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CHucok coKpalneHuu

I'Db — remarosHuedanuueckuii 6aprep

JICHI'I — nuera ¢ HU3KUM INIMKEMHUYECKUM WHAECKCOM

KKT — xenyno4yHO-KUIIEYHBIN TPAKT

WNB/] — nuarnocruka in vitro

K]/ — ketorenHas nuera

KT — xomnbrorepHas Tomorpadus

MJIA — monuduiupoBaHHas queTa ATKHHCA

MPT — MarauTHO-pe30HaHCHasE TOMOTpadust

[T3IT — npoTUBONUIENTUYECKUH TTpenapar

CMX — crntmHHOMO3roBas )KUIKOCTh

VY31 — ynbTpa3ByKOBOE MCCIIEIOBAaHUE

[MHC — uenTpanbHas HEpBHASI CUCTEMA

O3I" — anekTposHnedanorpadus

BE (base excess) — u30bITOK Oy(hepHbIX OCHOBAHUIA

CNS (Columbia Neurological Score) — HeBposnoruueckas mkaita KomymOuiickoro yHuBepcureTa
FDG-PET — I19T ¢ dmyne3okcurmtoko3oit [ 18F]

Glutl (glucose transporter type 1) — onHOHanpaBiIeHHbIH OeIOK-TIEPEHOCUUK TITFOKO3bI
HGMD (Human Gene Mutation Database) — 0a3a 1aHHbIX MyTal[uii B TeHaX 4eJIOBEKa
LCT (long-chain triglycerides) — nanuHHOLIETIOYEUHBIE TPUTITULICPUIBI

MCT (medium-chain triglycerides) — cpemHenenodednpie TPUTTUIICPUIBI

MCT1 (monocarboxylate transporter 1) — nepeHocunk MoHOKapOokcuiara 1

MLPA (multiplex ligation-dependent probe amplification — wMynbTUTIIEKCHAS aMIUTHQUKAIUS

JUTHUPOBAHHBIX TPOO

RDA (recommended dietary allowances) — pexomeHyeMble HOPMBI TUTAHUS



TepMuHBI U onIpeaeICHUS

Kerorennas nmera (KJ[) — Meroxg nmerorepanuy, OCHOBAHHBIM Ha HCMOJIb30BAaHUM PAMOHA
MATAHUSI C BBICOKUM COJIEPKAaHUEM KUPOB M PE3KO CHMIKEHHBIM KOJWYECTBOM YIJIEBONIOB, Ha (OHE

KOTOPOTO B OpraHU3Me aKTUBU3UPYETCS BHIPAOOTKA KETOHOBBIX TETl.

Glutl (glucose transporter type 1) — GelOK-NIEPEHOCUUK TIIIOKO3bl, OTBEUYAIOLIUN 32 €€ TPAHCIOPT

W3 KPOBH B TOJIOBHOM MO3T Yepe3 reMaTodHIehaaTndeckuii oapbep.



1. Kparkast nHpopmMauus 1mo 3a001€BaHNI0 WIH
COCTOSTHUIO (rpynnbI 3200 1eBAHUM UJIA COCTOSHMI)



1.1 Onpenenenue 3a00/1eBaHUsA UM COCTOSTHUS
(rpynnbl 32001€BAHUMA UJIA COCTOSTHUI)

Cunapom nedurura Glutl (cunonumsl: Henocrarounocth Glutl, GLUT1 DS, 6one3nsr ne Buo) —
HAaCJICJICTBEHHOE 3a00JIeBaHUE, XapaKTEPHU3YyIOMIeecs Pa3BUTHEM paHHEW IETCKOW HSHIC(haTONaTuH,
(hapMaKkOpe3UCTCHTHOW ASMUJICTICUH, (OPMHPOBAHHEM MHKpPOIChAINH, 3aJIePKKON ITCHXOMOTOPHOTO
pa3BUTHS, aTaKkCUed, MU3apTpPHUEH, MapOKCH3MaTbHBIMH JAUCKWHE3USAMHU (XOPEoaTeTO3/MUCTOHUS) H

AJITEPHUPYIOLIEN TEMUILIETUEN PA3JINYHON CTENICHHU BBIPAKEHHOCTH.



1.2 DTHOJIOTHUS U MATOT¢HE3 3a§0J1eBaHml HJIH _
COCTOSIHUA (TPynnbl 3200/1€BAHUIN UJIM COCTOSHUMN)

[Ipuunnoit cunapoma nedunura Glutl seastorcs myrauuu B reHe SLC2A 1, KOTOPBIN JTIOKaJIU30BaH Ha
KOPOTKOM Tieue xpoMocombl 1 — 1p34.2. Ten SLC2A41, xogupytoumii 6enok Glutl, coctout u3z 10
AK30HOB M 9 MHTPOHOB. B MexmayHapomHoil 6aze maHHBIX Mo myTtamusMm ydenoBeka HGMD (Human
Gene Mutation Database — 0a3a JaHHBIX MyTalMil B reHax yenoBeka) onucano 6osuee 300 pa3nuyHbIx
myTtauuii B rene SLC2A1 [1]. [laroreHHble BapuaHThl IPEACTABIECHBI MUCCEHC-MYTALIUSIMHA, HOHCEHC-
MyTaIUsIMU, HEOOTBITMMHU BHYTPUTEHHBIMH JETEIUSIMU/MHCEPLUSIMH, a TaKKe BapUaHTAMH CAlTOB

CILUIaliCUHTA.

I'en SLC2A41 xonupyeT oJHOHAMPABICHHBIN Oenok-nepeHocurk roko3bl (Glutl), oTBedarommii 3a eé

TPAHCIIOPT U3 KPOBU B TOJIOBHOM MO3T uepe3 remarosuuedannyeckuit 6aprep (I'95).

B OonbimmHCTBE CllyyaeB MpUUUHOM 3a005I€BaHMs SIBISETCS reTepo3urotHas Mmyrauus B rene SLC2A 1,
BO3HUKIIas de novo. Pexe BcTpedaercs mnepefaya MaTONE€HHOTO BapuaHTa OT POAMTENS C JIETKOM
¢dopmoii 3a0oneBaHus, 0OYCIOBIEHHOMW, BEPOSTHO, TKAHEBBIM Mo3auiu3MoM [2]. Taxke omucaHbl

peAKue ciiydau ayToCOMHO-PEIIECCUBHOIO THIA HAacleqoBaHus 3a0oeBanus |3, 4].

Myrtanuu B reHe SLC2A] nusior Ha (QyHkuuio Oenka Glutl, yTo NPUBOOUT K HapyLIECHUIO
TPAaHCIOPTa INIIOKO3bl B TOJIOBHOM MO3I, B pe3y/lbTare 4Yero OH JIMIIAETCS OCHOBHOTO HMCTOYHMKA

sHepruu [5, 6].

CewmetictBo OenkoB Glut coctouT u3 TpEX MoAKIaccoB M BKJIHOUaeT 12 pa3HOBUAHOCTEH OENKOB.
JlanHble OeIKU-TpaHCHIOPTEPHI 00JIEryaroT naccuBHy0 AU y3nI0 TIIIOKO3bl Uepe3 TKAaHEBbIE Oapbephl
MyTEM SHEPro3aBUCUMBIX MexaHu3MoB. Glutl sxcnpeccupyercst B 9HI0TENUATBHBIX KIETKaX COCYIIOB,
BXOASMUX B cocTaB [ Db, W oTBewaer 3a MPOHMKHOBEHWE TIIOKO3bI B TONOBHOM MO3Tr. Glut2
accouuupoBaH ¢ cuHapomoM PankoHu-bukkensa. Glut3 orBeyaeT 3a NIPOHUKHOBEHHE IIIIOKO3bI YEPE3
MeMOpaHy HeWpoHanbHOW MasMbl, Glut4 sBiseTcs MHCYTUH-PETYIUPYIOUIUM TPAHCIOPTEPOM
[JIIOKO3bI JKUPOBOW TKaHU, CEPACYHOW MBIMIIBI M CKEJIETHBIX MBI, OTBEYAeT 3a HHCYJIUH
OTOCPEIOBAHHBIN TpaHCTOPT ITtoK03bl, GlutS skcmpeccupyercs B KUIIEUHUKE, TECTUKYJIAX U MOYKaX.

Oynkuus Glut7 Ha TaHHBIM MOMEHT HEM3BECTHA.

benok Glutl sBnsercst KIO4eBBIM MOCPETHUKOM, OTBETCTBEHHBIM 3a JIOCTAaBKYy TIIOKO3BI uepe3 Db
[2]. Ha pucynke 1 mpeacraBieHbl TpaHCHOPTEPbl JJs  PA3JIMUYHBIX  BELIECTB  4epe3

rematodHIiehaaTndeckuil oapbep.



SLC2A1 (Glut1) n rematosHuyedanuyeckmin bapsep (IF'36)
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1.3 Dnuaemuosorus 3aﬁoﬂgBaHnﬂ WJIM COCTOSTHMS
(rpynnbl 32001€BAHUMA UJIA COCTOSTHUI)

Cunapom nedunmra Glutl — 3T0 mMaHAITHUYECKOE 3a00JIEBaHUE, €r0 YacToTa IO Pa3IuYHBIM

uccienoanusam cocranisiet oT 1:83 000 qo 1:100 000 HoBOpOKIEHHBIX [7, 8].

UccnenoBanus mnokazanu, yto cunapoM aeduiura Glutl ssmsercs npuumnont 10-12% crnydaen
SMUJIETICUM ¢ a0CaHCaMU (THIUYHBIMHU U aTUIUYHBIMHK ), 0,7—1% — TOHUKO-KJIOHUYECKUX MPHUCTYIIOB,
0-5% — MUOKIOHMYECKUX, aTOHUYECKUX U MHUOKIOHUKO-aTOHUYECKUX Mpuctynon, 0,6% ciiyyaes
Pa3BUTHUS NPUCTYIIOB C pePpakTepHbIM TeUeHUEM U 2,7% ciaydaeB AMUJICIICUNA ¢ MHTEIUIEKTYalbHbIM

ne(ULIUTOM W/WIK pa3IndHbIMU ABUTATEIbHBIMU paccTpoiicTBami [8, 9, 10, 11].



1.4 Oco0eHHOCTH KOAUPOBAHHUSI 3200/ 1€ BAHUSA UJIH
COCTOSIHUA (IPYNIIBI 3200J1€BaHUI1 HIH COCTOSIHHIA) 110
MexayHapOAHOH CTATHCTHYECKON KJIaCCH(PUKAIMU
0oJ1e3Hed U NPo0JIeM, CBA3AHHBIX CO 310POBbEM

Cornmacio MKB-10, 3aboneBanune otHocuTcs K VI kimaccy — 0O0n€3HAM HEPBHOM CHCTEMBI,
AMHU30IUYECKUM U MapOKCHU3MAIbHBIM PacCTPOMCTBaM, IPYTHMM BHUIAM TeHEpaIHN30BAHHOMN SMUIETICUU

Y SNUJIenTrYecKux cuHapoMoB — (G40.4.

[Tapokcu3manbHas TUCKUHE3Us W SMWICTICUS, BbI3BaHHbIE (DU3UUYECKOW HArpy3KO#, paHee U3BECTHbIC
kak guctonuss 18 — DYTIS, wiu DYT-SLC2A1 [12], m mnmapoKCU3MabHBIA XOpPE0aTeTo3 Co
cnactuaHocThio — DYT9 [13], Teneps mpu3HaHBl 9acThIO (PEHOTHUIUYECKOTO CIIEKTpa CHHIpPOMA

nedumura Glutl.



1.5 Knaccudpukanust 3a001€BaHust MM COCTOSTHHSA
(rpynnsl 32001€eBAHAMA UJIA COCTOSTHU)

Bapuantel Tewenuss cunapoma gedunmra Glutl, pasnuuarommecs Bo3pacToM Ae0r0Ta U

HEBPOJIOTUYECKUMH TOSIBIICHUSIMU.
1. Kinaccnueckas ¢popma cunapoma gepuuura Glutl (90% ciayyaes)

Cynoporu BO3HUKAIOT B Bo3pacTe OT | mecsna mo 2 JeT, pexxe — crapmie 2 net. Jlannas ¢opma
XapaKkTepu3yeTcsl 3aJepKKOM TCUXOMOTOPHOTO DPAa3BUTHS, MAapOKCU3MAaJbHBIMU ABM)KEHUSIMU TJIa3
(cakkaMpYIOMMMH JIBM>KEHUSMH M OICOKJIOHYCOM TJIa3HBIX $I0JIOK), AU3apTpuel, (HopMHpoBaHUEM
MUKporieanui W JABUTATEIbHBIMM  HAPYIICHUSMHM, BKJIIOYas aTaKCHIO, aJbTEPHUPYIOIIYIO

TEeMUILJIETHI0, TUTIEPKUHE3BI IO TUIY TUCTOHUM U Xopeu [ 14, 15];
2. Hekiaccuueckas popma cunapoma aepuuura Glutl (10% cayuyaes)

[TaniueHTHI MMEIOT OoJiee MSTKWE MPOSBICHHUS, YeM TPHU KIACCHUECKOH (opme. DMHICNTUYECKHE
MPUCTYTBI BCTPEUAIOTCSL pexe, 00Jiee BhIpaKEHbI MapOKCU3MAJIbHBIC TUCKUHE3UHU: MepeMeKaromascs
aTakcHsl, XOpeoaTeTo3, AUCTOHMS M albTePHUPYIONIAs TeMUIUIeTUs. B HacTosiee BpeMs M3BECTHO
HECKOJIbKO 3a00JIeBaHuH, BbI3BaHHBIX Aedurutom Glutl [15, 16, 17]:

1. TTapokcu3ManbHBIA XOPE0ATETO3 C MU30IUYECKON aTaKCHEH M CIACTUYHOCTHIO (HACJIeICTBEHHAS
muctoHus 9 tuna — DYTY);

2. [TapokcusManbHasi TUCKUHE3Us, BbI3BaHHAS (PU3MYECKUMU YIPAKHEHUSIMH, C SMUICTIICHEN WM

0e3 Heé (HacneacrBeHHas auctoHus 18 tuna — DYT18; cunapom aedunura Glutl 2 tuna);
3. OEHOTHIT aTUTUIHON a0CAHCHOW SMUJICTICUH JIETCKOTO BO3pacTa;
4. DEeHOTHIT STTHIICTICN ¢ MUOKIIOHUKO-aTOHUYECKUMH TIPUCTYTIAMH.

HGKOTOpBIe KIIMHUYCCKHUC TTPOABJICHUA JaHHBIX 3a00JICBaHUI MOT'yT COBIIaaarhb € Ha6JIIOIIaCMBIMI/I Inpu

KiaccuaeckoM cuaapome aedumura Glutl [18].



1.6 Kianmanyeckas KApTHHA 3a§0J1eBaHnﬂ WA _
COCTOSTHUSA (IPyNnbI 3200/ 1€ BAHUM UJIM COCTOSIHUMN)

Jlns xnaccuueckoro BapuaHTa cuHapoma nedunurta Glutl xapaktepHa maHudecranus B TEpBbIe
MeCSIBbl  JKM3HU.  ONWICNTHYECKUE  TMPUCTYNBl  HOAUMOpP(HBIE:  TOHUKO-KIOHHUYECKHE,
MHUOKJIOHMYECKHUE, aTUITHYHbBIE a0CAHChI, aATOHMYECKUE U MUOKJIOHUKO-aTOHUYECKHUE, MOTYT BO3HUKAThH
C pa3IUYHOM YaCTOTOM — OT €KEMECSYHBIX J0 €KEIHEBHBIX, XapaKTEPHU3YIOTCS BBIPAKEHHOMN
PE3UCTEHTHOCTHIO K TE€panuy MPOTUBOAMIICITUYECKUMU TIpenapaTaMu. Bo3MOXKHBI SMHU30bI allHO?,
[[MaHO3a, TMAapOKCH3MaJbHBIC [BIDKEHHSA TIa3. B mocriemyromeM NPUCOESIUHSAIOTCS IBUTATEIbHBIC
HapymieHusi (aTakcusi, IUCTOHHS, HAPYIICHHS MBIIIEYHOTO TOHYca IO CHACTHUYECKOMY THILY),
dopmupyercs Mukpouedanus. Ha snexkrposnnedanorpamme (O31) HEpenko  BBISBISIOTCS
reHepaau30BaHHble WK (hOKaIbHBIE SMUIEeNTU(OPMHBIE W3MEHEHHS. BakHBIM NMAaTOrHOMOHUYHBIM
IpU3HAKOM 3200JI€BaHUS SBISETCS CHUKEHUE YaCTOTHI AMIICTITUYECKUX MPUCTYIIOB U U3MEHEHHUH MpH

23T nocine npuema v [19].

Onunencus npu cunapome nedumura Glutl gocturaer cBoero nuka B MepBbIE TObI JKU3HHU, 3aTEM T10
Mepe pocTa peOeHKa CyJOpOTHM CTAaHOBSTCS MEHEe YacThIMM WM JaKe HCYe3al0T y HEKOTOPBIX
MAlMEHTOB K MOAPOCTKOBOMY U B3pPOCIIOMY BO3pacTaM. XapaKTep MPUCTYIIOB CO BPEMEHEM MEHSETCS:
(doxanbHBIC MPUCTYTIBI YAl BCTPEUAIOTCS B MJIAJICHYECTBE, aTUIIMYHBIC a0CAHCHl 1 MUOKJIOHUYECKHE
NPUCTYIBI HAYMHAIOTCS CO BTOPOTO TOAa JKW3HHM, a TEHEpPaJIN30BaHHBIC TOHHMKO-KJIOHHYECKUE
OPUCTYIIBI OOBIYHO MOSBISAIOTCS Mocie 3-x jeT [2]. 3aaepkka pa3BUTHsI, aTakCusi U MUKpouedanus
BO3HUKAIOT B MJIAQJCHUYECTBE WJIM paHHEM JAeTcTBe. JIMCTOHUS — €IMHCTBEHHBIM CHUMIITOM, YacTOTa
KOTOPOT'O MOCTOSIHHO HApACTAET, MPOSIBIISISAICH B MO3HEM JIETCTBE WJIM MOAPOCTKOBOM Bo3pacte [14].
[Tapokcu3MasbHble HEBPOJOTUYECKUE SIBICHUS, KaK MPaBWJIO, HAYMHAIOTCS B PaHHEM JETCTBE, 110
Mepe B3pPOCJICHHS MAIlUEHTOB CTAHOBATCS JIEr4e U PeXke, a B HEKOTOPHIX CIydasiX OHU MOTYT COBCEM
ncuesnytp [20, 21, 12, 22, 23]. ¥V 18% mnamuentoB c¢ cuHapomoM nedurura Glutl ommcansl

00CeCCUBHO-KOMMYJILCUBHBIE pacCTporicTna [2].

[Ipy HedmWIENTUYECKOM TEYCHUU 3a00Je€BaHMS JOMUHUPYIOT JBUTATEIBHBIE PACCTPOMCTBA:
MapoOKCHU3MaIbHBIC JAUCKUHE3WH (XOpPE0aTeTO3/TUCTOHUS/TPEMOp), aTakChs, aJIbTePHUPYIOIINE
TeMHIUICTUU PA3IMYHON CTENEHU BBIPAXKEHHOCTH. B 3aBUCHMMOCTH OT CpOKOB MaHH(]eCTaIlluu 4acToTa

Pa3IUYHBIX CUMIITOMOB MOXET BapbUpoBaTh (npuioxenue I'1).

B nacrosmiee Bpems curapom aeduiura Glutl paccmarpuBaeTcsl Kak 3a00JeBaHUE ¢ KOHTHHYYMOM
KJIMHUYECKUX (PEHOTHUIIOB, Pa3JIMYAIOLIMXCS MO BO3pacTy MaHU(ecTaluH, TSKECTH KIMHUYECKUX
MPOSIBJIEHUN M CKOPOCTH MporpeccupoBanus [24, 25]. 'eHotun-¢peHoTUNNYECKas KOppesuus Mnpu

cunapome nedunura Glutl mpencrabiena B npriokeHuu 2.
Onunencus npu cunopome oeghuyuma Glutl

dapmakope3ucTeHTHas: popMa SMUIETICUU YaCTO SBIAETCS MEPBBIM CUMIITOMOM CHHApPOMa JAehUIInTa
Glutl [2, 26]. [Ipu sToM MOryT HaOIIOMATHCSA JIOOBIC THUIMBI AMIJICITUYECKUX MPHUCTYIOB [27].
HaunbGonee uvacto HaOmoaroOTCs TeHEpalM30BaHHBIC IMIJICNITUYECKUE MPUCTYIBI, pexe (OKaIbHbIE
[28, 29]. Pannsas manudecramnus aOCaHCHBIX TMPUCTYNOB (A0 4-X JIET) U SMUJIENICUS ¢ MUOKJIOHHUKO-

aTOHMYECKUMHU Tnpuctynamu (cuuapom Jlyse) Hepeako oOyciaoBIEHBI MATOT€HHBIMU MYyTAallUSIMHU T'eHA



SLC2A1. DnunentTudeckue MPUCTYIBI IPH Ki1accuueckoMm cunapome aeduiuta Glutl neGrotupyroT B
BO3pacTe OT OJHOIO JO MIECTH MECSLEB U YaCTO SBISAIOTCA IMEPBBIM KIMHUYECKUM CHMIITOMOM. Y
HEKOTOPBIX JETEH AMUJIEITUYECKUM MPUCTyNaM MPEALIECTBYIOT 3MU30bl alTHO? U MNapOKCU3MaJIbHbIE
JIBMKEHUS TIIa3HBIX SIOJIOK, Moxokue Ha omcokionyc [30]. B mmanenuectBe (pokanbHbIE MPUCTYTIBI
HPOSBIISIOTCS KaK MapOKCU3MaJIbHBIMU JIBMOKEHUSIMU TOJIOBBI U TNIa3HBIX s0JIOK, a TaKkKe MO THILY
CIIO)KHBIX AaTUMUYHBIX a0CAaHCOB M ATOHMYECKUX MPHUCTYNOB. ODI MokeT ObITh IpelcTaBlieHa

q)OKaJ'IBHBIMI/I, My.HBTI/I(l)OKaJ'IBHBIMI/I W ITCHCPAJIN30BAHHBIMHU paspsagaMu.

ITo mMepe pocra peGeHKa MOTYT OTMEYAThCS HECKOJBKO BHJIOB MPUCTYIIOB: T'€HEpPAIM30BaHHBIE U
¢dboKambHBIE TOHWYECKHE, KIOHUYECKHWE, TOHUKO-KJIOHUYECKHE, MHUOKIOHUYECKUE, aTUINYHBIC
aOCaHCBI, aTOHWYECKWe U HekimaccubumupoBanaeie [31]. B DOI MokeT perucTpupoBaThbCs
peruoHaibHas, MYJIbTUPETHOHAIbHAS, TEHEpAIU30BaHHAs AKTHUBHOCTH (B TOM 4YHCIE U
reHepain30BaHHasi PUTMUYHAS AKTUBHOCTh 4acToTOM 2—4 ['1, COOTBETCTBYIOIIAsl ATUIHYHBIM U

TUTTMYHBIM a0caHcaMm).

YacroTa mpHUCTYIIOB BapbUPYET CPENU MALMEHTOB: Y HEKOTOPBIX OHM HAOIIONAIOTCS €XKEIHEBHO, y
JIPYTUX OTMEYAIOTCS €IMHUYHBIC IPUCTYIIBI C MHTEPBAJIOM B JHH, HEJIEIH, MECSIbI UK Tobl. YacToTa
IIPUCTYNIOB HE KOPPENIUpPYET C TSHKECThI0 3aboseBaHus. [IpHcTynbl 4acTo cOYETaroTCs € 3aAEpPKKON

Pa3BUTHA NN aTaKCHUECH.

Knunnueckue ¢enorunsl cunapoma aedunmra Glutl gacto umeroT ¢(eHOTUNHMYECKOE CXOJCTBO C
KJIACCUYECKUMH CUHAPOMAMH UAMONATUYCCKON TeHEePAIM30BAHHON SIUJICTICUHU, TAKUMH KaK JIETCKas
abcaHcHas STIUJIETICHSI, IOHOIIECKast aOCaHCHAsH AMUJIETICHS, FOHOIIEeCKasi MUOKIOHUYECKAs SIUIICTICUs

U, PEXKeE, SIMUIIETICHUS C U30JIMPOBAHHBIMU CYIOPOXKHBIMU ITpucTynamu [32].

Tot ¢axt, uto myTtanuu B reHe SLC2A] dame BCTpedyaroTcs y OONBHBIX SMHIICTICHEN ¢ HavyajioM B
paHHEM JETCKOM BO3pacTe, BKJIOYAsl aOCAHCHYIO AMWJIETICHIO C PAaHHUM Je0I0TOM U MHUOKJIOHHUKO-
ATOHUYECKYIO SIHJICTICHIO, HABOAUT HA MBICIb O BO3MOKHBIX MEXaHHW3MaxX BO3PACTHOM 3aBUCHMOCTH
[2, 24, 32, 33, 34, 35]. D10 sABIEHHE MOXET OBITh OOBSCHEHO CO3PEBAHMEM TOJIOBHOTO MO3Ta W
TPaHCIIOPTa IIIOKO3bI, YTO JIOKa3aHO C MOMOINBIO MO3UTPOHHO-DMHCCUOHHON ToMorpaduu [36], u
BO3pacTHOU Hkcrpeccuet rena SLC2A41 [18]. Takum o0pa3omM, MOXXHO KOHCTaTMpPOBaTh, YTO
MOJIEKYJISIpHO-TeHeTHYeckuii ananu3 reHa SLC2A] ompaBmaH y Bcex JneTedl ¢ aOCaHCHBIMU
OPUCTYNIaMH, OCOOEHHO B CiIy4yae HMX Hauyajga 10 4-JeTHEero Bo3pacTa. OTO IMO3BOJMT Hayarb

3¢ (HEeKTUBHOE JIEUEHHE PAaHbLIE U MPOBECTU FEHETUUECKOE KOHCYJIbTUPOBAaHNE CEMbH [24].
Humennexmyanvrvle HapyuieHus

VY naunuentoB ¢ cu"apomoMm aedunmra Glutl HaOMIONAIOTCS KOTHUTUBHBIE HApYILIEHUS pa3IMYHOU
CTENEHU TSHKECTH, HauYMHasi OT TPYyAHOCTEH B OOy4YEHMH W 3aKaHUYUBAs TSDKEIBIM MHTEIIEKTYyalbHBIM
nepururom. dapmMakope3UCTeHTHas SIMWIeNTUYeckas sHuedasonaTius Opu CHHIpoMe Aeduiura
Glutl 00bIYHO MPUBOAUT K HAPYUIEHUSAM HUHTEJUIEKTA, U30JMPOBAHHBIN MHTEIUIEKTyaIbHBINA Ae(ULUT

HaOII0MaeTCs PEIKO.

PeueBbie U SI3BIKOBBIE HapyHmICHUS pa3BUTHUA paBHHqHOﬁ CTCIICHU BBIPAKCHHOCTU Ha6J'IIOI[aIOTCH Y BCCX

nanuMeHToB. PacmpocTpaneHa — au3apTpusi, CONMPOBOXKAAIOMIASICS  AUCQIIIOIHTOM  (YPE3MEpPHO



npepBaHHOM peubto). HapyiieHbl neplenTuBHbIE U SKCIPECCUBHBIE S3bIKOBBIE HABBIKU.

ConunanbHO-aJaNTUBHOE MOBEACHUE HE CTPAJACT, MAIMEHThl OOBIYHO YYBCTBYIOT ce0si KOM(POPTHO B
Tpynmne ¥ B YCIOBHUSX IIKOJBI U XOPOIIO OOIIAIOTCS C APYyrUMH. PaccTpoiicTBa ayTHCTUYECKOTO

CIICKTpa Ha6J'IIOI[aIOTCﬂ PEAaKo.
ﬂeueameﬂbnble HAPYUWEHUA

JIBurarenbHblE PacCTPOMCTBA XapaKTEPU3YIOTCS aTakCUEeH, TUCTOHUEH U Xopeeil, MOryT ObITh
MOCTOSHHBIMU WJIM Tapokcu3ManbHbiMu [16, 37, 38, 39]. BaxHbIM JUAarHOCTUYECKUM KPUTEPUEM
SBISICTCS WX TEHACHIUSA K YXYIOINICHHIO BO BpeMs Tol0Aa, (PU3MYECKUX HArpy30K WIH TIPH
BO3/ICHCTBUU JIPYTUX (DAKTOPOB OKpY’KaIOMIEH CpPEeIbl, TAKMX KaK WHTEPKYPPEHTHBIC 3a00JIeBaHUSA,
uH(peKnu, TUXopagka, OCCIIOKONCTBO W HapylleHHe AueThl. MHOrma NpoBOIUPYIONIUN TPUTTEP
HEBO3MOXKHO 00HapyxuTh [37, 38, 40, 41, 42, 43, 44].

BapuanTbl n1BUraTenbHbIX HapyILIeHHH npu cunapome nepunura Glutl:

o Atakcus

o Atakcus ¢ NMPAMUIAHBIMU CUMIITOMaMU

e Jlucronus

o Xopes

o Tpemop

e Muoknonyc

o Jlucnpakcus

e Tuxku

e Crepeorunuu

o [lapokcu3manbpHbIEC IBUTATENbHBIE PACCTPOUCTBA

o [lapokcusmanbHbl€ SIBIEHUS C BBIPAKEHHOM IBUraTeIbHON AUCHYHKIUEH
 [lapokcusmanbHble JUCKUHE3UH, BBI3BAHHBIC (PU3NYECKON HATPYy3KOU

o [lapokcu3manbHbIE IBUKEHUS 7143

o [lapokcu3manbHbIE SIBJEHUS CO CIOKHBIMU HEBPOJIOTUYECKUMHA CUMIITOMAMH
Jpyrue napoKCu3MaJIbHbIE SIBICHUS:

e Murpenn



e [luknuueckas pBora
e JlempuBanus cHa [45].
Hapywenus noxooxku

Y mammenToB ¢ cuHapoMom aedwummra Glutl, xak mpaBuIo, oTMeYaeTCs 3afepikKKa MOTOPHOTO
pa3Butusg. OHM HAUYMHAIOT IIO3KE XOIWUTh, a IMAUCHTHI C THKEIBIM BapHaHTOM 3a00JICBaHUS HE
CIOCOOHBI XONUTh camocTtosTenabHo [9, 20, 30, 40, 42, 44, 46, 47]. Tunu4yHbIM HApYLICHUEM IPHU
noxonke mpu cuHapome nedunura Glutl ssmsercs arakcus [2, 6, 23, 48, 49]. OgHOBpeMEHHO
HaONrOMaeTcsl CHAaCTUYHOCTh M, KaK CJCACTBHE, CITACTHUYCCKHU-aTaKCHMYECKas IIOXOAKa, KOTopas
XapaKTEePU3yEeTCs HEYCTOMYMBOCTHIO, CKOBAHHOCTHIO HOI, YKOPOYEHHOW [UIMHOM 1Iara u
YMEHBIIICHHBIM YJIAPOM TMSATKH, a TaKXe IOXOJKa Ha IIUPOKOM orope (B OTIMYHE OT IOXOJKH
CHOXHUIIBD» TIPU CHACTUYECKOW IUIUIETHH TIpu IiepeOpanbHOM mapanuue) [48, 50]. ¥V wgactm
MAIMEeHTOB HAOMIOMAeTCsl AMCTOHMYECKAs 1032 BEPXHUX KOHEYHOCTEW Mpu Xoanbe, y APYyrux —
xopeoareTo3 [48]. Jpyrue, MeHee pacnpocTpaHEHHBIC HApyIIEHUs TOXOAKH, HaOIromaeMble Mpu
TsOKENBIX (heHoTumnax cuuHapoma aedurmra Glutl, BKIOYAIOT CMACTUYECKYIO M, MPEUMYIIECTBEHHO,
JUCTOHUYECKYI0 MOXOAKy [6, 48, 51]. XapakTepHO SNHU30AMYECKOE HAPYIICHUE MOXOJAKH IpHU
dusznuecKoit Harpy3Ke Wid rojogaHuu. HekoTopeie aBTOPHI OMHUCHIBAIOT HECTTIOCOOHOCTH JIOJTO CTOSIThH
M3-3a aTaKCHH, KOTOpasi yMEHbIIAETCS MOoCIe npuema nuuy [24, 48]. DTo nepuoanvecKoe HapylIeHue
MTOXOJIKM HAIIOMUHAET JIPYrHue TeHETHYECKUEe HapYIICHUs, Takue Kak O0oje3Hb CeraBbl, 1 HAaBOAWT Ha
MBICTb O BO3MOXXKHOM OOIIEM MaTO(pU3UOJOTHUCCKOM MEXaHW3Me 3a00JIeBaHMS, HaIpPHUMED,
cuHantuaeckord mucynknuu. Cunapom nedurmura Glutl He cumTaercs HeHpoaereHEpPaTHBHBIM
3a00J1€BaHUEM, HO MOYKET HAaOIIOMAThCsI TPOTPECCUPOBAHNE CIACTUYHOCTHU U, PEXKE, aTAKCUU B TIEPUO]T

MTOJIOBOTO CO3PEBaHUS. DTO YXYAIICHUE MOXKET ObITh BpeMEHHBIM [2, 14, 22, 52].
J[ucmonus

JlucToHUST — BTOPOE 1O YAaCTOTE JBHUTATEIBLHOE pacCTporcTBO mpm cuHApoMe aedunmra Glutl.
CooOmaercs, 94To AUCTOHUS BeTpedarTcs y 20—-86% ManueHToB ¢ KIACCHYSCKUM (PEHOTHUIIOM H Y
13% manueHToB ¢ HeknaccudeckuM ¢genorunom [2, 6, 23, 33, 48, 53]. CreneHb TSHKECTH TUCTOHUU
npu cunapome aedurnura Glutl BappupyeT, U, B OCHOBHOM, MPEACTABIAECT COOON MOCTYypabHYIO
JTUCTOHUIO WJIM JUCTOHMIO JCHCTBHUS, 3aTParMBarONlyl0 JAUCTAJIbHbIE KOHEYHOCTH, Yallle BEepXHUE. Y
HEKOTOPBIX MAIMEHTOB COOOIIAIOCh O CHEIU(DUUECKON NTUCTOHUM U TUCTOHUYECKOM Tpemope [2, 12,
17,25,51, 52, 54, 55].

Tpemop

Tpemop BcTpeuaetcs Oonee, uem y 70% mamueHToB ¢ cuHapoMoM aeduiura Glutl ¢ kmaccuyeckum
¢enorunom [48]. OH xapakTepusyeTcss Kak TPEeMOp TEPMHUHAJIBHOTO AEMCTBUS U COYETAeTCS C
aTakcuel, Au3apTpuel, TUCCUHEPIUel, HapyIIeHUEeM KOOPAWHALWU JIBM>KEHUW TYJIOBUIIA U IIA3HOU
JTUCIPAKCUEH, YTO OTpa)XKaeT BBIPAXKEHHOCTh JUC(HYHKIMN MOPKEUKa IpU 3TOM 3aboneBanuu [48, 56,
57]. Y uactu manuMeHTOB HAOMIONATUCh TOCTYpalbHBIA W JUCTOHWMYECKUU Tpemop. IlpusHaku
HNapKUHCOHU3MA SIBISIIOTCSl PEAKUM CHUMIOTOMOM mpu cuniapome nedunura Glutl, o cimyuasx c

TPEMOPOM B COCTOSIHMM MOKOs1 He coobmmanocsk [20, 35, 51, 55].



Xopenyeckue THIEepKUHe3bl onucanbl y 3—75% nanueHToB MO JaHHBIM pPa3HbIX MyOIHMKalMid, 4To,
BEPOSITHO, OTPAXKAET MPEB3ATOCTh YCTAHOBJICHUS JAHHOTO cuMmnToma [2, 6, 48]. Xopest yacTo ObIBaeT

JIETKOM, 3aTPAruBaeT TOJIBKO JIULO U JUCTAIBHBIE OTAEIIBI BEPXHUX KOHEYHOCTEH.
Muoxnonyc

Muoxknonyc mipu cunapome aedpunura Glutl oObIUHO WMEET AMUICNTHUYECKOE MPOUCXOKICHUE.
OnHako HEINMUICNTHYCCKUH MHUOKJIOHYC, BKJIIOUAs WCIYT, JBMKEHHE M TOCTYpaJbHBIA MHUOKIOHYC,

Takke ObLIT 3apErUCTPUPOBAH Y OTACNIbHBIX MalMeHTOB [32, 48, 49].
J[ucnpakcus

VY manuenTtoB ¢ cu"apomom aedunuta Glutl gacto HabmomaeTCss AUCTIPAKCHs, XapaKTepU3yIOIIasics
TPYAHOCTSIMUA JIBUTATEILHOTO IUIAHUPOBAHMS TIPU BBITIOJIHCHUW KOHKPETHBIX IBWKEHWM. [nazHas u
opanbHO-OyKKajgbHasi AWCHpakcus onucana y 20% manueHToB ¢ KiaccuueckuM ¢denotunoM [48],
XapaKTepU3yeTCsl HapyIICHHEM KOOPJIWHAIIMU TJa3 M PyK, JAC30praHU3alMed MEITKOW MOTOPUKH U
HEYKIIFOKECTBIO [2, 25].

