeTukoB (AMI).

19. Kyues C.M. — un.-kopp PAH, mpodeccop, n.m.H., mgupekrop PI'BHY "Menuko-
FEHEeTUYECKU HayuyHblil weHTp wuM. axkagemuka H.Il.boukoa", Ilpesunent Accounanuu
MEJIMIIMHCKUX reHeTukoB (AMI).

20. JlsnuHa A.A. — Bpay-TE€HETUK OTHAEJICHHS MeauuuHckor renetuku OI'AY "HMMUIL]
310pOBBs AeTeil" Mun3apaBa Poccun, uneH Acconaniy MEAUIIMHCKUX TeHETHKOB (AMI

21. MuxaitnoBa C.B. — n.m.H., 3aBeayromas otaeneHueM PI'BY "Poccuiickas [lerckas
Knuanueckas bonpauna" M3 P®, unen Poccuiickoro o0ImecTBa MEIUIIMHCKUX TCHETHKOB

22. Hazapenko JLII. — npodeccop, 1.M.H., 3aMeCTUTENb TUPEKTOpaA MO HAy4YHOU U JiedueOHOH
pabote, pykoBoauTenb Jaboparopur HaciencTBeHHoU matoiorun HUW MemumnuHCKoM TeHeTuKH,
Tomckoro HUMI] PAH, unen Acconpanuu MeJUIIMHCKUX TeHeTUKOB (AMI).

23. HamazoBa-bapanosa JI.C. — akan. PAH, npodeccop, a.M.H., npe3ugent Coro3a neiuaTpos
Poccun; macr-npesuaent EPA/UNEPSA; pykoBoautrens HUU neauatpun u oXpaHbl 340pOBBS
nereit LIKb PAH, 3aBenmyromas xadenpoil ¢GaxyabTeTCKON NeIuaTpu MeAUaTPUYECKOro
¢dakynprera ®I'BOY BO "PHUMY wum. H.U. Iluporosa" MumnsapaBa Poccum, riaBHBIHA
BHEIITATHBIN JETCKUN CHIEIUAINCT N0 npodunaktuiyeckoi Mmeaunuae Munzapasa Poccun
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24. HuxomaeBa E.A. — a.M.H., TJIaBHBIM Hay4YHBIM COTPYIHUK, PYKOBOJIUTEIbh OTHETA
KIIMHUYECKOW TeHeTuku HayyHo-uccienoBarenbCkoro KIMHMYECKOr0 HWHCTUTYTa NeAuaTpuu
umenn akana. O.E. Benprumesa ®I'AOY BO BIIO PHUMY um. H.U. I[luporoBa Munszapasa
Poccumn, unen Accounanny MEAUIIMHCKUX reHeTUKOB (AMI).

25. Iak JILA. — n.M.H., Bpad-HeBpoJor, HadaibHUK L{enTpa peakux 6omnesneit ®I'AY "HMUIL]
310poBbs ferei" Munsapasa Poccun

26. Ilogxnernosa T.B. — K.M.H., Bpau-HEBPOJIOT, CTAPILIUNA HAYYHBIH COTPYIHUK JJaOOpaTOpUU
HepBHBIX Oonesneit y nereit ®I'AY "HMMUL] 310poBss aereit”" Munsnpasa Poccun

27. IlymkoB A.A. — k.0.H., B.H.C. Ja0OpaTOpUX MOJIEKYISIPHOW T'€HETUKH M MEIUIIMHCKOM
reHomuku OI'AY "HMMUL] 3n0poBes aereir" MunsnpaBa Poccuu, wien Poccuiickoro oOrecTBa
MEJIMIIMHCKUX TEHETUKOB

28. Penuna C.A. — k.M.H., Bpau-reHeTuKk ®PI'BHY "Menuko-renernyeckuii Hay4yHbId LEHTP
nMm. akagemuka H.II.BoukoBa ", unen Poccuiickoro oOmiecTBa MEIMIIMHCKHX TI'€HETHUKOB, YJICH
Accoumanuy MeJUIMHCKUX TeHeTUKOB (AMI).

29. CaBoctbsHoB K.B. — 1.0.H., HauanbHMK IEeHTpa (yHIAaMEHTAJIbHBIX MCCIEIOBAaHUN B
MeMaTpUK, 3aBeAYIOIUN jgabopaToprueld MOJIEKYISIPHOM TEHETUKA W MEIUIMHCKON TE€HOMUKU
OI'AY "HMUII 3n0poBbs nerei" Munznpasa Poccun, wien Poccuiickoro o0mecTBa MEAUITMHCKIX
TE€HETUKOB.

30. CenmumssanoBa JI.P. — k.M.H., Benymui Hay4uHblil cotpynauk HUM nenmatpum n oxpassl
3nopoBbst gereir LIKb PAH MunucrepctBa Hayku u Beicuiero ooOpa3zoBanusi Poccuiickoit
Oenepannu, IOUEHT Kadeapsl GakyIbTeTCKON MeanaTpuu neauatpuyeckoro gaxkyibrera @PI'BOY
BO "PHUMY um. H.W. Tluporosa" Mun3apaBa Poccuu, moreHT kadeapsl meauaTpuud U JeTCKON
pesmaronoruu @I'AOY "llepsoiii MI'MY um. .M. Ceuenora" Mun3apasa Poccun (CedeHOBCKHIA
YHuBepcurer)

31. Cemsiukuna A.H. — 1.M.H., TJ1aBHBIA Hay4yHbIA COTPYyAHMK, HaydHO-MCCIeq0BaTENbCKOTO
KJIMHUYECKOTr0 MHCTUTYyTa neauarpuu uMenu akaa. FO.E. Benptumesa '6OY BIIO PHUMY um.
H.N. ITuporoa Munzapasa Poccun, unen Poccuiickoro o0I1ecTBa MEIUITMHCKIX TEHETHKOB

32. CmupnHoBa O.41. — Bpau-T€HETUK, CTAPIIUN HAYYHBIM COTPYAHUK OTAENa CTaHAAPTU3ALUU
Y U3Y4YEHHUsI OCHOB JokazarenbHoW mMenuuuHbl HUM nemmatpum u oxpanbl 310poBbs nereit LIKB
PAH

33. CyxanoBa H.B. — PykoBoauTenb aHUPUAMHHOTO ILIEHTpa, HaydHbld coTpyaHuk HUN
neauaTpuu M oxpanbl 310poBbs nererd [IKb PAH, Bpau odranbeMosior, 4ieH acconuaniy IeTCKUX
odransmoioroB Poccuiickoit deneparuu, wien Coroza neauatpoB Poccun

34. TemaeB P.®. — n.M.H. 3aBeAyIONIMN OTACICHUEM pPEaHMMAIlMd U MHTEHCUBHOW Teparuu
OI'AY "HauuoHanbHBI MEIUUMHCKUN HCCIEAOBATEIbLCKUN LIEHTP 340pOBbs AeTed" MuH3apaBa
Poccun, nouent kadenprel neauarpun U aetckoit pesmarosornu GI'AOY "llepBeiii MIMY um.
.M. CeuenoBa" Munsznpasa Poccuu (CeueHoBckuil Y HUBEPCUTET)

35. ®ucenko A.Il. — a.m.H.,, mpodeccop, 3acmyxeHHbld Bpau Poccuiickoit denepanum,
nupektrop OI'AY "HanuoHalbHBIM MEIUIMHCKUM HCCIEI0BATEILCKUM IEHTP 370pOBbs aeTein”
Mumn3sapasa Poccun 3acioyxennsiii Bpau PO, nupektop @PI'AY "HMUL 300poBbs nereid".

ABTOpBI TOJATBEPKIAIOT OTCYTCTBHE (PUHAHCOBOW MOJAEPKKU/KOHGIMKTAa HHTEPECOB,
KOTOPBI HEOOX0TUMO 0OHAPOIOBATH.

ITpunoxxenne A2

MeTOIIOJIOFI/Iﬂ pa3pa60TRn KIMHNYCCKHX peKOMeHI[aIII/Iﬁ

I_IeneBasi AYOAUTOPUS JaHHBIX KIMHUYCCKUX pCKOMeHﬂaHHﬁZ
- Bpaiu — €U aTpbl
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- Bpauu O0IIel MPaKTHKH (CeMeHbIe Bpayun)
- Bpauu-TepaneBThl

- Bpauu — T€HETHKHU

- Bpauu — JUETOJIOTH

- Bpaun-0(hTaIIbMOJIOTH

- Bpa4n-KapJHOJIOTH/IETCKHE KapIUOJIOTH

- BPauyu-3HJOKPHUHOJIOTH

- Bpauu — HEBPOJIOTH

- BpauH-TICUXHATPHI

- MEIMLIMHCKUE TICUXO0JIOTH

- CTyieHThl MequuHcKuX BY30B, opanHaTOphl, aCIUPAHTHI;

Onucanue METO0B, UCIIOJIb30BAHHBIX JUIsl COOpPa/CENEKINH 10Ka3aTeIbCTB!
JOKa3aTebHOW 0a30i il  pEeKOMEHJAlUA  SBJISIIOTCA — MyOJIMKAIlMW, BOIIEIIINE B
Kokpanosckyto 0ubnuotexy, 6a3sl qanubix EMBASE u MEDLINE. I'myObuna noucka coctasisiia

5 ner.

MeToanl, MCTIOIb30BaHHEIC IS OIIEHKH KaUYeCTBA M CHIIBI JOKA3aTEIILCTB:
- KoHceHcyc skcnepToB;
- OueHka 3HaY4MMOCTH B COOTBETCTBHH C PEUTUHTOBOM CXEMOM.

Ta6muma 1. [lkama omeHKH ypoBHEH nocToBepHOCTH mokazaTtenbcTB (Y IJI) mnms meTtomoB
JMAarHOCTHKH (IMarHOCTHYECKUX BMEIIATEIILCTB)

YA

Pacmdposka

Cucrematnueckre 0030pbl HCCIEIOBAHUN ¢ KOHTPOJIEM pedepeHCHBIM METOJIOM WU
CUCTeMaTU4YeCKui 0030p paHIOMHU3HPOBAHHBIX KIMHUYECKUX HCCIEIOBAaHUN C
MPUMEHEHHEM MeTa-aHalln3a

OTI[CJ'IBHBIG HCCIICA0BaHHA C KOHTPOJIEM pe(l)epeHCHBIM METOAOM WM OTACIIBHBIC
PAaHAOMHU3HUPOBAHHBIC KIIMHUYCCKHUE HCCICAOBAaHUA MW CHUCTEMATHYCCKHC O630pr
I/ICCJ'IC,HOBaHI/II‘/'I JIF000TO HHSaﬁHa, 34 UCKIIIOUYCHHUEM PAaHAOMHU3HUPOBAHHBIX KIIMHUYCCKUX
PICCJ'IGI[OB&HHIZ, C IPpUMCHCHUEM MCTa-aHalln3a

I/ICCJ'IG,Z[OBaHI/Iﬂ 0e3 MMOCJICAOBATCIIBPHOIO KOHTPOJIA pe(i)epeHCHBIM METOAOM HIIHN
HCCICAOBaHUA C peq)epeHCHbIM MCTOAOM, HE AB/IOIIHNMCA HC3aBHUCHUMBIM OT
HucciaeayemMoro Meroaa Ui HEPpaHAOMU3UPOBAHHBIC CPABHUTCIIBHBIC MCCIICAOBAHUA, B
TOM YHUCJIC KOTOPTHBIC UCCIICAOBAHHA

HeCpaBHI/ITCHLHHC HCCIICA0BaHUs, OIIMCAHNUC KIIMHUYCCKOTO ClIydasd

Hmeetcs nuis 000CHOBaHHE MEXaHU3Ma ﬂeﬁCTBHﬂ HJIN MHCHHEC OKCIICPTOB

MeTo1b1, NCIIOJIB30BaHHBIE Ul aHAIN3a 10Ka3aTENbCTB!
- O630pHI ONMyOIMKOBAHHBIX METa-aHAJIM30B;
- CucremaTtnueckue 0030pbl ¢ TabIMIIaAMU T0KA3aTEIbCTB.

Onucanue MCTOJ0B, NCITIOJb30BaAHHBIX AJIA aHaJIn3a J0Ka3aTCJIbCTB:

HpI/I 0T6ope HY6HHK3HHﬁ KaK IMOTCHIUAJIbHBIX UCTOYHHKOB A0KaA3aTCIbCTB HUCIIOJIb30BaHHAsA
B KaKJIOM HUCCJICAOBAHUN MCTOHOJIOTHA U3YydaCTCA IJIs TOTO, YTOOBI Y6CI[I/ITBC$I B €€ BaJIMJHOCTH.
PCBYJ'ILTaT HU3YUCHUA BIIUACT HAa YPOBCHL JOKa3aTCJILCTB, HpI/ICBaI/IBaCMHﬁ HY6HI/IKaI_II/II/I, 4TO, B
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CBOIO OU€pE/ib, BIMSIET HA CHIIY BHITEKAIOLUX U3 HEE PEKOMEHIAIUl.

