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Cnucok coxkpauieHui
CDbS - DH3um nucrarnoH—fB-cuHTa3a
CBS - ren, koqupymomuii CHHTE3 IUCTaTHOH—[3-CUHTA3BI
GNMT - rmumus-N metuntpancgepasa
1Q - intelligence quotient (ko3 uIMEHT HHTEIIEKTYaIbHOTO Pa3BUTHSI)
MAT - MeTnoHUH afieHO3uNTpaHchepasza
MTHFR- metunterparuapodonarpenykrasa
BKC - 601e3Hb KJICHOBOTO cHpoOTIa
KIIIC — KHCIOTHO-IIETIOYHOE COCTOSHHIE
MC/MC unu TMC - MmeTon TaHAEMHOM Macc-ClIeKTPOMETPUHI

IMHC — nenrpanbHasi HepBHas CCTEMaA



TepMI/IHbI H onpecacjacHus

CyOmokcanus (JIIOKcalusi) XpycTalruKa — MOABBIBUX (BBIBUX) XpPYyCTaIUKa



1. KpaTrkast unpopmanus

1.1 Onpenejenue

'oMoOLMCTHHYpPUST — HACNEACTBEHHOE 3a00JIeBaHME W3 TPYIIBI aMHHOAIMJIOTATHIA,
0OyCJIOBJICHHOE HapyIIeHHEM MeTabou3Ma CepoCOACPKAINX aMHHOKUCIOT, B TIEPBYIO
ouepenb MeTHOHUHA. OTHOCHUTCS K KJIaccy peakux (ophaHHBIX) 3a00J1€BaHUI.

1.2 DTHOJI0THUS U NATOT€HE3

3a0oneBanre BbI3BaHO jAedurmMroM (epmeHta nucratHoH-f-cuHtaszel  (ChS),
YUYacCTBYIOIIETO B NpeoOpa3oBaHUM METHOHHWHA B IIMCTEUH, MPOSBISETCA MPH HAJTHYUU
TOMO3UTOTHBIX WJIM KOMIIAyHA-T€TePO3UrOTHBIX MyTauuid B rene CBS, nokanuzoBaHHOM Ha
JUIMHHOM Tuiede XpomocoMbl 21 (21022). Tun HacneaoBaHusi ayTOCOMHO - PELIECCUBHBIM.

IIpu kmaccuyeckoi TOMOLMCTHHYPHM BCIEICTBHE HEJOCTATOYHOCTHU IUCTATHOH-[3-
CHHTa3bl HapyllaeTcs IUKI MpeoOpa3oBaHus (METWIMPOBAHUS M JAEMETHIIMPOBAHUS)
cepocoieprkaliell aMMHOKUCIIOTH METHOHUHA.

OTH U3MEHEHHUs BBIPAXKAIOTCS B MOBBIIICHUH YPOBHS METHOHMHA M TOMOIIMCTEHHA B
CBIBOPOTKE KpOBH, MOSIBIICHMM TOMOIWMCTHHA (HE COJAEpIKaIIerocs B HOPME B TKaHIX WU
OMOJIOTUYECKUX JKUAKOCTSAX 4YeJOBeKa) W YMEHBIICHUWH COJACP)KaHUS IMCTUHA B KpPOBH.
XapakTepHbI TaKKe BBICOKHE MOKa3aTeIN MOYEUHON IKCKPELMH METHOHHWHA, TOMOLIMCTEHHA,
TOMOIIMCTHHA U HU3KHE — LIUCTHHA.

W3yueHne BIUSHHS BBICOKMX KOHIEHTpAIMi METMOHHMHA M OCOOEHHO TOMOILIMCTHHA
BBISIBUIO MX MATOJIOTUYECKOE BO3/ICHCTBHE HA OPraHbl ¥ TKAHU OOJIbHBIX, YTO OCOOEHHO SPKO
POJEMOHCTPUPOBAHO MPH UCCIICAOBAHUH ayTOIICHHHOTO MaTepHala U B HKCIIEPUMEHTaX Ha
KUBOTHBIX. YCTAQHOBJICHO, YTO TIOSIBJICHHE M YBEJIMUYEHHE KOHIICHTPALUU TOMOIIMCTHHA B
CBIBOPOTKE KPOBU CHOCOOCTBYET 0Opa30BaHUIO HEKPOTHUECKHU-/IET€HEPATUBHBIX YUYaCTKOB B
MOYKaX, CEJIE3EHKE, CIM3UCTON 000JI0UKe JKEIyIKa U KPOBEHOCHBIX COCY/axX C MOCIEAYIOImen
arperanyeil Ha HuX TPOMOOIIUTOB.

M3BecTHO, YTO TOMOIMCTUH aKTUBUPYET (akTop XaremaHa, CIIOCOOCTBYS MPOLECCY
TpoM6000Opa3oBaHus, 006Ja1aeT HU3KOW PACTBOPUMOCTBIO M MOXKET OCEaTh B MATOJIOTHUECKH
M3MEHEHHON MHTUME COCy/ia, pepacioiaras K 00pa3oBaHuIO0 TPOMOOB.

HwmeroTcs  Takke  JaHHBIE, CBUJCTENbCTBYIOIIME 00 M3MEHEHHM OOMeHa
COCJIMHUTENBHOW TKaHU y OOJBHBIX C TOMOIMCTUHYpUEH. BbhIcka3bIBaeTCsl MpEAIooKeHHe,
4T0 (PpeHOTHIMUYECKOe CXOJCTBO 3aboyieBaHus ¢ cuHApoMoM Mapdana oOBsICHAETCS
BTOPUYHBIM BOBJICYEHHUEM COCAMHUTENBPHOW TKaHM B MATOJOTHYECKUH TWpolecc MpH

roMoIucTHHYpud. B koHie 20 Beka MOSBHINCH COOOIIECHUS O CHIDKEHUH perapanroHHON
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cnocoOHocTH JAHK-mumdoruToB nepudeprueckoid KpoBU y OOJIBHBIX ¢ TOMOIIMCTUHYPUEH U
reTepo3UTroTHBIX HocuTenel rena CBS.

DH3uM 1UcTaTHOH-P-cuHTasza (ChS) sBnsercs nupuaokcuH (BUTaMuH Bg) 3aBUCHMBIM
(hepMEeHTOM, TIOPTOMY B KJIACCHUYECKOW TOMOIIMCTUHYPUH BBIICISIOT Bg-3aBucuMyto U Bg-
pesucteHTHYI0 hopmbl 3a0o0sieBanus (MeTabomnueckuii 6ok 1 Ha pucynke 1: Bg — 3aBucuMas
¢dopma). Bo3MOXKHO Takke HapylleHHEe aKTUBHOCTU cJenyroouero ¢epmMeHrta B 3TOH
MeTa0O0JIMYEeCKOH 1IeNnH — UCTAaTUOHA3bI, KOTOPBIM 00ycioBianBaeT Be-pe3ucreHTHYyIO hopMy
3aboseBanus (MeTabOIMUECKH OJIOK 2),

JlBe  cnenytomuie  (GOpMBI  TOMOLMCTHHYPUH  CBSI3aHBI C  T'CHETHUYECKH
JICTePMUHUPOBAHHBIMU  JleeKTaMu  pPEeMETWIMPOBAHUS  METHOHHHA, BO3HMKAIOIIUMHU
BCJICJICTBHE HapyLICHUS aKTUBHOCTH S-MeTunTeTparuapodoaaT-roMoICTeNH-
Mmetuntpancdepassl (3-1 Qopma, merabonmuueckuii 610k 3 Ha pucyHke 1) u OmoKOoM
depmenta N(5,10)-mernnenterparuapodonarpenykraspi(4-1 popma, METabOINIECKUA OJIOK
4 na puc. 1). Yka3anuble aBe (OPMBI CONMPOBOXKJIAIOTCS HE MOBBIIMICHHUEM, a CHI)KEHUEM
KOHIICHTpAllMd METHOHUHA B KpOBH. B meamaTpuyeckol MpakTHKE Yalle BCTPEYAIOTCS JIBE
nepBbie  (OpMbI  OOJIE3HHM, HMEHYEMbIE KIACCHUECKOW romouuctunypuen [1,2,11,

14].
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Pucynox 1. Cxema MeTaboin4ecKuX IpOIECCOB, MPUBOISAIINX K PA3BUTHIO TOMOIIMCTUHYPUN
(mo UpTodate.com ¢ u3amMeHeHHUSIMH)

1.3 DnuaeMuoaorus

Cpemnsis yacroTa B OOIIEH TMOMYJSIMM HE ONpEAeieHa U3-32 OTCYTCTBHS
MOBCEMECTHOTO HEOHATaJIbHOTO CKPUHHHIA, €CTh JaHHBIE, UTO OHA cocTamisgeT oT 1: 58 000
no 1: 335000, B crpanax bmmwknero Bocroka (Karap) ot 1: 1800 mo 1:8000. I'en

JIOKaJTM30BaH Ha JUIMHHOM IUIeYe XpoMOocoMeI 21, B okyce 21022.1.

1.4 KoqupoBanue no MKBE-10

E72.1 — napymenue oOMeHa cepocoep KX aMUHOKHUCIIOT.

1.5 Kuaccudukanus

Briensior cnenyonye KIMHIKO-TeHETHUYECKUE (POPMBI KIIACCHUECKOM TOMOLIUCTHHYPHUH:

Be-3aBucumast u Bg-pesuctentnas (merabonundeckue 610ku 1 u 2)



O TOMOILMUCTUHYPHUS, o0ycioBIeHHAs HapylieHHeM aKTUBHOCTH 5-
METHITETparuapodonaT-roMoucTenH-MeTHITpancdepaspl  (MeTaboIMUecKrii  OJI0K
3)

O TOMOLMCTUHYpHUS, oOycroBieHHAs HapylLIeHUEM AKTUBHOCTH N(5,10)-

METHJICHTETparuapodoiaTpeykTa3sl (MeTaboIMIecKuii 010K 4)

1.6. Ilpumepbl GopMYJIMPOBKH IHATHO30B

Tomoyucmunypus,
Knaccuueckasn eomoyucmunypus (Bs 3asucumasn gpopma);

Knaccuueckas comoyucmunypus (Be pesucmenmnasn popma);

O O O O

Hapywenue obmena cepocooeporcauyux amMuHOKUCIOM.,

2. /lmarnocTuka

2.1 ’Kaao0bLI 1 aHAMHE3

3anepkKa MCUXOMOTOPHOTO Pa3BUTHUS, YMCTBEHHAs OTCTAJIOCTh, CHIDKCHHE 3PEHHMA,
CKeJleTHbIe JedopMal (BalblyCHAas YCTAHOBKA KOJICHHBIX CYCTaBOB, KH()OCKOJIHMO3BI,
BOPOHKOOOpa3Hasi WM KWIEBUAHAs AedopManu TPYAHOH KIETKH), KapIUOBACKYJspHas
MATOJIOT U, YaCThIE MIEPENIOMBI Y IETeH CTapIIero Bo3pacTa.

