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Cnmcok cokpameHni
CDbS - dpepmenT nucratnoH—f3-crHTa3a
CBS — reH, Konupyromuii UcTaTHOH—3-CUHTa3y
GNMT — roumua-N MetunTpancdepasa
1Q - ko3 PUIMEHT UHTEIUIEKTYaTbHOTO Pa3BUTHS
MAT — MeTHoHHH afieHO3uITpanchepasa
MTHFR- meTunrerparuapodonaTpeykrasa
tHcy — o6mwmit romorucTenH
fHcy — cBoGOHBII TOMOIUCTENH
BKC - 6ose3Hb KJIEHOBOTO CHpOIIa
I'VC - reMOIUTUKO-ypPEMUYECKUM CHUHJIPOMOM
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TepMuUHBI U onIpeaeIeHUs

CyO6umrokcanus (JitoKcalus) XpycTaarKa — MOJIBBIBUX (BBIBUX) XpYyCTaluKa



1. Kparkas nadopmanus no 3a060/1eBaHUI0 WJIH COCTOSIHUIO (TpyIme

3200J1eBaHUI WJIH COCTOSIHUIA)

1.1 Onpenejaenune 3a00JJeBaHus UM COCTOSTHNS (FPVIILI 3200J1eBaHUN NN

COCTOSIHM )

l'omomuctunypuss (I'LlY) — rereporeHHas Tpymma HACICACTBEHHBIX OoJie3HEH oOMeHa

BEILIECTB, OTHOCALIAACA K AaMUHOAIMJONATUsAM, OOYCIIOBJICHHAs HapylICHHEM MeTabonu3Ma
CepoCo/IepKaIllUX aMHHOKHUCIIOT, B IEPBYIO oOdepelb METHOHMHA. VX obuue nposiBiIeHUs —
HOBBIIIEHUE YPOBHs 0011ero romouucrenHa (tHey), mpu ToM, 4T0 aMUHOKUCIIOTHBIM IPOQUIIL TpU
pa3ubix popmax ['IlY 3HAUNTENEHO OTIMYACTCA.

Bb1ensror HecKoJIbKO GOpPM FTOMOLIMCTHHYPUH, H3 KOTOPBIX YACTOH SIBIISIETCS KJIIACCHUYECKAs
I'ITY, xoTtopas obycnosieHa myranusamu B rene CBS, u xapaktepusyercsi pu3HaKaMu MOPaKEHUs
COCMHUTENIBHOM TKaHM (ACTEHHYECKOE TeNOCIOXKeHHe, JegopManusi TIpyJHOW  KIIETKH,
KA(OCKONMO3, TOABBIBUX XPYCTAIWKA, MHONHS, TPBDKH H JAp.), TpoMOO3aMH, CHIKECHHEM
MHTEJUIEKTa ¢  TCHUXMATPUYECKOM CHUMNTOMATUKOH. Takke W3BECTHBI Jpyrue  (QOopMbl
TOMOLIUCTUHYPUH, KOTOpbIE MPOSBISAIOTCS IaTOJOTHEH HEpPBHOM CHCTEMbl € BapHaOelbHBIM

BO3pacToM MaHu(ecTaluu /Wi Apyrux cucrem [1-4].

1.2 DTHOJIOTHS ¥ NIATOreHe3 3200J1€BAHNS MJIN COCTOSTHHS (rpynnbl 3200J1€eBaHMIT_WJIH

COCTOSIHMI)

Br1aensoT HeCKOJIBKO (I)OpM 3a00JIeBaHUs B 3aBHCUMOCTHU OT MEPBUIHOTO OMOXUMHUYECKOTO

U MOJIEKYJIIPHO-TEHETUYECKOro edeKTa.

Hapymenne mytu Tpanccynbdyparuu (Kiaccuueckas rOMOIMCTHHYpuUs: Bs —3aBucumas
dopma romouucTuHypun wuiu Be —pesucreHTHas ¢opMa) MM HapylIeHUs B Ipolecce
PEMETUIIMPOBAHNS METUOHNHA.

I'oMonucTenH npeBpamaeTcss B METUOHUH B IIPOLIECCE, U3BECTHOM KaK pPEMETHIMPOBAHMUE,
npu ydacTud BuTaMuHa Bio. BrnocneacTBuu METHOHMH MOXET pacHICIIsAThCS 10 S-
a7ICHO3UJIMETHOHNHA, KOTOPBIA MpPeoOpa3oBBIBACTCS B TOMOIIMCTEMH. B peakiuu, Ha3bIBaeMoOM
TpaHccynb(ypalnueil, FOMOIIMCTENH MPEBpAIAeTCs B IIUCTEUH, KaTaIU3UpyeMblii MTUPUI0KCAIb-5'-
¢docharom (PLP) u nucrarnon-p-cuntassl. [loBsienue ypoBHs tHCY mpeamonaraer HapylieHue
OJIHOTO M3 KOMIIOHEHTOB 3TOH peakluu.

I'omonuctunypus I unu knaccuueckas popma 3adosneBaHus BbI3BaHa AepUIMTOM (hepMeHTa
nucraTnoH-PB-cuntassl  (CbS), ywacTByromero B mnpeoOpa3oBaHMM METHOHWHA B IUCTEHUH,

MPOSABJIACTCA IPHU HAJIMYUHU T'OMO3UTOTHBIX WJIM KOMIIAYH/-T'CTCPO3UTOTHBIX MYTaLII/Iﬁ B I'CHC CBS,



JIOKaJIM30BAHHOM Ha JUIMHHOM Iuiede Xxpomocombl 21 (21¢22). Tun HacnenoBaHusi ayTOCOMHO —
perieccuBHbIN [4].

[Tpu xnaccuueckoit I'LlY BcneacTBrEe HENOCTATOYHOCTH IUCTATHOH--CHHTA3bI HAPYIIASTCS
UK TpeoOpa3oBaHus cepocoieprKaiieil aMUHOKUCIOTH METHOHUHA.

Haxonnenue tHCY mpuBoauT K axkrtuBanuu (axkropa XaremaHna, CIIOCOOCTBYSI IpOLECCY
TpoMOoOoOpa3zoBanus. Takke TIHIEPrOMOLUCTEMHEMUS SBISIETCS NPUYMHOM SHIOTEINAIBHON
TUCQYHKIIUN U3-32 CHIDKEHHSI OMOJOCTYIHOCTH SHAOTEHHOTO Ba30MJaTaTopa -OKCHIA a30Ta U
OKHCITUTENBHOTO CTpecca. DTH M3MEHEHHUs HapyllaloT CTa0MIBHOCTh apTEepHaIbHONH CTEHKH WU
ABJIAIOTCS PUYMHON MHTpaapTepHaIbHBIX TPOMOO30B, MPOJOJIBHBIX HAJAPBIBOB CTEHKHU apTepuil ¢
IPOHUKHOBEHHEM KpPOBHM W3 IPOCBETa apTepuHu B €€ CTEHKY ¢ (hOpMUPOBAHMEM B IOCIEIHEH
UHTpaMypajJbHON TeMaTOMbl U apTepUOINaTHH, OBbIILAS IPEAPACIION0KEHHOCTh K BOSHUKHOBEHHUIO
UHCYIbTOB [4—6].

Nwmerorcs Takke JaHHBIE, CBUJIETENILCTBYIOUIME 00 M3MEHEHMH OOMEHAa COEAMHMUTEIbHOU
TKaHu y nauueHToB ¢ I'LY. [loBblieHne KOHLEHTpAlMU TOMOLMCTEHHA IPUBOIUT K HAPYLICHUIO
CIIMBaHUS CyIb(QrUAPUWIBHBIX TPYNI B OelIKax, TAKUX KaK 3JaCTUH, YTO OOBACHSCT IUCIIOKALHIO
XpyCTaJHKa U CKeJeTHble anoManuu [7,8].

®depmenT nucTatuoH-P-cuHTaza (CbS) sBnsercss mupuaokcuH (BUTaMUH Bg) 3aBUCHMBIM
depmenTom, nostomy B kiaccuueckoi ['LlY BoiiensttoT Be-uyBcTBUTENBHYIO U Bg-pe3ucTeHTHYIO
dopmbl 3a00neBaHMsg. BO3MOXXHO Takke HapylleHHE aKTUBHOCTH CIIEAYIOLIEro (pepMeHTa B 3TOM
MeTaboruecKoi renu — nuctarnonassl ([Ipunoxkenne A3.3),

Hpyrue ¢opmbr T'LY cBsizaHbl ¢ TE€HETUYECKH JETEPMUHUPOBAHHBIMH JeheKTaMu
PEMETUIIMPOBAHNS METHOHWHA, BO3HUKAIOIIMMU BCJIEICTBUE HAPYLIEHUS AKTUBHOCTH METHOHHMH
CHUHTa3bl PENYKTa3bl, KOTOpas KaTaJIU3UPYET PEMETUIMPOBAHWE TOMOLUCTEMHA B METHOHMH,
HEKOTOpPhIMU JleeKTaMH CHHTE3a KoOajgamMuHa W HapymieHueM akTuBHOCTH (epmenta N(5,10)-
metwieHterparuapodonarpenykrassl  (MTHFR). Vka3anHeie (opMbl  CONPOBOXKIAIOTCS HE
TIOBBIIICHUEM, & CHIDKCHUEM KOHIIEHTPAIlMU METHOHKWHA B KPoBH [1].

Hekoropele reHeTnueckne HapylIeHUs BHYTPUKIETOYHOTO TPAHCIOPTa M IPOLECCHHIa
kobamamuHa (cbl) (cblC, cblD, cblF u cbl]) BbIBBIBalOT HETOCTATOUHBINH CHHTE3 HE TOJBKO
MeTHIIKOOalaMiHa, HO M aJleHOo3WIKoOanaMuHa, Kodakropa mertuamanoHwi-KoA myrtasel. Otu
KOMOWHUPOBaHHbIE HAPYIIEHUs PEMETUIMPOBAHUS CBS3aHBI C MOBBIIICHHBIM cojepkanueM tHey u
MeTuaManonoBoi kucinotel (MMK) [9].

B naHHBIX KIMHUYECKHMX PEKOMEHJAIMsIX paccMaTpUBaeTcs MOAPOOHO KIlacCHYecKast

TOMOLIMCTHHYPHS, U BapwaHT cBs3aHHbIH ¢ nedpummrom MTHFR, a dopmbel mMeTunmanoHoBO#



alMIypul C TOMOLMCTHHYpUEH, Ooiee MOAPOOHO paccMaTpUBAaIOTCd B KIMHHUYECKHX

PEKOMEHOAIUAX 110 METHJIMAJIOHOBOM AU AypHH, ITIOCKOJIbKY IMOAXOAbI K UX TCpalluu OTINYAatOTCA

or I'ITY.

1.3 OnuaeMuo0rus 3a00J1€BaAHUA WM COCTOSIHUS (IPYINbI 32001€BaAHUIT MJIN

COCTOSIHM )

Cpennsiss yactora knaccuueckoil I'ILlIY 1o maHHBIM JIUTEpaTyphl  COCTaBIISIET B CPEIHEM

1:100000-1:200000, Bapeupyst ot 1:1800 mo 1:900000 B 3aBHCHMOCTHM OT OSTHHYECKOU
npunaanexnoctn [10]. HamGomnee pacmpocrpaneno nanHoe 3aboneBanue B Karape ¢ wactortoii

HOCHUTENBCTBA puMepHo 2% [11,12].

1.4 Oco0eHHOCTH KOIMPOBAHHUS 32001€¢BAHNS WJIN COCTOSHUSA (TPyNnbl 3200J1e¢BAHNNI

HMJIM COCTOSTHMI) 10 MeKIYHAPOAHOM CTATHCTHYECKOH KiaaccuuKaAlu 00J1e3Hel 1

MpPo0JieM, CBA3AHHBIX CO 3I0POBbEM

E72.1 — mapymenne oOMeHa cepocoiepKaluXx aMUHOKHCIIOT.

1.5 Knaccudukauus 3a60/1eBaHUsI MM COCTOAHUSA (TPYNIbI 32001€BAHUIA MU

COCTOSIHM).

Brigensior CJICAYIOIUEC KIIMHUKO-TCHCTUYCCKHUC (bOpMLI TOMOIIUCTUHYPUU:

o Tomomuctunypus, o0O0YCIOBJIEHHAs HapylleHHEeM TpaHcCylbpypauuu (Ki1accudeckas
TOMOLMCTUHYPHSL, TOIpa3aensiomascs Ha Be-uyBCcTBUTENbHYIO U Be-pe3ncTeHTHYIO)
o T'omomuctunypus, oOycioBiIeHHas HapyLIEHUEM PEMETHIINPOBAHUS
CoBpeMeHHas Ki1accupUKaIMs pa3IudHbIX (HOpM rOMOLUCTUHYpUH MTpHuBeieHa B [Ipunoxenun A3.4

[1,9].

1.6. Kinauyeckasi KApTHHA 3200J1eBaAHNS WJIM COCTOAHMA (IrPyNIbI 32001eBaHUNA NI

COCTOSIHMIA).

Kaaccuueckasi popma roMonucTHHYpHH, CBSI3aHHAs ¢ MyTauusiMu reia CBS

Knunnueckast kapTuHa 3a0oiieBaHHMs BapbUpyeT OT JIETKHUX JO TSKEIbIX  (opm,
MaHH(ECTUPYIOIUX Ha TIEPBOM IOy *KU3HH. Briensior Be-uyBcTBUTENbHYIO U Be-pe3ucTeHTHYIO
dopme[2,4,13-16].

[Ipu Be-uyBcTBUTENBHOMN (POpME AIIMEHTHI UMEIOT OoJiee MIATKHM (heHOTHII ¢ 6osIee TO3AHUM
BO3pacToM Havajia 3aboneBanus [14,17]. Haubonee nerko 3abosieBaHue MPOTEKAET y MAIUEHTOB,

KOTOpPBIE€ JAlOT BBIPAKECHHYIO IIOJIOKUTEIBHYIO JUHAMUKY YK€ IPU IPUMEHEHUU HMU3KHUX 103



#oupugokcuHa™**. BONBIIMHCTBO U3 HUX SBISIOTCS TOMo3UTroTamu 1o 3amene P.1278T B rene CBS
[18].

Manudecranus 3abonieBanus npu Be-pesucreHTHOW ¢GopMe NPOUCXOIUT paHbIIe, U
KJIMHUYECKHE MPOSBICHUS O0JIE3HU TsDKenee, yeM npH Be-uyBcTBHTENBHOI hopMme.

[Ipu kmaccuueckor 'Y oTMeuaroTCs MOpaKEHUsS CO CTOPOHBI HEPBHOM, COCYIHUCTOM,
CKEJICTHOM CHCTEM U OpraHa 3peHusl.

Ilopascenue opzana 3penus

TunuuabiM cUMIITOMOM Kiaccuueckor 'Y, KOTOpbIi 4acTo MOSABISETCA HA BTOPOM TOXY
YKU3HH SBJSIETCS MUOTINSA, KOTOPAst IPEAIIECTBYET PAa3BUTHIO IUCIOKAIIMH HITH SKTOINHU XPyCTAINKA.
[Tpu 3a0oneBaHUU MPOUCXOIUT NECTPYKLHUs OOratbix (GUOPUIUIMHOM MUKPOGUOPUIIT HUIUAPHOI
CBS3KM U HapyIIEHUEM €€ CTPYKTYpbl U pyHKunu. CTeneHb CMEIICHUs XPYCTalIMKa BapbUPYET OT
HE3aMETHOTO ITOJIBBIBUXA JI0 MOJIHOTO BHIBHXA.

Hawu6onee gacto y mammentoB ¢ ['L[Y BeTpedaercs moaBbiBUX Xpycranuka («ectopia lentisy)
(Oonee 50% HenmedyeHbIX MAlMEHTOB, OOBIYHO MpOsBIsSETCS K Bo3pacty 8 ner). Wpumomonuc
(IpokaHWe paay>KKH) - YaCThIA NMPU3HAK BhIBHXA XpycTaluka. Muonus, cBsa3aHHas ¢ ocnabieHuemM
XpyCTalMKa, TPHUBOAMT K TAacCUBHOW cdepuyeckor aedopmanuun (chepodakun). Muonms
CTAaHOBHTCS 3aMETHOM IPU TMOJBBIBUXE XpycTaianka. [[0JBBIBUX XpyCcTaTuKa MOKET OBITh MEPBBIM
npu3HaKoM OOJIe3HH, OMHCAaH CiIy4yail MaHudecTanuu B Bo3pacTe 4 HeAelb y OJHOTO MAallleHTa.
CpoKu MOSIBJICHHUS 3TOTO MPU3HAKA IHUPOKO BAPBUPYIOT, HO IPUMEPHO Ha 2 TOAY KU3HU OTMEUaIOT
NOSIBJICHHE TIOJBBIBUXA XPYCTAJIMKa Y MHOTUX MarnueHToB. [locie aToro Bo3pacTa manueHTs! ¢ Be-
pe3ucTteHTHOUH (hopmoli, UMEIOT Oojiee BBHICOKHII YpOBEHb BBIBUXOB XPYCTalIMKa, Ye€M HAI[UEHTBHI,
OTBEYAIOIIKE HA Tepanuio #nupuaokcuaom™** [7,8,19].

YacThIM OCJIOKHEHHEM SKTOMHH XPyCTaluKa SBISETCS OCTpas Tiaykoma, 00yCIOBICHHAsS

CMEIICHUEM XPYCTAIHNKA B MIEPEIHIO0 Kamepy ria3af[20].

Tpomobo3wn

BropeiM 1o vactote npu kinaccuyeckoit popme I'lY saBnsercs mopaxenue cocynos. Ilpu
TOM BEHO3HbIE TPOMOO3bl BCTPEUAIOTCS Yallle, YeM apTepHuaabHble, U MOTYT BO3HHUKATh B JIIOOOM
OpraHe M CHCTE€ME, BKJIKYas COCYJbl TOJOBHOIO MO3ra, KOPOHApHBIE M JIETOYHBIE ApTEPHH.
TpomO6o3b! BecTpeuatoresi B mo0oM Bozpacte. [loutn y 50 % manueHToB OTMEUaroTCsl COCYAUCThIE
OCJIOXKHEHHUSI, Tpe/CTaBlIeHHble TpoMOOo3aMu, K Bo3pacty 29 ner. B pspe ciyuaeB mopaxeHue

COCYHOB MOKET ABJATBCA CAUMHCTBCHHBIM CHUMIITOMOM 3a60JIeBaHI/ISI, BO3HHKAKOIIKUM Ha 2-3



JECATUIICTUH KU3HU (0COOCHHO Y MAIMEHTOB ¢ HanboJiee 9acToi TOMO3UTOTHON MUCCEHC MyTaIlheH

¢.833T7>C B rene CBS)[21].

IHopaosicenua Kocmuoii cucmemol

Hapymienust co cTOpoHbI KOCTHOW CHCTEMBI HEPEJIKO IMPEICTABICHBI BBICOKUM POCTOM,
JIOJINXOCTCHOMEIIUCH, apaxHOMAKTUIIMCH, CKOJIMO30M, AchOpMalMed TPYAHOW KJIETKH IO THITY
KWJICBUJIHOW WJIM BOPOHKOOOpA3HOM, BaJbI'yCHOU AedopMarreii KOHEYHOCTEH, BHICOKUM CBOJIOM
TBEepAOro Heba, MoJION CTOMmoOM, ocTeonopo3zom/ocreonenuei. OcTeonopo3 HaAOIIOIACTCS MMOYTH Y
NOJIOBUHBI TMAIMEHTOB KO BTOPOMY JECSATWICTHIO JKu3HH [5,22] u sBisiercss Cepbe3HBIM
OCJIO)KHEHHEM CO CTOPOHBI KOCTHOH CHCTEMBI. Y TalUMeHTOB ¢ Bs pe3ucreHTHON (opmoid
3a00/IeBaHUsI OCTEONOPO3 pa3BHBAeTCsA B Oojiee paHHEM Bo3pacTe, 4yeM Ipu Be -3aBUCHMBIX

YYBCTBUTEIBHBIX (popMax.

Heegponozuueckue u ncuxuampuueckue nposaeieHus

HaubGonee uacteiM knuHHYECKUM TposBieHueM mnopaxenus [IHC sBnsercs 3amepikka
MICUXOPEYEBOTO Pa3BUTHS, YMCTBEHHAsI OTCTANIOCTh. JJ0CTaTOYHO YacTO KOTHUTHUBHBIC HAPYIICHUS
MOTYT SIBJISITHCS IEPBBIM CUMIITOMOM 3a00JIEBaHUSI.

WuTennexktyanbHble CIOCOOHOCTH MAlMEHTOB MOTYT JOCTATOYHO CHUJIBHO DPa3iIUyaThCs B
3aBUCHMOCTH OT BO3pacTa Havajia Tepanuiu. [1o JaHHBIM MeXAYyHapOIHOIO onpoca, nokaszarenu 1Q
BappupoBai oT 10 mo 138, mpu sTomM Mmenmana cocrtapisia npumepHo 64. Ilanumentsr ¢ Be-
YyBCTBUTEIHHON (OpPMOM TpU paHHEM Haudaje Teparmuud WMEIT OoJjiee BBICOKHUE IOKa3aTeln
3HaueHus [Q (Menuana 78) Mo cpaBHEHHUIO C MAIIMEHTaMH, PE3UCTEHTHBIMU K BUTaMHUHY Bg (Mennana,
56) [23].

Ha BTOpOM necsTUneTHH >XKWM3HU Y TAIMEHTOB YacTO BO3HUKAIOT SIU30/bI JCTIPECCUH,
TPEBOKHOCTh, 00CECCMBHO-KOMIMYJILCUBHBIC  HAPYIIEHUS, TICUXO03bl. XapakTEePHBIMH  JIsS
kinaccuueckod ['TIY sBnsitoTcs pa3nuyHble HapyLIEHUsT TOBEACHUS: arpeccus, ajJKOoroJu3M,
HapkomaHus. [lcuxuarpudeckue mpoOiieMbl Ooliee YacTO BCTPEYAIOTCS CpPeAM MalueHTOB ¢ Bg
pPE3UCTEHTHOU (DOPMOIL M MTPU OTKA3€E MAIIMEHTOB OT JICUCHUS U TUETOTEPAITHH.

VY OTAENbHBIX MAIMEHTOB TCUXHATPUUYECKHE HAPYIIEHUS MOTYT SBISTHCS €IUHCTBEHHBIM
CUMIITOMOM 3a00JIeBaHUSI.

Bcerpeuatorest  mpeumyliecTBEHHO 4 KaTeropuu  MCUXUATPUYECKUX — HapyLICHUH:

paCCTpOﬁCTBa JIMYHOCTH, HAPYHICHUA NOBCACHUSA, TPAH3UTOPHLIC IACIPCCCUH, U 00CEeCCUBHO-



KOMITYJTLCUBHBIE paccTpoiicTBa. CyIIECTBYIOT Jake COOOIICHHS, 4TO Mmu30(ppeHust Ooiee 4acTo
BCTpevaeTcs y manueHToB ¢ aedunurom CBS [4,24,25] .

B 21% cnyyaeB y Hene4yeHHBIX mMalMeHTOB ¢ kiaccumdecko ['1IY waGmromarorcs
SMIICTITUYECKUE IPUCTYIIBI B paHHEM MJIaJICHYECKOM BO3pacTe, HanboJee 4acTo TeHepaTn30BaHHbIC
TOHUKO-KJIOHUYECKUE CYIOpOrd. JpyrumMu HEBPOJIOTUYECKUMH HAPYIICHUSIMHU  SIBISIOTCS
pa3IMyHbIe SKCTPANMpPaMHUIHBIE HApYIIEHWsS, B YaCTHOCTH, ITUCTOHHS U Tpemop. (Oyarosbie
HEBPOJIOTHYECKHE HAPYIICHHUS COOTBETCTBYIOT 30HE MOPAKEHHUS BO BpEMs IIEPEHECEHHOTO OCTPOTO

HapyIICHHsI MO3TOBOT0 KpoBooOpamieHus [4] .

/Jlpyzue nposaenenus Knaccuueckoii 20MOUYUCMUHypuu
Onucansbl cityyan kiaaccuueckoit 'Y, npoTekarorieii ¢ ocTpbiM Mankpeatutom [26—31] u

XPOHUYECKOW THAPEEH, THIIONMUTMEHTALUEN KOXKHU U BOJIOC, «PYMSHIIEM) Ha JIULE.

Hapymenusi pemeTuJimpoBanus

[Tpy HapyleHMsIX PEMETUIMPOBAHUS HE BBIABISAIOT KaKUX-JIMOO OCOOBIX CHUMIITOMOB, KOTOpBIE
HO3BOJMJIM Obl Ha KJIIMHUYECKOM YPOBHE INPEAIOJIOKUTh 3TY MaToJoruio. 3abojieBaHMs U3 3TOU
IPYMNIbl SBJIAIOTCA MYJbTUCHUCTEMHBIMHM, HanOoJiee 4acTO IMPOUCXOAMUT IMOpPAKEHHUE HEPBHOW WU
KPOBETBOPHOM CHCTEMBI, COCYJOB M TIOYeK. VIMEHHO CO4Ye€TaHHE HEBPOJIOTHYECKUX H
reMaToJIOrM4ecKUX CUMITOMOB, YaCTO COIPOBOXKIAIOIIUXCS 3aAEPKKON (PU3NYECKOr0 pa3BUTHS,
JIOJDKHO BBI3BIBATh IOJIO3PEHHE HAa HapyIIEHUE PEMETHIUpPOBaHMs. Y OOJBIIMHCTBA MAallMEHTOB
OTMEYaIOTCSl HAPYLIEHUS ICUXUYECKOT0, YMCTBEHHOT'O U (PU3MUECKOTO Pa3BUTHSL, IOJIMHEBPOIIATHS,
CyJIOpOTH, IBUTaTEIbHbIE PACCTPONCTBA, HAPYILIEHUS MBIILIEYHOTO TOHYCA, aTojorus 3peHus. OHu
MOTYT COIIPOBOXKJATbCA MAKpOLUMTAPHOM aHEMHUEH, ATUNUYHBIM TIE€MOJIMTHKO-YPEMUYECKHUM

curpomoM (I'VC) nnu rmomepynonatued, KOTOpble B OCHOBHOM CBSI3aHHBI C MUKPOAHTHOTIaTHEN.

I'omouucTunypus, 00yCJIOBJICHHASA THKEJIBIM nepuuuTOM

MeTwieHTerparuapogoaarpenykrassl (MTHFR)

I'omonuctTunypus, 00ycJOBJIeHHAs TSYKEIIbIM nepuuuToM
metunenterparuapogonarpenykrazsl  (MTHFR), manudectupyer B HeOHaTaJbHOM IEpHOE
HEBPOJIOTMYECKUMH HAPYIICHUSMH, CXOJHBIMHU C OpPraHWYECKHMH AalHUAYPHUSIMHU - YTHETCHHE
CO3HAaHMs BIUIOTH JIO COMHOJEHUMHM W KOMBI, TE€HEPaJIU30BAHHOW MBIIIEYHON THUIIOTOHUEH,
IOPUCTYNAMH amHoOd. Takke OTMEYaroT MpoOJeMbl CO BCKapMIIMBAHUEM, IJIOXYIO MPUOABKY Beca U

MUKpOLE(auio.
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Onucana 6onee no3ausst Gpopma 3aboseBanus, MaHU(ECTUPYIOIIAsl B IETCKOM U B3POCIOM
Bo3pacte. Ee kmuHuueckasi kapTuHa OoJiee BapuabenbHa U MPEJICTaBICHA 3aJIeP>KKOH U perpeccoM
MICUXUYECKOTO Pa3BUTH, HAPYUICHUSIMHU MOBEICHUS, ICUXUATPUUECKUMU CUMIITOMAaMU, aTaKCHeH,
IOJIMHEBPOIIATUEHN, CHACTUYHOCTBIO. I3 3KCTpaHEBpaJbHBIX HAPYLIEHUI YaCThIMM SIBIISIFOTCS
TpoMO03bl. Merano0acTHas W/WIM MaKpOIUTAapHAs aHEMUSI OOBIYHO OTCYTCTBYET.

Cpenu 24 omnucaHHBIX B JIUTEPAType MOAPOCTKOB/B3POCIBIX MALIMEHTOB C ACPUIUTOM
MTHFR knuHuueckue TMpOSIBICHUS BKIIOYAIM HapylieHue mnoxoaku (96%, u3 MOTOpHOro
LEHTPAILHOTO WM TIepUPEPUIECKOTO MPOUCXOXKICHHS ), CHUKEHUE KOTHUTUBHBIX (yHKUUH (74%),
smtentudeckue cuHapomsl (50%), srnedanonaruro (30%), ncuxoruueckue cumnromsl (17%) u
TpoMboTHuueckue coobiTus (21%). Y 41% ObL10 01HO HEBPOIOTHUECKOE MPOSBIECHUE, KOTOPOE MOTJIIO
OCTaBaTbCAd W30JIMPOBAaHHBIM B TEUEHHE KaK MUHUMYM 3 JIET, YTO OTCPOYMIO Obl MOCTaHOBKY
quarHoza. MPT ronoBHoro Mosra BeisBWIa B 71% cilydaeB HM3MEHEHUS B OCHOBHOM
NEPUBEHTPUKYJIIPHOrO0 O€J0oro BellecTBa. Bce mamueHThl cTabMiIM3UpOBANINCh WM YIYUIIUIUCh
nociae Mertaboauueckoro JjeueHus [32]. Hecmorps mHa ToO, uro gepummr MTHFR B
MOJIPOCTKOBOM/B3POCIIOM BO3pacTe BCTPEYaeTCs PEIKO, €ro ciaeayeT BKIoYaTh B AudQepeHuanbHo
JUArHOCTUYECKUM IMOMCK IPU Pa3IMUHBIX HEOOBSCHUMBIX HEMPONCUXUATPUUYECKUX CHUHIPOMAX,
AMWIENICUU U CHACTHUYECKOM Iapanapese, NockoibKy npu aepunute MTHFR noxaszan xopommii
s ekt MeTaboTuecKoi Tepanuu.

Bospact mposiBieHus um kiauHM4eckas kaptuHa aedpuumta MTHFR  koppenupytor ¢
OCTaTOYHOH aKTHBHOCTHIO (hepMeHTa. B nccnepoBanmu, BKItovaomeM 33 MaluenTa, Moka3aHo, 9To
CPEIHHI BO3PACT MOSIBIIEHUSI CUMITTOMOB cocTaBisiI 1,25 Mecsia (cpeanwnii 21 rox; quanason ot 0,1
10 216 mecsueB). Y 14 manueHToB NepBble CUMITOMBI HAOMIONAINCH B T€UEHUE MEPBOrO MECSIa
JKU3HU; U ee y 11 manueHToB CHMITOMBI HAOTIOAAUCE K 6-MY MECSIy )KH3HU. Y OCTAIbHBIX MSATH
MAIMEeHTOB CUMIITOMBI TIPOSIBUJINCH B Bo3pacte 2, 5, 11, 13 u 18 net [33].