Cmepeomunuu u muxKu

CrepeoTuruu U TUKUA ObUIA OMHUCAHbl Y HEKOTOPBIX MalMeHTOB ¢ cuHapoMoM Aedunurta Glutl [48], Ho
HE SBJSIOTCS CIENM(PUISCKUMU CUMIITOMAaMH 3a00JI€BaHUs, YUUTHIBAs BHICOKYIO PACIIPOCTPaHEHHOCTh

ATUX JOOPOKAUYECTBEHHBIX JIBUTATEIHHBIX HAPYIICHUH B OOIICH MOMYISIUH.
llapoxcusmanvHovle 08ueamenbHvle paccmpolcmad

[Tapokcu3ManbHble HEIMUIENTHUYECKUE MNEPEMEKAIOMIMECS HEBPOJIOTUYECKHE CHUMIITOMBI, 4acTO C
BBIPAKEHHBIMU MOTOPHBIMU MPOSIBJICHUSIMH, OMKUCAHBI Y MAMEHTOB ¢ cuHapoMoM nedunmura Glutl c
pasHbIMU (peHoTuraMu. YacToTa MapOKCHU3MAIBHBIX HEAMWICNTUYECKUX MPHUCTYIOB COCTaBIsAET OT
30% no 59% cmuyuaeB [6, 23, 49]. HecmoTps Ha TO, YTO TakHe MNAapOKCU3MaJIbHbIE COCTOSHUS
BO3HUKAIOT y MAI[MEHTOB C Pa3HbIMU (DEHOTUIIAMU, IPUHATO CYUTATh, YTO OHU 0OJIE€e XapaKTEepPHBI AJIs

Mmarkux ¢popm cuaapoma aedurura Glutl [17, 21].

HenocratouHoe mMOCTyIUIeHHE SHEPTUH, MPHUBOASIIEE, BEPOATHO, K CHHANTHYECKOW AMCQYHKIIUH,
ABIIACTCS MPEANOIaraéMbIM MEXaHHU3MOM, JIEKAIIMM B OCHOBE MapOKCHU3MAJIbHBIX IMPUCTYIOB MpPU
cunapome nedunmra Glutl. B cBs3u ¢ ueM npoBorupyroime GakTopsl BKIIOUYAIOT B ce0s COCTOSHUS,
TpeOyrolue MOBBIIIEHHBIX SHEPro3arpar, Takhue Kak COCTOsIHHUE Mocie MpoOyKIASHUS WU TIepe]] e0ii,
rojJioflaHke, TOBBIIICHHAs (U3MYECKass AaKTUBHOCTh. J[pyruMu 4acTbiIMH MPOBOLUPYIOLIUMU
dakTopamMu SBISIOTCA AMOLMOHAIBHBIA CTpecC, JHMXOpaJKa, yCTalIOCTb WJIM HECOOII0NeHne
KeToreHHOU nueThl. Coo0IIanoch Takke O JEMPUBAIMU CHA, M3MEHEHUSAX TeMIepaTypsl U (pakTopax,
CBA3aHHBIX C MNpUEMOM JieKapcTB (Hampumep, peHodapOutana™**, kimonazemama**, TeodusiuHa).
WNuoraa tpurrepsl He BoIABIAIOTCA. Hanbonee yacTbiMu cMsTyaomuMu (akTopamu SBIISIOTCS MPUEM

MUY, TTOTpeOIeHNe YITIEBOIOB U OTABIX [2, 6, 12, 17, 21, 23, 32, 48, 49, 51].

Kinunueckue nposiBieHus: apoKCU3MaIbHBIX IPUCTYIIOB, CBA3aHHBIX C CUHApOMOM neduimra Glutl,

OYeHb pa3HooOpa3Hbl. OpHAKO y KaXKIOro TMalMeHTa OHHM, KaK TMPaBWIO, CTEPECOTHITHBHI.



Hozonornueckn oHr HE UMEIOT SMIJICTITUYECKON MPUPObl. HekoTophie manueHThl MOTYT UCTIBITHIBATh
BBIPAKEHHYIO TUC(OPUI0 U 3MOLUMOHAIBbHYIO JJAOUIBHOCTH BO BpeMs IPUCTYIOB, B TO BpeMsl Kak
JPYTHe WCIBITHIBAIOT 3aMEIIATEIbCTBO UM COHJIMBOCTH. DMU30/bI MOTYT MPEICTaBIsATh COOOM THIT
(GoKaTbHOTO TIPUCTyNa, KOTOPBIH HE OOHapyxuBaeTcs ¢ momompbio D3I, HO (akTopsl,
OMPOBEPralIlie 3Ty TEOPHUI0, BKIIOYAIOT COXPAHHOE CO3HAHME, OTCYTCTBUE JPYIMX TUIHMYHBIX
KJIIMHUYECKHX MPOSIBJIECHUN IPUCTYIIOB U HOPMaJIbHYI0 UKTajdbHY0 D01 [48]. Takke MOryT BO3ZHHKATh
HEMOTOPHBIC TMAPOKCH3MaJbHBIC SBICHUSA, TaKHE€ KaK MUIPEHb, OMU30/bl TOBEACHUYECKUX U
SMOIMOHAJIBHBIX PACCTPOUCTB, HUKINYECKUE PBOTHI WJIM AMU30/bl BHE3AITHO HACTYIAIOMIETO CHA [2,
22,23, 25, 48, 49].

3HI/130I[BI MOTYT HAUMHATHCA IMOCTCIICHHO WM MOJIHUCHOCHO. HpH MNOCTCIICHHOM IIPOTrpECCUPOBAHNHA
OIU304bI TPOABJIAIOTCA 3aMCTHBIM YXYAIICHUCM HMCXOJHOI'O HCBPOJIOTMYCCKOT'O CTAaTycCa. B OeJaoM,
MMalnUuCHTBI C KIACCUYCCKHUM TCUCHHCM 3a00JICBaHUS UMEIOT TCHACHIIMIO K PA3BUTHUIO HECCKOJILKO TUIIOB
MMapoOKCU3MAJIbHBIX IIPUCTYIIOB, TOIJd KaK ITAaOWMCHTBI € HCKIACCHYCCKUM TCUYCHHUCM CKJIOHHBI
IMPpOABJIATL OAWH-ABA THUIIA HPUCTYIIOB. HpO)IOJ'DKI/ITeJH)HOCTB SIIN30J0B KOJICOJIETCS OT HECKOJIBKUX
MHUHYT OO0 YaCOB, a4 HMHOIIa H ,Z[Heﬁ, IMpHUICM CO6BITI/I5I, BO3HHUKAIOIMMUC MOJIHUCHOCHO, KOPOYC IIO

MPOJIOJDKUTENIBHOCTH. YacToTa BaphbUpPyeT OT €KETHEBHOTO JI0 €KEHEIEIbHOTO, €XKEMECSIYHOTO WIIN
pa3 B HECKOJIBKO MecsteB [2, 17, 20, 21, 23, 25, 48, 49, 51, 52, 58].

[Ipu xmaccuueckoM (eHoTune MmapoKCUu3MaabHbIE JBUTATENIbHBIE PACCTPOICTBA, KaK MPaBUIIO,
Pa3BHUBAIOTCA TO3KE B JIETCTBE WJM B MOJPOCTKOBOM BO3pacTe, KOTAa AMUICHTUYECKUE MPHUCTYIIbI
CTAHOBSATCS MEHEE BBIpaXKCHHBIMHU WU Hcue3aroT. [Ipu Hekmaccnuecknx (peHOTHITaxX 3MU30161 0OBIYHO
HAUMHAIOTCSI B PaHHEM WJIM IMO3]IHEM JIETCKOM Bo3pacTe. B 1ieioM y TanuMeHToB HaOIomaeTcs
MOCTENEHHOE YIYYIIIEHUE 10 MEPE B3POCJIEHHUS, @ B HEKOTOPBIX CIy4YasiX SIBIICHUSI MOTYT IMOJTHOCTBIO
rcye3arh, HE3aBUCUMO OT TOTO, MPUCPKUBACTCS JIM MAIlUEHT KeTOreHHOoU nuetsl [2, 12, 14, 17, 20—
23,25, 51, 55].

llapoxkcusmanvHole A671eHUs C CePbEZHOU 08ULAMENLHOL OUCPYHKYUET

B a1y rpynmny mapokcu3ManbHBIX COCTOSIHHM BXOIST MEPUOJUYECKHE SMU30/bI CIa00CTH, aTaKCHH U
HEKMHE3UTeHHBIX JAuCKuHe3uil. llepuonnueckue 53mu301bl CIIa0OCTH, MNPOSBISIOUIUMECS B BUJEC
mapamnapesa, TeTpamapesa, TeMuIape3a WiId MoOHoIapes3a, Habmomatorces y 29-50% mnanueHToB ¢
cuaapomoM nedurmra Glutl [2, 49, 59]. Taxxe MOXeT BOSHUKHYThH BHE3aMHBINA OOIINI Mapaind Tena,

UMUTHPYIOLINN Ieproandeckuil napanud [17, 18, 23, 48].

[Tatoduznonorus, nexaiias B OCHOBE MPEXOAANINX HEBPOJOTHYECKUX CHUMITOMOB, HE OMpE/eicHA.
[Ipu HelipoBH3yanM3alMKi PETUCTPUPYIOT MPU3HAKU OYAroBOM TUMONEpQy3un roJoBHOro Mosra [59].
boun npeniokeHsl JBa ME€XaHW3Ma 3TOTO SIBJICHUS: THIIOMETa00U3M, CBSI3aHHBIN C HEIOCTATOYHBIM
MOCTYIJICHHEM TJIOKO3bl B IIEHTPAJbHYI0 HEPBHYIO CHUCTEMY, AUCHYHKIUS LepeOpaTbHbIX
KPOBEHOCHBIX COCYAOB M IPEIPacHOIOXKEHHOCTh K MpexoisumeMy crasmy cocynoB. Ilocnennee
NOATBEPXKIAaeTCd M3BECTHBIM OOmiaMeM mnepeHocuukoB Glutl B mepeOpaidbHBIX 3HIOTENHATBHBIX
KJIETKAaX, HapylleHHeM I1epeOpaibHOr0 aHrMOreHe3a U Pe3yJbTUPYIOIIUM  YMEHbIICHUEM

MHKPOCOCY/IOB I'OJIOBHOI'O MO3Ta Ha MBIIIMHOW MOJIENIH € TrarjioHen0cTarouHoCThio SLCIA2 [37].



NHoraa kapTuHa SMU30/10B TEMUIIJIETHH U COMYTCTBYIONINE KIMHUYECKHE MPOSBICHUS Y MAIUEHTOB C
cunapomoM Jedunmra Glutl MOryT UMUTHPOBATh CUHAPOM AJIBTEPHUPYIOUIEH T€MUILIETMH B JJETCKOM
Bo3pacre [2, 60, 61]. OnHako, B OTJIMYKE OT KJIACCHYECKOW aJbTEPHUPYIOLIECH TEMUIUIETMU B JETCTBE,
BO3paCT MPOSABICHUS ATUIMHMYHBIX MPUCTYIOB, CBA3aHHBIX ¢ cuHApomoM naeduimrta Glutl, obbraHO
cTapuie, BO BpeMsi NPUCTYNIOB HE HAOIIONAETCS BBIPAXKEHHOM BEreTaTUBHOW Wi OyabOapHOi
TUC(HYHKIMU, a 3MH30[bl YAaCTO BO3HHUKAIOT H3-3a TOJIOJAHUSA WM (U3MUECKUX YIPaKHEHUH H
CMSTYAIOTCSl TOCTE MpUeMa MHIIK, OCOOCHHO Ooraroil ymieBogamMu. DNMH30[bI MapOKCHU3MATbHOU
HEKMHE3UTCHHOW MUCKUHE3uu npu cuHapome nedunurta Glutl mposBasiorcs nubo xopeeit, aud0
JUCTOHUEH, YacTO 3aTparuBarolIell KOHEYHOCTH, a WMHOIZNA U aKCHAJIbHYIO WM Opo(dalnualibHYIO
Myckynatypy [22, 23, 25, 48, 49]. Takxke MOryT BO3HUKATh MPHUCTYIbl MAPOKCU3MAIbHON aTaKCHUU,

KOTOPBIE B HEKOTOPBIX CIy4YasiX MOTYT HAalIOMUHATh 3MU30AMYECKYI0 atakcuto [6, 20, 32, 36, 62].
llapokcuzmanvhble OUCKUHE3UU, 8bI36AHHblE (HUUUECKOU HACPY3KOLL

JIucKkuHEe3usl 1 SIUJICTICHUS, BBI3BAHHBIE MAapPOKCU3MATbHOW (PU3NYECKON HArpy3KOM, paHee M3BECTHAs
kak auctonus 18 — DYTI18 [20, 21, 48, 49], u napokcu3mMaabHbI XOpPE0aTeT03 CO CIACTUYHOCTHIO,
paHee M3BECTHBIM Kak nuctoHus 9 [12], B Hacrosiee BpeMs MPU3HAHBI YaCThbiO (PEHOTUIIUYECKOTO

criektpa cuaapoma aehumura Glutl.

[TapokcusmanbHasi JUCKUHE3WsS M AIWIENCHs, BbI3BaHHbIE (DU3MYECKON HArpy3KOM, KIMHUYECKU
OTJIIMYAIOTCS OT Kjaccuueckoro cuuapoma neduimra Glutl Tem, 4to y OONBIIMHCTBA MOPAKEHHBIX
JIMI] HOPMAJIbHOE MEXIPUCTYITHOE HEBPOJIOTHUECKOE COCTOSHUE M HOPMaJIbHAsI OKPY>KHOCTB TOJIOBHI,
a IMCKHUHE3Msl, BbI3BaHHAs (hM3MUYECKOM HArpy3KOH, pa3BUBAeTCs y HUX B Oosee mo3aHeM Bo3pacte [20,
21, 48, 49]. KoHueHTpauu roko3bl B cHuHHOMO3roBoi xkuakoctu (CMIK), kak mpasuiio, Beiie (41—

52 Mr/mm), ueM Tpu KitaccuaeckoM cuaapome aedumura Glutl [12].

OnucaHbl J1IBE€ CEMbH C NAapOKCU3MaJbHBIM XOPEOATETO30M CO CHACTUYHOCTHIO, KOTOPBIE HMEIHU
MapOKCU3MaIbHYIO, IJIABHBIM 00Pa30M, BbI3BaHHYIO (DU3MUECKOW HArpy3KOM, JUCKUHE3UIO B BO3pacTe
oT ogHOTO ToAa 70 15 et [22], 00yCIOBICHHYIO T€TEPO3UTOTHEIMHU IMATOTCHHBIMU BapUAaHTaMHU B TCHE
SLC241 — p.Arg212Cys u p.Argl26Cys. Tpurrepamu JIUCKUHE3UU SIBISUIUCH JUIUTEIIbHbBIC
¢usznueckue Harpys3Kd, 4yBCTBO TPEBOTM M SMOIMOHANIBbHBIA cTpecc. C BO3pacToM TUCKUHE3UU
BO3HMKAIM pexe uiu npekpamanuck. Cpean CONMyTCTBYIOIIMX CHUMOTOMOB — OTMEYAJHCh
IPOTPECCUPYIONINIA CIaCTUYECKHU Napamnapes, JErkas arakcus, KOTHUTUBHbBIE HapyIICHUs JIETKOU U

CpCI[HCfI CTCIICHU TSKCCTHU U STTHUIICTITUYCCKUC ITPHUCTYIIBI.

B nureparype ommcansl U apyrue npuctynooOpasubie sBieHus [21, 23, 37, 47]. Ognako HesCHO,
IPECTABIISIOT JIU 3TU COOBITHUS MIJIENTHUECKIE WU HedNWIenTuYeckue siBjaenus. HeBposioruueckue
MPU3HAKH, KOTOpbIE OOBIYHO BAPBUPYIOT MU MOTYT 3aBUCETh OT TaKUX (PAKTOpPOB, Kak rojo0f WU

YCTaJIOCTh, BKIIFOYAOT CIEAYIOIIUE:
e CIIyTAaHHOCTbH CO3HAHU;
e BSJIOCTD;

e COHJIMBOCTBD;



e TICPUOAMYECKHUE TOJIOBHBIE 00N, MUTPEHH,
e HaApYIICHUS CHA;

e OJHOCTOPOHHMH Iapes;

e TOTAJIBHBIN NAPAINY TETA;

e IIEPEMEKAOIIASCS aTAKCHS;

e XoOpes;

e JIUCTOHUS JICUCTBHUS KOHCUHOCTEH;

e MO3XEUKOBBIM aKIIMOHHBIA TPEMOD;

e IIHCYHUHU CIIa3M;

e JUCTOHUYECKHUI TpeMOp (OMUCHIBAETCS KaK €IMHCTBEHHBIN MPU3HAK y MaTepu U Jouepu) [63];
e TTAPKUHCOHU3M,;

e MHOKJIOHYC;

e JIUCIIPAKCHS;

e HEKUHE3UI'CHHbIEC TUCKUHE3UU.
llapokcuzmanvrvle 08udicenus 2na3nslx 010K

VY nanuenTtoB ¢ cunapomom aeduiura Glutl oTmevaroTcst mapokcu3MaibHble aHOMAJIbHbBIE JIBUKCHUS
rasHeIx 670K [25, 30, 31, 51, 80]. AHomanuu IBYKCHUS TVIa3 SBISIIOTCS TIEPBBIM HEBPOJIOTHYECKIM
npuzHakoM y 38% mnamuentoB [32]. Ha ocHoBe perpocnektuBHoro anainuza 101 namuenrta c
TCeHETHUYECKHU MOATBEPKIAEHHBIM cHHIpoMOoM fedunmra Glutl u BuIeOaHATM30M ATIU30/10B JABUKCHHSI

I71a3 OIKUCAHBI XapaKTEPUCTUKU NAPOKCU3MAIIBHBIX aHOMAJIbHBIX JIBM)KEHUH a3 B MitajieHuectse [30].

JIBi>keHusi 11a3 ObICTpble, pa3HOHANpPABICHHbIE U YacTO COMPOBOXKIAIOTCS IABM)KEHUSMHU TOJIOBBHI B
OJTHOM HarpaBi€HUH. [[BU)KEHUs Bcerna 4YeTKO pa3fesieHbl BO BPEMEHM HHTEpBajaMy, OOBIYHO B
nuanaszone ot 200 1o 800 Mc, 4YTO COOTBETCTBYET CPEAHEN YACTOTE JABUKEHUS IJla3 — MPUMEPHO 2 B
CEeKyHIly. DTH OCOOEHHOCTHM HambOoJee COOTBETCTBYIOT CAaKKaJMUYECKHUM CJABHIaM B3IJISJI-TOJIOBA,
KOTOpBbIE  XapaKTEepU3YIOTCS  HaJMYMEeM  MEXKCAKKAIMUYEeCKHMX  HHTEPBaJiOB,  COBMEIIEHHBIM
HaIlpaBJICHUEM JBU)KEHUS I7la3a U TOJIOBbI U HEOOA3aTeNbHBIM MPUCYTCTBUEM KOMIIOHEHTA TOJIOBHI.
[Tapoxcu3manbHbIe CaKKaIbl B3MISI/IA I11a3-TOJIOBA MOTYT OBITh CIIEIIM(PUIECKUM MPU3HAKOM CHHIPOMA

nedunurta Glutl B mmaneHuyecTse.

JIBmxeHue mia3HbIX 050K npu cuuapome Aedunura Glutl O6b110 onucano kKak oncokiaonyc. OaHako B
OTIMYME OT HAOIIOMAEMBIX aBTOPAMH JBWIKEHUU IJa3, OTICOKJIOHYC HE MMEET MHTepBaja (PUKCcaluu

MCXKAY  ABMKCHMSIMU M HC CBA3aH C  ABUKCHHUCM  TOJIOBBI B OJHOM  HAIIpaBJICHHHU.



[TaTouznonornueckuii MexaHu3M, JEKAIMA B OCHOBE MAPOKCU3MAIBHBIX CaKKaJ IMPU CHUHAPOME
nepuuura Glutl, HemsBecteH. CmelleHrne B3MIAJAa OOBIYHO CIYXKUT ISl TOTO, YTOOBI TOJBECTU
MHTEPECYIOMHNN 00bEeKT, 0OHAPYKEHHBIN B MepuepruuecKkoM IoJie 3peHus, K poea, rue ero MoxHO
pasmsiieTh Oonee moapoOHO. B 3penmoli HEpBHOW CHCTEME YHpPaBJICHHE B3IVISIOM BKIIOYACT Kak
AKTUBHbBIE CUTHAJIbI, YIIPABIISIIOIINE [NIa3aMH, TAK U AKTUBHBIE CUTHAJIbL, TOJABJISIOLINE ABUKECHUS 1J1a3
U, ClIe0BaTeNIbHO, criocoOcTByomme gukcanuu [34]. Caur B3mIsiaa 4acTO BKIIFOYAET KaK CaKKaJbl
r71a3, TaKk U JBWKEHUS TooBbl. CUTHAMBI JUIsl IBHKEHUN TOJIOBBI U I71a3 OepyT HAYalo B PETUKYISPHOU
dbopMaluy mapameIMaHHOTO MOCTa (/711 TOPU3OHTAIBHBIX JBIKCHUN I71a3) U B Me3dHIIehaTndeCcKon
peTuKyIsipHOM (popManuu (il BEpTUKAIbHBIX NBWXeHUM 171a3) [35]. HelipoHHas ceTb ympaBieHUs
B3IVISIZIOM BKJIFOUAET BEPXHUM XOJIMUK YETBEPOXOIMHUS, JOOHYIO OO U 33 JHIOI0 TEMEHHYIO Kopy [16,
18, 36, 37]. JlopcanbHoE siApO 11IBa MOAABISECT T€HEPATOPhI CaKKaJ CTBOJA MO3ra, PETUKYJISIpHAs 4acTh
4yepHOU cyOCcTaHIIMM TOAABIISIET BEPXHUIN Oyropok, a HEMPOHBI B JJOOHOH J10J1€ OMPEENsSIOT OObEKTHI B

1I0JIE 3pEHUS, KOTOPBIE ABJISIIOTCS HEMOAXOMSIIMMU LEeasaMHU 1S cakkan [38, 39, 48].

BrllieynoMsiHyThie  3MU30[bI  XapaKTEPU3YIOTCS SIBHBIMM HEMPOU3BOJIBHBIMU  MOBTOPSIOILIMMUCS
cakkagaMu B3rIsia. CHUMITOMBI MOYTH BCEI/la MPOSBIISIIOTCS B TEUEHUE MEPBBIX 6 MECAIECB >KU3HU,
KOTJIa 3pUTEIIbHAsI CHCTeMa OBICTPO CO3PEBAET M Pa3BUBAETCS CITIOCOOHOCTH MOAABIATH pe(IeKCUBHBIE
CaKKajJpl Ha 3puTeiabHble CTUMYNBI [49]. [I0CKONBKY HEMPOHBI JOPCAIBHOTO IIBA M YacCTH YEPHOMN
CyOCTaHIIMU TPOBOJAT MMITYJICHI C BBICOKOM CKOPOCTHIO, 3a WCKJIIOYCHHEM JABWKCHHM TJIas3,
BO3MOHO, YTO MX aKTUBHOCTH BbI3BaHa neduiurom Glutl, yTto nemaer BO3MOKHBIM BOSHUKHOBEHHE
HECOOTBETCTBYIOIIUX cakkaja. HexBaTka »Hepruu — OIMH W3 MEXAaHU3MOB, KOTOPBIM, Kak
MIPENTNONAraeTcs, JISKUT B OCHOBE IPYTHMX MapOKCU3MANbHBIX COOBITUN TIPH CHHIpOME AcUIINTa
Glutl [14]. B coOTBETCTBUM C 3TOW THIIOTE30M, SMHM30IUYCCKHC JIBYXKCHHUS IV1a3 OBLIM BBI3BAHBI
YCTaJOCThI0, BO30YXKJICHHEM WM TOJOJAaHWEM W Yy HEKOTOPBhIX NaIllMeHTOB HucYe3an Ha (¢GoHE
keroreHHou (K]I).

BeposiTHOCTB TOTO, 4TO 3TH 3MU30/bI MPEACTABISIIOT cO00M THN (POKANBHOIO MPUNAAKA, KOTOPBIM He
oOHapy»XuBaeTcsd C TMOMOIIbI0 HakoKHOW D3I, He MoXeT OBITh MOJHOCTHIO MCKJIIOYEHA, HO
MasioBeposiTHa. OTCYTCTBUE APYTUX TUIMUYHBIX KIMHUYECKHUX MPOSBICHUN MPUCTYIOB U HOpMaJlbHas
uKkTanbHass DD MO3BONSIOT MPEANOI0KHUTh, YTO 3THU SIBJICHUS HEdNMUJIENTHYECKHE. Y OONBIINHCTBA
MAlMEeHTOB Oblja COMMYTCTBYIOUIAs SMWJIETICHs, KOTOpas MpOSBIAJIACH B TOM € BO3pacTe, YTO U
AMU30/bI BIKEHUS TNa3HBIX 00K y 10 manuentoB. Y 6 MayeHTOB MEPBBIA MPUCTYM MPOU30IIET

TOJIBKO 4€PE3 7-21 MECHI ITOCJIC Ha4YaJ1a 31ITM3040B IBHKXCHU IJ1a3.

Onu30/bpl IBIKEHHUS TINIA3HBIX $I0JIOK BO3HUKIM B Bo3pacte 10 6 mecdaueB y 83% wuccriegyeMbix
nanuenToB. Cpeau § MalMeHToOB, Y KOTOPHIX OBUIO M3BECTHO TEUEHHUE SIMHU307I0B, YACTOTA SIU3070B
CHHU3MJIACh K TO3IHEMY MIIaJICHUECTBY U HCYe3ja y BCEX, KpOMEe OAHOro, K 8 romaM. Takum oOpasom,
3TH SMU30/bl MPEACTABIAIOT COOOM 3aBHUCSAIIEE OT BO3pacTa MpOsBICHUE 3a00JeBaHUs, KOTOPOE,

BEPOSATHO, CBA3AHO C ONPEACICHHON CTaINeN pa3BUTHs MO3Ta.

Kpatkue napokcusmaibHble SMNA30bl ABUKEHHUH 171a3 U TOJIOBBIL, UIsl KOTOPBIX MbI IPEJIaraéM TEPMHUH
abeppaHTHBIC CaKKaJbl B3IVISAA, SBISIOTCA XapaKTepHOM W paHHEH OCOOCHHOCTBIO CHHJIIpPOMaA
nepunura Glutl B muagenyectse. HecrmocoOHOCTh yIOBIETBOPUTH MOTPEOHOCTH B DPHEPTUH SBIISCTCS

BCPOATHBIM HaTO(bI/ISI/IOJIOFI/ILICCKI/IM MCXaHHU3MOM. HOCKOJ'IBKy paHHAA JUATrHOCTHUKA YyIydliacT



JOJITOCPOYHBIA TMPOTHO3 TAaIlMeHTOB ¢ cuHApoMoM neduimra Glutl XKU3HEHHO Ba)XHO, YTOOBI

HEBPOJIOTY PACcO3HABAIM 3TU AMU30/1bl KaK paHHUM AMArHOCTUYECKUI KpuTepuil 3a0oneBanus [65].

1.7 InddepeHuuanbHbIi JUATHO3

Huddepennmanpapiii quaraos cuaapoma aedunura Glutl BkimtogaeT B ceds Caeayonme COCTOSHUS:

e JPYruc npuIrHbI CHUXKCHHA KOHOCHTPAIUU I'TTFOKO3bI B CM}K, BKJIrO4asa COCTOsSAHHS, BBI3bIBAIOIIIHC

XPOHUYECKYIO WM TPAH3UTOPHYIO TUIIOTIMKEMHUIO (HApUMep, CEMEHHBIN TUTIEPUHCYIIMHU3M);

e BCE COCTOSIHHS C CyJOpOTaMH HOBOPOXKJIEHHBIX M MPUOOPETEHHOW MHKpoliedaneii; B 4aCTHOCTH,
panaue Gopmel cuHapoma PerTa, cuHapomM AHrenbMaHa U WH(GaHTHIBHBIE (GOPMBI HEHPOHAIBHOTO
[IEPOUTHOTO JTUITO(PYCIIMHO3A;

e CHHJIPOM OIICOKJIOHYC-MUOKIIOHYC [38, 57];
e HEYTOYHEHHBIC SMUIEITHYCCKUE HIE(DATOTATUH C 3aIepKKaMU Pa3BUTHUS,
e CEMEHHBIC SMUIIETICUU C ayTOCOMHO-JTOMUHAHTHBIM TUIIOM HACJIE0BAHUS,

e DMU30/bl  TMAPOKCH3MAIBHOM  HEBpPOJOTMYECKOM  AUCYHKIMHU,  pearupymoomed  wiu
MpeloTBpallaeMOil PUEMOM YTJIEBOAOB, OCOOCHHO NpPH MPOSIBICHUSIX B BHUJAE YEPEIyIOLIErocs

reMunapesa, arakCu, KOTHUTUBHOU JUC(HYHKIIUU WU CY0POT;

e JIpyruc paCCTPOﬁCTBa I[BI/I}KCHI/II;'I, BKJIIO4adaA JUCTOHUIO.



2. Jlmarnocruka 3a00J1eBaHUsI UJIM COCTOSTHUS
(rpynnsl 320071€eBAHAMA UJIH COCTOSTHUI) MeAUIIMHCKHE
MOKA3aHUS U MPOTUBONMOKA3AHUSA K IPUMEHEHUIO
METOA0B JMATHOCTHUKM

Huacnoz  cunopom  Oepuyuma  Glutl ycmanasnuseaemcsi HA  OCHOBAHUU — COBOKYNHOCHU
AHAMHECTMUYEeCKUX OAHHbIX, KIUHUYECKUX OAHHbIX, pe3YIbmamos J1a00PAmopHuIX UCCIe)08aAHUl

(buoxuMu4ecKux u MOoneKyIApPHO-eeHeMU4eCcKUx).

Obpawaem @HuMaHue, YmMo, CO2NIACHO MPedOBAHUAM K pa3pabomKe KIUHUYECKUX DeKOMeHOayul, K
KaxcoomMy me3ucy-pekoMeHOayuu HeooXo0uUMo yKa3vleams CULY PeKOMEeHOAyUll U 00Ka3amenbHyo 6asy
8 COOMBEMCmeUU CO WKANAMU OYEHKU YpO8Ha docmosepHocmu odokazamenvcms (Y/[]) u ypoemus
yoeoumenvrocmu pekomenoayuti (YYP). J[na mnoeux mesucos YVP u V[ byoem nuszxkum no npuuune
OMCymcmeus. NOCGAUWEeHHbIX UM KIUHUYECKUX UCCIe008aHUll 8blCoK020 ouzatina. Hessupas na smo,
OHU ABNAIOMCIL HEOOXOOUMBIMU dNIeMEHMamu 00C1e008aHUs NAYUeHma O YCMAaHOB8LeHUs OUd2HO3a U

8bl60pa maxKmuKu 1e4eHusl.



2.1 /Kaa100bI 1 aHAMHE3

HpI/I c6ope aHaMHe3a M JKajjo0 Ba)XKHO O6paTI/ITI> BHUMAHHUC Ha CJICAYIOOIHC JKaIoObl U

AHAMHECTUYECKUE COOBITHS:

o OTaromICHHBIA CEMEHHBIM aHaMHe3 (CXOIHBIE CHUMITOMBI y OJHOTO M3 pomauTeseil mpobaHna,

MPOSBIISIOIINECS B JIETKOW CTEIIEHN)
e 3anep)kKa MICUXOMOTOPHOTO Pa3BUTHS C MEIJICHHBIM MPUOOPETEHNEM TICHXOMOTOPHBIX HaBBIKOB)
e Cynoporu
e Hapymenue peun
o Hapymenus nsuxeHui B KOHEYHOCTAX
o Hapyuienue noxonku
Kanoobl npu kaaccuueckom GLUT1 (~90%)
e [Ipuctynsl ¢ HauasIoOM B BO3pacTe 10 JIBYX JIET (Yalle BCEro B Bo3pacte oT 1 10 6 mecsueB)
e 3ajepKKa ICUXOMOTOPHOTO PA3BUTHS
o [lapokcusmanbHble ABUKEHUS TIIa3HBIX S0JOK (OTICOKIOHYC)
o Jluzaprpus
e [IpuoGperennast Mukpouedamus
o CllO)XHBIE IBUTATENbHBIE PACCTPOICTBA, B TOM YHCIIE:
e Arakcus
e JlucToHus
o Xopes
e Tpemop

Kanoosl npu HeksaccnyeckoM GLUT1 (~ 10%)

Yactoie MMapOKCU3MAJIbHBIC TUCKUHC3UHU, B TOM YHCJIC:

[Tapokcu3amanbHas arakcus

XopeoareTos

Juncronus



e AJBTEpPHUPYIOIIAS] TEMUILIETUS

 [lapokcu3manbHOE TOJIOBOKPYKEHUE

o [lapoxcu3manbHbIil apaany

e JKayio6p1, COOTBETCTBYIONINE KIMHUKE TAPKUHCOHU3MA
e [lapokcusmanbHble OOJIM B MBIIILAX 10 HOYAM

e DNMU30/1bl TOBTOPHBIX PBOT

e HMHcynbronogo0HbIE COCTOSIHUS

[TanMeHThI TaKKe KaIyIOTCS Ha TOJOBHYIO 00JIb. 3HAYMTEIILHO PEXKE OTMEUACTCS CHUKCHHE OCTPOTHI
3penus [49, 66]. TunuyHO ycWiIeHHWE KIMHUYECKON CHMIITOMATHKU B MEPHOABI THIICPTCPMUH, MOCIC
(¢u3HUecKOl Harpy3KH, NMPHU TOJIOJAHUM W HWHTEPKYPPECHTHBIX 3a00JIeBaHUAX. Y BCEX MAIMEHTOB C
cuagpomoM gAedunmra Glutl nHaGmromaeTcs mporpeccupyromas 3aaep)kka OOINero pa3BHTHS.
Hapymraercs wHTEIUICKT, BepOaibHbie (YHKIMU (qU3apTpusi) W Pa3BUBAIOTCS W3MCHCHHUS B

nBuratenbHoi chepe [18, 67].



2.2 Ou3uKaAJbHOE 00CTeI0BAHUE

HpI/I OCMOTpEC H€O6XOI[I/IMO O6paTI/ITI> BHUMAHHNC Ha CJICAYIOIMINEC OCHOBHBIC KIIMHUYCCKUC ITPOABICHUA

cunapoma neduiura Glutl:

e Muxkponedanus (BcTpeyaeTcs y MOJIOBUHBI TALIUEHTOB)
e DNWIENTUYECKUE TPUCTYIIBI

o Jluzaprpus

e Atakcus

o XopeoareTo3

o Tpemop

o Hapymenust MpIIEYHOTIO TOHYCA MO CIIACTUYECKOMY THITY
e AJBTEpPHUPYIOIIAS] TEMUILIETUS

e MpIieuHast THIIOTOHUS

e JlucToHumn

e [lapokcusmanbHble ABUKECHUS TNIa3HBIX SIOJIOK
 [onoBoKpyKEHUE

e [emarocruieHoMerasus.



2.3 JIabopaTopHblie JMATHOCTHYECKHE MCCIeI0BAHUS

OcHosuble 1abopamophbie  Memoobl NOOMEePHCOeHUsT OUACHO3Ad  BKIIOUAOM  OUOXUMUYECKUE

UCCIe0068aHUsL U MOLEK)IAPHO-eeHemuuecKkue ucciedosanus (nouck mymayuti 6 cene SLC2A1).

e Pexomenayercsi BceM MamueHTaMm ¢ mojo3peHueM Ha cunapoMm nedunurta Glutl mpoBoauTthb
UCCIIEIOBAaHUE YPOBHS INIIOKO3bl B CIIMHHOMO3TOBOM XUAKOCTH C IapajuIeIbHbIM HCCIIEIOBAHUEM

YPOBHS ITIFOKO3bI B KPOBU C LIEJIBI0 YTOUHEHHS Auardosa [2, 17,22, 25, 50].
YpoBeHb yOeauTEJIbHOCTH peKOMeHAaluil A (YPOBEHb J0CTOBEPHOCTH 10KA3ATEJIbCTB — 2)

Kommentapuu: IIpu cunopome oegpuyuma Glutl ommeuaemcs cuudicenue yposus enokosvt 8 CMIK
Hudice 60 me/on (Quanaszon: 16,2—52 me/on); 6 6onee wem 90% — nuorce 40 me/on u npubsu3UMeEnIbHO 8
10% ona cocmasnsem 41-52 me/on. Hccnedosanue npogooumces nocie 4emulpexiacos8ozo 20100aHUsL.
Obpazey Kpou NOIY4AOM HENOCPEOCMBEHHO Neped NpogedeHuem JTIoMOAIbHOU NYHKYUL.!
KOHYeHmpayus 210Ko3bl 8 KPOBU OO0NNCHA OblMb HOPMANbHOU OISl UCKIIOUEHUS. 2UNOSTIUKeMUU KAK
npuuunsl euno2auxopaxuu. Ilamoznomonuunsvim 0nsi cunopoma depuyuma Glutl (ecmpeuaemcs ¢ 90%

cnyyaes) cuumaemcs cooepcanue 2noxkosvl 6 CMIK <2,2 mmonw/a.