B anamHe3e BO3MOXXHBI yKa3aHHs Ha pOJICTBEHHBIH Opak, Hamuuue CHOCOB C
AHAJIOTUYHBIMU KIMHUYECKUMH TMPH3HAKaMH, HAIMYKUE y OJM3KUX POJCTBEHHUKOB PAHHHX
MH(papKTOB/UHCYIBTOB.

2.2 Ou3uKkaJIbHOE 00CIeT0BAHUE

Denomunuueckue uepmvl OOIbHBIX. MASKUE CLE2KA 8bIOWUECS CBEMIO-PYCble BOLOCHI,
HEJICHbI pYyMsAHeYy Ha wekax, 2onyool ysem paodysicHOU 000J0UKU, BbICOKULL POCH,
acmenuyeckoe menocioNHcerHue, ONUHHble MOHKUE KOHEYHOCMU, apAXHOOAKMUIUs Kucmetl u
cmon.  Yacmo  obuapysxcueaemcsi  8anb2yCHAs  YCMAHOBKA — KOJNEHHbIX  CYCMABOs,
KUGOCKONUO3bL, BOPOHKOOOPA3HAS UM KUe8UuoHas deghopmayuu epyoHou kiemku. Hapsaody c
amum, ecmpedaromcs Gopmvl O0Ne3HU, NPU KOMOPLIX U3MEHEHUSI ONOPHO-08UCAMENbHO20
annapama MUHUMAIbHbL UTU NOJHOCMbIO OMCYMCMEYIOM.

Xapaxmepna — namonocus — endzwozo — annapama: — cyonoxcayus — (ToKcayus)
XPYCMANUKO8, HACMO  OCLONCHAIOWUIICS  GMOPUYHOL  2IAYKOMOU, HepeoKo umeroujell
3710KA4eCmMEeHHOe meueHue, MUONUS, ampo@us 3pUMENbHbIX HEPBOS, KAMAPAKMA U OMCI0UKA

cemuamku.



Cepoeuno-cocyoucmole HapyuleHuss 00YClO8IeHbL pazsumuem mpomooIMooIul 6
aApmMepuaIbHLIX COCYOax CpeoHe20 U MeIKo2o Kaiuopa.

Tpombo3bl 603HUKAIOM NPEUMYUECMBEEHHO V NAYUEHMO8 NOOPOCIKOB020 U MOI00020
gospacma, AGNANMCA  2NAGHOU NPUYUHOU  UHGAPKMA MUOKAPOA UAU  UHCYIbMA  C
Gopmuposanuem 04a2080U HEBPOIOSUHECKOU cumnmomamuru. HMumennekm 6O0IbHBIX C
eomoyucmunypuetl uawe cHudcen: 1Q (koaghduyuenm unmennekmyaipbHo2o pazeumusi)
koneonemcsi om 32 0o 85 ed. (mopma 85-115 eo.). V demeii ¢ Be — 3aeucumoti gpopmoii
2OMOYUCTUHYPUY YMCIMEEHHOE PA36UMUe MOdcem Oblmb HOPMATbHBIM.

Hmeromes coobwgenusi o maxicenou ghopme snunencuu (cunopom Becma) y nayuenmog
¢ ecomoyucmunypueti. Onucanvl makice 2eMuniecusi, NCUxo3bi.

Tsocecmv KnuHUYeckux nposigieHuil 6oaesHu npu Be - pesucmenmuou opme Oonee
guipadicena, wem npu Be-3a8ucumotl.

2.3 JlaGopaTopHAasi AMATHOCTHKA

e Jlns AMAarHOCTUKU 3a00JICBaHMS B KA4YeCTBE CKPHUHMHIOBOTO TECTa PEKOMEHIOBAHO
MCIIOJIb30BaTh MPOOY HAa CEPOCOACPIKAIINE AMHHOKUCIOTHI — KAUECTBCHHASI PEAKIIUs C
[IUAHUTHUTPOTIPYCCUIOM: TTPH OKPALTUBAHUYA MOYH B UHTCHCUBHBINM CBEKOJIbHBIN IBET
npoba cuuTaeTCs MOJOKUTEIbHOM [2].

(Cuina pexomenaanuu C; ypoBeHnsb 1oka3zaTeabcrs 1)

e JIns MMArHOCTUKU KJIACCHYECKOH TOMOIMCTUHYPUU PEKOMEHIOBAHO KOJMYESCTBEHHOE
oTpeJieiecHue METHOHMHA, TOMOIIMCTHHA M IIMCTUHA B CBIBOPOTKE (TU1a3Me) KPOBU U
MOYH METOJIOM TaHaeMHoU Macc-criekrpomerpun (TMC) [3,13,15].

(Cuna pexomennannu B; yposens nokazarenbcrs 1)

KomMmenTapum: 0 Kraccuueckol 2OMOYUCTIUHYPUU XAPAKMEPHLL  NOBbIULEHUE
VPOBHSI MEMUOHUHA U NOAGLEHUE 2OMOYUCTIUHA 6 CblGOPOMKEe KPOBU, CHUNCEHUE
YUCmuHa 6 CvlopomKe Kposu u moue (mabauya 3). Baswcno, umo xonyenmpayus
2OMOYUCIEUHA U 2OMOYUCIMUHA 8 NAA3Me QOINHCHA ObiMb onpeodesieHa y NayueHma, He
nonyuaouje2o NUPUOOKCUH (8 MOM Hucie 8 cCOCmage NOIUSUMAMUHO8) 8 MeYeHUe O8YX
Heoerb.

Tab6aunua 3 - OcHOBHbIE OMOXUMUYECKUE TIOKA3ATEIH Ml JUATHOCTUKH TOMOIIUCTHHYPHUH.

Mertaboaut buonornyecku | Oxunaemble pe3ynbraThl y OonbHBIX | KOHTpOJH
it oOpazen TOMOILIMCTHHYpHEH
HoBopoxaenusie Heneuennsie
crapue 1 roga
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l'omouucTun rnaa3zma 10-45 mMxMoITB/T >100 MKMOB/T OtcyrcTBYeT
(0-1,2 mr%) (>3 mr/mn)

OO6muit rmiasma 50-100 MKMOJIB/IT >100 MKMOJIB/T <15MKMOJIB/IT

TOMOITUCTEHH

Metunonun rmiama 200-1500 mxmob/m | >50 MKMOJIB/JI 10-40 MxmoJIB/1T
(3-23 mr/mn) (>0,7 mr/mn) (0,2-0,6 Mr%)

I'omouucrenn Kposb OIIpeesaeTCs OIIpeesaeTCs OtcyrcTBYyeT

Moua
Muctun miasma
PekoMeHIOBaHO  WCIOJIB30BAHHWE  MOJICKYJISIPHO-TEHETUYECKHX  METOJIOB  JUIA

UACHTU(HUKAIIMA TOMO3UIOTHBIX MM KOMIIAYH/I-T€TEPO3UTrOTHRIX MyTanuii rena CBS
C 1IeJIbI0 000CHOBaHUs nquarHo3s [2, 5, 11, 12].

(Cuna pexomenganuu B; ypoBens n1okazarenbcrs 1)

Kommenrtapuu: I'en CBS cooepoicum 17 sx30n08, pazdenenuvix 16 unmponamu.
Pazmep cena cocmaensem 22,74 m.n.n. Jlea nepsvix dIK30HA 2eHA He
MPAHCKPUOUPYIOMCAL.

K nacmosuwemy spemenu ¢ cene CBS onucano 6onee 170 pasiuunvix mymayuii. 67% -
9MO MUCCeHC Mymayuu, OONbUWUHCMBO U3 KOMOPLIX ABNANOMCA  YHUKATbHLIMU.
Honcenc mymayuii nacuumseieaemcsi moavko 9; ocmaibHble — HPeOCmMAasieHbl
MenKumMu oeneyuamu, 6CMasKamu U Mymayuamu caum-cniaticunea. Heoasno onucana
eOUHCMBEHHAsL NPOMANCEHHAsA Oeneyuss 8 2eHe. Ocmanvhbie Oeneyuu He NPesblualom
oonee 100 nap Hykieomuoos.

B P® J[HK-ouaznocmuxa npogooumcsi MemooomM HOIUMEPAHOU YEeNnHOU pearyuu
(I1L[P) c nocnedyowum pecCmpukyuoHHbiM aHaru3om. Takum memooom 6vii nposeoeH
ckpuHuHe Ha Hauboree wacmvle mymayuu cena CBS - p.11e278Thr u p.Gly307Ser. C
NOMOWbIO NPAMO2O HEPAOUOAKMUBHO20 CEKBEHUPOBAHUSA OCYWECMBIEH aHANU3
omKpwimou pamku cuumvléanus cena CBS.

Onpeoenenue mymayuti 6 cene CBS gaoscno 011 oxonuamenvrnozco noomeepiicoenus
ouaznosa,  IPpekmuenoco - MeOUKO-2eHeMU4ecKo2o0  KOHCYIbMUPOBAHUS U
NPOCHO3UPOBAHUA msAdcecmu medenus Oonesnu. Heobxooumo yuumwvléams, umo
OONLUUHCINBO NAYUEHMO8 80 8CeM MUpe ABNAIOMCA KOMNAYHO 2emepo3ucomami, 6
MOM 4Ucie o HOBbLM NAMO2EHHBIM 8APUAHINAM.

Taxk, uzeecmuo, umo mymayus P.11e278Thr obycrosrusaem pazeumue neexou popmul

3abo0ne6anus, ona saeisemcs Haubonee yacmoul (25%) cpedu paznuunvix nonyasyull
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mupa, Ho 6 Poccuu evisisniena monvko y oonoco donvrnoco. Mymayus p.Gly307Ser,
0MEemMCcmEeHHAsl 34 POPMUPOBAHUE MANHCENOU KIUHUYECKOU CUMAMOMAMUKU O0ne3HU
(Bs - pezucmenmuas gopma), 8vla6nAemcs 6 OCHOBHOM Y NAYUEHMOS KelbHCKO20
npoucxodcoenus (LLlomnanous, Upranous, @panyus, Ilopmyeanus), a y poccuiickux
nayueHmos oHa He Owina oOHapydcena. Ycmawnoeneno, umo 6 Yexuu, Cnosaxkuu u
Honvwe naubonee wacmo secmpeuaiomesi mymayuu P.11e278Thr u 1IVS11-2A->C, obe
npugooawue K pazeumuro Oonee neckoco Be — 3asucumoco gpenomuna. Mymayus
cauma-cnaaticunea IVS11-2A->C  sgnsemcs uaubonree uacmoii u y pocCUucKux
nayuenmos (3apecucmpuposana y 6 uz 9 oocnedosanmvix).