Ha npomecce OIeHKH, HECOMHEHHO, MOXKET CKa3bIBaTbcs W CYOBEKTHUBHBINA (hakTop. [lns
MUHUMH3ALKN TOTEHIUATBHBIX OITHOOK KaXKI0€ UCCIICA0BAHUE OILICHUBAIOCH HE3aBUCHMO, T.€. T10
MEHbIIEH Mepe JABYMsI HE3aBHCHMBIMU WieHamu pabouedl rpynnbl. Kakue-nmubo pazmuuus B
OLICHKaX OOCYXJaJuChb BCEW TpyNnoil B NOJHOM cocTaBe. [Ipu HEBO3ZMOXKHOCTH JOCTHKEHHS
KOHCEHCYCa IIPUBJIEKAJICS HE3aBUCHUMBIH SKCIIEPT.

Tabnuiel TOKa3aTeNnbCTB:
Tabnuiel TOKa3aTeNbCTB 3aNOIHIINCH YWICHAMH Pab0Ueil TPyIIbI.

MeTtop1, UCTIOIB30BAaHHBIE I (POPMYTUPOBAHUS PEKOMEH AN
Koncencyc skcnepTos.

Tabmuma 2. [lkana oneHKH ypoBHEH MocTOBepHOCTH mokazaTtenbcTB (Y IJI) mnmst meTomoB
MpO(QUIAKTUKY, JIeUeHUs U peaduiauTanuu (MpouiIakTHUYECKUX, JIEYEOHbIX, peaOuIMTallMOHHBIX

BMEIIATENIbCTB)
YA Pacumdposka

1 CucremaTtnueckuii 0630p PKU ¢ npumeHnennem mera-ananmnsa

2 Otnenpasie PKU u cucrtemarnueckne 0030pbl MCCIIENOBAHMM JIFOOOTO TU3aifHa, 3a
nckirouennem PKH, ¢ npuMeHennem Mera-aHaimsa

3 HepanpomusupoBaHHblE  CpaBHHUTEIbHBIE  MCCIEJOBAHUSA, B T.4. KOTOPTHBIE
HCCIIEIOBAaHUS

4 HecpaBHuTenbHble MCCIEOBAHUS, OIMCAHUE KIMHUYECKOTO Ciydass MM CEpUH
CJIy4aeB, UCCIEOBAHMS "CITy4ai-KOHTPOJIb"

5 Nmeercs nuiib 000CHOBaHHE MEXaHM3Ma JEHCTBHS BMEIIATENbCTBA (JOKIMHUYECKUE
HCCIIEZIOBAHUS) WIM MHEHHE SKCIIEPTOB

Ta6muma 3. Illkana omeHKu ypoBHEH yOeauTenbHOCTH pekoMeHnanuii (YYP) mns metomoB
NPO(HIAKTUKH, TUATHOCTHKH, JICYCHHUS U peadmiauTanuu (mpoHIaKTHUECKUX, TUATHOCTHYCCKHUX,
JIe4eOHBIX, peadMITUTAIIMIOHHBIX BMEIIATEILCTB)

yvyp

Pacmmmdposka

A

CunpHas pekoMeHJanus (Bce paccMaTpuBaembie Kputepuu 3(h(HeKTUBHOCTH (UCXOIbI)
SIBJIIIOTCSI BQXKHBIMHU, BCE HCCIIEOBAHMSI MMEIOT BBICOKOE WM YIOBJIETBOPUTEIBHOE
METO/I0JIOTMYECKOE KAayeCTBO, MX BBIBOJABI MO0 HHTEPECYIOIIUM HCXOJaM SIBIISIFOTCS
COTJIACOBAHHBIMH )

VYcnoBHast pexkoMmeHJanus (He Bce paccMaTpuBaeMble KpUTEpUH S(PQPEKTHUBHOCTH
(Mcxopl) SIBISAIOTCS BaXHBIMH, HE BCE HCCIENIOBAaHHS HMEIOT BBICOKOE WIH
yJIOBJIETBOPUTEIBHOE  METOAOJIOTHYECKOE KadeCTBO M/MIM HMX BBIBOJBI IO
MHTEPECYIOIINUM HCXO0JIaM HE SIBJISIFOTCS COTJIACOBAHHBIMHU )

Cnabas PEKOMCHAAUA (OTCYTCTBI/Ie JA0Ka3aTCJIbCTB HAJICKAIICTO KadeCTBa (BCC
paccMaTpuBaCMbIC KPUTCPUU B(I)(I)CKTI/IBHOCTI/I (I/ICXO,Z[LI) SABJIAIOTCA HCBAXXHBIMH, BCC
UCCICOJOBaHUA HWMCIHOT HH3KOC MCETOJOJOTHMYCCKOC Kadu€CTBO W HX BBIBOJBI II0
HHTCPCCYIOIUM UCXOAaM HEC SABJIAIOTCA COT HaCOBaHHLIMI/I)
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nOpﬂ,D,OK OOGHOBMNEHNA KITMHUYECKUX peKomeH,qauMﬁ

MexaHu3sM  OOHOBJCHMS ~ KIMHMYECKMX  PEKOMEHJIAIMI  MpexycMaTpuBaeT  HX
CHCTEMATHUYECKYIO aKTyaJH3alHi0 — HE peXe YeM OJMH pa3 B TPU TOJa, a TAKKE NP TOSBICHUN
HOBBIX JaHHBIX C MO3WIUH J0KA3aTeNIbHOW MEIWIIMHBI 10 BOIPOCaM JIHATHOCTHKH, JICYCHUS,
npoQWIaKTUKA W peadWIuTalud  KOHKPETHBIX  3a00JieBaHW, HaIW4ud OOOCHOBaHHBIX
JOTIOJTHEHHI/3aMeYaHnii K paHee yrBepkaeHHbIM KP, Ho He vame 1 pa3a B 6 mecsiies.

[Tpunoxenue A3

CnpaBouyHble MaTepuajbl, BKJIOYasi COOTBETCTBHE MOKA3AHU K NPUMEHEHHN 0
U MPOTHBONOKA3aHMIA, CIOCO00B MNPUMEHEHN S U 103 JIeKAPCTBEHHBIX
NpenapaToB, HHCTPYKIUH N0 NPUMEHEHHUIO JeKAPCTBEHHOI0 nMpenapara

[Tpunoxenne A3.1

OcHOBHBIE HOPMAaTHBHO-IIPABOBbIC AKTbI

1. ®enepanbHblil 3ak0H "OO 0OCHOBaX OXpaHbI 310pOBhs rpakaaH B Poccutickont deneparun"
(N 323-®3 01 21.11.2011).

2. TlocranoBnenue IlpaButensctBa P® ot 30 umrona 1994 r. N 890 "O rocymapcTBeHHOM
MOJJIEP’KKE Pa3BUTHUSI MEIUIUHCKON MPOMBIIUIEHHOCTH M YIYYIIEHUH OOecrieyeHus] HaceIeHus 1
YUPEXKJIEHUN 37ApaBOOXPAHEHHUS JIEKAPCTBEHHBIMH CPEICTBaMU M U3JEIUSIMH MEAUIIMHCKOTO
Ha3HaveHHs" (C U3BMEHEHUSIMU U JOTIOTHCHUSIMU)

3. Ilpukaz Munzapascorpazsutus PO ot 22.03.2006 N 185 "O maccoBoM 00ciieI0BaHUN
HOBOPO3KJICHHBIX JIeTel Ha HacjeACcTBeHHbIe 3a00eBanus (BMecte ¢ [lonoxeHnem 06 opranuzanuu
MIPOBEJICHUSI MAaCCOBOIr0 00CieI0BaHUSl HOBOPOXKICHHBIX JIETe Ha HAcCJe/ICTBEHHBbIE 3a00JI€BaHNUs,
Pekomenpanusimu mo 3abopy o00pa3lioB KpOBM MpPH MPOBEIEHUU MACCOBOIO OO0CIEIOBaHUA
HOBOPOJKJICHHBIX JIeTEH Ha HacJleICTBEHHbIE 3a001eBaHus)"

4. Tlopsnok oKa3aHUS MEIUIIMHCKOW TOMOIIM OOJIbHBIM C BPOXICHHBIMU U (WIJIH)
HacnencTBeHHbIMU 3a00neBanusamu (I1puka3z M3 PO ot 15.11.2012 roga N 917#).

5. IlocranoBnenue IIpaButensctBa N 403 or 26.04 2012 r. "O nopsjake BeneHUs
@denepallbHOTO PETUCTpa JIUIL, CTPAAAIONIUX YTPOKAIOIUMU M XPOHHUYECKU MPOTPECCUPYIOIIIMHI
peakumMu  op(aHHBIMH 3a00JIEBAaHUSMHU, NPUBOISAIIMMHU K COKPALIEHUIO MPOJIOJIKUTEILHOCTH
KU3HU TPaXJIaH WIH UX UHBAJTUJIHOCTH U €r0 PETUOHAILHOTO cerMeHTa'.

6. Kpurtepuu onenku kauecta meauiuackoi momoiu (Ilpukas M3 P® ot 10 mas 2017 r. N
2031 "O6 yTBep>KIECHUHN KPUTEPUEB OLIEHKH KaueCTBa MEAUIIMHCKON TOMOIIIH)" .

7. Ilpuka3z MunucrepctBa 31paBooxpanenust Poccuiickoit ®enepauun ot 15 nexadps 2014 r.
N 834n "OO6 yrBepKIeHMH YHUDUUIUPOBAHHBIX (OPM MEIUIMHCKOM JOKyMEHTAllUH,
WCIOJb3YEMbIX B MEIUIMHCKAX OpraHU3alysX, OKa3bIBAIOIIMX MEIUIUHCKYI0 TOMOLIb B
aMOYIIaTOPHBIX YCIOBUSX, U MOPSAIKOB IO UX 3aMOTHEHHIO".

8. IIpuka3 MunucrepcTBa 31paBooxpaHeHus Poccuiickoit @enepanuu ot 20 aexadps 2012 r.
N 11771 "O06 yTBep)xkIeHMH MOpsAAKa Jaud UHPOPMHPOBAHHOTO JOOPOBOJBHOTO COTJIACHs Ha
MEIUIMHCKOE BMELIATEIBCTBO M OTKa3a OT MEIUIIMHCKOIO BMEIIATENIbCTBA B OTHOLIEHUHU
OTIPE/ICNIEHHBIX BUJIOB MEIUIIMHCKUX BMELIATEIbCTB, (JOpM HMHPOPMHUPOBAHHOTO J0OPOBOIBHOTO
COIJIacUsl Ha MEIMIIMHCKOE BMEIIATEeNbCTBO M (POPM OTKa3a OT MEAULIMHCKOTO BMEIIATEIbCTBA .
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9. Ilpuka3z Munucrepctsa 3apaBooxpanenus Poccuiickoit ®enepanuu ot 14 ssuBaps 2019 r. N
4u "OO yTBep)KIACHUU TOpPsIKAa HA3HAUYEHUS JIEKApPCTBEHHBIX IpernaparoB, (GopM peuenTypHbIX
OJaHKOB Ha JIEKapCTBEHHBIE IpENapathl, Mopsaka oGpopMiIeHUs yKa3aHHBIX OJaHKOB, UX ydeTa U
XpaHeHUs"

10. [Ipuka3z MunuctepctBa 3apaBooxpanenus Poccuiickoit ®eneparuu ot 16 mas 2019 r. N
302 "OO6 yrBepxkaenuu llopsiaka TPOXOXKICHHS HECOBEPIICHHOJICTHUMH JIUCIAHCEPHOTO
HaOJIOIEHUS, B TOM YHCIIE B Tepro 00ydeHHs U BOCIIUTAaHUS B 00pa30BaTeNIbHBIX OpraHu3anusix"

11. Pacnopstxenue IIpaButenbctBa P® ot 31 nexadps 2018 r. N 3053-p "OO yrBepxaeHun
NepeyHell MEAULIMHCKUX HW3JeIMM, HMIUIAaHTUPYEMBIX B OpraHu3M 4YeJlIOBEKa IpU OKa3aHUU
MEUIIMHCKOM OMOIIM B paMKax IPOrpaMMbl FOCYy1apCTBEHHBIX IapaHTUN OECIIATHOTO OKa3aHUs
rpaXkJaHaM MEIULIUHCKOM NMOMOIIM U OTIYCKAa€MbIX IO pelenTaM Ha MEIUIIMHCKUE U3eNus MpU
MPeI0CTaBICHUN HAbOpa COIANIbHBIX yCIyr"

12. Tlpuka3 MunucrepctBa 3apaBooxpaneHuss PO ot 6 urons 2013 r. N 3541 "O nopsiake
MIPOBEJIEHUS MATOJIOr0aHATOMUYECKUX BCKPBITUH" (3apeructpupoBaH MUHUCTEPCTBOM HOCTULIUU
Poccuiickoit eneparuu 16 gexadbps 2013 r., peructpanmonusiii N 30612).