Tsokensiii nepuuur MTHFR OnoxuMuyecku XapakTepu3yeTcsl THIEproMOLKCTEHnHEMUEH,
TOMOLIMCTUHYPHEH, MOBBIIIIEHHBIM COICPKAHUEM IUCTATUOHUHA U HU3KUM WIIM HU3KO-HOPMAJIbHBIM
YPOBHEM METHOHHHA B KPOBH, B oTiIMuue oT Aeduinura CBS, KOTOpHI NPOsBIsAETCS MOBBIIIEHHBIM
ypOBHEM MeTHOHMHA. B KynbTuBHpYyeMbIX (QuOpoOiacTax OCTaTO4YHasi aKTUBHOCTb COCTaBIISIET

menee 20% OT cpeIHero KOHTPOJIBHOT0 3HaYeHus [34].
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KinHu4deckue nposiBjieHnsi KOMOMHUPOBAHHBIX HapyleHuii pemerusmpoBanns (cblC, cblD-

MMA / HC, cblF, cblJ)

[Tpu HapymICHUSIX PEMETHIMPOBAHMS C METHIMaIoHOBOH anuaypueii (cblC, cbID-MMA /
HC, cblF, cbl)) wacto BcTpeuarorcst 3a1epykka PU3nIecKoro pa3BUTHS M HAPYIIECHUS BCKApPMIIMBAHUS
B MJIQJICHYECTBE. B OOJNBIIMHCTBE CIy4aeB MEPBBIE CHMIITOMBI MPOSBISIOTCS B HEOHATAIHLHOM
NIEPHUOJIC WU B PAaHHEM JETCTBE. Y HOBOPOXKICHHBIX 3a00JICBAHUE MOXET JIEOIOTUPOBATH OCTPO -
HaApYyIICHUSIMUA CO3HAHUsA (JIETApTHs, KOMa), TAK)KE XapaKTEPHBI CyJOPOTH M MBIIIICYHAS THITOTOHHS,
npHU J1JA0OPATOPHBIX UCCIICIOBAHUSX YacTO BBISBIISIOT MErajJ00JIACTHYIO aHEMHIO, HEHTPOIICHHUIO WIIH
naniuronenuto. B 50% cnyuaeB ormeuaroT HuctarMm, Ha (OHE PETHHOINATHH HIU aTpoduu
3putensHOro Heppa [35,36]. Mukpoanrnonarndeckoe 3a00€BaHNE MMOYEK MIIH JICTKUX Yallle BCEro
MPOSIBIISICTCS. HA paHHEW craawu OOJIE3HH, HO MOXKET TaKXKe MPUCYTCTBOBATH y JCTEH CTapIIEro

BO3pacTta u y B3pocisix [37,38]

VY nereid, MOJPOCTKOB U B3POCTBIX OTMEYAIOTCS OCTPhIE WIM XPOHUYECKHE MMOBEICHUECKUE
WIN TICUXUYECKHE TIPOSIBIICHUS, KOTHUTHBHBIC HAPYIICHUS, TPU3HAKH TIEPUPEPUICCKOIT HEBPOTIATUI
u arakcum [37,39,40]. Yacto BBISIBIAIOT OJIGAHOCTH 3PHUTEIBHOIO HEpPBA, HO JPYIrHE TIJIA3HBIC

HPOSIBIICHUS PE/IKO BO3HUKAOT TPH MO3/IHEH (popme 3aboneBanus [36,41].

Kiaunnyeckue nposiBjieHHs1 KOMOMHHPOBAHHBIX HapyumeHuii pemeruianpoBanusi (cblD-HC,

cblE, cblG)

Knuanueckue mposieienuss nepunmra cblE um cblG cxongusl. 3aGoneBaHue OOBIYHO
MaHH(]ECTUPYeT B MJIaJIEHYECTBE, B OCHOBHOM C IeMaTOJIOTMYECKUMHU HapyIIEHUSIMH, MBIIICUHON
TUIMIOTOHUEH M OCTPO BO3HUKAIOMIMMH HEBPOJIOTMYECKHMMH CHMIITOMaMH. Y TpPETH NalMeHTOB
HaOJIOIAaI0T HAPYIICHUS CO3HAHUSA, CYJOPOTH, Y YETBEPTH - HAPYIICHHUS 3pSHHS. Y JIeTeH CTapIiero
BO3PacTa M B3POCIBIX MOTYT MpPOSBIATHCA NMPU3HAKH, OTPAXKAIOIIKE MOPAKEHUE CIMHHOTO MO3ra
(moocTpas AereHepays CIMHHOTO MO3ra) MiIH TIcuXuaTpruueckue cumnromMsl [42]. Coobmanock 00

€AMHUYHBIX CITy4YasX U30JIMPOBAHHONW MaKpOLUUTAPHOI aHeMuu 0e3 HEHPOKOTHUTUBHBIX HAPYLIEHUI

[43] .

bBepeMeHHOCTh NpH KJIACCMYECKOH TNOMOLMCTHHYPHM W TOMOLMCTHHYPHUM, O00YCJI0BJICHHOM
TsKeJAbIM JepuuuTom MeTuieHterparuapogoaarpenykrassl (MTHFR)

IIpu TIY, xak KJIacCMUECKOW, TaKk M OOYCIOBIEHHOH TSDKEIBIM  J1e(UIIUTOM
MmeTmienTerparuapodonarpenykrassl (MTHFR), BoisiBasieTcst BICOKUI pUCK pa3BUTUS TPOMOO30B

U TpOMOOIMOOIMYECKIX HApYLIEHUH y MaTepeil, Kak Ha MPOTSHKEHUH BCeil OepeMeHHOCTH, TaK U B
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nociaepoaoBoii mepuon. K HMM  OTHOCSATCS MHOXKECTBEHHBIE apTepHUalbHbIE TPOMOO3HI,
uineopeMopaibHbId TPOMOODIEOUT, TPOMOO3BI BEPXHETO CAarMTTAIbHOIO CUHYCA U KOPTUKAJIbHBIX
BeH. EcTb JaHHBIE O pa3BUTUM MPEIKIAMIICUM Yy MaTepei, ¢ ToMOUUCTHHYpHuel. OxHako
OONBIIMHCTBO OEPEeMEHHOCTEH y MaTepell ¢ KIaCCHYECKON TOMOIMCTHHYPHEH NpoTeKanu Oe3
aKYILIEPCKUX OCJIOKHEHUM.

ITpu nepurure MTHFR y MaTtepu BO3MOKHBI ITOpasKeHUsI HEPBHOM cUCTeMBI y pebenka [44].

JuddepeHunanbHass TMATHOCTHKA

Huddepennmnanbapiii auarHo3 npu kinaccudeckor 'Y ciemyer mpoBOAuTh B TpyIime
HACJICICTBEHHBIX 3a00JeBaHUI COEAMHUTEIbHOW TKAaHM C cuHApomamu Mapdana, bunca
(BpokIleHHasi KOHTpakTypHas apaxHojakTwius). [lpu Bcex 3Tux 3a00neBaHUSIX OTMEUYaeTCs
Map(aHOUIHBIA (EHOTHUI, JTOIHMXOCTCHOMEIHNS, APaXHOMAKTIIINS, KHU(POCKOINO3BI, aedhopManus
TPYIHOM KIJIETKH, MPOJIANIC MUTPAIBHOTO KjanaHa. CUMIITOM, 4acTO BBISBISIEMBIN MPU CHHAPOME
Map@dana 1 TOMOLIMCTUHYPUU — MTOABBIBUX XPYCTATHKA.

[Ipy romMouUMCTHHYPHUH B OTIMYME OT cUHApomMa Mapdana pocT MOXKeT ObITh
HOPMAaJIbHBIM, OTMEYAETCS JEMUTMEHTAIUS KOXKH U BOJIOC, BBIPAKEHHBIN OCTEONOPO3 U TPOMOO3HI.
[Tpu cunapome bmica onucana cremududeckas nedopMaivs YIIHBIX PaKOBUH, BPOXKICHHBIC
IIOPOKHU CEep/Lla U KOHTPAKTYPhl CyCTABOB, KOTOPBIE HE BCTPEUYAKOTCS IPU TOMOLUMCTUHYPHUH.

JuddepeHunanbHplii AUAarHO3 TaKXKe CIEAyeT MPOBOAUTH C TPYMIIOW HACIEICTBEHHBIX
3a00JIeBaHUN, CONPOBOXKIAIONINXCS HWHCYJIbTaMH: C Oolie3Hpro ®Dabpu, cunapomom MELAS,
BPO’KJICHHBIMU HAPYIICHUSMU TITUKO3UIIMpoBaHus (0oJe3Hb JKakeHa), HSKOTOPBIMHU OpTraHUYECKUMHU
aruaypusiMu (METUJIMAJIOHOBAs!, IPOMMOHOBAsI, H30BAJIEPHHOBAs, TIIyTapoBas anuaypus Tum 1 u 2,
AMHUHOAIUIOTIATHSMU (HAPYIICHUS [TUKJIa MOYEBUHBI).

Ectp 1 npyrue HereHeTudeckue MpUIMHBI BHICOKOTO YpoBHsI tHCY, HO Mpu 3TUX COCTOSIHUSIX
ypoBeHb tHCY Haxomutcs B amamazoHe or 15- 50 MkM/1, B TO BpeMsl Kak MpPU HACIEICTBEHHBIX

dopmax I'llY oH, kak mpaBuio, 6onee S0 MKM/J, K HUIM OTHOCSITCSI:

. Hedunut Buramuna Bs wnu B1z

. Hedbunmt GonmneBoit KUCIOTHI

. I'mnotupeos

. Oxupenune

. Jnabet

. [Iprem HEKOTOPHIX JIEKAPCTBEHHBIX TNIperapartoB (Hampumep, KapOamazenuH*™,

aTopBacTatuH**, heHopudpar™*, metorpekcar™*, peHUTONH** U HUKOTUHOBAS KHCIIOTA).
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2. /ImarnocTuka 3a060J1eBaHNsI MJIM COCTOSIHUSA (TPyNnbI 3200/1eBAHUN WIH
COCTOSIHMi), MEIUMIMHCKNE MOKA3aHUSA U IPOTHBONOKA3aHUSA K NPUMEHEHHNI0

METOJ0B THATHOCTUKHU

s knaccuueckoui I'I]Y kpumepusmu ouaenocmuxu cayxcam: tHey u fHey 6 kposu u moue,
nosvluieHue Uil HOPMAbHbILL YPOBEHb MEMUOHUHA 8 KPOBU, a4 MAKJice BblsgleHue Mymayuli 8 ceHe
CBS.

s MTHFR kpumepusimu OuacHoCmuKu s181s10mcst: 8blcokutl yposens tHey u THCy 6 kposu
U MOYe, CHUNCEHHBIU UU HOPMATbHBIU YPOBEHb MEMUOHUHA, HOPMATbHBIU YPOBEHb MEMUIMAIOHOBOU
KUciomsl 8 Kpogu u evisieneHue mymayuti 6 cene MTHER .

Aneopumm ouaznocmuky HapyuleHuti pememunuposanus npeocmaenen 8 llpunoscenuu b2

2.1 ’Kaao0bLI 1 aHAMHE3

Knaccuueckasi popma roMouucTUHYPHH, CBSI3aHHAS ¢ MyTanusiMu reia CBS

Tpombo3bl 803HUKAIOM NPEUMYUIECBEHHO ) NAYUEHMO8 NOOPOCMKOB020 U MON00020
803pacma, A6IANMCA 21A6HOU NPUYUHOL UHGAPKMA MUOKApOa Ulu UHCYIbMA ¢ Gopmuposaruem
0YaA20801 He8POI02UYECKOU CUMNMOMAMUKU.

Taoicecms  KIuHU4eCKUx nposigienutl ooneswu npu Bes -pesucmenmnou gopme Oonee
svlpadicena, yem npu Be-3asucumoii. Unmennexm nayuenmos ¢ knaccuweckou I'L]Y uawe cruowcen:
10 (ko3ppuyuenm unmennexmyanvroeo pazeumus) koneoremes om 32 0o 85 eo. (nopma 85-115
€o.). YV oemeii ¢ Bs — 3a8ucumoii ¢oopmoii 2omoyucmunypuu yMcmeenHoe pazsumue moxcem O0vimo
HOPMANbHBIM

HepBHas cucrema:

— 3ajsepkka ICHXOMOTOPHOTO Pa3BUTHS

— YMCTBEHHas OTCTAJIOCTh

— [Ilapessl, mapanuuu

— Hapymenus noxoaxu (aTakcusi, MIaTKOCTb)

— MHucynbTel

—  Cynoporu

— Jlenpeccusi, mcuxo3sl
CepaeuHo-cocyaucrasi CHCTEMA:

—  Tpom60351, TPOMO0IMOOTUHN

— HWHapkThl, HHCYTBTHI

— Ilposanc MUTpanbHOTO KilaraHa
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KocTHas cucremMa:
— KuneBuanas wim BopoHkooOpasHas aedopMariysi rpyIHON KIETKH

— HckpuBnenue no3BOHOYHHKA

— Octeonopos

— Ilepenomsl
Opran 3penus:

— Muonus

— T'maykoma

— IloxBeIBUX XpyCcTaIMKa

— Karapakra

— Orcnoiika ceTyaTku

— ATtpodus 3puUTeNbHBIX HEPBOB
Jlpyrue HapylieHus :

— I'psoku

— Ilankpeatur

I'omouucTtunypusi, o00ycjiOBJeHHasi JAe(UUUTOM  MeTHJIEHTeTPAruapodoIaTpesyKTa3bl
(MTHFR)
IIpu panneit Manudgecranun
— Jleraprus, anHO? B HEOHATAJIILHOM TEPUOJIE
— Jluddy3Has MplieyHasi TUIIOTOHUS
— Ortka3 oT enpl, pBOTA, III0Xas MpHOaBKa B Bece
— 3aJepyKKa MOTOPHOTO U IICUXOPEUYEBOr0 Pa3BUTHS
— Mukpouedanus
— Cynoporu
— Hwucrarm
— TpombonuToneHus Wiy NaHIUTONIEHUS, MeTrano01acTHas aHEMUS
— ['eMOMUTHKO-ypEeMUYECKUI CUHIIPOM

- Kap,Z[I/IOMI/IOHaTI/ISI

IIpu nmo3aueii Mmanngecrauuu
— Hapymenue noBenenus
— KornutuBssiii gedunut
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— Perpecc ncuxudeckoro pa3Butus

— Ilcuxmarpuyeckne CUMITOMBI

— Arakcus

— Croacrudeckuii mapamnapes/Terpanapes

— DKcTpanupamMuHbIe HApYyIICHUS

— OuaroBas cUMIITOMaTHKa, KaK MOCIEACTBUS MHCYJIbTA

— [Ilapecre3un, oHeMeHHE U NTOKAJBIBAHUE B pyKaxX U HOrax
— Henepxxanue Mouun

— IIporpeccupyrorias cnabocTs KOHEYHOCTEH (HOTH> PYKH)
— T'emonuTHKO-ypeMUYECKUN CUHIPOM

— TpombosmboIIIecKne COOBITHS

— PeuuauBupyromuii BEHO3HbIN TpoMO03

— Jlerounas TpomM0G03MO0IHS

— llepeGpoBackymsipHble COOBITUS

2.2 duzukajabHoe 00cae10BAHHE

Kaaccuueckasi popma I'LY, cBa3annoii ¢ myrauusimu resa CBS

—  @enomunuuecKkue 0COOEHHOCMU. MASKUE CIe2KA BbIOWUECS CBEMILO-PYCble 8010CH, HEHCHbIIL
PYMAHeY Ha WeKax, 20y00ul yeem padylcHol 000104KU,

—  Mapgano-nooodusiii penomun (8vicoxuti pocm, acmenuyeckoe menociodiceHue, ONUHHbLE
MOHKUE KOHEYHOCMU, APAXHOOAKMULUS KUCMell U CION,).

— Banveycuas ycmanosxka konennwix cycmagos

—  Kugockonuos

— Boponkoobpasnas unu kunesuouas oegpopmayuu epyoHou KiemKu

— Ilooswvigux xpycmanuxa

—  Kamapaxma

— Ilape3svl, napanuuu

—  Hapywenus noxooxku (amaxcus, wlamxkocms)

I'omouucTuHypus, 00yc/joBIeHHAs Ae(PMIUTOM MeTWIeHTeTparuapodoaaTperyKTasbl
(MTHFR)
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Ilpu paunein manughecmayuu
—  Muxpoyeganus
— Hapywenus eckapmaueanus
—  Bneonocms kodichvix nokpo6os
— Ilnoxas npubaska 6 eece
— Hapywenue cosnanus
—  Annos
- Hugysznas mviuweynas cunomomust
—  3adepocka MOMOPHO20 U NCUXOPEYEBO20 PA3GUMUSL
—  Cyoopoeu
—  Hucmaem

Ilpu no3omueii manugecmayuu
— Hapywenue nosedenus
—  Koenumusnuiii deghuyum
— Icuxuampuueckue napyuenus
—  Amakcus
— Cnacmuueckuti napanapes/mempanapes
—  Dkcepanupamuomnvie HapyuweHus:
—  Ouaeosas cuMnMOMAamMuKa, Kak nociedCmeusi UHCy1bma
— Ilpoepeccupyrowas crabocmo KoneuHocmetl (Ho2u™> pyKi,)
— Ilapecmesuu, onemeHue u noKanvbleanue 8 pyKax u Ho2ax

2.3 JlabopaTopHble TUATHOCTHYECKHE UCCIeJOBAHUS

PexoMenayercsi omnpezneneHne COACpPKaHWUS METHOHWHA B KPOBH BCEM HOBOPOXKIACHHBIM IS
dbopmuposanus rpymnm prucka mo LY [100, 101]. Cxema HeoHAaTaIbHOTO CKPHHHUHTA TPUBECHA B
ITpunoxenun bS.

YpoBeHb yoenuTeabHOCTH pekoMeHanuu C (YpoBeHb I0CTOBEPHOCTH /I0KA3aTEIbCTB — 5)

KoMMeHTapuu: 07151 CKPUHUH208020 UCCIe008AHUsL HANPABTAEMCSA MeCm-0JIaHK ¢ CYXUMU NAMHAMU
KpOBU 8 YCMAHOBIEHHble CPOKU 8 CNeYUATUUPOBAHHYIO 1AOOPAMOPUI0 HEOHAMANbHO20 CKPUHUHSA
KOHKPEemHOo20 pecuoHd. Memuonun ucnoiv3yemcs Kaxk NepeudHbvlil Mapkep 6 OOnbluHCmeEe
NPOSPAMM HEOHAMANbHO20 CKPUHUH2A. JJaHHble U3 PemMPOCNEKMUBHBIX KO2OPM NOKA3bI8AIOM, YN0
svlABIeHUe 2UNePMEeMUOHUHEMULU 8 KOMOUHAYUU C NOBbIULEHHBIM YPOBHEM 20MOYUCMEUHA NO36015em
c80egpeMeHHo OuazHocmuposams Kiaccudeckyrlo gopmy I'L]Y. Oounaxo uyecmeumenvHocms u
cneyuduUHOCmb MEMUOHUHA, KaKk ouomapkepa 015 ckpununea, hegvicoka (PPV 5-15%), 603moorcrbl
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KAK JIOJCHONOLONCUMENbHblE, MAK U JIOJCHOOMpUyamenvhsie pesyavmambl. Hoeoposcoennvim ¢
NOO03peHUeM HA 2OMOYUCMUHYPUIO, OOYCIOBNEHHYI0 HeOOCMAMOYHOCIbIO  YUCMAMUOHUH[-
cunmaszvl  (yposenv memuonuna >80 mrkmonv/n), Ooadcen Ovimb nposedern pemecm. Ilpu
NOOANCUMENTLHOM Pe3Yibmame pemecma HeoOX00UmMo onpeoeienus yposHs 001ue20 20MOYUCmeuna
(tHcy) 6 kpoeu. Ecau xonyemnmpayus tHcy npesviuwaem nopmanvhoe sHauenue (>11 mxmonv/n),
OUACHO3 20MOYUCTUHYPUU MOdCem Oblmb NOOMEepi#cOeH Ha oOuoxumuueckom ypogue. Crnedyem
8bI36AMb  CeMblo Ol NPOGEOEHUs MeOUKO-2eHeMUYecKo20 KOHCYIbMUPOBAHUS, HA3HAYEHUS
mepanuu, ocyujecmensemcs ezamue oopasyos Kposu O0as npoeedenus J[HK-ouacnocmuxu 6

pegepenc-yenmpe

Hoesopooicoennvim ¢ nooospenuem Ha 2oMOYUCTMUHYPUIO, 00YCI08IEHHYIO HEOOCHMAMOYHOCMbIO
Memuienmempazuoo@orampedykmasvl (Vpo8eHb MEMUOHUHA MeHbule 7 MKMOJIL/T), O0AdCeH Oblmb
npogeder pemecm. IIpu nonosxcumenbHom pe3yiomame pemecma HeoOXo0UMo onpeoeneHusl ypoeHs
obuezo ecomoyucmeuna (tHcy) 6 kposu. Ecau konyenmpayus tHcy npesviuiaem HopmanvHoe
3Hauenue (>11 MKMON®/1), OUACHO3 20MOYUCMUHYPUU MOdicem Oblmb NOOMBEPHCOeH Ha
OuoOXUMU4YeCcKoM ypoeHe, HO mpedyemcs OONOIHUMENbHOE NOOMBEePAHCOeHUe OUACHOC3A Memooamu
JHK-ananusa.

o PexoMeH/10BaHO TMalMeHTaM C TMOJO03PCHHEM Ha TOMOIMCTUHYPHIO KOJIMYECTBEHHOE
onpenencane MetnonnHa (KoMIUleKCHOE ompeesieHHe KOHICHTPAIllMd Ha aMHUHOKHCIOTHI M
AIMJIKAPHUTHHBI B KPOBH METOJOM TaHJEMHOW MAacC-CIIEKTPOMETPHH), OOIIero M CBOOOIHOTO
roMoIucTerHa B Kpou U Moue (MccnenoBanue ypoBHsS TOMOIMCTEMHA B KpoBH, VcciienoBaHue
AMHUHOKHCIIOT ¥ MeTaboiutoB B Moue/ KomriekcHoe ompenenieHre COJepyKaHHs OpraHuYeCKUX
kucimor B Moue/KOMIUIEKC WCCIeIOBaHU# Uil JHArHOCTHKH OPTaHWYECKUX aIlMIypuil) Uis
JTUATHOCTHKHU KJjaccuueckoil romouuctunypuu u gedpumura MTHFR u muddepennmansHoit
JUArHOCTHKU C JpyrMMHM (opMaMH  HAacCJEICTBEHHBIX 3a00JIEBaHUM, COMPOBOKIAOIINXCS
romorcturypueii [100].
YpoBeHb yoenuTebHOCTH pekoMeH1auuii — C, ypoBeHb J0CTOBEPHOCTH /I0KA3aTeIbCTB — 5
Kommenrapum: ona kraccuueckou I'L]Y xapakmepnvi nogviuienue yposHs MEMUOHUHA 8 Cbl8OPOMKe
KPOBU U 20MOYUCTEUHA 8 Cbl8OPOMKE KPOBU U MOYE, CHUNCEHUE YUCTNUHA 8 CbLBOPOMKE KPOBU U MOYe
(ITpunoorcenue A3.5). Baswcno, umo konyenmpayusi 2comoyucmeuna 6 kposu (Mccnedosanue ypoems
20MOYUCMEUHA 8 KPOBLL) O0JICHA Obimb onpedeieHa y nayueHma, He noayuarwe2o #nupudokcun™*
(6 mom yucne 8 cocmage NOAUSUMAMUHOB) MUHUMYM 6 meueHue 08yx Hedelb. Mmetomcs 0anmbvie o
HeobXooumMocmu y — HeKOmopvlX nayuenmos 0olee ONUMENbHO20 Nepuooa  UCKIIOYEHUs
#nupuookcuna®*: 1-2 mecaya.

Jna MTHFR xapakxmepeH 8bicOKUl YPOBEHb 20MOYUCEUHA, CHUNCEHHbIU UIU HOPMATbHbIU

VpO8eHb MEeMmUOHUHA, HOPMANbHLIUL YPOBeHb MEMUIMANIOH060U Kuciomel. Yposenv tHCY obwiuno
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cocmasnsiem™> 50, no 6 Oonvuuncmee cayuaes> 100 mrmonvl 1y HereueHvlx nayueHmos c
paccmpoticmseamu pememunuposarus [47-50].

Obviuno tHcy uszmepsitom Xxpomamozpaguueckumu U UMMYHOpEPMEHMHbIMU  MEMOOaMU.
Xpomamoepaguueckue memoovi 6onee cneyu@uumvi, uYem UMMYHOpepMeHmHubie, U 00bIYHO
couemaiomesi ¢ oOHapydiceHuem manoemuol macc-cnekmpomempuu (MC / MC), umo noszsonsem
00HOBPEMEHHO Onpedeisimb Opyaue COeOUHeHUsl, NPedCmasiaiowue unmepec 01 OUASHOCMUKU U
Habooenuss 3a  smumu  3abonesanusimu, Hanpumep Met, yucmeun[51] wnu, 6o3modicHo,
yucmamuonun [52,53].

s 3abopa kposu na tHey nooxoosm pasnuunsie npooupku (34TA, eenapunuzuposas, yumpamuas,
npooupku 0ns 2enesozo cenapamopa). Oonako obpaszyvl Kposu ciedyem yenmpughy2uposams 6
meyenue 1 waca unu XpaHums 8 X0100HOM COCMOAHUU 00 yenmpugyeuposanus (<6 yacos). I[locie
yoanenus Kiemok kposu tHcy ocmaemcs cmabunvuvim 6 meuenue Heckovkux Hedeab npu +4 ° C u
6 meueHue Heckovbkux aem nocie zamopaxcusanusi[51]. Ceoboouwiti comoyucmun 6 niazme uiu
Moue, UBMEPEHHbLL C HOMOWbIO MPAOUYUOHHOU UOHOOOMEHHOU Xpomamozpaguu, — Modicem
0Cmasamvcsi HeonpeoensemMviM 0adice npu HAIUduU 3HAYUmMenbHo noevluiennozo tHcy 6 niasme

[54,55]. Takorce ne cnedyem usmepsimo c600600HbBIU 20MOYUCMEUH MECMO 00WE20 2OMOYUCEUHA.

o PexomenaoBaHo BceM NaleHTaM ¢ BBICOKUM ypoBHeM tHcy B kpoBu 1 Moue (10J103peHHe
Ha TOMOILIMCTHHYPHIO) HCCIIeJJOBaHME YpoBHs BUTaMuHa B12 (1imanokoOanamMuHa) B KpOBM AJIs
muddepeHIanTbpHOM TUarHOCTHKY [5,73].

YpoBensb y0enuTeabHOCTH pekoMeHaauii — C, ypoBeHb JOCTOBEPHOCTH /I0KA3aTeIbCTB — 5

. PexomenaoBaHo BceM MalMeHTaM C KIMHHYECKUMU W/UIU OMOXMMUYECKUMU MPU3HAKAMU
kiaccuueckoit 'Y nposenenue ananusa rena CBS s moarsepxaenus nuarsosa [56].

YpoBeHb yoeauTeabHOCTH pekoMeHaanuii — C, ypoBeHb J0CTOBEPHOCTH 10KA3aTeJIbCTB — 5
KommenTapuu: [loomeepoicoarouias OuacHoCmuka modicem Obimb GbINOJHEHA KAK ¢ NOMOUbIO
NpPAMO20 A8MOMAMUYECKO20 CEeKBEHUPOBAHUS, MAK U C NOMOWbIO MACCOB020 NAPAILIENbHO20
cexeenuposanust (NGS). Onpeodenenue mymayuii 6 cene CBS saoicro 0nst noomeepocoenust ouachosa,
ahhexmuernoco  MeoUKo-eeHemuuecKko20 KOHCYIbMUPOBAHUS U NPOSHO3UPOBAHUS  MANCECTU
meyenust 6one3Hu.

. PexomMeHn0BaHO BceM MAIMEHTaM C KIMHHYECKUMU W/UIU OMOXUMHUYECKUMU MPU3HAKAMH
nedunura MTHFR mpoBenenue ananusa rena MTHFR mis noarBepskaeHus quarHosa [9].

YpoBenb yoeaurebHOCTH pekoMeHaanuii — C, ypoBeHb I0CTOBEPHOCTH 10KA3aTeJbCTB — 5
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KommenTapuu: cenemuueckoe mecmuposanue na oepuyum MTFHR credyem unmepnpemupogams
C 0CMOPOIACHOCMBIO, NOCKONILKY 8 dMOM 2eHe CYyujecmsayem MHONCeCMB0 8APUAHMO8, KOMOpble He
ceszanwl ¢ T'I]Y. Tax naubonee uzyuennwiii mepmonabunvuoiil eapuanm c.677C> T ¢ MTHFR, ne
OMeemcmeeHen 3d CepbesHble HAPYUWEHUs DeMemUIUPO8anus, U MOAbKO 6 KOMOUHayuu ¢
MAACENLIMU NAMOLEHHBIMU BAPUAHMAMU MONHCEM NPUBOOUMb K aeckoll popme L]V .

. Pexomenayercs BceM NalMeHTaM, Y KOTOPBIX HE MOATBEPKACH IUaruo3 kinaccuyeckoi ['T[Y
nmn nepunmra MTHFR B ciiydae BeIsiBIIeHHs BEICOKOTO ypoBHs tHCY B KpOoBH HcclieI0BaTh YPOBEHb
METUJIMAJIOHOBOM KHUCJIOTHI B MOYE, alUIKApHUTHHOB B KpoBHu (KomruiekcHoe ormpezaerneHue
KOHIIGHTPAllMd Ha aMUHOKHUCIOTHl W AIMJIKAPHUTUHBI B KPOBU METOJIOM TaHAEMHOM Macc-
cnektpomerpun), (MccinenoBanrne aMUHOKUCIOT U METabOIUTOB B Moue), MccaenoBanue ypoBHs
BuTamrHa B12 (imaHoko06anaMuH) B KPOBH Iepe]] HAYaIoOM TepaIluy C 1eNbio auddepeHnaIbHOn
JMArHOCTHKY C ApyrumMu (popMamu runepromonuctruaemu [9] .

e YpoBeHb yoenuTeibHOCTH pekoMeHanuii — C, ypoBeHb 10CTOBEPHOCTH 10KA3aTeIbCTB — 5

. PexoMeH10BaHO TTAIIMEHTAM C TOATBEP kK ACHHOH Kiaccuueckoi ['IY u nepururom MTHFR
uccieopanne ypoBHsi (BuramuHa B9) ¢donmeBoil KHCIOTBI B CBIBOPOTKE KpPOBH, a TaKKe
UCClieIoBaHME ypOBHA BUTaMHMHa B2 (umaHOKOOanaMMH) B KPOBHM C LEJBIO OLIEHKH HaTU4Ms
neduiTa 1 onpeaeneHus MoKa3aHWi K Ha3HAYCHHUIO JTaHHBIX BUTaMHHOB [5,9,57].