Coomnowenue 2noxkosvl 6 CMIK / enioxosvl 6 kposu y nayuenmog ooviuno menee 0,4 (6 ouanaszone

0,19-0,59); oOnaxo smo 3naueHue meHee uHGOpMamueHo, yem abconromuoe 3Havernue 2noxkozol CMIK.

Yposnu enrokoszer 6 CMIK 41-52 me/on mocym nabnooamucs npu bonee maekux gpenomunax [24, 62].
3unauenus entoxozvt 8 CMIK menee 60 me/on (3,3 mmons/n) cnedyem paccmampusams KaKk 6eposimmbie

OMKIJIOHEHUA OMm HOpPMbL.

o PexomeHayercsi BceM mNaiueHTaM C Mojpo3peHueM Ha cunapom aedunuta Glutl ompenenenue
BApMAHTOB TEHOB B o0Opasle OHOJIOrMYEecKOro Marepuaja JApYyroM WIH HEYTOYHEHHOM
HEKJIacCU(UIIMPOBAHHBIX B JAPYTUX pyOpHKax MeToAoOM cekBeHupoBaHus 1o CeHrepy
(03.5199.18.999.039) ¢ nenpio MOATBEPKICHUS AUArHO3a HA MOJIEKYJIIPHO-TEHETHYECKOM YPOBHE C

1EJTbI0 TTOITBEPIKICHUS TEHETUIECKOW MTPUIHHBI 3a00eBanus [68, 88, 92].
YpoBensb yoeauteabHocTu pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 5)

Kommenmapuu: ouacnosz cunopom oedpuyuma Glutl evicmasisemcs Ha OCHOBAHUU KIUHUYECKOLUL
Kapmumbl, HOPMAMUBHBIX 3HAYEHUU YPOBHS 2NI0OKO3bl 8 KPOBU, CHUNCEHHO20 COOEPICAHUS 2NI0KO3bL 8
CMPK (<60 me/on) u npu eviasienuu namoeennoz2o sapuanma 6 cene SLC2A1 6 cemeposucomuom
cocmosinuy. 3aboneeanue Hacaieoyemcs no aymocoOMHO-OOMuHaumuomy muny. 84% nayuenmos
umerom moueunvie mymayuu ¢ 2ceHe SLC2AI, komopwvie MOICHO 6biAGUMb NPEUMYUeCTNEEHHO
MemoOoM MACCOB020 NAPANNENbHO20 CEKGEHUPOBAHUSA (AHANU3 DK30MA UIU Mapeemmuble Nameau 2eHos)

UU MEeMOOOM NpAMo2o cekeenuposanus no Ceneepy.

Y 90% nayuenmos 3abonesanue pazsueaemcs 8ciedcmesue cnopaouyeckozo (de novo) namozceHHo2o
sapuanma 6 cewe SLC2A1. B 10% cnyyaes mymayus yHacie0o8awa om 0O0HO20 U3 pooumeinell,
beccuMnmomMHO20 U C YMEPEHHbIMU NPOSGIEHUAMU OONE3HU, YUMO A8IemCcsl CledCmeuem MKaHe8o020

mosauyusmda.



B cnyuae omcymcmeus cenemuyecko2o noomeepicoeHus OuasHo3d, HO Npu HAIUYUU XAPAKMEpPHOU
KAUHUYECKOU KapmuHovl cunopoma oepuyuma Glutl, a makoce cHudiCeHUs YPOBHSL 2IOKO3bL 8 TUKEODE,

NOKA3AHO NPUOEPIAHCUBAMBCS KIUHUUECKUX peKoMeHOayull no cunopomy oepuyuma Glutl.

Puck 6o3nuxnosenus 3abonesanus ons demeti npoobanoa ¢ cunopomom oeuyuma Glutl cocmasnsem
50%.

o Pexomenayercsi BceM MaIlMeHTaM C IMOAO3peHHMEM Ha cuHApoMm nedurmurta Glutl ompenencHue
BAPMAHTOB TCHOB B oOpa3ile OWOJOTMYECKOr0 Marepuajga JPyroM HWIM HEYTOYHCHHOM,
HeKJ1acCH(DUIIMPOBAaHHBIC B JIPYTUX pPyOpHMKax, METOIOM MHOKECTBCHHOW JIMTa3HO-3aBHCHMOM
amrmudukanuu 30H10B (03.5199.18.999.059) ¢ nenbro0 MOATBEPKACHUS TCHETHYECCKOW MPUYNHBI

3aboneBanus [88, 92].
YpoBenb yoenuTeabHOCTH pekoMeHaannii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeJIbCTB — 5)

Kommenmapuu: ¢ cnyuae ompuyamenvuvix pe3yiomamosg cexeeHuposanusi no Conzepy npoeooumcs

uccrneoosanue memooom MLPA.

YV 13% nayuenmoe ewviaensrom kpynuvie oeneyuu uau oynauxayuu ecena SLC2AI1, ona oemexkyuu
Komopulx u ucnonvzyiom memoo MLPA (multiplex ligation-dependent probe amplification —

MYTLMUNAEKCHAS AMNIUGUKaYUS TUueUposanusvix npoo) [17].

B cnyuae omcymcmeus cenemuyecko2o noOmeepicoeHus OUacHo3d, Ho Npu HAIUduu XapaxkmepHou
KIUHUYECKOU KapmuHbl cunopoma oepuyuma Glutl, a makoce cHUdNCEHUs YPOBHSL 2IIOKO3bL 8 TUKEODE,

NOKA3AHO NPUOEPIAHCUBAMBCS KIUHUUECKUX peKomeHOayull no cunopomy oeuyuma Glutl.

o PexomeHayercsl BCeM MalleHTaM C KJIMHUYECKUMU MpOsABICHUAMH cuHApoma aedpuuura Glutl
npoBejieHne oOmero (KJIMHUYECKOr0) aHalv3a KPOBH Pa3BEpHYTOrO JJi OILEHKU OCHOBHBIX

napamMeTpoB KPOBETBOPEHUS M HAJIMYMsI BOCTIAMTENBHBIX MPOIIECCOB MPH Mogdope Tepamnuu [3, 69,
70, 89].

YpoBenb yoeauteabHocTH pekoMenaamnuii C (ypoBeHb T10CTOBEPHOCTH 10KA3aTeIbCTB — 5)

Kommenmapuu: neobxooumo uccneoosanue ypogHs o0uje2o 2emMo2100uHa,  IPUMpOYUmMos,
NeUKoYyumos, mpomooyumos 8 Kposu, ouggepenyuposanuvlil noocuem 1euKoyumos (JletikoyumapHas
Gopmyna) u uccredosanue cKOpoCcmu 0ce0anus IPUmpoyumos. Amunuunvie 8apuaHmsl meueHus 6
PEOKUX CYYASX MO2YN CONPOBOAHCOAMBCI 2eMOaumuieckol anemuel. Mccredosanue nposooumcs 6

npoyecce OUHAMUYECKO20 HAONI00EHUS, YaCMOma onpeoesiemcs UHOUBUOYATILHO.

o PexomeHnayercsi BceM MalMeHTaM C KIMHUYECKMMHU MPOSIBICHUSIMHU cuHApoma aedunura Glutl
MPOBEACHUE aHalii3a KPOBU OUOXMMHUYECKOTO OOIIETepareBTUYECKOr0 (KMCCIIeIOBAaHUE YPOBHS

[JIIOKO3bI B KPOBH) JJI CBOEBPEMEHHOM AMATHOCTUKY THIOITIMKEMUYECKUX COCTOsIHUM [69, 72, 77,
92]

YpoBeHb yoenuTeabHOCTH pekoMeHaannil C (ypoBeHb JOCTOBEPHOCTH 10KA3aTeJbCTB — 4)



Kommenmapuu: neobxooumo nposecmu uccieooganue ypoens oowe2o Oeika 8 Kpogu, Uccie0o8aHue
VPOBHs ANbOYMUHA 6 KPOBU, UCCIe008aHUE VPOBHS MOYEBUHbI 6 KPOBU, UCCLe008aHUE VPOBHS.
KpeamuHuna 6 Kpo8U, UCCIe008anue YpoGHs MpPUuiuyepuoos 6 KpoGU, UCCIe008aHUe VPOBHS.
XonecmepuHa 6 Kpo8u, UCCIe008aHue YPOGHS XONeCMEepuHa IUNONPOMeuHo08 HU3KOU HIOMHOCMU,
ucciedosanue ypogHs IUNONPOMeUHo8 8 Kposu, onpeoenenue akmusHocmu uenoyHou gocghamaszvl 8
KpO8U, UCCNle008aHUe VPOBH 00we2o OunupyouHa 6 Kpoeu, UCCled08anue YpoeHs C80O00H020 U
CBA3aHH020 OuUnupybuna 6 Kposu, ucciedosanue yposus 25-OH eumamuna /[ 6 kposu, ucciedosanue
VDOBHsL 2I0KO3bl 6 KpOBU, ONpeoeleHue aKmueHOCmuU AcnapmamamuHompancgepaszvl 6 Kposu,
onpeoenenue akMmuHOCMU AIAHUHAMUHOMPAHCHepasvl 6 KPOsU, onpeoeieHue akmueHoCmuy amuiassl
8 Kpogu, ucciedosanue yposHs HAmpus 6 KpoGU, UCCIe008aHUe YPOBHS KAUs 8 KPOGU, UCCIe008aHUe
VPOBHs 00uje2o Kanbyus 6 KpoGU, UCCIe008aHUe YPOBH: 00ujeco MazHus & cvlgopomke Kposu. llpu
cunopome depuyuma Glutl naznauaemcs kemoeennas ouema, npu 86e0eHUU 8 KOMOPYIO, a MAaKice 8
npoyecce coON0O0eHUsT He0OXO0UMO OYEHUBAMb pPe3YIbmamsl aHAIU3A KPOSU OUOXUMUUECKO2O

06u;emepaneemuqea<020.

o PexoMeHnayercsi BceM maludeHTam C mnojo3peHueM Ha cubjapom aedunmra Glutl uccrnemoBanue
KHCJIOTHO-OCHOBHOTO COCTOSIHUSI Y Ta30B KPOBHM KPOBH (MCCIEAOBaHUE YPOBHS BOJIOPOIHBIX HOHOB
(pH) xpoBwm, mccnenoBanne YpoBHS Oy(pepHBIX BEMIECTB B KPOBH), YPOBHS TJIIOKO3BI B KPOBH,
HCCJICIOBAaHUE YPOBHS HATPHs B KPOBH, YPOBHS OOIIETr0 KaJIbIHMsI B KPOBH, YPOBHS Kajus B KPOBH,
YPOBHSI XJIOPUAOB B KPOBH, MCCIICIOBAHUE YPOBHS MOJIOYHOW KHCJIOTHI B KPOBU C ILIEJBIO
nuddepeHanTbHON THArHOCTUKA COCTOSIHUS, TUArHOCTUKU METAa0OJWYECKUX HAPYIICHHUH Tepe
BBegeHueM B KJI [69, 72].

YpoBennb yoenureabHOCTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 0KA3aTEJIbCTB — 5)

Kommenmapuu: Ha smane 6sedenus kemozenHotl ouemul 0anHvle napamempuvl oyenusaomcs 1 paz 6

1-3 Onus, danee npu cmabuIbHOM Kemo3se no NOKA3AHUSM.

o PexoMeHayeTrcsi BceM MalMeHTaM C KIMHUYCCKUMHU MPOSBICHUSIMU cuHApoma neduimra Glutl
oOHapyXeHHE KETOHOBBIX TEJl B MOUE MJIM OOHAPYKEHUE KETOHOBBIX TEJI B MOUE IKCIIPECC-METO0M

JUISL OLIEHKH MX HUCXOAHOTO YPOBHS MEPE]l BBEACHUEM B KETOTEHHYIO aueTy [69, 72].
YpoBennb yoenureabHocTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 5)

Kommenmapuu: Ilpu cunopome oedpuyuma Glutl nasnauaemcs kemozenHas ouema, npu 88e0eHuUl 8
KOMOpYIo, a makxdce 6 mnpoyecce cOOMOOeHUsT HeOOXOOUMO OYEeHUBAMb COCMOSHUE GHYMPEHHUX

Op2AaHO8.

o PexomeHnayercsi BceM MalMEeHTaM C KIMHUYECKUMU MPOsBIECHUAMH cuHapoMa nedummra Glutl u
MOJATBEPKAEHHBIM cuHIpoMoM Aedunuta Glutl oOHapykeHHE KETOHOBBIX TENl U HCCIICIOBAHUS
YPOBHSI IJIIOKO3bI B KPOBH C MOMOIIBIO CUCTEMbl MOHUTOPUHIA TIIIOKO3bI/KETOHOB B KpoBu MBJ|
(IvarHoCTHKA in Vitro) A TOMAIIHErO MCIOJIb30BaHUS AJIA OUEHKH 3(PPEKTUBHOCTH KETOTCHHOU
JIMETHI — OIpe/IeTICHuEe UCXOAHOTO YPOBHS Mepe/ BBEEHHEM B KETOTCHHYIO JMETY U jaliee 2 pasa
B cyTkH [39, 69, 72].



YpoBennb yoenureabHocTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 5)

Kommenmapuu: ona oyenku sghgpexmusnocmu KJ| neobxooum pezynsipHulii cCamMOKOHMPOTb YPOBHS
KeMOHOBbIX Mel U 2IOKO3bl 8 KPOBU — 2 pa3a 6 CYMKU ¢ NOMOWbIO CUCTEMbl MOHUMOPUHA 2TIOKO3bl/
Kemonos 6 kposu HUBI] ons domawne2o ucnonvzoéanus (annapam, 1anyemsl, mecm-noaiocku). Tecm-

NONOCKU OO0NIAHCHBL ObINbL COBMECMUMDBL C annapamom ons UsmMepeHusl YpoO6HA KEMOHO8 U CIIFOKO3bl.

o PexomeHnayercsi BceM MalMeHTaM C KIMHUYECKUMU MPOsBICHUAMH cuHapoMa nedummra Glutl u
MOATBEPKAEHHBIM cuHApoMoM jaedunmta Glutl wucciemoBanwe ypoBHSI TIIIOKO3bI B KPOBH C
MTOMOIIIbI0 CUCTEMBI MOHUTOpPHHTA TI0K03bl B/l /u1st momariHero ucrojib30BaHUS UM CHCTEMBI
MOHUTOPHWHTA TIIOKO3bI/KETOHOB B KpoBW MBJl mims momamrHero WCIONB30BAHUS IS OIEHKH
3¢ (HEKTHBHOCTH KETOTEHHOW JMETHl — Iepe] BBEJICHUEM B KETOTCHHYIO JHMETY W Jajnee 2 pasza B
cyTku [39, 69, 72].

YpoBennb yoenureabHocTH pekoMmeHaanuil C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 5)

Kommenmapuu: ona oyenku sgpgpexmusnocmu K[ neobxooum pezynsapHuiii cCamMOKOHMPOTb YPOBHS
2NIOKO3bl 8 KPOsU — 2 pa3a 8 CymKu ¢ NOMOWBIO CUCHEMbl MOHUMOPUHSA 2IIOKO3bl/KEMOHO8 8 KPOBU
UBJ ons domawne2o ucnoniv3o8anust (annapam, iauyemol, mecm-noiocku). Tecm-nonocku OoniCHbl

ObIMb COBMECMUMDBL C annapamom ons UusmepeHust YpoeHA cJIFOKO3bl.



2.4 NucTpyMeHTAJIbHbIC JUATHOCTHYCCKUE
UccJIe0BAHUSA

o PexomeHayercss BceM MalMEHTaM C MoAo03peHHEeM Ha cuuapom nedunuta Glutl nposeaenue
anekTposHIedanorpaduu Mpu YCTAHOBICHUHU JMArHO3a C IENbI0 BBISBICHUS IMIICNTU()OPMHON
aKTUBHOCTH, OLIGHKH CTEMEeHU TsDKECTH 3a0o0yieBaHMs TMepea HasHadeHueM u B mporecce K[ mms

KOHTpOJIs € addexTuBHOCTH [13].
YpoBenb yoeauTeabHOCTH pekoMeHaannii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTeJIbCTB — 5)

Kommenmapuu: 531" oonoicna 6bimv nposedena kaxk MuHumym 3a 3 mecaya 0o naswavenus K/, oanee

— nocie 00CMudACeHUs YCMOUUU8020 ypo8Hs kemosa, daniee — I paz 6 6 mecsyes.

o PexoMeHnayercsi BceM NalMeHTaM C TOJ03peHHEM Ha cuHiapoMm aedunura Glutl npoBenenue
anekTpodHIedanorpadud ¢ BUACOMOHHUTOPHUHIOM O €bl, BO BpPEMs U TOCJE IMpUeMa IHUIIUA C
IIETBI0 BBISIBIICHUS SMUICOTH(OOPMHON aKTHBHOCTH, OICHKH CTCIIEHU TSKECTH 3a00JIeBaHUS TIepe]
HasHaueHWeM u B mporecce KJ| mins xonTpons e€ >PQGeKTHBHOCTH TPH HEBO3MOXKHOCTU

MPOBEJICHUS CTaHJAPTHOM (pyTHHHOMN) 3niekTposHIedanorpadpuu [73].
YpoBeHb yoeauTeJJbHOCTH pekoMeHaanuii B (YypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 3)

Kommenmapuu: D0 ¢ eudeomoHumopuneom O00xMCHA Oblmb NPOBEOeHA NPU HEBOIMONCHOCTU
nposedenuss cmanoapmuou (pymunnou) I3 xax munumym 3a 3 mecaya oo unauana KJ[, oanee —

nocine 00CMUdMNCeHUs. YCMOU4UB020 YpoeHs kemo3a, oanee — I paz 6 6 mecayes.

Y nayuenmos ¢ Glutl unmepuxmanvnas 331" obviuno 6 nopme. [lo pesynemamam 231 wawe écezo
ONpeoensaomes MynbmuoKalbHble CHAlK-BOIHO8bIE pA3PAO0bI, NOIUCHAUK-BOIHO8blE pA3PA0bl U

6uﬂamepafsz0 CUHXPOHHbLE.

Y mnaoenyes uawe pecucmpupyemcs pecuonanivHoe 3amediieHue u dnuirenmupopmusie paspaovl. VY

Ooemeti 8 gospacme 08yX jlem U cmapuie HAOI00Aemcs 2eHepalu308anHas CnatKk-80IHA C Yacmomoll
2,5-41y [27, 31, 74].

Moowcem nabriooamucs 110601 mun npucmynoe, dauie ecmpedaroncs ceHepaiu3oeanible moHu4YecKue

uiu KiosHuveckue, CZ6CCZHCbl, ¢0Ka]lebl€, MUOKJIOHU4YecKue, dnmoHu4YecKue.

Baoicnvim  namoenomonuuHbIM npusHaKkom 3a00n1e6anus  A611emcs pezpecc anuienmudecKux

npucmynoe u namojlocudecCKux uzmenenuti no 331 nocne npuema nuuiu.

o Pexomenayercsi BceM MalMeHTaM C Mojo3peHHeM Ha cuuapom nedunurta Glutl nposeaenue
MarHUTHO-PE30HaHCHOM ToMorpaduu ronoBHoro Mmosra (MPT) ansa onpeneneHust CTeneHn TAKECTH
3a0oneBanust W auddepeHanbHON  IUArHOCTHKU €  HEWpoJereHepaTUBHBIMU U JIPYTHMMHU

3aboneBanusmu [13].

YpoBenn yoenureabHOCTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 5)



Kommenmapuu: macnumno-pesonancnas momozpapus nposooumcs ¢ yeuvlo  UCKIIOYEHUS
CMPYKMYPHBIX — AHOMAAULL  20M08HO20 MO32a U Helipomemabonuueckux 3aboneeanuil. Ilpu
Heuposusyamuzayuu y nayuenmos c¢ cunopomom oeguyuma Glutl 6 oOonvuwuncmee ciyuaes He
BbIAGIAIOMCS NAMOLOSUYECKUe UsMeHeHust. B pside ciyuaes onucanovl: cunepuHmeHCUSHblil CUSHATL OMm
U-06pasnblx 6010KOH, pacuiupenue nepusacKkyisapHulx npocmpancmé Bupxoea-Pobuna, 3adeporcka

muenunuzayuu [71, 74].

o Pexomenayercsi BceM MalMeHTaM C ToOJo3peHHeM Ha cuuapom aedunmra Glutl mpoBeneHwme
yABTpa3BYKoBoro wuccienoBanust (Y3W) opraHoB OpromHONH 1MoJOCTH (KOMILJIEKCHOTO) H
YABTPa3BYKOBOE HCCIEAOBAHUE TMOYEK JIA OLICHKHM HMCXOAHOIO COCTOSHUSI BHYTPEHHHUX OPTaHOB

nepes BBEJICHUEM B KETOTCHHYIO JUETY, a TAK)KE MX JaJbHEUIIero MOHUTOpUHTra [89].
Yposennb yoeaureabHOCcTH pekoMenaanuil C (YpoBeHb 10CTOBEPHOCTH 10KA3ATEJIbCTB — 5)

Kommenmapuu: Y3U opeanos Oprownotl noirocmu u novex nposooumcst ¢ Yeuvblo UCKIIOYEHUS]
CMPYKMYPHBIX AHOMATUL, ONPeOeseHUsi COCMOSHUSL BHYMPEHHUX 0OP2AHO8 Neped HAYAIOM KemOo2eHHOU
ouemvl, a makadice nociedyioweco monumopunea. HMcciedosanue npogsooumcsi 0o esedenus 6 K/,

yepes 3 mecaya u oanee Ipas 6 6 mecayes [69, 72].

o Pexomenayercsi BceM MalMEHTaM C Moja0o3peHuEeM Ha cuHapoMm nedunura Glutl perucrpanus
AIIEKTPOKAPAUOrPaMMBbl  JUJII OLIEHKH YacTOTbl M PETYISIPHOCTH CEPJACYHBIX COKpAIlCHUH,
BHYTPUCEPJECYHOW MPOBOAMMOCTH TI€pe] BBEACHHWEM B KETOTCHHYIO JHETYy, a TakKkKe HuX

JlabHEeIIero MOHUTOpuHra [89].
YpoBensb yoeaureabHocTu pekoMmenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 5)

Kommenmapuu: uccneoosanue nposooumcsi 0o esedenus 6 K/[, uepes 3 mecaya u oanee Ilpas 6 6

mecAyes.



2.5 Uubple TMArHOCTHYECKHE MCCJIeIOBAHNSA

Yacmoma nposedenus oocredosanutl noopoobHo onucana 6 Ilpunoscenuu I'3.

Koucyﬂbmauuu cneyuaitucmos mozcynt oxKasvledmsvCil nayuermam HA pPAaA3HbIX Smandx OKA3aHUus

Meduuuncmﬁ nomouwiu, 6 mom 4ucje 6 nepuod ouaznocmuku 3a0601e6amnusl.

e Pexomenayercst BceM maieHTaM ¢ Mojao3peHueM Ha cusapoM nedunura Glutl nmpuem (ocmortp,
KOHCYJIbTaIMs1) Bpaya-TeHEeTHKA MEPBUYHBIN M TMOBTOPHBIN i MpoBeAcHUs AuQdepeHIInanbHON
JUarHOCTHKY, BbIOOpa TakTuku JIHK-guarHocTuku v WHTEpHpeTanuy MoMyYeHHBIX pe3yJbTaToB

MOJIEKYJISIPHO-TEHETHYECKUX METO/IOB HcclieqoBaHus [18].
YpoBenn yoenureabHocTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 5)

e PexomeHayercst BceM MaieHTaM ¢ ojpo3peHueM Ha cusapoM nedunmra Glutl npuem (ocmortp,
KOHCYJIbTAIMS)  Bpada-lieuaTpa/Bpada-TepaneBra/Bpada oOmed MPaKTHKA TICPBUYHBIN |

MOBTOPHBIN JUIsI HCCIISAOBAHMSI OOIIETO COCTOSIHUS 30POBBs MarueHToB [18].
YpoBenb yoenuTeabHOCTH pekoMeHaannii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB — 5)

e Pexomenayercsi BceM mamueHTaM ¢ mogo3peHueM Ha cuHapoMm aedurmra Glutl npuem (ocmotp,
KOHCYJIbTAIMs1) Bpaya-HEeBPOJIOra MEPBUYHBIN U MMOBTOPHBIN ISl UCCIEAOBAHUS HEBPOJIOTHUECKOTO

cTaTyca, Ha3HAYCHUS JICUCHUS U JOMOIHUTEILHOTO 00CIeI0BaHNs MpH HeoOXxoauMocTH [18].
Yposennb yoenureabHocTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 0KA3ATEJIbCTB — 5)

o Pexomenayercsi BceM TMamMeHTaM C Tofo3peHHeM Ha cuHapoMm aedumura Glutl u c
YCTaHOBJIEHHBIM JHarHo3oM cuHapoMm paedunura Glutl ydactue B AMAarHOCTUKE U JICYCHUU
MYJIBTHIUCUUIIIIMHAPHOW KOMaH/Ibl CIIEIUAIMCTOB BBUY TOTO, YTO 3a00JI€BAHUE MOXKET MOpakaThb

pa3IMYHbIC OpPraHbl U CUCTEMBI [92].
Yposenn yoeaureabHOCTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH A0KA3ATEJIbCTB — 5)

Kommenmapuu: Bcem nayuenmam ¢ cunopomom oepuyuma Glutl nposoosimes npuemvt (ocmompol)
spaua-neouampa/spava-mepanesma/spaia oowell npakmuku (cemetino2o 6pava) (nepeuunvie u
NOBMOpHbLE) NPU OUACHOCMUKE U 8 OUHAMUYECKOM HAONI0OEHUU C Yellblo OYEeHKU 00uje20 COCMOsIHUSL U
agphexmuenocmu  nposoOUMOU mepanuu, Y4acmusi 6 HA3HAYEeHUU U NPOoBedeHUU JeueOHO-

peaounumayuoOHHbIX MepPONPUIMULL

Bcem nayuenmam ¢ cunopomom oepuyuma Glutl npoeoosmcs npuemvl (0CMoOmpol, KOHCYIbMAYUU)
8PAYA-HEBPONO2A C COOMBEMCMEYIouell NOO2OMOBKOU U 8PAYA-2eHEMUKA (nepautilvie U NOSMOpHbLE)
0J1s1 YCMAHOBIEHUSL OUACHO3A, VIMOYHEHUSL MANCECTU NOPANCEHUS. YEHMPATbHOU HEePEHOU CUCTNEeMbl

(LIHC) u onpeodenenus maxmuxu ie4ebHo-peadburumayuorHuvix meponpusmuii [18].

Bcem nayuenmam ¢ cunopomom oepuyuma Glutl npoeoosmcs npuemvl (0CMOmMpol, KOHCYIbMAUUL)

spaua-ouemonoea (nepsuynvie U NOBMOPHLIE) O HA3HAYEHUS KeMO2eHHOU Ouemvl U oOalee npu



HeoOX00UMOCIU C Yelblo KOPPeKyuu Ouemomepanuu, oCyuwecmeileHus KOHmpois 3a eé coonooenuem
[3, 22, 79].

Ilayuenmam ¢ noodospenuem Ha cunopom Oegpuyuma Glutl nposooumcs npuem (ocmomp,
KOHCYIbmayusl) epava-eeHemuxa OJisi YCMAHOGLEHUs OUACHO3d, NAYUEHMAM C YCMAHOGIEeHHbIM
ouaernozom cunopom degpuyuma Glutl, cemvam, umerowum poOCmMEEHHUKO8 C CUHOPOMOM Oepuyuma

Glutl — ona naanuposanus demopodxcoerus [18].

IIpu nooo3penuu/nanuuuu y nayueHma namonocuu op2aHa 3peHusi npo8oo0sIMcs npuemvl (0cMompul,

KOHCYIbmayuu nepsuyHvie u no8mopHble) epava-ogpmanvmonoea [3, 62, 63].

IIpu nooo3spenuu/nanruuuu y nayueHma namonio2uu cepoeyHo-coCyOUCmou cucmembvl NpPOBOOSIMCSl
npuemsl (0CMOmMpYbl, KOHCYIbMAYUU NepeudHbvle U NOS8MOPHblE) 8paua-Kapouoio2a/8paia-0emcKko2o

Kkapouonoea [56].

[na naanupoeanus uHOUBUOYANLHOU pPeadUIUMAYUOHHOU NPOSPAMMbL NCUXON020-Ne0a202UiecKou
NOO0EPIHCKU  NAYUEHMAM U UX CeMbAM NPOBOOAMCs Npuem (mecmuposanue, KOHCYIbMayusl)

MeOUYUHCKO20 NCUXONI02d U T1020neda-0epekmonoza (nepsuynvie u noemopusie) [3, 80].

Koncynemayuu  epaua-gusuomepanesma, epaua-eacmposnmeponozda, epada-Hegponoza, epaya-
anecmesuono2a-peanumamoncoad, 68paya Nno  NALIUAMUEHOU  MEOUYUHCKOU NoMowu, 6payd-

cmozvzamOﬂoza/epaqa-cmOMamOJzoea 0emcKo2o u ()pyeux cneyuanucnos — no NOKA3AHUSAM.



3. Jleyenue, BKJIKYAST MeTUKAMEHTO3HYIO U
HeMeIUKAMEHTO3HYI0 Tepalluu, TUeTOTEPAIHUIO,
00e300/1MBaHNe, MEIUIIMHCKHE NTOKA3aHUA U
IPOTHBONOKA3AHUA K IPMMEHEHUIO METO/I0B JIeYeHHU S

Jleuenue cunopoma oepuyuma Glutl exnouaem kax namoeenemudeckoe jedenue — Ouenmomepaniiio,
mak u npogedeHue CUMNMOMAMUUECKOU mMepanuy, HAnpasieHHol HA YMEeHbUeHUe GMOPUYHBIX
ocnodicHeHuti.  Bedenue  nayuenmogé ¢ cumopomom  Odepuyuma  Glutl  npeononacaem
MYTbMUOUCYUNTUHAPHBLU NOOX0O0 C 00S3AMENbHBIM YUaCmuemM 8payeli-Hedpoio208, 8paeli-eeHemuKoa,
8paueli-eacmposIHmeposio208 U epadell Opyeux CneyuarbHoCmel, UMeowux Onvlm 6 JeyeHUulu 3Mmo2o

peoKo2o 3a001e8aHUsl.

3.1 IlaToreHeTN4YeCKOE JICUCHUE

B nactosmiee BpCeM:A CAUMHCTBCHHBIM 3(1)(1)CKTI/IBHI>IM CpCACTBOM JICUCHHUA ITAOUMCHTOB C CHHAPOMOM

nedurura Glutl sBnsercs kerorernnas gueta (KJI).

e Pexomenayercsa BcemM mnamumeHtaM ¢ cuHapomoM aedunura Glutl Hasnauenue K ¢
UCIIOJIb30BAHUEM CIENUAIN3UPOBAHHBIX MPOAYKTOB JIETCKOIO AMETUYECKOrO JIEYEOHOro MUTAHUS
IIPU JIEKAPCTBEHHO-PE3UCTEHTHOM SMWICIICUU U IPYTUX COCTOSHUSAX, IPU KOTOPBIX NokazaHa K]I,
JKUPOBBIX AMYIBbCHUI, COAEPKALIUX CPEAHELENIOYEUHbIE TPUNIALIEPUIBI, C LIEIBI0 BOCCTAHOBIICHHUS

MeTtabonnueckux npoueccos B [IHC u ymeHbIIeHUS KIMHUYECKUX MPOSIBICHUN 3a001eBanus [26]
YpoBennb yoenureabHOCTH pekoMeHaanuii C (YypoBeHb 10CTOBEPHOCTH 0KA3aTEJIbCTB — 5)

Kommenmapuu: [lpu KJ][ memabonuzm cosuecaemcsi 6 cmopoHy pAcujeniieHus Hcupos, u 20J106HOU
MO32 HayuHaem UCNOIbL306aMb ANbIMEPHAMUBHbIE UCMOYHUKU dHepeuu — KemoHogvle mena (p-

2uopokcubymupam, ayemoayemant).

Kemonosvle mena nocmynarom 6 mo3se, UCHONb3YS 00JIe24eHHYI0 OUD@Y3ulo npu NOMOWU NePeHOCHUKA
monokapooxcunama 1 (monocarboxylate transporter 1, MCTI) u obecneuusarom aibmepHamueHblil

snepeemuyueckuil memaoonusm ¢ L[HC.

KJ[ 6 6onvuuncmee ciyuaed Xopouio nepeHoCumcs u no380Jsien YMeHbWUms OCHOBHbIE KIUHUYECKUe
nposignenuss 3a00nesanus nymém obOecnedenus KOHMPONS 3d OSNUNENMUYECKUMU NPUCMYNamu,
peodykyuu snunenmugopmuon akmusHocmu Ha I3, yryuuenus peueswix, KOCHUMUBHIX U MOMOPHbLIX
@yukyuii. OOHaKko npucmynvl MO2ym coXpauamvcs oaxce Ha ¢oue cobmooenus KJ[, a npu

KYRUPOBAHUU CYOOPOACHO20 CUHOPOMA Y NAYUEHMO8 UHO020d OMMeHaemcs NCUXOHEe8PON02UHeCKULL
oepuyum [54].

Hesponozuueckuii ucxo0 60 MHO20M 3a8uUcum Om 803pPACMdA, 8 KOMOPOM HAYamo JjedeHue. OonbHble,
Hauaswiue noaydamev IQpgekmusHoe Jedenue 6 0Oolee paHmeMm Bo3pacme, umeiom 0Ooiee

onazonpusimusiii npoeHo3s [39].



Cneyuanuzuposanmvie npooOyKmovl 0emMCcKO20 OUEMUYECKO20 1eYeOH020 NUMAHUs NPU J1eKApCMEeHHO-
PE3UCMEHMHOL  dNULencuu U Opyeux COCMOAHUAX, npu Komopwlx nokazana K, mozym
UCNONbL308aMbCs OISl KOPMJIIEHUSL  MSAJHCEO00NbHbIX  NAYUEHMO8 ¢ 200a yepe3 pom  u/uiu
HA302aCMPanvbHbll 30HO, uepe3 eacmpocmomy. Ilpodykmer u macna, ucnonv3yemvie npu KJJ,

npedcmasnensl 8 npunodxcernuu 1'16.

3.1.1 PexoMeHaanum mno IPOBEACHUTIO KETOT€HHOM THEThbI

KJI npencrasinsier coboit TUETY C BBICOKUM COJIEP’KaHUEM KUPOB U PE3KO CHUIKEHHBIM COJEpKaHUEM
yIJIEBOAOB MIPU KOHTPOJIIMPYEMOM KOJIIMYECTBE OeKka, CIOCOOCTBYIONIYI0 (OPMUPOBAHUIO U

OoAACPKAHUIO B OPraHnu3Me COCTOSHHA KE€TO34a.

Jlnst nocTkeHus TepaneBTu4Yeckoro addexra Tpedyercs 10CTHKEHHE YPOBHS KETOHOBBIX TEJ B KPOBHU
B uHTEepBaje 2—6 mmoub/n. Ilanmmentsr ¢ cuaapomom neduimra Glutl, ocobeHHO B TepBBIC TOJIBI
KU3HU, JJIA JOCTHDXKCHUS KIMHMYECKOTO 3(QeKTa HYKTAIOTCA B TMOAAEPKAHUHM BBICOKOTO YpPOBHS
KETOHOBBIX TEJl Ha ypOBHE BEPXHEH TpaHUIBI PEKOMEHIyEMOTO TEpareBTHYECKOro Kopuaopa (He
MeHee 4 MMOB/1). B CBA3M ¢ ITUM HMCXOAHBIM BapUAHTOM JUETOTEPANUU IS HHUX CIYXKUT

Kiaccuueckuii Bapuant K/I.

B xiaccuueckoit KJ[ >KMpOBOWM KOMIIOHEHT NPEACTABIEH HATYPAJIbHBIMU KWBOTHBIMU JKHUPAMHU W
pPacCTUTENbHBIMUA MacliaMd. TpaJWlIMOHHBIM KETOT€HHBIM COOTHOIIEHHEM (OTHOILIEHHE IO Macce
KUPOB K OenkaM u yrieBoaam) utst kinaccuaeckor K/ cioyxut 4: 1 wum 3: 1. OqHako TouHOE 3HAYCHUE
OIpeeIIsIeTCs] B KaXKIOM CIydyae MHAUBUIYAIBHO C YU4E€TOM YpOBHsS kKeToHemuu. B mpunoxkenun ['11
Mpe/ICTaBJICHbl OJrOTOBUTEIbHBIN, HAYaIbHBIA U OCHOBHOM »3Tanbl JieueHust Ha ocHoBe KJI y nereit

paHHETO BO3pacTa.