Nudopmanus o nekapcTBeHHBIX cpeacTBax: https:/grls.rosminzdrav.ru/

OcCHOBHbIe HOpMaTUBHO-NMpaBOBbLIE aKTbl, perynupyrowime OKa3aHue
nannMaTMBHON MeAULMHCKOW NOMOLUM

1. ®enepanpubiii 3akoH "O BHeceHun wm3MeHeHnid B DenepanpHbiii 3akoH "OO OCHOBax
OXpaHbl 37I0pOBbs TpaxaaH B Poccuiickoit denepanuu" mo BompocaM OKa3aHUs MAJTTMATUBHOU
meaurmackor momomu' ot 06.03.2019 N 18-P3.

2. Tlpukaz MunszapaBa Poccum N 345H, Muntpyna Poccum ot 31.05.2019 N 372 "OO6
YTBEPKIACHUM TIOJIOKEHHUs] 00 OpraHu3aluy OKa3aHUs NaJUIMATUBHOW MEJAWLMHCKOW MOMOIIIH,
BKJIIOYAsl MOPSIOK B3aWMOJCHCTBUS MEIWLIMHCKUX OpraHU3aluid, OpraHu3aluil COLMAIBHOIO
oOciayXuBaHUST U OOIIECTBEHHbIX OOBEIUHEHUI, MHBIX HEKOMMEPUYECKUX OpraHu3alluii,
OCYILIECTBIISIOLINX CBOIO JESITENILHOCTD B cpepe OXpaHbl 310pOBbs".

3. Ilpukaz MunzapaBa Poccun N 348n ot 31 mas 2019 roga "OO yTBEepX)ICHUHU TEPEUHS
MEIMUMUHCKUX W3ICNIUNA, MpeAHA3HAYEHHBIX Ui HOAJEP)KAHHMS OpPraHOB M CHCTEM OpraHu3Ma
YEJI0BEKa, IPEIOCTABIAEMbIX ISl UCIIOJIb30BAHUS Ha IOMY'.

4. ITpukaz MunznpaBa Poccun N 5051 ot 10 uronsg 2019 roga "O6 yrBepxaenuu Ilopsiaka
neperaud  OT MEOUIIMHCKOM oOpraHu3alii NanueHTy (ero 3aKOHHOMY IPEeJICTaBUTEIO)
MEIUIMHCKUX U3JENUNA, NpeJHa3HAYCHHBIX i1 MOJAepaHus (GYHKUUNA OpPraHOB U CHCTEM
OpraHu3Ma 4ejoBeKa, JJI1 MCIOJIb30BAaHUS Ha JOMY IPU OKa3aHUHU MAJUIMATUBHOM MEAMIIMHCKON
nomoru".

5. Ilpukaz M3 P® N 831 or 3 oktabps 2019 roma "OO yTBep)KIE€HUU BEIOMCTBEHHOM
LeJeBoM mporpammel "Pa3BuTre cucTeMbl OKa3aHUs MATUIMATUBHOW MEIUIMHCKOM MoMoIu".

Mpoure HopMaTUBHO-NPaBOBblE AOKYMEHTbI, C Y4eTOM KOTOpPbIX pa3paboTaHbl
KNUHUYEeCKne pekoMeHAaaLmm

6. MexynapoaHas kiaccudukanus 60Je3Hel, TpaBM U COCTOSIHUH, BIUSAIONIMX Ha 3J0POBbE
(MKB-10);

7. Ilpukaz M3 P®D ot 20 nexabps 2012 r. N 1183n "OO yrBep:kKIe€HHMM HOMEHKJIATYpHI
JOJDKHOCTEH MEUIIMHCKUX PAOOTHUKOB U (hapMalleBTHUECKUX paOOTHUKOB".

8. IIpukaz M3 P® ot 23 urons 2010 r. N 5411, Equnblii kBanuKaMoOHHBINA CIPAaBOYHHK
JOJDKHOCTEH  PYKOBOJMTENEH, CHEIHMaIMCTOB M CIyXalluxX, pasfen KaamuduxanuoHHbIe
XapaKTePUCTUKH JJOJDKHOCTEH paOOTHUKOB B cpepe 31paBOOXpaHEHHUs.
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9. ®enepanbubiit 3akoH oT 25.12.2018 N 489 489-03 "O BHeceHUU U3MEHEHUM B cTaThio 40
@enepanbHoro 3akona "OO6 00s3aTeIbHOM MEAUIIMHCKOM cTpaxoBaHuu B Poccuiickoit @enepanun”
n ®Genepanbublii 3ak0H "OO ocHOBaxX OXpaHbl 3/10poBbs rpaxkaaH B Poccuiickoit @enepanuun” no
BOIIPOCaM KJIMHUYECKUX pEKOMEHAan".

10. IIpuka3 MunsgpaBa Poccun N 1031 ot 28.02.2019 r. "OO6 yrBepkaeHUU MOpPsAKA U
CPOKOB pa3pabOTKU KJIMHUYECKUX PEKOMEHAALNN, UX MIEPECMOTpPa, TUIIOBON (POPMBI KIMHUYECKUX
peKoMeHAalui U TpeOOBAaHUN K UX CTPYKTYpE, COCTaBy MU Hay4HON 0OOCHOBAaHHOCTH, BKIIIOUaEMON
B KIIMHMYECKHE PeKOMEHAauu nHpopmarmn'.

11. ITpuka3z MunsapaBa Poccun ot 13.10.2017 N 804n "OO6 yTBEp>KIECHHUH HOMEHKJIATYpPbI
MEJIUIIUHCKUX YCIyT".

12. Tlpuka3 MuHnuctepcTBa Tpyaa U couuranbHoi 3amutel PO ot 27 aBrycta 2019 r. N 585H
"O knaccuuKanmuaX U KPUTEPHSX, HCIOJIb3YEMBIX IMPH OCYLIECTBICHUU MEAMKO-COLMAIbHON
AKCHEPTU3Bl TpaKIaH (¢eAepalbHbIMU TOCYJAapPCTBEHHBIMH YUPEXKICHUSIMH MEIUKO-COLMAIBbHOM
AKCHEPTU3HI";

13. Tlpuka3 MuHucTEepCTBa 3ApPaBOOXpPAHEHUS M CONHAIBHOTO pa3BuTHs Poccuiickoi
Oenepauu "O mopsAKe NTPUMEHEHUS JIEKAPCTBEHHBIX CPEIACTB y OOJNBHBIX IO >KU3HEHHBIM
nokazanusaMm" oT 9 asrycra 2005 r. N 494

14. WudopmannonHoe muceMo Mun3apaBa Poccun 1o  BO3MOXKHOCTH — 3aKYNKH
JIEKapCTBEHHOI'O npernapara 1o TOPrOBOMY HauMEHOBAHUIO
(https://www.rosminzdrav.ru/news/2019/12/18/13043-minzdrav-podgotovil-informatsionnoe-
pismo-po-vozmozhnosti-zakupki-lekarstvennogo-preparata-po-torgovomu-naimenovaniyu);

15. [lepeuens crenuanM3UpPOBAHHBIX MPOIYKTOB J€UEOHOTO MUTAHUS JJIs JeTel-HHBAIUIOB
Ha 2020 roxn, Pacropspkenue [IpaBurensctBa Poccuiickoit ®eneparuu ot 11 gexadbps 2019 roma N
2984-p

[Tpunoxenue A3.2

PacumgpoBka npumedanui

..** — mpenapar BXOJUT B MEpPEeUCHb )KM3HEHHO HEOOXOIUMBIX M BaXKHEHUIINX JEKapCTBEHHBIX
npenapatoB (Pacropspkenne IIpaBurensctBa P® ot 12.10.2019 N 2406-p "OO6 yTrBEepk)ACHUH
MepevHs KU3HCHHO HEOOXOIMMBIX M BaXHEHIIMX JICKapCTBEHHBIX mperapaTtoB Ha 2020 rox a
TaKKe MepevyHel JIEKapCTBEHHBIX MPErnapaTroB Uil MEIUIIMHCKOrO MPUMEHEHUS U MUHHUMAaJIbHOTO
aCCOPTUMEHTA JICKApCTBEHHBIX MPENapaToB, HEOOXOIUMBIX JJISl OKa3aHUS MEIUIIUHCKOM moMorniun"
(c u3MeHeHUsIMHU, BHeCeHHBIMH PacniopsbkenueM [IpaBurensctBa PO ot 23 Hos10ps 2020 r. N 3073 -
p "O BHecenuu uzmeHeHuii B pacnopsixenue [Ipasurensctsa PO ot 12 oktsi6ps 2019 1. N 2406-p.

LEFER . cnenManu3upoBaHHbI MPOIYKT JIe4eOHOTO MUTAHUS, BKJIIOYEHHBI B IEpeyYeHb
CHEIHATM3UPOBAHHBIX MPOJIYKTOB JieueOHOro muTaHus it jereii-unBanunoB (Ilepeuens
CHEIHATM3UPOBAHHBIX MPOAYKTOB JIeueOHOro MNUTaHus Uil JeTeii-unBanmugoB Ha 2021 rop,
yTBepkACHHBIN pacrnopstkenneM [IpaBurensctBa Poccuiickoit ®@enepannu ot 17 gexabps 2020
rona N 3242-p)

#... — mpumenenue off-label — BHe 3aperucTpUpOBaHHBIX B MHCTPYKIHMH JIEKAPCTBEHHOTO
CpeICTBa TMOKa3aHWM OCYIIECTBISETCA IO PEUICHHI0 BpadyeOHOW KOMHCCHHM, C pa3peuieHus
JIoKalbHOTO JTUYECKOTO KOMHTETa MEAMIIMHCKOW oOpraHu3aiuu (IpH HaIU4uu), C YCIOBHEM
MOAMMCAHHOTO WH()OPMUPOBAHHOTO COTIIACUS POJAUTENEH (3aKOHHOTO MPEACTABUTENS) U MAllMeHTa
B Bo3pacre crapuie 15 ner;
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[Tpunoxxenne A3.3

MeTa00113M roOMOIMCTEHHA

I{HKT MeTHOHHHA

MCTHOHHH

PCMCTHJHPOBGHHC Pemern.mponaune
MAT
THF
SAM JINMETHIITIHINH
doaTHbI NHKT SHMI TloHOp MeTHIbHOf
5, 10-MeTinex EVITR l TpyImeL
TeTparuapodonar KobalaMHH Axzemrrop BHMT
MTHFR SAH METHIIBHOH
SMTHF beraun
SAHH
METHIKOOATaMHH TOMOIHCTCHH
T CepuH Cps
MMACHC MPHIOKCAMs-3-hocdar
THAPOKCHKOOATaMHH :
IHCTaTHOH
T CyL
HaHKoGaIaMHH l s onCa-5-gocgar
HHUCTCHH
TpanccyaspupoBanue

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

SAM: S-a7eHO3MIMETHOHHH; SAH: S-aJ1IeHO3UIITOMOIIMCTEHH; SAHH: S-

aJICHO3WJITOMOITMUCTEMHT UIPOJIa3a; CB S: I_II/ICTaTI/IOHI/IH-B -CHHTAa3a; CYL: uucrarnonus-7 -
mnaza; MTR: wmernonmncuntasa; THF: terparugpodonar; MTHFR: 5,10-metunen-TI'®
penykrasa; SHMT: CepUH-TUAPOKCUMETHITpAaHC(epasa; BHMT: OeTauH-
roMorucTenHMeTunTpancpepaza; MMACHC:  6enox  METHIMAJIOHOBOW — alMAypUd U
romouuctTuHypuu truna C
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I'eneTnka u OMOXUMHYECKUH AedeKT NPHU pasJuYHbIX (popmax

[Tpunoxxenne A3.4

TOMOLIUCTHHYPHUH
leHeTMKa M onoxummyeckun  pedekT  npwu pa3nu4yHbiX  c¢opmax
romouncTuHypum (no [1])
3aboneBanue (Homep OMIM) Hedunut pepmenta I'en (JIokyc) Tun
HaCIe/10
BaHUS

Knaccnueckas romonumctunypus (# | Llucratnonun oera- | CBS (21922.3) AP
236200) cuataza (CBS - EC