YpoBeHb yoenureqbHocTH pekoMenanuii — C, ypoBeHb 10CTOBEPHOCTH I0KA3aTEIbCTB — 5

. Pexomennyercst namuentam c kiaccuueckod 'Y um nepunura MTHFR mposenenue
OOmero (KIMHUYECKOT0) aHajlu3a KPOBHU pPAa3BEPHYTOro, aHAJINW3a KPOBH OHOXMMHUYECKOTO
obmerepaneBTrueckoro (MccnenoBanue ypoBHS MOYEBHMHBI B KpoBH, lcciemoBaHue YpOBHS
KpeaTHHHHA B KpoBH; McciemoBanue ypoBHS aibOymMHHa B KpoBH), lccremoBaHue ypOBHS
(beppuTHHA B KPOBH JUTSI OLIEHKH HYTPUTHBHOTO cTatyca [5,9] .

YpoBeHb yoenuTeJbHOCTH pekoMeHauuii — C, ypoBeHb J0CTOBEPHOCTH /I0KA3aTeIbCTB — 5
KoMMeHTapum: dannbix no depuyumy pasiuiHulX MUKpOHYmpueHmos npu kiaccudeckou I'L]Y nem,
O00HAKO CUUMAEMCs, Ymo OHU MOo2ym Oblmb AHANO2UYHbLL nayuenmam ¢ @enurkemonypueti. Ilo
pe3yrbmamam npoeooOUmcst KOppeKyus Ouemal.

o PexomennoBano mnaunumentam ¢ kiaccuueckod 'Y  wu gepuumra MTHFR
oTpesieieHne/uccaeIoBaHUe YPOBHS OOIIEro KaJbIUsl, MOHU3UPOBAHHOTO KalbIUs B KPOBH,
MCCJIEIOBAaHNE YPOBHSI HEOpraHudeckoro ¢gocdopa B KpOBH, OOIIETO MarHusi B CHIBOPOTKE KPOBH,

ompeeseHue akTUBHOCTH IIEJI0YHOM docdaTasbl B KpOBH, UccienoBanne ypoBHs 25-OH Burammunaa
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I B xpoBu, HccrnenoBanue YpOBHS MapaTHPEOMTHOTO TOPMOHA B KPOBH C IIETBIO OICHKU
MeTaboJIM3Ma KaJIbIUs 1 KOHTPOJISE OCTEONIEHUH B CBSI3H C OBBIIICHHBIM PUCKOM OCTeonopo3a [5,9].
YpoBenb yoeauTeabHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — 5)

. PexoMeHI10BaHO HCCIICIOBAHKE/ONMPEIEICHUE MPOTPOMOMHOBOTO (TPOMOOTUIACTUHOBOTO)
BPEMCHH B KPOBU WJIM B IUIa3Me, OMPEACIICHUE MEKIYHAPOTHOTO HOPMAIIM30BAHHOTO OTHOIICHUS
(MHQO) pacuyeTHbIM METOOM, AKTHBHPOBAHHOTO YACTHYHOI'O TPOMOOILIACTHHOBOIO BPEMEHH,
UCCIIeIOBaHHE YPOBHS (puOpWHOTeHa B KPOBH, HCCIICIOBAaHUE/ONpEesieHue KOHIeHTpanuu Jl-
JIMMepa B KPOBHU KOJMUYECTBEHHOE [IJIsI MOHUTOPUHTA CKPHHHHTOBBIX MTOKa3aresei remoctasa [58,59].

YpoBeHb yoeauTebHOCTH pekoMeHaanuii — C, ypoBeHb I0CTOBEPHOCTH 10KA3aTeJbCTB — 5

2.4 NHCTpYMeEHTAJIbHbIE THATHOCTHYECKHE MCCAET0BAHUA

PexomMeHa0BaHO BceM IIallMEHTaM C KIMHAYECKMMH U J'Ia60paTOpHBIMI/I IIpU3HaKaMH Fuy
IMPOBCACHUC peHTFeHOI‘pa(bI/II/I HOpﬂ)KCHHOfI JaCTu KOCTHOI'O CKCJICTa OJd BBIABICHHA CKCIICTHBIX

anomanuii [4,13].
YpoBenn yoeaureabHOCTH pekoMenaanuii — C, ypoBeHb 10CTOBEPHOCTH 10Ka3aTeJILCTB — 4

KommenTapuu: raubonee uacmo uccinedyiomcs mpybuamsie KOCMU, KOJEHHble CYCmassl,
no3eonounux (Penmeenoepaghus eepxmeii koneunocmu, Penmeenocpagus nudicHell KoneuHocmu,
Penmeenoepagpuss  konennoco cycmasea, Penmeenocpagus wetinoco omoena NO360HOYHUKA,
Peumeenoecpagus wetino-oopcanvrnoeo omoena nozeonounuxka, Penmeenoepagus epyonozo omoena
no3eonounuxa,  Pewmeenocpagus — epyonoeo  u  nosachuuHo2o  omoend  NO360HOYHUKA,
Penmeenoepagpuss  nosicnuunoco omoena nossonounuxa, Pewmeenocpagus nosichuunoco u
Kpecmyo8020 omoeia no360Ho4HUKA, Penmeenozpagus no360HOUHUKA, CheyUalbHble UCCIe008aHUs
u npoexyuu, Penmeenocpagusn noszeonounuxa ¢ @ymkyuonarbHulmu npobamu, Penmeenocpaghus

NO360HOYHUKA, 8€meKClJZbHCl}Z)

o PexoMeH10BaHO TIpOBEICHUE PEHTTEHOJCHCUTOMETPUU MAIMEHTaM C KIWHUYECKUMHU M
OMOXMMHUYECKUMU NpU3HaKamMu Kiaccudecko I'L[Y HaumHas ¢ moapocTKOBOTo Bo3pacra (paHee —
0 TIOKa3aHUSAM, IPU HATMYUH YaCTBIX MEPEJIOMOB KOCTEH) C IeNbI0 CBOEBPEMEHHOM JHAarHOCTUKH
CHIDKCHUSI MUHEPAIIbHOM IUIOTHOCTH KOCTEH M TIPOBEACHUS KOppeKiuu teparnuu [5,22,60,61].

YpoBeHb yoenuTebHOCTH pekoMeHauuii — C, ypoBeHb J0CTOBEPHOCTH /10Ka3aTeIbCTB —4

KommenTapmii: uccredosanue npogooumcs 6 cpednem 00ur pas 6 3-5 jem ¢ NOOPOCHKOBO20

so3pacma (00blUHO He uauje 00H020 paza 8 2 200a)
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. PexoMeH10BaHO BceM TNAIMEHTaM C KIMHWUYECKUMU M OWOXMMUYECKUMH TMPU3HAKAMU
Kiaccuyeckod romonuctuHypun ¥ MTHFR npu Hanuuuum HEBpPOJIOTMYECKOW CHUMIITOMATHKU
npoBeJieHue MarHuTHO-pe30HaHCHON TOMOTpaduu roJIOBHOIO MO3Ta ¢ KOHTPACTUPOBAHUEM H/WIIH
KommbioTepHold Tomorpadguu TOJIOBHOTO MO3ra C BHYTPHUBEHHBIM KOHTPACTHPOBAHHEM,
KomnbroTepHO-TOMOTpadndecKoil aHruorpaduu COCYI0B rOJIOBHOTO MO3Ta U I IS TUarHOCTUKA
COCYIUCTBIX aHOMAJIHi, TPOMO030B, HHCY/I6TOB[5,59,63,64] .

YpoBeHb yoeauTeJbHOCTH pekoMeHaanuii — C, ypoBeHb 10CTOBEPHOCTH /I0KA3aTeJbLCTB — 4
KommenTapuii: 6 npoyecce Ounamuueckozo HaOM0O0eHUs UCCLe008anue HnposoOUmMcs no
NOKA3AHUAM (NpU NOABNEHUU HEBPOJIO2ULECKUX CUMNIMOMOS).

Ilpu Heobxooumocmu 0151 nPoBedeHUst UCCIe00B8AHUSL NPUMEHSEMCSA HAPKO3.

PexoMeHI0BaHO BCeM TAIMEHTAM C KJIMHUYECKUMH W OMOXMMHYECKUMH IpPH3HAKAMHU
kiaccnueckod ['IIY ¢ nenpro ompeneneHus CepAedHO-COCYIMCTBIX HapyleHud Perucrtpanus
AIIEKTPOKAPAUOTPAMMBI U 3X0Kapauorpaduu [21].

YpoBeHnsb yoeauTeabHOCTH pekoMenaanuii — C, ypoBeHb JO0CTOBEPHOCTH A0KAa3aTeNbCTB — 4
KoMmMmeHnTapuu: ucciedosanus Heob6x00umMo nposooums npu OuacHOCmuKe u, npu HeobxoouMocmi,
8 npoyecce OUHAMUYECKO20 HADIOOeHUs, 8 M. 4., NPU PA36UMUL UHCYIbMO8 U uHgapkmos. Yacmoma

onpeoensiemcs UHOUBUOYATbHO.

. PexomeHnaoBaHo BceM MalMeHTaM ¢ KIMHUYECKUMH M OMoXUMHUUYecKuMuU npusHakamu 'Y
npoBefeHre O(QTaIbMOCKONNHM, W3MEPEHUs BHYTPUIJIA3HOTO JaBJICHUs, MpHeM (0CMOTp,
KOHCYJIbTaIlMsl) Bpada-o(ranbMosiora Juisi JUarHOCTUKU AKTOMUM, CYOIIOKCAlMK (MM JIFOKCALMH)
xpycranuka npu kinaccuueckodt 'Y u apyrux HapymeHwilt QyHKIMHM 3peHUs NpU AePUIUTE
MTHFR [9,67,68].

YpoBeHb yoeauTeabHOCTH pekoMeHaanuii — C, ypoBeHb 10CTOBEPHOCTH A0KAa3aTeNbCTB — 4

KomMmenTapuu: g npoyecce ounamuueckozo Habarooenus — He pedice 1 pasa 6 200.

o PexoMeHn10BaHO TIpoBeneHUE 3JIEKTpodHIedanorpadpuu MalueHTaM ¢ KIMHUYECKUMH U
OouoxuMuueckuMu npusHakamu kinaccudeckoit ['LlY u ¢ pepummrom MTHFR npu Hamuuuum wnm
MOJO3PEHNH HA HAJMYUE CYIOPOKHOTO CHHAPOMA C IEJIbI0 JIUATHOCTUKA W  KOHTPOJIS
POTUBOCYIOPOKHOM Tepamuw [5,9] .

YpoBeHb yoenuTeJbHOCTH pekoMeHiauuii — C, ypoBeHb J0CTOBEPHOCTH /I0KA3aTeIbCTB — 5
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KomMmeHnTapuu: 6 npoyecce ounamuyecko2o Habawoenus — He pexce 1 paza 6 200. Ilo oanHvim
JUmMepamypwvl ayuuie npogooums 31eKmposHyepanrocpagduio ¢ 6u0eoOMOHUMOPUHEOM C BKIIOYEHUEM

CHA.

o PexoMeHI0BAHO BcEeM MALMEHTaM C KIMHUYECKUMHM M OMOXMMHUYECKMMHU IpPU3HAKAMU
kinaccudyeckoit 'Y u MTHFR mpoBeaenue ynbTpa3ByKOBOrO MCCIEIOBaHUS OPraHOB OPIOIIHON
HOJOCTH (KOMIUIEKCHOE) JUIsl BBISBJICHUS/UCKIIOUEHHS] IATOJOTMM IEYEHU U IOAXKEIyI0YHON
xenesnl [69-71] .

YpoBeHb yoeauTeJbHOCTH pekoMeHaanuii — C, ypoBeHb 10CTOBEPHOCTH /I0KA3aTeJIbCTB — 4

. PexoMeH10BaHO BceM TNAIMCHTaM C KIMHHYECKUMH M OMOXUMHUYECKHUMH IPU3HAKAMU
KJIACCUYECKOH TOMOIMCTHHYPUHM TIPOBEJCHHE YIBTPAa3BYKOBOIO HCCIICAOBAaHUS IOYEK JUIs
BBISIBIICHHS/MCKITIOUEHHS natosoruu [71,72] .

YpoBeHb yoenuTeIbHOCTH pekoMeHaanuii — C, ypoBeHb I0CTOBEPHOCTH /10KA3aTEIbCTB — 4

2.5 UHble ITMarHocTH4YecKue uCCJae10BaAHNSA

2.5.1 /luaznocmuueckuii mecm c #nupudokcunom™*

. PexoMeH/10BaHO TPOBEJCHUE TecTa C HMUPUAOKCHHOM™* (BUTamMuH Bs) mammeHTam c
MOJTBEPK/ICHHBIM JHAaTrHO30M KJIACCHYECKass TOMOLMCTHHYpPHUS BCJEICTBHE HEIOCTATOYHOCTH
(epmeHTa UCTaTHOH-P-CHHTA3bI [5].

YpoBeHb yoeauTebHOCTH pekoMeHanuii — C, ypoBeHb JOCTOBEPHOCTH /I0KA3aTeIbCTB — 5

o Kommenrapmii: 3aoaua mecma ougpghepenyuposamv 06a ¢henomunuueckux eapuanma
Kaaccuueckou comoyucmunypuu: Be-uyscmeumenvrozo u Be-pezucmenmnozo[73].

Tecm He mpogooumcs 6 kamabonuueckom cocmosinuu. Ileped mauarom mecma Ha ¢oue
00bIuHOU Ouemsl Oe3 ocpanuyenuss Oerka npu omcymcmeuu oepuyuma Goauesol Kuciomol u
sumamuna B2 08ykpamno onpedensitom cooepaicanue cOMOYUCMUHA, 2OMOYUCTEUHA U MEMUOHUHA
6 kposu, 3amem nayuenmy oaiom 10me/ke/cym #nupudoxcuna™* nepopanoro (MunumanvHas 0o3a
100 me/cym, maxcumanvras — 500 me/cym) u yepes 1 nedenro no8mMopsaOm uzmeperue KOHYeHmpayuu
VKA3aHHBIX ~ Memaboaumos comoyucmeuna. Omeem — cyumaemcs NOLONCUMENbHBIM, — eClu
OmMeuaemcs CHUNCeHUe YPOBHA UCCIeOYeMbIX MAPKEPO8 20MOYUucmeuna 00 yposusa <50mMmons/m.
Ecnu omeem ompuyamenvbHulil, mepanuio npoooxHcarom, 6Ho8b NPOBOOUMCI UCCIe008aHUe YPOBHS
ecomoyucmeura depesz 2 Hedeiu, a npu OMpuyameiIbHOM omeeme ewe pas - yepes 6 neoenv. Eciu

YPO6€EHb coMoyucmeuHa 6 Kpoeu CHuUualcaemcs 60]166, yem Ha 20%, HO npu 3mom COXpaHsAemcs
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>50mmonv/n  — HeobX00uMo  paccmompemb — OONOJNHUMENbHOE JledyeHue  (Ouema  u/uiu
CReYUAnU3UPOBAHHBII NPOOYKM OUEeMmU4ecKoeo ieuebnoco numanus ¢ bemaurnom). Eciu yposens
20MOYUCMEUHA 8 KPOBU CHUICaemcsi menee, yem Ha 20%, nayuenm ne omeeuaem Ha #nupuookcun™*
u ghopma 3abonesanus cuumaemcst Be-pesucmenmmuoti [5]

YV Hoeopodcoenuvix Oemetl, OUACHOCMUPOBAHHLIX C NOMOWbLIO HEOHAMANbHO20 CKPUHUH2d, NPU
nposedeHuu mecma ¢ Hnupuookcunom™* nyuwe ucnorvb3o6amv OMHOCUMENbHO BbICOKYIO 003)
npenapama (100 me/cym) 6 meuenue bonee kopomkozo nepuoda (2 neoenu) [5] oonaxo umeromes
coobwjenus, umo 0Oonee NPeOnoOUMUMENbHbIM ABNAEMCcs NoCmeneHHoe yeenudenue 0o03vl. 10
me/xe/cym 6 nepgvle 4 Ons, 20 me/ke/cym 6 nociedyiowue 4 Ons, makcumanvho 40 me/ke/cym ¢ 9 no
12 Onu 6 ces3u ¢ mem, Umo 803MOIICHBL NPOSAGIEHUSL PAOOOMUOIUZA U PECHUPAMOPHBIX HAPYULEHULL
[74].

Aneopumm  onpedenenus yy8CmMEUmMENbHOCMU K  #nupuookcumy™** npedcmasnen 6

Tpunooscenuu b3.

2.5.2 Koncynomauyuu, gedenue u Had1i00enue cCneyuaiucmos

. Pexomenayercst uisi HaOMIOJEHUS NALMEHTOB C YCTaHOBIEHHBIM jauarHo3oMm [I[Y
OPUMEHATh MYJIbTUIUCUUIUIMHAPHBIM MOJAX0A B BUAY TOrO, YTO 3a00JIEBaHUE XapaKTepU3yeTCs
NOpa)k€HUeM MHOTHUX OpraHOB M CHUCTeM, TpeOyeT KOMIUIEKCHOM Tepamuu, YTO JUKTYeT

HEOOXOJUMOCTh COBMECTHOTO BEJEHHUS MallMeHTa CIEUHUaIUCTaMU  pa3HbIX  poduieit

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

YpoBeHb yoenuTebHOCTH pekoMeHauuii — C, ypoBeHb J0CTOBEPHOCTH /I0KA3aTeIbCTB — 5
KomMmeHTapuii: nokasauvl nepsuunvie u noemopuvie npuem (0CMOmp, KOHCYIbMAayus) epaya-
2eHemuKda, 8paia-oghmanbmoozd, 8paia-Hespoiozd, 8pava-ouemonoed, 6paia-2emamonoed, pada-
0emcKo20 OHKOI02A-2eMamoiod, 6paia-Kkapouonoed, 6pada-0emcko2o Kapouonoed, epada-
Mpasmamonoza-opmoneod, epava-we@ponoaa, epava-neduampa/spaia-mepanesma/spaia oouell
NPAKmuKu (cemelno2o 8paua), 6pavya-ncuxuampd, MeOUYUHCKO20 NCUX002d, 6paya-aKyuepa-
CUHEKOJI02a, A MaKice epayell Opy2ux cneyuaibHocmell NAYUeHmam ¢ 20MOYUCMUHypuetl, UMerwum
HapyuieHus (pyHKYuil COOmeemcmayiouux OpeaHo8 u CUCeM.

Aumponomempuro u uzmepenue apmepuaibHO20 0AleHUs Ha nepugeputeckux apmepusx ciedyem
NPOBOOUMb HA KANCOOM npueme.

Oyenka negponocuieckoco cmamyca — e pexce 1 paza 6 200.

Oyenxa unmennekmyanvho2o pazeumust (Hanpumep, mecmoi 1Q) — munumym 1 paz 6 5 nem na
NPOMSAACEHUU NEPUOOA Oemcmad.
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3. JleueHne, BKJIKOYAsA MEIMKAMEHTO3HYI0O H HEMEANKAMEHTO3HYI0 TEPANIUH,

TUETOTEPANNI0, 00€300JIMBAHNE, MEIUIIHHCKHAE MMOKA3ZAHNSA U

IIPOTUBONOKA3AHUA K IIDUMCHCHHNIO METOA0B JICHCHUSA

3.1 KouncepBaTuBHOE JieUeHHE

Cmpamezus nevenus I'L]Y 3a6ucum om npupoovi memaboiuyeckoeo 010K, 6bl36a8UE20
3abonesanue.

IpunyunuanbHoim momenmom 6 Jeuenue kiaccudeckou LY sensemcsa onpeoenenue
Yy8CmMeUmMenbHoCmu K #nupuookcuny™* (cm. noopazoen 2.5).

Aneopumm newenus Hogopocoennvix ¢ I'L]Y npeocmasnen 6 [lpunoscenuu b4.

3.1.1 Tepanusa #nupuooxcunom**

. PexomennoBana tepanus #nupupokcuHom** (ButamuH Be) Bcem manmentam c¢ I'ILLY c
YYBCTBUTEIBHOCTBIO K #IMUPUIOKCUHY** 111 HOpMaU3aIii MeTaboJIMYeCKUX MPOIECCOB B J03€,
oOecrieunBarolei meiaeBoi ypoBeHb tHey minazmel <50 MKMOJIB/1T T0KU3HEHHO. OOBIYHO JCTSAM U
B3pOCJIBIM TpenapaT Ha3Hayaercst B 1o3e 710 10 Mr/kr/cyr., cneayer nzberars 103 Boime 500 Mr/cyTt
[5]. Hdo3bl BapbHPYIOT B 3aBUCHMOCTH OT YYBCTBUTEIBHOCTU K #IUPUAOKCHHY**: cTapTOBas j103a
CoOCTaBIIseT, B cpeiHeM, 100 mr/cyt ¢ nanpHelmmM yBearnueHreM 10 500-1000 mr/cyt. J{o3bl, BbILIE,
yeM 1000 Mr/cyTt He cieayeT MPUMEHSTh BCIEICTBHE YIPO3bl Pa3BUTHs CEHCOPHOW HeWpomaTHu.
[90].

YpoBeHb yoenuTebHOCTH pekoMeHaauuii — C, ypoBeHb J0CTOBEPHOCTH /I0KA3aTeIbCTB — 5
Kommenrapuii: 015 nayuenmog ¢ Be-uyscmeumenvroimu gpopmamu 20MOYUCMUHYpUU 003a
npenapama paeHa momy MUHUMAIbHOMY Koaudecmey #Hnupuooxcuna**, xomopoe npouzsooum
MAKCUManbHvle OuoXuMuyeckutl 3¢gexkm, m.e. cnocoocmeyem 3HAYUMENbHOMY CHUNCEHUIO
KOHYEHmpayuti 20MOYUCMeuHa 6 Kposu, 4mo 0as 0Ooavuwuncmea cocmaeisiem nopsaoka 200
me/cymku, y nayuenmos ¢ p.P49L, p.1278T — 10-40 me. Ilayuenmam ¢ wacmuyHvlM Omeemom Ha
#nupuooxcun™*. #nupudoxcun™* naznauaemcs 6 6oee 8bICOKUX 003AX, KPOME MO20, HAZHAYAemCs
oononHumenvuas mepanus (bemaun uw/unu ouema). Cnedyem umemdv 6 6uUdy, UYMO HpuUem
NOBbLULEHHBIX 003 #nupuookcuna™* moocem umems noboyHoe Oeticmaue 8 gude nepughepuyecKkoll
Heliponamuu, pabooMUoIU3A UNU ANHOI, NOIMoMmy #nupudokcun** ciedyem npumensims moivKo noo

KOHmpoJsiem epada.
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Baoicno, umo mnadenyst u 0emu 0OUWKOIbHO20 603PACMA He OOJIHCHbL OUMENbHO NOAY4amy Ooee
300 me #nupudoxcuna™** ¢ cymku 6o usbedcanue nobouHvIX 3PheKkmos, Hanpumep, ObiIXamenabHblxX
Ppaccmpoucms, KOmopbule ucue3aom nocie NpeKpaweruss npuema #nupuookcuna™™>.

C 0cob01l 0cmMopoICHOCMbIO UCNOIB308AMb Y HOBOPOICOCHHBIX 003bl #nupudokcuna™* evie 200
Me/cym u paccuumviéams 003y HA 8ec meid, eciu 9mMo 803mModcHo[14].

#llupuooxcun™* maxoce modxcem Ovlmb HA3HAYEH nayueHmam ¢ B6-pesucmenmmuotl ¢opmoii,
00v1uno 6 0o3zax 100-200 me 6 Oenwv (ecmov danuvie 0 nayuenmax, noayuarowux 500-1000 me 6 Oenv)
[4].

3.1.2 luemomepanus

o PexoMenaoBaHa HU3KOOENTKOBas JUETa C MCKIIOYCHHEM METHOHWHA BCEM IAIIMCHTaM C
KJIACCHYECKOH TOMOIMCTHHYpHEH, cBa3aHHOW ¢ nedextom CBS ¢ nHemomneiM oTBeTOM Ha
H#oupugoKCUH**, a TakyKe OONBIIMHCTBY MAllMEHTOB, HE OTBEYAIOIUX HA MPHEM #IUPUTOKCUHA™** ¢
IENBI0  HOpMallM3alik  METa0OJNIMYeCKUX  mpoieccoB. Jluera  JOMKHA — MPOAOIDKATHCS
noxu3HeHuo[5,73,77].

YpoBeHb yoeauTeabHOCTH pekoMeHaanuii — C, ypoBeHb I0CTOBEPHOCTH 10KA3aTeJIbCTB — 5
Kommenrapuii: Juema mooicem ucnonwv308amvcs aubo Kak eOUHCMBEHHOe JeueHue, aubo Kax
O0ONONHUMENbHAS mepanus emecme ¢ #nupudokcunom™* u/unu cneyuanuzupo8aHubiM npoOyKmMom
Oouemuuecko2o neuebno2o numanus ¢ bemaurom [46].

Juemuueckoe neuenue 3aKn0O4UAEMCcs 8 CHUMCEHUU NOMPeONeHUs. MeMUOHUHA 34 cdem
ocpanuyenuss nompebienus OerKa HamypaibHblX npooyKkmos. s moeo, umoodwvl npedomepamums
0eK0B8O-9HEP2eMUUECKYI0  HeOOCMAMOYHOCMb, HAZHAYAIOMCS CReYUATUSUPOBAHHBIE NPOOYKNIbL
NUMAHUs HA OCHO8E CUHMEMUYeCKUX aMUHOKUCIOm 6e3 MemuoHuHda, HO o0bocaujeHHble
AMUHOKUCTIOMOU  YUCMeUH, KOomopas Ol NAYUeHMO8 ¢ 2OMOYUCUHYpUel 8 YCI08USX
Heoocmamounocmu (pepmenma ChS cmanosumes nezamenumotl.

Konuuecmso nuwyesoco memuonuna paccuumsi8aemcs OUemosio2om u obecnevusaemcs 3d
cuem HAMYPATbHLIX PACUMENTbHbLIX NPOOYKMO8 U CHEeYUATbHbIX HUKOOENKO8bIX NPOOYKMOS,
KOHMPOIUPYEMcsi nymem Onpeoeienuus KOHYeHmpayuu 20MOYUCMeUHda U MemuoHUuHa  niasme.

Ilpu  Ha3nauenuu  Ouemomepanuu  NAYUEHMAM C  2OMOYUCMUHYpuel  cledyem
OpUEHMUPOBAMbCSL HA NOOOEPIHCANUE HOPMATLHBIX YPOSHEU MEMUOHUHA U YUCTeUHa U obecneyeHuu
MUHUMATILHO20 YPOBHS 20MOYUCMEUHA 6 Niame Kposu. Y nayueHmos, He Omeeuarnwjux Ha
#nupuookcun™*, mapeemmuuiii yposensb obujeco comoyucmeuna 0oJxicen cocmasnsimes He 6onee 100

MK.MOJZb/JZ, m.K. UMEHHO npu nmdaxKom 3HAYEeHUU PUCK pA36UMUA IHCUSHEYCPOHCAOUUX mpOM60306’
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munumanen. Coomeemcmeayiowue peghepenchvie YPOSHU COOEPHCAHUS YKAZAHHBIX AMUHOKUCTIOM
npuseoenvt 8 Ilpunodicenuu A3.6.

Hcmounuxom memuoHuna 6 Oueme nayueHmog - oemeti [-20 200a JHCU3HU ABNAOMCH
JHCEHCKOe MONOKO U/UNU CYXas adanmupoBanHas MOJOYHASL CMeCh O BCKAPMIAUBAHUA Oemell C
pooicoenusi. C 6 mecayes 6 0ONOIHEHUE K SMOMY - NPOOYKMbl NPUKOPMA HA (PPYKMOBOL, 080WHOU U
31aK0801U (0e3MONIOUHOL) OCHOBe, V NAYUEHMO8 cmapuie 200d — NPOOVKMbL 0ObIUHO2O DAYUOHA
(ogowu, Gpykmoul, 8 02PAHUYEHHBIX KOIUYECMBAX 371aKosvie). HcmouHukom OONOTHUMENbHBIX
KOIUYeCms Yyucmeuna 6 payuone nayueHmoe A6asaemcs Cneyuaiu3uposanublii NpoOyKm Ha OCHO8e
cmecu Kpucmaniudeckux L-amunokuciom, He colepicawyuii MemuoHUHA. Dmom e NpooyKm
A67151emcsi 0ONOJIHUMENbHBIM UCTNOYHUKOM 00We20 6eIKo8020 a30ma U He3aMeHUMbIX AMUHOKUCTIOM.
Heuyum sHepeemuueckou yeHHOCMU PAYUOHA MONCEM NOKPbIBAMbCA Y NAYUEHMO8 cmapuie 200a
3a cyém UCNONb308AHUSA CNEYUATUSUPOBAHHBIX HU3KOOEIKOBbIX NPOOYKMO8 HA OCHO8E KpAxmand,
AHCUPOB U 000ABIEHHO20 caxapa.

Ilpu pacuéme cocmasa payuona nayuenmos ciedyem YYumvléams OPUESHMUPOBOUHDbLE
nompeoHocmu 8 yucmeune U MemuoHUHe y NAYUEHMO8 20MOYUCMUHYPUEU DPA3HbIX 603PACHO8
(ITpunoorcenuss A3.7, A3.8). Cneyuanuzupsanmvie npooykmovl HA OCHOB8e AMUHOKUCIOM 0e3
Memuonuna, 3apecucmpuposannvie 6 Poccuiickou ®edepayuu u ux Xumuueckuu cocmas

npeocmasnenvt  [lpunosicenuu A3.7.

. He pexomenayercss mpu nebpunure MTHFR HasHaueHue aueTroTepanuu BCIEICTBHE
orcytcTBus ee adpdextuBHocTH [9].

YpoBeHb yoenuTeqbHOCTH pekoMeHaanuii —C, ypoBeHb 10CTOBEPHOCTH A0KA3aTeJbCTB —5

3.1.3 Hnoe koncepsamugHoe ieuenue

° PexomengoBano nanuentam ¢ kiaccuyeckor 'Y mpu HEBO3MOKHOCTH 1OCTUYB 1ETEBOTO
YPOBHSI TOMOIIMCTEMHA BCJIEACTBHE OTCYTCTBHUS/HEIOCTATOYHOCTH OTBETa Ha HIUPUIOKCHH™**
Ha3HA4YCHHE CIEIUATM3UPOBAHHOTO MPOIYKTa JUETHYECKOTO JIEYeOHOro MUTaHUs ¢ OETanHOM Kak
JOTIONTHEHWE K JUETOTEpaliud, 4YTO OO0ECTeUMBaeT albTePHATHBHBIA IMYyTh PEMETUIUPOBAHUS U
CIocoOCTBYeT MpeoOpa3oBaHUI0 HM30BITKA TOMOIMCTEMHA B METHOHHMH, YTO MOXET ITOMOYb
NPE0TBPATUTH Pa3BUTHE OCIOXKHEHUH, 0c00OeHHO Tpom003[4,5,46,73,78,88].