B03MOXHO BKJIIOUEHHE B KETOI€HHBIN palloH cpenHenenodeyHbix Tpurnnepuaos (MCT — medium-
chain triglycerides), koTopbie cmocoOHBI oOOecmeunTh Oojiee BBICOKHW YPOBEHb KETOHEMHH U
OJTHOBPEMEHHO CHU3UTh HArpy3Ky Ha (hepMEHTHBIC CHCTEMBI kemynouHo-kumedHoro tpakra (OKKT).
IIpu stom gumerst ¢ MCT TpyaHee mnepeHocATCs JOE€TbMHM paHHEro Bo3pacta. CpaBHUTENbHAs
xapakrepuctuka KJI, npumensembix B nedeHun GLUT 1 npencraBnena B npunoxenuun ['6. B
npuioxkeHnu ['S mpeacTaBieHO COOTHOUIEHHWE MAaKpOHYTPUEHTOB MpPHU pa3inudHbIX BapuaHTax K/,

paccunTaHHbIX Ha pauuoH 1200 kkail.

e Pexomenayercs mamuentam ¢ curapomoM neduimura Glutl nmpu mpobiemax ¢ nmepeHOCUMOCTHIO
KJI, a Takke moapocTKaM M B3POCIBIM MallMeHTaM CcoOIroneHne MOAu(UIIMPOBAHHOM JTUETHI
Atkunca (MJIA), nomyckaromieid 0osiee HU3KHUE 3HAUCHUS KeTOoreHHoro cooTHommeHus (1:1-2:1) ¢
LEeIbI0 BOCCTaHOBJIEHHsS Merabonunyeckux mpoueccoB B [IHC u yMeHblIeHUS KIMHUYECKHUX

nposiBieHui 3abonesanus [81, 94, 95, 99].
Yposenn yoenureabHocTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 0KA3ATEJIbCTB — 4)

Kommenmapuu: MJ[A ne mpebyem cmpococo KOHMPONS 3a KOIUYECMEOM NOMpeOnsemMou Nuuju.
Oonaxo 6 Kauecmee nNepPBOHAUAIbHO20 6apuanma npu cunopome Oepuyuma Glutl credyem

ucnonvsosams Kiaccudweckut sapuanm KJ/{.



o PexoMeHnayercsi IeTsIM NEPBOTO rojia >KM3HHU, PAHHErO, JOLIKOJBHOTO WM MIIQJIIETO HIKOJBHOIO
Bo3pacTta ¢ cuHapoMmoM aedpuuurta Glutl cobmonenne kiaccuueckoil K ¢ nenpio obecnieueHus

aJICKBaTHOTO K€TO3a M BOCCTAHOBJICHUs MeTabomnueckux mporeccoB B [THC [26, 69].
YpoBennb yoenureabHOcTH pekomenaanuii C (YpoBeHb J0CTOBEPHOCTH 10KA3aTEJIbCTB — 5)

Kommenmapuu: Knaccuuecxou KJ[ cnedyem npudepicusamuvcsi KAk MONICHO 00ablULe, NOCKOTbKY OHA
CNOCoOHa obecneuums ONMUMATLHBIIL YPOBEHb KeMOHO8bIX men 6 kposu. MIA moocem 6vimo
NPeonodcena NOOPOCMKAM U 63DOCAbIM KaK anbmeprHamuéa kiaccuweckou KJ[, npu nosenenuu
npoobiem ¢ nepeHoCUMOCmbvio 8 medenue ONUMENbHO20 8pemeHu. [uema ¢ HU3KUM 2IUKeMULeCKUM
unoexcom ([cHI'M) ne cnocobna obecneuumsv CMOUKYIO KeMOHeMUl0 U 6 JeYeHUU CUHOpoMAa

oepuyuma Glutl ne ucnonvzyemcsi.

Opeanuzayuss K/ npu cunopome oepuyuma Glutl nposooumcs 6 coomeemcmeuu ¢ 0OWUMU
mpebosanusim K KemozenHol ouemomepanuu [69]. Hasunauenuro KJ[ Oondxxcno npeduiecmeosamo
npogeoderue KOMNIeKCHO20 00C1e008aHUsl, BKIIIOUAIOWe20 OYEHKY HeBPOL0SUYECKO20, COMAMUYECKO20
U HYMPpUMUBHO2O0 CMAMYCA NAYUEHMA, C UCHOIb308AHUEM AHMPONOMEMPUUECKUX, T1AOOPAMOPHBIX U
UHCMPYMEHMANbHbIX UCCe008aHUl, a makKdce auaiusz gapmvaxomepanuu. Ilo pesyromamam
00Ce008anUsl  NPUHUMAemcs  peuleHue 00 uHuyuayuu ouemomepanuu, papadbamvléaemcs

UHOUBUOYAIbHBLU NIIAH JIeYeHUsl U KemO2eHHblU payuoH [72].
Tloxazanus u npomueonoxazanus K Haswavenuio K/ npeocmasnenvt 6 npunodicenuu 4.

Coenacno pezynomamam NOCIEOHUX UCCAe008AHUL OUANA30H Npumensemvlx coomHuowenuti KJ[
cocmasnsiem 2-4,5:1. Kemoeennoe coomnowenue onpeoensemcs UHOUBUOYAILHO Ol KANCO020

nayuenma c yuemom ocobeHnocmell e2o kemozeneza u neperHocumocmu [2, 14, 24, 26, 32, 50].

o PexoMenayercsi Bcem mammeHTaM ¢ cuHapomoMm neduiura  Glutl, cobmrogaromum K/,
WHIMBUAYAJIbHBIA pacyeT KaJOPUMHOCTH JUETHl ¢ Ieibl0  O00CCTICUCHHMS  JTOCTATOYHBIX
HHEPTETUYCCKUX PECYPCOB JJIsi OOSCIEUeHHsI afeKBaTHOTO (PU3UYECKOTO PAa3BUTHUS U TIOJACPIKAHUS

HEO0OXOMMOTO YpOBHs KeTo3a [69, 72].
YpoBennb yoenureabHocTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 5)

Kommenmapuu: Duepeemuyeckas yeHHOCMb KemMO2eHHOU Ouemvl paccuumsléaemcs: UHOUBUOYAIbHO
OJIs1 Kanxico0020 NAyueHma ¢ yuémom 803pacma, YpPOosHs 08ULAMENbHOU AKMUBHOCIU U 0COOEeHHOCmell

memaboaumda.

IIpu ucnonvzosanuu KJ[ xanopuiinocme uacmo oecpanuuusaemcs oo 80—90% om cymounot Hopmbl
300p06020 HaceNeHuUs, 0OHAKO OOKA3AHHOU 3@ dexmusHocmu maxko2o pacuéma Hem u O0IbUUHCNBO

9KCNEPMOB NPeoOnoYumarom He 02panuyueams nocmynienue kanopui [69].

[na onpedenenus nompebHOCMU 6 dIHEPSUU MONHCHO OPUEHMUPOBAMbCS HA CPEOHECYmMOoUHble HOPMbl
Qusuonocuyeckux nompebHocmeti 8 3Hepeuu 0 300posvix demeti coenacho FAO/WHO/UNU 2001
(WHO Technical Report Series 17-24o0kt 2001), npedcmasnennvie 6 npunosicenuu 1'7 u I'10.



emsam co 3HauUmMenbHbIM O2paHudeHuem 08UAMenbHOl AKMUBHOCMU Ol pACYemad HepeemuyecKoll
nOMpeOHOCMU UCNONL3YEMC S UHOUBUOYATLHBIL pacdem NOmpeoHOCmuU 8 3Hepeull ¢ UCHONb308AHUEM

ypasrenus Lllogunoa [82] (npunosicenue I'15).

Moowcem 6vimo npedﬂoofceﬂo PABHOMEPHOE oenenue paccuumaHioco Koaudecmea Ka]l0p1/l1/7 6 medyeHue
aH}l, MOICHO Op2AHU306AMb OCHOBHbIE NpUuembvbl nuuju u ()Oi’lO]lHumefleble, MeHblelu 3Hepeemuwe01<0ﬁ

YeHHocmu u, coomeenicCneerHno, ¢ MEHbWUM KOJIUUECTEOM y2]l€60()06.

06 adexeamHomM NOCMYNJIEHUU KATOPULI CBUOEMeNbCMBYIOm memMnbl NPUOAGKU MACCbl meld U YPOEeHb

KEMmOoHOBblX méeil.

HocmynﬂeHue U30BIMOYHO20 KOUYECmEd IHeEP2UU CONPAINCEHO C BbICOKUMU npu6a6KaM maccevl meina u
CHUJICEHUEM Kenio3da, 6 mo 6pemMs KaK HeooCmamokx nocnynjierus KClJlOpuﬁ Moorecem cmambs nputmnoﬁ

361()8]79!6‘7(’1/! d)uS‘M'-leCKOZO paseumust u U30bIMOYHOLU KemMOHEMUU.

Koppem;uﬂ 3Hepeemuqea<0ﬂ UeHHocmu payuoHa ocyuiecmeiidemcia Ha o NpomANCEHUU ecell

ouemomepanuiu ¢ y4emom OUHAMUKU MACCO-POCMO8bIXx nokazameinei [72].

OL;@HKCZ ¢u3uqec7<020 paseunius npous*eodumc;z C yuemom UOeaIbH020 COOMHOUICHUS 660/603]961677’1 u

gec/pocm.

AHmponOMempuqec;cue UCCNIe008AHUS I’lpO@OOquC}Z oemsm nepeoco 200a JHCUBHU — echeHeaefleO,

oemsam 1-2-x nem sxcusnu — I paz 6 06e Hedenu, demsam ¢ 3-X 1em — eHcemecsiuHo.

o Pexomenayercsi Bcem mammeHTaM ¢ cuHapomoMm nedurura  Glutl, cobmromaromum K/,
WHIMBUIyaJIbHBIA Pacu€T MOTPeOHOCTH B OCJIKaxX, OCHOBAHHBINA HAa BO3PACTHBIX PEKOMEHIAIUSIX C

1eNbI0 00ecreyeHus aieKBaTHBIX TapaMeTpoB (husndeckoro pazpurus [69, 72].
YpoBenb yoenuTeabHOCTH pekoMeHaannii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTeJIbCTB — 5)

Kommenmapuu: Konuuecmso 6Genka 6 payuome He O00MNCHO OblMb Hudice 0OE30NACHO20 YPOBHS
nompeonenus. /[na pacuema nompedornocmu 6 oenxe oonvuvim ¢ GLUT 1 crnedyem ucnonvzosamo
sHauenus RDA (recommended dietary allowances — pexomendyemvie HoOpmbl NUMAHUA),

npedcmasnennsvie 6 npunoxcenuu I'Su I'10 [18, 58).

IIpu xknaccuueckoii KJ{ na oonto 6enxka 6 cpeonem npuxooumcs 5—15% om obwetl karopuvinocmu. Ilpu

MJIA konuuecmeo benka 0ocmamouno blcoko u cocmasisem 00 30% om snepeoyeHHocmu.

Ilpu 3a0epoicke pocma 0ns docmudiceHusi e20 A0eK8AMHbIX MeMNo8 YPOo8eHb nompedieHus OenKa

Koppexkmupyenmcs 6 CnNoOpOHY YeelUUEeHUA.

e Pexomenayercss BceM manueHtam ¢ cunapomoM aeduimurta Glutl, cobmogatomum  KJI,
WHIUBUIYaTbHBIN pacy€T MOTPEOHOCTH B KHPAX C yUYETOM SHEPreTHUYECKON IIEHHOCTH palMoHa C

LIETBI0 00SCIICUeHUS 3aJaHHOTO KETOTCHHOTO0 COOTHOIICHU [69, 72].

YpoBennb yoenureabHOCTH pekoMeHaanuii C (YpoBeHb 10CTOBEPHOCTH 0KA3aTEJIbCTB — 5)


https://cr.minzdrav.gov.ru/

Kommenmapuu: Knaccuueckaas KJ| ocrosana npeumywecmeeHHO HaA — OJNUHHOYENOUEUHbIX
mpuenuyepuoax (LCT — long chain triglyceride) u 6 xauecmee ucmounuxa H#upoe npeonoiazaem
UCNONL308AHUE HAMYPATLHBIX JHCUBOMHBIX JHCUPO8 U pacmumenvHulx macen. C pacmumenbHulMU
macnamu 0onxcHo nocmynams He Mmernee 60% owcupos. B 3asucumocmu om unOUBUOYANbHOL
NEePeHOCUMOCU U OCODeHHOCMell Kemoz2eHe3d Kemo2eHHOe COOMHOULeHUe MOdCem 3HAYUMETbHO
sapvuposams om ypoeusa 2:1 0o 4,5:1, coomeemcmeeHHO 0051 IHepeuu om HompeOleHUsT HCUPOB

cocmasensiem 70—90%.

IIpu MCT-0ueme 30—60% owcupos npedcmasneno cpeoneyenodeunvimu mpuenuyepudamu. MCT
obnaoarom cnocoOHOCMbIO CMUMYIUPOBAMb KEMO2eHe3, NOodMoMy OONycKaiomes 0bonee HuKue
3HAYEHUSI KeMO2eHH020 coomHoweHus (00 1:1) u, coomeemcmeenno, bonvuiee KoMU4ecmao y2ne8o0os.
IIpu smom y demeii maaowux eo3pacmuuix epynn MCT-Ouema yacmo conpogodcoaemcs A61eHUAMU
Henepenocumocmu co cmopounwl KKT, 6 ceasu ¢ uem oHa me HaszHauaemcsi 0emsm nepeo2o 200d
HCU3HU U paHne2o eospacma. B kauecmee ucmounuxa MCT ucnonvzyiomes cneyuanvhvie JHcupogvle
MOOYIU, a makxxce Kokocosoe macio (45% owcupos xomopoco npeocmasieno MCT). Brriouenue
CNeyUuanbHulX Mooyiel 0Oojiee ONpagoano, YYUmvléds BblCOKOe COOepHCaHUue 6 KOKOCOBOM MAcjle
HacvlueHHbIX KHcupos. Pasnuuus 6 knunuveckoti agppexmuenocmu knaccuuecxkou K/ u MCT-ouemor ne
yemanognensl [5]. Ilpu neobxooumocmu exmouenus: ¢ payuorn numanus MCT ucnonvzyiomes 6o 6ce

NPUEMbL NUWU OJI51 CHUINCEHUSL BOZMOICHBIX NOOOYHBIX 3hexmos [72].

Macno ¢ MCT makoice ucnonv3yemcs 6 kauecmsee komnonenma xaaccuyeckou KJ/[ ¢ yenvio ycunenus
Kemoeenesa, crhudcenus Haepysku Ha KKT, a maxoce cmumynayuu momopuku kuweunuxa. Obwee
konuuecmseo MCT, ne gvlzvisaroujee npobiem ¢ nepeHoCUMOCMbIO 8 PAHHEM 803pacme, He npesvlulaem

10-25% om cymounou kanoputinocmu [39].
s MAJ[ konuuecmeo scupoe cocmasnsem 60—65% suepeoyennocmu.

o PexoMeHnayercsi Bcem marmeHtam ¢ cuHiapomoMm aedurura Glutl, cobmromarormum KJI, pacuér
NOTPEOHOCTH B YIICBOJaX B 3aBUCUMOCTH OT BapuaHTa K]l n SHEepreTH4eckoi 1eHHOCTH palioHa

MUTaHUSA C 1eTbI0 00eCTIeueHus aIeKBaTHOTO KETOTCHHOTO COOTHOIIeHus [69, 72].
YpoBenb yoeaurteabHocTH pekoMenaanuii C (ypoBeHb T10CTOBEPHOCTH 10KA3aTeIbCTB — 5)

Kommenmapuu: B knaccuyeckou KJ| konuuecmeo yeneeo0os paccuumsieaemcsi nocie onpeoenenusl
CYMMApPHO20 KONUYecCmea OelKo8 U Yy21e80008 U 8blUemOM KOauuecmea Heobxooumozo oenxa. llpu
pacuéme Konuuecmea y2neso008, YVUUMbIBAIOM 6Ce BO3MONCHblE UCMOYHUKY, 6 MOM Yucjie
npucymcmsyrowue 6 hapunpenapamax. Konuvecmeo y2ne60006 paccuumvléaemcs Ha Kaxicovlil npuem

NUWU, UCXO0O05L U3 €20 BKIA0A 8 00UYI0 DHEP2OYEHHOCb.

Hna MJ[A oonycmumoe Koruuecmeo yene0008 6 cymku cocmasisiem 10—15% om snepeoyennocmu.
Pexomenoyemcs nocmenennoe 0ocmudiceHue HeoOX00UMO20 KOMUYeCmed Veneeo008 6 payuone,

Hayunas ¢ 10 epamm 6 cymku.

[onyckaemcs npumenenue noociacmumeneti 8 pe2iameHmupo8anivlx konuuecmeax [39].



Konuuecmeo yanee0006 paccuumuligaemcs Ha Kaxi#cowvlll NPUém Ui, UCXo0s U3 e20 8K1aoa 8 00uyio
9HepeoyenHocmsb payuona. Modxcem 6vimb npeonodceHo pasHomepHoe OeleHue 6 meyeHue OHs,
MOJICHO —~ Op2AHU306AMb OCHOBHLIE NPUEMbL NUWU U 66eCMU  OONOTHUMENbHLIN C MeHbulel

3Hepeemuqec1<oﬁ UEHHOCNIbIO U, COOmMEeniCni6eHHo, ¢ MEHbUIUM KOIUYUECNTIEOM y2ﬂ€80008.

o Pexomenayercst BceM namueHtaM ¢ cuHapomoM nedunmra Glutl mzberars npuema yrieBoa-
COZIEpIKaIIUX JICKAPCTBEHHBIX TMpENaparoB C MEIbI0 TMOJACPXKAHUS aJeKBATHOIO KETOT€HHOTO
COOTHOIEHU [92].

YpoBennb yoenureabHOCTH pekoMeHAanuu C (YpoOBeHb 10CTOBEPHOCTH A0KA3ATEJIbCTB — 5)

KOMMeHmapuu: no 603MOJCHOCMU, maxKue npenapanivl Heobx00UMoO 3aMeHMb ajlbmepHamueHblMU

eapuarnmamu be3 6KatoueHUs y2]l€60006.

o Pexomenayercsi BceM mamueHTamM ¢ cuHApoMoM aedurura Glutl, cobmomaromum K/,
MOJICP)KUBATh JIOCTATOUHBIM MUTHCBOW PEKUM C IEJIbI0 00ECIEeYeHUs aJCKBAaTHOTO BOJHO-

ANIEKTPOJIUTHOTO Oananca [69, 72].
YpoBennb yoenureabHOCcTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 5)

Kommenmapuu: Yuumvieas, umo KJ[ obradaem ouypemuveckum 3s¢hghexkmom, HeobOX00UMO
obecneuums 00CMAMOYHOe NOCMYNJIEHUE HCUOKOCU C Yelblo NPe0OmMEpauieHusi cUnocUopamayuu u
COA3AHHLIX C Hell MemabONUHecKux OCLONCHEHUU, 6 Nepeylo oYepedb CO CMOPOHbL NOYeK

(Hepponumuasza), a makaice Hapyutenutl momopuku XKT (3anopos).

IIpu xopowieii nepeHocumocmu Kemo2eHHOU Ouemvl O00blYHASL HNOMPEOHOCMb 8 HCUOKOCHU
paccuumuléaemcsi no Cymo4Hou KaioputiHocmu (006vem JHcuoKocmu/cym = He Menee KKau/cym, m.e.

1000 xkxan/cym — He menee 1 1 dcuOKoCmu 8 Cymku,).

IIpu nosviueHnbIX NOMePsX HCUOKOCMU €€ KOTUUECTN80 He0DXOOUMO KOPPEeKMUpo8ams (2unepmepmus,

psoma, ouapest u op.).

Heobxooumoe konuvecmeo nompeonsiemMou HCUOKOCMU 8 3A8UCUMOCIU OM 803pacma U eecd

npedcmasneno 8 npunodxcenuu 19.

o Pexomenayercs marmpieHTam 10 3-x net ¢ cunapomom Aeduinura Glutl ocyiiecTBiasTh BBEACHHE B
kinaccuueckyio KJ[ B ycioBHsAX cTanoHapa B CBSI3M ¢ HEOOXOIUMOCTHIO KBaJTU(UIIMPOBAHHOTO

MEJIMITUHCKOTO HAOIOIeHUS 3a raruenTamu [93, 96].
YpoBenn yoenureabHOCcTH pekoMeHaanuil C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 4)

Kommenmapuu: Bsedenue K/ 0emsam nepsvix 3-x 1em dHcusHU oCyuecmensiemcs UCKIIOUUMENbHO 8

cmayuonape. MJ/[A mooicem 6600umvcs 8 amby1amopHbIX YCI0BUSIX.

Beeoenue xemoeennoco payuorna ocyuiecmendaencia pasiudHoviMu cnocobamu. ﬂ]l}l 6blcmp020
00CMUICEHUS] mepanesmuiecKkoco YpO6HA KEemOHO6blX mejll MOoaHcent ObIMb UCNONB308AHA Kopomka:

201100Has naysa (He npesviwarouias 6 4acos), 3a Komopoti ciedyem OpobHoe (8 meuenue 2—3 Owuell)



88e0eHUe KeMO2eHHO20 DAYUOHA, HAYUHAS C 72 HeobX0OUMOU dHepeemuyecKkoll yeHHocmu. Taxoce
803modicHO 8gedenue KJ[ 3amenss no 1 npuémy nuwu 6 0enb Ha KemozeHHbvlll Kaxcovle 1—2 OHs. Pedice
UCNONL3YeMCSl NPO2PEOUEHMHOE NOBbIUEHUE KeMO2EHH020 COOmHoulenus payuona om 1: 1 (uwu 2: 1)
00 docmudicenuss HeooxXo0UM020 yposHs kemonemuu. CoomHouleHue U3MeHsAemcsl 8 3a8UCUMOCTU OM
COCMOAHUA U CaMO4y8Ccmeus pedeHka Kadxcovle 3—4 oua unu excenedenvho. K nedocmamkam
noCle0He20 8apuaHma OMHOCUMCS OOCIUNICEHUe MePAnesmuyeckoe0 KOpuoopa KemoHo8blX mei 6He
CMAayuoHapa, 4mo HexdcenamenbHo, Yuumoleas 603MONCHOCIb UHOUBUOYAIbHBIX HE2AMUBHBIX PeaKyull

Ha Kemaos.

3.2 CumnromMaTn4yecKasi Tepanus — MPOTHBONWIECNTHYECKHUE MPenaparbl

Ilpomusosnunenmuueckue npenapamor (I1311), kax npaeuno, Hespgexkmusnvr uru oarom
He3HauuUmenbHoe YIyuulenue npu Omcymcmeuu 1e4eHus ¢ NoMowblo KemoeenHou ouemol. Hexomopwie
I[IDI  mocym umems omHOCUMENbHbIE NPOMUBONOKA3AHUS NPU  HA3HAYEHUU 6 Kayecmee

conymcemsyroujei mepanuu y oemetl, Haxo0auwuxcs Ha Kemo2eHHo oueme.

o Pexomenayercsi marmenTam ¢ cuHapomom nedunmra Glutl mpu HemomHoM > dexTuBHOCTH K]
HazHauenue [IDI1 ¢ menpro CHIKEHHUS] YacTOThI AMIJIECNTHYECKUX MPUCTYNOB (B COOTBETCTBUU C

KIIMHAYE€CKUMH PEKOMEHIAIMSAMU 110 dmuiencun) [83].
YpoBennb yoenureabHOCTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 5)

Kommenmapuu: Hasnauenue I[I1011 yenecoobpasno npu HeOOCMamoyHoU 3@gdekmusHocmu

namozeHemuyeckou mepanuu — Kemo2eHHOU OUuemeul.

HpumeHeHue p}zda nponiueodnuienmuiYeCcKux npenapamos accoyuupyenicsi ¢ no8bluleHuem 4acnomasl

B03HUKHOBeHUSL N0OOUHBIX 3hpexmos K] u/unu chudicenuem ee s¢hgpexmusrocmu.

IIpuém uneubumopog kapboaneuopaszvl — ayemazonamuoa™*, monupamama™*, cynemuama moodrcem
3HAUUMENbHO Ycunusams ayuoos. Tonupamam™*, ayemaszonamuod™** u 30HUCAMUO NOBLIUAIOM PUCK
yporumuasza. CHudicenue s¢hghexmusnocmu  ouemomempanuu ommedeHo Ha Gone npuéma

namompuodncuna. Ilpuém eanbnpoesou kuciomol ** nosviuaem puck cenamomoxcuunocmu [26].

3.3 ConyrcrByromas tepanusi Ha (OHe NIPUMEHEHUS KETOTeHHOM THEeThI

Bumamunsl u munepanvnvle 000agku

e Pexomenayercs namueHtam ¢ cupapomoM aedunmra Glutl, naxonsumumcs Ha KJI, HazHauenue
MOJIMBUTAMUHOB B KOMOWHAIIMKM C MHUHEPAJIbHBIMH BEIIECTBAMHU C 00s3aT€IbHBIM MPUCYTCTBUEM
KOMILJIEKCa BUTAMUHOB IpylIibl B, npenaparoB ceneHa, mpenaparoB Kajblus, NIPenaparoB Kajus,
MarHus W JOIOJHUTENbHAsA JOTAalUsl BUTaMUMHA D M €ro aHajgoroB B BO3pPAaCTHOM JO3UPOBKE C

IETBI0 TPEIOTBpaIeHus qeuiura HyTpueHToB [69, 72].



YpoBenn yoenureabHocTH pekomenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 5)

Kommenmapuu: Payuon KJ[ ne ssnsemcs @uzuonocuyeckum u NOAHOYEHHBIM, 6 C6A3U C IMUM
HYJHcOaemcst 8 0ONOIHEeHUU NOTUBUMAMUHAMU U MUHEPATbHLIMU 000asKamu 8 hopme, He codeprcauyell

Y271€80008.

U3-3a oepaHuuenuss 6 payuoHe QpyKmos, o06owel, 3ePHO8bIX U NPOOYKMOS, O02amulX Kalbyuem,
nayuenmam, Haxoosuwumcsa Ha K/, nasnauarom nonusumamunsvl ¢ MUHEPANbHLIMU BeueCmeamu, He
cooeporcawjue yenesoovl. Yuumwieas, umo npooykmoul, ucnoavzyemvie npu K/, kax npasuno,
codepycam  HedocmamouHoe — Koiudecmeo —eumamuna D u  kameyus, a 'y Oemeli ¢
G apmaxope3ucmenmuol Inunencuell cyujecmayem puck Haaudus oeuyuma eumamuna D ewe 00
Hauana mepanuu KJ[ noxazano oobasnenue sumamurna D u e2o ananocoé 6 coomeemcmeuu ¢
pEeKOMEeHOYyeMOll 803pacmHoli Hopmou. Yacme dKcnepmos CcoOuliucs 60 MHEHUU 6 HA3HAYeHUU

nogviueHHbIX 003 sumamuna D u eco ananozos ceepx pexkomenoayuti RDA [69].

o Pexomenayercss mamueHTam ¢ cuHapomoM aAcdurnuta Glutl, mHaxomsmmumcs Ha K[, mpuém

JIEBOKAPHUTHHA C LI€JIbIO BOCIIOJIHEHHUSI €ro ypoBHs [91].
YpoBeHb yoeauTeJIbHOCTH peKkoMeHaanuu B (YpoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 3)

Kommenmapuu: /lemu paunezo 6ospacma, nayuenmol, nonyuaroujue hapmakomepanuio 6aibnpoesoli
Kuciomou**, umerowue oegpuyum maccoel mena u OaumenvHo coontooaouue KJ[ umerom nosviuierHuwll
pUcKk  opmuposanusi emopuuHozo Oegpuyuma Kaprumuua. Jlepuyum KapHumMuHa  Modcem
NPOAGNAMbCA  YIMOMIAEMOCbIO U  MBIUEYHOU C1aO0Cmblo, HO NpU 2MOM PeoKOo Npusooum K
HapywieHuro pabomel neYyeHu U CcepoeyHo-coCyOUCmou cucmemsl. Yuumuvléas HeoOX00UMOCHb
onumenvHoeo cobnodenus KJ/[ npu cunopome oepuyuma Glutl, nayuenmoi omunocamcs K epynne
pUCKa no 6mMopudHoMy Oepuyumy KapHUMuHa u Hyxcoaromcs 6 e2o oomayuu 6 oozupoexe 50-100 me/
ke/oenwv [107].

e Pexomenayercs namnuentam crapiie 12 et ¢ cunapomom nedunura Glutl, maxoasmumces na K/,
HazHaueHne GO04B IlpenaparoB [isi jedeHUs YpoJIOTMUECKUX 3a0oneBaHui moj KoHTposieM pH

MOUH C IIEJIbIO IPEOTBPAILIEHUS PUCKa pa3BUTUA HeponuTuasa [69, 72].
YpoBeHb yOeaAUTEJIbHOCTH peKkoMeHAaluu B (YpoBeHb 10CTOBEPHOCTH 10KA3aTENbCTB — 3)

I(ommeumapuu: cmoum ydumusledms noesbluleHUe puckd 603HUKHOBEHUS Me2anobnacmHol anemuu Ha

Gone npumeneHuss OGHHOU SPYNNbL NPENapamos 3a cyem CHUMCEeHUsl abcopoyuu @onuesoli KUciomol

[69].

3.4 O06ciienoBaHus nepea BBelecHHEM B KETOT€HHYIO THETY

Heobxonumpie oOcnenoBanus nepen BeenenueM B KJ[ onucansl B npuioxenuu [3. Pekomenayembrii

KOHTPOJIbHBIN KJIMHUYECKUA MOHUTOPUHT npu cobmonenun K/l npencrasien B npunoxeHusx 1’12 u
I'13.



3.4.1 JlaGopaTopHble HCCJIEIOBAHUSA HA HAYAJbLHOM JTalle KETOTeHHOM JTHEThI

e Pexomenayercs namuenTtam ¢ cuaapomoM aedunura Glutl npoBenenue o61iero (KIMHAYECKOTO)
aHaJlu3a KPpOBU pa3BepHyTOro nepen HadanoM K/ u, ganee uepe3 3 u 6 mecsueB nocie Hayana K1,
nanee — 1 pa3 B 6 MecsIleB ¢ 1EJIbI0 MOHUTOPUHTA COCTOSTHUSI M CBOCBPEMEHHOTO BBISIBIICHUS

BO3MOXKHBIX MPOTUBONIOKa3auuii [69, 70, 89].
YpoBennb yoenureabHocTH pekoMeHaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 5)

Kommenmapuu: nposoosm ucciedosanue ypogus odoue2o 2emo2ioouna, 3pumpoyumos, 1etikoyumoa,
mpomooyumos 8 Kpoeu, oup@epeHyuposantvlil noocuem JietKoyumos (JletkoyumapHas gopmyna) u
ucciedosamie CKOpoCmu 0CeOanust SPUmpoyumos. Amunuunvle 8apuaHmvl MeyeHus: 8 PeOKUX Cryuasx
MO2YM  CONPOBONCOAMbCS  2eMONUMuYeckol avemuell. HMccneoosanue npoeooumcss 6 npoyecce

OUHAMUYECKO20 HAONIOOEHUsl, YACMOmMAa ONpeoensemcs UHOUBUOVATbHO.

o Pexomenayercs namuentam ¢ cunapomom aeduuura Glutl npoBeneHue oomero (KIMHAYECKOTO)
aHanu3a Moun nepen HadaiaoMm KJ[ u nanee yepes 3 u 6 mecsaues nocne Hauana K/I, nanee — 1 pa3
B 6 MecsleB C LEIbI0 MOHUTOPHMHIA COCTOSIHUSI M CBOEBPEMEHHOTO BBISBJIECHUS BO3MOMKHBIX

npotuBonokazanuii [69, 70, 106].
YpoBennb yoenureabHOCTH pekoMenaanuil C (YpoBeHb 10CTOBEPHOCTH A0KA3ATEJIbCTB — 5)

Kommenmapuu: neobxooumvt suzyaibHoe ucciedosanue Moiu — yeem, npo3paiHocs, OnpeoeileHue
KOHYeHmpayuu B8000poOHbIX UOH08 (pH) mouu, onpedenenue yoenvnoco 6eca (OmMHOCUMENLHOU
NJIOMHOCMU) MOYU, OnpedereHue OeKa 8 Moue, UCCie008aHue YPOBHs 2NI0KO3bL 8 MoYe, 0OHAPYICeHUe
KEeMOHOBLIX Mell 8 MOUe, JHCETUHbIX NUSMEHMO8 8 Moye, UCCIe008aHue YPOsHs OUIUpyOuUHa 8 Moue,
obHapydceHue 2eMmo2100Una 8 Moue, UCCLe008AHUE YPOBH HUMPUMOE 68 Moue, MUKPOCKONUHUECKOe
ucciedosanue 0caoka ModUu — NUMentst, 1eUKoyumos, SPUmpoyumos, KpUcmaiios coietl, bakmeputl,
cruzu. Mccnedosanue npogooumcsi npu noCmManogke OuacHo3a u odauee 8 npoyecce OUHAMUYUECKO20

HAON00eHUsl, Yacmoma onpeoensemcs UHOUBUOYALbHO.

o PexoMeHayeTcsl MpOBEICHNE aHAIM3a KPOBH OMOXMMHUYECKOTO OOIIETEPAITEBTHYECCKOTO TTAIMEHTaM
¢ curgpomom aehunura Glutl nmepen Hauamom KJI u, manee, yepes 6 Hemenb mocie Havana K],
yepe3 3 m 6 MmecsueB, gaiee — 1 pa3 B 6 MecAIEB C IENbI0 MOHHTOPHHTA COCTOSHUS U

CBOEBPEMEHHOTO BBISIBJIEHUS] BOBMOXKHBIX MPOTUBONOKa3anuii [3, 69, 70, 72, 77].
YpoBennb yoenureabHocTH pekoMmenaanuii C (YpoBeHb J0CTOBEPHOCTH 10KA3aTEJIbCTB — 5)

Kommenmapuu: npu cunopome oegpuyuma Glutl naznauaemcs xemozenHas ouema, npu 66e0eHUU 8
KOmopylo, a makadce 6 npoyecce coOM00eHUss HeoOXOOUMO OYEeHUBAMb COCMOSHUE GHYMPEHHUX
opeanos. Heobxooumo nposecmu uccieoosanue yposHs obuje2o 6eika 8 Kpoeu, UcCcie008aHue YposHs
anbOyMuHa 8 Kposu, Uccie008aHue YpoGHs MOYEBUHbL 8 KPOBU, UCCIe008AHUE YPOBHS KPEAMUHUHA 8
KpO8U, UCCILe008aHUe YPOBHS MPULTUYEPUOOE 8 KPOBU, UCCIe008aHUe YPOBHS X0IeCmeputa 6 Kpoeu,
uccieoosanue YpoeHs XolecmepuHd JIUNONPOMEUHO8 HUZKOU NIOMHOCMU, UCCIe008aHUe YPOBH:
JTUNONPOMEUHO8 8 KPOBU, OnpedeieHue aKmusHOCmU WelouyHol gocamasvl 8 Kposu, UCCied08aHue

VYPOBHSL 00Uie20 OUIUPYOUHA 8 KPOBU, UCCIIe008AHUE VPOBHS CB0OOOHO20 U CEA3AHHO20 OUNUPYOUHA 8



Kposu, ucciedosarnue ypoeusa 25-OH eumamuna /] 6 Kposu, ucciedosanue ypoeus 2ni0K03bl 8 Kposl,
onpeoeiieHue aKmueHOCMU acnapmamamMuHompancgepasvl 6 Kposu, OnpeoeieHue aKmueHOCmu
ANAHUHAMUHOMPAHCHEpPasvl 8 Kposu, onpeoenenue aKmueHOCMU AMUNA3bl 8 KPOSU, UCCLe008aHUe
VPOBHSA HAMPUS 8 KPOBU, UCCIE008AHUE YPOBHS KAUSL 8 KPOBU, UCCIe008aHUe YPOBHI 00ue20 Kalbyus

6 Kpoe&u, uccneoosanue YPOBHA 061/[4620 MACHUA 6 CbIBOPONIKE KPOBU.

e Pexomenayercs mamuentam ¢ cunapomoM aepunura Glutl nposenenue VccnemoBanue ypoBHS
KaJIBLIUS, YPOBHSI MOYEBOM KHUCJIOTHI, YPOBHS KpeaTUHHHA B Moue nepen HayanoM KJI, motom uepes
3 u 6 mecsueB, nanee — 1 pa3 B 6 MeCSLEB C LETbI0O MOHUTOPUHIA COCTOSIHUSL U1 CBOEBPEMEHHOTO

BBISIBJICHUS] BOBMOKHBIX MPOTHUBOMNOKa3aHuii [3, 69, 70, 89].
YpoBenn yoenureabHOCTH pekoMenaanuii C (YpoBeHb JO0CTOBEPHOCTH J0KA3aTEJIbCTB —5)

Kommenmapuu: npu cunopome oedpuyuma Glutl naznauaemcs xemozenHas ouema, npu 68e0eHUU 8
KOMOopYIo, a makxdce 6 npoyecce COOMOOEHUsT HeOOXOOUMO OYEeHUBAMb COCMOSHUE GHYMPEHHUX

Op2AaHO8.

o Pexomenayercst BceM marueHTam ¢ cuaapoMmom neduimra Glutl oOHapykeHUE KETOHOBBIX TN B
MoYye WM OOHapy)XeHHE KETOHOBBIX TeJl B MOUYE€ HKCIPECC-METONOM ISl OLEHKH HUX HCXOAHOTO

YPOBHS IIepe] BBEICHUEM B KETOT€HHYI0 AueTy [39, 69, 72].
YpoBenb yoenuTeabHOCTH pekoMeHaaunii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB — 5)

Kommenmapuu: Ilpu cunopome oegpuyuma Glutl nasnauaemcs kemozennas ouema, npu 88e0eHuUl 8
KOMOpYIo, a makxdce 8 mnpoyecce cOOMOOeHUsT HeOOXOOUMO OYEeHUBAMb COCMOSHUE GHYMPEHHUX

Op2AaHO8.

o PexoMeHnayercsi BceM marmeHTam ¢ cuaapoMom neduinta Glutl u moaTBepKaAEHHBIM CHHAPOMOM
nedumura Glutl oOHapyXeHHE KETOHOBBIX TEl B KPOBH C ITOMOIIBIO CHUCTEMBI MOHHUTOPHHTA
TJTFOKO3bI/KETOHOB B KpoBu MBJI mis momamiHero WCmoiab30BaHUs I OLEHKH 3()(PEKTUBHOCTH
KETOT€HHOM JHEThl — OINpEeTICHUE NCXOAHOTO YPOBHS IMEpe] BBEACHUEM B KETOTCHHYIO TUETY U
nanee 2 pasza B cytku [39, 69, 72].