4.2.1.23)
Tsoxenas dbopma nepunmra | Metunenterparuapodona | MTHFR (1p36.22) | AP
MeTuieHTeTparuapodoaarpeaykrassl | Tpeaykraza (MTHFR -
(MTHFR) (# 236250) EC 1.5.1.20)
MetunmanoHoBas aruIypus u | Metunmanonui-KoA MMACHC AP
TOMOIIMCTHHYPHS, myraza (MUT — EC|(1p34.1)
tun cblC (# 277400) 5.4.99.2)

u METHOHHMHCHHTAa3a

(MTR - EC 1.16.1.8) —

aKTUBHOCTh  ()EPMEHTOB

Hapymiaercss  BTOPUYHO

u3-3a OTCYTCTBUS

kodaxTopa
MetunmanoHoBast aruaypus u | Metunmanonmi-KoA PRDX1 (1p34.1) AP
TOMOIIMCTHHYPHS, myraza (MUT - EC|MAHCC (1p34.1)
tun  ¢blC, gurennsiii  (epi-cblC  #|5.4.99.2)
277400) u METHOHHWHCUHTA3a

(MTR - EC 1.16.1.8) —

aKTUBHOCTh  (pepMEeHTOB

Hapymiaercss  BTOPUYHO

u3-3a OTCYTCTBUS

kodakTopa
MerwiManoHoBas aruIypust u | Metmimanosamir-KoA MMADHC AP
TOMOIIMCTHHYPHS, myraza (MUT — EC|(2923.2)
tun cblD (# 277410) 5.4.99.2)

u METHOHHMHCHHTA3a

(MTR - EC 1.16.1.8) —

AKTUBHOCTh  (PEpPMEHTOB

HapylIaercs  BTOPUYHO

u3-3a OTCYTCTBHS

KogakTopa
I'omMorcTuHypUs-MeranooIacTHas Penykraza MTRR (5p15.31) |AP
aHemusi, Tur cblE METHOHUHCHUHTA3bI
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(# 236270) (MTRR — EC 2.1.1.135) -
AKTUBHOCTh dbepmenTa
Hapymiaercss  BTOPUYHO
u3-3a OTCYTCTBUS
Ko(akTopa
MeTtunmanoHoBas anuaypus u | Metmimanonmin-KoA LMBRD1 (6913) |AP
TOMOIUCTHHYPHS, myraza (MUT - EC
tun cblF (# 277380) 5.4.99.2)
u METHOHUHCHUHTA3a
(MTR - EC: 2.1.1.13) -
aKTUBHOCTb  (DEpMEHTOB
Hapymiaercss  BTOPUYHO
u3-3a OTCYTCTBUS
Ko(akropa
I'omonmcTrHYpHUsS-MeranodaacTHas MeruonuncunTaza (MTR|MTR (1943) AP
aHemusi, Tar cblG - EC: 211.13) -
(# 250940) aKTHBHOCTh  (epMeHTa
Hapymiaercss  BTOPUYHO
u3-3a OTCYTCTBUS
ko(akTopa
MetuamanoHoBas ary Iy pust u | Metunmanonun-KoA ABCD4 (14924.3) | AP
TOMOIIMCTHHYPHS, myraza (MUT - EC
tun cbl) (# 614857) 5.4.99.2)
" METHOHUHCHHTA3a
(MTR — EC: 2.1.1.13) -
aKTUBHOCTh  ()EPMEHTOB
Hapylaercs  BTOPUYHO
u3-3a OTCYTCTBUS
kodakTopa
MetuamanoHoBas anyaeMus u|HCF-1,; HCFCL1 (Xq28) XP
TOMOIIMCTHHYPHS, TpanckpunmuoHHas
tum cblX (# 309541) perymsimus MMACHC.
Metunmanonmin-KoA
myraza (MUT - EC
5.4.99.2)
u METHOHUHCHUHTA3a
(MTR — EC 1.16.1.8) -
aKTHBHOCTh  (DEpPMEHTOB
Hapylmaercs  BTOPUYHO
u3-3a OTCYTCTBUS
KogakTopa
Hedumur 5,10- MTHFD1 AP
METHIICHTETParuapooIaTaeruaporeH | MetuiieHterparuapogona |(14023.3)
a3bl TACTHpOTeHa3a (EC
(MTHF) (# 617780) 1.5.1.5),
5,10-

METEeHWITETparupooa
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TUUKJIOTUpOIa3a (EC
3.5.4.9),
u 10-

dopmunTerparuapodoar
cunrerasa (EC 6.3.4.3)

Hedumut Tpanckobanamuna I (TC)

TpanckobaiamuH;

TCN2 (22g12.2)  |AP

(# 275350) Kierounas nocraBka cbl.

MeTtunmanoHoBas Ay Iy pus u | TCbIR; Knerounsiit| CD320 (19p13.2) |AP
TOMOIIUCTHHYPHSI, peuenTop.

tur TcbIR (# 613646)

[Tpunoxenue A3.5

OcHOBHBIE OMOXMMHYECKHE MOKa3aTeJIu AJIH TMATHOCTUKHA T'OMOIIMCTUHYPUH

Metabonmutr | buonornyec |  Oxkugaemble pe3yiabTaThl y MAUEHTOB KoHntposb
Kuit oOpasenn TOMOIIMCTHHYPHEH
HoBopoxaeHnHbie Heneuenurie
crapuie 1 roga
OO0t I1na3zma 50-100 MxMmoOIIB/1 > 100 MmkMoJIs/1 | < 15 MKMOJIB/I
TOMOIIMCTENH
MeTtnouun I1na3zma 200-1500 MxkmoIb/1 > 50 MKMOJIB/1I 10-40 MxMoab/1T
(3-23 mr/mn) (> 0,7 mr/mn) (0,2-0,6 M%)

TI'omonmcTun Moua ompenenseTcs ompenenseTcs OTtcyTCcTBYET

buoxumuyeckuii MOHUTOpUHT npu I'ITY

[Tpunoxenue A3.6

PechepeHcHble ypoBHU CBOGOAHLIX METUOHMHA, LLUCTEMHA U FrOMOLMCTEMHA B
nnasme KpoBwM (ANsA KOHTponsa Tepanuu knaccu4veckon rly)

AMHHOKHCIIOTA YpoBeHb B IJ1a3Me KPOBH, €]1. U3M.
MKMOJIB/JT Mmr/100 M
MeTtuonun 18-45 0,27-0,67
Hucrenn 25-50 0,30-0,76
T'omormucrenn <12 <0,16

Buoxummnyeckmn MOHUTOPUHT nNpu MUY — TapreTHble 3Ha4YeHuA

Metnonnn

Iuctenn

OO0ui

CB00OOAHBII
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IJ1a3MBl IJ1a3MBl TOMOLMCTENH
m1asmel (tHey)

TOMOIIMCTEHH
wia3mel (fHey)

B6-uyBcTBHUTENBbHAS HopwmainbHeie Hopwmanbneie |< 50 mxmonb/n | < 10 MKMOJIB/IT
dbopma 3HAYCHUS 3HAYCHUS

B6-neuyBcTBUTEIEHAS HopwmainbHhsbie Hopwmaneneie |< 100 mxmons/n | < 10 MKMOIIB/JT
dbopma Ha ¢doHe | 3HAYCHUS 3HAYCHUS

JMETOTEPaInu

B6-neuyBcTBUTENEHAS < 1000 mxmons/n | Hopmansabie |< 100 Mmkmouss/n | < 10 MKMOJIB/IT

dbopma Ha ¢doHe mpHema
OeranHa

3HaA4YCHUA

[Tpunoxxenue A3.7

JAuerorepanus npu Kiaccuyeckou I'ITY

Tabnuua 7 - OpMeHTMpOBOHHaﬂ HOTpeﬁHOCTb B MeTUOHUHe N UUCTeuHe y
nauneHToB C FOMOLIMCTMHpreﬁ B 3aBMCUMOCTU OT BO3pacTa

Bo3pact nanueHnTon CyTto4Hast TOTpEOHOCTh B aMUHOKHUCIIOTAaX MT/KT MacChl
Tena
MeTtnonun Hucrenn

0-<3 mec 15-30 300

3-< 6 mec 10-25 250

6-<9 mec 10-25 200

9-<12 mec 10-20 200

1-<4rona 10-20 100-200

4-<7 ner 8-16 100-200

7-<11 ner 6-12 100-200

HeBymku 11-< 15 net 6-14 50-150

HeBymku 15-< 19 ner 6-12 25-125

Hesymiku 19 ner u crapiie 4-10 25-100

Onomm 11-<15 ner 6-14 50-150

IOnomm 15-< 19 ner 6-16 25-125

IOnomm 19 ner u crapme 6-15 25-100

Tabnuua 8 — Cneumanu3mpoBaHHble NPOAYKTbl HA OCHOBE aMUHOKUCHNOT 6e3

MEeTUOHUHa

HanmenopaHue MpoOAaYKTa

Co,uep;xaHI/Ie OCHOBHBIX IMUIIICBBIX BECUICCTB U

Bospact
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sHepruu Ha 100 r cyxoro npojykra IIPUMEHEHUS
benox | XKup | YraeBoabl | DHEproueHHOCTh
(r) (r) (r) (kKa)

Hytpuren 14 — met**** 14 23 50,4 471 C poxneHus
Jo 1 roga

Hytpuren 20 — met**** 20 18 50,3 443 Crapme 1
roja

Hytpuren 40 — met**** 40 13 31,2 402 Crapuie 1
roja

Hyrpuren 70 — met**** 70 0 4,1 296 Crapiue 1
roja

HCU Anamukc uaganT**** 13,1 23 49,6 457 C poxneHus
no 1 rona

XMET Xomumog**** 77 0 4.5 326 Crapre 1
rojaa

[Tpunoxenne A3.8

IIpumepsl pacyera queThI NPH KJIACCHYECKOH rOMOLIMCTUHYPHUH

PacuyeT nutaHua gns naymeHTa C roMOLMCTMHYpUEeW B Bo3pacTe 2-X Hegenb,
mMacca Tena 4 kr <1>.

<1> IlpuBeneHHbIE MPUMEPHI SBISIOTCS OPUEHTUPOBOUYHBIMH. B Kakom ciydae TpeOyercs
KOHTPOJIb HA3HAYCHHOM JTUETOTEPAIMH U €€ KOPPEKIIHS 10 Pe3yJibTaTaM aHaIu30B [77].

1. KosmmuecTBo notpebnenus obmero 6enka B CyTKu U3 pacyeta 2,5 r/kr/cyr x4 kr=10r

2. JlomycTUMO€ KOJIMYECTBO METHOHHMHA B CyTKH 30 Mr/kr X 4 kr = 120 Mr/cyTku

3. KommyecTBO HarypanmbHOro Oenka 3a cuer rpyaHoro mojoka (I'M)/gerckoit mMosjodHO#M
cmecu (AMC) c yuetom, uto 1 r 6enxka I'M/IAMC coxmepxur 30 mr metuonuna: 120 : 30 =4 r
HaTypaibHOro 6Oenka 3a cuer ['M/JIMC.

4. KonuuecTBo Oeika 3a cHeT Crelualn3upoBaHHOro npoaykra: 10 —4 = 6 r 6enka

5. KonnuecTBo (B r) cnenuanu3upoBaHHoro npoaykra Hyrpuren 14 — met**** (100 r cyxoro
MPOJIyKTa coaepKuT 14 r Oenka): B CyTKU MalUeHTy HeobxoauMo 43 T cyxoro npoaykra Hytpuren
14 — met****,

Ecmu ucnone3dyercs cnenuanusupoBanHbiil nmpoaykt HCU Anamukce mnpant**** (100 r
CYXOro Mpojaykra coaepkuT 13,1 r Genka): B CyTKH MaleHTy Heo0XoauMo 46 T CyXoro npoayKkTa
HCU Anamukc uHpanT****,

[ToTpeOHOCTH B HaTypadbHOM Oelke 00ecrednBaeTcs 3a CUeT TPYAHOTO MOJIOKA MITU JIETCKOM
MosiouHoi cMmecu. Coznepkanue Oenka B 100 M1 TpyAHOTO MOJIOKA/I€TCKOW MOJIOYHOM cMecH —
npuMepHo 1,2 T, COOTBETCTBEHHO il oOecreueHus] MOoTpeOHOCTH B HATypajdbHOM Oeske (4 T)
notpedyetcst 330 MJI TPYAHOTO MOJIOKA/JETCKON MOJIOUHOM CMECH.

6. Crnenuanu3upoBaHHAs CMEChb aMHUHOKHCIIOT U I'PYIHOE MOJIOKO//IETCKasi MOJIOYHask CMECh
JeTSATCS B paBHBIX KoJindecTBax Ha 6 mpuemoB: 339 : 6 = 55 ma I'M/IAMC

43 : 6 =7,2 r cyxoit cmecu Hyrpuren 14 — met**** pazgectu B 50 M1 BOBI.