YV o0syx cubcos 6vina oonapyxcena mymayus €.1560 — 1569del CACCGGGAAG,
ceedeHuss 0 Komopou 6 aumepamype omcymemeyiom. I1o écetl epoamnocmu, 0aHHAsA
Mymayusi omeemcmeenHa 3a ¢hopmuposanue msagxcenoll Be-pesucmenmuou gopmul
2OMOYUCUHYDUU U  ACCOYUUPOBAHA C pa3eumuem ) OONbHbIX BbIPANCEHHBIX
NCUXOHEBPON0UHECKUX PACCMPOUCmE (nepuoouieckoe pazeumue NCuxo308, Ni0Xo
KYRUPYIOWUXC MEOUKAMEHMO3HO). B mabnuye 4 npedcmasnen cnexmp mymayuii y 11

POCCUTICKUX OONILHBIX € KNACCUHECKOU 2OMOYUCIMUHYPUE.

Tabauna 4 - Cnexktp myranuii y 60abHbIX (N=11) ¢ k1accuueckoi ¢popmoii

TOMOLUCTHUHYPHH
[TpoGanab Myrarus
Annens 1 Annenp 2
1 IVS11-2a->c ?
yacmasi mymayus
2u3 IVS11-2a->c ?
(cubchl) uacmas Mymayust
4us p.Lys384Asn €.1560-1569del CACCGGGAAG
(cubchl) ONUCAHHAA MYMAaYyus HO6AsL MymMayus
6 p.11e278Thr p.Cys109Arg
yacmasi mymayus panee onucannas mMymayus
7 IVS11-2a->c IVS11-2a->c
yacmasdi mymayus yacmasi mymayus
8 IVS11-2a->c €.216-217delAT
yacmasdi mymayus HO6AasA Mymayus
9 p.Thr353Met p.GIn368Term
ONUCARHAA Mymayusl HOBAA Mymayus
10 p.Gly305Arg p.Gly305Arg
ONUCARHAA Mymayusl panee onucannast Mymayus
11 IVS11-2a->c ?
yacmas mymayus
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Cywecmsyrom OauHbvle, Ymo 0751 NOOMEEPAHCOEHUS OUACHO3A BO3MOICHO NPOBOOUMb
onpedenenue axkmuenocmu pepmenma CbS 6 kyremype puopobracmos. Axmusnocmo
gepmenma y nayuenmos ¢ comoyucmunypuetl gapvupyem 6 ouanazore om 0 0o 1,8 Ed/me
benka, 6 mo 6pems Kak y 300pogulx auy oHa cocmagnsem 3,7-60 Eo/me Oenxa.
Depmenmamusnas  akmusnocms  CBS  mooicem 6vimv  6viwe y AUy, NOAOACUMETLHO
peazupylowux Ha npuem NupuooKcuHa (6 nacmosuee epems Mmemoo 6 Poccuiickoi
Dedepayuu ne npuMeHsemcs).

2.4 UHCTPYMEHTAILHAA IUATHOCTHKA

(Cuia pexomenaanuu B; ypoBens noka3zareiabcrs |1)
L4 PCKOMCH,Z[yeTCH MMPOBCACHUC peHTFeHOFpa(bI/II/I JJIA BBIABJICHUSA CKCJICTHBIX aHOMaJIMH.

e MPT pekomMeHIOBaHO NPOBOAUTHE B COCYAUCTOM PEXUME I AUArHOCTUKHU

BaCKYJISIPHBIX aHOMaJIMH, TPOMOO30B, HHCYJIHTOB.

e C 1[enpl0 ONpEeAeTeHUs CEpACHYHOCOCYAMCTBIX HApPYHUIEHUH  PEKOMEHI0BAHO

npoenenue ekrpokapauorpaduu (OKI') u sxokapauorpaduu (OxoKI).

e JIns TMarHOCTUKU SKTOIHMH, CYOIIOKCAIIMH (MM JIFOKCALMU) XPyCTAINKA, U3MEHEHUN
BHYTPUIJIA3HOTO JIABJICHUS U JIPYTUX HApYHIICHUH (YHKIUU 3pEHHS] PEKOMEHI0BAHO
npoBeAeHUE O(TaIbMOCKONNM, HW3MEPEHUs BHYTPUIJIA3HOTO JABJCHUS, OCMOTP

okynucra [4,6,10].

2.5 Unasi nMaraocruka (Tect ¢ NMPUIOKCHHOM)

e Tectr ¢ nmupuIOKCUHOM (BUTaMUH Bg) pEeKOMEHIOBAHO MPOBOIUTH MOCIE TOTO, KaK
MOJTBEPXKAAETCS AMArHO3 TOMOLMCTUHYPHH BCIIEJCTBUE HEJOCTATOYHOCTH (hepMEHTa
[UCTaTUOH-B-CUHTA3bl. 3amava Tecta auddepeHunpoBaTh 1Ba (HEHOTUIHMUYECKUX
BapuaHTa KJIACCHUUYECKOM romouuctuHypuu: B6-3aBucumoro u B6-pe3ncreHTHOro
[8,9].

(Cuiia pexomenaanuu B; ypoBens noka3zarenabcrs |1)

KommenTapuii: /lepeo nauanom mecma Ha pone 0b6bIuHOU duemsl Oe3 oepaHuyeHus
benxka onpeodensilom cooepicanue SoOMOYUCMUHA, 2OMOYUCMEUHA U MEeMmUOHUHA 6
kpoeu, 3amem nayuenmy oatom 100 me nupudokcuna nepopanvro u yepes 24 uaca

noemopAarom  uUsMepeHue KOHYyeHmpayuu  YKa3aHHblx Memaboniumos. Omeem
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cuumaemcs NOJONCUMENbHBIM, eClU OMMeYAemcs CHUNCEHUE YPOBHS UCCIeOYemMblX
mapkepos Ha 30% u 6onee. Eciu omeem ompuyamenbHbulll, 003y RUPUOOKCUHA
yveenuuusarom 0o 200 me u uepes 24 uaca onpedenarom KOHYEHMpPayuu 2OMOYUCMUHA,
2oMoyucmeuna u MemuoHuna. B ciyuae nonyuenus ompuyamenvHoco omeema 003y
yeenuuusarom 0o 500 me (ona Oemeil nepsozo 2oda dicusHu He 6onee 300 me
NUPUOOKCUHA 8 CYMKU) U CHOBA ONPEOesitom YPOBEeHb NAMOLEHEMUYecKU 3HAUUMbIX
gewecms. Ecau 6 smom crayuae KonyeHmpayus mMapkepog 6 CHUdCAemcs Menee, yem
Ha 30% om ux uUCXO0HO20 YPOBHA 6 KpOB8U, MO NAYUEHM CUUMAemcs He
YYBCMBUMENbHLIM K Mepanuu  NUPUOOKCUHOM, a  ¢gopma  Klaccudeckou
eomoyucmunHypuu - Be - pezucmenmHou.

Basicno, umo mnadenyvt u demu 00UWKONbHO20 603paAcma He 00JIHCHbL OUMEbHO
noayuams 001ee 300 me nupudokcuna 6 CcymKu 60 u3zbdexcanue noOOUHBIX
Ippexmos, nanpumep, ObIxXamenvHbIX PACCMPOIICME, KOMOPble UCUE3AIOm NOCe
npeKkpawieHus npuema RUPUOOKCUHA.

2.6 KoHcyJabTanuy cnenuaJaucToB

e PexOMEHIOBAHO TPOBEJACHHWE KOHCYJIbTAlMd  CIEIHUATUCTOB.  O(TaIbMOJIOTa,
HEBPOIIATOJIOra, OPTOIIEe1a, KapAUOJIOra, FeMaTOJIOra, FEHETUKA, IICUX0JIOTa.

2.7. InddepeHnnaibHaA ANATHOCTHKA

IIposooumcs ¢ 3a001e8aHUAMU, UMEIOUWUMU CXOOHbIE (heHOMUNUYEeCKUe NPOsGIeHUs, 6
nepeyro ouepedb curnopomom Mapghana, 0 KOmMOpo2o Xapakmepuvl ACMEHUHEeCKOe
MenoCioNHCeHUue, aAPaAXxHOOAKMUIUs, NPeOPACNONIONCEHHOCIb K ONU30PYKOCMU U  BbIGUXY
xpycmanuxa. I'omoyucmunypuro om cunopoma Mapgana omauuaiom ciedyiowue npusHaKu:
AYMOCOMHO-PEYECCUBHBIL MUN  HACIeO08AHUS, CHUNCEHUe UHMeLleKkma, 0oiee msicenoe
nopasicenue 2na3 ¢ YacmulM QOopMuposanuemM 6MOPUYHOU ObICMPO npozpeccupyroujeti
2NAYKOMbL, OMCYMCMEUE AHE8PUIMbL A0pMblL U PA3OOIMAHHOCMU CYCMABO8, BbLCOKULL 800
cmonvl (no muny cmonst @pudpetixa), Haruuue 0CMeONOPo3a, U3MEHeHUe AMUHOKUCIOMHO20
CneKmpa CulOPOMKU KPOBU U MOYU, CHUNCEHUE AKMUBHOCMU (DepMeHmAa YUCmAamuOHUH-
cunmaswvl u Haruyue mymayuii 6 2ene CBS.

Tomoyucmunypuio, 06yciosnenHyro 610KOM ¢hepmeHma YyucmamuoHUHCUHMA3bl,
credyem ouggepenyuposamsv  om 08yxX Opyeux gopm 3ab60nesanus, BOZHUKAIOUWUX
gcreocmeue HacieOCmMEEeHHbIX HAPYUEHUL PeMeMUIUPOBAHUsL MEMUOHUHA (NAMOL02UYEeCKUT
Memaboauzm Kobanamuna u HeooCmamoyHoCmy gepmenma N(5,10)-

MemuneHmempazuopohoiampedykmasol). Vkazannvie oge gopmul bonesHu
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Xapaxmepuzyiomcs. HUSKUM YPOBHEM MEMUOHUHA 8 CbIBOPOMKe KPOSU U MOYe U HOPMATbHOU
AKMUBHOCMbBIO (hepMeHMAa YUCMAMUOHUH-CUHINA3bL.

Bvieux xpycmanuka mooicem HabAOOAmMbCsi  mMakyce Npu  HEOOCMAMOYHOCHU
cynbum-oxcudaszvi. O0nako auya ¢ cunopomom Mapghana unu ¢ depuyumom cynroghum-
OKCUOA3bL UMEIOM HOPMATIbHBLE KOHYEHMPAYUY 2OMOYUCTNEUHA U MEMUOHUHA 8 NAd3Me.

Togvluenue KoHyeHmpayuu 2OMOYUCTEUHA U/UTU MEeMUOHUHA Mo2ym  Obimb
BMOPULHBIMU U PA3BUBAMBCS BCIEOCMEUE OPY2UX 2EHEMUYEeCKUX AHOMATUL UTU 8bIPAICEHHBIX
nuwjegvlx Hapywienuti. B mabauye 5 npedcmasnenvt oughgepenyuanvro ouazHocmuieckue
aAcneKkmol HapyweHutl, 6IUSIOWUX Ha Memadoau3M MEmuOHUHA.