YpoBenb yoenuTeabHOCTH pekoMeHaannil C (ypoBeHb JOCTOBEPHOCTH J0KA3aTEJbCTB — 5)

Kommenmapuu: Kemonvr mooxcno uzmepams 6 kposu (naubonee ungopmamueno) uiu ¢ mode. Ha
HA4aibHOM 2mane Ouemsl PEeKOMEHOYeMmCs UMepeHue KemoHO8 8 KpPO8U C NOMOWbI CUCTHEeMbl
MOHUMOpUH2a 2NI0KO3bl/Kemonos 8 Kpoeu MBI/ 0ns domauwiHe2o ucCnoib308aHusi, NOCKOIbKY IMOM
memoo bonee moueH u He noodeepiceH dhpexmy pazsedenus MoUU Uil GIUAHUIO THOObIX 803MONCHBIX
UBMEHEeHULl BOOH020 20MeOoCmdasd, KOmopbvle MO2Ym OmMeuyamsCs Y MIA0eHYye8 Nepevbix Mecsyes
arcusnu. Kemonwi kposu cnedyem uzmepsams 08adxcobl 8 OeHb, cobupas obpaszey u3 naibya Uiy namKu.
Llenesoe 3nauenue kemonos 6 kposu na KJ[ (p-euopoxcubymupam) — 2—6 mmonv /1, 8 Mmoue
(ayemoayemam) — 8—16 mmonv/n [70].

[na oyenku s¢ppexmuenocmu KJ| Heobxooum pezynsipHulil CaMOKOHMPOb YPOBHS KEMOHOBLIX Meil 8

Kposu — 2 paza 8 CYmMKU C NOMOUbIO CUCTeMbl MOHUMOPUHEA 2NII0K03bl/KemoHo8 8 kposu HB/] ona



domauHe2o0 UCNONb308AHUS (annapam, JaHyemvl, mecm-noiocku). Tecm-nonrocku O0o0ndHCHbL ObIMb

coemecmumsvl ¢ annapamom onsl UusmepeHust YpoeHsa KemoHOeE.

o Pexomenayercst Bcem narueHTam ¢ cuaapomom aedunmra Glutl u moaTBep K AEHHBIM CHHIPOMOM
nedunuta Glutl uccnenoBanue ypoBHSI IIIOKO3bI B KPOBH C TOMOIIBIO CHUCTEMbl MOHUTOPHHIA
roko3bl UBJ] st omaiiHero Mcnosiib30BaHUs MM CUCTEMbl MOHUTOPUHIA IVIIOKO3bI/KETOHOB B
kpoBu UBJI mist nomaniHero Mcnoib30BaHus 7Sl OLEHKHA 3(PPEKTUBHOCTU KETOT€HHOM TUEThI —
nepes BBEJICHUEM B KETOTCHHYIO AUETY U Jajnee 2 pas3a B cyTku [39, 69, 72].

Yposennb yoenureabHOCcTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 0KA3ATEJIbCTB — 5)

Kommenmapuu: /[na oyenxu sgpgpexmusnocmu K/ neobxooum pezynsipHulil cCamOKOHMPOLb YPOBHSL
2NIOKO3blL 8 KPOBU — 2 paza 8 CYMKU ¢ NOMOWbIO CUCHEMbl MOHUMOPUH2A 2TIIOKO3bl/KEMOHO8 8 KPOsU
UBJ] ona domawineco ucnonv3osanus (annapam, jiaHyemol, mecm-noaiocku). Tecm-noniocku 00niCHbI

ObIMb COBMECTMUMBL C ANNAPAOM OJI5L UBMEPEHUSL YPOBHS 2HOKO3bL.

e Pexomenayercss BceMm mnanueHtam c cunapomoMm jAedpunurta Glutl nHa HavansHOM sTame KJ|
OIpeielIeHNEe KUCIOTHO-LIEJIOUHOTO COCTOSTHUS M ra30B KPOBU (UCCIIEZI0BAHUE YPOBHSI BOJOPOIHBIX
noHoB (pH) xkpoBu, uccieaoBanue ypoBHs Oy(hepHbIX BEUIECTB B KPOBH), YPOBHSI IJIIOKO3bI B KPOBH,
MCCJIeIOBAaHUE YPOBHS HATPUs B KPOBU, YPOBHS OOLIEro KaJbliMsl B KPOBH, YPOBHS Kajusl B KPOBH,
YPOBHSL XJIOPUAOB B KPOBH, HCCIIEIOBAHHE YPOBHS MOJIOYHOW KHCIOTBI B KPOBU C LEJBIO

JINarHOCTUKU MeTa0ONIMIeCKUX HapyIIeHui [69, 72].
Yposenn yoeaureabHOCTH pekoMenaanuil C (YpoBeHb 10CTOBEPHOCTH 10KA3ATEJIbCTB — 5)

Kommenmapuu: na smane 6sedenus kemozennou ouemvl 0anHvle napamempsl oyenusaromes 1 pas 6

1-3 Onus, danee npu cmabuILHOM Kemo3se no NOKA3AHUSIM.

3.4.2 UHCcTpYyMeHTAJIbHbIE HCCACTOBAHUS Iepe] HAYAJIOM TePAIlUU KeTOTreHHOM JueToi

o Pexomenagyercss BceM  mamueHTtaM ¢ cuHapoMmoMm  aedumurta  Glutl  mpoBenenue
anekTposHIedanorpaduu ¢ UEIbI0 BBISBICHHS SMUICOTH(POPMHON aKTUBHOCTH, OLICHKU CTETICHU

TSOKECTH 3a00JIeBaHUS Tepea HazHaueHueM U B mporecce KJI mus koHTpons e€ 3hdEeKTHBHOCTH
[13].

YpoBenb yoeauTeabHocTH pekoMenaanuii C (ypoBeHb J10CTOBEPHOCTH 10KA3aTeIbCTB — 5)

Kommenmapuu: 331" oonoicna 6vims npogedeHa Kak MUHUMYM 3a 3 mecaya 0o Haznavenus KJ/{, oanee

— nocie 00CMudiCeHUs YCMouuuU8020 ypo8Hs kemosa, danee — I paz 6 6 mecsyes.

o Pexomenayercss BceM  mamueHTaM ¢ cuHApoMoM  jgeduiuta  Glutl  mpoBeneHue
anekTpolHIedanorpadud ¢ BUACOMOHHUTOPHUHIOM IO €bl, BO BpPEMs W TOCJE IMpUeMa IHUIIUA C
IIETBI0 BBISIBIICHUS SMUICOTH(OOPMHON aKTUBHOCTH, OICHKH CTEIIEHU TSKECTH 3a00JIeBaHUS TIepe]
HasHadyeHWeM u B mporecce K| mins xonTpons e€ >PQGeKTHBHOCTH TIPH HEBO3MOKHOCTU

MPOBEJICHUS CTaHJAPTHOM (pyTUHHOMN) 3niekTposHIedanorpadpuu [73].

YpoBeHb yoeauTEeILHOCTH peKoMeHaaunii B (YypoBeHb J10CTOBEPHOCTH 10Ka3aTENbCTB — 3)



Kommenmapuu: ODOI" ¢ eudeomonumopuneom O00XHCHA ObIMb NPOBeOeHA NPU HEBO3MONCHOCHIU
npogedenus cmanoapmuou (pymunnot) 331" kak munumym 3a 3 mecaya oo nauana K/, oanee —

nocie 00CMudACeHUs YCMouuue8020 yposHs kemosa, daiee — I paz 6 6 mecsyes.

Y nayuenmos ¢ Glutl unmepuxkmanvrnas 331" obviuno 6 nopme. Ilo pezynemamam 931" uawe cezo
ONpeoensaomes MyIbmuoKalbHble CHatKk-80IHO8ble pA3PA0bl, NOIUCHAUK-BOIHO8blE pA3PSAO0bl U

6wzamepaﬂbH0 CUHXPOHHbLE.

Y mnaoenyes uawe pecucmpuyemcs pecuonanvrHoe sameonenue u dnuienmugopmmvle paspaovl. Y

Ooemell & go3pacme 08yX jlem u cmapuie Habaoaemcs 2eHeparu308aHHds CRAtK-80JIHA C 4acmomou
2,5-4 1Ty [27, 31, 74].

Mooicem nabnrooamucs 110001 mun npucmynoe, dauje ecmpedaronicsa ceHepalu3oeanHble nNoHU4YecKue

Uuiu KioHu4ecKue, Cl6CdHCbl, (])OKaﬂbele, MUOKJTIOHUYecKue, anorHu4decKue.

Baoicuvim  namoenomonuuHuiM npusHaKom 3abonesanuss A61emcs pezcpecc anuienmudecKux

npucmynoe u namolocudeCcKkux uzmenernuti no 331 nocne npuema nuuu.

o Pexomenayercsi BceM mammeHTam ¢ cuHapomoMm nedummra Glutl mpoBeneHne MarHUTHO-
pe3oHaHcHOU Tomorpaduu rosoBHoro mosra (MPT) roinoBHOro Mosra ajis onpeneiaeHus CTENeHU
TSOKECTH 3a00JieBaHus U AU(GHEepEeHINATBPHON TUaTHOCTUKN C HEHPOJETCHEPATUBHBIMU U IPYTHUMHU

3aboneBanusamu [13].
Yposens yoeaureabHOCTH pekoMenaanuil C (YpoBeHb 10CTOBEPHOCTH 0KA3ATEJIbCTB — 5)

Kommenmapuu:  KombunuposanHvllli  3HOOMPAXeANbHblll — HAPKO3 — UIU  KOMOUHUPOBAHHBIU
UHeANAYUOHHDIL HAPKO3 NO NOKA3AHUAM — NpumMeHenue nponogona** demsm cmapwe 1 mecsaya
JHCUBHU - C OCMOPONCHOCMbIO (cM. nodpaszoden 3.6) [75]. Maenumno-pe3onancras momoepaghus
nposooumcss ¢ Yeuvlo  UCKIOYEHUS. — CMPYKMYPHbIX — AHOMAIUL  20JI08HO20  MO32d U
Hetipomemabonuueckux 3abonesanutl. Ilpu Heluposuzyanruzayuu y nayueHmos ¢ CUHOpoMom oegpuyuma
Glutl 6 Oonvwuncmee ciyuaes He BbIAGIAIOMCA NaAmonocuyeckue usmeHenus. B psoe cuyyaes
ONUCAHBL: 2UnepuHmeHcusHulll cueHanr om U-o0Opa3HblX B0J0KOH, pacuiupenue nepusackyiapHuLX

npocmpancms Bupxosa-Pobuna, 3a0epoicka muenunuzayuu [71, 74].

o PexoMeHayeTcsi MpOBENCHHUE YIBTPA3BYKOBOTO HCCIICIOBAHUS TMOYEK MAIlUEHTaM C CHUHIAPOMOM
neurmura Glutl Ha KJ[ ¢ 1menpl0 MOHMTOPHHTA COCTOSHUS W CBOSBPEMEHHOTO BBISBIICHHS

BO3MOXHBIX MPOTUBOINOKa3anuu [69, 70, 72].
YpoBenb yoenuTeabHOCTH pekoMeHaannii C (ypoBeHb J0CTOBEPHOCTH J10KA3aTeJbCTB — 5)

Kommenmapuu: maxoce npu neobxooumocmu npogoosim YIbmpazeyKo8oe UCCIe008aHUe Op2aHOo8
OprowiHoti norocmu  (KOMRJIEKCHOe) U NOYeK NPOBOOUMCS C YeNblo UCKIIOUEHUs. CMPYKMYPHbIX
aHOMANUll, OnpeoeNeHUsi COCMOSHUA BHYMPEHHUX Op2aH08 neped HAYAIoM KemoO2eHHOU Ouemvl, d
makoice nocieoyrowe2o monumopunea. Mccneoosanue nposooumcs 0o ésederus 6 KJ/[, uepes 3 mecaya

u oanee 1 paz 6 6 mecayes (vawe — no noxkazauusim) [69, 72].



o Pexomenayercsi BceM mamueHTam ¢ cuHApomoM  nedummra  Glutl  peructpanus
AIIEKTPOKAPAUOTPAMMBI  IJIT  OIEHKM YacTOThl M PETYISIPHOCTH CEPJCYHBIX COKpPAIICHUMH,
BHYTPHUCEPJCYHOM TMPOBOAMMOCTH TIepe] BBEACHHEM B KETOTCHHYIO JHETYy, a TakkKe HuX
JlaJibHENIIero MOHUTOpUHTa [69, 89].

Yposenn yoeaureabHOCTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH A0KA3aTEJIbCTB — 5)

Kommenmapuu: uccneoosanue nposooumcs 0o esedenus 8 KJ[, uepes 3, 6 mecayes u danee 1 pas 6 6

mecAyes.

3.5 Tepanust no004YHBIX 3P PEeKTOB 1 OCTOKHEHUN KETOT€HHON AHEThI

Tabnuya 603mod2icHbIX NOOOUHBIX 3hpexkmos npu cobmodenuu K/, a maxoce ux npoguiaxmuxa u

KOppeKxyus npeocmasiena 6 npunodcenuu 1'14.

o PexomMeHnayercsi mamweHTaM ¢ cuHApoMoMm nedurnura Glutl B ciiygae rumepkeTOHEMHUU TPHEM

YIJIEBOJIOB C LIEJIbIO CHUYKEHUSI YPOBHS KETOHOB B KpoBH [71, 77].
YpoBeHb YOeAUTEIbLHOCTH peKoMeHAanuil B (ypoBeHb 10CTOBEPHOCTH 10KA3ATEJILCTB — 5)

Kommenmapuu: [losenenue o0vbiwiku, maxuxapouu, HaApacmauue COHAUBOCMU UNU CHYMAHHOCHIb
CO3HAHUS, NOGMOPHAS PBOMA MONCEM CILYHCUMb NPOSGIEeHUEeM SUnepKemoHemuu (OUa2HOCmupyemcs
npU NOBbIULEHUU YPOBHS KeMOHO8 8 Kposu cevbiuie 6 MmMoav/1). Takmuka 3aknouaemcs 6 npuéme 5 2
V2ne60008 U HOBMOPHOM MOHUMOPUH2Ee KEemOHO8bIX mel 6 Kposu uepez 15-20 mumnym. Ilpu

HeobXoo0umMocmu NPUém y2neeo008 ciedyem nosmopuma.

o Pexomenayercss manuentam ¢ cuHapomom aedunurta Glutl, maxomsmumcs na KJI, B ciygae
MOBBIIICHUS KETOHOB B KpOBU (B-ruapoKcuOyTUpaT BbIlle 6 MMOJIB/JT), B MOU€e (alleToarerar BhIIIe
16 MMONB/1) M MOSBICHUM MPU3HAKOB anuao3a (caadocTh, TOIIHOTA, (PPYKTOBBIM (KETOHOBBIN)
3amax B BBIJIBIXa€MOM BO3JlyXe, TaXUKaAPAUsl, TAXUITHOD) NEPOPATbHBINA MPUEM YITIEBOIOB B J03€ 2—
5 T C Uenbl0 CHIKEHUS YPOBHS KETOHOB IO IEJEBBIX 3HaueHUU (2—6 MMOJBL/1 B KpoBH, 8—16

MMOJIB/T B Moue) [71, 77].
YpoBenb yoeaureabHocTu pekoMmenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KAa3aTeILCTB — 5)

Kommenmapuu: Heobxooumo usmepums yposenvb kemonos uepes 15—20 munym nocine nedenus, eciu

pes3yabmamoe Hent — noemopums jledernue.

IIpu cuudicenuu ypoeus 2n10Kko3bl Hudice 3 MMOIb/1 HeobXxooumo ceazamucs ¢ epavom. Credyem oamb

pebenky 2—5 2 yeneeooos (50 mn gppyxkmosoeo coxa unu 100 mn monoxa,).

Ecnu  snuzooer uzbeimounoco kemosa aruaemcs  dacmao, Cﬂe@yem pacemompems  60npoc o

nepepacqé’me Keno-coOOmHOULEeHUAL.



o Pexomenayercsi mamuenTam ¢ cuaapoMom nedummra Glutl, HaxoasmMMcs Ha KETOTEHHOU ueTe,
B CJly4a€ BO3HUKHOBEHMS TMIIOIVIMKEMHUHU (YPOBEHb IIIIOKO3bl HMKE 2,6 MMOIIB/J) NEpOpaibHbINA

MPUEM YITIEBOJIOB B J103€ S5 T C LENBIO KOPPEKUUH rurnornukemud [77, 100].
YpoBennb yoenureabHOCTH pekoMeHaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3ATEJIbCTB — 5)

Kommenmapuu: [Iposecmu uccneoosanue yposHs 2ntoko3vl 8 Kpogu uepez 15—20 munym nocie

Je4YeHrusd, eciu pe3ylbmanios Hem — noemopunisv jledeHue.

Ecnu nepopanvbHulli npuem y2ne80008 HeGO3MONCEH, Y NAYUEHMA CYOOpo2U UNU OH HAXooumcs Oe3

CO3HAHUSL, PEKOMEHO08AHO 8HympueenHoe 8gedenue 10% p-pa oexcmposvl ** ¢ 0oze Sma/xe [77].
Ecnu eunoenuxemust ciyuaemest 4acmo — paccmompems 60Npoc 0 nepepaciéme Kemo-cooOmHOUeHUsl.

o PexoMeHayeTcsi MCCIICIOBaHUE YPOBHS TJIIOKO3BI B KPOBHM TaIlMeHTaM 10 18 JeT ¢ CHHApOMOM
nedunmra Glutl, Haxomsmumes Ha KJI, B ciydae pa3BUTHS META0OIUYECKOTO aIMa03a C IEbIO

ONpeIeNCHNs IPUYNHBI CABUTa KUCIOTHO-OCHOBHOI'O COCTOSIHUSA [76]
YpoBenn yoeaureabHOcTH pekoMeHaanuu C (YpoBeHb J0CTOBEPHOCTH 10KA3aTEJIbCTB — 4)

Kommenmapuu: maxowce uccrnedyrom ypoeenwv kemoHos 6 kposu. Eciu memabonuueckuti ayuoos
C8A3AH C eunoznuxemuer uiu uU3DbIMOYHLIM Kemo30M, JleueHue Hampus 2uopokapoonamom™**, rak

npaeuso, He mpe6yemc;1. ,Z]OCWZCZWIO‘IHO CKoppekmupoeantb YpOB€Hb 2IIOKO3bl U KEeMOHO8 6 KPOBU.

o Pexomenayercss manuentam ¢ cuHiapoMmom Aedunura Glutl, maxomsumumcs na KJI, B ciygae
pa3BUTHs META0OIMYECKOTO allu/103a, HE CBI3aHHOTO C TUIOTIIMKEMHUEH MITN U30BITOYHBIM KETO30M,
BBEJICHUE DPACTBOPOB, BIUAIOIIMX HA BOJHO-3JIEKTPOJIUTHBIA OanaHc, ¢ ILENbl0 KOPPEKLIUHU

MeTaboIMYecKuX HapyIeHuu [84].
YpoBenn yoenureabHocTH pekoMeHaanuu C (YpoBeHb J0CTOBEPHOCTH 10KA3aTEJIbCTB — 5)

Kommenmapuu: ona xoppexyuu oecuopamayuu, UHMOKCUKAYUU UCHONLIYIOMCA PACEOPbl HAMPUS]
auopokapoonama** (k00 ATX — B05XA), Kanus xnopuo+Hampus cuopoxapoonam+Hampus xaopuo.
Hampus euopoxapoonam** npumensiemces 6 ude 8,4% u 4,2% pacmeopa 011 yoobcmea nepepacuema
Ha mmonb NaHCO. Eeo dosuposka (Mmonw) onpedensiemcs no gopmyne: (-BE) x macca mena (ke) X
0,3. Kpome moeo, nayuenmam pexomeHOyemcs wjeiouyHoe numvé — pacmeop coovl uz pacuéma %s»—I

yaunas nodxcka Ha 200 mn 600bl, wjenouHvle MUHEePAaIbHble 800bL.

B 3asucumocmu om msowcecmu cocmosnus kadxcovie 60-12 uacos KOHmMpoiuposeams noxkasameiu

KUCJIONMHO-OCHOBHO20 COCMOAHUA KpOBU, YPOBHA HAMPUA U KAJIUA 6 KPOGBU.

Paccmompems  6onpoc 0 cHudcenuu 003bl  UAU  OMMeHe UHSUOUMOPO8  KapOOan2uopaszvl

(monupamam™*, 3onucamuo u ayemasonamuo**), ecau onu OvLIU HAZHAUEHDL paHee.

3.6 B3aumoneiicTBHe KeTOT€HHOM INETHI € JeKAPCTBEHHBIMU NMpenapaTaMu.



o Pexomenayercsi maruentam ¢ cuaapomoM aedunurta Glutl, saxogsmmmcs Ha K]I, orpannunts
Ha3HAuYCHHE JIEKAPCTBEHHBIX MPEMapaToB, COAEPKAIINX YIJIEBO/bI, U MUIIEBBIX 100ABOK B CBSI3H C

TIOBBIIIEHUEM PUCKA CHUKEHUS KeToHeMuu [69, 89].
YpoBennb yoenureabHOCTH pekoMeHaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3ATEJIbCTB — 5)

Kommenmapuu: Ilpu neobxooumocmu HazHaveHus OAHHbIX NPenapamos, peKoMeHO08aHO YUUMbIEANb
KOMUYeCmB80 Y2i1e680008, COOEPHCAUUXCA 8 Npenapamax, npu pacuéme O0OnyCmumo20 Koauyecmed

)/ZJZGGOOOG C Yyeivio obecneyeHnus a0eKeamHoll KemoHemuu.



4. MeaquuMHCKASA peadUIUTANMA U CAHATOPHO-
KYPOPTHOE JIeYeHH e, MeTUIIUHCKUE OKA3AHUA U
INPOTUBONOKA3aHNA K IPUMEHEHUI0 METO10B
MEIMIMHCKON peaduIuTaluu, B TOM YHUCJIe
OCHOBAHHBIX HA UCIOJIL30BAHUM NPUPOIHBIX
Je4eOHbIX (PAKTOPOB

Cneyuguueckoii peabunumayuu nayuenmam ¢ Oepuyumom Glutl ne mpebyemca. B kpye
pPeadbUIUMAayUOHHbIX MePONPUSIMULL MO2YM ObIMb BKIIOYUEHbL 3AHAMUSL C MEOUYUHCKUM HCUXOTO2OM,
OMObIX 6 CHEeYUANUIUPOBAHHBIX CAHAMOPUSIX, (A MAKICEe KIUHUKO-NCUXOI02UYECKAs. a0anmayus,
COYUATILHO-PEAbUIUMAYUOHHAL paboma ¢ y4acmuem CReyuaiucmos u COUYUAIbHbIX PAOOMHUKOS,
KYpCbl 00ujeco maccanca MeOuyuHcko2o. Basxcno npedomepamums 0CI0J4CHEeHUs U CHOCODCBO8AMb

WKOJIbHOU U UPOQbeCCMOHCUZbHOT;Z urmezpayuu, O6W€Hui0 CO ceepCcnHuKamu.

e PexomengoBanbl mamueHtaM c¢ cupapomoM aedpuimurta Glutl npuémel  (KoHCynbTaIuy,
TecTupoBaHue) (MEpBUYHBIE W  TMOBTOPHBIC)  MEAMIIMHCKOTO  TICHMXOJIOTa,  pa3paboTka
UHJAMBHUIyaJIbHOM IpOrpaMMbl J1e(DeKTONIOTUYECKOH peaduiIuTaluy, HEeWPOICUXOIOTHYeCKre
KOPPEKLIMOHHO-BOCCTAHOBUTEIBHBIE MPOLEAYPHI, KIMHUKO-TICUXOJIOTHYECKOE KOHCYJIBTUPOBAHUE
Ipy  HApYUICHUSIX TMCUXWYECKUX (yHKUUNA, HEUPONCUXOJIOTHYEeCKas peaduiIuTalus, IIKoia
TICUXOJIOTHYECKON TPO(DUIaKTUKK/peabuInTaluy ISl TAIIMEHTOB U POJACTBEHHUKOB JIJIS1 KOPPEKITUU

MICUXOJIOTUYECKOTO COCTOSIHUS TTPU HAJIMYMM TToka3zanui [39, 97, 98].
YpoBenb yoenuTeabHOCTH pekoMeHaannii C (YypoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB — 4)

Kommenmapuu: 'V nayuenmoe c¢ cunopomom Oepuyuma Glutl nabroodaemcs 3adeposcka
ncuxopeuego20 paszsumus, noseoeHyecKue HapyuwieHus, mpebdyloujue KOMHIEKCHO20 HAOM00eHus u
mepanuy MeOUYUHCKUX NCUXO0NI0208, 0eheKmono208, 6paveu @uauieckol u peadbuIumayuoHHouU

MeOuyuHbl/8pavelt no MeEOUYUHCKOU peadbuiumayuyl Uiy UCHOIHAIOUWUX UX DYHKYUU.

Ilcuxonozo-nedacoeuueckasn peaburumayus oemei N0OPOCMK08020 gospacma. OHU CMATKUBAIOMCS C
npoonemamu  nepuooa Noi08020 CO3PEBAHUS, KOMOPblEe CONPOBOHCOAEMC S CMpeMleHueM K
He3a8UCUMOCU, NPOMECMHbIM NOBEOCHUEM, d MAK’Ce NOO0BEPHCEHHOCMbIO GIUAHUSL CEEePCMHUKOS.
Omo nepuod uacmulx OmMKA308 NAYUEHMO8 NOOPOCMKO8 Om Ouemomepanuu, ynompeojieHus
NPOOYKMO8 CHeYUATUIUPOBAHHO2O NUMAHUSA, A MAKICE BbICOKO2O PUCKA NOMepU Memabdoauyeckoeo

KOHMPOJISL U NOJIHOU Ympamvl MeOUyuHcko2o Habnooenus [97].



S. IIpoduiaakTuKa ¥ AUCHAHCEPHOE HAOJIIOIEHHE,
MEIUIMHCKHNE NMOKA3AHUSA U POTUBOINOKA3AHUSA K
NMPUMEHEHHUI0 METOA0B NPOPHIAKTUKHA

5.1 IIpoduiakruka

e Pexomenayercs manuentam ¢ cuHiapomoM aedummra Glutl wim  ero  oduuMambHBIM
MPEICTaBUTENSAM MpUeM (OCMOTp, KOHCYJIbTALMsI) Bpada-reHETUKA MOCJE YCTAaHOBJIECHUS JIMarHo3a
IS TIOJTy4YeHUsI HH(GOPMAIMK O TEHETUYECKOM pUCKe, 00CYKIEHHS BO3MOKHOCTEH MpeHaTanbHOU U

MPEUMIIIAHTAIIMOHHONW TMarHOCTUKH [5, 14].
Yposennb yoenureabHOCTH pekoMenaanuil C (YpoBeHb 10CTOBEPHOCTH 0KA3ATEJIbCTB — 5)

Kommenmapuu: I[layuenmam c cunopomom Oepuyuma Glutl nokazano meouxo-ceHemuueckoe

KOHCYIbMmMUpoBsaHue C yejbro onpe()eﬂeﬂuﬂ CEHeMuU4eCcKoc0 npocrosa ON151 cembl.

B bonvuwuncmee cuyuaes 3abonesanue GO3HUKAEM BCIeOCMBUE 2emePO3UOMHOU MYMAYUU 6 2eHe
SLC2A1, soznukaroweti npeumywecmsenno de novo. Pexce (npumepno 6 10% onucannvix ciayuaes)
NPOUCXO0Um HACNe008aHUe NO AYMOCOMHO-OOMUHAHMHOMY MUNy, HNpu 3MOM Yy pooumens C
svisisnenHol namozennol mymayueii SLC2A1, o3moocna néekas gpopma 3abonesanusi. Bozmooichvim
obvsCHeHUeM 0Oonee MACKO20 (heHoOmuna Mmodicem OblMb CHUNCEHHAS AKMUBHOCMb 0OelK08020
npooykma 8cieocmeue mraneso2o mosauyusma [2]. Hmeromcs maxoce coodwenusi 0 peoxom

aymoCOMHO-peyecCu6HoOM HACIe008aHUU 3A00NE6AHUSL.

o Pexomenayercs netsm ¢ cuaapoMoM nedunuta Glutl mpoBeaeHre BaKIIMHAIIMA B COOTBETCTBUH C

HAIlMOHAJIBHBIM KaJICHAPEM C LIEJIbIO MPEI0TBPAlleHHs BAaKUMHOYIpaBisieMbix nHbekuit [105].
YpoBeHb yoenuTeJJbHOCTH 10Ka3aTeNbCTB C (YPOBEHb 10CTOBEPHOCTH PeKOMeHIAAUNH — 4)
KommenTapuu: npomusonokazanus onpeoensiromcs uHOUGUOYaiIbHO.

Cunopom degpuyuma Glutl ne agnsemcs npomuoONOKA3aAHUEM K NPOBEOEHUN0 8AKYUHAYUU OPYUMU

6AKYUHAMU.

5.2 IluctiancepHoe HaOJIKOIeHH e

KOHTpOJ'II) 3a JUHAMHUKOM ITOKa3aTeJIed MCXOHOTO O6CHCI[OB3_HI/I}I:

— ISl 1eTeil mepBoro roaa »ku3Hu: yepe3 1-1,5 mecsna nocne Hadana tepanuu K/I, nanee yepes 3

Mmec., 6 mec, 12 mec, nanee 1 pa3 B 612 mec.

— 171 aeTeil crapuie 2-x jet: yepe3 3 mec, 6 mec, 12 mec, nanee 1 pa3z B 6-12 mec. [69, 72].



o Pexomenayercsi BceM mammeHTam ¢ cuHapoMoMm gAedunurta Glutl mpoBemenune oOIIero
(KTMHUYECKOTO0) aHajdu3a KpPOBU pa3BEpHYTOro (MCCJEIOBaHHWE YPOBHsI OOIIEr0 TeMOIo0WHa,
SPHUTPOIUTOB, JCHKOIIUTOB, TPOMOOITUTOB B KPOBH, JU(PPEPCHIMPOBAHHBIN MMOACUYET JICHKOIIMTOB
(nreiikonuTapHas QGopMynia) M HCCICIOBAHWE CKOPOCTH OCEHAHUS DPUTPOIMTOB) ST OIEHKH
OCHOBHBIX MapaMeTPOB KPOBETBOPEHHUS W HAIMYHWS BOCIHATUTEIBHBIX MPOIECCOB MEpe]] HaYaIoM
K1 uepe3 3—6—12 mecsies nocne Hayana K/I, nanee — 1 pa3 B 6 mecsues [69, 70, 89].

YpoBennb yoenureabHOCTH pekoMeHaanuil C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 5)

Kommenmapuu: Amunuunvie eapuanmsl meuenus 6 peoOKUX CAYYAsX MO2YM CONPOBOHCOAMbCSL
eemonumudeckou auvemuel. HMccrnedoganue nposooumcs 8 npoyecce OUHAMUYECKO20 HAOI00eHUs,

yacmoma onpeoensiemcs UHOUBUOYATILHO.

e PexomeHnayercst BceM MalMeHTaM C KIMHUYECKUMU MposBICHUAMH cuHapoma aedunura Glutl
MpOBeACHUE O0IIEro (KIMHUYSCKOT0) aHAIN3a MOYH JIJIsS OIICHKH OOIIMX CBOMCTB MOUYM M HAJIHYHUS
BOCHAJIMTENIbHBIX TIpouieccoB nepen Hayainom KJI, wepes 3—6-12 mecsues, nanee — 1 pa3 B 6
MmecseB [69, 70, 89].

YpoBennb yoenureabHOCcTH pekoMeHaanuii C (YpoBeHb J0CTOBEPHOCTH 10KA3aTEJIbCTB — 5)

Kommenmapuu: neobxooumsl uzyaibHoe ucciedos8anue Moiu — ysem, npo3pasHoCcms, OnpeoeieHue
KOHYeHmpayuu 8000poOHbIX UOH08 (pH) mouu, onpedenenue yodenvnoeo eeca (omuocumenbHOU
NI0OMHOCMUL) MOYU, OnpedeleHue beika 6 Moue, UCCIe008anue YPOBHs 2NI0K03bL 8 MOYe, ODHAPYIICeHUe
KEeMOHOBLIX Mell 8 MoUe, JHCETUHbIX NUSMEHMO8 8 Moye, UCCLe008aHUe YPOSH OUIUPYOUHA 8 Moue,
0OHapydiceHUue 2em02100UHa 8 Moue, UCCLe008AHUE YPOBHI HUMPUMO8 6 MOoue, MUKPOCKONUUECKOe
uccnedosane 0caoka Mo4Uu — MUMenUst, 1eUKOYyumos, SPUmpoyumos, KpUcmauiilos coietl, bakxmepuil,
cruzu. Mccneoosanue npoeooumcsi npu noCmanoske OuacHo3a u oanee 8 npoyecce OUHAMUHLECKO20

HAONOO0EHUsL, YaCcmoma onpeoesiemcs UHOUBUOYATbHO.

e Pexomenayercsi BceM MNalMeHTaM C KJIMHUYECKMMHU MPOSBICHUAMU cuHApoma nedunurta Glutl
MIPOBEJICHUE aHali3a KPOBU OMOXMMHUYECKOTO OOLIETEParieBTUYECKOTro MJi OLEHKH (yHKUUN
BHYTPEHHHX opraHoB nepen Hadanom K1, uepe3 3—6—12 mecsues, nanee — 1 pa3 B 6 mecsiues [3,
69, 72, 77].