45 n3 55


http://disuria.ru/
https://аптека-омск.рф/

KnuHuuyeckne pekomeHgaummn — HapylieHne obmeHa cepocogepalnx aMMHOKUCIIOT (TOMOLUMCTUHYpust) — 2022-2023-2024
(04.02.2022) — YTBepxaeHsl MuH3gpasom PO

3a ogHO KOpMIleHUE peOeHOK moyduT 105 mut mutanus (55 vt + 50 o).

Ecmu ucnonezyercs cmece HCU Anamuke uadant***, T0 B 01HO KOpMIIEHHS OepyT
7,6 T CyXOoro npoayKTa 1 pa3BOJAST €ro B 53 MJI BOJBI.

3a ogHO KOpMIteHUE pebeHOK moyduT 108-110 M muranus (55 mi + 53 mun).

PacyeT nutaHua ana nauyueHTa ¢ roMmouucTUHypuen B Bospacte 10 net, macca
Tena 27 kr <1>.

1. KonudectBo moTpebienus oomero 6enka B CyTku u3 pacdera 2 r/kKr/cyt = 54 T

2. CpenHee TOMYCTUMOE KOJTMYECTBO METHOHUHA B CyTKH 10 mMr/kr = 270 mMr

3. KonuuectBo HaTypaibHOTO O6enka 270 : 30 = 9 r HaTypasibHOTO Oenka

4. KonuecTBo Oelika 3a CYET CHeIHATN3UPOBAaHHOTO poaykTa: 54 — 9 = 45 r Genka

5. KonnuecTBo (B r) cnennanu3upoBaHHoro npoaykra Hyrpuren 70 — met**** (100 r cyxoro
npoykra conepxkut 70 r Oenka): B CyTKU MallMEHTy HeoOxoauMo 64 1 cyxoro npoaykra Hytpuren
70 — met.

Ecnu ucnons3yercs cnenumanusupoBadHbiii npoaykt XMET Xomumon**** (100 r cyxoro
MPOJAYKTa CONEPKHUT 77 T Oenka): B CyTKH HaIrueHTy Heooxoaumo 58 1 cyxoro mpoaykra XMET
XOMHJIOH.

C ucnonp3oBaHHEM TaOIHIl AMUHOKHCIOTHOTO COCTaBa MPOJYKTOB COCTABIISIETCS] CyTOUHBIN
Ha0Op HATYPAIBHBIX MPOJIYKTOB, KOTOPHIE B CyMMe OyIyT COAepKaTh 9 T HaTypalbHOTO OejKa.

[Ipunoxenue b

AJITOpUTMBI 1eCTBUII Bpaya

MauwenT C noao3peHnemM Ha
TIOMOUMNCTUHYPUIO

+

HAuarHocTuka

KoHcynbTauus NuarHos
NPOPUNBLHOro noarsep>XxaeH?
cneunanucra
A
Tepanua B cTauuoHape
AducnaHcepHoe HabnwogeHue m
MOHUTOPUPOBAaHME NaUmneHTa [«
HET Tepanusa

adbdexkTneHa?
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[Tpunoxxenue b2

AJITOPUTM THATHOCTHKH HAPYIICHUI peMeTHWIHPOBAHUA

KNnuHHYeCKan KapTHHa,
xapakTepHas anA 3aGonesavma U3 MoebilueHMe oBUero roMoumMcTenHa TR RO aNENLD BEMHUHE
rpynnel HapyweHAs nnasmMbl p
PEMETHUAWPOBAHKUA
Y

MpoBecTH NONHLIA CNeKTP AMarHOCTHYECKNX aHaNKU30e:
yposeHs B12 n GonuMesoi KMCNOTo B CHBOPOTKE; 06ILMA romoumcTerH (tHey) u
METUOHKMH (Met) NNasmbl; CNEKTP aUMNKapHHWTUHOB, YPOBEHD METUNMANOHOBOR
KHCNoTe (MMA) B MOYE MNK NNasme

Havats euTamus B12 (#umaHokobanamuH™™ unu ero adanoru) 1 mr/oeHs
NapeHTepancHo

YposeHb tHey noesiweH; ypoeeHs Met HOPManNbHBIR MNK CHUXEH

\i
O6paTMTLCA B CNEUWANM3IMPOBAHHBIA LeHTp!
MpononxKuTe BATaMHH B12 (#uraHoxkoBanamuH™ WNK ero aHanord)
napedTepansHo
PaccmoTpets nprem GetanHa, #HOonMeBoid KMCNOTLI™ MNK &8 NPOU3BOAHLIX, L-
METHOHHHAE NEPOPanLHO

\d 3 Y Y | J
B12 N, donues.k-Ta N, tHa B12 !], donues.k-Ta N, B1Z N, ¢onuea,:—'raﬂ, B1Z N, donues.k-Ta N, B12 N, ponuee.k-ta N,
N, MMA N
tef - mmaf tHefl, MMAN e -, Mman tef)- . mmaf
¥ i / L Y Y
HET [AHHBIX 38 HApPYLLEHWE neduuMT/HapyweHHe peULMT/HapYLLEHHS MTHFR cbiD-HC, HenocTaToMHoCTs chiC,
PEMETHNWPOBAHWA TpaHcnopTa B12 TpaHcnopTa honaTos chiE, cblG cblD-MMAMC, cbiF, cbl)
IC
Y L ] r Y }
Mpomon¥uTs - MpeKpaTuTs BUTaMKH B12 Mpopon#uTe BUTaMKH B12
AHATHOCTHYECKHMIA MPOACAKUTE AMArHOCTUHECKWIA NOMCK. (#umaHokoBanaMuH*® MK (FumaHoKoGanaMUH"" MK
Heobxogumo HasHaveHue euTaMusa B12 ero aHanoru). ero aHanorm).
norck. MCkniovuTe .
(#uMaHoKOGANAMIUH" UNK ero aHanoros)/ MpoponsuTh/HavaTs MponomxuTLHavaTs GeTanH.
HELOCTATOYHOCT #onuesod KUCNOTEI"™ WK ee GeTawH, NpoaomKUTE/HAZHAYMTL L-
MTHFD1 NPOMIBOOHBIX MpoaoMKHTEHASHANUTL METHOHUH Wunu #honnwesyio
#HONVEBYIO KUCNOTY" MNK KUCNOTY"" UNU ee
&8 NPoU3BOAHLIe/ MMM L- NPOMABOAHLIE
METHOHWUH
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[Tpunoxenue b3

AJIl"OpI/lTM onpeacJicHust 1YyBCTBUTCIILHOCTHA K HI/Ipl/lIIOKCl/IHy**

( Mepaoe onpeaeneHue roMoOLUMCTEMHA B l-cpoau::': =—{ BTopoe onpefeneHne roMoUMcTerHa B xpoau)

A J
(CTapT npuema #FnupuookeuHa™™ 10 mrfkricyT (MuHesyM 100 mrfcyT, maxkcumym 500 Ill'a"UyT})

Y

( KOHTPOML YPOBHA MOMOUMCTEMHA B KPOBW Yepes 1 P'IB.I].)

Y
( FoMOUMWCTeMH B KPOBM < 50 MKMONR/N ) C FOMOUMCTEMH B KPOBW = 50 MKMONs/N )

A A

KOHTpONb ypOBHA MOMOUWCTEWHA B KPOBW KOoHTpONs YpOBHA MOMOUWCTEMHA B KPOBW
qepes 2 Hef Havana TepanuH qepes 2 Hea Havyana Tepanun

h
( MomoumcTenH B KpoBK > 50 mKmone/n )

L

KOHTPONbL yPOBHA MOMOLUWCTEMHA B KPOBK Yepes
6 Han Havana Tepanii

v k
FoOMOUKCTEMH B KPoBK < 50 MKmons/n FOMOUKCTEMH B KPOBK < B0% oT FomMoumcTenH B KposM > B0% oT
HANANBHOMO HANANBHONO
BB yyBCcTBWTENLHAA (POpMa HACTUYHO YYBCTEBWTENsHanA (opMa BE& pesucTedTHan popma

Hcrounuk: https://bimdg.org.uk; nepeBoj BbIINOJIHEH aBTOPAaMH ¢ U3MEHEHUSAMM.
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[Tpunoxxenue b4

AJITOPUTM JIeYeHUs] HOBOPOKAeHHbIX ¢ I'IY

MNHPHAOKCHH-4YBCTEMTENbHARA

dopma MUy
MUPHACKCHH HEYYBCTBMTENLHAAS YACTHYHO- Mpoaon¥uTs #NUPHIOKEHH"™ K
HyBCTBMTENLHAR dopma TLY #GONHUEBYD KMCROTY*

Havate guetoTepanmio:
- OHETA C OrpaHHYeHuenM MeTHoHKMHa (Met)
- NPOQoNKKUTL #FNUPHACKCHH"Y, #donnesyd
KHCNOTY™™ NPW YACTHYHOM oTBETE

Y Y

pYOHOE BCKAPMIWBAHKHE \ / MeKyCcCTBEHHOE BCKapMNMBaHKE \

YMEHBLWWTE MW BRPEMEHHO OCTAHOBMTL OOBIMHYK
CMeck B COOTBETCBMM € YpOBHEM Mel nnasmel.
Oo6asnTe aMUHOKMCNOTHYI CMECH HE COOePXaLLYIo
Met B 3aBMCHMOCTH OT YypOoBHA Met nnazmu Npu

= YMEHBWHTE o6ees rpygHoro Monoxa Ha 50%,
00GaBHMTE aMMHOKMCNOTHYID CMECH HE COOPREULYH
Met (npumepHo 75 Mn/kr/oeds) oo Nnprema rpyaHoro
MONoKa (FpyaHOS MONOKD CONEPMHUT NPUMEDHD 18 Mr

Met 100 mn) MOBTOPHOM BU3WTE
N w|  yoooenservomma  wpamwocrs rpvewa cuecn
P YPOBHR Hep AHEN - nnasmsl; HE CONEPXAWEH METHOHHH,
- NPOBEPHTE YCBOSHNE AMHHOKMCNOTHOR CMECH He
conepxawend Met 8 Tewennn 24 yacoe. Ecnu cmeck He 1000 MKMONL/H 4 pa3a B OeHb
YCEAMBAETCA - BpEMEHHO NPEKPATUTL MpyaHoe BOO - 1000 MKMOnALT 3 paza B O6Hb
BCKApMNMBaHWe, OCTABMTL TONLKO MCKYCCTBEHHOE 200-600 MKMONBN 2 pasa B OeHb

BCKAPMNWBAHWE AMWHOKMCNOTHOW CMeckr Gea Met,
CnefosaTs KNHHWYECKWM DEKOMEHOALHMA NO
HCKYCCTEEHHOMY BCKapMAMBaHMWID. PexoMeHnoBaTh

cuexHBaHHe Ona CoXpaHeHda NaKkTalMM. v

Bo306HOBMTE QETCKYI0 CMECH HA OCHOBE MONOYHOR
CHBpPOTEM (copepwuT 29 mr Met 8 100 mn).
Cokpatute npues Met o 90-120 mrigeds (npy
L4 L Bece < 3 kr o 30 mrfkr/oeHs).
Oo6aenTe SMUHOKUCIOTHYO CMECE HE
conepxawyo Met ¢ y4eTomM HeoBXooHMore
noTpebnedna obuwero Genka 3 rpamma/kr/oeHs.