Taoauna 5 - JluddepeHnpanbHo JMarHOCTUYECKHE MTOKa3aTeIN HapyIIeH! MeTabomm3Ma

METHOHUHA
Tun nedekra IMaTOJIOT ST KoHnenTpanus B mia3zme
TOMOIIUCTHH METHOHUH
MeTtnoHud MAT /Il nepurur*
tpancmetunupoBanne | GNMT nedunmr™*
S-aIeHO3MITOMOLIMCTEHUH OTCYTCTBYET [IOBBIIIEH
THJIPOJIa3bl AeDUIUT
Tpauccynbsdyparus IomorucTurypUs MTOBEIIIEH MOBEIIIEH
PemerunupoBanue MTHFR nedumur*** MOBBIIIEH CHIDKEH
JedexTsl koOaraMuHa (pexe B
HOpPME)

* MAT —meTnoHuH afieHo3unTpanchepasa

** GNMT - rnumme-N Metuntpancgepasa

*** MTHFR- metunterparuapodonarpenykrasa
3. Jleyenue

3.1 KoncepBaTuBHOE JIeUEeHHE

Cmpameeuﬂ Jle4eHusl comoyucmurypuu sasucum om npupodbz Memabonru4ecko2o

onoka, gvizeasuiezo 3abonesanue.

e Eciu HapyllleH MeXaHM3M CHHTE3a METHJIKOOATIAMUHA, TO PEKOMEHIOBAHO BBEICHUC
3TOro MetaboynTa, a Takke XosmHa ambdocrepar ™, domuesoit kucmoter (Kox
ATX: B03BBO01) u 6eranna (1iuctaman — B HacTosiee Bpems npemnapar B Poccuiickoit

denepanun He 3aperucTpuponan) [8,11,14].
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(Cuiia pexomenaanuu B; ypoBens noka3zarenabcrs 1)
KoMMeHTapum: coznacno 3apyoedcHblM OGHHBIM, CYUecmeyem peKoMeHOayusi no
npumeHeHulo Memunxkooaramuna, 6 Poccuu Oanublil 1eKapcmeeHHblll npenapam He

sapecucmpuposdn, 6 C6A3U C YeM UCNOJIb3)eNnCi I/}MCZHOKO6CZJZCZMMH.

e PeKOMEHIOBAaHO  JUETUYECKOE JIEYeHHE BCeM OOJBHBIM €  KJIACCHYECKOM
TOMOIIMCTUHYPHEH, cBsi3aHHOU ¢ nedekrom ChS, a Takxke OOJBIIMHCTBY MAIUCHTOB,
pearupyomux Ha npuem Bg. Jluera 1o/mkHA TpoIoibKaThes noxku3HenHo [1,8,11].

(Cuna pexomennanuu B.; ypoBennb noka3arenncts 1)

e Jletsm c¢ Bg-pe3ucrenTHoit (opMoii TOMOIMCTUHYpHEH PEKOMEHJOBaHA CTporas
OTpaHUYMTENIbHAS TUeTa ¢ 0o0Jiee YacThIM KOHTPOJEM OMOXMMHUECKHUX MapKepOB
3aboneBanus [1,8,11].

(Cuna pexomennannu B; ypoBens nokazarenabcrs 1)
KommenTapuu: ouemuueckoe neueHue 3aKkaoyaemcsi 8 CHUMNCEHUU nompeOieHus
MEMUOHUHA 3a Cuem Oo2paHudenus nompeoieHus Oeika HamypaibHblX NPOOYKMOS.
Mna mozco, umobvl npedomspamums 0eIK080-IHEPEMUYECKYIO HeOOCMAMOUYHOCMDb,
HA3HAYAOMCs CReYUaIU3UposanHvle nPoOyKmvl NUMAHUSL HA OCHO8E CUHMEMUYECKUX
AMUHOKUCIOM Oe3 MeMmUOHUHA, HO 0002AujeHHbLEe AMUHOKUCIOMOU YUCMEUH, KOMOPAas
0151 DONLHBIX 2oMOYyUCMUHypUell 8 Yclosusx Hedocmamounocmu Gepmenma CHS
CMAHOBUMCS ICCEHYUANLHOU.
Konuuecmso — nuwegoeo  MemuoHuHa — paccuumeléaemcs — OUemono2oM U
obecneuugaemcs 3a cuyem HAMYPAIbHbLIX PACMUMENbHBIX NPOOYKIMOE U CHEeYUATbHbIX
HU3KOOENKOBbIX NPOOYKMO8, KOHMPOIUPYEMCs. NymeM OnpeoeleHuss KOHYeHmpayuu
20MOYUCeUHa U MeMmuoHUHA 8 nidazme.
Ilpu  nazwauenuu  Ouemomepanuu  OONbHLIM — 2OMOYUCMUHYpUEL  cledyem
OpUEHMUPOBAMbCA HA NOOOEPIHCAHUE HOPMATbHBIX YPOGHEU MEMUOHUHA U YUCTNEeUHA
u obecneyeHuu MUHUMATLHO2O VPOBHA  20MOYUCMEUHA 6 Nid3me  KpOSu.
Coomeemcmeyiowue pegheperchvie YPOSHU COOEPIHCAHUA YKAZAHHBIX AMUHOKUCTIOM
npugedenvl 8 maoauye 6.

Taoaumna 6 - PeepercHbie ypoBHH CBOOOIHBIX METHOHHHA, IUCTEHHA ¥ TOMOIIUCTCHHA B

I1a3Me KpoBH.

AMuHOKHCIIOTA YpoBeHb B I1a3Me KPOBH, €. U3M.
MKMOJIb/J mr/100 M
MeTtruoHuH 18-45 0,27-0,67
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I{ucrenn 25-50

0,30-0,76

T'omornmcrenu <12 <0,16

Hcemounukom memuonuna 6 oueme 00avHblx Oemetl [-20 200a dHCUBHU SAGIAIOMCH
JHCEHCKOe MOJIOKO U/uiu  aoanmupogannas Mmonoynas cmecb. C 6 mecsayes 8
OONONIHEeHUe K 2MOMY - NPOOYKMbL NPUKOPMA HA QPYKMOBOU, 080WHOU U 31AKOBO
(6e3monounoll) ocHOBe, V OONBbHBIX cmapuie 200a — NPOOYKMbl 00bIYHO20 PAYUOHA
(o6owu, pykmoel, 6 OSPAHUYEHHBIX KOAUYECmBax 3i1aKoevie). HMcmounHukom
OONOJHUMENbHbIX — KOIUYECm8  YUCmeuHd 6  payuoHe  OONbHbIX — SG1semcs
Cneyuanu3upoB8anHvlll NPOOYKmM HA OCHOBe cMecu Kpucmaniuveckux L-amunokuciom,
He cooepacawuti MemuoHuna. Omom e NPOOYKmM s6IsAemcst OONOIHUMENIbHbIM
UCMOYHUKOM 00uje2o 6eiK08020 azoma U He3AMeHUMbIX amuHoxuciom. [epuyum
IHEPeeMmU1ecKoll YeHHOCMU PAYUOHA MOJICEN NOKPLIEAMbCsl Y DONbHBIX cmapuie 200a
3a cuém UCNONb308AHUL CREYUATUSUPOBAHHBIX 0e30eNK08bIX NPOOYKMO8 HA OCHOGE
Kpaxmand, #cupos u 000asleHH020 caxapa.

IIpu pacuéme cocmasa payuora GONLHBIX CIEOYem YYUMbI8Amb OPUEHMUPOBOUHbIE
nompebHocmu 8 YucmeurHe U MemuoHuHe ) OOJIbHbIX 2OMOYUCMUHYPUE DPA3HbIX

803pacmos (mabauya 7).

Tadauna 7 - OpUeHTHPOBOYHASL MOTPEOHOCTH B METHOHMHE W LIUCTEHHE Yy TMAIMEHTOB C

FOMOHHCTHHypHCfI B 3aBUCUMOCTHU OT BO3pacTa.

Bospact 6051bHBIX CyrouHast TOTPeOHOCTh B aMUHOKHUCIIOTaX
MT/KI' Macchl Teja
MeTuoHuH [Mucrenn
0 - <3 mec 15-30 300
3 - <6 mec 10-25 250
6 - <9 mec 10 -25 200
9 - <12 mec 10-20 200
1-<4rona 10-20 100 - 200
4 — <7 ner 8-16 100 - 200
7 —<I1 ner 6-12 100 - 200
JeBymiku 11- <15 ner 6-14 50 -150
Heymku 15- <19 ner 6-12 25-125
JeBymiku 19 ner u crapie 4-10 25-100
HOnomm 11- <15 ner 6-14 50 -150
KOnomm 15- <19 ner 6-16 25 -125
HOnommwm 19 ner u crapue 6-15 25-100
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Cneyuanusupsanmvle NpoOYKMbl HA OCHO8e AMUHOKUCIOM 0e3 MemuoHuHd,
3apezucmpuposannvie 6 Poccutickou @Dedepayuu u ux XumMudeckuii Ccocmas

npedcmasieHvl 8 maoauye §.

Taoauna 8 - Cnennanu3upoBaHHbBIE TPOAYKTH HA OCHOBE aMUHOKHCIIOT 0€3 METHOHHUHA.

CopneprxaHre OCHOBHBIX IMUIIEBHIX BEIIECTB M SHEPTUU
HaumenoBanue Ha 100 r cyxoro npoaykra Bo3spact
POIYKTa Berok (r) | Kup (r) VYraeBonasl | DHEProleHHOCTh | MPUMEHEHUS
(r) (kKai)

Hyrpuren 14 - 14 23 50,4 471 C poxaenus

met no 1 roma

Hyrpuren 20 - 20 18 50,3 443 Crapure 1

met roja

Hytpuren 40 - 40 13 31,2 402 Crapue 1

met roja

Hyrpuren 70 - 70 0 4.1 296 Crapue 1

met roja

HCU Anamukc 131 23 49.6 457 C poxnaenus

nH(paHT no 1 roma

XOMUIOH 77 0 4.5 326 Crapmie 1
roja

Tepanus nupunokcunom (Butamud Bg) (Kog ATX A11HAQO2) pekomeHmoBaHa BceM
MaIreHTaM ¢ HapylieHrneM oOMeHa cepocoepkaiux amuHokucior [1,8,11].

(Cuna pexomennannu B; ypoBens nokazarenabcrs 1)

Kommenrapuii: 0ra nayuenmog ¢ Be-3a8ucumvimu ¢hopmamu 2omoyucmunypuu 003a
gumamuna cocmasnsiem oOonee 200 me/cymku uau pagHa momy MUHUMATLHOMY
KOIU4ecmey NupuooOKCUHAd, KOMOpoe Hpou3Bo0Um MAaKCUMALbHbIE OUOXUMUYECKUTL
appexm, m.e. cnocobcmeyem — 3HAUUMENLHOMY — CHUNCEHUIO  KOHYEHmMpayui

comoyucmeurna u MemuoHURAa 6 niasme Kposu.

[Tatmentam ¢ Bg-pesuctentHeiMu  GopmaMu  Oone3HHM npuéM BuTamMuHa Bg
pPEKOMEHI0BaH B (hapMaKoJIOTHYECKuX J03ax (25-100 Mr B AeHb Kypcamu 1o 4 Helenu
y neteii 1-ro roga xxusnu u 10 200-500 r B neHb y Oosiee crapmux 0osibHbIX) [1,2,11,
15].