YpoBenn yoenureabHOCTH pekomenaanuii C (YpoBeHb 10CTOBEPHOCTH J0KA3ATEJIbCTB — 5)

Kommenmapuu: Ilpu cunopome oegpuyuma Glutl nasnauaemcs kemozennas ouema, npu 68e0eHuUU 8
KOmopylo, a makdxice 6 npoyecce cOONOO0EHUs HEoOXOOUMO OYeHU8Amsb COCMOAHUE GHYMPEHHUX
opeanos. Heobxooumo nposecmu ucciedosanue yposHs oouje2o b6eika 8 Kpoeu, Uccied08anue YposHs
anvbOyYMUHa 6 Kposu, Uccile008aHue YpO8Hs MOYEBUHbI 8 KPOBU, UCCLe008AHUE YDOBHS KPeAMUHUHA 8
KpO8U, UCCLe008AHUE YPOBHS MPULTUYEPUOOE 8 KPOBU, UCCIe008aHUe YPOBHS XOeCeputa 6 Kpoeu,
uccne0osanue YpoeHs XONecmepuHa JIUNONPOMeUHo8 HU3ZKOU NIOMHOCMU, UCCLe008aHUE YPOBHS
JTUNONPOMEUHO8 8 KPOBU, OnpedeneHue akmusHOCmu welouyHol gocamasvl 8 Kposu, Ucciedo8anue
Vpo8Hs 00ue20 OUIUPYyOUHA 8 KPOBU, UCCIe008aHUe YPOBHI CB0D0OH020 U CEA3AHH020 OUTUPYOUHA 8

Kposu, ucciredoganue ypoeusa 25-OH eumamuna /] 6 kKposu, ucciedosanue ypoeHs 2110K03bl 8 KpOsU,



onpeoenenue aKmMusHOCMU ACNAPMAMAMUHOMPAHCHepazvl 6 Kposu, OnpedeleHue aKmueHOCmu
ANAHUHAMUHOMPAHChepasvl 6 Kposu, onpeoeiieHue aKMusHOCMU AMULA3bl 8 KPOBU, UCCIe008aHUe
VPOBHS HAMPUS 8 KPOBU, UCCIE008AHUE YPOBHS KAUS 8 KPOBU, UCCIe008aHUe YPOBHI 00ue20 Kalbyus

6 Kpoeu, uccieoosatie YPOG6HA 061/14620 MACHUA 6 CblBOPONIKE KpOoBU

o PexoMeHnayercsi BceM MmarMeHTaM C KIMHUYECKUMHU MpOsiBICHUs MU cuHapoma neduiura Glutl
MPOBEACHUE HCCIIEIOBaHNEe ypoBHS (Gochopa B MoYe, YPOBHS KaJbIlMSI B MOUYE, YPOBHS MOUYCBOM
KHUCJIOTBI B MOYE, YPOBHSI KpeaTMHHMHA B MOY€, YPOBHS Kajusi B MOY€, YPOBHSA HAaTpusi B MOYE,
KETOHOBBIX TEJI B MOYE€, YPOBHS XJOPHUJOB B MOY€ JJIsi OIEHKH (DYHKIIMI BHYTPEHHUX OPraHOB

nepen Hayanom KJ[ uepe3 3—6—12 mecsueB nocie Hadana K/I, nanee — 1 pa3 B 6 mecsies [69, 89].
YpoBenn yoenureabHOCTH pekomenaanuii C (YypoBeHb 10CTOBEPHOCTH J10KA3aTEJIbCTB — 5)

e Pexomenayercsi: nmampieHTam ¢ cuajapoMmom aedunura Glutl, naxogsmmmces Ha K], uccnenoBanue
ypoBHsi 25-OH Butamuna /| B kpoBH B KpoBU | pa3 B 6 MecAleB C IENbI0 CBOEBPEMEHHOTO

BBISIBJICHUS €ro AeduinTa u afeKBaTHOU Koppekuuu [69, 72].
YpoBenb yoenuTeabHOCTH pekoMeHaannii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTeJIbCTB — 5)

o Pexomenayercst BCeM MalMEHTaM C KIMHMUYECKUMU MPOsBIECHUAMU cuHjpoMa neduuura Glutl u
MOJATBEPKAEHHBIM cuHApoMoM Jeuiinra Glutl oOHapykeHne KETOHOBBIX TEJl B KPOBU C TOMOIIIBIO
CUCTEMbl MOHUTOPUHTA TJIIOKO3bI/KETOHOB B KpoBW MBJl nmns gomairHero MCHojib30BaHMsS st
olileHKH 3(h(PEeKTUBHOCTH KETOTEHHON TUETHl — OMpEesIEHNEe UCXOJHOTO YPOBHS Mepe]] BBEICHHUEM

B KETOTEHHYIO JIMETY U Jajiee 2 pa3a B CyTkH [39, 69, 72].
YpoBennb yoenureabHocTH pekoMmenaanuil C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 5)

Kommenmapuu: Kemonvr moodxcno uszmepams 6 kposu (naubonee ungopmamueno) uiu ¢ mode. Ha
HA4anbHOM smane Ouemvl DPEeKOMEHOVemcs UMepeHUue KemoHO8 6 KpPOBU C NOMOWDbIO CUCHEMbl
MOHUMOPUH2A 2I0KO3bl/KemoH08 6 Kpoeu MBI Ons domawne2o ucnonv308anus, NOCKOIAbKY MOM
memoo bonee moueH U He Nood8epiceH dpexmy pazeedeHus MoUUu Ul GIUAHUIO THOObIX B03MONCHBIX
UBMEHeHUll B0OH020 20MeOoCmdasd, KOmopbvle MO2Ym OmMeyamsvcs )y MIA0eHye8 Nepevbix Mecsayes
orcusHu. Kemonwl kposu ciedyem uzmepsamos 08axcovl 8 0eHb, cooupas obpasey uz naivya uil namku.
Llenesoe 3nauenue xkemonos 6 kposu na KJ[ (p-euopoxcubymupam) — 2—6 mmonv /1, 8 moue

(ayemoayemam) — 8—16 mmonv/n [70].

Ina oyenku s¢pgpexmusnocmu K/ neobxooum pe2ynsipuviii CamMOKOHMPONb YPOBHS KEMOHOBbIX Mmell 8
Kpoeu — 2 paza 6 CYmMKU C NOMOWbIO CUCTEMbl MOHUMOPUHEA 2NII0KO3bl/KemoHo8 8 kposu HB/[ ona
oomawine20 UCNONb308AHUS (annapam, JaHyemsl, Mmecm-noiocku). Tecm-nonrocku 00adcHbl ObimMb

COBMECMUMbBL C annapamom Ois UsMepeHus YPO8HsL KeMoHO8.

o PexoMeHayeTcsi BceM TMalMeHTaM ¢ KIMHUYECKUMU MPOSBICHUAMH cuHIpoMa nedunuta Glutl u
MOATBEPKIEHHBIM cuHApoMoM aedunmra Glutl wmccnemoBanwe ypoBHS TIIFOKO3bI B KPOBH C
MMOMOIIBI0 CUCTEMBI MOHUTOpHHTA NIOKO3bl UBJl 1 qomMamiHero Mcnosib30BaHUsI UM CUCTEMBI

MOHUTOPHHTA TJIIOKO3bI/KETOHOB B KpoBu WBJl nmis momamniHero MCHoJib30BaHUS JJIsE OIEHKH



3 PEKTUBHOCTH KETOT€HHOM TMeThl — Iepell BBeJEHUEM B KETOICHHYIO TUETY U jJajiee 2 pasa B
cytku [39, 69, 72].

YpoBeHb yoeauteabHocTH pekoMenaanuii C (ypoBeHb J10CTOBEPHOCTH 10KA3aTeIbCTB — 5)

Kommenmapuu: J[ns oyenxu sgppexkmusenocmu K/ neobxooum pezynsipHulii camOKOHMPOLb YPOBHSL
2NIOKO3bl 8 KpOBU — 2 paza 6 CymKu ¢ NOMOWbIO CUCEMbl MOHUMOPUH2A 2IIOKO3bl/KEMOHO8 8 KpOGU
HUBJ] ons oomawnezo ucnonv3o8anus (annapam, 1aHyemol, mecm-noaiocku). Tecm-nonocku 0onxicHbl

ObIMb COBMECMUMDbL C annapamom onsl usmepeHust YpoeHA cJIFOKO3bl.

o PexomMenayercsi BceM marmueHTaM ¢ cuHApoMoM  Aedmmmra  Glutl  mpoBeneHume
anekTposHIedanorpaduu ¢ 1EIbI0 BBISIBICHHS SMUICHTH(POPMHON aKTUBHOCTH, OIICHKH CTETICHH

TSOKECTH 3a0o0JieBaHMs Tepea HazHaueHueM u B mporecce KJI nms koHTpoms e€ 3hdeKTuBHOCTH
[13].

YpoBeHnsb yoeaurenbHocTu pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH J0KA3aTeJIbCTB — 5)

Kommenmapuu: 531" oondicha Ovimv nposedena kak MuHumym 3a 3 mecaya 0o naswavenus K/, oanee

— nocie 00CmudICeHUs: YCMmoudueo2o yposHs kemosa, oaiee — I paz 6 6 mecsyes.

o PexoMenayercsi BceM  marmueHTaM ¢ cuHApomMoMm  Aedwummra  Glutl  mpoBeneHume
aneKTpodHIedaorpadu ¢ BUACOMOHHUTOPHHIOM J0 €bl, BO BpPeMs W TIOCJE TMpHUeMa IHIIA C
[IEJTbI0 BBISIBICHHS SMUAICOTH(GOPMHON aKTUBHOCTH, OIIEHKH CTEIICHU TSHKECTH 3a00JIeBaHUS TIEpeT
HazHaueHneM © B mponecce KJI mus xoHTpons €€ A(PPeKTMBHOCTH TIPU HEBO3MOXXHOCTH

MPOBEACHUS CTAHIAPTHOM (PyTHHHOM) 3iIeKTpo3HIedamorpaduu [73].
YpoBeHb yOoeauTEJIbHOCTH pekoMeHaanuil B (YypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 3)

Kommenmapuu: O3 ¢ eudeomonumopunzom 0o0axcHa Ovlmb HpPOGeOeHd NPU HEBOIMONICHOCTIU
nposedenus cmanoapmuou (pymunnou) I3 kak munumym 3a 3 mecaya oo navana KJ[, danee —

nocie 00CMUNICeHUs YCMou4uu8020 ypoeus kemosa, daniee — I paz 6 6 mecsyes.

Y nayuenmos ¢ Glutl unmepuxmanvnas 331" obviuno 6 nopme. Ilo pezynemamam I3 uawe ececo
ONPeOensiomecs MyIbmuoKaIbHble CHAUK-BOIHO8bIE pPA3PAO0bI, NOIUCHAUK-BOIHO8blE pPA3PA0bL U

6wzamepaﬂbno CUHXPOHHbLE.

YV mnaoenyes uawe pecucmpupyemcs pezuonaibHoe 3ameodnenue u dnuienmupopmuvle paspaosi. Y
Ooemeil  gospacme 08yX jem u cmapuie Habaooaemcs 2eHepatu308aHtds CRAtK-80IHA C 4acmomou
2,5—4 1y [27, 31, 74].

Mooicem nabnrooamucs 110001 mun npucmynoe, dauje ecmpedaronicia ceHepaiu3o6anHble nNOoHU4YecKue

uiu KioHuvecKue, a6CGHCbZ, d)OK(lJleble, MUOKJTIOHUYecKue, antoHu4decKue.

Baoicnvim  namoernomonuyuHuIiM npusHaKom 3abone6anust  A611emcs pezcpecc anuienmudecKux

NPUCMYNO8 U Namoao2uyeckux uzmenenuu no 331 nocine npuema nuwyu.



o Pexomenayercsi BceM mamuweHTam ¢ cuHapomoMm nedummra Glutl mnpoBeneHne MarHUTHO-
pe3oHaHCHOM ToMorpaduu rosoBHoro mosra (MPT) ronoBHoro Mosra uist ONpeAesieHns CTENEeHU
TSOKECTHU 3a00JeBaHus U AU PepeHIINAIbHON JUATHOCTUKY C HEHPOAETeHEPaTUBHBIMU U APYTUMU

3a0omeBanusamu [13].
Yposenn yoeaureabHOCTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH A0KA3aTEJIbCTB — 5)

Kommenmapuu: macnumno-pesonancnas momozpagpus nposooumcs ¢ Yeuvlo  UCKIIOYEHUs
CMPYKMYPHBIX — AHOMAAULL  20N08HO20 MO32a U  Helipomemabonuueckux 3aboneeanuil. Ilpu
Heuposusyamuzayuu y nayuenmos c¢ curnopomom oeguyuma Glutl 6 Oonvuwuncmee ciyuaes He
BbIAGIAIOMCS NAMOLOSUYECKUe UsMeHeHUst. B psde ciyuaes onucanvl: eunepuHmeHCUSHblil CUSHAL OMm
U-0bpasnblx 6010KOH, pacuiupenue nepusacKkyisapHulx npocmpancmé Bupxoea-Pobuna, 3a0eporcka

muenunuzayuu [71, 74].

° PeKOMeHZIyeTCﬂ IMMPOBCACHUEC YJIBTPA3BYKOBOI'0 HCCJIICAOBAHUWA IMOYCK IMAMCHTAM C CHHIAPOMOM
I[e(bI/IHI/ITa Glutl JI1 OOCHKHU HMCXOJHOTI'O COCTOSAHMA BHYTPCHHHUX OpPraHoOB IICPC BBCIACHHCM B

KETOTeHHYIO JUETY, a TAKXKE UX JajbHEWIIero Mouutopunra [69, 70, 72].
YpoBennb yoenureabHOCcTH pekoMeHaanuii C (YpoBeHb J0CTOBEPHOCTH 10KA3aTEJIbCTB — 5)

Kommenmapuu: maxoice npu Heobxooumocmu npogoosim YIbmpazeyKo8oe UCCIe008aHUe OP2aAHO8
oprownot nonocmu (komniexcroe), Y3U opeanos OprowiHot norocmu u novex nposooOUmMcst ¢ Yeivio
UCKTIIOHEHUsL CMPYKIMYPHBIX AHOMATUL, ONpeOeetuusi COCMOIHUSL BHYMPEHHUX OP2aAHO8 Neped HAYaIoM
Kemo2eHHOU Ouemvl, a Mmakdce nocieoyruezo MoHumopunea. Hccnedosanue nposooumcs 00

sseoenus 6 KJ[, uepes 3 mecaya u oanee 1 pasz 6 6 mecayes (vawe — no noxazanusam) [69, 72].

o Pexomenayercss BceM  mamueHTam ¢ cuHApomoM  nedummra  Glutl  peructpauus
AIIEKTPOKAPAUOTPAMMBI U1l OLEHKM YacTOTbl M PETYISIPHOCTH CEPJCYHBIX COKpPAICHUIH,
BHYTPHUCEPJICYHON TIPOBOAUMOCTHA TIEpel BBEJECHHWEM B KETOTEHHYIO JHETy, a Takke WuX

JlanpHeiero Mouutopunra [69, 891.
YpoBensb yoeauteabHocTu pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeILCTB — 5)

Kommenmapuu: Viccneooseanue npoeooumcs 0o eeedenus 6 KJ[, uepez 3 mecaya u odanee Ipaz 6 6

MecAyes.

o Pexomenayrorcss mammeHntam ¢ cuHapomom gedunmra Glutl, nHaxomsmmmces nHa K[, mnsa
HaONIONEHHUS] TPUMEHSATh MYJIBTUIUCIMUIUVIMHAPHBIA TOAXOJ BBHAY TOTO, YTO 3a0oJieBaHUE
XapaKTEPU3YETCs MOPAKCHUEM MHOTHX OPTaHOB M CHCTEM, TPeOyeT KOMIUICKCHOM Teparmuu, 9TO
JTUKTYEeT HEOOXOAUMOCTh COBMECTHOTO BEACHHS TMallMEHTa CIEeNHUATIMCTaMU pa3HbIX mpodueit [3,
69, 72, 85].

YpoBenb yoeauteabHocTH pekoMenaanuii C (ypoBeHb J10CTOBEPHOCTH 10KA3aTeIbCTB — 5)

I(wmuenmapuu: NOKA3aHbl NnepsuvdHvle U NOBMOPHble KOHCYIbmayuu epavda-ceHeniuka, epada-

opmanomonoca,  6pava-Hesponoea, - paAvA-OUEmMoNo2d,  8pPAYA-2ACMPOIHMEPONo2d,  8paAyd-



9HOOKPUHOI02A, — 8pava-Kapouonoea, 6paia-oemckoeo Kapouonozd, 6pava-xHegponoea, epaya-
neouampa/épava-mepanesma/spaia oobwjel npakmuku (cemeuno2o 8paya), a makace epadei Opyeux
cneyuanivbHocmeti nayuenmam ¢ cunopomom oegpuyuma Glutl, naxooswumca na KJ[, umerowum

Hapyuienust YYHKYuti coomeemcmeayoumux opeaios u Cucmem



6. Opranuszanus oKa3aHusl MeJJUIUHCKON IMTOMOIIH

ITaruenTam ¢ Glutl, B 3aBUCUMOCTHU OT HeO6XOI[I/IMOCTI/I, MOJKET OBITH OKa3aHa MCIAHNIIMHCKAA ITOMOIIIb

100010 BHIa, YCIOBUH, (hOpPM, MPETyCMOTPEHHBIX 3aKOHOAATEILCTBOM Poccutickoit deaeparuu.

Benennem mammientoB ¢ aeduiutom Glutl 00bdHO 3aHMMAETCsI Bpau-HEBPOJIOT, Bpayu-AHETONIOT, Bpad-
racTpO’HTEPOJIOT, Bpay-NeuaTp/Bpad-TepanenT, a TAKXKE APYTH BPAaYU-CIIELIUATIUCThI, UMEIOLIUE OIBIT

BeJIeHMsI arueHToB ¢ aedururom Glut.
Yarme rocnutanu3amys OCyIeCTBISETCS B HEBPOJIOTUUECKOE OTCIICHHUE.

Heobxonumbie 0CMOTpBI Bpadeil-crielIMaarucToB, 1a0OpaTOPHbIE U MHCTPYMEHTANIbHBIE 00CIeI0BaHuUs

U PEKOMEHIyeMasl 4acToTa UX MPOBEJICHHs MIPE/ICTABICHBI B pasjeie 5.2

IToxazanus gy MIaHOBOM roCHUTAIN3AIUN:

- [IpoBeaeHMe MMarHOCTUKY U JICYCHUS, TPEOYIOIINE KPYTIIOCYTOYHOTO MEAUIIMHCKOTO HAOMIOACHMS;
- Cocrostaue, TpeOyroIIee aKTUBHOTO JICYCHUS U KPYTIIOCYTOYHOTO MEIUIIMHCKOTO HAOMIOCHNS,

- Cocrosinue, TpeOyrollee MpoBEICHUSI BBICOKOTEXHOJOTUYHBIX METO/IOB JICUCHHUS;

- HeoOxommMoOCTh TIPOBEACHUS PA3IMYHBIX BUIOB IKCIIEPTH3 WIIM OOCICAOBAHUS B MEIMITMHCKOM
OpraHW3allid TPH HEBO3MOXHOCTH TMPOBEACHHUS WX B aMOyJIaTOPHBIX YCIOBHSIX, TpPEOYIOIMIMX

JUHAMUYECKOTO HaOIIoAeHUs (B TOM 4Kciie OpOpMIICHUE 3aKI0UeHUS (PeAepaTbHOTO KOHCUIMYMA).
[TokazaHust 1711 HEOTIIOKHOM / SKCTPEHHOM TOCIUTATN3AIIH:

- OcTpsie 3a00J€BaHMS;

- O6ocTpeHuss XpOHUYECKUX OOIe3HEH;

- OrtpaBneHuss © TpaBMbl, COCTOSIHHS, TpeOyrollue WHTEHCUBHOM TeEpanmuu U TMepeBojia B
PEAaHUMALIMOHHBIE OTAEIEHUS WM OTACJIEHUS MHTCHCUBHOM TEpaluu U APYTHUE YTPOXKAIOUIME KU3HU
OCTpBIE COCTOSIHMSI), a TaKK€ KpPYIIOCYTOYHOTO MEIMIIMHCKOTO HaOIIOJEHUU U TMPOBEACHUS

cHenrajIbHBIX BUIOB 00CIEI0BAHUS U JICUCHHUS.



7. JlonoiHUTE IbHAA MHpopManus (B TOM YHCJIe
(baKkTOpPBHI, BJUSIONINE HA MCXO0 3200/ 1€ BAHUA UJIH
COCTOSIHMA)

IIpenapamui, komopwvix cnedyem uzoezamo:

Bapoumypamot u ux npouszeoonsvie. Kax npaBuiio, 1eTd ¢ MHQAHTUIHLHBIMU MPUCTYTIAMU JI€UaTCS
denobapObuTanom™*, Hanboyiee 4acTO MUCMOIb3YEMbIM MPOTUBOAMUICHTUUYECKUM MpErapaTroM B ITOU
BO3pacTHOW rpymme. MccnemnoBaHus in vitro TOKa3bIBAIOT, YTO OapOUTYpaThl WU WX TPOU3BOIHBIC
ycyryomsitoT TpaHcnoptHeiii gedext Glutl B spuTpormTax MHIMBUIYYMOB C CHHIPOMOM JeduuuTa
Glutl [36]. Wuorma pomutenu coobmanu, 4to (eHodapOuTan®* He ymaydmian KOHTPOJb HaJ

MPUCTyINaMU y peOeHKa WM, BOSMOXXHO, YXY/IIal KIMHHYECKOE COCTOSHUE PEOCHKA.

Ilpou3eoonwvie kcanmuna (Hanpumep, KohewH), KOTOpbIE, KaK W3BECTHO, MHTHOUPYIOT TPAHCHOPT
II0Ko3bkl ¢ momoribio Glutl [86], Takxke, Kak CcOOOIIAETCs, YXYAIIAIOT KIMHHUYECKOE COCTOSHUE
nmanueHToB ¢ cuaapoMoM Achunura Glutl [87]. Takum o6pa3om, marmeHTaM peKOMEHTyeTCs n30erarTh
Kope ¥ IPyTruX HAIMUTKOB C KOhEUHOM.



Kpurepun onieHKH KayecTBa MEIUIIUHCKOU MOMOLIH

OueHka
o
Ne Kputepumn kauecrBa BbINONAHEHNS
1 BbinonHeHO uccnegoBaHME  YPOBHSA  [IIOKO3bl B CMIMHHOMO3rOBOWM  XWMAKOCTM € MNapaniefnbHbiM Oa/HeT
nccnefoBaHMEM YPOBHS M1H0KO3bl B KPOBW (MpW YCTAHOBNEHMW AMarHoO3a)
2 BbinonHeHO onpegeneHne BapuvaHTOB reHOB B obpasue 6uonormyeckoro martepuana ApPyroMm waum Oa/Het
HEYTOYHEHHOM HeK/accnduuMpoBaHHbIX B Apyrux pybpukax MeToAaoM cekBeHupoBaHus no CeHrepy u/
W METOAO0M MHOXECTBEHHOW IMraHA-3aBUCUMOM aMnandukaumm 304408 (Npu yCTaHOBNEHUW AMarHo3a)
3 BbinonHeH npuem (0CMOTP, KOHCY/NbTauusa) Bpada-reHeTnka nepBuyHbii (Npu yCTaHOBAEHUM AMarHo3a) Oa/Het
4 BbinonHeH npuem (0CMOTP, KOHCY/bTauusa) Bpada-HEBPOsiOra NepBUYHbLIN U MOBTOPHbIN Oa/Het
5 BbinosHeHa anekTpo3Huedanorpadus [Na/HeTt
7 BbinonHeH npuem (OCMOTP, KOHCyNbTauusi) Bpaya-neanaTtpa/Bpadya-TepaneBTa/Bpada obuier npakTuku [Na/Het
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Ipuaoxkenue Al. CocraB padouer rpynnsl mo
pa3paloTke U mepecMOTpPy KIHMHUYECKHX
pPeKOMeHaalni

. AiiBazsiH Cepreii OraHecoBu4 — K.M.H., BEAYIIUA Hay4YHbIM COTPYOHUK, JOLUEHT, HAy4YHBIN
PYKOBOAMTEIb TPYIIbI PE3UCTEHTHBIX GopM snmiencuu HayuHoro otnena ['BY3 «Hayuwno-
MPAKTUYECKUM LEHTP CHEHMAIM3UPOBAHHON MEIMIIMHCKOM momomu aetsm uM. B.D. BoiiHo-

Scenenxoro» /13 . Mockssl; MenuuuHckmii eHTp «Hespomen», Mocksa

. AHucumoBa MHra BaammMoBHa — K.M.H., 3aBEIyIOlIas OTAEJIIOM OpraHU3alUU MEAULUHCKON
nomotu-Bpay-reHeTuk @I'bHY «Menuko-reneTnueckuii HaydHblid LEHTp uUM. akaaemuka H.IIL.

boukoBay, yiieH Acconmanui MeIUIIMHCKUX T'€HETHKOB

. bapanoB Ajsiekcanap AJjiekcanapoBuy - akaj. PAH, npodeccop, 1.M.H.; mOYETHBIN NPE3UIEHT
Coro3za niequarpoB Poccun, coBetHuk pykoBogutenss HUM nennarpum m oxpaHsl 310pOBbs AETEH
HKI[ Ne2 ®I'BHY «PHIX wum. akan. b.B.IlerpoBckoroy», mpodeccop kadeapsl nmeanaTpuu u
nerckoit pesmatoiorun ®I'AOY «llepeiit MI'MY um. U.M. CeuenoBay Mun3zapaBa Poccuu

(CeueHoBcKuIT YHUBEPCUTET), ITIaBHBIM BHEIITATHBIN criennanuct neauarp Munsapasa Poccun

. benoycoBa Enena /ImurpueBHa — 1.M.H., mpodeccop, 3acayKeHHbI Bpad PD, pykoBoauTeNb
OTJEJIa TICUXOHEBPOJIOTMU M 3nmiientosiornn OO00COOIEHHOro CTPYKTYPHOIO MOApPA3/AeiIeHUs

«HayuHo-Hccien0BaTebCKOro KIMHUYECKOTO WHCTUTYTa NEeauaTpuu MMeHu akajaemuka FO.A.
Benwstumesa» ®I'AOY BO M3 P® «PHUMY um. H.W. [Tuporosay

. Bamakmanze Haro /I:kymOepoBHa - 1.M.H., pyKOBOAMTENb OTAeNa Op(aHHBIX Ooyie3HEH U
npoUIAKTUKNA WHBATUIU3UpPYOMuX 3aboneBannii HUW neamarpum n oxpaHbl 3M0pOBbS JeTEl
HKI[ Ne2 ®T'BHY «PHIIX um. akan. b.B.IlerpoBckoroy», mpodeccop xadenpsl paxyapTeTCKOM
neauatpun neauarpuueckoro Qaxynsreta ®I'BOY BO «PHUMY wum. H.U. Iluporosay»

Munszapasa Poccun, unen Coro3a nenuarpoB Poccun

. BumnéBa Enena AnexcanapoBHa - 1.M.H., podeccop PAH, 3amecturens pykoBogutens HUN
nenuarpu U oxpanbl 310poBbs gerert HKI[ Ne2 ®I'BHY «PHIX um. akan. b.B.IlerpoBckoroy,
MunoOpHayku 1o Hay4dyHOM pabore, mnpodeccop Kadenpsl (aKyIbTETCKOM Meauarpuu
nequarpudeckoro dakynsrera ®I'bOY BO «PHUMY um. H.W. TTuporoay Mwunznapasa Poccun,

yieH Corosa neanarpoB Poccun

. Knimna CBetriiana CepreeBHa — K.M.H., IOUEHT, BEAYIINUA HAYYHBIN COTPYIHUK F€HETUYECKON
TpyIIbl  HAayyHOro  otnena,  Bpad-reHeTuk  ['BY3  «HayuyHo-mpakTHyeckuil  LEHTp
CIICIIMAJIM3UPOBAHHON MEIUIIMHCKOM mnoMomu JAeTsiM uM. B.®. BoitHo-fcenenxoro» /13
I. MockBer;, PTAOY BO «Poccuiickuii HalMOHAJIBbHBIM HCCIICAOBATEIbCKUN MEIUIIMHCKHAI
yuusepcureT umenu H.U. [Tuporosay M3 PO

. AKypxoBa Haranus BsayeciaBoBHA - K.M.H., BeAylIMil HayuHblid corpyaHauk HWUW nepuarpun n
oxpanbl 310poBbs jeteit HKII Ne2 ®T'BHY «PHIIX um. akaa. b.B.IlerpoBckoroy», uinen Coro3a

neauatpoB Poccun, wien Accounanuy MEIUIMHCKUX T€HETUKOB
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16.

17.

18.

19.

.3apyonna Bepa BuagumMmpoBHa — BpayY-TEHETHUK MEAUKO-TEHETUYECKOTO  OTAEICHUs
Mopo3zosckoii JI'Kb J[3M
3axapoBa Exkarepumna IOpbeBHa — 1.M.H., 3aBeAyromias JjJadopaToOpuei HACIEICTBEHHBIX

6onesneii oomena DPI'BHY «Menuko-reHeTHUEeCKU Hay4YHBIA TIeHTp uM. akagemuka H.IIL.
BboukoBay, unen Poccuiickoro o0iecTBa MEIUIIMHCKUX T€HETUKOB, YieH EBponelickoro oo1iecTna

M0 U3YUYEHUIO HACIEACTBEHHBIX Oone3Helt oOMeHa BemectB (SSIEM)

KoxanoBa Tarbsina BukropoBHa — KM.H., JOLEHT, BEAYIIMA HAyYHbIA COTPYAHUK
TEeHETHUYECKOM TpYIIbl HAy4YHOro OTAeNa, Bpay-ladopatopHbii reHetuk ['BY3 «Hayuno-
MPAKTUYECKUM LEHTP CIEIUAIN3UPOBAHHON MEIMUMHCKOW momMomuy aetsM uMm. B.D. BonHo-
Scenenxoro» JI3 . MockBer; ®TAOY BO «Poccuiickuii HallMOHAJIBHBIA HMCCIIEIOBATEIbCKUI

MeauuuHcknid ynusepeutet umenu H.U. [Tuporosa» M3 PO

KysenkoBa Jlronmuiaa MuxailjioBHa — J1.M.H., 3aBEAyIOLIas OTAEICHUEM IICUXOHEBPOJIOTUU U
ncuxocoMmarnueckor mnaronorun PI'AY «HayuHblld MEOUUMHCKUN HMCCIEAOBATENBCKUNA LEHTP

310poBbs aerein» M3 PO, unen Coro3a nexuarpoB Poccun

KyueB Cepreii UBanoBuu — akaa. PAH, n.m.uH., aupextop ®I'BHY «Meaunko-renernueckuii
Hay4yHblii 1eHTp uM. akaaemuka H.IL.boukoBa», Ilpe3umenTt Acconuanuu MEIUIIMHCKUX
reHetukoB (AMI)

JlykbsinoBa Exarepuna I'ennaagbeBHa — Bpau-HeBposor ['bY3 «HayuHo-nipakTuueckuil HeHTp
CIICIIMAJIM3UPOBAHHON MEIUIMHCKOM mnoMmoiu naetsMm um. B.D. Boiino-fceneukoro» /(3 r

MockBbI

MuxaitsioBa Cerniana BuranbeBHa — 1.M.H., 3aBenyromas orneiieaueM @I'BY «Pocculickas

JHerckas Knuanueckas bonbauia» M3 PO

HamazoBa-bapanoBa Jleiiiia CeiimypoBHa - akan. PAH, mpodeccop, a.M.H., npe3uaert Coroza
neauarpoB Poccun; nact-npesuaent EPA/UNEPSA; pykoBoautrens HUW nenuatpun u oxpaHsl
3n0poBbs nereit HKL[ Ne2 ®T'BHY «PHIIX um. akan. b.B.IlerpoBckoroy, 3aBenytomas kadenpoit
dakynpTeTCKON meauarpun neauarpudeckoro ¢akynsreta ®I'BOY BO «PHUMY um. H.W.
[InporoBa» Mun3npaBa Poccum, [mIaBHBIM  BHEIITATHBIM  JETCKUW  CHELMAIUCT IO

npodunakTuaeckor meaumnuHe Munzapasa Poccun

Huxuntun Cepreii CepreeBuy — 1.M.H., ipodeccop, npeacenarenp «O01ecTBa CrenuantucToB

IO HCPBHO-MBIIICYHBIM 3a00JIEBaHUSIM

OcunoBa Kapuna BapraHoBHa — K.M.H., 3aBEAYIOIIAs IICUXOHEBPOJOTUYECKUM OTIEICHUEM
No 1 I'bY3 «HayuyHo-nipakKTHYECKH LIEHTP CHENHUATU3UPOBAHHON MEAUIMHCKON MOMOIIMU JETIM

M. B.®. Boitno-Acenenkoro» /I3 r. Mocksbl; Meaunuuckuil nentp «Hespomen», Mocksa

IHoaksiernoBa Tarbsina BiaaiuMupoBHa — K.M.H., C.H.C. 1a00OpaTopuu peaKUX HACIEICTBEHHbIX
oonesneit y nereit ®I'AY «HayuHblii MEAUIIMHCKUN UCCIIEIOBATENIbCKUI LIEHTP 3/I0POBbsSI JI€TEN»
M3 P®, unen Coro3a neauarpoB Poccuu
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26.

27.

28.

29.

IIvippeBa Exarepuna AHaToIbeBHA — K.M.H., HYTPUIIMOJOL, 3aBEAYIOIIUN Jaboparopueit

Bo3pacTHOU HyTpunuonoruu ®I'bYH « UL nutanusi, OMOTEXHOIOTMH U 0€301TACHOCTH UL

Pennna Cseriiana AdanacbeBHa — K.M.H., Bpau-reHeTuk DPI'BHY «Meauko-renernueckuii
HayuyHbld 1eHTp uM. akaaemuka H.II. BoukoBa», unen Poccuiickoro o0miecTBa MeIUIIMHCKHX

IeHETHUKOB, YJeH ACCOIMAIUU MEIUIIMHCKUX ITeHETUKOB

CeupugoBa Bajsiepusi BajepbeBHa — Bpau-reHETHK OT/e/a OpraHuU3allMM MEAUIIUHCKOMN
nomou ®I'BHY «MI'HL», M.H.c. naboparopuu myrarenesa ®PIT'BHY «MI'HILI»

CeaumssinoBa JIuaus PoOepToBHA - K.M.H., Beaylmuil HayuHblil corpynauk HUM neguarpun u
oxpanbl 310poBbsi nere HKI[ Ne 2 ®I'BHY «PHIX um. akan. b.B.IlerpoBckoro», Do1eHT
kadenpsl neguarpun u nerckoil pesmaronorun ®I'AOY «llepseiit MI'MY um. U.M. CeuenoBa»
MumnsznpaBa Poccun (CedueHoBckuil YHUBEpPCUTET), AOLEHT Kadeapbl (akyabTeTCKON MeauaTpuu
neauarpudeckoro daxynsrera ®I'bOY BO «PHUMY um. H.U. Iluporosay Munsnpasa Poccun,

yieH Coro3a neanarpoB Poccun

CvmupnoBa Oubra SkoBjaeBHa — Bpau-reHETUK, CTapIIMil HAy4dHbIA COTPYAHUK OTAENa
CTAHJAPTU3alMM U W3Y4YEHUs OCHOB JoKa3zarenbHOM Mmeauuuubl HUW neguarpuu m oxpaHsl
3nopoBbs gereid HKI[ Ne2 ®I'BHY «PHIIX nm. akan. b.B.Ilerposckoroy, wien Coro3za neauarpos

Poccun

CypxoB Anapeii HukosmaeBuy, J1.M.H., 3aBEyIOUIUNA OTACICHUEM raCTPOIHTEPOJIOTUH IJIsl ACTEH
CTallMOHapa JUIsl JIETEH, 3aBEIYIOIIU OTAEIOM HAy4yHbIX OCHOB JETCKOM TacTPOIHTEPOJIOIHH,
rermaroyioruu U metabonnueckux Hapymennit HUW neamarpum u oxpansl 3m0poBbs aeteit HKI]
Ne 2 ®I'BHY «PHIX wum. akan. b.B.Ilerposckoro», mpodeccop kadeapsl (akyabTeTcKoi
neauarpuun neauarpuueckoro gakynsrera PI'AOY BO PHUMY um. H.U. IluporoBa Munsapasa

Poccumn.

CopBaueBa Tarbsina HukonaeBHa — J.M.H., 3aBeAyomas Kadeapod TUETOJIOTHU U
nytpunuosioruu  ®I'BOY [AIIO «Poccuiickas MeAUMUMHCKAsE aKaJAEMHUsl HEMPEPHIBHOTO

IOCIACOUITIIIOMHOIO 06pa3013aH1/1;1»

Cymiko Jlmiausi MapaesoBHa — Bpau-HeBponor [bY3 «HayyHo-nmpakTuyeckuil ULEHTp
CIICIIMATIM3UPOBAHHON MeEIUIMHCKOM mnomoiu naetsiMm um. B.D. BoiiHo-fcenenkoro» /(3 r

MocCkBBI

Cy000ornn JImutrpuit MuxaiiaoBuu — Bpau-reHeTuk OI'BHY «MI'HILI», unen Accoumanuu

MCOANIIMHCKHUX I'CHETHUKOB

TenaeB Pycrtam ®apupoBuy, a.M.H., npodeccop kadeapbl Meauarpud C KypcoMm JETCKOU
peemarosiorun = ®I'AOY  «llepeeiik MI'MY wum. HN.M. CeuenoBa» Mun3npaBa Poccun
(CeueHoBCcKUT YHUBEPCUTET), PYKOBOJIUTENb CIYXKOBI aHecTesnojorun-peanumaiuu JII'Kb um
3.A. bamursepoit JI3M



30. ®egoceenko Mapuna BuaauciaaBoBHa, K.M.H., 3aBEIyIOIIas OTIEIOM pPa3pabOTKU Hay4YHbBIX
MOAXOJ0B K UMMYHHU3alMU MAlMEHTOB C OTKJIOHEHHUSIMU B COCTOSIHUM 3/10POBbSI U XPOHUYECKUMU
00se3HAMH, BEyIIMi HAy4YHbIN COTpyIHUK, Bpad-neauatp HMW nenuarpuu u oxpaHbl 310pOBbS
neteit HKI] Ne2 ®I'BHY «PHIX um. akaza. b.B.IlerpoBckoroy», goueHT kadeaps! HaKyIbTeTCKOM
neauarpun neguarpudeckoro ¢dakymsreta ®PI'bOY BO «PHUMY wum. H.U. Iluporoma»

Munzapasa Poccun, unen Coro3a nenuarpoB Poccun

ABTOpBI TIOATBEPKAAIOT OTCYTCTBUE (UHAHCOBOM TMONACPKKH/KOH(PIUKTa HHTEPECOB, KOTOPBIH

HE00X0AMMO 00OHAPO/I0BATh.