EoHTpons AxeTs Yepes 1 Henenwo.
MouuTopuHr ypoeqa Met nnaame v tHoy Yepea 7
OHEeR Havana AMeToTepanuu. CKOppeKTuposaTs
KONWYECTEO aMMHOKHMCNOTHOR cMeck Ges Met ana
nopnepxatMa ypoess Met u tHcy B npegenax ¢
TapreTHuX 3HaveHwi. MpyoHoe MOoNoKo/ AeTCKan
cMmecs 06b4HO oBecnedneanT 90-120 mr Met &

neHb. TapreTHsie 3HaAYeHHUA B NNa3Me:
METHOHMH HOPMANBHLIS IHAYEHWUA
CGWWA roMOUMCTEMH E0-100 mxmones/n
CBOGOAHLIA MOMOUMCTEMH < 10 MEMONLN
OOLWMA LIACTEMH HOPMAMBHBIE 3HAMEHWA

MOHUTOPWHI NOKa3aTenei KPoBK EXeHAOeNEHO, KOPPEKUHA NHTAHWA ANA DOCTHXKEHHA TAPreTHRIX 3HaYEHWA

Hcrounuk: [5]. [Tyonukyercs: 6e3 M3MEHEHH, IEPEBO/I BBITIOJIHEH aBTOpaMU

YnydweHHyto BEpPCTKY OT http://disuria.ru npeactaBnsieT anteka "CemenHan" https://anTeka-omck.pd 49 n3 55


http://disuria.ru/
https://аптека-омск.рф/

KnuHuuyeckne pekomeHgaummn — HapylieHne obmeHa cepocogepalnx aMMHOKUCIIOT (TOMOLUMCTUHYpust) — 2022-2023-2024
(04.02.2022) — YT1BepxaeHbl MuHagpasom PO

IIpunoxenue B

HNudopmanus 1 naumeHra

[Tpunoxxenue B1
Nupopmanus g naumeHTa
Knaccuyeckas romounctTuHypus, Aepmumnt ULMCTaTUOHUH-6eTa-CUHTa3bI

YTO Takoe roMOLUCTUHYPUA?

l'omonucTuHYpHS — 3TO Ipyla HacleACTBEHHBIX 3a00JIeBaHUM, IPU KOTOPHIX MOBBIIIAETCS
YpOBEHb TOMOLIMCTEMHA B KPOBHU. ['OMOLMCTEMH BIUSET Ha IPOLIECCHI CBEPTHIBAEMOCTHU KPOBH,
CepACUYHO-COCYIUCTYIO CUCTEMY, HEPBHYIO CUCTEMY, COEIMHUTENBHYIO TKaHb.

l'omorncTrHYpHsS MOKET ObITh BbI3BaHA: MyTallMell B HECKOJbKUX Pa3HbIX reHax. Bce stu
TeHbl OTBETCTBEHHBI 3a CHHTE3 ()EPMEHTOB, KOTOpbI€ YYAaCTBYIOT B TOM, KaK Hall OpPraHU3M
ucnoyib3yer u  oOpaOaTeiBaeT aMUHOKUCIOTHL. Haubonee pacmpoctpaHeHHON — popmoit
TOMOIMCTUHYPUH, SIBIsIeTCs AeULIUT pepMeHTa HUCTaTHOHUH-0eTa-CUHTA3bl, KOTOPbI BOSHUKAET
pu Mytanusx B rene CBS. bosnee penkue npuurHb TOMOIMCTUHYPUH BKJIFOYAOT MYTAllMK B T€HAX
MTHFR, MTR, MTRR u MMADHC. [lpyrue ¢opmbl TOMOIIUCTUHYPUHU CBSI3aHbl C HApyLIEHUEM
oOpazoBaHusi BUTamMHHa Bl2 W KpoMe TOMOIMCTHHYPHUH COIIPOBOXAIOTCS TOBBIMICHUEM
METHUJIMAJIOHOBOM KUCIIOTHI.

Hawnbonee pacnpoCTpaHEHHBIH TUIT TEHETHYECKOW (POpMOIT TOMOIMCTUHYPUH-KITaCCHUECKas
TOMOIIMCTUHYPHSI, BbI3BaH NeUuuToM (pepMeHTa 1UCTaTHOHNH-0eTa-CHHTa3a.

Kak nposiBnsieTca knaccu4yeckass roMmoLUMCTUHYpPUA?

Jletu ¢ H>TEM 3a0o0JieBaHWEM HE UMEIOT OCOOeHHOCTeH mnpu pokaeHun. IlepBbimu
HecnenupUIecKUMH CUMITOMAaMU MOTYT OBITh 3aJiepyKKa IICUXOMOTOPHOTO Pa3BUTHS, YMCTBEHHAs
OTCTaJIOCTh, CKEJIETHBIE JIehopMalnu (BaJIbI'yCHAsl YCTaHOBKA KOJIEHHBIX CYCTaBOB, KU(OCKOINO3HI,
BOpPOHKOOOpa3Hass WM KWIEBHIHAs JepopMalui TPyJHOM KIETKH), KapAWOBaCKyJspHas
MATOJIOTHs, YaCThIe MepesoMbl (Y IeTell CTaplIero Bo3pacTa).

XapakTepHa MaToJIOTHA TJ1a3HOTO ammapara: CyOJroKcauus (JIFOKCalMs) XpPYCTaJIuKOB, YacTo
OCJIOKHSIOIIUNCS BTOPHUYHOM TTTAyKOMOM, HEPEIKO UMEIOIEH 3JI0Ka4YeCTBEHHOE TeYCHHE, MU OTIHS,
aTpous 3pUTENbHBIX HEPBOB, KaTapakTa U OTCIIOMKA CETYATKU.

VY manueHToB MOJAPOCTKOBOTO U MOJIOJIOTO BO3pPacTa MOTYT BO3HUKHYTH TPOMOO3bI, KOTOpHIE
SIBJIIOTCS TJIaBHOW MPHUYMHOM MH(papKTa MHOKapJa WU UHCYIbTa ¢ (OPMHUPOBAHHUEM OYAroBOM
HEBPOJIOTUYECKOW CHUMIITOMATUKH BO3HUKAIOT MPEUMYIIECTBEHHO Yy MAI[MEHTOB IMOAPOCTKOBOIO
BO3pacTa.

Jlpyrue BO3MOXXHBIE CHUMIITOMBI BKJIIOYalOT 3a00jieBaHHE KOCTEHl (CKOIHMO3), MpoOJIeMBbI ¢
TICUXUYECKUM 3/I0POBbEM U MPOOJIEMBI C TIOBEICHUEM (HAIpUMED, CUHAPOM JeUIlTa BHUMaHUS U
TUTNEPAKTUBHOCTD ).

Kak HacnepgyeTca Knaccnmyeckass roMOLUCTUHYPUA?

FOMOL[I/ICTI/IHypI/IH OTHOCUTCA K HaACJICIACTBECHHbBIM 3a00JIEBAHUSIM U nepeaacTesa 110
AYTOCOMHO-PCUCCCUBHOMY THUITY. 910 3Ha4YuT, 4TO 00JIE€3HL MPpOABJISACTCA TOJIBKO B TOM CJIy4dac,
eci 00a poauTeIA ABJIIFOTCA HOCHTCIIAMU U, XOTd CaMU OHU HEC 60J'ICIOT, nepeaaroT pe6eHI<y JaBa
MOpPA)KCHHBIX TCHA. BboapnmHCcTBO ceMeﬁ, rac€ eCTb pe6eHOK C JOTUM 38.60J'ICBaHI/ICM, HC
CTAJIKUBAJIUCH paHbllIe ¢ NOJ0OHON MpobaemMoit. PUCK MOBTOPHOTO pokaeHHs OOJIBHOTO pebeHKa B
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CeMbe, TJIe YK€ eCTh OOJIBHBIC AETH, COCTABIAET 25% Ha KaKIyI0 OEpEMEHHOCTD.

Bce ceMbH ¢ TOMONMCTUHYpPHEH MOKHBI 00S3aTEIbHO TMPOWTH METUKO-TCHETUYECKOE
KOHCYJIbTUPOBAHUE M TMOJYYUTh TMOJHYIO WH(POPMAIHUIO OT Bpadya-TeHETHKA O PHUCKE MOBTOPHOTO
MIPOSIBIICHUS TAHHOTO 3a00JICBaHUS B CEMbE, OOCYIUTH CO CIICIIMATUCTOM BCE BOTIPOCHI, CBSI3aHHBIE
c HacienoBaHueM 3aboneBanus. B Poccum Menuko-reHeTHUeCKHWe KOHCYJIbTAMH pPa0OTaroT
MPAKTUYECKH B KaXKJOM PErHOHE.

Kak yCTaHaBNMUBaKOT ANAarHo3 Knaccuyeckom FOMOLWICTVIHypVIVI?

Ha ocHOBaHMM KIMHHUYECKUX CHMIITOMOB Bpau MOXKET 3aroJI03pUTh 3a00JI€BaHUE U Jlajiee
OTIPaBUTh MAIMEHTa Ha  CICHUAIM3UpoOBaHHOEe JaboparopHoe  wmccienoBanue. [lpu
TOMOIIMCTUHYPHUH TIOBBIIIAETCSI B KPOBH YPOBEHb CBOOOJHOTO U OOIIETO FOMOIIMCTEMHA, a TaKKe
YpPOBEHb aMHUHOKUCIIOTHI METHOHHWHA. VccienmoBanue MOYM Ha OPraHMYECKH KUCIOTHI TO3BOJISET
HCKIIFOUYUTH ()OPMBI TOMOLIMCTUHYPUH C METHJIIMAJIOHOBOM anuaypueit. Jlaiee myTteM MOJIEKYJISIPHO-
T€HETUYECKOTO aHalu3a BBIIBISAIOT MyTanuu B reHe CBS. OdeHp Ba)XKHO MPOBECTH 3TOTO aHAJU3,
MOCKOJIBKY YK€ TI0 TEHOTHUIY B HEKOTOPBIX CIIy4asX BO3MOXKHO ONpPEAeTuTh Oyaer Jiu
YyBCTBUTEIHHOCTH K TEpAuu BUTAaMUHOM B6 niu HeT.

Kak neyat knaccu4eckyro roMOLUCTUHYPUIO?

MeTnoHUH SBISETCS HE3aMEHHMMOW aMUHOKHCIOTOW (HE CHHTE3UPYETCS B OpraHusMe, a
MOCTYIaeT W3 BHE), OH HEOOXOJUMBIM 1T HOPMAaJIbHOTO POCTa M CHHTE3a Oejka B OpraHusMe, u
MTO3TOMY HE MOYKET OBITh MOJIHOCTHIO MCKITIOUSH M3 pannoHa. CHUKEHWE METHOHWHA JIOCTHTACTCS
MyTeM OTpaHWYeHUs OelKa B TMHUIIE I TOJUICPKaHUS YPOBHS METHOHMHA W TOMOITUCTCHHA B
KpOBHU B Ipe/eiax IENeBbIX MoKa3aTelied jeueHUs (OHM HEMHOTO OTJIMYAIOTCA OT HOPMAaJIbHBIX
3Ha4YEHMI). DTO MOTpedyeT OTKA3aThCsA OT OCITKOBBIX MPOJYKTOB C BRICOKUM COJCp)KaHUEM OelKa,
BKJIFOYAsl MsICO, PbIOY, sifila, ChIp W OOOOBBIC, TIOCKOJIBKY OHH COJEpXkaT OOJIBIIOE KOJUYECTBO
METHOHHMHA W, TaKUM 00pa3oM, pa3pelieHbl MPU TOMOIMCTUHYPUHU JIUIIb B OYEHb HEOOJBIIOM
konuuectBe. [Ipu 3TOM, 4TOOBI OpraHu3M MOJIy4al JOCTATOYHOE KOJIUYECTBO IPYrUX aMUHOKHUCIIOT
HA3HAYaloT JOMOJHUTEIHHO K HU3KOOEIKOBOM AMETe clielualbHble JIeYeOHbIE CMECH, B KOTOPBIX
OTPaHUYEHO COJAEpKaHHE TOJIbKO METHOHMHA, a Jpyrue aMHHOKUCIOTHI COAEpKAaThCsl B
nocTtaTouHoM KosinyecTBe. OCHOBHBIE HABBIKHM, KOTOPBIE JIOJDKHBI MPHUOOPECTH POIUTENIN U CaM
MAUEHT — PACCUUTHIBATh JUETY TAKUM 00pa3oM, YTOObI BCE aMUHOKHUCIIOTHI U IPYTHe HYTPUEHTHI
MOCTYHAJIM B JOCTATOYHOM KOJIMYECTBE, 2 YpPOBEHb METUOHHUHA ObLJI OTpaHUYECH.

CrnenyeTr MOMHUTH, YTO TOJIEPAHTHOCTh K METHOHUHY (0O€30MAacHbIl YpOBEHb) pa3iinyaeTcs y
nanueHToB. Kak mpaBuio oHa MoXxeT ObITh B jauarna3oHe oT 80-160 mr/meHp, 4TOObI YpOBEHB
obuero romonucrenHa (tHey) 6b11 < 100 MkMounb/n. BakHo BMecTe ¢ BpayaMu M Ha OCHOBaHUU
1ab0paTOPHBIX aHAIHM30B O OMPEIEICHUI0 METUOHUHA U TOMOILMCTEHHA ONPEACTUTh 0e30acHBIH
ypOBEHb METHOHHHA UHAWBHIyalIbHO. J{715 yrpaBieHus HOpPMOM METHOHWHA YeJIOBEKa MPUMEHSIOT
nub0 TaOMUIBI C COJepKaHHEM METHOHMHA B KaXIOM W3 NpoaykToB. Ecnu comepikanue
METHOHHMHA HEIOCTYIMHO, TO MPUMEPHO PACCUUTHIBAIOT UCXOIS U3 TOro 4yro 20 Mr METHOHHHA
COJIep’KUTCS IpUMEpHO B 1 T Genka.