(Cuiia pexomenaanuu B; ypoBens noka3zarenancrs |1)

Kommenrtapuii: Ciedyem umems 6 6udy, umo npuem nogululeHHblx 003 sumamuna Be

Modicem umems NoOOYHOe Oelicmeue 6 6ude nepugepuyeckol Helponamuu u
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pPaboomMuoIu3a, NOIMoOMY NUPUOOKCUH Clledyem NPUMEHAMb MOAbKO NOO KOHMPOJem

épaua.

e PeKOMCHIOBaHO HA3HAYCHHUE JICUCHHUS TperaparaMyd OeTanHa Kak JOIMOJHCHHE K
JIMETOTepaNuy, YTO OO0CCICYMBACT aJbTCPHATUBHBIA MYyTh PEMETUJIMPOBAHUS H
CHOCcOOCTBYeT MpeoOpa3oBaHUI0 M30BITKA TOMOIMCTEHMHA B METHOHWH, YTO MOKET
MOMOYb MPEOTBPATUTh PA3BUTHE OCIOKHEHHI, 0c0OeHHO TpoM6b03 [1,2,11, 15].
(Cuina pexomenaanuu C; ypoBeHsb 1oka3zaTeascrs 1)

Kommenrtapmii: 6emaun cruscaem KOHYenmpayuio nia3meHHo20 20MOYUCMeUHa 3d
cuem e20 npeobpaz06anus 6 MemuoHUH, HO NOBbIUAEN KOHYEHMPAaYUuo MemMUOHUHA 8
naasme. bemaun, xax npasuno, naznawarom nepopairbHo 8 CymouHol 0oze 6-9 2/0ens 6
0eéa npuema. Y nayuenmos c Bg-pezucmenmuvivu opmamu 2oMOYUCTMUHYPUU
OMMEUEHO CHUMNCEHUE COOEPHCAHUSI 20MOYUCMEUHa 6 niame Kposu Ha @oHe

OONOHUMENbHO20 HA3HAYEeHUs. Oemauna.

e Ecnu koHieHTpauuu (0JIaTOB B SPUTPOIMTAX M BUTAMHHA Bi, B CBIBOPOTKE KPOBHU
CHIDKEHBI, TO (hOJTMEBYIO KHCIOTY PEKOMEH/IOBAHO HAa3HAYATh NMEPOPAIBHO B J103€ 5 MT
B CYTKH; a BUTaMHH B1, - BHyTpuMbIle4yHo B f03e 1 mr B mecsn [1,2,3,9].
(Cuna pexomennannu B; ypoBens nokazarenbcrs 1)
KommenTapuii: goruesas kucioma u yuanokobaramun (eumamun B12)" " (Koo ATX
B03BA01) cnocobnbl makdice onmumMuzuposamv npespaujerue 2oMOYUCMeEUHda 8
MEMUOHUH, NOMO2Asl MAKUM 00PA30M YMEHbUUMb KOHYEHMPAYUio 20MOYUCEUHA 8
niasme.

3.2 OCco0eHHOCTH XUPYPIUYECKOr0 JeYeHUs

Heobxooumocms  xupypeuueckoeo neueHusi (IKCMpaKyus XpyCMAaiuxa OOHO- UMU

08YCMOPOHHAS) ONPeoensiemcs OKYIUCTIOM.

e  Ocobennoctu aHECTE3M0JIOrMYECKOTO nocoous 00yCIIOBIICHBI PUCKOM
TPOMOOIMOOIMYECKUX OCIOKHEHUN MPHU OO0ILIEM HapKo3e, MO3TOMY PEKOMEHOBAHO
OTJaBaTh MPEANOYTEHHE HCIOJb30BAHUI0 MECTHOW AaHECTEe3MH, OJHAKO, CJeIyeT
NOMHUTB, YTO TPH AMUIYPAITLHONW aHECTE3UH TAKKE COXPAHSETCS PUCK MOBPEIKICHHS
COCYJZIOB M, COOTBETCTBEHHO, TPOMOOTHUECKUX OcioxHeHui[2,10].

(Cuiia pexomenaanuu B; ypoBens noka3zarenancrs |1)

KOMMeHTapHH: llefz;mu AHeCme3Uo102UYecK020 NOCOOUsL OONNCHbL ObIMb:
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O noodoepoicanue BbICOKO20 CePOeUHO020 B8blOpPOCAd U A0eK8AMHO20 BPeMeHU
YUPKYIAYUU KPOBU,

O npedomspaujenue mpomooIMO0IUL,

O CHudiceHue nepugheputeckoeo Ccocyoucmozo CONPOMUBLeHUs U ViyuuleHue
nepugepuyeckoii nep@yuu;

O npedomspaujenue de2uopamayull U 2UNO2AUKeMUU,

(0] 6blcmpoe 60CCMAHOBIEHUE nayuerma u pantisl 6EpmMUKaluU3ayusl.

B npenonepaniioHHOM neproie pEKOMEHI0BAHO MPOBOUTH!

1.

AJNleKBaTHOE JIEYEHME W JAMETOTEPANUIO s NOJNJEpKaHUS HHU3KOTO YpPOBHS
METHOHMHA;

[Ipy TIaHUPOBAHMM XUPYPTHUECKUX BMEIIATEIBCTB 00S3aTENbHOE H3MEpeHHe
YPOBHS YPOBHSI TOMOLIMCTHHA/TOMOLIMCTENHA B CHIBOPOTKE KPOBH. DTH 3HAUCHUS
JIOJDKHBL  ObITh <45-50 MKMONB/N, Tak Kak MpH MOBBIIICHHBIX YKa3aHHBIX
II0KAa3aTeNsAX HApKO3 U ONIEPATUBHBIE BMEIIATEILCTBA IPOTUBOIIOKA3aHBI.
AJIEKBAaTHYIO IPEIONEPALMOHHYIO THIPATALIUIO

@DapMaKOJOrM4eCKyl0 TEpamuio: BO3MOXXHO HCIIOJIb30BAHME HM3KHX 103
alEeTUIICATUIIIIOBON KuCIOThl (100 mr/cyr), mumupuaamona (100 mr x 4 p/cyT)
U HU3KOMOJIEKYJSIPHBII TrenapuH HHTpaonepandoHHo. OpHako B HacTosIIEe
BpEMSI OKOHUYATEJIbHBIX PEKOMEHIAIMI MO MPUMEHEHHUIO TAaHHBIX JIEKAPCTBEHHBIX
[penaparoB y MalUeHTOB C TOMOLMCTUHYpUEH Iepel omnepanued HeT.
HeoOxomuMocTh B HMX TPUMEHEHHUH CIEOYeT OIpEeNsiTh WHAWBUIYAIBHO.
JlekapCTBEHHbIE CPEICTBA, CIIOCOOCTBYIOIIME THUIEPKOATYISAIMH (Hampumep,

OpaJIbHbIC KOHTPAIICTITUBBI) CIIeAyeT OTMEHUTH [2,11,14].

(Cuua pexomenaanuii B; ypoBens noka3zarenancrs |1)

PGKOMGH,Z[OBaHO B HHTpAOICpAllMOHHOM nepuonc MMpOBOAUTH CJICOAYIOIHC

MEpPOTPUSATHSL:

1. Tlonnepskanue cepreuHOl (PYHKIIMM C BBICOKMM CEPJCUHBIM BEIOPOCOM

2. IlpumeneHwe 5IacCTUYHBIX OMHTOB WMIM  YYJIOK JUIS  TPEAYNPEKIACHUSL
nepudepruyecKoro 3acTost KpoBU

3. MHcmosp30BaHue 1a3MO3aMEIIAIONIEr0 PacTBOpa nekcrpana™ 40 ist yMEeHbIICHHS
aare3suy TPOMOOIUTOB.

4. TIpuMmeHeHHe PacTBOPOB JIEKCTPO3bI" C HEIBIO MPEAYIPEK ICHUS THIIOTIIHKEMHN
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(0]

5. Cnenyer u30erath MPUMEHCHHUS 3aKUCH a30Ta, TaK KaK MPH €ro HUCIOJb30BAHUU
BO3MOJKHO TIOBBIIICHHE YPOBHS FOMOIIMCTEHHA B KPOBU 3a CUET WHTHOMPOBAHUS
(bepMeHTa METHOHUH-CUHTA3bI.

6. IIpoTuBOMOKa3aHO MPUMEHCHHE HAPKOTHYCCKMX TMPENapaToB M aHECTETHKOB,
BBI3BIBAIOIIUX yrHEeTeHHE abixanus [11,14,15].

(Cuina pexomenaanuu C; ypoBeHnsb qoka3zaTeasctTs 1)

e PexoMEHJOBaHO B MOCICONEPAIIOHHOM MEPHOIE TPOBOAUTE!

1. MonuTOpupOBaHUE COCTOSHMS NAlMeHTa B TeueHue 48-724  Ha npeaMmer
BO3MOYHOTO Pa3BUTHUS TPOMOOIMOOTHMUECKUX OCTIOKHEHUII;

2. BO3MOXHO TOIKOXXHO€ BBEJICHHE HHU3KOMOJIEKYJSIPHOTO TeMmapuHa JO0 TOTrO
BPEMEHH, KOT/Ia TAllUEHT CMOKET BCTABaTh;

3. MoHUTOpUpPOBaHHE YpPOBHS TJIIOKO3BI B TEpU(PEPHUUECKON KPOBU C LEJbIO
IpeIynpexIeHUs THIIOTINKEMUH;

4. PaHHIOI BEPTUKAIU3AIHIO, TPU BO3MOXKHOCTH;

5. Pemenune o0 HEOOXOOMMOCTH TPOJOJDKEHHS MPUMEHEHHS] AHTHKOArYJISIHTOB H
AHTHUArPEraHToOB CIEAyeT MPHUHUMATh COBMECTHO C XUPYPrOM M aHECTE3UOJIOTOM-
pPEaHMMAaTOJIOTOM Ha OCHOBAHWU OIICHKU PUCKa pa3BUTHs KpoBoTeueHwus [7,9,11].

(Cuna pexomennanuu B.; ypoBens noka3arenncts 1)

Bosmoorcnvie ocnoorcnenus npu xupypauveckux eMeuiamenbCcmeax:

Cnonmannas mpom60IMO0aUA: KIUHUYECKUE NPOABIEHUS 8 3ABUCUMOCIU OM NOPANCEHHO20
opeana. Cepbe3HbiMU  OCLONCHEHUAMU MO2ym Obimb:  ampohus 3pumenvHo20 Hepada,
eemunapes, apmepuailbHas 2unepmen3us 6cieocmeue UHGapKkma noyku, NapyudaibHvle
snunenmudeckue npuUnaoku U mpomooIMOOIUA 1e204HOl apmepuu.