IIpunoxkenne A2. MeronoJiorusi pa3padoTKku
KJINHUYECKHUX PeKOMEHIAIMT

HeseBast aynuTopusi JAHHBIX KIMHUYECKUX PEKOMEHIAIUIM:
1. Bpauu-reneTuku;
2. Bpauu-guerosnory;
3. Bpauun-nmabopaTopHbie TCHETHKH,
4. Bpauu-HeBpOJIOTH;
5. Bpauu obmiei mpakTuku (CeMeHHbIC Bpaun);
6. Bpauu-neguarpsr;
7. Bpaun-TepanesTsl;
8. Bpauu ¢hyHKIIMOHAIBHOM TUAarHOCTHUKY;
9. Bpauu-nicuxuarpsl;
10. Bpaun-ncuxuarpsl J€TCKUE;
11. MeaumuHcKue ICUX0I0TH;
12. OGyuaroruecs B OpAuHATYPE;
13. . Ctynentsl Menuimackux BY3o0B.

Ta6muma 1. Illkama omeHkm ypoBHEH moctoBepHOCTH mokaszarenbceTB (Y1) mns meromos

JUAarHoCTHUKH (III/IaFHOCTI/I‘leCKI/IX BMCHIaTeJ'II)CTB)

yyvaan PacwuundpoBka

1 CuctemaTtuyeckmne o0630pbl UCCNEAOBaHUM C KOHTposieM pedepeHCHbIM MeToAOM WM  cUucTeMaTuyeckuii ob63op
pPaHAOMU3NPOBAHHbBIX KIIMHUYECKUX UCCNef0BaHUM C MPUMEHEHNEM MeTa-aHanmsa

2 OTpenbHble nccnenoBaHusa ¢ KOHTpO/s1eEM pe¢)ep6HCHblM MEeToAO0M UNn oTAeNbHble paHAOMU3UPOBAHHbIE KJIMHUYECKUNE
nccnenoBaHunda U cucreMmaTudeckue O630pb| nccneposaHuin nboro AmMsanHa, 3a UCKIYEHUEM PaHAOMU3NPOBAHHDbIX
KIMMHNUYEeCKnX nccnegoBaHnn, ¢ npuMeHeEHNeEM MeTa-aHalim3sa

3 WccnenoBaHus 6e3 nocneaoBaTeIbHOrO KOHTPOs pedepeHCHbIM METOLOM MW UCCNeA0BaHUs ¢ pecdepeHCHbIM METOLOM,
He SBMAAOWMMCS HE3aBUCUMbIM OT UCC/IeAyeEMOro MeToAa UM HepaHAOMU3MPOBaHHbIE CPAaBHUTESbHbIE UCCNEAOBAHNSA, B
TOM YMC/Ie KOFOPTHbIE UCCNef0BaHuUS

4 HecpaBHVITEJ'IbeIe nccnenoBaHus, onncaHne KJIMHN4YeCKoro cnyyvasa

5 NmeeTcs nuwb 060CHOBaHME MexaHM3Ma AeNCTBUSA UM MHEHWE DKCNEpPTOB

Tabomuma 2. Illkana oueHku ypoBHeEH npocroBepHOocTH JokazarenbcTB (YJ) s meronos

npopuUIaKTUKHU, JIEYeHUS U peadmwiutanuu (MpoUIaKTUYECKUX, JIEYCOHBIX, peaOMIUTAIIMOHHBIX



BMEILIATEIbCTB)

yvaa PacwuundpoBka

1 CuctemaTtuyeckuih 063op PKU c npumeHeHnem mMeTa-aHanmsa

2 OtpenbHble PKN 1 cuctematnyeckme o630pbl nccnenoBaHuii noboro gmsariHa, 3a uckntwodeHnem PKU, ¢ npumeHeHuem
MeTa-aHanusa

3 HepaH4OMU3MPOBaHHbIE CPABHUTESIbHbIE UCCNIEA0BAHUS, B T.4. KOrOPTHbIE MCC/IEA0BAHUS

4 HecpaBHUTENbHbIE WCCNEA0BaHWSA, OMWCAHME KMHWMYECKOrO Crlyyasl WM CEepuM CIly4YaeB, WCCIEeAOBaHMSA <«Cilydan-
KOHTPOJIb»

5 MMeeTca nuiub 060CHOBaHWE MexaHuW3Ma [AeWCTBUA BMewaTeNbCTBa (AOK/IMHUUYECKME WCCNEA0BaHWA) WM MHEHue
3KCMnepToB

Ta6auuma 3. Illkana omeHku ypoBHEH yoOemuTenbHOCTH pekoMeHnanuid (YYP) mns meronos
npo(UIAKTUKY, [TUArHOCTHKHU, JIeYeHUs U peadunurtauuu (MpouiIakTUYECKUX, AMArHOCTUYECKHUX,

Je4eOHBIX, peaOUIUTAIIMOHHBIX BMEIIATEIHCTB)

YYP Pacwudcdposka

A CunbHasi pekoMeHaauust (Bce paccMaTpuBaeMmble Kputepun 3dPdeKTUBHOCTM (UCXOAbl) SBASIOTCA BaXKHbIMK, BCe
NccnefoBaHUsa MMET BbICOKOE WM YAOBIETBOPUTENbHOE METOAOSIOrMUYECcKOe KayecTBO, UX BbiBOAbl MO MHTEPECYOLNUM
ncxonam SIBNAOTCS COrnacoBaHHbIMM)

B YcnoBHaa pekoMmeHzauus (He BCe paccMaTpuBaeMble KpuTepum 3PheKTUBHOCTM (MCXOAbl) SABASIOTCSA BaXHbIMWU, HE BCe
nccnefoBaHUs  MMEKT BbICOKOE WAW  YAOBAETBOPUTENbHOE METOAO0N0rMYeckoe KaydyecTBo W/UAWM  UX  BbIBOAbI MO
MHTEpPeCyLWNM NCX0AaM He SBSIOTCSA COrlaCoOBaHHbIMM)

@ Cnabasi pekomeHpauus (OTCYTCTBME [0Kas3aTeNbCTB HaAfeXallero kadectBa (BCe paccMaTpuBaeMble KpUTEpPUM
3(pHEKTUBHOCTM (MCXOAbI) ABNAOTCS HEBAaXHbIMM, BCE UCCNEAOBaHUS MUMEKT HM3KOe METOAON0rMYecKoe KayecTBO U UX
BbIBOAbI MO NHTEPECYIOLMM UCXOAAM HE SIBMISHOTCS COr/IaCoBaHHbIMM)

HOpﬂ)]OK O00OHOBJIEHHUS] KJIMHUYECKHUX peKOMeH}IaHI/Iﬁ

MexaHu3M OOHOBIIEHHS KIMHUYECKUX PEKOMEHJAIMN NpelycMarpuBaeT HUX CHCTEMATUYECKYIO
aKTyaJIu3alMl0 — HE PEeXe, YeM OJHMH pa3 B TPHU roja, a TAKKE MPU MOSBICHUU HOBBIX JTAHHBIX C
MO3UIMN JIOKA3aTebHOM MEIUIIMHBI 10 BOMPOCAaM JMArHOCTUKH, JI€UCHUs, NPOMUIAKTUKH U
peadmIUTalMi KOHKPETHBIX 3a00J€BaHUM, HAIMYUU OOOCHOBAHHBIX JIONOJHEHUI/3aMeUaHnuil K paHee
yTBepxkAEHHBIM KP, HO He vamie 1 pa3za B 6 mecsues.



IIpunoxkenune A3. CnpaBo4yHbIe MaTEPHAJIbI,
BKJIIOYasl COOTBETCTBHE NOKA3AHUI K IPUMEHEHUIO H
MPOTUBOIOKA3AHUI, CIOCO00B MPUMEHEHHUA U 103
JIEKAPCTBEHHBIX MPENaparoB, MHCTPYKIIMH 110
MPUMEHECHHIO JIEKAPCTBEHHOIO Npenapara

1. ®enepanbublil 3akoH "OO OCHOBax OXpaHbI 370poOBbs rpaxkaan B Poccuiickoit denepanun" (N
323-®3 or 21.11.2011).

2. IloctanoBnenue IIpaBurensctBa P ot 30 uronsg 1994 r. N 890 "O rocymapcTBeHHON MOIACPIKKE
pa3BUTHS MEIUIMHCKOM MPOMBIIIJIEHHOCTH U  YIYYIIEHWH OOECIEUEeHHs] HaCeJIeHUs Hu
YUPEKACHUN 3APaBOOXpPAHEHUS JICKAPCTBEHHBIMU CPEACTBAMH M M3ACIUSAMH MEIUIIMHCKOTO

Ha3HaueHMs" (C U3MEHEHUSIMU U JOTIOJTHEHUSIMU ).

3. [lpukaz MunucrepctBa 3apaBooxpanenus PO «O6 yrBepxknaenun Ilopsanka oxazaHus
MEIUIIMTHCKOW TOMOIIM OOJBHBIM C BPOXKICHHBIMH U (WJIM) HACJIEICTBEHHBIMHU 3a00JICBAHUSIMI)
or 21.04.2022 Ne 274n.

4. ITocranoBnenue IlpaBurenbctBa Ne 403 ot 26.04 2012r "O nopsanke BeaeHuss PenepanbHOro
perucTpa JMil, CTPAJAIOIIMX YIPOXKAIIUMH U XPOHUYECKH MPOTPECCUPYIOMIMMHU PEIKUMU
ophaHHbIMU 3a00J€BaHUSAMHU, MNPUBOJALUIMMU K COKpPAILEHUIO TPOAOIKUTEIBHOCTH KU3HU

rpaxaaH Uin UX THBAJIUJIHOCTHU U €0 PCTUOHAJIBHOIO cermenTa'.

5. Ilpukaz MunmcTepcTBa 3npaBooxpanenust Poccuiickoit @enepanuu ot 15 nexadbpst 2014 . N 834n
"OO yTBepkIACHUU YHUDHUIIUPOBAHHBIX (POPM MEIUIIMHCKOM JTOKYMEHTAIlUW, HCIIOIb3yEMbIX B
MEIUIIMHCKUX OPTaHU3AIMIX, OKAa3bIBAIOIINX MEIUIIMHCKYIO IIOMOIIb B aMOYJIaTOPHBIX YCIOBHSIX,

Y TIOPSIAKOB 10 UX 3allOJTHEHUIO" .

6. [Ipuka3 MunucrepctBa 3apaBooxpanenus Poccuiickoit denepamuun ot 20 nexabps 2012 . N
11770 "OO6 yTBepXIeHUU TMOpSAKAa Jaud WHPOPMHUPOBAHHOTO JTOOPOBOJIBLHOTO COIIACHs Ha
MEIUIMHCKOE BMENIATEIbCTBO M OTKa3a OT MEAMIMHCKOIO BMEIATENbCTBA B OTHOIICHHUH
OTPEEIIEHHBIX BUJOB MEIUIMHCKUX BMEIIATEIbCTB, (POPM MH(YOPMUPOBAHHOTO JOOPOBOJIBLHOTO

corjiacud Ha MCIUMIIMHCKOC BMCIIATCIbCTBO U (bOpM OTKa3a OT MCIHNIIUHCKOI'O BMeEIIaTeILCTBA".

7. Ilpukaz MunzapaBa Poccuu (MunuctepctBo 3apaBooxpanenusi P®) or 24 nHosa0ps 2021 r
Ne 1094n «O6 yrBepxknenun [lopsiaka Ha3HaueHHs JIEKAPCTBEHHBIX IIpemnapartoB, (opm
pelenTypHbIX OJaHKOB Ha JieKapCTBEHHbIE mpemnaparsl, [lopsnka odopmieHHs yKa3aHHBIX
O7aHKOB, MX YyueTa M XpaHeHusd, (opM OJaHKOB pELENTOB, COAEP)KAUIMX Ha3HAuYECHUE
HAapKOTMYECKUX CPEACTB WJIM IICUXOTPONHBIX BemecTB, [lopsaka WX  HW3rOTOBIEHUS,
pacmpeniesieHusl, pEerucTpaluy, ydera U XpaHeHus, a Takxke [IpaBun odopmieHus OraHKOB

peuecnuToB, B TOM YUCJIIC B q)opMe OJICKTPOHHBIX JOKYMCHTOB»

8. ITpuka3z MunucrepctBa 3apaBooxpanenus Poccuiickoit ®eneparuu ot 16 mast 2019 . N 3021 "O6
yTBepxkaeHnn [lopsiaka mpoxXoxkaeHus HECOBEPIICHHOJIETHUMH AUCIAHCEPHOTO HAONIONEHUs, B

TOM YHCJIC B IICPHUO/] O6y‘-IeHI/IH " BOCIIMTAaHUA B O6p330BaTC.TIBHBIX OopraHu3anugax "



9. Pacniopsixenue [IpaBurensctBa PO ot 31 nexadbps 2018 r. Ne 3053-p "OO0 yTBep)ACHUH MIEPEUHEH
MEIUIMHCKUX HW3JEINI, UMIUIAHTUPYEMBIX B OPraHU3M YE€JIOBEKa MPHU OKa3aHWU MEIULMHCKOU
MOMOIIM B paMKax MPOrpaMMbl TOCYIAPCTBEHHBIX T'apaHTUN OECIIaTHOIO OKa3aHUsl rpakJaHam
MEIUIIMHCKOW TOMOIIM M OTIYCKAaeMbIX IO pelenTaM Ha MEIUIMHCKUE W3JeTus TIpH

NpeIoCTaBIeHUU Ha0opa COlUaIbHBIX yCIyr"

10. ITpuka3z MunucrtepctBa 3apaBooxpaneHus PO ot 6 utons 2013 . N 354u "O nopsiake npoBeacHUs
MaTOJIOT0AHATOMUYECKUX BCKPBITUM" (3apeructpupoBaH MuHUCTEPCTBOM tOoCcTHIIMU Poccuiickoit

®enepanuu 16 nexadps 2013 1., peructpanuronssiii N 30612).
Nudopmarnus o nekapcTBeHHBIX cpeacTBax: https://grls.rosminzdrav.ru/

OcHoBHBIE HOPMATHUBHO-IIPaBOBLIC AKTBhI, PeryJaupyrimue OKa3aHue NaJJIMAaTUBHOM

MeTUIMHCKOM MOMOIIIH:

1. ®enepanbhblii 3akoH "O BHeceHuu uzmMeHeHuid B Denepanbublil 3ak0H "OO OCHOBax OXpaHbI
310pOBbsl TrpaxkaaH B Pocculickoii @exepanuu” 0o BONpOcaM OKa3aHHWS MNaJUIMATUBHOMN

meaumHckor momorn' ot 06.03.2019 Ne 18-D3.

2. [lpuka3 MunznpaBa Poccun Ne 345H, Muntpyna Poccun ot 31.05.2019 Ne 372 «O6
YTBEPXKJICHUU TOJOKEHHUsI 00 OpraHu3alMyd OKa3aHUs MaJUIMAaTUBHOW MEIUIIMHCKON IOMOIIH,
BKJIIOYAsl TOPSAOK B3aMMOACHCTBHUS MEIUUMHCKUX OpraHHu3alldid, OpPraHU3alMil COIMAJIBbHOTO
OOCIIy)KMBaHUS U OOIIECTBEHHBIX OOBEIUHEHHM, WHBIX HEKOMMEPUYECKUX OpraHMU3allHid,

OCYILIECTBIISIIOIIUX CBOIO IEATENLHOCTD B c(pepe OXpaHbl 310POBHS.

3. Ilpukaz MunzapaBa Poccum Ne 348u or 31 mas 2019 roma «OO0 yTBEepk IAEHUU MEpEUHs
MEIUIMHCKAX W3JEIUi, NpeIHa3HaYeHHBIX ISl MOJJEP’KaHHWS OpPraHOB M CHUCTEM OpraHu3ma

YCJIIOBCKA, IMPCAOCTABIACMBIX IS UCITIOJIB30BAHUS HA JOMY».

4. Ipuka3z MunzapaBa Poccum Ne 5058 ot 10 wmrons 2019 roma «O6 ytBepxkaenuu I[lopsaka
neperayd  OT MEIUIMHCKOM oOpraHu3aldyd MalMeHTy (€ro 3aKOHHOMY MpEeACTaBUTENIO)
MEIUIMHCKUX W3JCINi, MpeIHA3HAYCHHBIX A MOAAepkaHus (yHKUUNA OPraHOB U CHCTEM
OopraHu3Ma 4eJioBeKa, JJIsl UCIIONb30BaHUS Ha JIOMY MPHU OKA3aHWH MAJUTHATUBHON MEIMIIMHCKON

IIOMOLIN .

5. lpukaz M3 PD Ne 831 ot 3 oxts6ps 2019 roga «O06 yTBepKI€HUHM BEJOMCTBEHHOW IEJIEBOM
nporpammsl «Pa3Butue cucteMbl OKa3aHMs NAUIMATUBHOM MeauuuHCKoOM mnomomu». Ilpodume
HOPMATHBHO-IPABOBbIC [OKYMEHTBI, C YYe€TOM KOTOPBIX Ppa3padoTaHbl KIMHHYECKHE

pPeKOMeHIaIuu:

6. MexxaynapoaHas kiaccudukaiusi 001e3Hel, TpaBM U COCTOSHUH, Biustonux Ha 310pobe (MKbD
—10);

7. Ilpukaz M3 PO ot 20 nekadbps 2012r. Ne 11831 «O06 yTBEep>KI€HUM HOMEHKIATYPhl JOJKHOCTEH

MEIUIMHCKUX paOOTHUKOB U (hapMalleBTUYECKUX paOOTHUKOBY.


https://grls.rosminzdrav.ru/

10.

11

12.

13.

14.

15.

.Ipukaz M3 P® ot 23 wutong 2010 . Ne 541n. Enusbiii kBanupUKaIMOHHBIN CIPaBOYHUK

JIOJDKHOCTEH pYKOBOI[I/ITeﬂeﬁ, CIICOUAJIMCTOB W ClIy’KalluX, pasacia KBaJII/I(i)I/IKaHI/IOHHBIC

XapaKTEPUCTUKH TOHKHOCTEN paOOTHUKOB B cdhepe 3MpaBOOXpaHEHUS.

. @®enepanbublil 3akoH oT 25.12.2018 No 489 489-®3 «O BHeceHuM u3MeHeHUW B crarbio 40

®enepanbHoro 3akoHa "OO o00s3aTenbHOM MEIUIMHCKOM CTpaxoBaHMM B Poccuiickoit
Oenepanun" u denepanbubiii 3akoH "OO OCHOBaX OXpaHbl 370pPOBBS TpaxkaaHn B Poccuiickoi

@epepanuu’ Mo BONPOCAM KIMHUYECKUX PEKOMEH AU .

[Ipukaz MunzapaBa Poccum Ne 103w ot 28.02.2019 1. «O0 yTBEepXKJIeHUH TOPSIAKA U CPOKOB
pa3pabOTKH KIMHUYECKUX PEKOMEHIAINK, WX IepecMOTpa, THUIIOBOW (POPMBI KIMHHYECKUX
peKOMEHJaIMii W TpeOOBaHMM K WX CTPYKType, COCTaBy U HaydHOW OOOCHOBAaHHOCTH,

BKJIIOYAEMOM B KIIMHUYECKUE PEKOMEHAIIUA UH(POPMALII.

.Ipukaz MumnszapaBa Poccum ot 13.10.2017 N 804 "OO yTBepKIE€HHWH HOMEHKIATYPHI

MEIUIUHCKUX yCIyT".

[Ipukaz MunucrepcTBa Tpyaa M couranbHOM 3ammTel PO ot 27 asrycra 2019 r. n 5851 "O
KJIaCCU(PUKAIMAX W KPUTEPUSAX, HCIOIb3YeMbIX IPU OCYIIECTBIECHUH MEIUKO-COLUaIbHON
AKCIEPTU3Bl TPaXkJaH (eaepaJbHbBIMU T'OCYAAPCTBEHHBIMU YUPEKICHUSIMU MEIUKO-COLUATbHOU

AKCIIEPTU3BI";

[Ipuka3z MuHuCTEpCTBa 3ApaBOOXpAHEHUs U colMalibHOrO pa3BuTus Poccuiickoit denepanun «O

MOPSIZIKE TTPUMEHEHHS JICKAPCTBEHHBIX CPEACTB y OOJBHBIX MO >KU3HEHHBIM IMOKa3aHUSIM» OT 9
aBrycrta 2005 1. No 494

HNudopmanmonnoe nucbMo MunsapaBa Poccun 1Mo BO3MOXHOCTH 3aKyNKH JIEKAPCTBEHHOTO
npenapara no ToproBomy HamMmeHoBaHuio (https://www.rosminzdrav.ru/news/2019/12/18/13043-
minzdrav-podgotovil-informatsionnoe-pismo-po-vozmozhnosti-zakupki-lekarstvennogo-

preparata-po-torgovomu-naimenovaniyu);

[lepeuens crienMaau3uPOBAHHBIX MPOAYKTOB JICYCOHOTO MUTAHUS AJiA JeTeil-uHBaNIUI0B Ha 2023

rox, Pacniopsibxkenue [IpaBurensctBa Poccuiickoit @eneparuu ot 11 nqekadps 2023 . Ne 3551-p



IIpuioxenue b. Ajaropurmsl geiicTBUI Bpadya

KAMHWUUYBCKME NPU3HAKM
peduuuta GLUT1

NabopatopHbie nccnegosaHma,
BHIHOYAKOWMWE M3MEPEHWE KOHLEHTPaLMK
rNHOKO3kI B KpoeK M CMIK

Ectb cneuuduueckue
W3MEHEHMA

Hopma MonerynapHo-
reHeTUYeCcKUiA aHanus reqa
Hopma GLUT1
MNepecmoTp KAMHUUYECKOTD AMArHo3a,
npoBegeHue aHanu3a Apyrux reHoe BriasneHa myTaumA
MNageHUeckux INUNenTUUECKMX
aHuedanonatmi OuarHos gedmuymur GLUT1
NoATEEPHAEH
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Ipuwioxenue B. Unpopmanus 1Jis manmeHTa

Yro Takoe cunapom aepunura Glutl?

Cunnmpom nedurura Glutl (cuHAPOM HEAOCTATOYHOCTH TPaHCHOPTEpA TIMIOKO3bI | THma) — 3TO
pelKoe TeHEeTHYecKoe 3a0ojeBaHHE C MPEUMYIIECTBEHHBIM IMOPAKEHUEM IICHTPATbHON HEPBHOM
cucrembl. [IpuunHoil 3aboneBanus sBisieTca aedext B rene SLC2A1, KOTOpbIA OTBEYAET 3a paboTy
Oenka-Tpancnoprepa nroko3bl 1 tuma (Glutl), oTBewaromero 3a MOCTYIUICHHE TUIFOKO3bI U3 KPOBH B
TOJIOBHOM MO3T. B pesynbrare renerndeckoro aedexra GyHKIus OeiaKa HapymaeTcs U TOJTOBHONW MO3T
JMIIAETCSI OCHOBHOT'O MCTOYHHMKA 3Hepruu. Y peOeHka Oosee 85% Bcel MIIIOKO3bI PacXOIyeTcs Ha
HY>XJIbl IMEHHO HEPBHOUM CHCTEMBI. B KpOBH MpH 3TOM COXpaHsAETCs] HOPMaIbHBIN YPOBEHB TITFOKO3HI,
HO HapylleHne padoThl MEPEHOCUYHKA TIIFOKO3bI B IIEHTPAIBbHYIO HEPBHYIO CHCTEMY HMPUBOIUT K TOMY,
YTO CHMIKAETCS KOHIICHTPAIMSI TIIIOKO3BI B JINKBOpPE. DTO MPHUBOAUT K TOJOAAHHUIO KJIETOK TOJOBHOTO
MO3ra, a 3HAuuT, K Pa3BUTHI0O HEBPOJOTHMYECKOM CHUMIITOMATUKU — CYAOpOTraM, HapyLICHUSIM

JBUKEHUH, peud U JPYTUM MpOosiBICHUsIM. 3a0oneBanue BriepBblie onucano Jle Buso B 1991 rony.
Kak nposiBasiercsa cunapom aepunura Glutl?

Jlns 3a007eBaHUsI XapaKTEPHO Pa3BUTHE META0ONIMYECKOW IHIE(]aronaTuu, COMPOBOXKIAIOIICHCS
AMUWICNTHUYECCKUMHU TIPUCTYIIAMU, 33JIEPKKON TICUXOMOTOPHOTO Pa3BUTHS, HAPYIICHUEM KOOPIWHAIIUN
(arakcueii), M3MEHEHUEM MBIIICYHOTO TOHYca (JUCTOHUEH), NPUOOpPETEHHON MuKpouedaruen
(YMEHBILIEHHEM TEMIIOB YBEJIMYEHHUS OKPY)KHOCTH TOJIOBBI) U JIPYTUMHU HEBPOJIOTMYECKUMU
nposiBiieHussMHA. OJIHAKO KIMHUYECKHE MPOSBICHUS 3a00JeBaHUsI BapuaOEeIbHBl U MOTYT OTIMYATHCSA

JlaXe B Mpeiesiax OAHOU CEMBH.
Kak ycranaBiauBaercs 1uarao3 cuvapom aepuoura Glutl?

Jlnarno3 3a0oneBaHMsl YCTAHABIMBAETCS Ha OCHOBAaHMM KJIMHUYECKOW KapTHUHBI U PE3YJIbTaTOB
1a0b0paTopHbIX HCCNeAOBaHUM. J[MATHOCTUYECKUM KpUTEpUEM 3a00J€BaHUSl CIY>)KUT CHUKEHHE
IJIIOKO3bI B CIIMHHOMO3TOBOHM KUAKOCTH HIKE MOPOTOBOTO YPOBHS Ha (DOHE HOPMAIBHOTO YpPOBHSA
[JTI0KO3bI B KpoBH. OKOHYATENIbHBIN AMArHO3 yCTAHABIMBACTCS MOCIE FeHETUYECKOro 00Cie10BaHUs

— JIHK-nuarnoctuku.
Kak nacnenyercsa cunapom aepunura Glutl?

3a0osieBaHKE HACIEAYETCS IO ayTOCOMHO-JAOMUHAHTHOMY Tuny (puc. B1.1), To ecTth ogHOM MyTauuu
JIOCTaTOYHO, 4TOOBI 3a00JIeBaHUE MPOSBUIOCH. Y OOJBIIMHCTBA MAIIMEHTOB C CHHAPOMOM JehUIINTa
Glutl myTtanmum BO3HUKAIOT de novo, T.e. BIEpBBIE (HE HACIEAYIOTCS OT poauTeneii). Pexe
3a00NeBaHNEe MOXKET TEpeNaThCsi OT TMOPAKEHHOTO POAUTENS, HOCHUTENs MaTOreHHOW MYTalluu,
uMerorero Oosee Jserkyro ¢Gopmy 3aboneBaHus. PHCK mepemauM  MOBPEXKICHHOTO TEHAa OT
MOPAKEHHOTO POAUTENS MOTOMCTBY cocTaBisieT 50% s Kakaoit 6epeMeHHOCTH. Puck oguHakoB asis

MY’KYMUH U JKCHOIHUH.
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Pucynoxk B1.1 AyTocOMHO-IOMUHAaHTHBINM THUII HACJIEIOBAHMUSL.
Kak jeyar nanuenToB ¢ cunapomom aepunura Glutl?

B mnactosimiee Bpemsi €qUHCTBEHHBIM 3((EKTHUBHBIM METOAOM TEpanuy MAlUEHTOB C CHHIPOMOM

nedurura Glutl sBrIseTcs keToreHHas JUETa — BBICOKOXKHPOBAs, HU3KOYTJICBOAHAS JUETA.

Tepanestuueckoe aeiictsue K] 3akmtogaercss B TOM, YTO Hall MO3T MOXKET MCIOIb30BaTh B KAUYECTBE
SHEPrUd HE TOJBKO TIJIIOKO3y, HO M KETOHOBBIe Tena (3-ruapokcuOyTupar, ameroaierar). ITo
BOJIOPACTBOPUMBIE COCTMHEHUSI, CHAHTE3UPYEMBbIE B KJIETKaX MEUYCHU U3 KUPHBIX KUCIOT (2 UMEHHO U3
HUX COCTOAT JKUPBI) IMPH HEJAOCTATOUHOM KOJIHMYECTBE YIeBOAOB. KeToHOBbIE Tella CIIOCOOHBI
MPOHUKATh B TOJIOBHOM MO3r TOCPEIACTBAM JPYyroro Oejka-TpaHcropTepa, oOecreduBasi MO3T
HEOOXOIMMBIM KOJIMYECTBOM SHEPTHH JJI1 MeTaboIn3Ma, U TEM CaMbIM MpeAoTBpalas JalbHeuiiee
€ro TOBPEXKIEHHE U CHOCOOCTBYS YMEHBIICHHIO KIMHMYECKUX MpPOSBICHUN 3aboieBaHus,

KyIUPOBAHUIO CYJIOPOT, YIYUIICHUIO ABUTATEIbHBIX, PEUEBbIX U KOTHUTUBHBIX (PYHKIIMM.

YToOBI MOCTOSHHO noaAACPKHUBATDH HeO6X0):[I/IMYIO KOHOCHTPAOUIO KETOHOB B KPOBH, e)KeI[HeBHBIﬁ
palroH IManucHTa 060ramaeTc51 JKHUpaMu. A 49T100BI METa00JIN3M CABUTAJICA B CTOPOHY pAaCHICIUICHHA

JKUPOB U MOIYUYCHHUS SHCPIrUU 3a CUCT KCTOHOBLIX TCJI, OTPAHNYHUBACTCSA ITOCTYIIJICHUC YITICBOIOB.

Jlueta mMeeT HEKOTOpbie MOOOYHBIE 3(PPEKTHI M 0COOEHHOCTH, HO TPU MPABHIBHOM TMOIXOMIE H

pacucTax XOopomo IMCPECHOCHUTCA. BBGI[CHI/IG B KC€TO3 OCYHICCTBIACTCA CTpOro mnoa MCIUIHNHCKHUM



HaOmoeHreM. Bpau momMoxeT mogo0parh HyKHOE COOTHOIIEHHE YKUPOB B PaIlMOHE MO KOHTPOJIEM

YPOBHSI KETOHOB B KPOBH M KOHTPOJIeM (DYHKIIMI APYyTUX OPTaHOB.
IIporuo3 3adoneBanusi cuuapom aepumnura Glutl

[Iporuno3 3aBucut oT TUNa 3a00jeBaHusl, Bo3pacTa MaHu(decTaluu U Hadana tepanuu. [lpu panneit
JMArHOCTUKU M CBOEBPEMEHHOM TEparuu, MPOrHO3, KaK MpaBuio, OJaronpusITHBINA, TAIUEHThl MOTYT

pacCYMTHIBATh Ha TIOJHOIICHHYIO JKM3Hb, OTIMYAOIIYIOCS JTUITh 00pa30oM KHU3HU U TUTAaHHEM.
I'ne B Poccun 3aHMMAIOTCH TUATHOCTUKOM U JiedeHueM cuHapoma aepunura Glutl?

B Poccun ectb MHOTO LEHTPOB, KOTOPBIE MPOBOAST MOJEKYISIPHO-TEHETUUECKUE JTUATHOCTUYECKUE
TeCThl. B KaXkJIoM U3 pPErMOHOB CYHIECTBYIOT MEAMKO-T€HETUYECKUE LEHTPhI, Ky/la MalUeHTbl MOTYT
oOparuThcsi 3a KOHCYJbTallMell Bpaya-TeHETHKA M Ha3HAY€HUEM MOJICKYIISIPHBIX HCCIEIOBAHUM.
Kerorennyro nuety HazHavyaeT Bpad-HEBPOJOTL, BPad-IAUETOJIOT, Bpau-raCTPOIHTEPOIIOT, Bpau-TieauaTp

CO 3HAHUSIMU JUETOJIOTUU.
Y3Harhb 00JIbIIIe

B mupe ectb MHOro opraHusaiuii, KOTOpble MOTYT IIOMOYb BaM HAaWTHU OTBEThHl HA JIIOOBIE ApYyrue

BOIIPOCHI, CBSI3aHHBIX ¢ CUHApOMOM neduiura Glutl:

MexayHapoaHoe oobeauHeHue cemeit ¢ nedururom Glutl https:/ www.gldfoundation.org

MexnyHapoaHbIi TOpTall O peAKUM 00s1e3HIM www.orpha.net

EBpomnelickass opranuzaius, OOBEAWHSIONIAS TAIMEHTOB C PAa3HBIMA PEAKMMH 3a00J€BaHHSIMU
EURORDIS www.eurordis.org

IIpunoxenune B2. Ipumep IKCTpeHHOH NAMATKH ISl
NANMEHTOB, HAXOAAIUXCH HA KETOTCHHOM UeTe

Buaumanue! I[IanueHT HAXOAUTCHA HA KEeTOTeHHOM aHeTe.

Kerorennass pauera (K/[) — 1uera mnox MeIMIMHCKUM HaONIOJEHUEM, BBICOKOKHPOBAS,
HU3KOYTJIEBO/IHAA. SIBISETCSA OAHMM U3 CIOCOOOB JICUEHHS HEKOTOPBIX (hpapMaKOpPEe3UCTEHTHBIX
snwmiencuii. OHa WHAMBUAYAJIBHO MOAOMpAETCS UIS KaXJIOro peOeHKa, MOITOMY MpPEINUCcCaHUs M0

KaJIOPUMHOCTU U COOTHOILICHUIO OEJIKOB, dKUPOB U YIIIEBOAOB CIIELIM(PUUHBI AJI KaKI0T0 peOeHKa.
IIpu cod.1r0neHnH KeTOreHHOM 1MeThl LeJieBble 3HAYEeHHS KETOHOB:
B KPOBH — 2-5 MMOVJIb/JI (nonmycTumMoe 3Ha4eHue 10 6 Mpu XopouieM caMOYyBCTBHH),

B MOYE — 8-16 MMOJIb/JI.


https://www.g1dfoundation.org/
https://epilepsyinfo.ru/
http://www.orpha.net/
http://www.eurordis.org/

[Ipu cHI>KEHUH YPOBHSI KETOHOB B KPOBH BO3MOKHO BO3BpaIleHUE/yCHIICHNE TTPUCTYIIOB.

Jlueta umeeT HEKOTOpble MOOOYHBIE 3PPEKTHI U OCOOEHHOCTH, HO OOBIYHO HEIJIOXO MEPEHOCHUTCH.
MHorue BUIbI HEIOMOTAHUSA MOTYT JeunThesa amOynatopHo. [lamument na K]l 0oObrd4HO Hy»K7aeTcs B

CTAIlMOHAPHOM HAOJIIOICHUH, €CITU UMEET CIICIYIOIIHE KaJo0bI:

- PBOTa M quapest (0OBIYHO BBI3BAHBI TACTPOIHTEPHUTOM )

- DebpunbHas IUXopaaKa

- YyarieHue SnuiIenTUYeCKUX MPUCTYIIOB.

nomMoluib:

4 ka04YeBbIX (pakTOpa NpHU oOpaNIeHNH 32 MeIMIMHCKONH MOMOIIbIO:

1. Onpenenenre MpUYUHBI HEOMOTaHUs (IIPU MPU3HAKAX CENCHca, PBOTHI C KPOBBIO WIIU KEITUYBIO

HEO0OX0MMa TOCTIUTAIN3aIis B CTAIMOHAD)
2. OnpenienieHre ypoBHs 00€3BOKHBAHUS

3. BeisgBrneHue ketoanuao3a (omnpenesaeHue KUCIOTHO-ILENIOYHOTO0 COCTOSHUSL U Ta30B KPOBU KPOBU
(uccnenoBaHue ypoBHs BOJOPOAHBIX HOHOB (pH) KpoBH, HccnenoBanue ypoBHs OypepHBIX BEUIECTB B
KpPOBH), YPOBHS IJIIOKO3bI B KPOBHU, UCCIIEIOBAHNUE YPOBHS HATpUs B KPOBHU, YPOBHS OOIIETO KalbIUs B
KpPOBH, YPOBHS Kajusi B KPOBU, YPOBHS XJIOPUJIOB B KPOBHU, UCCIIEOBAHNE YPOBHS MOJOYHON KUCIOTHI
B KPOBH; C1a00CTh, TOLIHOTA, (PPYKTOBBIN (KETOHOBBII) 3aMax B BBIJBIXaEMOM BO3IyXe, TaXUKapIusl,

TaXUITHO?)