YpoBeHb yoenuTeJbHOCTH pekoMeHauuii — C, ypoBeHb J0CTOBEPHOCTH /I0KA3aTeIbCTB — 5
KommenTtapmii: hemaun (N, N, N-mpumemuneruyun) oopazyemcs 8 opeaHuzme u3 XOaUHd U 8
HeOObWUX KOIuYecmeax npucymcmeyem 6 o00bluHOM payuoHe. bemaun maxoce Mmoocem

delicmeosams KaK XUMUYEeCKUU WanepoH U UCnpasisims 4acmuyHylo Henpasuivhslii ponroune benxka
27



CBS. bemaun cnuscaem KoHyeHmpayuio niasmeHHo20 20MOYUCMEURA 3a cuem e20 NPeodpazo6aHUs:
6 MEeMmuUOHUH, HO NOBbIULAEM KOHYESHMPAYU0 MemuoHuna 6 niasme. Cneyuanuzupoganuviii npOOyKm
Ouemu4ecko2o 1e4edHo20 NUManus ¢ 6emauHom, Kak npasuio, HA3HAYAm 0emsam 8 Ha4aabHOU 003e
50 me/ke 2 p/cym, u yeeruuusarom na 5S0me/xe 6 nedenio. Ilosvluenue 003vl 00 yposus boaee 150-200
Mme/ke/cym 00bluHO HeyenecoobpaszHo. Y demetl cmapuie 3 1em Uy 83pOCiblX npumensemcs 003a 32
x 2p/cym. V nayuenmos ¢ Be-pe3ucmeHmuvimu opmamu 20 MOYUCMUHYPUU OMMEYEHO CHUIICEHUE
COO0epIcanuss  20Moyucmeuna 6 niazme Kposu HA (QOoHe OONOIHUMENbHO20 HA3HAYEHUS.
CReYUAIU3UPOBAHHO20 NPOOYKMA OUEMUYecKo2o leyeOHo2o numanus ¢ bemaurom. OOmum u3
B03MOJICHBIX NOOOUHBIX IPPEKMO8 Cneyuarusupo8aHHO20 NPOOYKMA OUEMUHECKO20 1e4eOHO20
nuUmMaHus ¢ GemauHom A6semcs nosigleHue «pvloHo2o 3anaxay om moyu u meaa. Ilpu cHudcenuu
003bl 3aNax, KaK npasuio ucyesaem.

° PexomengoBaHo nanueHTam C neUuIuTOM MTHFR paHHEe Ha3HaueHUEe
CIEIUAIM3UPOBAHHOTO MPOJIYKTA JUCTHUECKOTO JieueOHoro nmutanus ¢ 6erannom netsm 100-250
mr/kr/cytku u 5-20 TpaMM B J€Hb JJIsI B3POCHBIX C IEIbI0 MPOQUIAKTHKH HEBPOJOTMYECKUX
nposisienuii [9,46,88].

YpoBeHb yoenuTebHOCTH pekoMenauuii — C, ypoBeHb J0CTOBEPHOCTH /I0KA3aTeIbCTB — 5
KomMmeHnTapuu: nasnavenue cneyuanusupo8anio2o npooykma OUemudecko2o 1e4ebHo2o numanus
¢ bemauHom 00 NOABLEHUS HEBPOLOSULECKUX CUMNIMOMO8 NO380JIAeN YIYYUUmMb UCX00 3a001e8aHUs
U npedomepamume majceivle e20 NPosiGleHUs.

o PexomennoBano npu kiaccudyeckoit dopme I'LlY Haznauenuwe #QonmeBoil KucIOTHI*™*
MEPOPATBHO B JI03€ 5 MT' B CYTKH, C IIeNIbI0 CHM)KEHHUSI YPOBHS TOMOIIMCTEHHA W TIPEIOTBPALICHHUS
Tpom60308B [5,73,89].

YpoBeHb yoenuTebHOCTH pekoMeHaanuii — C, ypoBeHb JOCTOBEPHOCTH /I0KA3aTeIbCTB — 5
Kommenrapuii: #gonuesas kucroma** cnocobna marxoce onmumusupoeams npeepaujeHue
2OMOYUCMEUHA 8 MEMUOHUH, NOMO2asl MAKUM 00paA30M YMEHbULUMb KOHYEHMPAYUIo 20MOYUCMeUuna
6 naasme.

. PexomennoBano mnpu kiaccuueckoil ¢opme I'lY ¢ Hu3kuM ypoBHeM BuTamuHa Bi2
(unaHokobanamMuHa) B KpOBH HazHaueHUE NpenapatoB rpymnmsl «Butamun Bi2 (imanokobanaMuH u
€ro aHaJoru)» - KOHIEHTpauuu BuTamMuHa Biz (uMaHokoOamaMuHA) C TENbI0 KOPPEKIUU
JNeQUIIMTHOTO COCTOSIHUS M ONITUMU3AIMK MeTabou3Ma romolucrenta [5,73].

YpoBenb yoeaureabHOCTH pekoMeHaauuii — C, ypoBeHb I0CTOBEPHOCTH 10KA3aTeJbCTB — 5
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KommenTapmii: npenapamsi epynnet « Bumamun B12 (yuanoxobaramun u e2o ananoeu)» cnocooHvl
MaKaice ONMUMU3UPOBAMsb NPesPaUeHUe 2OMOYUCMEUHA 8 MEMUOHUH, NOMO2dsi MAKUM 00pazom
VMEHbUUMb KOHYESHMPAYUI0 20MOYUCMEUHA 8 Nida3me.

e PexkoMeHI0BaHO paccCMOTPETh HAa3HAYCHUE AHTHTPOMOOTHYECKOW TEparuu MaIMEeHTaM C
KJIACCUYECKOM TOMOLIMCTUHYPUEH C HENOCTAaTOYHBIM KOHTpPOJIEM 3a00JIEBaHUSA WU C
COCYAHMCTBIMU OCIIO)KHCHUSIMH B aHAMHE3€ C IEbI0 BTOPUYHOW MPOPUIAKTHKU JAHHBIX
cocrostauii [5,59, 63, 99] .

YpoBeHb yOeauTeabHOCTH pekoMenaanuii — C, ypoBeHb 10CTOBEPHOCTH 10KA3aTeJIbCTB
-4
KommenTapum: ¢ coomeemcmeuu ¢ pekomenoayuamu no mpomoogunuu. Ob6bIuHO HA3HAYAIOMCA
npenapamut epynnol BOLAC Anmuacpecanmet kpome cenapuna (caiuyunosas Kucioma u ee
NPOU3B00HbLE, AHMUACPESAHMbl KPOME 2ENAPUHA, NPSMble UHSUOUMopsl pakmopa Xa, uHeubumopwvl
azpezayuu mpomooyumos (UCKIoUas 2enapur) 6 KOMOUHAYUSIX).
Hayuenmam, y KOMOpPLIX 6 aHAMHE3e OMMEYAIOMCS BEHO3HbIE MPOMOO3bl, MO2ym Oblmb

paccmompenvbl ARma2oOHUCmbl BUNMAMUHA K

e PexkoMeH10BaHO HA3HAYECHHUE TEPANIUH, HAIIPABICHHON HAa KOPPEKIMIO HAPYLIEHUH KOCTHON
MUHEpaIN3ali1 MAUEHTaM C KIIACCUUE€CKOW TOMOLIMCTUHYPHUEN NIPU CHIXKEHUHT
MHUHEpaJIbHOM TUIOTHOCTH KOCTEH ¢ JieueOHoit nenpio [5,22,71,91].

YpoBenb yoeaurebHOCTH pekoMeHaanuii — C, ypoBeHb 10CTOBEPHOCTH /I0KA3aTeJbCTB — 4
KommeHnTapuu: ¢ coomsemcemeuu ¢ pekomenoayusmu no 0Cmeonopo3y U CHUNCEHUIO MUHEPATbHOU

niomuocmu Kocmetl

o PexoMeH10BaHO Tpu TPHCOCIMHEHUM HWHTEPKYPPEHTHBIX HWHQEKIMA mNalueHTaMm ¢
KJIACCUYECKOH TOMOLMCTUHYPHUEH MpOJOKaTh HA3HAYCHHYI0 II0 OCHOBHOMY 3a00JI€BaHHIO
JICKAPCTBCHHYIO U TUCTUYCCKYIO TCpAIllUI0, a TaK¥XKC n30erath ACruJipaTaiivii U I/IMM06I/IJ'II/133HI/II/I C
ETbIO MPEJOTBPAIIECHHS TPOMOOIMOOITMIECKUX OCTIOKHEHHH [5] .

YpoBeHb yoenuTebHOCTH pekoMeHauuii — C, ypoBeHb J0CTOBEPHOCTH /I0KA3aTeIbCTB — 5
KommenTrapum: nayuenmam, nonyuarowum Ouemomepanuio  npu  OAUMENTbHO — MeKyWux
UHMEPKYPPEHMHbIX  3a0071e6aHUAX,  MOdcem  nompebosamvcsi  0Oonee  4acmulii  KOHMPOTb
Memabonuyeckux nokasameretl.

Yawe om ocnodcnHeHull npu UHMeEPKyPPEeHMHbIX UHGEKYUusax cmpaoaiom nayueHmsl O0emcKo2o

eozpacma.
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o He pexomenayercss TpUMEHEHHWE TPUPOJHBIX M IOTYCHHTCTHUYECKUX OICTPOTCHOB
(3cTporeHcosepKalMx ~KOHTPAICNITUBOB) MalMeHTKaM ¢ kiaccudyeckoir [IIY ¢ menbio
KOHTPAIICTIIIHK B CBSI3H C MOBBIIICHHEM PUCKa TPOMOO30B MPH UX MPUMEHeHUH [5] .

YpoBeHb yoeauTeabHOCTH pekoMeHaanuii — C, ypoBeHb J0CTOBEPHOCTH 10KA3aTeJIbCTB — 5
KommenTapmii: sma pexomenoayus coxpausiemcs ¢ 70-x e 20 cmonemus, koeoa 0anHas epynna
npenapamos codepaicana bonee 8blCOKUe KOHYeHmpayuu 3cmpozenos. bezonacnocmo cospementvix

J1eKapCcmeeHHblx Cp€dC7’I’l6y nayueHmaoe c Kaaccu4eckotl eomouucmtupueﬁ He U3y4andcs.

3.1.4 Beoenue 6epemennocmu y nayueHmoK ¢ 20MOUYUCMUHypue

Bo epemsa bepemennocmu, pooos u 0cobeHHO 8 NOCIepoO0s8ol Nepuod NOBLIUAENICS
8EPOSIMHOCMb PA3BUMUL MPOMOO308 Y NAYUEHMOK ¢ Kiaccudeckou comoyucmunypuei u MTHFR.

Hmeromes dannvle 00 ygeruyeHuu KOHYEHMPAayuu 2OMOYUCEUHA 68 KPOBU HeCMOmps Ha
npo6ooUMOe NledeHue y NayueHmoK ¢ KI1ACCUYeCKOU 2OMOYUCMUHYpUell 8 NOCIEPOO08OM NEPUOOe B0
8peMst UHBOJIIOYUU MAMKU.

Hem uccrnedosanuti no onmumanibHOMy CPOKY HAZHAYEHUsL U OTUMENTbHOCIU AHMUKOAZYISIHMHOU
mepanuu y nayueHmox ¢ OMOYUCMUHYPUEU, 8 CEA3U C YeM NPUMEHAIOMCA oduue nooxoowvl OJis
nayuenmos ¢ mpomooguauetl.

o PexomeHoBaHa OCpEMEHHBIM TIAIMEHTKAM C KIACCHYECKOW TOMOIMCTHHYpHUEH U
nepunutoMm MTHFR anTukoarynsHTHas Tepanust HauMHasi ¢ TPETHETO TPUMECTpPA (UIIU PACCMOTPETH
Ha3HAUYCHHUE C Havaja OEpeMEHHOCTH TAIlMEHTKaM C JIOTIOJHUTEIBHBIMU (DaKTOpaMH pPUCKA WU
TpoMOO3aMH B aHAMHE3€) U TIPOJI0JDKATh KAK MUHUMYM 6 HeJlesb TI0CIIe POJIOB C IEIIbI0 JICUCHHS U
npoduiakTuku Tpom060308 [4,5,44] .

YpoBenb yoeautrebHOCTH pekoMeHaauuii — C, ypoBeHb 10CTOBEPHOCTH /I0KA3aTeJbLCTB — 4
Kommenrapuii: B Hacmosiwee epemsi Hem uccie0o8anull no ONMUMAIbHOMY 8PEMEHU CMmapma
AHMUMPOKOALYIAHMHOU Mepanuy Uiy cnocody ee npogedeHus, ciedyem npuoepHCU8amvcs 0OUUx
pexomenoayull no mpomooguuu.

Ipu knaccuueckoii 20MOYUCTMUHYPUU OOLIYHO HAZHAYAIOMCS NPEenapamvl epYnnsl 2enapund
(HU3KOMONEKYIsPHbIE 2enaputbl) unu ecenapun Hampus**(5000 Eo x2plon [92]) unu npenapam
2PYNNbL CATUYUTIO8AA KUCTOMA U ee NPOU3BOOHbIe 8 HU3KUX 003ax. B nociepodosom nepuode modxrcem
HazHauamovcs sapgapun™** (8 0osze 00 docmudiceHus NOJIHO20 AHMUKOARYTAHMHO20 3¢hdhekma ¢
yenvio evenus u npogunaxmuxu mpom6osos)[4, 5, 92] .

Ilpu MTHFR makowce nasnauaromes npenapamsl epynnel cenapuHa (HU3KOMOIEKYIAPHbLE

2enapumbl) Ui npenapam epynnvl CAIUYUI08dAs KUCIOMA U ee npousgoonvle [44,79].
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o PexomennoBano peryisipHoe lccrnenoBanue ypoBHsS GuOpHHOreHa B KPOBH OEpEMEHHBIM
MAlMEHTKaM C KJIACCMYECKOW TOMOLUCTUHYPHEH MpH HEJIOCTAaTOYHOM KOHTpOJe 3a00JieBaHUS C
LENbI0 CBOEBPEMEHHOM KOPPEKUMU aHTHUKOAryJsLUOHHOW Tepanmud U MPeAoTBpALLECHUSI
TPOMOOTHYECKHUX OCIIOXKHEHUIA [5] .

YpoBenb yoeaureJbHOCTH pekoMeHaanuii — C, ypoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB — 5
KommenTapuu: nayuenmrxam ¢ MTHFR maxoice modicem nompeb06amuvcsi OAHHOU UCCIe008aHUe 6
COOMBEMCMBUU C PEKOMEHOAYUAMU NO MPOMOOdunuu

. PexomengoBano nanueHTkam ¢ kjaccuueckon 'Y, nmonmyyarommMm — Tepanuo
H#OUPUIOKCUHOM™* BO BpeMsi OepeMEHHOCTH MPOJ0JDKATh JAaHHOE JICYCHHE C LIETIbI0 MOIePKaAHUS
IICJIEBOTO YPOBHS TOMOIIMCTEHHA B KPOBU U, COOTBETCTBCHHO, MPEAYIPEKICHHsI OCIOKHEHU# [4,5,
92,93, 94, 95].

YpoBeHns yoeauTeabHOCTH pekoMeHaanuii — C, ypoBeHb J0CTOBEPHOCTH 10KA3aTeIbCTB — 5
KomMenTapuu: 0o3wul noobuparomes unousuoyaivHo u cocmasisaom, & cpeonem, 100-250 me/cym:
no umerowumcs coooweruim - om 50 me/cym 0o 200 me x 3p/on.

o PexoMeH10BaHO TalMEHTKaM C KJIACCHMYECKOH TOMOIMCTUHYpUEH, U TMalHUeHTKaM C
nepunutom MTHFR, momywarommm cnenuain3upoBaHHBIA MPOIYKT AUETHUYECKOTO JIeueOHOro
NMUTaHUS C OETamHOM, NPOJOJDKUATH JAaHHYI0 TEpPalui0 BO BpeMs OEPEMEHHOCTH C IEJbIO
MOJJIepKaHUsl LEIEBOr0 YPOBHS T'OMOIMCTEMHAa B KPOBU M, COOTBETCTBEHHO, MPEIYHPEKICHUS
ocnoxxuenutit [4,5,80].

YpoBenb yoeaurebHOCTH pekoMeHaanuii — C, ypoBeHb 10CTOBEPHOCTH /I0KA3aTeJbLCTB — 4
KommenTapmii: umeromcs dannvie o 6e30nacHocmu npuMeHeHus: Cneyuaiu3upo8aHHo2o npooyKkma
ouemuyeckozo 1e4ebH020 NUManus ¢ DemauHom 80 8pems bepemMeHHOCmU.

. PexomengoBaHo OepeMeHHBIM TManMeHTKaM ¢ kiaccudeckodt ['IY, mnomywaromumm
PECTPUKTUBHYIO JAHETY, 0oJiee YacToe MPOBEJAeHHE KOHTPOJIS MOHUTOPUPYEMBIX Ha (DOHE TaHHOTO
JiedeHus ToKasaresiei B KpoBu (cM. pasnen «JlabopaTopHble THAarHOCTUYECKHE HCCISIOBAHUN)) C
[EJTBIO TPEIYPEKICHUS HYTPUTUBHON HEJOCTATOYHOCTH M 00ECTICUEHUSI IOJTHOIIEHHOTO Pa3BUTHS
wiona [4,5] .

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

L4 PexoMeHa0BaHO YBCINYCHUC yHOTpC6HCHI/I${ METHOHMHA IaIlUEHTKAM C KJIACCHYECKOM
I‘OMOLIPICTPIHprICﬁ BO BpEMA 6CpeMCHHOCTI/I Ha (I)OHG THIATCIIBHOT'O KOHTPOJISI MOHHUTOPUPYCMBIX

Ipy TOMOLMCTUHYPUH W JUETOTEpanuu IoKas3areiaeil B KpoBu (cM. pazaen «Jlaboparophbie
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JTUATHOCTHYECKHUE HCCIIECIOBAHUI») C IENbI0 00ECTICUeHHs MOJHOIICHHOTO Pa3BUTHS TUIOJA, TOCHEe
POIOB BO30OHOBUTH PECTPUKTHBHYIO AUETY B MPExKHEM 00beme [5].

YpoBeHb yoeauTeJbHOCTH pekoMeHaanuii — C, ypoBeHb I0CTOBEPHOCTH 10KA3aTeJbCTB — 5
KommeHnTapum: nocie poooeé nompebOienue Memuonuna ciedyem CHU3UMb 00 YVPOBH:, He
npesviuiaueco maxogou 0o bepemennocmu. Ilpu smom credyem obecneuums nompeoOHOCMU 8
benke, pexomendyemvie BO3 / ®AO / YOOH (World Health Organization/Food and Agriculture)
Organization of the United Nations/United Nations University) ¢ nepuoo raxkmayuu: oononnumenvro
20 2 6enka 6 Oenv, uepes 6 mecsayes - donoarHumenvHo 12,5 2 6 denv. Hexomopwie u3z Hux Heooxooumo
6600umb 6 Guoe cmecell, He COO0ePHCAWUX MEMUOHUH, NOO KOHMPONLEM OUOXUMUUECKO20
MOHUMOpUH2A, — NPOBOOUMO20  NpU  2oMOyucmuHypuu  (cm.  pazoen  «JlabopamopHvie
ouazHocmuyecKue Uccied08aHusny).

. PexomengoBano BceM OepemeHHBIM ¢ Kiaccudeckod 'Y m nmedpurmmurom MTHFR ¢
nedunutoM (ponreBo KUcIoThl U BUTaMuHa B12 npuem donueBoil kucnoter** (kak muumym 400
MKT), TIpH 1eUITe BUTAMIHA B12 - JONMOTHUTENBHOE BBEACHUE TIperiapaTa Tpynnsl BUTaMuH B12
(mMaHOKOOATaMUH M €r0 aHAJIOTH) C IETbI0 KOPPEKIMU HEIOCTATOYHOCTH JAaHHBIX BHTAMHUHOB
(onmeBoil KUCIOTHI — JOMOJIHUTENBHO C LENbI0 MPOGUIAKTHKU J1e()EeKTOB Pa3BUTHUS HEPBHOMN
TpyOKu y mioza). [5,80,96].

YpoBenb yoeautreJbHOCTH pekoMeHaanuii — C, ypoBeHb 10CTOBEPHOCTH /10KA3aTeJbCTB — 4

KommenTapum: y psoa bepemennuix nayueHmox ¢ KiacCuueckou 20MOYUCMUHYpuel Moxcem, Kpome

moeo, 0OHapyHcUBamMvCsl depuyum Opy2ux 6UMaAmMuHos, a maxdce yumuka, cearena [5,80] .

3.2 Xupypruuyeckoe Je4eHue

Heobxooumocms — xupypeuueckoeo neuenus (IKCMPAaKyus XpyCMAiuka O0OHO-  UU
08YCMOPOHHSS) onpedesiemcs 8paiomM-0QhmaibMONI02OM.

Ilpu cobnrodenuu coomeemcmayruux aHecme3uo102udeckux mep npedoCcmopoONCHOCMU U
COBPEMEHHBIX MUKPOXUPYPSUHECKUX MemOoO08 PUCKU, CBA3AHHble C XUPYPSUYECKUM JleYyeHUuem
2NA3HBIX OCNIONCHEHUL comoyucmunypuu, crudxcaromes. Credyem paccmompems 803MONCHOCHIb
XUpypeuuecko2o jeueHusl, 0COOEHHO 6 CIYUAsX NOSMOPHO20 8bl8UXA XPYCMAIUKA 8 NePeOHIN0 Kamepy
UMY 21AYKOMbL U3 3pauKkoso2o Onoka. Eciu 6vibpan KOHCep8amugHbulil, Hexupypeuieckuti nooxoo,
9MUX NAYUEHMO8 HeOOXO0OUMO MUAMeNbHO HADII00amb Ha npeoMem NOSMOPHLIX INU30008 8bleUXA

xpycmanuka [19] .
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o PexomengoBano 1npu 0(TaIbMOJOTHYECKUX OINEpalusX OTJaBaTh MPEANOYTEHUE
UCIIOJIb30BAHUIO MECTHOM aHECTe3WW Y MalMeHTOB 0€3 MEHTAIbHBIX HApPYIICHUW, YYHTHIBas
00COOEHHOCTH aHECTE3HOJIOTMYECKOro Mmocolus, 0OYCIOBICHHBIE PUCKOM TPOMOOIMOOTUUECKHIX
OCIIO’)KHEHUH mpu ob1eM Hapkosze. [lanreHTaM ¢ MEHTaIbHBIMU HApPYIICHUSMU WU MPH JPYTUX
XUPYPrUYeCKUX BMEIIATEILCTBAX PEKOMEHIYeTCs NpoBeAcHHE OOIIell aHecTe3uu (TOTalbHAs
BHYTPHUBCHHAs aHECTE3Ms1, MHTAJIIIMOHHBIN HapKo3 (Hampumep, ceBodurypan**)[4,5,59,81, 97] .

YpoBeHb yoeauTeJbHOCTH pekoMeHaanuii — C, ypoBeHb I0CTOBEPHOCTH 10KA3aTeJbCTB — 5

KommenTapuu: [lpumenenue pecuoHanvbHuix Memo0o8 axecme3uu (IMUOYyparvbHol, CHUHATLHOLL)
CONnposodcOaemcsi NOBbIUEHUEM PUCKA MPOMOOIMOOIUYECKUX OCLONCHEHUL, 00YCl081eHHbIX
CUMNAMUYecKuM O10KOM, nepughepuiecKum cocyoucmviM cmazom Ha YPO8He MUKPOYUPKYIAYUU.

Ueﬂfl]l/lu AHeCcme3uUoI02U4ecK020 nocooUst O0JIHCHbL ObIMb !

o n000epIHCAHUE B8bICOKO2O CEPOCYHO20 8b1OPOCA U A0EKBAMHO20 8PEMEHU YUPKYIAYUU
Kposi,

o npedomsepaujeHue mpomooImMooIul,

¢ CHUDICEHUe — nepughepuyeckoco  coCyoOUuCmoz20  CONPOMUGIEHUS U YIyYldeHUe

nepugepuyeckoii nepgysuu;
o npedomepaujenue 0ecuopamayu U 2UNO2AUKeMuu,

@) 6blcmpoe 60CCMAHOBIEHUE nayuerma U paHHsisd 6EPMUKATUIAYUA.

B npeoonepayuonnom nepuooe neobxooumo nposooums.

1. Aoexsammoe neyenue u ouemomepanuro 01 ROOOEPAHCAHUS HUZKO20 YPOBHA MEMUOHUHA,

2. [llpu nnanuposaHuu Xupypeuueckux emeuamenbcms 0053amenvbHoe UMepeHue YpPOGHs.
VDOBHS 20MOYUCMUHA/2OMOYUCMEUHA 8 CbIBOPOMKE KPOBU. DMu 3HAUEHUs QO0IHCHbL OblMb
<45-50 mxmonv/n, Mak Kak Npu NOBLIUEHHBIX VKA3AHHLIX NOKA3AMENSIX HAPKO3 U
onepamusHvle MeuamenbCmed NPOMuUEONOKA3AHbL.

3. Tlayuenm oondicen HAXOOUMbCA NOO HAOIIOOEHUEM 6paAua-2eMamooza/8paid-0emcKo2o
OHKOI02A-2eMAmOI02d.

4. MoHumopuHne CKpUHUHZO8bIX NOKA3amenell 2eMoCmasd: NPompoMoOUHo8oe, mpomouHosoe,
AKMUBUPOBAHHOE YACMUYHOEe MPOMOONIACMUHOB0€e apems, ubpurozen, /[-oumep, udbpun
— MOHOMep.

5. AOexseamuyro npeoonepayuoHHyo 2uopamayuio (npumeHenue UuH@Y3UOHHOU mepanuu 6
oowvéme 1,5 uzuonoeuueckou nompeonocmu: 1:1 pacmeop dexcmposvr™* 5% u pacmeop
nampusi xaopuoa** 0,9%) ¢ monumopuposanuem 6o1eMuneckol Hazpy3Ku 0OWEnPUHIMbIMU

Memooamu 60  uzbexcanue eunepeuopamayuu. Ilpogurakmuxy — euneproazynayuu
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Ha3HauyeHuem  NPeOnoYMUmenbHoO  NpoBOOUMb  NPEenapamamu  cpynnel  2enapuna
(Huzkomonekynsapuole 2enapumnsvl). OOHAKO 8 Hacmosiujee 6pemsi OKOHUAMETbHbIX
peKomeHOayuil no NPUMEHeHUr) OAHHbIX JIeKAPCMBEHHbIX NPenapamos y NayueHmos c
comoyucmunypuell neped onepayuei Hem. Heobxooumocmv 6 ux npumeHenuu ciedyem
onpedensmov  unousudyarvio. Taxoce ¢ yervio npoghunakmuxu mpomb0o308 ciedyem

HazHavamv HOULeHUe KOMNPpeCCUOHHbLX Y)J10K.

B unmpaonepayuonnom nepuooe yenecooopazno nposooums ciedyrouue Meponpusimus.

1. Tloooepocanue cepoeunotl YyHKYUU ¢ 8bICOKUM CEPOEUHBIM BbLOPOCOM

2. Ilpumenenue  2nacmuyHbIX  OUHMOG  UAU  YYIOK OISl NPeOYNpedtcOeHus
nepughepuyeckoeo 3acmosi Kposu

3. Ipumenenue pacmeopog dexcmposol” 5% nononam ¢ pacmeopom Hampus X1opuoa™*
0,9% 0o mex nop, noka NAyueHm CMOMCem HPUHUMAMb HCUOKOCb NEPOPANbHO C UYENblo
npeodynpedicOenUs 2Uno2iuKemuu (no0 KOHMpoaem, 60 uzbedcanue eunepeuopamayuiL)

4. Cnedyem wuzbecamv npumeneHus OuHumpozeHa oxcud**, max kax npu e2o
UCNONB308AHUU  BO3MOJICHO —NOBbIUEHUE VDOBHSL 2OMOYUCMEUHA 68 KpOosu 3d Cuem
UHUOUPOBAHUSL (hepMeHma MEMUOHUH-CUHMA3bL.

5. IIpomusonoxaszano npumenenue OnUOUOO8 (HAPKOMUUECKUX NPenapamos) u

aHecmemuKkos, 8bl3bl8AI0WUX YCHEMEHUE ObIxXaHus

B nocneonepayuonnom nepuode ciedyem npogooums.:
1. Monumopupoeanue cocmosinusi nayuenma 6 meyenue 48-72u na npeomem 603MONCHO2O
Pazeumusi mpomoOoIMOOIUYECKUX OCLONCHEHUL,
2. Bo3ModiCHO NOOKOJICHOE 68edenue npenapama 2pynnvl 2enapurd (HU3KOMOICKYISAPHO20
2enapuna) 00 mozo epemeHtl, Ko20a NAYUeHm CMONCem 6CMasams,
3. Monumopuposanue ypoeHsi 2110K03bl 8 KPOSU C Yelbl0 NPEOYRPENCOCHUS CUNOTUKEMULL,
4. Pannioio epmuxanuzayuio, npu 603MONCHOCHU,
5. Pewenue 0 Heo6x00umMocmu npoooadCeHUss NPUMEHEHUs. AHMUMPOMOOMUYECKUX CPedCms
(aumuroazynanmoe u anmuazpecanmog) ciedyem NPUHUMAMb COBMECMHO C XUPYPeOoM U
AHECME3UOTIO20M-PEAHUMAMON020M HA OCHOBAHUU OYEHKU PUCKA PA3GUMUSL KDOBOMEUEHUS.
BoszmooicHbie 0CodCHeHUs. nPU XUPYPSUYECKUX 6MEUUAmenbCmeax.
o Cnoumannas mpom60>3mMO01Us: KIUHUYECKUEe NPOSGICHUS 6 3A8UCUMOCU  OM

nopasiCeHHo2o0 opeaHa. Cepb€3HblMu OCJIOHCHERUAMU MO2cynl Obimb: ampoqbuﬂ 3pumeilbHo2co
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Hepea, 2eMunapes’, apmepudaibHdas 2UNepmeH3Uus 8Cledcmeue UHGapKma nouKku, naApyuaIbHsle

onunenmuiecKue NPUNAOKU U mpomo0oIMO0UsL 1e204HOU apmepuu.

o Tunoenuxemus — modxcem pazeumvcsi 8Cle0CMeUe HAPYUEHUs. CeKPeyuu UHCYIUHA Y
NAYUEHMO8 C 8bICOKUM YPOBHEM MEMUOHUHA 8 CblBOPOMKe KPOBU. JJaHHOe OCTIONCHEHUE MOdACEm
ObIMb NPedoMepPaAeHo OONOTHUMENLHBIM B8e0eHUEM 2IH0KO3bl 8 Nepuod, Ko20a NayueHm He
noayuaem nuuy)y.

Basicno ommemumu, umo ¢ Hacmosnwiee epems OMCynmcmeyiom opuyuaibHovle peKOMeHOAU U,
OCHOGAHHbBIE HA PAHOOMUSUPOGAHHBIX UCC/IC006AHUAX, NO NPOGEOCHUI0 00uell aHecmesuu y
nayuenmos c 2omouucmunypueit. Ilpeocmaenennvie 6vluie peKoMeHOAuuUU OCHOGAHBL HA
MENCOYHAPOOHOM ORbBIME OMOCbHBIX IKCHEPMO8 MO AHECHME3UONO0ZUU — PeAHUMAMOI02UU 6

oonacmu opghannuix do01e3Heil.