Tunoenukemus — Mmoocem pazeumvpcs 6cle0cmeue HApPYUWeHUs CeKpeyuu UHCYIUHA Y
nayueHmos ¢ BblCOKUM YPOGHEM MEMUOHUHA 6 Cbl@oOpomKe Kposu. [lannoe ocnodicHenue
Moxcem Ovlmb NpeoomepaujeHo OONOIHUMENbHbIM 868€0eHUeM 2I0KO3bl 68 Nepuood, Ko20d
nayuenm He NOxy4aem nuugy.

3.4 MeponpusaTHs IPHA BO3BHUKHOBEHHH HEOTJI0KHbBIX COCTOSIHUIA

IIpunuHou HeoMA0IHCHBIX CUMYAYUll NpU 2OMOYUCTRUHYPUU, MPEOVIOUWUX IKCMPEHHOU
MEOUYUHCKOL NOMOWU, 0OYCIO6IeHbl 803HUKHOBEHUEM MpoMOO03d 6eH uiu apmepui, a
Maxace OCMPLIMU NCUXUYECKUMU PACCMPOUCTBAMU.

Heomnooicnas nomowp 6 yciosusax cmayuonapa mpeOyemcs 6 cayuasx pa3eumusl

ocmpotl  mpomO0odIMOOIUU, PUCK  pA36UMUSA  KOMOPOU OYeHb B6bICOK NpU  PA3IUYHLIX
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XUpypauyeckux eMeuamensbCmeax u npu yposHe 2omoyucmeuna 6 niazme 6oaee 50 MKMOb/1.
Ilpu pazeumuu  mpomOOIMOOIUYECKUX OCLONCHEHUU (UHGapkma uHCcyrbma U m.n.)

MEOMI/}MHCKaﬂ noMOWb OKaszovleaemcs no coomeemcmeaeyrouwum nponioKoiam.

e Kak mnpenBapuTenbHas MEIUIMHCKAs I[OMOINb JO TOCIHUTAIM3AIMA B CTallMOHAp
PEKOMEHJIOBAaHO CHUMITOMATHYECKOE JIEYeHWe M Ha3HaueHue BHUTaMuHa Bg
(100mr/kr/CcyTKI), HE3aBUCUMO OT YYBCTBUTEIHHOCTH MAIlMEHTA K MUPUAOKCUHY HITH
eciu oHa HewsBectHa[10, 11,14].

(Cuia pexomenaanuu B; ypoBens noka3zareabcrs |1)

e PeKOMEHJIOBAaHO TPOBOJMUTH IIOJIHOE KIMHUYECKOE OO0CIe0BaHUEe, BKIIOYAIOIIEE
oOclieZioBaHNE COCTOSIHUS COCYJIOB (JOMIUIEpOKOpOoHaporpadust u ap.), OnpeieneHue
KOHIIEHTPAIlMd TOMOIMCTEMHA B KPOBM M MOYe, METHOHHMHA B TIUIa3Me, aHalU3
nokaszaTelieil remMocrTasa (KoaryjaorpaMMa) u B epByto ouepesb akropa VI, oneHky
HEBPOJIOTMYECKOTO CTaTyca M COCTOSTHUSI co3HaHus OosbHOTO[1,11].

(Cuina pexomenaanuu C; ypoBeHns 1oka3zaTeascrs 1)

Kommenrtapuu: /Juppepenyuanrvnoiti ouaznoz npogooumcs ¢ memadoiuyecKkumu
KpU3amMu npu OpeaHudecKux ayuoypusx (MemuimMalioHO80U/NPONUOHOBOL), € MOl
Yenvo Npo8oOUMCs MAHOEMHAS MACC-CNeKMPOMEmpUs Ul Xpomamozpaghuueckoe

uccne0o8anue AMUHOKUCIOM NIA3Mbl Kpoeu.

e JleueHue pEeKOMEHJOBAaHO HA4YMHATHL C OIPEICIIEHUS YYBCTBUTEIBHOCTH K
NUPUJOKCHHY (€cM OHa HEW3BECTHA): C 3TOH Ienbio BBoAAT BHTamMuH Bg 100
Mr/Kr/cyTku, HO He 6osiee 1r (1000 mr) B cytku [2,8].

(Cuiia pexomenaanuu B; ypoBens noka3zarenancrs |1)

e PexoMeHI0BaHO 00eCIEUNTh HU3KOOEIKOBYIO JUETY C JOCTATOYHOM KaJIOPHUIHOCTHIO,
C HUCIIOJIb30BaHUEM CIEIUAIN3UPOBAHHBIX IPOIYKTOB O3 MeTroHmHa [1, 11].

(Cuia pexomenaanuu B; ypoBens noka3zarenabcrs |1)

e PekOMEHJIOBAHO BHYTPHBEHHOE BBeleHHE pacTBOpoB 10% mexcTposbl (TIHOKO3bI)™,
KUPOBBIX IMYJIbCUH JIJIsl 0OOTalllCHUs TUTaHus 3Hepruei [1, 11].

(Cuina pexomenaanuu C; ypoBeHnsb 1oka3zaTeascrs 1)

L4 PCKOMCH,Z[OBaHO OCJIKOBBIM KOMIIOHEHT IMTaHUsS OOECIEUMBATh TOJBKO 3a CYET

CTICHUATM3UPOBAHHBIX CMeceil 0€3 METHOHHMHA, €CIH MAIMEeHT uX npuHuMaet [1, 11].
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(Cuiia pexomenaanuu B; ypoBens noka3zarenabcrs 1)

e PexomenmoBano HaszHadenme OerauHa (B Poccuiickoit  ®enepanuu  He
3aperucTpupoBaH) B go3¢ 100 Mr/Kr/neHp, eciu 3T0 BO3MOXKHO, (OJIHEBYIO KUCIOTY
10 mr/cyrku nepopanbho[2,8,11].

(Cuina pexomenaanuu C; ypoBeHnsb 1oka3zaTeascTs 1)

e PeKOMEHIOBAaHO I1€JIeCO00Pa3HOCTh BBEICHUS AHTHKOATYJISHTOB U HMX JIO3UPOBKHU
o0cyx1aTh KoJuteruanbHo[2,8,11].

(Cuna pexomennannu C; ypoBeHb 1oka3arenncTs 1)

e PeKOMEHIOBAHO TMPOBEICHHE CHMIITOMATHYECCKUX MEPONPHUATHI IO KyIHPOBAHUIO
HEBPOJIOTMYCCKHX M MICUXUYECKUX pacctpoiicts [1,8,10,11].

(Cuina pexomenaanuu C; ypoBeHns 1oka3zaTeasctTs 1)

e PekoMeHIIOBaHO OCYIIECTBISTH KOHTPOJIb TOMEOCTa3a, YPOBHS IMaTOTEHETHUYECKH
3HAYMMBIX METa0OJUTOB B KPOBU, MOHUTOPUHT COCTOSIHUSI COCYAUCTOTO pycia [8].
(Cuna pexomennannu B; ypoBens nokazarenbcrs 1)

4, PeaOniuranus
Peabunrumayuonnvie meponpusmus Hanpasienvl HaA KOPPeKYUro HApyuleHull 3peHus,
KOCMHbIX Oehopmayuil, KapOUOBACKYIAPHBIX HAPYULEHULl, HEPEHO-NCUXULECKO20 PA3EUMNUSL.
5. IlpodunakTka u AMCNIaHCEPHOE HADJIIOIEHEe

5.1 Ilpodpnaakruka

Ipoghunaxmuueckue mepvl SKIOHAIOM MEOUKO-2EHEMULECKOe KOHCYIbMUPOSAHUe U
npoeedenue NPEeHAMaIbHOU OUACHOCIMUKU 8 UHDOPMAMUBHBIX CEMbIX.

Meouxo-eenemuneckuii puck nosmopenust 3abonesanus 8 cemve cocmasasiem 25%. B
C853U C YCMAHOBIEHUEeM 2eHHO20 Oeghekma Npohuiakmura 3a001e8anus 0ocmueaemcs
nymem — NpoOBeOeHUsi  NPEHAMAIbHOU — OUACHOCMUKU U MOAEKYIAPHO-CEHEMULEeCKO20
UCCe006aHUsI OUONMAMA XOPUOHA C BbIAGLCHUEM MYMAYUU COOMBEMCMBYIOUe20 2eHAd Uil
onpeoeneHust OPeaHUYeCKUX KUCIOM 8 AMHUOMUYECKOU HCUOKOCIUL.

Heonamanwvuwiii ckpunune 6 Poccutickot @edepayuu we nposooumcsi.

5.2 BeneHue 1 MOHUTOPUPOBAHNE MANMEHTA

IIpodondcumenshocms — 20CHUMANU3AYUY  3A6UCUM  OM  CKOPOCMU  8epugpurayuu
0UacHo3d, KoppeKyuu MemadoIudeckux HAaApyweHul nymem npo8edeHus UHMEHCUBHOU

mepanuu u Hadaula namoz2eHemuyeckol Ouemu4eckoll u gbapMakomepanuu, a makokce om
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CPOKO8 NOSIBNIEHUS NOTONCUMETLHOU OUHAMUKU CO CIOPOHbL YEHMPATbHOU HEPEHOU CUCHEMbl
u opyeux opeanos. Ilpebvisanue 6 cmayuorape ¢ yuemom Kypca peaduiumayuu 8 cpeoHem
cocmagnsem 21 Oenb.

Ilocre evlnucku u3 cmayuoHapa pebeHoK OONNHCeH HAXOOUMbCS HA  dmane
AMOYIAMOPHO-NONUKTUHUYECKO20 HAONIOEHUs V He8ponamonozda, OKyaucma, neouampa,
ouemonoea, eceHemuka. Koucyremayuu 3HOOKpUHOnoea U — Opyeux  CReyuarucmos
HA3HAYAOMCcs N0 NOKA3AHUSIM.

Ilocne ycmamnosénenuss ouacno3a Oasi 6cex NAYUEHMO8 HeoOXO00UMO NPOBOOUNb
MOHUMOpUHE aHmponomempuyeckux noxkasamenet (1 pas ¢ mecay 6 eozpacme oo 1 2ooa, 1
pas 6 3 mecayee om 1 0o 3nem, I paz 6 6 mecayes om 3 0o 7 nem u danee I pas 6 200), ¢
Makoul dce YACMOMOU NPOBOOUMCS MOHUMOPUHE U KOPPEKYUs OUeMUHecKO20 Ne4eHUs..
Koumponuposamsv nabopamopHvie noxazamenu (2OMOYUCMEUH, MEMUOHUH, YUCMEUH 8
niasme Kposu) pekomenoyemcs He pece 1 paza 6 200, npu Bg pezucmenmuvix gpopmax He
peace 1 paza 6 6 mecsiyes, cooepoicanue eumamuna Bio u ponuesoii kucromel 6 niazme Kposu
onpeoensiiom no NOKA3AHUsM.

s npogdunakmuxu  ocmeonopoza  nayueHmam ¢ 2OMOYUCMUHYpUel
cucmemMamuyecky onpeoesiiom KOHyeHmpayuio kanoyus, gocgopa u sumamuna D 6 niazme
KpOBU, a Makdice 3]1eKMpOIumos, MOYegunbsl, Kpeamununa (we pesce 1 pasa 6 200), npu
HeoOX00UMOCMU.  YPOBHA — MUPEOMPONHO20 — 2OPMOHA,  COPMOHO8  WUMOBUOHOU U
napawumosuoHoll dxcenes, demsam cmapuie 5 1em npooosim OeHCUMoMempuio.