Kpome nuerorepamuu Ha3HAYalOT BUTAMUHBI, CpEAM KOTOPBIX HauOoJiee BaKHBIM SIBIISETCS
B6 (mupuaokcuH). DTOT BUTaMHH HeoOXoAauM (epMeHTy HucTaTHOHMH-OeTa-cuHTaze (CBS) mus
HOpMaJbHOW paboThl. [IpuMepHO B TMOJIOBUHE BCEX CIy4YaeB KIACCUYECKON TOMOIMCTHHYHUU
HaOI0JaeTCsl YyBCTBUTEIBHOCTh K JICYCHHIO BUTAMUHOM B6. Jl7is 5TOro mMpoBOJAT CHEIUAIBHYIO
npoOy ¢ BUTAaMHHOM, OIpPENEsIOT OHOXMMHUYECKHe T[OKa3aTenu KpoBU. Eciom mokaszarenu
METHOHHMHA U TOMOIIMCTEHHA CHIKAIOTCA, TO YCTaHABIMBAIOT TUarHo3 B6-uyBcTBUTENbHAS (hopMa
TOMOIMCTHHYPUU U MHOTHE M3 ATHX MAIMEHTOB HE HYXIAIOTCA B TUETOTEPANHH, a UM HE0OX0 UM
TOJIbKO MpueM BuTamuHa B6. BaxkHo "eTko cienoBaTh JO3UPOBKAM Mpernapara, KOTOpble HA3HAUYUT
Bpad JUTsl TOJTYYCHHUS] MAKCUMAIBHOTO A QeKTa JIeueHUsI U MpeIOoTBpalIeHHs] TTOOOYHBIX SIBICHHM.
Ecnu He HabmiomaeTcst oTBeTa Ha BUTAaMUH B6, Bpadn peKOMEHIYIOT MPHUACPKHUBATHCS CTPOTOM
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JMETHl U KaK MPaBWJIO HA3HAYAIOT €Il OJHY OMOJOTHYECKYI0 aKTUBHYIO J00aBKYy — OeTawH. ITO
COCIMHEHUE CIMOCOOHO MOMOTaTh "HEUTpanu30BaTh" TOMOIMCTEHH B pE3yJbTaTe 3alycka 0co0o0it
(hepMEHTHOH peaKIuu.

I[Ipy HEOOXOAMMOCTH TPOBEACHHSI XUPYPTUYECKOTO  BMEIIATENhCTBA  00s3aTEIBHO
MIPOKOHCYJIBTUPOBATHCSA C JICYAIIUM BpPAYOM, TPOBECTH HCCIICIOBAHUE HAa TOMOIIMCTEUH KpPOBH,
MPEANPUHATH MEPBI PO (PUIAKTUKHA TPOMOO30B, yKa3aHHBIC B JAHHBIX PEKOMEH/IAIINSX.

Kakon HY>XXHO npoBOoAUTb MOHUTOPUHT AnNA nayueHToB?

Heo0OxomuM MyiabTHIMCHMIUIMHAPHBIA TOAXOM K HAONIONCHHUIO M JICYCHHIO MAI[EHTOB C
TOMOIIMCTHHYPUEH CHEeNHaINCTaMu pa3HbIX Npoduiell ¢ menpio 00ecredeHuss KOMIUIEKCHOU
TepalmMM W CBOEBPEMEHHOM €€ KOppeKIUH Ipu HeoOXoauMmMocTd. JlIs mMmanumeHToB ¢
TOMOLMCTUHYpUEH HEOOXO0IMMBI peryisipHble 00cae10BaHus, KOTOpble Ha3HAYaeT Bpau.

Kak nauueHTbl nony4atoT neyeHmne B Poccumnckon ®epepaumun?

['oMonucTHHYpHS OTHOCUTCS K YHCITy PEIKUX HACJIEACTBEHHBIX 00Je3HEel 0OMeHa BELEeCTB U
BXOJIUT B NepeyeHb penkux (opdaHHbIX) 3a00JIeBaHUM, JEUEHUE KOTOPHIX MPOBOJUTCS 32 CYET
CPEICTB peruoHanbHOro Oromkera. [locie ycTaHOBIEeHHE OUarHo3a HEOOXOJMMO BKIIIOUEHUE
MalyeHTa B PETHOHAJIBHBIA CErMEHT perucrpa Mo KU3HEYrpOXKaloMMM peakuM (opdaHHBIM)
3a00JIEBaHUsAM, C IEJIBIO JAIbLHEHIIEro oOecHeueHrusT HeOOXOAUMBIM JIeUeOHBIM ITUTAHHEM H
JIEKapCTBEHHBIMHU IMpernapaTaMu. B pasHbIX permoHax 3a BeJIeHHE PErucTpa OTBEYAIOT pa3HbIe
CHEIHMAIMCThl, HO 4Yalle BCEro 3TO BpauM-TE€HETUKU, MOITOMY IOCIE YCTAaHOBJIECHHS IUarHo3a
00s3aTeNbHO HY>KHO O0OpaTUTHCS K PETHOHATILHOMY Bpayy F€HETHKY.

Kak moryT nomoraTtb pogHble U 6nmskue?

He 3a0mBailiTe — OT ceMbH Tak)Ke 3aBUCHUT Yycmex JedeHus. HyxkHo coOmonaTh
PEKOMEHIallik, HU MpHU KaKUX YCIOBUAX HE JOMYCKaTh 'CPbIBOB" B NMETOTEPANUH, CIIEAYET
yAENSATh BHUMaHUE peaOuInTaluy U IJIaHOBBIM 00ciieJoBaHusAM. Bce uieHbl ceMbH I0JKHBI 3HATD,
4YTO peOEHOK HYXXJaeTcs B 0COOOM MUTAaHUU U OJIM3KHE POJCTBEHHUKU TOJKHBI OCBOUTH HABBIKU
pacuera JUeTHl.

Ponurenu manueHTa ¢ TOMOLIMCTUHYPHEH, a B JalbHEWIIEM M caM MalUeHT JOJDKHBI ObITh
0OyueHBbI paBUjIaM OpraHU3aluu Tepauu.

FomouucTuHypus, cesasaHHas ¢ gaecpouumntom MTHFR

YT1Oo Takoe roMmounCTUHYpUA?

I'oMouucTHHYpPHUS — 3TO Ipylna HacjleACTBEHHBIX 3a00JI€BaHUI, MPH KOTOPHIX MOBIILIACTCS
YPOBEHb I'OMOLIMCTEMHA B KPOBU. ['OMOLMCTEMH BIMSET Ha IMPOLECCHl CBEPTHIBAEMOCTH KPOBH,
CEpACUYHO-COCYIUCTYIO CUCTEMY, HEPBHYIO CUCTEMY, COCIUHUTENBHYIO TKaHb.

I'oMouuCTHHYpHUS MOXKET ObITh BbI3BaHA: MyTAallUU B HECKOJILKUX PAa3HbIX I'eHbl. Bee 3Tu reHsl
OTBETCTBEHHBI 32 CUHTE3 ()EPMEHTOB, KOTOPbIE YUACTBYIOT B TOM, KaK Halll OPraHNU3M UCIOJIb3YeT U
oOpabatbiBaeT aMUHOKUCIOTHL. Hanbosee pacipoctpaneHHOM (popMoii TOMOLIMCTUHYPHUH, SIBIISETCS
nepuuut pepMeHTa HUCTATHOHWH-0eTa-CHHTAa3bl, KOTOPBII BO3HUKAET pu MyTanusax B reve CBS.
boiee penkue npuynHel rOMOLMCTUHYpUH BKItodaroT Myranuu B renax MTHFR, MTR, MTRR u
MMADHC. Jlpyrue ¢Gopmbl TOMOLMCTUHYPUH CBS3aHBI C HapylleHHEM 00pa3oBaHUs BUTaMMHA
B12 1 xpome roMOLMCTUHYPHUH COITPOBOKIAI0TCS OBBIIEHNEM METUIMAIOHOBOM KUCIIOTHI.

I'omouucTunypus, cBszanHas ¢ gepuuutom MTHFR — 310 renerunueckoe 3abojieBaHuE,
KOTOpPOE€ BO3HHMKAeT W3-3a HapylIeHHs paboThl (epMeHTa METHIEHTETparuapoosaT peayKTasbl.
OTOoT (hepMEeHT KOAUpYeTCs TeHoM, KOoTopblid Takke HasbiBaeTrcs MTHFR. MTHFR Baxken nans
XMMUYECKOH peakiuy B OpraHu3Me ¢ yuacThueM BuTaMuHa B6 u GosreBoit KUCIOTHI.

52 n3 55


http://disuria.ru/
https://аптека-омск.рф/

KnuHuuyeckne pekomeHgaummn — HapylieHne obmeHa cepocogepalnx aMMHOKUCIIOT (TOMOLUMCTUHYpust) — 2022-2023-2024
(04.02.2022) — YT1BepxaeHbl MuHagpasom PO

Kak nposiBnseTcs rOMOLIVICTVIHypVIﬂ?

'oMouucTHHYpPHUS Y HOBOPOXKJICHHOTO pebeHka oOblyHO He mposBisercs. llpu orcyrcTBun
JICYEHHUs Yy AeTell B MIIaJICHUECTBE MOSBISIOTCS IPU3HAKU U CUMIITOMBI TSHKEJIOM TOMOLIMCTUHYPHH.
I'omonuctunypus, Boi3BanHas Bapuantamu MTHFR, moxxer ObITh sierkoil u nposiBisThCS B OoJiee
MO3JJHEM JIETCTBE WJIM BO B3pocioM Bo3pacte. CHUMOTOMBI MOTYT BKJIIOYaTh HapyllEeHUE
CBEpThIBAaHHWE KpOBU (TOBBIILIEHHOE TPOMOOOOpPa30BaHKE), OTCTABAaHME B PAa3BUTHUH, CYIOPOTH,
aTaKCHIO, IIOJMHENPONIaTHIO, NHTEJIEKTYalIbHbIE HAPYILEHUS, 1 MUKpoLe(ans.

Kak HacnepgyeTcs roMoUMCTUHYpPUSA, cBAA3aHHas ¢ aedmuntom MTHFR?

l'omonucTUHYpHST OTHOCHUTCS K HACJICACTBEHHBIM 3a00JIEBaHMSIM U TIEpelaeTcs 1o
ayTOCOMHO-PELIECCUBHOMY THIy. JTO 3HA4UT, 4TO OO0JIE3Hb MPOSBIISIETCS TOJILKO B TOM CIyyae,
eciii 00a poAUTENs SBJISIFOTCS HOCUTENISIMU U, XOTS CaMU OHU He OOJICIOT, MepeaaloT pedeHKy /Ba
MOPAKEHHBIX TeHa. DBOJBIIMHCTBO cemel, Te ecTb peOeHOK C ATUM 3abojeBaHUEM, HE
CTAJIKUBAJIMCh PaHbIIIE ¢ MOJJ00HON MpobseMoi. PUCK MOBTOPHOTO poskIeHUsI OOJILHOTO peOeHKa B
CeMbe, T/I€ YK€ €CTh O0JIbHBIC JIETH, COCTABIISIET 25% Ha KaXKIyt0o OEpEMEHHOCTb.

Bce cempn ¢ TOMONMCTHHYPHM JOJKHBI 00S3aT€bHO TPOUTH MEIMKO-TEHETHYECKOE
KOHCYJbTUPOBAHNE M MOJIYYUTh MOJHYIO MH(OpPMAIMIO OT Bpaya-r€éHEeTHKa O PUCKE MOBTOPHOTO
MPOSIBJICHUS TAaHHOTO 3a00JIEBaHUS B CEMbE, OOCYIUTh CO CHEIUATMCTOM BCE BOTIPOCHI, CBSI3aHHBIC
c HacienoBaHueM 3abozeBanus. B Poccum Menuko-reHeTHMuecKrWe KOHCYJIbTallMM paboTaroT
MPAKTUYCCKU B KAXKXIOM PETHOHE.

lomonucturypuss u3-3a nedunmra MeETHICHTETparuapodosiaT peayKTasbl CBs3aHa C
mytarusiMu B MTHFR rene. Myranuun B rene MTHFR npuBoasT kdhepmeHTsITO paboTaer HE Tak,
KaK JOJDKHO, BbI3bIBasi HAKOIIJIEHUE TOMOLIMCTENHA B OPraHu3Me.

Kak yCTaHaBnIMBarwwOT AWarHo3 romMounCTmHypuun cBAA3aHHOM C ,Cleq)VILIVITOM
MTHFR?