4. MenuuuHCcKass peadlWIUTalUsi W CAHATOPHO-KYPOPTHOE JiedyeHHe,
MeIUIUHCKNE TOKA3aHUS W MPOTHMBONOKA3aHWS K TNPHUMEHEHHI) MeTOI0B
MEIUIUHCKON peadWJIMTAMU, B TOM 4YMCJ€ OCHOBAHHBIX HA MCIOJb30BAHUH

NPUPOIHBIX JieUeOHbIX (PAKTOPOB

Peabunumayuonnvie meponpusmusi HaAnpaeiewvbl HA KOPPEKYUIO HAPYWEHUL 3PEeHUs,
KOCMHBIX Oehopmayuti, KapoOUuoBaACKYISAPHBIX HAPYULEHUIl, O8USAMENbHO20 U HEPEHO-NCUXUYECKO20
pazeumusl. Yuumovieas noaumop@OHOCMb KIUHUYECKUX NPOSGIEHUN U OCLONCHEHUU 3a00/e6aHus,
npoguib u 00vem peabuIUMayUOHHbIX MEPONPUSMULL OONIHCEH 3A8UCEmMb OM (YOopMbl U CmeneHu
Hapywenuss — (YHKYUOHUPOBAHUSL U O2PAHUYEHUL  JCUSHEOeSIMEeNbHOCMU U 300PO06bs
chopmynuposannvix 6 coomeemcemeuu ¢ MewrcOyHapoOHol Kiaccugurkayuy GYHKYUOHUPOSAHUS,
02PAHUYEHUTL HCUBHEOESMEIbHOCMU U 300P06bsi Oemell u noopocmros [82,83] .
. PexoMeH10BaHO TMalMeHTaM C TOMOIMCTUHYPHEW TIIOCIIE MEPEHECCHHOTO WHCYIIbTa
MIPOBOJIUTh PEAOMIIUTALIMOHHBIC MEPOIPHITHS COTJIACHO COOTBETCTBYIOIIMM PYKOBOJCTBAM IO
o0mmum mpuHimnam [84] .

YpoBeHb yoeauTeabHOCTH pekoMenaanuii — C, ypoBeHb 10CTOBEPHOCTH 10KA3aTeJIbCTB
-5

KoMmmenTapum: npumensiomcs Memoouku ¢ Yeiblo  YEeIudyeHus NoCmypaibHOl
CMAOUTLHOCIU U CUMMEMPUYHOCTIU OBUNCEHULl, HANPABIIEHHble HA MUHUMU3ayuio oegopmayuil
CYCmasos, co0elucmeue KOMMYHUKAYUU, KOCHUMUBHOU U COYUATbHOU A0anmayuu
. PexoMeH0BaHa KOHCYIbTAIlMsl M, MPH HEOOXOJMMOCTH, 3aHATHS C MEAMIIMHCKUAM

NICHXOJIOTOM TarueHTam ¢ kinaccudeckod 'Y m ux poauTensM/3aKOHHBIM HPEACTABUTENSIM  C
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LEIbI0 OKa3aHUs TMOMOIIM B MPUHATUM JIMArHO3a, MOAJEPKKHU IMPUBEPKEHHOCTH K TEparluu,
OKa3aHHs MOMOIIH ITPU TICHXOJIOTHYECKHUX MPpo0JIeMax, XapakTepHbIX st 3a0osieBanus [85].

YpoBeHb yoeauTeJbHOCTH pekoMeHaanuii — C, ypoBeHb I0CTOBEPHOCTH 10KA3aTeJbCTB — 5

5. IIpodpunakTuka U AMCNAHCEPHOEe HAOIIOIeHNEe, MEeIUIIUHCKHAE TIOKA3AHUS U

MPOTHBONOKA3aHUA K MIPUMEHEHUIO METOI0B NMPOPUIAKTUKHA
5.1 llpopuaakTuka

Ipogunaxmuueckue mepvl GKIOUAIOM MEOUKO-2EHEMUUECKOe KOHCYIbMUPOSarue U nposeoeHue

NPEHAmManbHOU OUACHOCIUKU 8 UHDOPMAMUBHBIX CeMbsX (eClU U38eCeH 2eHOMUNn npooanoa).

e PexoMeH10BaHa KOHCYJIbTAIMS Bpaya-TCHETHKA CEMbSIM C OTATOIIECHHBIM aHamMHe3oM 1o ['I[Y ¢
LENbI0 Pa3bsICHEHUM TE€HEeTMYECKOIo pHUCKA, OOCYKIEHHUS BO3MOXHOCTEH IIpeHaTaIbHOW H
NPEUMILIAHTAIIMOHHOM tuarHoctuku [4,86,87].

YpoBeHb yoenureqabHocTH pekoMenaanuii C (ypoBeHb I0CTOBEPHOCTH 10KA3aTeIbCTB —b).

KomMeHTapum: yuumsisas aymocoMHo-peyeccusuvili mun Haciedosanus ecex ¢gopm LY, ons

Kaxicool GepeMeHHOCMU PUCK POdNCOeHUsl pebeHKa ¢ OaHHbiM 3abonesanuem cocmasisiem 25%.

Ilpenamanvnas OuacHOCMUKA NPOBOOUMCS MOAEKYJIAPHO-2EHEMUUECKUMU Memooamu, nymem

uccneoosanusi JIHK, evloenenHou uz ouonmama 60pCuH XOPUOHA U/UTU KIeMOK AMHUOMUYECKOU

AHCUOKOCMU U/ U naooHou Kpoeu. Heobxooumo obcnedosanue pooumenell nayueHma ¢ yeivio

BbIABIIEHUSL 2eMePO3USOMHO20 HOCUMENbCMBA ¢ NOCAEOVIOWUM UCNOIb308AHUEM  Pe3YIbmamos

06cnedosanus npu NPoGedeHUU NPEeHaAmMalbHOU OUACHOCMUKY. YUumvleds 603MOACHOCTIU Mepanuu

3abo1esanusi ciedyem 0o6Ccyoums ¢ cembell 6ce pUCKU Npu NPosedeHUU NPeHamalbHol OUACHOCMUKU,

pasviacuums d¢ppexm om pannezo nawara mepanuu [5,9].

. PexomennoBano mamuentam ¢ ['L[Y, xak omHOro W3 BapHaHTOB HAapyIIEHHs OOMeHa

AMHHOKHCIIOT, TIPOBE/ICHHE BAKIIMHAIIMY BCEMH BAaKIIMHAMHU COTJIACHO HAIIMOHAIBHOMY KaJleHIapI0

npoQHUIAKTHIECKUX TPUBUBOK C IEJBIO0 MPEAOTBPAICHUS BaKIIMHOYIIPABIACMbIX HH(DEKIIUA U X

ocnoxxHenuit [98].

YpoBeHb yoenuTeJbHOCTH pekoMeHaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTEIbCTB —D)

KommenTapum: dannsix o nanuuuu y nayuenmos ¢ I'LlY neobviunvix peakyuti Ha 8aKyuHayuro Hem.

5.2 JAucnancepHoe Hab/K0IeHUE
Ipu xknaccuueckou I'l]Y vacmoma uccredosanuti 3a8ucum om msaxcecmu meyerust OOnNe3HuU
(Hanpumep, Hanuuue/omcymcmsue 3¢gexma om mepanuu H#nupuookcunom™*), nposodumotri
mepanuu, NPUEEPIHCEHHOCMU NAYUEeHMA K HAZHAYEHUAM 8payd, 803PACMA U HATUYUSL OCTIOHCHEHULL 8

anammuese (Hanpumep, mpomoosovi).
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o PexomeHg0oBaHO B mpolecce KOMIUIEKCHOrO JjieueHuss mnauueHtoB ¢ ['I[Y ocymecTBiaTh
KOHTPOJIb TIOKa3zaTesied oOmiero (KIMHWYECKOIro) aHaiu3a KPOBH Pa3BEPHYTOTo, oOmiero Oelka,
HccnenoBanue ypoBHs aqb0yMuHa B KPOBH, IPeaabOyMUH, INIIOKO3bI, HCCIIEAOBAHNE YPOBHS Kele3a
CHIBOPDOTKM  KpOBH  (CBIBOPOTOYHOTO  KeJje3a), aHaM3  KpOBH  OHMOXUMHYECKOTO
oOmierepaneBTHUECKOro (oueHKa (QyHKIuH mouek: McciemoBaHue ypoBHS MOYEBHHBI B KPOBH,
HccnenoBanue ypoBHsS KpeaTWHHHA B KpOBHU; olleHKa (yHKIuU nedyeHu: McciemoBanue ypoBHS
anbOymuHa B KpoBH), VccnenoBanue ypoBHsA (eppUTHHA B KPOBU JIA OLICHKH HYTPUTHBHOIO
craryca, GyHKIUU TIEUYEHH U MTOYEK, KOJTUIECTBEHHOTO ONPE/IeNICHHs YPOBHS aMUHOKHCIIOT B KPOBU
(KommuiekcHoe ompeneneHre KOHLEHTPAMM HAa aMHUHOKHCIOTHI M AlMJIKAPHUTHHBI B KpPOBH
METOJIOM TaHAEMHON Macc-CIIEKTPOMETPUH), YPOBHS TOMOILMCTEMHA B KPOBU JJsi OLEHKU
HYTPUTHBHOTO cTaTyca, QYHKIUH MeueHH U moyek [5,9]

YpoBeHb yoenuteabHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH /I0KA3aTEIbCTB — 5)
KoMMeHTapuu: oOwuil (KiuHuueckuil) anaiusz Kpoeu pazeepHymulii KOHMpoIupyemcs ve pexce 1
paza 6 200. Konmponuposams n1abopamophvle nokasamenu (20MOYUCMeuH, MEemuoHuH, 6 niazme
KPOBU) HeobXo0umo nposooums He pedice 1 pasa 6 200, codepoicanue sumamuna B12 u goruesoi
KUCTIOMbL 8 N1A3Me KPO8U ONpeoesiom no NoKa3anusam. Bapocivim nayuenmam ¢ noaHulM OMeemom
Ha #nupudoxkcun** yposeHv comoyucmeuna 8 Kpogu MOHUMOPUPYIOmM 00bIYHO Kadxcovle 6 mecayes,
demsam Ha Ouemomepanuu ¢ pe3ucmeHmuou gopmoi (b6e3 omeema Ha #Hnupuookcun**) -
uccneooanusi nposoosamcs yawe. Y nayuenmos ¢ Be-uyecmeumenvhnoti ¢popmou I'LlY, yenesoii
ypoeenw tHcy nuazmol donxcen bvimv <50 mxmonv/n. [lannvle 3nauenus 00bIYHO He 00CMUAIOMCA Y
NAYUeHmos8 ¢ HacmudHou Yy8CmMeUmelbHoCcmvlo K #nupuookcuny** Hmerowuecs nyoauxayuu
ceudemenbcmeyiom o mom, umo nayuenmam ¢ Be-pesucmenmnoi ¢gopmou ['L]Y credyem
cmpemumubcs noooepacusams yposeHv tHcy <100 mxmonv/n, max Kaxk 5mo ymeHbuiaem puck
mpomo0308.

Yposnuu memuonuna, amunoxuciom é kposu é pezyiomame JiedeHusi OOJIHCHbL ObIMb NPUOIUINCEHBL K
pegepencHbim 8o3pacmubim 3navenuam). Heoocmamounoe nompebienue benka A8151emcs NpUYUHoLl
3a0epoicku huzuueckoeo pazeumus u akpooepmamuma. Ilo pesyrbmamam npogooumcs KOppexkyus
ouemul. [lankpeamum siensemcs peokum ocroxcuernuem I'L]Y, noomomy Uccredosanue akmuenocmu
anva-amunazvl naHKpeamuueckou 8 Kposu, a maxaice Mccnedosanue akmusHocmu anb@a-amuiasvl
6 MOUe HYIHCHO NPOBOOUMb NO NOKAZAHUSM.

° PexomeHna0BaHo ompefeneHHe YpPOBHS OOINEro KaibIlHsi, MOHHU3HUPOBAHHOTO KAaJbIIH,

Heopranuueckoro ¢ochopa B KpoBH, OOIIETO MarHus B CHIBOPOTKE KPOBH, aKTHBHOCTbH IIETOYHOMN

37



doctarazer, HccnenoBanme ypoBHs 25-OH Burammna J[ B kpoBu, MccremoBanue ypoBHS
MapaTUpPeorTHOT0 rOpMOHa B KpoBH nanuentam ¢ 'Y — ¢ nenpio oneHku Metabonn3ma Kajlblus U
KOHTPOJIs ocTeonenuu [5,9].

YpoBeHnb yoenurensHocTu pekoMenaanuii C (ypoBeHb T10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
KomMmeHTapum: ucciedoganus npo8oosmcs exnce200Ho

° PexomenngoBano OmpeneneHue ypoBHsS BuTamMuHa Bl2 (mmaHokoOasiamMuH) B KpPOBH,
Hccnenosanue ypoBHs GosineBoit KucioTsl, MccnenoBanue ypoBHs peppUTHHA B KPOBU MallMEHTaM
¢ 'Y ¢ 1enbio OlleHKH HYTPUTHBHOT'O cTaTyca — exeroaHo [5,9].

YpoBeHnb yoenurensHocTu pekoMenaanuii C (ypoBeHb T10CTOBEPHOCTH J0KA3aTEIbCTB — 5)

o PexomennpoBano mnanuenram c¢ ['LIY wuccnenoBanue ypoBHS KpeaTMHHMHA B KpOBH,
HccnenoBanue ypoBHS MOYEBHMHBI B KpoBH, lMcciemoBaHue ypoOBHS MOYEBOW KHUCIOTHI B KPOBH,
UccnenoBanue ypoBHs 1ucratuHa C B kpoBu, lccrienoBaHue ypoBHS KajiblMsl B MOUE,
Hccnenoanue ypoBHs (ocdopa B moue, Onpenencaue 6enka B Mode, OnpenencHue arbOyMHHa B
Moue, OnpeaeneHue KoIu4yecTBa Oelka B CyTOYHON MOYE C IENbI0 OLEHKU OYEYHON (PYHKIIMH — HE
pexxe 1 pasza B roj, HauMHas ¢ 6-JIETHETO BO3pacTa WM paHee — MPHU HapyIHIeHUH (YHKIUH MOYEK.
HccnenoBanue pyHKIMK HEPPOHOB MO KIMPEHCY KpeaTnHuHA (poba Pebepra) — mpu OTKIOHEHHSIX
OT HOPMBI BBIIIIEYKA3aHHBIX MapaMeTpoB[5,9] .

YpoBeHb yoenuTeabHocTH pekoMenaanuii C (ypoBeHb J10CTOBEPHOCTH JI0KA3aTEIbCTB — 5)
KommenTapum: xiupenc kpeamununa (ckopocms  KIyOOuK080U  punempayuu) cieoyem
paccuumoisams no Gopmyne (pacwemuas no gopmyne I[leapya) — (vcnyea omcymcemeyem 6

Homenxnamype meouyunckux ycuye)

° PexoMeH10BaHO OCYIIECTBIATH KOHTPOJIb HYTPUTUBHOTO CTaTyca C KOPPEKIUEH MUTaHus B
3aBUCHMOCTH OT cocTosiHus nanuenTta ¢ LY u ero TonepanTHOCTH K 6enky [5,9].

YpoBeHnb yoenureabHocTH pekoMenaanuii C (ypoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
KomMmeHnTapum: Koumpons ¢pakxmuueckoeo numauus (XUMUYECKO20 COCMABA pPAYUoHa) Ois
npeoynpescoenus pazeumusi 0eUYUMHbIX COCIOSHUL NPOBOOSIM Y Oemell Nep8o2o 200d JHCU3HU - He
peaxce 1 paza 6 7-10 ouetl, y nayuenmos cmapuie 1 2cooa — 1 paz 6 1-3 mecaya.

o PexomennoBano nanuentam ¢ ['llY nmposenenue ynbrpazBykoBoro uccieaosanus (Y3UN)
OpraHOB OPIOITHOM MOJOCTH ¥ MoYeK (YIbTPa3ByKOBOE UCCIEIOBAaHUE OPTaHOB OPIOIITHOM MOJIOCTH
(KOMILIEKCHOE), Y IbTPa3BYKOBOE MCCIIEJIOBAHHE MMOYEK) MO MOKA3aHUSIM, B TOM YHCIIE MTPH OOJISIX B
YKHBOTE, B CBS3M C BO3MOYKHOCTBIO Pa3BUTHsI TAHKPEATUTOB M MOpaXkeHus mouek [5,9].

YpoBeHnb yoenuTelbHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 5)
KommenTapuu: kxpamnocmo nposedenus onpeoensemcs uHOUSUOYaibHO
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. PexomenoBano naiuentam ¢ I'IlY npuem (ocMoTp, KOHCYIIbTaIMs) Bpaya-o(TaibMoIiora
[P HAJIMYUU TMOJO3PEHUM Ha MOopakeHue opraHa. [lanuMeHTsl ¢ MOJ03peHUEM Ha INIAYKOMY HWIIH
YCTaHOBJICHHBIM JUArHO30M CTaBATCS Ha IUCIIAHCEPHBIN y4eT B OJUKIMHHUKE C YACTOTOH OCMOTPOB
1I0CJIE XUPYPrUYECKOTo JieueHus uepe3 1 mMecsi, npu cTabmibHOM TedeHuu — | pa3 B 3—6 mecsies.
OueHb BaXX€H PETYJSAPHBIA KOHTPOJIb 32 BHYTPUTJIA3HBIM JAaBJICHUEM, pa3MepaMH IJ1a3a, OCTPOTOM
3penns[5,9] .

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH J0KA3aTEJILCTB — D)
KomMmmeHnTapuu: kpamnocmo nposedernus onpeoensemcs UHOUsUOYaibHo, Ho He pedice 1 pasa 6 200.
° PexomennoBano nHaOmonenue mnanueHta ¢ ['I[Y mocrne BBIMHCKKM W3 CTalMoHapa B
aMOyJTaTOPHO-TIOMUKIMHIUYECKUX  YCIOBHSX  BPAadyoOM-IIETUATPOM/BPaduoOM-TEparieBTOM/BpadoM
o0miel TpakTUKH (CEeMEMHBIM BpadoM), BpPauOM-HEBPOJIOTOM, BpPavyOM-IAHETOJOTOM, C IIEJIbIO
CBOEBPEMECHHOW KOPPEKIMH Tepanuu npu HeodoxoaumocTu[5,9] .

YpoBeHb yoenuTeabHocTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 5)

. PexoMeHngoBaHa KOHCYJIbTALIMS Bpadya-reHETUKA WM Bpaya aueTosora nauuentam ¢ 'Y ¢

HOCJIbKO HA3HAYCHUS W KOPPCKIHUU OUCTOTECpAIINH, OCYHICCTBICHUSA KOHTPOJIA 3a eé CO6JHO,Z[CHI/I€M

[5,9].

YpoBeHnb yoenuTeabHOCTH pekoMenaanuii C (YypoBeHb J10CTOBEPHOCTH 10KA3aTeJIbLCTB — 5)

KommenTapum: unmepeanvt mexcoy usumamiu 00AHCHbL ONPEOeNAMbCs UHOUBUOYATLHO C YUEmOM
6o3pacma, msdicecmu  3a00/1€6aHUs, CMAOUILHOCMU O0OMeHa eewjecms U  COONIOOeHUs
ouemomepanuu. Ilocne ycmanognenus ouazsHo3a Oisi 6cex NAYUEHMO8 HeoOXO00UMO NpPO8OOUNb
MOHUMOPUHE anmponomempuieckux nokazamernet (1 paz 6 mecay 6 eospacme 0o 1 2eooa, 1 paz 6 3
mecayee om I 0o 3nem, I paz 6 6 mecsayes om 3 0o 7 nem u dazee I paz 6 200), ¢ maxoti dce 4acmomot

npoeodumc;z MOHUMOPUHS U KOPPEKYUA ouemu4ecko20 Je4eHusl.

. PexomMeHn10BaH MyIbTHANCIUITUHAPHBIN MOIXOA K HAOMIOIEHUIO U JICUSHUIO MAIUEHTOB C
'Y cnenmamucramu pa3HbIX npoduiei (BpadoM-TieIMaTpOM, BpauoM-TEParieBTOM, BpadyoM O0IIIeH
NPaKTUKKA (CEMEHHBIM BpadyoM), BPadyOM-T€HETHKOM, BpPauOM-HEBPOJIOIOM, BPauOM-IHETOJOTOM,
BpPa4OM-TPaBMATOJIOTOM-OPTOMEA0M, BpPavYOM-2HIOKPHUHOJIOTOM/BPadyOM-IETCKUM
SHIOKPUHOJIOTOM, BPA4OM-KapIM0JIOTOM/BpauoM-I€TCKUM KapAHOJIOTOM, BPauOM-0()TaTbMOJIOTOM,
BpPauoOM-CYp/10JIOTOM-OTOPHUHOJIAPHUHT 0JIOTOM, BpPa4yOM-CTOMATOJIOTOM/BPa4OM-JE€TCKIM
CTOMATOJIOTOM, BpPAaYOM-TaCTPOIHTEPOJIOTOM, BpPAYOM-aIEPrOIOrOM-UMMYHOJIOTOM,  BpayoM-

réMarTroJIoroM, BpavYOM-TICUXHUATPOM, Bpa‘{OM-peaGI/IHI/ITOHOI‘OM, MCAUIIMHCKHUM IICHXOJIOI'OM,
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JoromnenoM-1eeKToIoroM © JAPYTUMHU) C [elbl0 00ecreueHus] KOMIUICKCHOM Tepanmuu |

CBOEBPEMEHHOM e€ KOppeKIuu nmpu Heobxoaumoctu [5,9].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — 5)
Kommenrapumu: Koucyrbmayuu cneyuaiucmos HA3HAYAIOMCA No nokazanusm. Pooumenu u

63pOCjlble nayueHmosl 00J1ICHbL ObIMb 06y'{€Hbl npaesuiam opearuzayuu mepanuu.

6. Opranusanusi OKa3aHusl MeIUIIMHCKON MMOMOIIH

6.1 MeponpusiTUsi IPH BOBHHUKHOBEHHH HEOTJIOKHBIX COCTOSIHUI

IIpununou HeomuodNCHLIX cumyayuil npu 2OMOYUCTMUHYPUU, MPeOYIowuUx IKCMPeHHOU
MEOUYUHCKOU NOMOWU, 00VCI08TIeHbl 803HUKHOBEHUEM MPOoMO03a 6eH UlU apmepull, a makxdice
OCMPBIMU NCUXUHECKUMU PACCIPOUCTBAMU.

Heomnooicnas nomowp 6 yciosusx cmayuoHapa mpeoyemcsi 8 CAy4asx pasgumus ocmpoul
mpomMOoIMOOIUU, DPUCK PA36UMUS  KOMOPOU OYeHb 6bICOK NPU PA3TUYHBIX XUDPYPSUUECKUX
BMeuamenbcmeax u npu ypogue 2omoyucmeura 6 niasme oonee 50 mxmonwv/n. Ilpu paszeumuu
MPOMOOIMOOIULECKUX OCNONCHEeHUU (UHapkma uHcyibma u m.n.) MeOUYUHCKAS NOMOUb

oKasvleaenicsl no coomeemcmeyrouum npomoKoiam.

7. JonoanurtenbHasi uHGopManus (B TOM yucie (GakTopbl, BJAMSIOIINE HA HCXO0/

3a200J1eBAHUA WIH COCTOSTHUS)

[TporHo3 cOCTOSHUS W ypPOBHS ICHXUYECKOTO PA3BUTHS IMAIIMEHTOB 3aBUCUT OT MHOTHX
dakTopoB: dopmbl 3a0oneBanus (Bs uyBcTBUTENbHAS Wi Be pe3aucTeHTHAs) U CBS3aHHOW C HEH
TSOKECTH SH3UMHOTO JedeKTa; CPOKOB Hayala U aJeKBATHOCTH CHEIHATU3UPOBAHHOTO JICUCHUS;
3¢ (deKTUBHOCTH  TPOPUIAKTUKKA  TpoMOosMOoiuu. IIporHo3 3a0oneBaHuss OTHOCUTEIBHO

OJ1aronpuATHBIN AJIs1 KU3HU MPU paHHEN AMAarHOCTUKE U TIIATEIbHOM METab0IMUYeCKOM KOHTPOJIE.
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KpuTtepumn onienn kauecTBa MeJUIIUHCKONH OMOIIMN

KpuTtepun onieHKu KavyecTBa NEPBUYHON MeIMKO-CAHUTAPHOM MOMOIIH

Nei/m | Kpurepun onieHkn KayecTBa Onenka
BbINOJTHEHHU S
1. BrinonHeHO KOMITIEKCHOE OTpeie/ieHue KOHIIEHTPAIK Ha Ja/Her

AMHWHOKHUCIIOTEI X allTUWJIKaPHUTHUHBI B KPOBHU METOA0OM TaHﬂeMHOﬁ
MacCC-CIICKTPOMETPUHA

2. BrinosiHeHa MONEKYIIIPHO-TEHETUYECKAs JUarHOCTUKA Jda/Hert
MAIMEeHTaM ¢ KJIacCUYeCKO TOMOIIMCTUHYPUEH U ¢ A1eUIuTOM
MTHFR (nipu ycTaHOBJICHUHU AMArHO3a)

3. BrinosiHeHO nccneioBaHue ypOBHS TOMOLIMCTENHA B KDOBU Ja/Her

4. Belnonneno uccinenoBaHue ypoBHs KpeaTHHUHA U MOYCBUHEI B Ja/Hert
KpOBH (IIpH YCTAHOBJIEHUU JIUarHo3a)

5. BrimonaeHno HazHavueHue #IMpUAOKCHHA W/nin iekapcTBeHHbIX | Jla/Her

npenaparoB rpyrrnsl ButTaMud B12 (1uanokobaiaMuaa u €ro
aHAJIOTOB), W/ Wiy #(POIMEeBON KUCIOTHI (B 3aBUCHMOCTH OT
MEIUIIMHCKUX MTOKA3aHUW U TIPU OTCYTCTBHH METUITTHCKUX
IIPOTUBOMNOKAa3aHUI1)

6. BrinmonHeHo Ha3HaueHUE ClIeNUaTN3UPOBAHHOTO MPOIYKTA da/Her
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Kpurepuu oneHkH kayecTBa ClieluaJIM3MPOBAHHOM MTOMOIIH

Nei/m | Kpurepun oneHKn KadecTBa Onenka
BbINOJTHEHHU S
1. BBINOSTHEHO KOMITJIEKCHOE ONPEAEICHUE KOHIIEHTPAIMK Ha Ja/Her

AMUHOKHCJIOTHI U al[MJIKAPHUTHHBI B KPOBH METOJIOM TaHIEMHON
Macc-CIeKTPOMETpHH (IIPH YCTAHOBJICHHHU IMArHO3a U Jajiee He
pexe 1 pasa B ron)

2. BrlnonHeHo uccieaoBaHue YPOBHA rOMOIIUCTCUHA B KPOBU I[a/HeT

3. BeInonHeHo necnenoBaHue ypoBHSI KpeaTHHUHA U MOYEBUHBI B Ja/Her
KpOBH (TIpH YCTAaHOBJIEHUU JIMarHo3a)

4. [IpoBeneHo nedenne #MMPUAOKCUHOM H/WIIH JI€KapCTBEHHBIMU Ja/Her
npenapaTamu rpynmnsl ButTaMuH B12 (muanokoOanaMuHa U €ro
aHAJIOTOB), U/WiH #(HOTHEBOM KUCIOTOH (B 3aBUCIMOCTH OT
MEAUIIMHCKUX MTOKa3aHUN U MPU OTCYTCTBUU MEIUIIMHCKUX
MIPOTUBOMNOKAa3aHUIN)

5. BrinmonHaeHo Ha3HaueHUE CIICHHUAIM3UPOBAHHOI'O IPOAYKTA I[a/HeT
J1Ie4eOHOTO NUTaHusA, JUIICHHOTO MCTUOHHHA
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HaBbimoBa FO.M. — Bpau-reHeTuk oTaenaeHus mMeauuuHckod renetuku GI'AY «HMUAIL]
310poBbs JeTei» Munsapasa Poccun, uien Accounanuy MEIULIMHCKUX TeHeTUKOB (AMI))
Kypkosa H.B. — x.M.H., Beqymuii Hay49HbIH cOTpyAHUK oTaena Otaen opdanHbIx Gone3Hen
U TpodMIAKTUKY HHBAIMIU3UPYIOIUX 3a0oneBanuii, Bpau-renetuk HUWW nemmatpun u
oxpanbl 3110poBbs naeted [IKb PAH, unen Accornuanuu MeIUIIMHCKUX TeHETHKOB (AMI),
yied Coro3a nexuarpoB Poccum.
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OI'AY «HMMUL] 310poBea nereir» Munzapasa Poccuu, uneH Accoupanuyd MeIUIIMHCKUX
reHeTukoB (AMI)

Ky3senkoBa JI.LM. — mpodeccop, 1.M.H., HAYaIbHUK [EHTPa JETCKOW MCHUXOHEBPOIOTHUH,

3aBcAyromasd OTACJICHUCM IICUXOHCBPOJIOTrUN H rncuxocoMarudeckoii marojgorun ®I'AY

50



19.

20.

21.

22.

23.

24.

25.

26.

27.
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ueHrp uMmeHu akanemuka H.II. boukoBa», TJIaBHBIM BHEWITATHBIM CIELUATIUCT IO
MeAMLIMHCKOW reHeTuke MunsnpaBa Poccum, mnpencemarens Otuyeckoro Komurera
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ABTOpBI TOATBEPKIAIOT OTCYTCTBHE (PMHAHCOBOW MOJIEPKKH/KOH(IMKTa HHTEPECOB, KOTOPBIN
HE0OX0AMMO 0OHAPOIOBATh.
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Ipunoxenue A2. MeTo0/10rusi pa3padoTKu KINHUYECKHUX PEKOMEHIalM i

IleaeBas ayIUTOPHUA JAHHBIX KJIMHHYECKHX PEKOMEHIAIIMIA :

Bpauu - nenuatpsl

Bpa4u oOIIeH MPaKTUKHU (CeMEiHbIC BpayHn)
Bpa4yu-TEePaIeBThHI

BpayM - FTEHETUKHU

Bpayu — JTUETOJIOTH
BpauU-0PTAIbMOJIOTH
Bpauu-KapAHOJIOTH/AETCKUE KapIuOJIOTH
Bpa4U-3HAOKPUHOIIOTH

BpayM - HEBPOJIOTH

BpaYU-TICUXHATPHI

MEJUIIUHCKUE TICUXOJIOTH

CTYIEeHThI MeaulUHCKNX BY30B, opiMHATOPBI, aCTIUPAHTHI;

Onucanue METOA0B, UCITOJb30BAHHBIX IJIfA cﬁopa/ce.nemmu A0Ka3aTe/IbCTB:

JOoKa3aTeNbHON ©0a30i A  PEeKOMEHJAIUil  SIBISIOTCS MYyOJWKAllMM, BOIIEIIINE B

Koxkpanosckyto 6ubmmoteky, 6a3bl janHabix EMBASE u MEDLINE. I'nyOuna noucka cocrasisiia 5

JICT.

METOI[I)I, HCIOJIb30BAHHBIC AJIfl OCHKH Ka4Ye€CTBAa U CHJIBI 10KAa3aTEJbCTB:

. Koncencyc sxkcnepTos;

L4 OI.[CHKa 3HAYUMOCTH B COOTBCTCTBHH C peﬁTI/IHFOBOﬁ CXEMOI.