Esicecoono oemu 0ondcHbl npoxooums yenyoieHHyl0 OUCHAHCEPU3AyUio 8 YClo8UsX
OHE8HO20 cmayuoHapa (OrumenvHocms cocnumanusayuu He menee 10 cymok), 20e maxoice
0CYUecmanAomes HeooXooumbvie peadouIumayuoOHHvle MeponPUIMUSL.

Pooumenu Oonoxcnvr Ovims  00yuenvl npasuiam oOpeaHuzayuu Ouemomepanuu U
BUMAMUHOMEPANUU, OCUCMEUSIM NPU NOO2OMOBKe K ONEPAMUBHbIM 6MeulamenibCmedm U 6
nepuoo yepo3vl mpomO0IMOOIUYECKUX OCTIONCHEHUL.

YV pebenxa npu cebe 6cec0a O0ondCHA HAXOOUMBCSA NAMAMKA C YKA3AHUEM

Meponpuﬂmuﬁ 6 HEOMJIOJHCHbLX cumyayusix u npu SKCMpEeHHblX XUPYPSUUECKUX MAHUNYIAYUAX.

6. I[OHO.]IHI/ITC.]ILHaﬂ I/IH(l)OpMaHI/Iﬂ, BJIUAIOIIAA HA TCHCHHUEC U UCX0J

3200J1eBaHUA

[TporHo3 cocTosHUS U YPOBHS MCUXUYECKOTO Pa3BUTHs OOIBHBIX 3aBUCUT OT MHOTHX
¢baxTopoB: (opmsl 3aboneBanus (Bs dyBcTBUTENbHAS WM Bg pe3anucTeHTHAs) U CBSI3aHHOM C

HEH TSHKECTH SH3UMHOTO ;[e(beKTa; CPOKOB Ha4dalla U aJACKBATHOCTU CIICHUATIUZUPOBAHHOTO
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neueHus; APPEKTUBHOCTH TPOPHUIAKTUKH  TpomMOosMOomuu. IIporHos 3aboneBaHus

OTHOCHUTCIIBHO 6HaFOHpHHTHBIﬁ UL KU3HHU  IIPU paHHeﬁ JUAarHoCTUKEC MW TIHATCIBbHOM

MeTab0INIEeCKOM KOHTPOJIE.

KpnTeplm KaveCTBa OLICHKHU MeHHHHHCKOﬁ nmoMoIiu

Ne| Kputepuu kavecTrBa Cuna YpoBennb
pexkoMeHAanuii | yOequTeJbHOCTH
A0Ka3aTeJIbCTB
1 | BelnosniHEHO ompesieieHne ypOBHS METHOHUHA, B I

FOMOLIMCTHHA, IUCTUHA B IJIa3ME€ KPOBHU
METJIOM TaHJAEMHOM MacC-CIIEKTPOMETPUH

2 | BeimonHeHo omnpezeneHne ypoBHS TOMOIMCTENHA C I
B KPOBH U MOYE

3 | BreimoneHa odranpMockonus (MpH MOJ03PSHUH B I
Ha KTOIHUIO XPYCTAIHKA)

4 | BolmoJHEeHa MarHUTHO-PE30HAHCHAsI TOMOT padus B I
TOJIOBHOTO MO3ra (IIpH MMOJI03PEHUU HA HHCYIIBT)

5 | BeimosnHeHs! anekTpokapauorpadus u B 1
sxokaparorpadus (MpH Mo03peHUH Ha
KapJHOBACKYJISIPHYIO MATOJOTHIO)

6 | BeimonHena peHTreHorpadus KocTei ckenera B I
(mpu MOO3pEHNH Ha OCTEONOPO3 MU
nedopmanuu Kocreit)

7 | BbINOJHEH TECT Ha YyBCTBUTEIBHOCTb K TEPANUU C I
BUTaMuHOM B6

8 | Hasnauena querorepanus (IIpH yCTaHOBICHHOM B I
JMarHO3¢ TOMOLUCTUHYPHSI)

9 | Ha3nauen Butamut Bg (npu B 1
MUPUIOKCUHYYBCTBUTEIBHOM opme
TOMOIIMCTHHYPHH)
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IIpunoxkenue Al. CocraB padoyeii rpynnbl

BbapanoB A.A. — akagemuk PAH, mpodeccop, n.m.H., Ilpencenatens Mcmonkoma
Coro3a neguatpos Poccun.

Hama3zoBa-bapanoBa JI.C. - akagemuk PAH, npod., 1.M.H. 3aMeCTUTEIb
IIpencenarens Mcnonkoma Coroza neauarpos Poccun.

Boposuk T.J. — n.m.H., npod., wien Mcnonkoma Coro3a neauatpos Poccun.

BymyeBa T.B. — 1.M.H., unen Coro3a neguarpos Poccun.

I'noda O.B. - k.Mm.H., wien Coro3a neauatpoB Poccun.

KypxoBa H.B. — k.M.H., unen Coro3a neguarpos Poccun.

3axaposa E.JO. — 1.m.H., ipod.

3BonkoBa H.I'. - k.m.H., unen Coto3a nenuarpoB Poccum.

Ky3enkoBa JI.M. - 1.M.H., ipod., wien Mcnonkoma Coro3a neauatpos Poccun.

Kyues C.M. - unen-xopp. PAH, mpod., n.m.H., uneH mnpasnenus Poccuiickoro
o011ecTBa MEIUIIMHCKUX TEHETUKOB

MuxaiinoBa C.B. — n.M.H., uneH Poccuiickoro o0uiecTBa MEAUIMHCKIX T€HETUKOB

HuxonaeBa E.A. - 1.M.H., ipod., unen Poccuiickoro o6miecTBa MEAUIIUTHCKIX

TE€HETUKOB

HoBukoB II.B. - nm.H., mpod., uwien Poccuiickoro oOmiecTBa MEIUIIMHCKUX

TE€HETUKOB

IIymxoB A.A. - k.0.H., wieH Coro3a neguarpoB Poccun.

CaBoctbhsinoB K.B. - k.0.H., unen Coro3a neauarpoB Poccun.

BockoooeBa E.IO. — k.M.H., wieH Poccuiickoro o0mecTsa MEAUIMHCKUX TEHETUKOB

Cemsauxkuaa A.H.- 1.M.H., wieH Poccuiickoro o0mecTsa MEAUIIMHCKUX TEHETUKOB

ABTOpBI OJTBEPHKAAIOT OTCYTCTBHE (PMHAHCOBOM MOIICPIKKH/KOH(IMKTa HHTEPECOB,

KOTOPBIH HEOOXOJMMO 0OHAPOI0BATE.
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Hpuioxenue A2. Meronoiorust pa3padoTki KIMHUYECKUX PEKOMEH AUl

LlesieBasi ayANTOPHUS AAHHBIX KIMHUYECKUX PeKOMeHIALMIi:

o MeAnaTpbl
o Bpauu 00IIel CeMEeHOM MpaKkTUKH (CeMeitHas MeTUITNHA)
o TE€HETUKU

o JTUETOJIOTH

o HEBPOJIOTH

o MEJIMIIUHCKUE TICUXOJIOTH

J nedexromnoru

o CTYIEHThI MeauIMHCKIX BY30B, HUHTEpHBI, OpIMHATOPHI;

Tab6umuna I11 — YpoBHU JOCTOBEPHOCTH JI0KA3aTENbCTB

YpoBeHb HcTouyHuKk 10Ka3aTENbCTB
JAOCTOBEPHOCTH
1(2) [IpocniekTHBHBIE pAaHAOMU3UPOBAHHBIE KOHTPOJIUPYEMBIE HCCIIEIOBAHUS

JlocTaToyHO€ KOJIHMYECTBO HCCJIACIOBAHUM C JOCTAaTOYHOI MOIIHOCTBIO, C
y4acTHUEM OOJBIIOTO KOJIMYECTBA MAIMEHTOB U MOJIyY€HHUEM OOJBIIOTro
KOJIMUECTBA JaHHBIX

KpymnHble MeTa-aHanu3bl

Kak MHHUMYM OJHO XOpOIIO OPraHU30BAaHHOE PaHJAOMU3UPOBAHHOE
KOHTPOJIUPYEMOE HUCCIIEIOBAHUE

PemnpesenTaTuBHas BBIOOpPKA MAIMEHTOB

11 (2) [IpocriekTuBHBIE C  paHAOMHU3aNMed Wik 03 HCCIEHOBAHHS C
OTPaHUYCHHBIM KOJIMYECTBOM JAHHBIX

Heckosnbko uccneoBanuii ¢ HEOOIBIITNUM KOJIMYSCTBOM MAI[UCHTOB
Xopo1110 OpraHu30BaHHOE MPOCIICKTUBHOE UCCIIETOBAHIE KOTOPTHI
Merta-aHaau3bl OTPAHUYCHBI, HO TPOBEICHBI HA XOPOIIEM YPOBHE
Pe3ynbTaThl HE MPE3CHTATHBHBI B OTHOIICHUH LIEICBOM TOMYJISIIAN
Xopo1110 OpraHu30BaHHbBIE UCCIIC0OBAHUS «CITy4ai-KOHTPOJIb

11 (3) HepanmomMu3upoBaHHbIE KOHTPOJIUPYEMbIE UCCIICTOBAHUS

HccnenoBanus ¢ HEIOCTATOYHBIM KOHTPOJIEM

PanpoMu3upoBaHHbIC KIMHUYECKHE HCCIICAOBAHHMS C KaKk MUHUMYM |
3HAYUTEITBHOMN Win KaK MUHUMYM 3 HE3HAYUTEIIbHBIMU
METO/I0JIOTHYECKUMHU OIHUOKaMHU

PeTtpocniekTuBHBIC WM HAOIIOIATEILHBIC UCCIICTOBAHHUS

Cepust KITMHHYECKUX HAOJIOICHHIA

[IpoTuBOpeunBBIC  JaHHBIE, HE  MO3BOJIAIOIIMEG  CHOPMHPOBATH
OKOHYATEIbHYIO PEKOMEHIAIINIO

1V (4) MHeHue  dKchepra/JaHHble W3 OTYeTa  OKCIEPTHOM  KOMHCCHH,

OKCICPUMCHTAJIIbHO MOATBCPIKIACHHBIC U TCOPCTUUCCKU 000CHOBAHHBIE
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Ta6auua I12 — YpoBHU yOeIUTEIHLHOCTH PEKOMEHIAITNI