Ha ocHOBaHMM KIMHWYECKUX CHMIITOMOB Bpad MOXKET 3aroJI03pUTh 3a00JI€BaHUE U Jajiee
OTIPAaBUTh IMAIIMEHTA Ha CIEIHAIM3MPOBaHHOE J1abopartopHoe ucciaenoBanue. Ilpu sroit popme
TOMOIIMCTUHYPHH TIOBBIIIAETCS B KPOBH YPOBEHb CBOOOJAHOTO M OOIIEr0 TOMOIKMCTEHHA, H
CHHYKAETCSl YPOBEHb AMHUHOKHUCIIOTH METHOHMHA. IHOT1a KOHIIEHTpAIMs METHOHHHA MOYKET OBITh U
B Hopme. McciemoBaHne MOYM Ha OPraHUYECKH KHCIOTHI IMO3BOJISIET HCKIIOYUTH (HOPMBI
TOMOIIMCTUHYPHH C METHJIMAJIOHOBOW amuaypuei. [lamee myreM MOJEKYISIPHO-TEHETHYECKOTO
aHanuza BbIIBIAOT MyTauuu B reHe MTHFR. Ouenp BaXkHO MPOBECTH 3TOTO aHAIMU3, MOCKOJIbKY
y)K€ MO T€HOTUIY B HEKOTOPBIX CIydasX BO3MOXKHO OMNpPEAETUTH OyIeT I YyBCTBUTEIBHOCTH K
Tepanuyu BUTAMUHOM Bg min HeT.

Kak neyat romouucTtuHypuio cesizaHHyro ¢ gecomumtom MTHFR?

[Ipu 51O (opMe rOMOLMCTUHYPUM MALMEHTHl HE HYXJAIOTCi B JIueroTepanuu. Jleuenue
nepunura MTHFR Brirowaer mpueM OHOJIOTMYECKHM aKTUBHOW J00aBKM — OeTamHa, a TaKkKe
¢donueBoit kucnoTeI**, BuTaMuHoB B6 u B12, metnonuna. Eciiu auarso3 yctaHoOBIIEH Ha paHHEH
CTaJUM M Cpa3y K€ HauMHaeTcs JiedueHue OeTamHOM, 3((PEKTUBHOCTh TEpalMM OYEHb BBICOKAS.
Jleyenue, HayaToe MO3KE, HE YCTPAHAET CUMIITOMOB, HO MOXET BBI3BaTh YIY4YIIEHHUE COCTOSHHSL.
JleyeHue B KaKJIOM KOHKPETHOM CiIy4ae Ha3HayaeT Bpad. TOYHOE BBINIOJHEHUE HA3HAYEHUN Bpayda
MO3BOJISIET JOOUTHCS MaKCUMAJIbHOTO 3(PdeKTa OT JIeueHusl.

IIpy HeoO0XOAMMOCTHM TPOBEACHMS  XUPYPrUYECKOTO  BMEIIATENbCTBA  0053aTENbHO
IIPOKOHCYJIBTUPOBATLCA C JIEYAllUM BpadyoM, IIPOBECTH HCCIEAOBAHUE HA TOMOLIMCTEMH KpPOBH,
NPEINPUHATH MEPhI NPO(PUIAKTUKHA TPOMOO30B, yKa3aHHbIE B JAHHBIX PEKOMEHIAIHSX.

IIpu romouucTunypuu, oO0ycinoBieHHOW TsoKkensiM jaepunurom MTHFR, BwisBnsercs
BBICOKUH PUCK DPa3BUTUS TPOMOO30B M TPOMOOIMOOIMYECKUX HAPYLICHHH y KEHIIUH, KaK Ha
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IPOTSHKEHUU BCEM OepeMeHHOCTH, TaKk M B 1HociaepofoBoil mnepuoxa. K HuUM oTHOCATCS
MHOKECTBEHHBIC apTepHAIbHBIE TPOMOO3bI, WieoheMopanbHblii TpoMO0O(hIeOUT, TPOMOO3BI
BEPXHEIr'0 CaruTTAJILHOTO CUHYCA U KOPTUKAJIbHBIX BE€H. ECTh 1aHHBIE O pa3BUTUU MPEIKIAMIICUU Y
Matepeid, ¢ roMonucTuHypueil. OHaKo OOJBIIMHCTBO OEPEMEHHOCTEH y MaTepelt ¢ KIacCHUeCKOn
TOMOLMCTUHYpPUEH IPOTEKaIN 0€3 aKyIIepCKUX OCIO0KHEHUH.

[Ipu nepummre MTHFR y marepu BO3MOXHBI NOpPAKEHUSI HEPBHOW CHCTEMBI y peOCHKA.
[Toaromy namuentkam c aepunurom MTHFR nonyuaronum OerauH (OMOJIOTMYECKM aKTUBHAs
nobaBka) HEOOXOJWMO TPOJODKHTH JAHHYI0 TEpamui0 BO BpeMs OEPEeMEHHOCTH C IENbIO
MOJJIEP’KaHUsl 1I€JIEBOTO YPOBHSI FOMOIIMCTEMHA B KPOBU M, COOTBETCTBEHHO, IPELYNpPEKICHUS
OCJIOKHEHU .

Kakon HY>XXHO npoBOoAUTb MOHUTOPUHI AnA nayueHToB?

HeobOxomuM MynbTUAMCUMIUIMHAPHBIA MOAXO0J K HAOMIOJEHHIO U JICYEHHUIO MAIlMeHTOB C
TOMOIMCTUHYpUEH CHEUMATUCTaMH pa3HbIX NpoQuied C 1eabl0 O00ecredeHHs] KOMILJIEKCHOM
TepalmMM W CBOEBPEMEHHOM €€ KOppeKIuH Ipu HeoOXoauMmMocTd. JlIs mMmanuMeHToB ¢
TOMOIMCTUHYpUEH HEOOX0UMBI peryisipHble 00cIeI0BaHus, KOTOpbIE Ha3HAYaeT Bpay.

Kak naumeHTbl nony4aroT nevyeHune B Poccunckon depepaummn?

['omMonMcTHUHYPHST OTHOCHUTCS K YHCITY PEIKUX HACJIEACTBEHHBIX 00JIe3Hel 0OMeHa BEIMIECTB U
BXOJIUT B NepeyeHb penkux (opdaHHbIX) 3a00JIeBaHUMN, JeUE€HHE KOTOPBIX MPOBOIUTCS 3a CUET
CpeACTB pernoHanmpHOTO Ofomkera. [locnme ycTaHOBIEHWE AMarHo3a HEOOXOJAWMO BKIFOUEHHE
ManueHTa B PETHOHAJIbHBIA CEIrMEHT perucrpa Mo >KU3HEYTrPOXKAIOUUM pPeakuM (opdaHHBIM)
3a00JIEBAaHMSAIM, C I€JIbI0 JalbHEHIIEro oOecrneueHus HeOOXOAUMBIM J€UYeOHBIM MHUTAHHEM H
JIEKapCTBEHHBIMHU TMpernapaTaMu. B pasHbIX permoHax 3a BeJleHHE PErucTpa OTBEYAIOT pa3HbIe
CHEIHMAMCThl, HO 4Yalle BCEro 3TO BpauM-TEHETUKU, MOITOMY IOCIE YCTAHOBJIEHUS HMArHo3a
0053aTeNbHO HY>KHO O0OpAaTUTHCS K PETHOHATILHOMY Bpayy F€HETHKY.

Kak moryT nomoraTtb poaHble U 6numskue?

He 3aObiBaiiTe — OT CEMBH TaKXE 3aBHCUT yCruex JICYCHMHS. HY)KHO CO6J'IIOI[aTB
PEKOMEHIallik, HU MpU KaKUX YCIOBUAX HE JOIMYCKAaTh "CPbIBOB" B JHUETOTEpAIUM, CIEAYET
YACIATH BHUMAHNEC pea6I/IJ'II/ITaHI/II/I U I1IJIAaHOBBIM O6CJ'I€I[OBaHI/I}IM. Bce uiens1 ceMbn JOJI’KHBI 3HATh,
qTo pe6eHOK HYXIa€TCA B 0CcOo00M ITUTAaHUU U OJIM3KHE POACTBEHHUKH OOJIKHBI OCBOWTH HAaBBIKH
pacucTa OUCThI.

POI[I/ITCJ'II/I IIalueHTa C FOMOLII/ICTI/IHYPI/IC?I, a B ,Z[aJ'IBHefII.HeM n caM MNAalUCHT OOJIKHBI OLITH
O6y‘IeHI>I IIpaBuJIaM OpraHu3aliv TCpaIliu.

[Tpunoxenue B2

IIpumep "IkcTpeHHON NaMATKH'"

MamsaTka npu ocTpoM NpuUcTyne rnaykombl

Octpsiit mpuctyn raaykomsl (OINY) kpuTHueckoe COCTOSHHUE, XapaKTEpU3YIOIIMECs Pe3KUM
MOBBIIIEHUEM BHYTpuryazHoro aasieHus (BI'Jl), cHuXKeHHEM OCTPOTHI 3p€HHs] M BbIPAXKEHHBIM
00JIEBBIM CHHJIPOMOM BCJIEICTBHE BHE3AITHOTO U MOJIHOTO 3aKPBITHS yIila MepeJHel Kamepsl rias3a
(VIIK). be3 neueHus coCTOSHHE YIrpokaeT ObICTpOH M HEOOpaTUMOM YTpaTOW 3PUTENIBHBIX
(GyHKUIMH 0 IPUYMHE PAa3BUTHUS TI1ayKOMHOM aTpoGHH 3pUTEIBHOTO HEPBA.

PebeHok npenbsBIIsSeT jkajgo0bl Ha CYIIECTBEHHOE YXYALICHUE 3PEHUS, TOSBICHUE Py KHbBIX
KPYroB BOKpPYI' HCTOYHHKOB CBETA, CHJIbHYIO 00JIb B IOCTPAJaBIlIeM IJ1a3y, BO3MOXKHA UPPAAUAIUSL
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KnuHuuyeckne pekomeHgaummn — HapylieHne obmeHa cepocogepalnx aMMHOKUCIIOT (TOMOLUMCTUHYpust) — 2022-2023-2024
(04.02.2022) — YT1BepxaeHbl MuHagpasom PO

10 XOJy BETBEW TPOWHUYHOTO HEpBa (BEpXHUH Kpail OpOUTHI, J00, BUCOK, CKyJoBas 001acTh), a
TaKke TOIIHOTA, pBOTa, Opanukapaus. HabOmiogaercss 3acToifHas WMHBEKIHA (TIOKPACHEHHE)
rJa3Horo s0ymoka, OnedapocnasM, BO3MOXKEH pEaKTHBHBIM OTEK BEK, pOTOBHIA TEpseT
XapaKTepHBIA OJECK, TJIAJKOCTh W 3€PKATBHOCTh, BBINJISIIUT IOJYIPO3PAYHOM, IIEPOXOBATOU
(KOHTpPOJIb 10 30pOBOMY IJia3y). — BHJHO HepaBHOMEpPHOE pacCIIMpPEHHE 3pauka C pPE3KUM
3aMeJUIEHUEM WJIM OTCYTCTBHUEM PEAKLIMU Ha CBET (KOHTPOJIb 110 3J0POBOMY IJ1a3y).

[Tomo1s ipy OCTPOM MPUCTYIIE IIIAYKOMBI TOJDKHA ObITh OKa3aHa HEMEIJIEHHO!

B nepByto ouepenr HE0OX0AUMO BbI3BATH CKOPYIO IOMOIIIb!

I'maBHas menb — CHU3WTH BHYTPHUIJIA3HOE JAaBJIICHHE M HOPMAIM30BaTh KPOBOOOpAIICHHE B
IJ1a3y 7151 BOCCTAHOBJICHUS IUTAHUS CETUYATKU U 3pUTEILHOTO HEPBA.

BBenuTe aHanbreTMKu, 4ToOBI CHATH 00JIL

Jlnist yMEHBIICHHUS IPUTOKA KPOBH K IJIa3aM HAa3HAYAIOTCS TOPSYNE HOXKHBIC BAaHHBI B TCUCHHE
9yaca, TOPYMYHHUKA K HMKPOHOXXKHBIM MbImmaM. [larueHta HEOOXOIUMO TOCIUTATU3UPOBATh B
0 TaTILMOJIOTUYECKOE OT/AETICHUE CTallMOHApa.

ITpunoxenne I'l-I'N

IIkanbl OEHKU, BONPOCHUKH H IPYTrHe OLeHOYHbIe HHCTPYMEHThI COCTOSIHUA
NAMEHTA, NPUBeIeHHbIC B KIMHNYECKHX PEKOMEHIAlUAX

He npumensitorcest

Hogeie, nuznannsie B 2020-2022 rr. u odunuansHo yrBepkaEHHbIe Mun3apaBoM PO,
KJIMHUYECKHE PEKOMEHAaluu (PyKOBOJCTBA, IPOTOKOJIBI JIEUEHHS) — HA HALLIEM CaliTe.
HuTepHeT-ceblKa:
http://disuria.ru/load/zakonodatelstvo/klinicheskie_rekomendacii_protokoly_lechenija/54.

Ecnu rie-To keM-To TaHHBIN JOKYMEHT ObLI paHee pacreuartaH, JaHHoe m3o0paxenue QR-koma
MTOMOJKET BaM OBICTPO MEPEHTH 1O CChUIKE ¢ OyMaXKHOM KOTIMU — B HEM HAXOJIUTCS dTa CChLIKA.
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