Tadoauua 1.110kana oneHkn ypoBHEW HOCTOBEpHOCTH nMokazaTenbcTB (Y /1) ans meromos

JUAarHOCTUKHU (I[I/I&FHOCTI/I‘ICCKI/IX BMGHIaTeJ'II)CTB)

YA Pacun¢gposka

1 Cuctematnueckue 0030pbl MCCIEIOBaHUNA C KOHTPOJIEM pePEepeHCHBIM METOIOM WU
CUCTEeMAaTUYeCKUH 0030p paHIOMH3UPOBAHHBIX KJIMHUYECKUX HCCIEAOBaHUU C
IIPUMEHEHUEM METa-aHaIn3a

2 OTtnenpHBIE HCCIENOBAHUS C KOHTPOJEM pePEPEeHCHBIM METOJIOM WJIM OT/AEJbHBIE
PaHIOMHU3UPOBAHHBIE KIMHMYECKHE MCCIEJOBAHUS M CHCTEMaThdeckue 0030pbl
UCCIIEeIOBaHMM J1I000ro Au3aiiHa, 3a UCKIIOYEHHEM PaHIOMHU3WPOBAHHBIX KIMHUYECKUX
UCCJIEIOBaHMM, C IPUMEHEHUEM METa-aHaIN3a

3 HccnenoBanust 0e3 TMOCIENOBAaTEIBHOTO KOHTPOJS pepEepeHCHBIM METOIO0M WU
UCCIIEIOBAaHUsI C peQepeHCHBIM METO/J0M, He SBISIOIMMCS HE3aBUCHUMBIM  OT
HCCIIETyeMOr0 METOJ/la UM HEPaHJOMH3UPOBAHHBIE CPaBHUTENIbHBIE HCCIEIOBAHUS, B
TOM YHCJIE KOTOPTHBIE UCCIIEIOBAHHUS

4 HecpaBHUTENbHBIE HCCIIEI0BAaHUS, ONMCAHUE KIMHUYECKOTO CIyvasi

5 Nwmeercs nuib 000CHOBaHME MEXaHU3Ma JISHCTBHSI WM MHEHHE YKCIIEPTOB
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MeToabl, HCIOJIL30BAHHBIE VIS AHAJIN3A J0KA3aTEJbCTB:

. O0630pbI ONTyOTMKOBAHHBIX METa-aHAIN30B;

o CucremaTideckue 0030pbI ¢ TAOIUIIAME JTOKA3aTEIbCTB.
Onucanne MeTOI0B, HCTOJIb30BAHHBIX /IS AHAJIN3A J0KA3aTEJbCTB:

HpI/I 0T6ope HY6J'II/IK3HI/II71 KaK IIOTCHIHAJIbHBIX HCTOYHUKOB J0KAa3aTCJIbCTB HCII0JIb30BaHHAs

B KaXXAOM HUCCIICAOBAHUHN MCTOHOJIOTHA U3YydaCTCA IJIA TOTO, YTOOKI Y6GI[I/ITLCSI B €€ BAJIMJHOCTH.

PesynbTar n3ydeHus BIMSET HAa YPOBEHD JOKA3aTENbCTB, IPUCBANBAEMBbI TyOIMKAI[MH, YTO, B CBOIO

0o4Yepeab, BIIMACT HAa CUJTY BBITCKAIOIINUX U3 HEC peKOMeHHaHI/Iﬁ.

Ha npouecce OUCHKH, HCCOMHCHHO, MOXXCT CKa3bIBATbCA U Cy6"b€KTPIBHbII>i (l)aKTOp. I[J'IH

MHUHHMU3aAIlUH ITOTCHIHUAJIbHBIX OIINOOK KaXXJ10€ UCCICIJO0BAaHUEC OLICHNBAJIOCh HE3aBUCHUMO, T.C. IIO

MEHBIIIEH Mepe IBYMsI HE3aBUCUMBIMH WIeHaMH paboueid rpymisl. Kakue-mindo pa3nuyust B OLEeHKaxX

O6CY)KI[EU'II/ICI> Bcelt rpynnoﬁ B IIOJIHOM COCTaBC. HpI/I HCBO3MOXHOCTU NOCTHUKCHHA KOHCCHCYCa

IIPUBJICKAJICA HE3aBUCHMBIN OKCIICPT.

Tabauubl 10Ka3aTEILCTB:

TaGnuier [OKa3aTeNbCTB 3ANOTHITUCH WIEHAMH paboUeil rpyIbI.
Metoasbl, HCNIOJb30BaHHbIE A (JOPMYJIHMPOBAHUSA PEKOMEHIALMA:
KoHceHncyc skcnepTos.

Ta6auna 2. Illkana oneHKH ypoBHEH JocToBepHOCTH noka3atenbeTB (Y /) mms mMeTomoB

HpO(l)I/IJ'IaKTI/IKI/I, JICUCHMUS, MCI[I/HII/IHCKOI\/JI pea6I/IJ'H/ITaHI/II/I, B TOM YHCJIC€ OCHOBAaHHBIX Ha

UCIOJIb30BAaHUU  NPUPOAHBIX  Jie4eOHBIX  (akTopoB  (MpOUIAKTUYECKUX,  JIEYEOHBIX,

pea6I/IJ'II/ITaI_II/IOHHBIX BMeIJ_IaTeJIBCTB)

YA Pacuugposka

1 | Cucremarnyeckuii 0630p PKU ¢ npumenennem Meta-aHanuza

2 | Ornenbuble PKUM u cucrematnueckue 0030pbl HCCIENOBaHMN Jr000Or0 au3aiiHa, 3a
nckiroueHrnem PKH, ¢ npumeHneHnem Mera-aHanmsa

3 | HepannomusupoBaHHbIE CPABHUTENIbHBIEC UCCIIEIOBAHNS, B T.4. KOTOPTHBIE HCCIIEIOBAHNUS

4 | HecpaBHUTENbHBIE HCCIEIOBAHUS, ONUCAHHE KIMHUYECKOIO Cllydas WJIH CepUHU CIIy4aes,
VICCJIEJOBAHMSI «CIIY4aii-KOHTPOJIb)

5 Nmeercs numb 000CHOBaHHWE MeEXaHWU3Ma JCHCTBUS BMEIIATEIHCTBA (IOKIMHUYECKHE
VICCJIEJOBAHMSI) MJIM MHEHUE DKCIEPTOB

Ta6auna 3. [llkana oneHku ypoBHel yoenuTtenbHOCTH pexkomennanuil (YYP) ans meronos

HpO(I)I/IJ]aKTI/IKI/I, JUAarHOoCTUKH, JICUCHU A, MEIUIIMHCKON peaGI/IHI/ITaHI/II/I, B TOM YHCJIC OCHOBAHHBIX Ha

HCIIOJIb30BAHHUU  TIPUPOIHBIX JIeueOHBIX (baKTOpOB (HpO(bI/IJIaKTI/IquKI/IX, JUarHoCTUYCCKUX,

Je4eOHBIX, peaOMIUTAIIMOHHBIX BMEIIATEILCTB)
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Yyp

Pacuugposka

CunpHast pexoMmeHnanusi (Bce paccMaTpuBaeMble KpuTepuu 3pdexTuBHOCTH
(McXompl) SIBISIIOTCS BaXXHBIMH, BCE MCCIIEIOBAaHUS HUMEIOT BBICOKOE WM
YIIOBJIETBOPUTEIbHOE METOJOIOTHYECKOE KaueCTBO, X BHIBOBI [0 HMHTEPECYIOIIUM
MCXO0J1aM SBJISIFOTCSI COTJIACOBAHHBIMHU )

YcnoBHas pexkoMmeHnanusi (He Bce paccMaTpuBaemble KpuTepuu 3((ekTUBHOCTH
(ucxonpl) SBISAIOTCS Ba)XKHBIMH, HE BCE HCCIIEJOBaHMSI HMEIOT BBICOKOE WIIHU
YIIOBJIETBOPUTEIBHOE METOJOJIOTUYECKOEe KAayeCcTBO W/MJIM HX BBIBOJBI IO
MHTEPECYIOIIUM UCX0J1aM HE SBJISIIOTCS COTJIACOBAHHBIMMU )

Cnabast pexomeHanusi (OTCYTCTBUE JOKA3aTENIbCTB HaJUIeXkKalllero KadectBa (Bce
paccMarpuBaemMbie KpUTepuu d(HPEKTUBHOCTU (MCXOJbI) SIBISIFOTCS HEBAXKHBIMU,
BCE HUCCIIEOBAaHUSI UMEIOT HU3KOE METOJI0JIOTMYECKOE KaUYeCTBO U X BBIBOJBI 10
MHTEPECYIOIINM HCXOJ[aM HE SIBJISFOTCS COTIACOBAHHBIMH )

IMopsinok 00HOBJIEHUS KIMHUYECKUX PEKOMEHIALM i

MexaHu3m OOHOBJIEHUS KIIMHUYCCKHX peKOMeH,Z[aI_[I/Iﬁ npeaycMaTrpuBacT Hux

CUCTCMATHUYCCKYIO aKTyaJIM3allkui0 — HE PCKE YCM OAWH pa3 B TPHU roaa, a TakKeC IpH IMOSABJICHUU

HOBBIX JAaHHBIX C IIO3HMIIUU IIOKa?;aTeJII)HOﬁ MCIWIUHBI 110 BOIIPOCAM IOUArHOCTHUKH, JICHCHHA,

PO UITAKTUKH

n pea6I/IJ'II/ITaI_II/II/I KOHKPECTHBIX 3360J’IeBaHHﬁ, HaJIN4YHUHn 000CHOBAHHBIX

JIOTIOTHEeHU/3aMeuanuil K panee yrBepkaéHHbiM KP, HO He yaie 1 pa3a B 6 Mecs1eB.
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Ipunoxenue A3. CnipaBouHble MATEPHAJIbI, BKJIKYAasi COOTBETCTBHE

MOKAa3aHMii K IPMMEHEHUIO ¥ POTHBOMOKA3aHUIi, CTIOCO00B MPUMEHEHUS U /103

JEKAPCTBECHHBLIX IPpeMmapaToB, UHCTPYKIUHA IO IPUMECHCHUTIO JICKAPCTBCHHOI'O

npenapara

IIpunoxenue A3.1 OCHOBHbIC HOPMATHBHO-TIPABOBbIE AKThI

1.

10.

®denepanpHblil 3akoH "OO 0OCHOBaX OXpaHbI 3710pOBbs TpakaaH B Poccuiickoit deneparun’
(or 21.11.2011 N 323-®3 (pexn. ot 28.12.2024)).

[TocranoBnenue IlpaButensctBa PO ot 30 urons 1994 r. N 890 "O rocynapcTBeHHOM
NOJICP)KKE Pa3BUTHS MEAMLMHCKOM IMPOMBIIUIEHHOCTH U YIy4IIEHUM oOecredeHus
HAaCEJICHUs U YUYPEXJIECHUH 3/IpaBOOXPAaHEHMs JIEKAPCTBEHHBIMU CPEJICTBAMU M U3JEIUIMHU
MEIULMHCKOro Ha3HaueHUs" (C U3MEHEHUSMU U JIOTIOJIHEHUSIMH ).

[Ipuka3z Munszapascornpazsutus PO ot 22.03.2006 N 185 "O maccoBom o00OcienoBaHUU
HOBOPOXKJICHHBIX JIeTell Ha HaclieACTBEeHHbIe 3abosieBaHus (BMecte ¢ “Ilonmoxkennem 00
OpraHu3alMy IpPOBEAEHUS MacCOBOrO OOCIEIOBaHUS HOBOPOXAEHHBIX JeTed Ha
Haclie/IcCTBeHHbIe 3a0osieBanus”, ‘“PexoMenHpanusMu 1o 3abopy oOpas3loB KpOBHU IpU
IIPOBEJIEHUM MAacCOBOIO 0OCJIEI0BaHUS HOBOPOXKJIEHHBIX JETeH Ha HaCJEICTBEHHbBIE
3abosieBaHus”).

[Topsimox oOKka3aHusT MEIWIMHCKOW ITOMOIIM TMAlMeHTaM C BPOXACHHBIMH U (WIH)
HacjencTBeHHbIME 3a0oseBanusiMu ([Ipukaz MunzapaBa Poccun ot 21 anpens 2022 r. N
274n).

[Tocranosnenune [IpaButenscrBa PO ot 26.04.2012r N 403 (pen. ot 05.06.2020) "O mopsake
BeeHUs: DenepalibHOIO PETUCTpa JUL, CTPAJAIOIIMX YIrPOXKAIOUIMMH M XPOHHUYECKU
NPOTPEeCCUPYIOIUME  peAKuMH  (OpaHHBIME)  3a00J€BaHUSIMH, TPUBOSIIUMUA K
COKpALICHUIO MPOAOKUTENBHOCTH JKU3HM TpaKJaH WIM HUX WHBAIUAHOCTH, M €ro
PErHOHAIILHOIO cerMeHTa".

Kputepun ouenku kauectBa MmeguiuHckoil nomouu (ITpukaz M3 PO ot 10 mas 2017 r. N
2031 «O0 yTBEpXk/I€HUHN KPUTEPUEB OLIEHKU KaueCTBa MEAMIIMHCKOM MOMOILN )».

[Tpuka3 MunucrepcTBa 3apaBooxpaneHus Poccuiickoit @enepaunn ot 15 nexadps 2014 r.
N 834u (pen. ot 18.04.2024) "O6 yrBepkaAeHHH YHH(DUIMPOBAHHBIX (HOPM MEAMUIIHHCKON
JOKYMEHTAIlUM, MCIIOJIB3YeMbIX B  MEIUIUHCKMX  OpraHM3alUsAX, OKa3bIBAIOLIMX
MEIUIMHCKYIO TOMOIIb B aMOyJIaTOPHBIX YCIOBUSX, U MOPSIKOB 110 UX 3a0JHEHUIO".
ITpuka3 Munuctepcrpa 31paBooxpanenus Poccuiickoit @eneparuu ot 12 Hos6psa 2021 r. N
10511 "O6 yrBepxxkaenuu Ilopsinka naun HHGOPMUPOBAHHOTO JOOPOBOJIBHOIO COTJIACUS HA
MEIUIMHCKOE BMELIATEeIbCTBO W OTKa3za OT MEJUIIMHCKOTO BMEIIATENbCTBA, (POPMBI
MH(GOPMHUPOBAHHOTO JOOPOBOJIBHOTO COTIIACUS Ha METUIIMHCKOE BMEIIATENbCTBO U (POPMBI
0TKa3a OT MEIULMHCKOTO BMEIIATeNbCTBA .

[Ipuka3z Munucrepcrsa 3apaBooxpanenus Poccuniickont @enepanuu ot 16 mas 2019 . N 3021
(pen. ot 19.11.2020) "O6 ytBepxkaenuu [lopsaka MPoOXOXKIACHHUS HECOBEPIICHHOICTHUMHU
JTUCIAHCEpHOro HAOMIOJEHUs, B TOM 4YHCIE B IMEpHOoJ OOy4eHHs U BOCHUTAHHUS B
o0Opa3oBaTeNbHbIX OpraHu3aIusIx" .

Pacniopsikenue IIpaBurensctBa P® ot 31 nexadps 2018 1. Ne 3053-p (pex. ot 20.02.2024)
"OO0 yTBEpXIEHUU TEPEYHEH MEIUIMHCKUX W3JCIHN, HWMIUIAHTHPYEMBIX B OpTraHU3M
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4eJI0oBEKa MPU OKa3aHMM MEIULIMHCKON MOMOIIM B paMKax MpOrpamMMbl FOCYAapCTBEHHBIX
rapaHTuil OecCIIaTHOTO OKa3aHMs TpakIaHaM MEAMLMHCKOW MOMOLIM, a TaKXe MepeyHs
MEIMLMHCKUX HW3JEIMM, OTIYCKaeMbIX II0 pelenTaM Ha MEOULMHCKUE W3ACIUs IIpU
IIPEJOCTaBIEHUN HabOpa COLUANIBHBIX YCIIyr".

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

OcHOBHbBIE HOPMAaTHUBHO-IIPABOBLIC AKThI, PEIYJIUPYHOIIIHE OKA3aHUE

NAJJIMATHBHOH MeIUIIMHCKOH MOMOIIH

1.

10.

@enepanbublii 3akoH oT 06.03.2019 N 18-®3 "O BHecenun nsmeHeHuii B depepanbHbIN
3akoH "OO ocHOBax OXpaHbl 3I0pOBbs rpaxkaaH B Poccuiickoit @exepanuun” mo Bompocam
OKa3aHUs NAJUIMAaTUBHOW MEUIIMHCKON IOMOIIH".

[Tpukaz MunsnpaBa Poccun N 345H, Muntpyaa Poccum or N 372m 31.05.2019 «O6
yrBepxkaeHun [lonoxeHuss o0 opraHu3alMM OKa3aHWsl MaJUIMATUBHON MEIHULIMHCKON
MOMOIIIM, BKJIIOYas MOPSAIOK B3aMMOICHCTBHS MEAMIIMHCKHX OpraHU3aluii, OpraHU3allHii
COIIMATILHOTO OOCITY)KUBAHUS W OONICCTBCHHBIX OOBCIUHEHHH, WHBIX HEKOMMEPYECCKUX
OpraHu3aIHii, OCYIIECTBISIONINX CBOIO JIEATEIBHOCTh B Chepe OXpaHbl 3J0POBHSI».

[Tpukaz Munzapasa Poccuu ot 31.05.2019 N 348u (pen.02.11.2020) «O06 yTBepKaeHUU
nepeyHs MEAUIIMHCKUX U3JIEHA, TpelHa3HAYeHHBIX 7S TOJepKaHUsI OPTaHOB U CHUCTEM
OpraHu3Ma 4ejoBeKa, IPEeI0CTaBIIEMbIX ISl UCIIOJIb30BAHUS HA JIOMY.

[Tpuxa3 Munzapasa Poccuu ot 10.07.2019 N 5051 «O6 yrBepxkaenuu [lopsiaka mepegauu ot
MEAMIMHCKOW OpraHu3alliy MalMeHTy (ero 3aKOHHOMY IPEACTaBUTENII0) MEAUIIMHCKUX
U3JIeNHiA, TPeAHAa3HAUCHHBIX ISl ToJAepaHus (YHKIUN OpraHOB M CHCTEM OpraHu3Ma
YyelioBeKa, JUId MCIONb30BaHMS Ha JOMY IpPU OKa3aHWU MaVIMaTUBHOM MEIULIUHCKON
MTOMOIILIN.

IIpoune HOpPMATHBHO-NPaBOBbIe [0KYMEHTbI, C Y4YeTOM KOTOPbIX pa3padoTaHbI
KJIMHHYECKHEe PEKOMEHIAIHH:

MexnyHapoaHas kinaccuukanys 00je3Held, TpaBM U COCTOSIHUM, BIMSIONIMX Ha 3J0pPOBbE
(MKB — 10);

[Mlpukaz M3 P® or 02.05.2023 N 2051 (pen. ot 04.12.2023) «OO0 yTBepxICHUA
HOMEHKJIATyphl ~ JOJDKHOCTEH  MEIMIMHCKUX  paOOTHUKOB U (apMaleBTUYECKUX
pabOTHUKOBY.

[Tpukaz M3 P® or 23.07.2010 N 5411 (pen. ot 09.04.2018) “O6 yrBepxkaenuu Exmnoro
KBIM(UKAIIMOHHOTO CHPAaBOYHHMKA JOJDKHOCTEH pPYKOBOAMTENEH, CHENHaTUCTOB U
ciyxkamux, pazzaen “KpanuduxannoHHbIE XapaKTEPUCTUKHU JOJDKHOCTEH pPaOOTHUKOB B
chepe 3mpaBOOXpaHEHUS .

®enepanbHblii 3akoH 0T 25.12.2018 N 489-D3 (pex. ot 11.06.2021) «O BHECEHNHN U3MEHEHUI
B cratbio 40 denepanpHoro 3akoHa "OO 0053aTeTbHOM METUIIMHCKOM CTPaxOBaHWUU B
Poccuiickoit @enepanun" u @enepanbHblil 3akoH "O0 0CHOBAaX 0XpaHbI 3/10POBbsI I'PAXK/IaH B
Poccutickoit @enepanuun’ 1o BONpocaM KIMHUYECKUX PEKOMEHTallA.

[Tpuka3 MunsapaBa Poccun ot 13.10.2017 N 804n (pen. ot 24.09.2020, ¢ u3m. ot
26.10.2022) "O6 yTBepKICHUN HOMEHKJIATYPbI METUIIMHCKUX YCIIyT".

IIpukas MuHucTepCcTBa 31paBOOXpPAaHEHUS M COLMAIBHOrO pa3Burus Pocculickon
Oeneparun ot 09.08.2005 N 494 «O mopsinke MPUMEHEHUS JIEKAPCTBEHHBIX CPEICTB Y
OOJIBHBIX MO )KU3HEHHBIM TIOKA3aHUAM.
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11. Uadopmanmonnoe nuchkMo MuH3apaBa Poccuu o BO3MOXKHOCTH 3aKYIKH JICKAPCTBEHHOTO
Ipemnapara 110 TOProBoOMy HanuMCHOBAHUIO
(https://www.rosminzdrav.ru/news/2019/12/18/13043-minzdrav-podgotovil-
informatsionnoe-pismo-po-vozmozhnosti-zakupki-lekarstvennogo-preparata-po-torgovomu-
naimenovaniyu);

12. Pacniopspxenne IlpaButensctBa PO ot 11.12.2023 N 3551-p (pen. ot 23.01.2025) «O6
YTBECPKACHUU IICPEUYHS CIICHUAIN3UPOBAHHBIX IIPOAYKTOB JIEYEOHOTO MMUTAHUS 11 ,[[eTef/'I-
HHBAJIUIOBY.
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Ipuaoxenne A3.2. PacmmdppoBka npumedaHuii

... — Tpemapar BXOJUT B INEPeYeHb KU3HEHHO HEOOXOMMMBIX M BAKHEHIIMX JIEKAPCTBEHHBIX
npenaparoB (Pacmopstkenue IlpaButensctBa PD ot 12.10.2019 Ne 2406-p «OO0 yTBepKICHHH
NepevHs KU3HEHHO HEOOXOAMMBIX M BKHEHIINX JICKApCTBEHHBIX IpenapaToB Ha 2020 rox a Taxke
nepeyHeil JIeKapCTBEHHBIX MpEenaparoB A MEAMIMHCKOIO MPUMEHEHHS W MHUHHMAaJIbHOTO
ACCOPTUMEHTA JICKAPCTBEHHBIX MPErapaToB, HEOOXOAUMBIX Uil OKa3aHUS MEIUIIUHCKON ITOMOIIIM
(c u3meHneHusiMH, BHeceHHBIMH Pacniopspkennem [IpaButenbctBa PO ot 23 Hos6pst 2020 1. Ne 3073 -
p «O BHeceHnn n3MeHeHuii B pacnopspkenue [Ipasurensctsa PO ot 12 oktabps 2019 r. Ne 2406-p.

*kkk

. - CHEIUAJIM3UPOBAHHBIA TPOJIYKT JICYeOHOTO TIHUTAaHMs, BKIIOUCHHBIH B IEepeYCHb
CICIUAIM3UPOBAHHBIX  MPOJIYKTOB JieueOHOro mwmTaHus s jgered-unHBamunoB (Ilepeuens
CHEIUAIM3UPOBAHHBIX MPOAYKTOB JEeU4eOHOro MNUTaHWs Ui JeTeili-uHBanuaoB Ha 2021 ron,
yTBEpXACHHbIN pacniopsbkeHueM [IpaBurensctBa Poccuiickoit @enepanuu ot 17 nexadps 2020 rona
Neo 3242-p)

#... - npumenenue off-label — BHe 3aperucTpupoBaHHBIX B MHCTPYKIMH JICKAPCTBEHHOT'O CPE/ICTBA
NOKa3aHWH OCYIIECTBISIETCS MO PEIICHHI0 BpadyeOHOW KOMHCCHH, ¢ paspemieHus JlokambHOTro
ITUYECKOTO0 KOMHUTETa MEIUIIMHCKON opraHu3auuu (MpH HAJIWYHMH), C YCJIOBHUEM TMOANMHUCAHHOTO
MH()OPMHUPOBAHHOTO COTJIACHsl POJMTENEH (3aKOHHOTO IMPEICTAaBUTENS) W TAalHeHTa B BO3pacTe
crapuie 15 ner;

Hpuioxenue A3.3. Mera0d0o1u3M roMOLUCTEHHA

HHKJI METHOHHHA

METHOHHH

l MAT
SAM

PeMeTHJIHpDBaHHe PeMeTHJIHpDBaHHe

THF

JTUMETHITIIHIHH
doaaTHblii NAKIT SHMT JoHOp MEeTHIbHOR
5. 10-meTHIEH (13\/[TR lg TPYTIEL
KobaraMHH
TeTparuapodonar Axztenrop BHMT
MTHFR SAH MEeTHIbHOH
rpymmst
beraun
SAHH
MeTHIKoOaTaMHH TOMOILIUCTEHH
T Cepun \ CB‘%
MMACHC , mmpHIoKcak-3-docdar
THAPOKCHKOOATAMIH
‘ THUCTATHOH I
T CyL
nHaHKoSaTaMUH i mpuoKcam:-5-gocar
‘ IHCTEHH |
TpaHccyabpHpoBaAHHE
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Metaboau3m romorucrenna [9] ( u3 cratbu Huemer, M., Diodato, D., Schwahn, B. et al. Guidelines
for diagnosis and management of the cobalamin-related remethylation disorders cblC, cblD, cblE,
cblF, cblG, cblJ and MTHFR deficiency. J Inherit Metab Dis 40, 21-48 (2017).
https://doi.org/10.1007/s10545-016-9991-4 ¢ moaubuKaIHsIMH)

SAM: S-a1eHO3UIMETUOHHH; SAH: S-aeHOo3UITOMOIMCTENH; SAHH: S-
azieHo3wiIromouuctenHruaponasa; CPS: nucrarmoHuH-B-cuHraza; CyL: nucraTMoHUH-y-JIHa3a;
MTR: wmernonuncunraza; THF: terparugpodonar; MTHFR: 5,10-metunen-TI'® penykrasa;
SHMT: cepun-rugpokcumermirpanchepasa; BHMT: OGeranH-romMonucrenHMeTUATpaHcepasa;

MMACHC: 6em0x METUIMAJIOHOBOM Al Iypyuy U TOMOIUCTUHYpHH THIa C

61


https://doi.org/10.1007/s10545-016-9991-4

IIpunoxenune A3.4. 'enHeTnka u OMOXUMHUYECKHH JeeKT NPH Pa3JINYHbIX

¢popmax roMOUUCTUHYPUH

['eHeTHKa 1 OMOXMMUYECKUI EeEKT MPH pa3IM4YHbIX popMax romouucTuHypun (10 [1])

1.16.1.8) — akTHBHOCTD
(hepMeHTOB HapymIaeTcs

3adoseBanue (Homep OMIM) Hedunur pepmenrta I'en (JIokyc) | Tun
HACJIe[IOBaH
ust
Knaccuueckas romormctunypust (# | Llucratnonnn 6era-cuarasza (CBS | CBS AP
236200) -EC4.2.1.23) (21922.3)
Tsoxenas popma mepurura Mertunenrterparunpodonarpenykr | MTHFR AP
MeTuaeHreTparuapodonarpeaykras | asa (MTHFR - EC 1.5.1.20) (1p36.22)
BI
(MTHFR) (# 236250)
MeTHIMaIoHOBas aluaypus | Metunmanonun-KoA myrasa MMACHC AP
TOMOITUCTUHYPHS, (MUT - EC 5.4.99.2) (1p34.1)
tun cblC (# 277400) n MetnoHuHcuHTa3a (MTR - EC
1.16.1.8) — akTHBHOCTb
(hepMEeHTOB HapyIaeTCs
BTOPUYHO M3-32 OTCYTCTBHUS
KogakTopa
MeTHiIMaoHOBast alluAypUs U Metunmanonmi-KoA myTasa PRDX1 AP
TOMOITUCTUHYPHS, (MUT - EC 5.4.99.2) (1p34.1)
tun cblC, nurennsiit (epi-cblC # u metnonnHcunTaza (MTR - EC MAHCC
277400) 1.16.1.8) — akTHBHOCTD (1p34.1)
(epMeHTOB HapyIIaeTcs
BTOPUYHO U3-32 OTCYTCTBHUS
KogakTopa
MeTriMaaoHOBast aluAypHs U Metunmanonmi-KoA myTasa MMADHC AP
TOMOIIUCTUHYPUS, (MUT - EC 5.4.99.2) (2923.2)
tun cblD (#277410) u metnonuHcunTaza (MTR - EC
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BTOPHUYHO U3-32 OTCYTCTBHS
KogakTopa

I'omomuctunypus-meranodnactas | Pegykrasza MeTHOHMHCHUHTA3BI MTRR AP
anemus, TuI cblE (MTRR-EC 2.1.1.135) — (5p15.31)
aKTUBHOCTbH (hepMeHTA
(# 236270) HapyIIAeTCsi BTOPHYHO M3-32
OTCYTCTBHA KO(aKTOpa
MetunmanoHoBast alluaypust 1 Mertunmanonui-KoA myrasa LMBRD1 AP
TOMOIIMCTHHYPHS, (MUT - EC 5.4.99.2) (6913)
T cblF (# 277380) u metronuHcuHTaza (MTR - EC:
2.1.1.13) — akTUBHOCTH
(hepMeHTOB HapyIaeTcs
BTOPHUYHO M3-32 OTCYTCTBHS
KogakTopa
'omonmcTrHypusi-Meranoonactaas | Metnonnucunrasa (MTR - EC: MTR (1g43) | AP
anemusi, Tun cblG 2.1.1.13) — akTUBHOCTH (hepMeHTa
HapyIIaeTCsi BTOPHYHO M3-32
(# 250940) OTCYTCTBUA KO(aKTOpa
MeTuiMaaoHOBasi allUAypHUs U Metunmanonun-KoA myraza ABCD4 AP
TOMOIIMCTHHYPHS, (MUT - EC5.4.99.2) (14g24.3)
Tun cbl) (# 614857) u metnonuHcunTaza (MTR - EC:
2.1.1.13) — akTUBHOCTH
(hepMeHTOB HapyIaeTcs
BTOPUYHO M3-32 OTCYTCTBHUS
ko(akTopa
MeTtuiManoHoBas aluaeMUs U HCF-1; TpaHckpumiyoHHas HCFC1 XP
TOMOITUCTHHYPHS, perymsmus MMACHC. (Xq28)
turn cblX (# 309541) Metunmanonui-KoA myraza
(MUT - EC5.4.99.2)
u metuonuncuHTaza (MTR -EC
1.16.1.8) — akTHBHOCTH
(epMeHTOB HapyIIaeTcs
BTOPUYHO M3-32 OTCYTCTBHUS
KogakTopa
Hedunur 5,10- MTHFD1 AP
METHJIEHTETParuApoGonaTaeruapor | MetuiaeHterparuapodonaraeruap | (14923.3)

C€Ha3bI

orenasza (EC 1.5.1.5),
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(MTHF) (# 617780)

5,10-
METEHUIITETPAruIpOdOIATIIUKIOT
unponasa (EC 3.5.4.9),

u 10-¢popmunTerparuapodonat
cuntetasa (EC 6.3.4.3)

Hedunut tpanckobanamuna II (TC) | Tpanckobanamun; Knerounas TCN2 AP
nocraska cbl. (22912.2)

(# 275350)

MeTHIMaIoHOBas aluAypus | TCbIR; KietouHslit perenrtop. CD320 AP

TOMOIMCTUHYPHS, (19p13.2)

Tun TebIR (# 613646)
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Ipuiaoxenue A3.5 OcHOBHbIE OMOXUMHMYECKHUE MTOKA3ATEN AJIS JTHATHOCTHKH

TOMOUMCTHUHYPHUU
Meraboaut buonornuec | Oxunaembie pe3yJIbTaThl y | KonTposib
KHif 00pasell | marMeHTOB TOMOIMCTHHYPUECH
HoBopoxaenusie | Heneuenuoie
crapure 1 roga

OO0mm ITma3zma 50-100 mxmoab/1 | >100 MKMOJIB/II <15MKMOIB/11

TOMOITUCTCHH

MeTtnonuH [Tnazma 200-1500 >50 MKMOJIB/J 10-40 MxMomB/1
MKMOJIB/JT (>0,7 mr/mn) (0,2-0,6 Mr%)
(3-23 mr/mn)

['omonmcTrH Moua OIIpeACIIseTC OIpEACIIIeTCS OTtcyTcTBYET
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Ipuaoxenue A3.6 buoxummnveckuii MoHuTOpuHr npu I'IlY

PedepencHbie ypoBHH CBOOOTHBIX METHOHWHA, [IUCTEUHA ¥ TOMOITUCTEHHA B IJIa3Me KPOBH (IS

KOHTpOJIsl Tepanuu kiaccuueckoi I'ITY).