YpoBennb
Onucanne Pacuugposka
y0eauTebHOCTH
Pexomenpanus ocHoBaHa Ha
BBICOKOM YPOBHE JIOKa3aTEIbHOCTH
(xax MmuHMMYM | yOeauTenbHas Mertop/Tepanus NepBOi JTUHUM;
A nyonukamus | ypoBHsS 1100 B COUYETAaHUU CO CTaHIAPTHOU
JI0KA3aTEIbHOCTH, [IOKA3bIBAOIIAs METOIUKOW/Tepanuei
3HAYUTEIHHOE MPEBOCXOICTBO
I10JIb3bI HaJl PUCKOM)
Mertop/Tepanus BTOPO JIMHUY;
Pexomenpanus ocHoBaHa Ha
1100 MpH OTKasze,
CpeIHEM ypOBHE J0Ka3aTeIbHOCTH
MPOTHBOIIOKA3aHUH, WIIN
(xax MmuHMMYM | yOeauTenbHas .
HeAPPEKTUBHOCTH CTAHIAPTHOM
B nyonukarus |l ypoBHs
METOIUKH/TepaIvu.
JI0Ka3aTeIbHOCTH, TIOKa3bIBAIOIIAs
Pexomennayercs
3HAYUTEIHHOE MPEBOCXOICTBO
MOHHUTOPUPOBAHHE TOOOYHBIX
I10JIb3bI HaJl PUCKOM) .
SBIICHUI
Her Bo3pakeHunii NpoTUB JAHHOTO
Pexomennayst o0cCHoBaHa Ha cllabom
METO/1a/Teparuu Uiu HEeT
YPOBHE JIOKa3aTeIbHOCTHU (HO KaK .
BO3paKEHHI MIPOTHB
MUHUMYM | yOenurenbHas
MPOJOJDKEHHS TAHHOTO
nyonukarus |1 ypoBas
MeTO/1a/Tepanuu
C I0OKA3aTEIbHOCTH, IIOKA3LIBAIOIIAS
Pexomen10BaHO MpH OTKa3ze,
3HAYUTEIHHOE MPEBOCXOICTBO
MPOTHBOIIOKA3aHUH, WIIN
MOJIb3bI HaJl PUCKOM) UIU .
HeAPHEKTUBHOCTH CTAHIAPTHOM
HET yOeUTEeNbHBIX IaHHBIX HU O
METOIUKH/Tepanuu, pu YCIOBHH
M0JIb3€, HU O PUCKE)
OTCYTCTBHSI TOOOYHBIX 3(h(HEeKTOB
OtcyrcTBUE yOETUTENBHBIX
nyomukaryii |, |1 v 11 ypoBHs
JI0Ka3aTeIbHOCTH, TIOKA3bIBAIOIINX
3HAYUTEIHHOE MPEBOCXOICTBO
D MI0JIB3bI HaJl PUCKOM, JIN0O He pexoMeHn10BaHO

yoenurensHbie myonukarmu |, 11
umu |1l ypoBHS T0Ka3aTeNnbHOCTH,
MMOKa3BIBAIOIIME 3HAUYNTEIBHOE
MIPEBOCXOJICTBO PUCKA HAJ| MOJIb301
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Hpuinoxenue A3. CBsA3aHHbIE JOKYMEHTbI

1. IIpuka3z MuHucTEepCcTBa 3IpaBOOXpaHEHUs U colManbHOro passutus PO or 16
anpens 2012 r. N 3661 "O0 yrBepxaenuu [lopsaka okazaHus neanaTpUIecKoi momMomnm"

2. [Tpuka3 Munucrepcta 3xapaBooxpaHerus P® "OO6 yrepxnenun [lopsaka
OKa3aHWsI MEAMLMHCKOW MOMOIIM OOJBHBIM C BPOXKIACHHBIMU M (MJIM) HACJIEICTBEHHBIMU
3aboneBaHusMU"oT 15 HOs10ps 2012 . N 9171

3. ITocranoBnenue IlpaBurenscrBa Poccuiickoit @enepanuu ot 9 anpens 2015
roga Ne333 "O6 yrBepxxaenuu IIpaBun QGopmupoBaHus TepedHs CHENUAIN3UPOBAHHBIX

MPOYKTOB JIE4eOHOTO MUTAHUS IJIsl AeTeH-UHBAIHIOB"
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Hpn.ﬂomeﬂne b. A.]]FOpI/ITMbI BCACHHA IMAIIMCHTA

[TatmeHT ¢ momo3peHueM
Ha TOMOITUCTUHYPHIO

'

JwnarnocTtuka

Koncynpranus
PO HUILHOTO
CIIELIHAJINCTA

'

Huarnos

ITonrBepxkaen?

AAY

A\

Tep arud B CTalluoOHape

A 4

HHCHaHCGpHOC Ha6J'IIO,HeHI/Ie u
MOHHUTOPUPOBAHHUC MALIUCHTA

v

Tepanus

A

HET

a¢pdexTuBHA
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[Mpunoxenue B. Uudopmaumsa 1is nanmeHra

['oMouuCTHHYpHS — HACIEICTBEHHOE 3a00JIeBaHUE U3 TPYIITBI AaMUHOAIUIOTIATHH,
00yCIIOBICHHOE HapyllIeHHEeM MeTab0JIn3Ma CepoCcoAepKaIIuX AMUHOKHCIIOT, B IEPBYIO
ouepeb METHOHUHA

[TepBbIME HecTIEU(PHUUESCKUMH CUMIITOMAMHU MOTYT OBITh 3aJepkKKa ICHXOMOTOPHOTO
pa3BUTHS, YMCTBEHHAsi OTCTAJOCTh, CKEJETHbIe JedopManuu (BajblycHash yCTaHOBKa
KOJICHHBIX CyCTaBOB, KH(OCKOIHO3bI, BOPOHKOOOpa3Has WM KWIeBHIHAs Jedopmarun
TPYIHON KIETKH), KapAMOBACKYISpHAs MAaTOJIOTHS, YacThle MepesnoMbl (y JeTel CTapIiero
BO3pacTa).

XapakTepHa MMaToJIOTHs TJIa3HOTO ammapara: cyOnrokcanus (JIOKCalus) XpyCTaIlKoB,
4acTO OCJIOKHSIOIIMKMCA BTOPUYHOM TJIAyKOMOW, HEPEIKO HUMEIOIIEH 3JI0KaYeCTBEHHOE
TEUYEeHHUE, MUOTINSA, aTpO(us 3pUTENBHBIX HEPBOB, KaTapakTa U OTCIOWKA CETYATKH.

VY manmeHToB MOAPOCTKOBOTO M MOJIOJOTO BO3pacTa MOTYT BO3HHUKHYTH TPOMOO3BI,
KOTOpBIE SIBJISIOTCS TJIABHOW MPUYMHOM HMH(papKTa MHUOKapaa WM HMHCYIbTa C
(opMupoBaHHEM 0YaroBOi HEBPOJIOTHYECKON CUMITOMATHKH BO3HUKAIOT MPEUMYIIECTBEHHO
y OOJIBHBIX MOJIPOCTKOBOTO BO3PACTa.

JIMarHOCTHKAa OCYIIECTBISIETCS IYTEeM CEJIEKTUBHOTO CKPUHUHTA (HEOHATaIbHBIN
ckpuHUHI B Poccuiickon @Penepanuu HE TNpoBoauTCs). Bo3MokHa npeHaranbHas
JIMarHOCTHKA B CEMBSIX, TJI€ €CTh OOJIbHBIE C YCTAHOBIIEHHBIM IMAarHO30M TOMOLIMCTHHYPHH.
Jleuenue — muetoTepanysi 1 MEIUKAMEHTO3HAs Teparus, BKII0Yask Teparnuio BUTAMUHOM Be.

Basicno, umo mnadenyvt u demu 00WKONbHO20 603paAcma He 00JIHCHbL ONUMETbHO
noayuams 001ee 300 m2 nupudoxcuna 6 cymku 60 uzbdexyncanue nooouHvIx IPghexmos,
Hanpumep, ObIXamMeabHbIX pPACCMPONCE, KOMOpble ucue3aiom nocie NPeKpauieHus
npuema nUPUOOKCUHA.

BaxxHO CBOEBpEeMEHHO 3aMETUTh HEONaromoiydyue B COCTOSHUUM peOeHKa U
o0OpaTuThCs K Bpayy.

IIpy HeoOXOAMMOCTH MPOBEACHUS XUPYPTrHUYECKOTO BMEIIATENLCTBA 00s3aTEIHHO
MPOKOHCYIBTUPOBATHCS C JICHAIIUM BpPadOM, IPOBECTH HCCICAOBAaHHE HA TOMOIMCTUH
(roMOICTENH) KPOBH, MPEIIPUHATH MEPHI MPO(UIAKTUKN TPOMOO30B, YKa3aHHBIE B JJAHHBIX

PCKOMCH AU AX.

33



Hpuiaoxenue I'. PacuiudpoBka npumeyaHui
...)K — JIeKapCTBEHHBIH IMpernapar, BXoAdmui B [lepeueHs KU3HEHHO HEOOXOIUMBIX U
BAKHEHIINX JIEKApCTBEHHBIX IpPENaparoB Ul MEIUIMHCKOro npumeHeHus Ha 2016 ron
(Pacniopsoxenue IlpaButensctBa P® ot 26.12.2015 N 2724-p)
..BK — JIGKapCTBEHHBIM Ipenapar, Bxoidmuid B llepedeHb JeKapCTBEHHBIX
IIpenapaToB JUIsl MEAUIIMHCKOTO IPUMEHEHHUS, B TOM UYHCJE JEKAapCTBEHHBIX MPENapaTroB AJs
MEIULMHCKOTO TPHMEHEHHs, Ha3HA4YaeMbIX II0 pEIICHUI0 BpauyeOHBIX KOMMCCHUI

MeauuuHCKUX opranuzanuii (Pacnopspkenue [IpaButensctBa PO ot 26.12.2015 N 2724-p)

34



	Ключевые слова
	Список сокращений
	Термины и определения
	1. Краткая информация
	1.1 Определение
	1.2 Этиология и патогенез
	1.3 Эпидемиология
	1.4 Кодирование по МКБ-10
	1.5 Классификация
	1.6. Примеры формулировки диагнозов

	2. Диагностика
	2.1 Жалобы и анамнез
	2.2 Физикальное обследование
	2.3 Лабораторная диагностика
	2.4 Инструментальная диагностика
	2.5 Иная диагностика (тест с пиридоксином)
	2.6 Консультации специалистов
	2.7. Дифференциальная диагностика

	3. Лечение
	3.1 Консервативное лечение
	3.2 Особенности хирургического лечения
	3.4 Мероприятия при возникновении неотложных состояний

	4. Реабилитация
	5. Профилактика и диспансерное наблюдение
	5.1 Профилактика
	5.2 Ведение и мониторирование пациента

	6. Дополнительная информация, влияющая на течение и исход заболевания
	Критерии качества оценки медицинской помощи
	Список литературы
	Приложение А1. Состав рабочей группы
	Приложение А2. Методология разработки клинических рекомендаций
	Приложение А3. Связанные документы
	Приложение Б. Алгоритмы ведения пациента
	Приложение В. Информация для пациента
	Приложение Г. Расшифровка примечаний