AMMHOKHCIIOTA YpoBeHb B IJ1a3Me KPOBH, €]1. U3M.
MKMOJIB/JI Mmr/100 mi
MeTtnoHns 18-45 0,27-0,67
Hucrenn 25-50 0,30-0,76
TI"'omorucrenn <12 <0,16

buoxumuyeckuiit MOHUTOPUHT IIpH 'Y — TapreTHsle 3HaYeHUS.

MeTMoHUH
naasmbl

LmncrenH nnasmol

O6wwmit
rOMOLMCTENH
nnasmel (tHcy)

CBobogHbIi
rOMOLMCTENH
nnasmsl (fHcy)

crneumann3npoBaHHOro
NpPoAyKTa AMEeTUYECKOro
NleyebHOro NMTaHusA ¢
6eTaMHOM

B6-uyBCcTBMTENbHAA HopmanbHble HopmanbHble <50 mKkmonb/n | <10
dopma 3HayeHuA 3HayeHuA MKMO/b/ N
B6-HeuyBcTBUTEIbHAA HopmanbHble HopmanbHble < 100 mkmonb/n | <10
dopma Ha poHe 3HaYeHuA 3HaYeHuA MKMO/b/ N1
aueTtotepanum

B6-HeuyBCcTBUTEIbHAA <1000 mKkmonb/n | HopmanbHble < 100 mkmonb/n | <10
dopma Ha poHe npuema 3HayeHus MKMO/b/ N1
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Ipuaoxenue A3.7 luerorepanus npu kiaaccuueckoi I'Y

Tabauua 7 - OpueHTHPOBOYHAS NOTPEOHOCTH B METHOHMHE M IIMCTEMHE Yy MAIMEHTOB C

FOMOI_II/ICTI/IHypI/Ieﬁ B 3aBUCHMMOCTHU OT BO3pacTa.

Bo3spact nauueHTos

CytouHast TOTpeOHOCTh B aMUHOKHCIIOTaX

MI/KI' Macchl Tejia

MeTrnoHuH IMucreun
0 - <3 mec 15-30 300
3 - <6 mec 10-25 250
6 - <9 mec 10— 25 200
9 - <12 mec 1020 200
1-<4roma 10-20 100 — 200
4 — <7 ner 816 100 — 200
7—<11 ner 6-12 100 — 200
Hesymku 11- <15 ner 614 50 — 150
Hesymku 15- <19 ner 612 25 —-125
JeBymiku 19 et u crapuie 4-10 25 —-100
HOnomm 11- <15 ner 614 50 — 150
KOnomm 15- <19 ner 6—16 25— 125
FOnowmwu 19 net u crapue 6-15 25-100

Taﬁ.lmua 8- CHGI_II/IaJ'II/BI/IpOBaHHLIe IMPOAYKTBI HA OCHOBC aMUHOKHUCIIOT 0e3 MeTHOHMHA/C OeTauHOM

Hanmenosanue

CopepaHre OCHOBHBIX MTUIIEBBIX BEIIECTB
u 3Hepruu Ha 100 r cyxoro mpoaykra

Bospacr

Bbenox

(r)

MPOIYKTa

Kup
(r)

YrneBoabl

(r)

DHEproueHHOCTh
(xkamn)

MMPHUMCHCHUSA

Criennanu3upoBaHHBIH
NPOAYKT CYXOW 1A
JTUETHYECKOTO
(JteueOHOrO) MHUTAHUSA
nereii mepBoro roxa | 14
JKU3HU, 0OJILHBIX
TOMOITUCTHHYPUEH,
"Hyrpuren 14-
met"****

23

50,4

C poxnenus

471
mo 1 roma

Cnenuanu3upoBaHHbBIN
MPOAYKT CYXOW A
JINETHYECKOTO
(TledeOHOr0) MHUTAHUS
NeTe crapiie Toja, 20
OOJIBHBIX
TOMOIIMCTUHYPUEH,
"Hytpuren 20-
met"****

18

50,3

Crapure 1
roja

443

Cnenunanu3upoBaHHbIN 40
NPOAYKT CYXOM 1A

13

31,2

Crapuue 1
roja

402
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JTUETHYECKOTO
(JteueOHOTO) MHUTAHUS
JIeTed cTapuie roja,
OOJILHBIX
TOMOILIMCTUHYPUEH,
"Hytpuren 40-
met"****

Cnenuanu3upoBaHHbIN
MNPOAYKT CyXOW A
JTUETUYECKOr O
(JieuebHOTO) MHUTAHUS
JETeH cTapiie OJHOTO
roja, OOJIBHBIX
TOMOITMCTUHYPUEH,
"Hytpuren 70-
met"****

70

4,1

296

Crapie 1
roja

Criennanu3upoBaHHBIN
MPOJYKT JETCKOTO
JTUETHYECKOTO
ne4eOHOr0  MUTaHHS
UL JIeTe  TepBOro
roza xusuu ot 0 mo 12
MECSIIEB B KadecTBe
OCHOBHOTO ITUTaHUS U B
KauecTBe
JIOTIOTHUTEIHHOTO
MUTAHUS I JIeTeil 110
3 ner "HCU Anamukc
Wudant" (mpu B6-
HEYYBCTBUTEIHHOU
dhopme
TOMOLIUCTHHYPUH ) ****

13,1

23

49,6

457

C poxxnenust
no 1 roma

Criennanu3upoBaHHBIN
HIPOAYKT AUETHYECKOTO
ne4eOHOr0  TUTaHUS
i JieTei, OOoJbHBIX
B6-neuyBcTBUTENEHOM
bopmoit
TOMOIIUCTHHYPUHU  HJIH
TMIIEPMETHOHUHEMHEH,
"XMET
XoMuJOH"****

77

4,5

326

Crapue 1
rojaa

Cnenuanu3upoBaHHbBIN
MPOAYKT JUETUYECKOTO
Je4eOHOTO0  THUTAHUS
«AMUHUHOKUCIOTHBIH
MOJYJIb «beranny
(Opdanuk)

46

184

C poxnenust




Ipuaoxenue A3.8 Ilpumepsl pacyera qMeThl NPH KIACCHYECKOM

rOMOUMCTHHYPHUH

PacueT nMTAHMSA JJI51 NAIMEHTA ¢ TOMOLMCTHHYPHEH B Bo3pacTe 2-X Helelb, Macca Teaa 4 Krl,
1.KonuuecTBo notpebieHus odmiero 6enka B CyTku U3 pacueta 2,5 r/kr/cyt x4 kr=10r
2. JlomycTrMoOe KOJMYeCTBO MeTHOHMHA B CyTKH 30 Mr/kr X4 kr= 120 Mr/cyTku

3. KonmuectBo HaTypalbHOTO Oenka 3a cueT rpyaHoro moioka (I'M)/meTckoil MOIOYHOM cMecu
(AMC) ¢ yuerom, uto 1 r 6enka I'M/JIMC coxepxut 30 mr metnonuna: 120:30=4 r HaTypaJbHOTO
oenka 3a cuer 'M/JIMC.

4. KonmuvecTBo Oeika 3a cUeT CHeralu3upoBaHHOTO TpoaykTa: 10-4=6r Oenka

5. KonuuectBo (B TI) crequalu3upOBAHHOIO MPOJYKTa CYXOro Uil AMETUYECKOro (Jie4eGHOro)
NUTaHMS JETeH MepBOro roja *U3HU, 00JbHBIX roMolucTuHypuel, "Hyrpuren 14-met"**** (100r
CYXOro HpojayKTa coaepXuT 14 r Gesika): B CyTKU MAIMEHTYy HE0OXOAUMO 43 I CyXOoro mpoayKTa
Hytpuren 14— met****,

Ecnu ucnione3yercst crienManu3upoBaHHbBIN MPOIYKT JETCKOTO JUETHYECKOTO JICYCOHOTO MUTAHUS
JUIs 1eTei nmepBoro roja xu3Hu ot 0 10 12 MecsleB B KaueCTBE OCHOBHOI'O NMUTaHUS U B KaYeCTBE
JOMoNMHUTENbHOTO THTaHus ans gereit no 3 ner "HCU Amnamuke HWudant" (mpu B6-
HEYYBCTBUTEIBHON opMe roMorucTHHYpHH )**** (100r cyxoro nponykra coaepxut 13,1 r 6enka):
B CYTKU MalMeHTy HeoOxoaumo 46 r cyxoro npoaykra HCU Anamukce uHpanT****,

[TorpeGHOCTH B HaTypalbHOM Oejke oOecrneunmBaeTcs 3a CUET TPYAHOTO MOJIOKA MIIM JETCKOH
MosiouHoi cmecu. Conmepxanue Oenka B 100 muI rpyTHOTO MOJIOKA/IETCKOM MOJIOYHOW CMECH —
npuMepHo 1,2r, COOTBETCTBEHHO MAJisi oOecneueHus MOTpeOHOCTHM B HaTypalbHOM Oenke (4r)
notpebyercst 330 MJI TpYAHOTO MOJIOKA/AETCKOM MOJIOUYHON CMECH.

6.Cnennanu3upoBaHHas CMECh aMUHOKHCIIOT U TPYTHOE MOJIOKO/IETCKasi MOJIOYHAsI CMECh AEISATCS
B PaBHBIX KoJm4yecTBax Ha 6 mpueMoB:339:6=55mun 'M/JIMC

43:6=7,2r cienquaau3upOBaHHOIO MPOAYKTa CYXOro /Ul AUETUYECKOro (JIeueOHOro) MUTAaHUs JleTel
HEPBOTrO ro/ia ’HU3HH, 00JIbHBIX roMonMcTUHYpUEH, "HyTpuren 14-met"**** pazgectu B 50 M1 BOJIBI.

3a o1HO KopMiIeHHE pebeHok momyduT 105 mur murarust (55mm+50mo).

Ecnu ucnone3yercs crenuaan3upoBaHHbIN MPOIYKT JETCKOTO JAUETHYECKOro JICUeOHOTro MUTAHUS
JUIsL IeTel mepBoro roja >xu3Hu oT 0 10 12 Mecs1eB B KaueCcTBE OCHOBHOT'O MTUTAHUS U B KAUECTBE
JononHUTenbHOro nuranus ans gereit go 3 ner "HCU Awnamuke HWudant" (mpu B6-
HEUyBCTBUTENIBHOM (popMe rOMOIIUCTUHYPHH)****, TO B 0HO KOpMIIEHUS OepyT

7,6 T cyXoro npoaykTa v pa3BOJAT €ro B 53 mu1 BOJIbI.

3a oHO KopMieHHe pedeHok moaydut 108-110 mur mutanus (55ma+53mi).

Pacuer nuTAHMA IS NAIMEHTA ¢ TOMOLMCTHHYPHel B Bozpacre 10 jer, macca Teaa 27 krl.
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1.KonudecTBo moTpebienus oo1ero 6emnka B CyTKU U3 pacdera 2r/Kr/cyT =54r
2.CpenHee 10MyCTUMOE KOJMYECTBO METHOHMHA B CYyTKH 10 mMr/kr = 270 mr

3. KonmnuecTBo HatypanpHOTro 6enka 270:30=9 r HatypaibHOTO OeiKa

4. KonrdaecTBo OeJKa 3a CYET CeIHATM3UPOBAHHOTO MPOIyKTa: 54-9=451 OGenka

5. KonudecTBO (B T') CHENHAIM3UPOBAHHOTO MPOAYKTA CYXOTO ISl JUETHYECKOTO (JIe4eOHOrO)
MUTaHMS JETeH CTapIie OJHOTO roja, 00IpHBIX ToMomucTuHypueH, "Hyrpurer 70-met'**** (100r
cyxoro mnpoaykra coaepxut 70 r Genka): B CyTKU MalUEHTYy HEOOX0AUMO 64 T CyXOoro MnpojyKTa
Hytpuren 70 — met.

Ecnu ncnonp3yeTcs cnequaln3upoBaHHbIN TPOIYKT IUETUYECKOTO JIeYeOHOTO MUTaHUs IS ACTEH,
0onbHBIX B6-HeuwyBcTBUTENBHON (HOPMON TOMOLIMCTUHYPUH WM TuniepMetuoHuHemuert, "XMET
Xomugou"**** (100r cyxoro mpoaykTa coaep>Xut 77 T 0enka): B CyTKH MalueHTy Heo0Xoamumo 58
r cyxoro npoaykra XMET XomunoH.

C ucnonan30BaHUEM Ta6J'II/II_[ AMHUHOKHUCIIOTHOI'O COCTaBa INPOAYKTOB COCTABJISACTCA CYTOHHLIﬁ Ha6op
HATypaJIbHBIX NPOAYKTOB, KOTOPBIC B CYMMC 6y,Hy'T COACPIKATDb Or HATYpaJIbHOTO Oenka.

MpuBenennsie NpuMepHl SBISIOTCS OPUEHTHPOBOYHBIMU. B KakmoMm ciydae TpeGyercss KOHTPOIb
Ha3HAYCHHOM TUETOTEPAINH U e€ KOPPEKLUS 10 Pe3ysibTaTtaM aHaau3oB [77].
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IIpunoxenue b1l. AnropurMsl geiicTBHii Bpaua

nEIL[Ir"IEHT C nogozpeHnem Ha
MOMOUHMCTHHYPWUHED

v

HwarHocTuka

KoHcynbeTayua [luarvos
npodunsHoro NoATBepKAeH?
cneunanucTa
4
Tepanuna B cTauMoHape
w
OucnaHcepHoe HabnogeHWe U
MOHWUTOPUPOBaHWE NauneHTa [«
HET Tepanua

adderTUBHA?
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IIpunoxenune b2. AIropurM 1MarHOCTUKH HAPYIIEHWH peMeTHIHPOBAHUS

KnuHuyeckas KapTuHa,
XapakTepHas ans 3abonesaHus U3 n obuero roMounucTenHa [03MTUBHbIFi HEOHATANbHbI CKPMHUHF
rpynmnbi HapyLWweHs nnasmbl
pPeMeTUNUPOBaHKSA

|

\
MpOBECTH NONHBIM CNEKTP ANArHOCTUYECKUX aHANU30B:
YpOBEHb B12 1 GONUEBOI KUCNOThI B CHIBOPOTKE; 06LLMIA FOMOLMCTEMNH (tHCy) 1
METUOHUH (Met) NNasmbl; CNEKTP aunUNKapHUTUHOB, YPOBEHb METUNIMANOHOBO
kucnotbl (MMA) B MOYe unM nnasme

Hauvatb BUTaMuH B12 (#umaHokobanamuH* unu ero aHanoru) 1 Mr/aeHb
napeHTepanbHo

YposeHb tHecy noebilweH; yposeHb Met HOPManbHBIA AN CHUXEH

A
06paTUTbLCA B CNeLnanu3nMpoBaHHbIN LEHTp!
MpogomxuTts BuTamiH B12 (fumaHokobanamuH™ unu ero aHanorv)
napeHTepanbHo
PaccmoTpets npueM 6eTauHa, #HoONUeBoM KUCNOTbI** UNK ee NPOM3BOAHBIX, L-
METHOHMHA NEPOPanbHO

\i

Y

Y
B12 N, donmnee.k-Ta N,

\
B12 N, ¢onues.x-Ta N, tHd 8120., donunes.xk-Ta N, B12 N, wnues.x-raﬂ ;
N, MMA N

e - mmaf tHef], MMAN tHe {1, mman e . mmaf
! I !

A4
B12 N, donuee.k-ta N,

HET AaHHbIX 3a HapylieHue fecuuuT/Hapy 4] T/Hapy MTHFR cblD-HC, HepocrarouHocTs cbIC,
peMeTUNMpoBaHuA TpaHcnopra B12 TpaHcnopra conaros cbIE, cblG cblD-MMA/HC, cblF, cblJ
TC
y Y Y y v
MpoRoNXUTL ¥ lMpexpatuTs BUTaMuH B12 MpoaonxuTL BUTaMuH B12
AMArHOCTHYECKMit TMPOAO/KUTL ANArHOCTUHECKNIA NOUCK. (#umaHokobanamuH** unu (#umaHokoBanamuH** unu
ey Heobxoaumo HasHaueHue BuTamuHa B12 ero aHanoru). ero aHanoru).
i (#umaHokoBanamuH™ unm ero aHanoros)/ MpogonxuTb/HavaTs MpofomkuTL/HavaTs GeTauH.
HEAOCTATOMHOCTY! #chonuesoit KUCNOTLI™ Unu ee GeTaunH. MpoaomKMTL/HA3HAUUTL L-
MTHFD1 NPpON3BOAHBIX MpogomKUTL/Ha3HaAYNTL METUOHUH Wnnu #onuesyio
#chonuesyro KUCNOTY"" Unu KMCnoTy** unu ee
ee npoussoaHble/Mnm L- npou3soaHbIe
METUOHUH
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[Ipunoxenue b3. Anropur™m onpenenennsi 49yBCTBUTEIbHOCTH K

HNMPUIOKCUHY **

C Mepsoe onpeneneHue romouucTenHa s KPOBM) ( BTopoe onpeaenexHue romouucTenHa B KpOBM)

A 4
(C'rap'r npuema #NMpUAOKCHHA*" 10 MI/KI/cyT (MuHUMYM 100 Mr/CyT, Makcumym 500 Mr/cyTD

A 4
( KOHTPONb YPOBHA rOMOLMCTEMNHA B KPOBM HYepes 1 He):)

Y

C FomoumncTenH B KpoBu < 50 Mkmone/n ) C FomouncTenH 8 Kposu > 50 MKMONL/N )
A4 A4
KOHTpOnb yPOBHA roMOUMCTEUHA B KPOBM KOHTPO/b yPOBHA FOMOLMCTEMHA B KPOBU
yepes 2 Heq Hayana Trepanum yepesa 2 Heq Ha4Yana Tepanun

A4
( roMOLMCTENH B KPOBM > 50 MKMONL/N )

A4

KOHTPONb YPOBHA rOMOLIMCTENHA B KPOBM Yepe3a
6 Hen Havana Tepanun

Y h 4 A4
FomoumcTenH 8 Kposu < 50 MKMONL/N TomouncTenH B KpoBu < 80% OT TomoumcTenH B Kposm > 80% OT
HayansHoro HavaneHoro
B6 uyscTBUTENBHAA (hopma HaCTUYHO YYBCTBUTENLHAA (hopma B6 peaucTeHTHan hopma

McTouHumK: https://bimdg.org.uk; nepesog, BbINONHEH aBTOPaMMU C USMEHEHUAMMU.
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IIpunoxenne b4. Anropurm jiedyeHusi HOBOpoxkaeHHbIX ¢ Y

WH HEYYBCTBU / HacTU4HO-
yyBCTBMTENbHAA popma MUY

MMPUOOKCHH-4YBCTBUTENbHAS
dopma Ly
MpoaomxuTs #NUPHUOOKCUH** U
#donuesyo kucnoty**

HavaTtb aueTtoTepanuio:
- QUeTa C orpaHuYeHuemM MeToHuHa (Met)
- NPOAOMAXUTL #NUPUAOKCUH*, #donnesyio
KUCNOTY** NpW YaCTUYHOM OTBETE

/ TpyAHOe BCKapMAUBaHue \

- YMEHbLUWTL 06beM rpyAHOro Monoka Ha 50%,
[06aB1Tb aMUHOKWUCNOTHYIO CMECh HE COZepXalLyio
Met (npuMepHo 75 MA/Kr/aeHb) 40 NpUema rpyaHoro
MONOKa (rpyAHOE MONOKO COAEPXUT NPUMEPHO 18 Mr

Met 8 100 mn)

- 0XUAaTb CHUXeHMe obuiero roMoumcTenHa (tHey) u
Met nna3mbl 1O TAPreTHOro YpoeHs Yepes 7-12 gHen
- NPOBEPUTH Y NOTHO CMecH He
coaepxaiien Met 8 TedeHun 24 4acos. ECNKM CMeCh He
YCBaWBAETCA - BpeMeHHO NPeKPaTUTL rpyaHoe
BCKapM/IMBaHWUE, OCTaBUTL TONbKO UCKYCCTBEHHOE
BCKap THOW CMecbio 6e3 Met.
CnepoBaTb KNIMHUYECKUM PEKOMEHAALMS MO

uckyceT Y BCH P

To
CcuexusaHue Ana coxpaHeHus nakrauuu. /

WckyccTeeHHOe BCKapMnBaHue

YMEHBLMTb MM BPEMEHHO OCTaHOBUTb 0BbIYHYIO
CMeCb B COOTBETCBUM C ypoBHEM Met nnasmbl.
N06aBUTb aMUHOKUCNOTHYIO CMECh HE COAepXally
Met B 3aBuCMMOCTH OT ypoBHA Met nna3mbl npu
NOBTOPHOM BU3UTE

YPOBEHb METUOHUHA KpaTHOCTb NpMema cmecu
nnasmbi: He conepxa.lueﬁ METUOHWH!

>1000 MKMONL/N 4 pasa B fietb
600 - 1000 Mkmons/n 3 pasa B aeHb
200-600 MxMons/n 2 pasa B fieHb

e

B0306HOBWTD IETCKYIO CMECh Ha OCHOBE MONOYHOM
CbIBPOTKM (copepxuT 29 Mr Met 8 100 mn).
Cokpatutb npuem Met go 90-120 mr/aeHs (npu

—

KoHTponb avetsl 4epes 1 Hepento.
MOHWTOPMHI ypoBHSA Met nna3mbi u tHcy yepes 7
[He# Hayana aueToTepanuu. CKOPPeKTUpOBaTh
KONU4YECTBO aMUHOKWUCTIOTHON cMeck 6e3 Met ansa

Bece < 3 kr 4o 30 Mr/Kr/aeHb).
[1063BUTb aMMHOKUCNIOTHYIO CMECh He
onepxaulyto Met ¢ yyetom Heobxoaumoro
notpebneHus obutero 6enka 3 rpamma/Kr/oeHb.

(5,

noaaepxaHus yposHa Met u tHcy 8 npepenax
TapreTHbIX 3Ha4YeHui. MPyaHOe MONOKO/AeTCKas

vy

cMech 06bi4HO obecneynaiot 90-120 mMr Met s

AeHb. TapreTHble 3Ha4eHus B Nna3me:
METUOHUH HOpMankHble 3HaYeHNA
0oBLWuiA romoumcTenH 60-100 mkmons/n
CcBOGOAHLIA roMoUMCTENH < 10 MKMONL/N
00 LMCTeNH HOpManbHble 3Ha4eHNA

\ 4

< MOHWTOPMHF NoKa3saTenei KPOBK eXeHeAeNbHO, KOPPEKUMA NUTAHUS A8 AOCTUXEHUS TapreTHbIX 3HaYeHNI )

MUcTouHuK: [5]. MybankyeTca 6e3 nsmeHeHu, NnepeBo, BbINOJHEH aBTOPamMM
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IIpunoxenne B5. AIropurM paciuiMpeHHOr0 HEOHATAJIbHOTO CKPMHMHIA HA

rOMOUMCTHHYPHIO

NOThI B BbIC!

NATHaX KpoBwn

|

Met < 7 MkM/n

petect

[ Met < 7 MkM/n ] [ Met > 7 MmkM/n ]

Met 7 - 80 MM /n

Pe3ynbTaThl CKPUHUHIA B
Y e

3

)

Met > 80 mkM/n

Y

petect

J

tHcy B nnasme kpoeu

)

[ tHoy > 11 MkM/n ]

[ tHey < 11 MmkM/n }

(
L

Met < 80 MkM/n ] [ Met > 80 MkM/n

(S

tHoy < 11 MkM/n

‘I AAMarHo3 roMoun cTUHypus

Bbl! TeH

v

tHcy B nnasme kposu

| :
tHoy > 11 mxkM/n

B
!

KOHCyNbTaLya Bpaia—
reHeTuka/spava-
neawaTpa/spaya-

HeoHaTo/ora.

FocnuTanusauus, HasHaueHue

CONOCTaBNEHUE KNMHUYECKUX
¥ NaBopaTOPHBIX AAHHbIX
ncknioveHue ownbok
npeaHaMTUYECKoro srana

Tepanuu

leHetnyeckas naHens

HEOAJHO3HaYHble Pe3yNbTaThl
AHK-ananu3a

v

leHoTMN ycTaHoBNEH

v

JlnarHos roMouucTuHypus
NOATBEPKAEH

>

MeAMKO-reHeTuyeckoe
KOHCY/IbTUP OBaHWE CeMbM

75



Ipuioxenue B. Uudopmanus 15 naumeHTa

Kaaccuyeckasi roMOUMCTHHYPHS, 1e(PUUHT HUCTATHOHUH-0€Ta-CHHTA3bI
Yro Takoe roMOMCTUHYPHS?

['oMomnucTuHypHUs — 3TO rpymna HacleACTBEHHBIX 3a00I€BaHMM, TPU KOTOPHIX MOBBIIIACTCS
YPOBEHb TOMOLIMCTENHA B KPOBU. ['OMOLIMCTENH BIMSET HA IMPOLIECCH CBEPTHIBAEMOCTU KPOBH,
CEPJIEYHO-COCYIUCTYIO CUCTEMY, HEPBHYIO CUCTEMY, COEAMHUTEIbHYIO TKaHb.

'oMomnucTuHYpHsS MOXKET OBITh BBI3BaHA: MyTallMeil B HECKOJBKUX pa3HbIX reHax. Bee atu
TeHbl OTBETCTBEHHBI 3a CHHTE3 (EPMEHTOB, KOTOpPHIE y4YacCTBYIOT B TOM, KaK Halll OPraHU3M
UCTIONB3yeT W oOpabaThiBaeT aMHHOKUCIOTHL. Hambomee pacmpoctpaHeHHOH — (opmoid
TOMOLIMCTHHYPUH, SBISIETCS NeUIHUT PepMEeHTa HIUCTATHOHUH-0eTa-CHHTA3bl, KOTOPBII BO3HUKAET
npu myTanusix B rene CBS. bonee penkue npuyrHb TOMOLIMCTUHYPUU BKIIOYAIOT MYTallUU B T€HAX
MTHFR, MTR, MTRR u MMADHC . [Ipyrue ¢opMbl TOMOIIUCTUHYPHUH CBSI3aHbI C HapyIICHUEM
oOpa3oBanusi BuTamMuMHa Bl2 U KpoMe TOMOLMCTUHYPUU COINPOBOXKAAIOTCS TOBBIIICHUEM
METHJIMAJIOHOBOM KUCIJIOTHI.

Haubonee pactipocTpaneHHBIN THI TEHETUYECKOH (POPMOIT TOMOIIMCTUHYPHUHU- KIIACCHYECKAs
TOMOLIMCTHUHYPUS, BbI3BaH Ae(PUIIUTOM (epMeHTa LUCTaTHOHUH-OeTa-CuHTa3a.

Kak nposiBisiercsi Kiiaccu4eckasi rOMOUUCTHHYPHSA?

Hetu ¢ »TuM 3a0o0jieBaHMEM HE HMMEIT OCOOEHHOCTeM Impu poxxaeHuH. IlepBbiMu
HecTIeU(UISCKUMU CUMIITOMaMH MOTYT OBITh 33JIepKKa MICHXOMOTOPHOTO Pa3BUTHS, YMCTBEHHAs
OTCTAJIOCTh, CKeNIETHbIE IeopMaliii (BaJIbI'yCHasl yCTAaHOBKA KOJIEHHBIX CYCTaBOB, KM(POCKOINO3HI,
BOPOHKOOOpa3Hast MM KWJIEBUAHAS eopMallii TPy THON KIETKH ), KapAMOBACKYJIsIpHas HaToJIOT U,
yacThle MepeoMsl (y JeTell cTapiero Bo3pacra).

XapakTepHa MaToJIOTusl TJIA3HOTO afmapara: cyOatoKcanust (JIFOKCAIUs) XPyCTAIHUKOB, YacTO
OCJIOKHSAIOIIUICSA BTOPUYHOM INTAyKOMOM, HEPEIKO UMEIOIEH 3JI0KaYECTBEHHOE TEUEHHUE, MUOIINS,
aTpodust 3pUTETBHBIX HEPBOB, KATApaKTa U OTCIIONKA CeTUYATKH.

VY nanueHToB noJIpOoCTKOBOTO M MOJIOAOTO BO3pacTa MOI'YT BO3SHUKHYTh TPOMOO3bI, KOTOpBIE
ABIIIOTCS TJIaBHOM NPUYMHONW MH(papKTa MHOKapa WM MHCY/IbTa ¢ (POPMHUPOBAHMEM OYAaroBON
HEBPOJIOTHYECKON CHMITOMATHKH BO3HHMKAIOT MPEUMYIIECTBEHHO Yy MAIMEHTOB MOAPOCTKOBOTO
BO3pacTa.

Jlpyrue BO3MOXHBIE CHMIITOMBI BKJIIOYAIOT 3a00J€BaHUE KOCTEH (CKOJIMO03), TPOOIEMBI C
MICUXUYECKHAM 3/I0OPOBBEM U TIPOOIIEMEBI € TTOBEICHHEM (HApuMep, CHHAPOM IeQUIINTa BHUMAHUS U

TUIIEPAKTUBHOCTD).
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Kak Hacienyercs kiaccuueckasi rOMOIUCTHHYPUS?

l'oMonucTUHYpUS OTHOCUTCSI K HACJIEICTBEHHBIM 3a00JIeBaHUSAM U Iepelaercs Io
ayTOCOMHO-PELECCUBHOMY TUITY. DTO 3HAYUT, YTO OOJIE3HB MPOSIBISIETCS TOIBKO B TOM Cllydae, €ciu
00a pomuTens SBISIOTCS HOCUTEISIMH M, XOTS CaMH OHH HE OOJICIOT, MepemaroT peOCeHKYy aBa
MOPaKCHHBIX TeHA. BOJBIIMHCTBO CeMEi, Tie eCTh peOCHOK C TUM 3a00JIeBaHUEM, HE CTAITKUBAIIUCH
panblile ¢ ToJo0HOM npobiemMoit. PuCk mOBTOpHOTO poxaeHUs 60JIbHOTO peOeHKa B CEMbE, TIIE yiKe
ecThb OOJIbHBIE JI€TH, COCTABISIET 25% Ha Kaxayt0 OEpeMEeHHOCTbD.

Bce cembu ¢ romMomuCTHHYpUEW OJDKHBI 00S3aT€IBbHO MPOUTH MEAMKO-TEHETUYECKOe
KOHCYJIbTUPOBAHUE U MMOJYYUTh MOJHYIO HHPOPMAIUIO OT Bpaya-TeHETUKA O PHUCKE TOBTOPHOTO
MPOSIBIICHUS TaHHOTO 3a00JIeBaHUs B CEMbE, OOCYIUTH CO CIIELUAINCTOM BCE BOIIPOCHI, CBSI3aHHBIE C
HacienoBaHueM 3abosneBanHus. B Poccum Memuko-reHeTMdeckue KOHCYJIbTAlMM PpaboTaroT
MIPAKTUYECKH B KAXKIOM PETHOHE.

Kak ycTaHaBJIMBAaKOT AUATHO3 KJIACCHYECKOH rOMOUMCTHHYPHUH?

Ha ocHOBaHMM KIMHMYECKUX CHUMIITOMOB Bpad MOXET 3al0J03pUTh 3a00JIeBaHUE U Jaiee
OTIIaBUTH MAILMEHTA Ha CIIeUAIN3UPOBAHHOE TabopaTopHoe uccienoanue. [Ipu romounctunypun
MOBBINIAETCS B KPOBU YPOBEHb CBOOOJHOTO M OOIIEr0 TOMOIMCTEMHA, a TakKe YpPOBEHb
aMUHOKHCIIOTHI METHOHMHA. VccreqoBanne MOYM Ha OPraHUYECKU KUCIIOTHI TTO3BOJISIET UCKITIOUNTD
GbopMbI TOMOIMCTHHYPHH C METHJIMAJIOHOBOW amuaypueid. Jlamee myTeM MOJEKYISPHO-
TeHETUYECKOTO aHalln3a BISIBIIOT MyTanuu B reHe CBS. OueHp BaXkKHO MPOBECTH ATOTO aHAIU3,
MOCKOJIBKY YK€ TI0 TEHOTHIY B HEKOTOPBIX CIydasX BO3MOXHO ONPEIEIUTh OyaeT Ju
YyBCTBUTEIHHOCTh K T€panuu BUTaMUHOM B6 unu HerT.

Kak JieuaT Ki1accn4ecKy0 roMOIUCTHHYPHIO?

MeTHOHUH SIBIsIeTCS HE3aMEHUMOW aMUHOKHCIOTON (HE CHHTE3MpYyeTCs B OpraHu3Me, a
MOCTYIaeT U3 BHE), OH HEOOXOIUMBIM JUIsl HOPMAJILHOTO POCTa M CHUHTE3a Oelika B OpraHu3Me, U
MOATOMY HE MOKET OBITh MOJIHOCTHIO UCKITIOYEH U3 parnroHa. CHIKCHHUE METHOHWHA JTOCTUTACTCS
MyTeM OrpaHuYeHHs] OeJKa B MUIIIE JJIs MOAIeP KaHUs YPOBHS METHOHHWHA U TOMOLIMCTENHA B KPOBU
B [Ipe/ieliax LEeNeBbIX MOKa3aTeen Je4eHusl (OHM HEMHOTO OTJIMYAI0TCSl OT HOPMAJIbHBIX 3HAYEHUN).
D10 ToTpedyeT OTKa3aThCs OT OEJTKOBBIX MPOJYKTOB C BBHICOKMM COJIEpKAaHWEM OeliKa, BKIIOUast
MsICO, PBIOY, ST, CBIp U O00OBBIE, MOCKOJIBKY OHH COJIEPKAT OOIBIIOE KOJIUYECTBO METHUOHWHA H,
TakUM 00pa3oM, pa3pelieHbl MPU TOMOIMCTHHYPHUH JIUIIH B O4€Hb HEOONbIIOM KonudecTBe. [Ipu
3TOM, YTOOBI OpPraHU3M MONydYal JOCTATOYHOE KOJIUYECTBO JAPYTUX aMHUHOKHCIOT Ha3HAuYaloT
JOTIOTHUTEIIFHO K HU3KOOGITKOBOW JHETE CHEIUAIbHbBIE IeYeOHbIE CMECH, B KOTOPBIX OIPaHUYCHO

COJIep)KaHWE TOJIBKO METHOHMHA, a JAPYIHM€ aMHUHOKHCIOTHI COJIEPKAaThCs B JOCTAaTOYHOM
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kosnmdyectBe. OCHOBHBIC HABBIKM, KOTOpBIE JOJDKHBI MPHOOPECTH POAMTENM W CaM IalUeHT-
paccUMThIBATh JUETY TAKMM 00pa3oM, YTOObI BCE aMUHOKHCIIOTHI U APYTUE HYTPUEHTHI MOCTYHANIN B
JIOCTaTOYHOM KOJIMYECTBE, @ YPOBEHb METHOHHHA ObLJI OTPaHUYCH.
Crnenyer NMOMHHMTB, YTO TOJIEPAHTHOCTh K METHOHHHY (O€30IMAacHBI YpOBEHb) pa3iHyacTcs y
nanueHToB. Kak npaBuiio oHa MoxeT ObITh B auamnazone ot 80-160 mr / neHb, 4ToOBI  YpOBEHB
obmero romonuctrenHa (tHcy) 611 <100 Mxmoib / 1. BakHo BMecTe ¢ BpayaMu ¥ HA OCHOBAaHHUH
71a00paTOPHBIX aHAIU30B MO OMPE/EIICHNI0O METHOHUHA ¥ TOMOIIMCTEHHA ONPEAETUTh O€301MaCHbIH
YPOBEHb METMOHHMHA WHAWBUYANbHO. [l ynpaBieHuss HOPMOI METHOHMHA YeJIOBEKa MPUMEHSIOT
1100 TabIHIIBI ¢ COJIePKAHNEM METHOHMHA B KaXKI0M U3 MPOAYKTOB. Eciiu copepikanne METHOHUHA
HEJOCTYIHO, TO MPUMEPHO PACCUYUTHIBAIOT UCXOJs U3 TOro, 4yrto 20 MI METHOHHMHA COJEPKUTCS
npuMepHo B 1 T Oenka.
Kpome nmerorepanuu Ha3HA4alOT BUTAMHUHBI, CPEAM KOTOPBIX HanOoiiee BaKHBIM sBisieTcsl B6
(#nupugokcuH). DTOT BUTAMHH HEOOXoauM (EepMEHTY HUCTaTHOHHH-OeTa-cuHTaze (CBS) mis
HOpMalbHON paboThl. [IpuMepHO B TONOBMHE BCEX CIy4YaeB KIACCHYECKONW TOMOLMCTUHYHUU
HaAOJI0/1aeTCsl YYBCTBUTEIBHOCTh K JICYCHUIO BUTAMHUHOM B6. [ 3TOro mpoBOIAT CHEIHAIBHYIO
npo0y C BHUTAMHMHOM, ONpEIEISIIOT OWOXMMHUYECKME IOKa3aTenu KpoBu. Ecium mnokazatenu
METHOHHHA ¥ TOMOLMCTENHA CHM)KAIOTCS, TO YCTAHABIMBAIOT nuarno3 B6-uyBcTBuTenbHas Gopma
TOMOLIMCTUHYPUHU U MHOTHE U3 3THX MAI[EHTOB HEe HY)XJIAIOTCS B JUETOTEpaNuU, a UM HEOOXOUM
TOJILKO MpUeM BUTaMuHa B6. BaxkHo ueTko cieoBaTh 103MPOBKaM Ipernapara, KOTOpble Ha3HAYUT
Bpay ISl TOJIy9EHUs] MaKCUMaIBHOTO () (ekTa JIedeHns: 1 MpeIoTBpaIIeHUs] TTOOOYHBIX SBJICHUH.
Ecnu He HabnromaeTcst oTBET HAa BUTAMHUH B6, Bpauu peKOMEHAYIOT IPUACPKUBATHCS CTPOTON TUETHI
U, KaK MpaBWJIO, HA3HAYAIOT CHENMAIU3UPOBAHHBIA MPOAYKT AUETHUECKOro Je4yeOHOro MUTaHUsS C
O6eTauHOM. DTO COEJMHEHHE CIIOCOOHO MOMOTaTh «HEUTPAJIM30BATH» TOMOLUMCTEUH B pe3yibTare
3amycka 0co0oil pepMEHTHOM peaKIluu.

[Ipy HEOOXOAMMOCTH TPOBEINCHHS XUPYPrHUECKOTO BMENIATENhCTBA  00S3aTEIHHO
NPOKOHCYJIBTHUPOBATHCS C JIEYAIlUM BpauoM, IMPOBECTH HCCIEIOBAHHME HAa TOMOLIMCTEUH KPOBH,

MNpECANPUHATE MCPLBIL HpO(I)I/IJ'IaKTI/IKI/I TpOM6030B, YKa3aHHBIC B JaHHBIX PCKOMCHIAIUAX.

Kaxkoii Hy?KHO IPOBOAUTH MOHMTOPHHT /Il MALMEHTOB?
Heo6xoauM MynbTHIMCHMILIMHAPHBIN MOAXOA K HAONIONEHUIO U JICYCHHIO IMAlMEHTOB C
TOMOLIUCTUHYPUEH CHEelHMaTiucTaMi pasHbIX Npoduiiell ¢ 1eiablo obecreueHHss KOMIUIEKCHOU
TEpallul ¥ CBOEBPEMEHHOH €€ KOppeKkIuH TNpu HeoOXoauMocTu. [l ManmueHToB ¢

TOMOIIMCTHHYpHUEH HEOOXOIMMBI peryspHble 00cae10BaHusl, KOTOpPbIe Ha3HAYaeT Bpau.
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Kak nanuenTsl moJy4awr Jiedenune B Poccuiickoii @enepanun?

['omMonuCTUHYPHS OTHOCUTCSI K YUCITY PEIKHX HACJIEICTBEHHBIX O0sie3HEl oOMEeHa BEIISCTB
¥ BXOJUT B IepeueHb penkux (ophaHHBIX) 3a00eBaHUH, JEYCHHE KOTOPHIX MPOBOJUTCS 33 CUET
CPEICTB peruoHaNbHOTO Orokera. [locne ycTaHOBIIGHHWE JMArHo3a HEOOXOAMMO BKITFOUYCHHUE
NalMeHTa B PETHOHAJBHBI CErMEHT PErucTpa IO JKU3HEYIPOXKAIOIMIKUM pPeaKuM (ophaHHBIM)
3a00JIeBaHUSIM, C LEIbI0 JalbHeHIIero oOecrmedeHus HEOOXOAWMBIM JIEYEOHBIM ITMTAaHHEM U
JIEKapCTBEHHBIMM TIperaparaMu. B pa3HbIX peruoHax 3a BEICHHUE PETUCTPAa OTBEYAIOT pPa3HbIC
CIELIMATIMCTBI, HO Yallle BCEro A3TO BPAYU-TEHETUKH, [MOAITOMY IOCJIE€ YCTAHOBJICHHUS JHArHo3a

00513aTEIbHO HY>KHO 00PAaTUTHCS K PETHOHATBHOMY Bpady T'€HETHKY.

Kak moryTt nomorarthb poanble u 6;iu3kue?

He 3a0biBaiiTe — OT ceMbH Takke 3aBHCUT Yycmex JiedeHus. HyxHo cobOmronars
PEKOMEHIalluH, HU MPU KaKUX YCIOBUAX HE IOMYCKATh «CPBHIBOBY» B IMETOTEPAIHH, CIIEAYET YACIAThH
BHUMaHUE PEea0WIMTAMU M TUIAHOBBIM OOCIIEOBaHUSM. Bce WieHbl CeMbH JOJKHBI 3HATH, YTO
peOeHOK HY X IaeTCsl B 0COOOM MUTAHUU U OJIM3KKE POACTBEHHUKH JOJIKHBI OCBOUTH HABBIKU pacyeTa
HETEI.

Poputenu manueHTa ¢ TOMOLUCTUHYPHUEH, a B JalbHEWUIIIEM U caM MallUeHT JOJKHBI ObITh

06y‘~ICHBI IIpaBHJIaM OpraHu3alu TCparunu.

I'omouucrunypus, cesizannas ¢ gepuuurom MTHFR
Yro Takoe roMouMcTUHYpHS?

['oMmonucTuHypHS — 3TO TpyIINa HACIEICTBEHHBIX 3a00JIEBaHU, P KOTOPHIX TOBBIIIAETCS
YPOBEHb TOMOITUCTENHA B KPOBU. | OMOITMCTENH BIUSET HA TIPOIIECCHI CBEPTHIBAEMOCTH KPOBH,
CEPIEYHO-COCYAUCTYIO CUCTEMY, HEPBHYIO CUCTEMY, COCIMHUTENbHYIO TKaHb.

I'oMomucTUHYpHS MOXKET OBITh BEI3BaHA: MyTAIIMH B HECKOJIIBKUX Pa3HbBIX TeHbl. Bee 3TH reHsl
OTBETCTBEHHBI 32 CHHTE3 ()ePMEHTOB, KOTOPHIE yU4aCTBYIOT B TOM, KaK HaIll OPTaHW3M UCIIOJIb3YeT U
oOpabatbiBaeT aMHUHOKUCIOTHI. Hanbomnee pacnpocTpaneHHON (pOpMOii TOMOIIUCTUHYPUH, SBIISETCS
nebunuT GepMeHTa UCTATHOHUH-0EeTa-CUHTA3bl, KOTOPBIA BO3HUKAET Mpu MyTanusax B rene CBS.
boiniee penkue npuurHbl TOMOUMCTUHYPUH BKIIIOUAOT MyTauuu B reHax MTHEFR, MTR , MTRR u
MMADHC . JIpyrue ¢popMbI TOMOIIMCTHHYPHUH CBS3aHBI C HApYIICHHEM 00pa3oBaHus BUTaMuHa B12

U KpOME TOMOIMCTUHYPHUHU COIIPOBOXKAAKOTCA IMMOBBIIIICHUEM METHJIMAIOHOBOM KHCJIOTEL.
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I'omomuctunypus, csizannas ¢ nepunurom MTHFR - 310 renetmdeckoe 3aboneBaHue,
KOTOpPO€ BO3HHMKACT HM3-32 HapyILICHUs pabOThl (pepMeHTa METHIICHTETparuapoQoiaaT peayKTasbl.
OTOT QepMEeHT KoaupyeTcs TeHoM, KOoTopblii Takxke HazpiBaecTcsi MTHFR. MTHFR Baxken mis
XUMHUYECKON peaKkiiuy B OpraHu3Me C y4acTHeM BUTaMuHa B6 1 (onueBoi KUCIOTHI.

Kak nposiBasiercsi romouncTunypus?

['oMomnucTuHYpUS Yy HOBOPOXACHHOTO peOeHka 00bIYHO He mposiBisiercs. [Ipu orcyreTBun
JIeYeHUs y JIeTedl B MJIJICHUECTBE MOSIBIISIIOTCS IPU3HAKU U CUMITOMBI TSDKEJIOW TOMOIMCTHHYPHH.
['omonuctunypusi, Bei3BanHas Bapuantamu MTHFR, moxer ObITh  JIeTKO# M IPOSIBIISATHCS B Ooee
NO3JHEM JETCTBE MJIM BO B3pociaoM Bo3pacTe. CHUMNOTOMBI MOIYT BKJIIOYaThb HapyllEHHE
CBEpThIBaHHWE KPOBH (TOBBIINIEHHOE TPOMOOOOpa30BaHME), OTCTaBaHHE B PAa3BUTUU, CYIOPOTH,
aTaKCHIO, TOJMHEHPONaTHIO, UHTEIEKTyalbHbIEe HAPYILIEHUs, U MUKpoLedaus.

Kak Hacjaexyercsi roMOUMCTHHYPHS, cBA3aHHAas ¢ fepuuutom MTHFR?

I'oMonucTUHYpHST OTHOCUTCSI K HACJIEICTBEHHBIM 3a00JIeBaHUSAM U Iepelaercs 1o
ayTOCOMHO-PELECCUBHOMY TUITY. DTO 3HAUUT, YTO OOJIE3HB MPOSIBISIETCS TOIBKO B TOM Cllydae, €ciiu
o0a poauTens SBISIOTCS HOCUTEISIMH M, XOTS CaMH OHH HE OOJECIOT, MepeaaroT peOeHKy IBa
MOpa)KEHHBIX TeHa. BoJbIIMHCTBO ceMel, rie ecTh peOeHOK C ATHM 3a00JIeBaHNEM, HE CTAJIKUBAJIHCh
panbIIe ¢ To1I00HOM MpobdIeMoii. PUCk MOBTOPHOTO poXKACHMS 00JIEHOTO peOCHKA B CEMbE, TJIC YKE
€cTb 0OJIbHBIE JETH, COCTABIACT 25% Ha KaXKIyt0 OEpEMEHHOCTb.

Bce ceMbu ¢ TOMOUMCTHHYpHIl JOJDKHBI 00S3aTENbHO MHPONTH MeETUKO-T€HETHYECKOe
KOHCYJIbTUPOBAHUE U MOJIYYUTh MOJIHYIO HHPOPMAIMIO OT Bpaya-TeHETUKAa O PHUCKE IOBTOPHOIO
MPOSIBJICHUS TaHHOTO 3a00JIeBaHUs B CEMbE, OOCYIUTh CO CIIELIMATINCTOM BCE BOIIPOCHI, CBSI3aHHBIE C
HacienoBaHueM 3aboneBaHus. B Poccunm MeaMko-reHeTHMUecKHMe KOHCYJIbTallud palboTaroT
MPaKTUYECKH B KAXJIOM PETHOHE.

['omoumcTuHYpUs U3-3a JeduuuTa METUICHTETparuipodonar peaykTasbl CBsi3aHa C MyTalUsIMU B
MTHFR rene. Myrauuu B rene MTHFR npuBoasT xk ToMy, uto pepMeHT paboTaer He Tak, Kak
JIOJIKHO, BBI3bIBasi HAKOILJIEHUE TOMOIIMCTENHA B OpTraHU3ME.

Kak ycranaBJIMBalOT AMArH03 roMOIUCTUHYPHUH cBsI3aHHOI ¢ fepuuurom MTHFR?

Ha ocHOBaHMM KIMHMYECKHMX CHUMIITOMOB Bpad MOXET 3aIl0/I03pUTh 3a00JIeBaHUE U Jaiee
OTNPaBUThH MAalMEHTa Ha CIENUaIU3UpOBaHHOE JlabopaTopHoe uccienoBanue. [Ipu stoit Gopme
TOMOLIUCTUHYPUHU TIOBBIIIAETCS B KPOBU YPOBEHb CBOOOJHOTO M OOLIEr0 T'OMOLMCTEMHA, U
CHU)XKAeTCs YPOBEHb AMHUHOKHCIOTH METHOHMHA. VIHOT1a KOHIIEHTpaIlisl METHOHIMHA MOYKET OBITh U
B HopMme. lccrnemoBaHMe MOYM Ha OPraHMYECKH KHUCIOTHI MO3BOJSIET MCKIIOYUTH (POPMBI

TOMOIIMCTUHYPUHM C METHJIMAJIOHOBOW amuaypueid. Jlajmee myreM MOJIEKYISIPHO-TE€HETUYECKOTO

80



aHayM3a BBIABIAIOT MyTauuu B reHe MTHFR. Ouenp Ba)kKHO IPOBECTH 3TOTO aHAIM3, TOCKOJIBKY
y’Ke 10 T€HOTHIy B HEKOTOPBIX CIydasX BO3MOXHO ONPEAEIUTbh OYAET JIM 4yBCTBUTEIBHOCTH K
Tepanuu BUTaMUHOM B6 nim Her.
Kak jieyaT roMouucTHHYpPHIO cBA3aHHYIO ¢ AepunutTom MTHFR?

[Tpu 3T0i1 popMe TOMOLUCTUHYPHUH MAITUSHTHI HE HYKJAI0TCS B AHeToTepanuu. Jleuenue nepumnura
MTHFR Britouaer npuem Cnenuanu3MpoBaHHOIO MPOAYKTa JUETHUYECKOIrO J1e4eOHOro MUTAHUS C
OctamHOM, a Takke (OIMEBON KUCIOTHI**, BuTamMuHoB B6 um B2, mMernonuna. Eciu auaraos
YCTAaHOBJICH Ha paHHEW CTa/IMU U CPa3y )Ke HAYMHACTCS JIeYeHNE OeTanHOM, 3 PEKTUBHOCTH TEPAITUU
OU€Hb BbICOKasl. JIeueHue, HayaToe M03XKe, HE YCTPAHIET CUMIITOMOB, HO MOKET BbI3BATh YJIyUIlIEHHE
cocrosiHuA. JledeHne B KaKIOM KOHKPETHOM Cllyyae Ha3HadaeT Bpay. To4yHOE BBINIOJIHEHHE
Ha3HAuYEHU Bpaya Mo3BOJIAET JOOUTHCS MAaKCUMAJIBHOTO 3 (deKTa OT JeUeHHUs.

[Ipy HEOOXOAMMOCTH TPOBEACHHS XUPYPrHUECKOTO BMEUIATENbCTBA  00S3aTEIBHO
IPOKOHCYJIBTUPOBATHCS C JI€YallMM BpadyoM, MPOBECTU HUCCIIEJOBAaHHE HAa TOMOLMCTEHH KPOBH,
HPENPUHATh MEpbI NPO(UIAKTUKH TPOMOO30B, YKa3aHHbIE B JJAHHBIX PEKOMEHIALHSIX.

[Ipu romoumctTuHypuu, oOycioBiaeHHON TskenbiM Aepunutom MTHFR, BwisBisercs
BBICOKMI PHUCK Pa3BUTHUS TPOMOO30B M TPOMOOIMOOJIMYECKUX HAPYIICHWH y JKEHIIWH, KaK Ha
OPOTSDKEHUH BCE OEpeMEeHHOCTH, Tak M B TOCIepomoBoil mepuon. K HuUM oTHOCATCS
MHOXECTBEHHBIE apTepHajbHble TPoMOO3bl, WiIeopeMopanbHblii TpoMOodaeOuT, TPOMOO3BI
BEPXHETr0 CarUTTAJIbHOTO CUHYCA U KOPTHKAJIbHBIX BE€H. ECTh NaHHbIE O pa3BUTUU MPEIKIAMIICUU Y
MaTepel, ¢ romouuctTuHypueil. OgHako OOJBIIMHCTBO OEPEMEHHOCTEN y MaTepell ¢ KJIacCHUeCKOn
TOMOLIMCTUHYPUEH MPOTEKaIn 0€3 aKyIIepCKUX OCI0KHEHUH.

ITpu nepunure MTHFR y matepu Bo3MOXHBI NMOpaXEHUs HEPBHOW CHUCTEMBI y peOeHKa.
[Tostomy namuentkam ¢ gepuuurom MTHFR, nomywarommm cnenuamu3upoBaHHbBI MPOAYKT
JUETHUYECKOro JeueOHOro NMUTaHus ¢ OeTauHOM, HEOOXOJUMO MPOJOJIKUTH JaHHYIO TEPaIni0 BO
BpeMsi OEpEeMEHHOCTH C LETbI0 MOAJEpP)KaHUS 1IEJIEBOr0 YpPOBHS TOMOLMCTEHHAa B KPOBU W,
COOTBETCTBEHHO, IPELYNPEXKIEHUS OCIOKHEHUM.

Kakoii Hy’kHO IPOBOAUTH MOHUTOPHHI /ISl MAIUEHTOB?

HeoOxonuM MyNnbTUIUCHUIUIMHAPHBINA MOAXOJ K HAOMIOJEHUIO U JICYCHUIO MAIEHTOB C
TOMOIIMCTUHYPUEH CHEIHaluCTaMi pa3HbIX nOpoduied ¢ 1enpio oOecredyeHus KOMIUIEKCHON
TEpalil ¥ CBOEBPEMEHHOH €€ KOppeKIuH Tpu HeoOXoauMocTu. [l MalueHToB ¢

I‘OMOLIHCTPIHprICﬁ HCOGXOIII/IMLI PEryJISIPpHBIC 06CJ'ICI[OB3.HI/IH, KOTOPBIC HAa3HAYACT BpaU.
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Kak nanuenTsl moJy4awr Jiedenune B Poccuiickoii @enepanun?

['omMonuCTUHYPHS OTHOCUTCSI K YUCITY PEIKHX HACJIEICTBEHHBIX O0sie3HEl oOMEeHa BEIISCTB
¥ BXOIUT B MEpeueHb penkux (ophaHHbIX) 3a00eBaHUM, J€YCHHUE KOTOPHIX MPOBOJUTCS 33 CUET
CPEICTB peruoHaNbHOrO Orokera. llocne ycTraHOBIEHHWE JMArHo3a HEOOXOJMMO BKITFOUYCHHUE
MAlMeHTa B PETHOHAJBHBIA CErMEHT PETHUCTPa IO KU3HEYTPOKAIIMM peakuM (ophaHHBIM)
3a00JIeBaHUSIM, C LEIbI0 JalbHEHIIero oOecredeHHss HEOOXOMMMBIM JI€YECOHBIM ITHTAHHEM U
JIEKapCTBEHHBIMH TpenaparamMu. B pa3HbIX peruoHax 3a BEACHUE PETUCTPAa OTBEYAIOT pPa3HbIC
CIICLUATUCTBI, HO Yallle BCEro 3TO BPAYU-TEHETHKH, MOATOMY TMOCIE YCTAHOBJIEHHUS AHArHo3a
00513aTEIbHO HY>KHO 00PAaTUTHCS K PETHOHATBHOMY Bpady T'€HETHKY.

Kak moryTr nomorarthb poanbie u 6s1u3kue?

He 3a0biBaiiTe — OT ceMbH Takke 3aBHCUT Yycmex JiedeHus. HyxHo coOmronars
PEKOMEHIalluK, HU TIPU KaKUX YCIOBHSIX HE IOMYCKATh «CPBIBOBY B IMETOTEPAITHH, CICAYET YACIATh
BHUMaHUE PealWIMTAMU U TUIAHOBBIM OOCIIeIOBaHUSAM. Bce WiieHbl ceMbU JODKHBI 3HATH, YTO
peOeHOK HyX1aeTCsl B 0COOOM MUTAaHUH U OJIM3KUE POJCTBEHHUKH JOJKHBI OCBOUTH HaBBIKU pacyeTa
JIMETHI.

Popurenu manueHTa ¢ TOMOIMCTUHYPHUEH, a B JATBHEHUIIIEM M CaM IMAaIlMeHT JOJDKHBI ObITh

06y‘~I€HI)I IIpaBuJIaM OpraHu3aluu TCparunu.

IHpuiaoxkenue B2. Ilpumep «OKCTPEHHON MAMATKH

ITamsiTKa NPU OCTPOM MPHUCTYIIE IVIAYKOMBI.

Ocrpsrii ipuctyt raykoMsl (OI1D7) kpuTHdeckoe COCTOSHUE, XapaKTePU3YIONTUECS PE3KUM MTOBHIIICHUEM
BHyTpuriasHoro aasjieHus (BI'/l), cHmXeHneM ocTpoThl 3pEeHHsI U BBIPAKEHHBIM 00JIEBBIM CHHAPOMOM
BCJIE/ICTBME BHE3AITHOTO M MOJIHOTO 3aKpbITH yria nepeaneit kamepsl riiaza (YIIK). bes neuenns cocrosiaue
yrpoXkaeT OBICTPON M HEOOPATUMOM yTPaTOi 3pUTENbHBIX (PYHKIMH IO IPUYUHE PAa3BUTHS INIAYKOMHOM
aTpo(uu 3pUTEITHHOTO HEPBA.

PeGeHok npenbsBisgeT xanoObl Ha CYIIECTBEHHOE YXYALIICHUE 3pEHISI, TTOSIBIICHUE PayKHBIX KPYTOB
BOKPYI' HICTOUYHUKOB CBETa, CHJIbHYIO 00JIb B TIOCTPAIaBIIIEM IJ1a3y, BO3MOXKHA UPPaIHaIKs 110 X0y BEeTBEH
TPOWHUYHOTO HEpBa (BEpXHUH Kpail OpOUTEHI, 100, BUCOK, CKYJIOBast 00JIaCTh), a TAKXKE TOIIHOTA, PBOTA,
Opanukapaus. HaGmonaeTcst 3actoitHast MHBEKIHS (MOKpaCHEHHUE) TIIA3HOTO 0JI0Ka, O1edapocnasm,
BO3MOJKEH PEaKTHBHBIM OTEK BEK, POTOBHIIA TEPSET XapaKTEPHBIN OJIECK, I1aJIKOCTh U 3€PKAIBHOCTD,
BEITJISIUT TIOTYIIPO3PAYHOM, IEPOXOBATON (KOHTPOJIb IO 3I0POBOMY IJ1a3y). — BUHO HepaBHOMEpHOE
paciMpeHue 3padka ¢ pe3KUM 3aMeIJICHUEM HIIM OTCYTCTBUEM PEaKIIMK Ha CBET (KOHTPOJIb 110 3JI0POBOMY
riazsy).

ITomomnts mpu OCTPOM MPHUCTYTIE TIIAYKOMBI IOJDKHA OBITh OKa3aHa HEMeIJIEHHO!

B MEPBYIO O4YCPCAb H€06XOZ[I/IMO BbI3BATh CKOPYIO HOMOH_IL!
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I'naBuas [CJIb — CHU3UTH BHYTPHUIJTIA3HOC AJABJICHUC U HOPMAJIN30BATh KpOBOO6paH_[CHI/IC B rj1a3y 4jid
BOCCTAHOBJICHUSA MUTAHUA CCTYATKH U 3pUTCIILHOTIO HEPBA.

Beenute AHaJIbI'CTUKH, yTOOBI CHATH 00JIb

I[J'ISI YMEHBUICHU IPUTOKA KPOBH K TJIa3aM Ha3HA4YalOTCA ropAa4ue HOXXHbIEC BaHHBI B TCUCHUEC Yaca,
TOPUYMYHUKHU K UKPOHOKHBIM MBIIIIIAM. IlamuenTa HCO6XOI[I/IMO TOCIIUTAJIM3UPOBATL B O(l)TaJ'II)MOJ'IOFI/IIICCKOG
OTACIICHUC CTallMOHapa.

Ipuaoxkenue I'1-I'N. IlIkajabl oneHKH, BOMPOCHUKHU MU IPyrue OleHOYHbIe
HHCTPYMEHTbI COCTOSIHUSA MAIUEHTA, IPUBeIeHHbIC B KIIMHUYECKUX

PEKOMECHIALUAX

He npumensiromcs
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