4, OHpeI[CJ'IeHI/Ie OTKJIOHEHHS OT OOBIYHOTO YPOBHA KETOHCMHUH — HNALUMCHTBI U UX POAUTCIN JOJIKHBI

3HATh OOBIYHBIN YPOBCHbL KETOHCMUU IIPU XOPOUIEM CaMO1YyBCTBHUU peGeHKa:

- Ilpu xetoHemuu Oornee 5 MMOJIB/T U OTCYTCTBUU KIMHUYECKUX IMPU3HAKOB KETO3a HEOOXOAMMO

HaOJIIOEHUE,

- Keronemust mmxe 2 mmoinn/l1 HE sBisieTcs onmacHO#, HO HEeKeIaTeIbHa.
OKA3AHHME TIOMOIIIMA:

I. Obe3Bo:xxuBaHUE

1. IIpu 1erkom 00e3BOKUBAHUM:

OpanbHasi peruaparaimsi:

VYBenuueHre KoJIMuecTBa 0OBIYHBIX HAMMTKOB — BOJIA, Yyail 0e3 caxapa.
Hean3st! YrioTpebineHrne HaMMTKOB ¢ caXxapoM, COKOB, MOJIOKA.

Kero-xuakoctu pa3perieHsl.



Ecin IMaqUCHT HC IbET — KOHTpOHHPYﬁTe YPOBCHb 0663B0)KI/IB3,HI/I$I, HN3MCHHUTC JICHCHUC IIpHU

HEOOXOIUMOCTH.
2. YMepeHHoe 00€3BOKHBAHUE, HO Pe0EHOK 0XOTHO NMbeT, HET PBOTHI

OpanpHasg peruaparanmsi, MOTyT HMCIOJIb30BaTbCS PETMAPATATUPYIOLIME COJIEBBIE ITpenaparsl IS
nepopaibHoro npuema — Jlexkctposa+Kanus xnopun+Harpus xnopun+Harpus uurpar™** — conepixar,

COOTBETCTBEHHO, 1 u 1,5 T mekctpo3sr™* Ha 100 M pacTBopa
Peruaparauus 0oJiee BaskHAa, YeM CHUKEHHE 11€J1€BOr0 YPOBHS KeTo3a!
3. YMepeHHoOe 00e3BOKUBAHHE, HO Pe0eHOK He X04YeT NMUTh

[Ipu oTCYTCTBHH PBOTHI BO3MOXKHA PETHApPATALINs Yepe3 Ha30racTpaiabHbli 30H1 — JlexcTpo3a+Kanus

xnopun+Harpus xmopun+Harpus nurpar** + (KeTo-KuIKoCTH IPU OTCYTCTBUH THIIEPKETO3a).
4. Boipa:xxeHHoe 00e3BOKHUBAHNE

JIro6oit pebeHoKk ¢ THKENBIM 00€3BOKMBAHMEM HYXKAaeTcs BO BHyTpuBeHHOM BBeaeHuu 0,9%
pactBopa Hatpus xyuopuga** 10-20 miu/kr, nanee npu HeOOXOOUMOCTH MOTYT OBITh BBEJAEHBI APYrue

pacTBOPBHI.

HET HeoOxomumMocTH BO BBEIEHUHU PacTBOpa ACKCTPO3BI™ * mpH miukeMun 0ojee 2,6 MMOJIb/J.
II. IN'unornmukemust

VYpoBeHb MIIOKO3bI HUKE 2,6 MMOJIB/J:

HpOBepre YPOBCHb KCTOHOB. Ecan onu B HY)XHBIX 3HAQUCHMAX, a IalUMCHT HCBPOJIOTHMYCCKH
CTaOMIBHBIA — AOIMYCTHUTC THUIIOTTIMKCMUIO. Ecau Bo3HUKAIOT HCBPOJIOTUYICCKUC CHUMIITOMbBI —

nepopaibHbIA IPUEM YITIEBOIOB.
2-5r yriieBoaos:
- 20-50 M1 HpyKTOBOTO COKa
| yaiiHas nOXKa caxapa, BapeHbe, MEJl WIM CUPOI (MOKHO C BOJOM, YaeM)
- 5 1 (1 yaiinas noxka) #nekctpo3sl™* mopomok B 100 mi Bozst [100]
- MoxHo ucnosnn3oBatb 10% pactBop aexctpo3br** (10 Mt — 1 T nexcTpo3br**)
VYpoBeHb ITIOKO3bI BhIIIE 2,6 MMOJIB/JI, HO €CTh CHMITOMBI TUTTOTIIMKEMUH:

PeOeHok BsbIN, CHUXKEH TOHYC, OJICNHBIN, JIETaprusi, CHI)KEHA TEMIlepaTypa Teja, XOJIOAHBIA M
JINTIKUU TIOT, [IMano3. Hauare jieueHne runormkeMun TeM ke myTéM. M3MepuTh ypOBEHb TTTFHOKO3bI
yepe3 15-20 MuHyT mociie Hayaja JICYEHHUs, €CJIM PE3yJbTaTOB HET — IOBTOPUTH JedeHue. s

IMannucCHTOB 0e3 CO3HaHMS H/HIH C cyaoporamu (GCJ'IH HCBO3MOXCH HepOpaJ'II)HHﬁ IMpueMm FJ'IIOKOSI)I) —



BHyTpuBeHHOe BBefeHue 10% nekcTtpo3sr** B mo3e 5 Mr/kr. Ecnu omu307bI THUMOTIIHMKEMUU

MOBTOPSAIOTCS — COOOIIUTE AUETOJIOTY, BO3MOXKHO HYKHO U3MEHHUTH KETOCOOTHOIIIECHHE.
II1. Keto3 11

[IpoBecTu HccienoBaHue KUCIOTHO-OCHOBHOIO COCTOSIHUS U ra3oB KpoBu. Eciu pH HOpmanbHbIT —
nponoipkaiite K/ Ecou pH | (HekommeHcupoBaHHBIN anya03 1) — CHU3UTH oTHOIIeHue nmpu K] nam

BBIMIUTH YIJIEBOIHBIN pacTBOp (Hampumep, 20—50 M GpyKTOBOTO COKa).

Jleuenue ITHIICPKETOHCMHUH. Bxurouenue B AUCTY WX BHYTPHBCHHOC BBCIACHHUC JOIIOJTHUTCIBbHBIX

YIJIEBOJIOB:
- 20-50 M1 ppyKTOBOTO COKa
- 1 vaiinas n0o’kKa caxapa, BapeHbe, MEJ] UJIM CUPOTI (MOXKHO C BOAOH, YaeM)

- IloBTOpHOE OmpeneneHus KETOHOB B KpoBH uepe3 120 MUHYT mociie npuéma JONOJHUTEIBHBIX

YIJIEBOJIOB

- Ecnu keroHemust > 6 MMOJIb/A W/WIW ONPEAEISAIOTCS CUMIITOMBI alua03a — Aaiite pedo€uky emé 30

MJI COKa/4as ¢ caxapom

- Ecnu BTOpast mopiust yrieBoJoB He uMmeeT 3¢ ¢dekra, To He0OXOIUMO BHYTPUBEHHOE BBeneHUe 5%

pacTBopa AEKCTPO3bI**

- KoHTpOb YpOBHS KETOHOB KaXK/bIe 6 4acoB

- Het HeoOxoaumocTu B KOHTpoJie rukemun. Heobxoaumbie mokasarenu Oosee 2,6 MMOJIB/II.
3AKJIIOYEHHUE:

- [Ipu BEICOKOM KETO3€ M XOPOIlIeM CaMO4yBCTBHH — HAOIIO/IEHNE

HpI/I BBICOKOM KC€TO3€ U 06meﬁ caaboctd — JOITIOJIHUTCIIbHOC O6CJ'IC,Z[OB&HI/I€ n JICHCHHUC

COMYTCTBYIOITUX 3a00JICBaHUI

- BpICOKHMIi KeTo3 U anu103 — BHYTPUBEHHOE BBeeHUEe 5% pacTBopa AekcTpo3sl™™* u 0,9% pactBopa

HaTpus xjopuaa™*

- BeICOKHMM Ke€T03 U TUIIOTJIMKEMUS — CTaHJApPTHOC JICUCHUC THITIOTTIMKCMHH.



Ipuaoxkenue I'l-I'N. IlIkajabl OLleHKH, BONPOCHUKHU U
JApyrue OueHOYHbIC HHCTPYMEHTHI COCTOSIHUS
MANUCHTA, IPUBEJACHHbIC B KINHUYCCKUX
pPeKoOMEeHIalusX

IIpuiaoxkenue I'l. Cumnrombl, HaOI0HaeMble pu cuHapome aepuuura Glutl

3apepKa
Pa3BUTUA/UHTENNEKTYa IbHblE
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Pucynok 1 Cumnromsl, Habmtonaemble ipu cunapome Glutl B 3aBucuMoctu oT Bo3pacta [39]

ABcaHchl
lfeHepanusoBaHHble

TOHH'-IECHHE/HHOHHHECHHE

JBuratenbHble app——

3nunencua

HapyuweHuA Atakcua cyaoporu
AuctoHua ®oKanbHbIE NPUCTYNbI
Xopen MMHOKNOHWYECKH-
MapoKcmamansHbie acTaTM4ecKue
BANCKUHE3WUK

npUcTynbI

MHTennekTyanbHble
HapyLeHuA
3apepKa popmMHpOBaHUA
afAanTUBHOrO NOBEAEHMA
Aeduynt BHUMaHKUA

Knaccuueckuii
¢eHoTHMN

KoruutueHbie/nosegeHYeckue
HapylweHnA



Pucynok 2 Heposorudeckue nposiBiieHus npu cuaapome neduimra Glutl [45]

Ipusoxkenue I'2. I'eHoTHNI-PeHOTHIIHMYECKASI KOPPEJIALUAS NIPU CUHIPOME
nepunura Glutl

bbina oTMeueHa KOppensalus MEXAY KOHKPETHBIM THIIOM IATOreHHOro BapuaHTa reHa SLC2A41 u

KIIMHUYECKOM TsKecThIo [18].

HSITBI[GCSIT TpH IMaouCHTAa ObLIH PasaciICHbl KIMHUYCCKHU B COOTBCTCTBHUM C HeBpOHOFHHGCKOfI IIKaJI01

Komymobuiickoro yausepcutera (CNS — Columbia Neurological Score) Ha ueTsipe rpynmsi [18]:

MunnmansHas (70—76 6anioB)

Jlerkas (60—69 6amioB)

Ymepennas (50—59 6amnoB)

Tsoxenas (40—49 6aoB)

CpaBHeHUE THUIIOB INe€TEPO3UTOTHBIX MATOr€HHBIX BapUaHTOB B TeHe SLC2A1 cpeau 4eThIpEX Tpynn

BBIABWIIO CJIICAYIOIICC:

e MucceHc-BapuaHThl BCTPEUAINUCH IPEUMYIIECTBEHHO MPU JIETKOM W YMEPEHHOM TSKECTH

HEBPOJIOTUYUCCKUX HapymeHHﬁ.

o BapI/IaHTBI CalToOB CHHaﬁCHHFa, HOHCCHC-BApHAaHTbI, MHCCPIHUHU, ACIICOHUHN SK30HOB BCTPCUYAIMCDH

MPAKTUYECKH BCETNIA MPU CPEAHEN U TXKEIOU CTEIEHU HEBPOJOTUYECKUX HAPYIIEHUM.
e [lonHbie nenenuu reHoB HaOIIOAAINCH MTPH TSHKETOM CTENEHH.

3Haunmasi obparHas kxoppemwsimus (R 2 =0,94) HaGmromamace MEXIy CPEAHUMHU 3HAUYCHHUSIMU
nomiomeHust 3-O-meTuin-D-IoKo3bl SpUTPOLUTAMA U KIMHUYECKON TSKECTBIO, ONPENEIEHHON I10
HeBposiornueckoi mkane KomymOuiickoro yHuBepcuteTa. Takum o00pa3oM, MOIVIOLIEHUE TITIOKO3BI

IPUTPOIUTAMU SABISETCSA MOKa3areaeM QyHKIIMOHAIBHOTO 3 eKTa MaToreHHOTo BapruaHTa.

beuo maeHTHUIIMPOBAHO MHOXKECTBO TATOTEHHBIX BapuaHToB [18, 69]. bbuio oOHapykeHO

HCCKOJIBKO I'OpAYHUX TOYCK MYTaI_II/Iﬁ M Y4aCTKOB I'CHOB!

o Tpu uenoBeka (KaxIblii U3 pa3HBIX CEMEN) UMEIOT MIATKUN KIMHUYECKUI (DEeHOTHUIT (OnIpeAeIsieMblil

no mkane CNS) u rerepo3urotusbiii p.Arg333Trp naToreHHbI MUCCEHC-BapUAHT.

o I[BGH&I[H&TI) YCJIIOBCK UMCIOT I‘eTepOBI/IFOTHHﬁ MMaTOreHHbIN MHCCCHC-BAPHUAHT 110

AMUHOKHMCJIOTHOMY OCTaTKy apruHuH 126.

o [lsaTepo umenu wmsArkuii (EHOTHN: TPOE HWICHOB OJHOM CEMbU C TMATOTEHHBIM BapHaHTOM

p.Argl26His 1 qBa 4ieHa OJJHOW CEMbH C MMaTOTeHHBIM BapuaHToM p.Argl26Cys.


https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/pathogenic-variant/

e [IaTh ¢ KIacCHMYECKUM (beHOTI/IHOM NN HEIIHNICHTUYECCKUM Q)CHOTHHOM MMEJIM T1aTOTr€HHBIN

BapuaHTt p.Argl26Cys.

° I[Ba MOHO3UT'OTHBIX 6paTa-6J1H3Heua C IapOKCHU3MAJIbHBIM XOpP€Ooarc€To30M CO CIHACTHUYHOCTBIO

OBLIIM TE€TEPO3UTOTHBIMU IO MaroreHHoMy BapuaHty p.Argl26Cys.

e 3HauynTenbHas 4yacTh (5/21) maTroreHHBIX BapUAHTOB PACIIOIOKEHA B YSI3BUMOW 001acTu Oenka
Glutl, xOTOpBIN BKJIIOYAET YETBEPTHIA TPAHCMEMOpPAHHBIA TOMEH, KOAMPYEMbIH SK30HOM 4, UTO
YKa3blBa€T Ha KPUTUYECKOE (PYHKIIMOHAIBHOE HApyLIEHUE, CBSI3aHHOE CO CTPYKTYPHBIMU

U3MEHEHUSAMM B 3TOU o0JiacTu Oeska
o Tpu dyenoBeka OBIITM TETEPO3UTOTAMH TI0 TTAaTOTeHHOMY BapuaHTy p.Thr295Met:

o Knaccuueckuii (eHOTHN ¢ paHHUM Ha4yajaoM, BKJIOYAIONIMN  €KEMECSYHbIE MPUCTYIIHI,
HaYWMHAKIIHUECA B MIIAJCHYCCTBC, 3az[ep>1<1<y paBBI/ITI/ISI, AaTaKCHIo, MI/IKpOIIC(l)aJ'II/I}O n 5[3LIKOBOI>1
nepuuuT;

e ['mnornukoppaxusi 1 HU3KHE HOPMAJIbHBIE KOHIIEHTPAIIUMH JIAKTaTa B CIIMHHOMO3TOBOM KHIKOCTH;
e Hopmanbnslii nputok 3-OMG (3-O- methyl- d -glucose) B aputrponuTst.

HccnenoBanus MmyTarenesa mokasbsiBarot, uto p. Thr295Met cnenndudeckn BIUSET Ha MMOTOK TJTIOKO3BI,
Hapylias OTTOK, a HE€ NPUTOK. DTHU HAXOAKU OOBSCHSAIOT KaXyIIHEeCs MapaJoKCaJIbHBIMU HAXOAKU
cunapoma nedunura Glutl ¢ rumorMkoppaxue W «HOPMAJIbHBIM» TOTJIOMIEHUEM TIIFOKO3bI

sputpouutamu [68].

[Mpunoxenue I'3. HeoOxonqumbie o0ciienoBanus nepea seeaeHueM B KJI{

OcMoTp manueHTa nepex HA4YaJI0M KEeTOTeHHOM JHeThI:

o Xapakrepuctuka cygopor (Tum, yactora)

o ComyrcTBytomue 00JIe3HHA

o [Ipemnaparhl, MOCTOSHHO MPUHUMAIOIIMECS HA MOMEHT OCMOTpPa

o [IpuBbruku B ene

o HenepeHocuMOCTb ONpeesIeHHBIX TPOYKTOB

e O1leHKa COMaTUYECKOTO CTaTyca

e O11eHKa HEBPOJOTMYECKOTO CTaTyca

e AHTpONOMETpPUUYECKHE UCCIIeIOBaHUS (M3MEPEHUE MACChl TeJIa, pOCTa, OKPY>KHOCTHU T'OJIOBBI)

Heo0xonnmpblie o0csienoBanus nepen speaenueM B KJ{



UccnepoBaHune (6asoBoe)

O6sa3arTesibHble

PexkoMmeHayeMbie

Kposb:
- 06Wwmin (KAIMHUYECKMN) aHaNn3 KPOBN pas3BEPHYTbIN

- AHanm3 KpoBu 6UoOXMMMYecKkuin oblieTepaneBTMYeckuin (nccnepoBaHue YypoBHS obuwero 6enka,
KpeaTUHMHA, TPUrnmuepmaoBs, xonectepuHa, obwero 6unupybuHa, 6VIJ'IV|py6VIHa B12
cBo6oaHoro
LLeNIOYHOM ocdaTasbl, XONecTepuHa JIMNONPOTEMHOB HU3KOMN MIOTHOCTH, XONecTepuHa J'IVII'IOI'IpOTEVIHOB
HaTpWA, Kanus, O6WEero MarHWs, WOHW3WPOBAHHOTO MarHus, oblero Kanbuus, -
XN0pUaoB,
aKTUBHOCTU aCI‘IapTaTaMMHOTpaHCCbepa3bI, AKTUBHOCTU aslaHMHaMUHOTpaHcdepasbl, aKTUBHOCTU aMunasbl
- WccnepoBaHne KUCAOTHO-OCHOBHOMO COCTOSIHUS U ra30B KpOBU -

anbbyMuHa, MOYEBUHDI,
CBSA3@aHHOIO (KOH'brOFVIpOBaHHOFO), 6unupybuHa
BbICOKOM MJIOTHOCTH,

MOHM3NPOBAHHOIo Kanbuus, 25-OH ButamuHa [,

- 06Wwmn (KNMHMYECKMIN) aHaNM3 MO4n

- WccnenosaHue ypoBHs docdopa, YPOBHS KafbLusi, YPOBHS MOYEBOW KWUCIOTHI,
YPOBHSI Kanusi, YypOBHSI HAaTPUsl, KETOHOBbLIX TeJ1, YPOBHS X/I0pU0B B MOYe

®dDyHKLMOHANbHAasA ANarHOCTUKa:
- DneKkTposHuedanorpamMma

- YnbTpasByKoBOe McCnenoBaHMe opraHoB H6proLHON NONOCTU (KOMMIEKCHOE) M NMoYeKk

KpoBb:

- onpegeneHue
YPOBHS BUTaMUHa
(HeKOHbIOFVIpOBaHHOFO), rOKOo3bl, (umaHokobanamunHa),
LMHKa, ceneHa
nccnegoBaHue
MOYEBOM KWCNOTbl, KpeaTUHKMHa3bI, YPOBHA  (eppuUTUHa
B KPOBMU
nccnegoBaHue
YPOBHS CBO60,E|,HOI'O
KapHUTUHaA
aUWIKapHUTUHOB B

KpOBM

YPOBHS KpeaTuMHUHa,

Hpnﬂomenne I'4. KeTorennas JAUETA: MOKA3aHUA U IIPOTUBOIIOKA3aHUA

Moka3aHusna MpoTuBonokasaHus
nunerncus: A6Co/IIOTHbIE:
- pedpakTepHas anunencus rnocne NpMMeHeHust AByx — HapyweHue okucneHus xupHbix kucnot (VLCAD, LCHAD,MCAD,

NpPOTMBO3MUIENTUYECKMX NMpPenapaToB
- cuHApoM BecTa

- cnHapom OTtaxapa

- dokanbHble cygoporu B nepuoj
XVMPYPruyecKoro nevyeHns annnencmm

oXnaaHus

OCTN2, CPT1, CPT2)

- Aeduvumt nupysaTkapbokcunasbsl 1 apyrue aedeKTbl rMKOHEeoreHesa
(Bedpnumt dpykT030-1,6-agndocdaTa)

- AedekTbl KeTonmsa

- nedekTbl KeToreHesa

- nopdupus

— CUHAPOM YANIMHEHHOro uHTepBana QT

MeTta6osmuyeckne 3abosneBaHus:
-cuHapom geduumta Glutl

- pedpununt PDHC

— MUTOXOHApPWasbHble HapyLUEHUSs

OTHOCUTE/IbHbIE:

— HEBO3MOXHOCTb 06ecneyeHms NOSTHOLEHHOIO NMUTaHus

- oyar, TpebyrLWwmn XMpypruyeckoro BMeLaTeNnbCTBa, BbISBASEMbIN MpU
HenpoBM3yanmsaumm u suaeo-3KM-MOHUTOPUHTre

- HecobnoaeHne Ha3HayeHuni poauTensiMu nnm
OCYLLECTBSAOWNMM yX0[4 3@ pebeHKoM

nmuamu,

Hpunoxenue I'S. CooTHOIMIEeHHEe MAKPOHYTPHEHOB NP Pa3JIUUYHBIX
BapuanTax K/I, paccaurannbix Ha panuoH 1200 kkau

MaKpOHY-TPUEHTbI 4:1 KA 3:1 K4 2:1 KO 1:1 K4 MCT KA MAOA
XKupbl (1) 120 116 109 97 67 - MCT 87

28 - LCT
XKupbl (%) 90 87 82 70 50 - MCT 65

21 - LCT
Benku (r) 20.1 30 35 46 57 90
Benku (%) 6.7 10 12 15 19 29-32
Yrnesoabl (r) 9.9 19 19 46 30 15
Yrnesoabl (%) 3.3 6 6 15 10 3-6

Hpunoxenue I'6. CpaBHenue pa3an4Hbix BapuanToB K/I, npuMmensieMbIX nmpu
nepunurte Glutl




KA n Moaudpuuyn-
Bonpochbl poBaHHas K[, MCT KA MAA
OveTa BBOAMTCS noa MeANLMHCKUM aa Aa aa
HabnoaeHnem?
DTO BbICOKOXMpOBas amera? na na na
OTO HU3KOYreBoAHasa amerta? aa Aa Aa

Kakoe cOOTHOLEHNe MaKpOHaTYpPUEHTOB: XMPbl:
6enkn+yrnesoabl MCNONb3YyeTCH?

4:1,3:1,2:1,1:1

MpumepHo 1:1

MpumepHo 2:1

Kakoe KO/MYeCcTBO YrnesoAOB paspellaeTcs, 8r—4:1 40-50r 10-15 r —

ecnum KanopuiHoCTb paunoHa 1000kkan? 16r—3:1 MnoAPOCTKU
30r—2:1 20 r —
40-60r —1:1 B3pocC/ible

[Ae NpoucxoanT BBeAEHUE B ANETY B 6onbHMLE MK goMa NoA B 60nbHULE KM gomMa Noa aoma
HabnaeHneM Bpaya HabnoaeHneM Bpayda

MponcxoanT pacyeT Kanopuin? na na Mpun

Heobxo0AMMOCTKN

Heobxoanmo BKtOYATb B Tepanuio | aa Aa aa

NOSIMBUTAMMHbI C MMHEPAJIbHbIMWU BELLEeCTBaAMU?

ECTb /i1 orpaHnyeHmns no »xmakocTtun? HeT HeT HeT

MpoBoauTCcs nn MeauuUMHCKoe obcnenoBaHue Aa Aa Aa

nepes Ha4asaoMm AneTbl?

MoryT nun 6bITb No604YHbIE 3 deKTbI? na Aa ha

Hpunoxenue I'7. CpenHecyTouHbie HOPMBI (PU3MOJIOTHUECKUX TOTPEOHOCTEH B
SHEPruu JJis aeTen

CpennecyTouHble HOPMBbI (PU3HOJOTMYECKUX MOTPeOHOCTEe B JHEPrUM ISl JeTed COIIACHO

FAO/WHO/UNU 2001

Bospacrt (mec.) DHeprua (KKan/Kr) Myx DHeprua (KkKan/Kr) »xeH
0-1 113 107
1-2 104 101
2-3 95 94
3-4 82 84
4-5 81 83
5-6 81 82
6-7 79 78
7-8 79 78
8-9 79 78
9-10 80 79
10-11 80 79
11-12 81 79




BospacTt (mec.) DHeprua (KKan/Kr) Myx DHeprua (KkKan/Kr) >xeH
BospacT (roabi)
1-2 82,4 80,1
2-3 83,6 80,6
3-4 79,7 76,5
4-5 76,8 73,9
5-6 74,5 71,5
6-7 72,6 69,3
7-8 70,5 66,7
8-9 68,5 63,8
9-10 66,6 60,8
10-11 64,6 57,8
11-12 62,4 54,8
12-13 60,2 52,0
13-14 57,9 49,3
14-15 55,6 47,0
15-16 53,4 45,3
16-17 51,6 44,4
17-18 50,3 44,1

DHepreTuyecKue MOTPeOHOCTH AeTell paHHero Bo3pacra, noaydawmux K/, Ha ociose RDA?

Bo3pact (Mecsubl) Bec (kr) Kkan/kr/neHb
1-3 3,8-5,9 100-95
4-6 6,0-7,9 95-85
7-12 8,0-10,0 85-80
Ipumeuanne: * Ha ocHoBe cpemnero mokasarenss s Acrpanun, Opannuun, Iepmanum,

Hunepnangos, Bemukoopurannu, CIIA.

Hpunoxenue I'8. Pekomenayemas eskeJHeBHAS MOTPEOHOCTH B 0eJIKax y
NAUEeHTOB, mojyyarwimmux K/

Ha ocuoBe 3Hauennii RDA

Bospact HopMa 6enka r/kr/aeHb

0-12 mec. 1,5

13-35 mec. 1,1




Bospacr HopMa 6enka r/kr/aeHb
3 roga 1,1

4-13 net 0,95

14-18 net 0,85

18 net 0,8

Ha ocuose 3nauenniit RDA niim WHO/FAO

Bospact Bec, kr (C yuyeToM maeasibHOro COOTHOLIEHUNA benkn r/kr/neHb B 6enkun/r/kr/neHnb

(Mecsaubl) Bec/BO3pacrT) nepuoa KA2 WHO/FAO

1-3 3,8-5,9 2,0-1,6 1,77-1,36P

4-6 6,0-7,9 1,5-1,3 1,24-1,12b

7-12 8,0-10,0 1,2-1,1 1,12-0,86°¢
IIpumeuyanne: a — Ha ocHoBe cpenHero mnokasarens s ABcrpanuu, Opannuun, [epmanun,

Hunepnannos, Benmukoopuranuu, CIIIA; b — WHO 2007: 6e3omacHsIil ypoBeHb i1 pocTta +1.96 SD;
¢ — FAO 2013.

Hpunoxenue I'9. PekomenayemMoe exxkeTHeBHOE NMOTPedIeHHE KUAKOCTH

Bec (kr) MoTpe6bHOCTb B XXUAKOCTU

1-10 100mMn/Kkr

11-20 1000mMn+(50mMn/Kr Ha Kaxabli Kr>10kr)
>20 1500Mn (20Mn/Kr Ha Kaxabli Kr>20kr)

PexomeHyemMoe eskeIHeBHOE KOJMYECTBO KUAKOCTH Ha ocHoBe RDA*®

Bo3pacT (MecsLbl) Bec (kr) M /Kr/peHb

1-3 3,8-5,9 150-140

4-6 6,0-7,9 120-110

7-12 8,0-10,0 100-90

IIpumeuanune: a — Ha ocHoBe cpenHero mnokazarens i ABctpanuu, Ppanuuu, [epmanuu,

Hunepnannos, Benukoopuranuu, CILIA.

Hpunoxenue I'10. be3onacHpie ypoBHM noTpedieHns 0eIKa U SJHepPreTu4YecKue
MOTPEOHOCTH Y AeTel U B3POCJIbIX, 2 TAKAKE B IIEPUOJ OePEMEHHOCTH U
Jakrauuu (Bb10opouyno u3 pekomenaauuii FAO/WHO/UNU nas 3mopoBoii
TOMYJISII[MH)

MoTpebneHune 6enka




MoTtpebneHune 6enka

BBo3-pacT MoTpebneHue Bo3-pacT XKeH- My>x- YKEHLMHbI MY>X4YUHbI

LWMHbI YWUHbI
Mecsaybi r/Kr Beca tesia B /leHb rogbl K/[>k/Kr Beca Tesia B leHb zgzl;/Kr Beca Tesa B
1 1,77 0,5 340 35 81,3 80,0
2 1,50 2,5 334 48 79,8 83,2
3 1,36 5,0 305 15 72,9 75,3
6 1,31 10 248 75 59,3 65,7
12 1,14 15 193 30 46,1 55,0
1,5 1,03
2 0,97
3 0,90 18-29 159 83 38,0 43,7
4-6 0,87 30-59 148 75 35,4 41,8
7-10 0,92

YKEHLUHbI MY>KUYMHbI
rloabi
11 0,90 0,91 18-29 180 12 43,0 50,7
12 0,89 0,90 30-59 183 12 43,7
13 0,88 0,90
14 0,87 0,89
15 0,85 0,88 Tpu- k/>x/AeHb KKan/neHb
mecTp

16 0,84 0,87 1 375 90

1200 287
17 0,83 0,86 2 1950 06
18 0,82 0,85 3
> 18 0,83 0,83
BbepeMeHHOCTb Mecsa-ubi k/>x/A€eHb KKaJ1/OeHb
O6buwee AOonoJIHUuTeNnbHoe norpebnexnune 1-6 2800 669
6enka >6 1925 460
TTpumecTp r/AeHb
1 1
2 10
3 31
JlakTauus
O6uwee AONOJIHUTEJIbHOE norpe6bneHune

6enka




MoTtpebneHune 6enka

MmMmecsybi r/AeHb
0-6 19
>6-12 13

Ipusoxkenue I'11. IloaroroBuTeIbHBIM, HAYAJIbHbIN U OCHOBHOM 3TalbI
JICYEHHUS HA OCHOBE KeTOT€HHOM IMeTHI y IeTell paHHero Bo3pacra

MoparotoBka Hauano TepaneBTuyeckan ¢gasa
Ucknoumntb HauyanbHoe COOTHOLUEeHue - 1:1 3ddektmBHoctb K[A: aHeBHUK npuctynos (npu
npoTuBoONoOKa3saHusa (BO3MOXKHO cpasy 3:1), HeobxoanMocTu 33I)
(Mpun. I4) ueneBsoe — 3:1 (1:1-2:1-3:1)
MepeHocumocTtb KA: XKT, coH, noBeaneHue, annetuTt
MoaroTtoBka K YuyutbiBaTb NOTPE6HOCTU NUTaAHUA
JieyeHuro - Kanopuu (Mpwun. I'7) KnuHuueckuit MoHuTOpUHr: (Mpun. M12)
(Mpwn. I'3) - benku (Mpwun. 8)

- Xuakoctu (Mpun. M9)

(Mpun. 3)
KoppekTupoBka
UccnepnoBaHue ypoBHA
KpPOBM: [1IBaXX/Jbl B €Hb

ABaXXabl B AE€Hb

O6cnepoBaHMe [0 Hauvana Tepanum

O6Hapy)XeHue KETOHOBbIX Tesl B Moue:

Y3W nouek: yepes 6-12 mecsiues

rNTIOKO3bl B

KnuHuueckana v napakJiMHM4eckKkasl oLleHKa Ha Ha4YyaJibHOM U OCHOBHOM 3Tanax guMerorepanuu

MMnornukemus

Keto3

1 BJ1aXHOE Tesio, UMaHo3

TpPEeBOXHOCTb, MMOXOM TOHYC, COHJIMBOCTb, YyalleHHoe JAblXaHuWe, YydalleHHoe cepauebuenue,
6nefHOCTb, HM3KAsA TeMMepaTypa, X0no04Hoe MOKpaCHeHWe  nuua, pasapaXKMTesbHOCTb,  PBOTa,

COHJIMBOCTb, I'IpOGJ'IeMbI C KopMmJieHneM

Ipunoxenue I'12. PexomeHnayemMblii KOHTPOJIbHbINH KIMHUYECKH MOHUTOPHHT NIPH COOII0IEeHUN

KeTOTreHHOM JHeThI

O6cnepoBaHuna

YactoTta MOHUTOpPUHra

OueHka 3ddekTnBHoCTM K[ nyTeM u3yvyeHUs AHEBHWKA MNPUCTYMoOB,
YacToTbl MPUMEHEHWS feKapcTBEHHbIX npenapaTos, Anbo aHanusa
APYrUX nokasaTtesieil BO3SMOXHbIX Y/yYLUeHUi

Mpun KaXAa0M KOHTPOSIbHOM BU3UTE

OueHka nepeHocumocTv K[ 1 no6ouHbix 3deKToB, BKIOYas BOMPOCH
0 (YHKUMW KULIEYHWKA, CHe, NMOBEAEHUM 1 anneTuTe

Mpn Kax4oM KOHTPONIbHOM BU3UTE

Bec, poCT, OKPY)XXHOCTb FO/I0BbI

Mpu Ka»aoM KOHTPOJSIbHOM BU3UTE

O6WKnin (KNMHUYECKNIA) aHannM3 KpoBM pa3BepHYTbIN
O6Wmnit (KNMHNYECKU1) aHanmu3 Moumn

Kak ykasaHo B Mpwun. M13. YacTtoTy aHanu30B MOBbLILWAIOT MPWU BbIABEHUN OTKIOHEHUI WU
HanU4mMm Apyrux HexenaTesbHbIX SBAEHU

YnbTpa3sByKkoBoe uccnefoBaHne opraHoB 6ptowHomn nosocTn
(KoMnnekcHoe)

Yepes 6-12 mecsiueB Ha K. JononHuTtenbHoe obcneaoBaHne nNpy KIMHUYECKUX MOKasaHUsaX

YnbTpa3ByKoBOe UCC/Ief0BaHNe rnoyexk

Yepes 6-12 mecsues Ha KA. JononHuTenbHoe o6cnefoBaHne npu KAMHUYECKMX NMOKasaHuax B
BMAe remMatypum B 3 nocnenoBaTeslbHbIX TecTax WM Heo6bSCHUMOWM pasapaXuTenbHOCTU Y
pebeHka (Ha HayaslbHOM M OCHOBHOM 3Tanax K/)

dnekTpoaHuedanorpaMma

Mo KNMHMYECKMM nokasaHuaM

SneKkTpokapavorpaMma

[lo Havana neyeHns 1 No KIMHUYECKUM MOKasaHUAM




Mpunoxenue I'13. PexoMeHayMblii J1a00PATOPHBIA MOHUTOPHHI B IEPUOA AUETOTEPANIUH

WUccnepoBaHus

YacTtota MOHUTOPUHra

O6s3aTenbHble:

Kposb:

O6wmin aHanns Kposu

yepe3 3 Mecsua, 6 Mecsues, 3aTeM Kaxable 6
mecsueB

MoyeyHblt Nnpodunb (HaTpUn, Kanui, MoyeBmHa, bukapboHaT, anbbyMuH)

MeyeHouHbIN Npodunb

Kanbuwnit, pocdat, MarHui

[nokosa

ButamuH D

Kaxaple 6 mecaues

WccnepoBaHne ypoBHS XONecTepuHa, YPOBHS XOnecTepuHa JIMNOMNPOTEMHOB HWU3KOW MIOTHOCTM B KPOBMW, YPOBHSA

MNoNpoTeENHOB B KPOBU

yepe3 3 Mecsua, 6 MecsiueB, 3aTeM Kaxable 6
mecsueB

Mouya:

COOTHOLLUEHWE KanbLMWii:KpeaTUHWH, remaTypusi

yepe3 3 Mecsua, 6 MecsaueB, 3aTeM Kaxable 6
mecsues

PekoMeHAoOBaHHbIE (M0 BO3MOXHOCTH):

Kposb:

OnpeneneHne ypoBHs BUTaMuHa B12 (unaHokobanaMuH) B KpoBwm
WccnepoBaHue ypoBHS GONMEBOI KUCOTbI B CbIBOPOTKE KPOBU

no NnokasaHuaMm

WccnepoBaHue ypoBHS LIMHKa B KPOBU
MccnenoBaHue ypoBHS ceneHa B KPoBU

WccnenosaHne yposHS eppuTHa B KpoBM

CB0O60AHBIN KapPHUTUH U NpodUb aunIKapHUTUHOB

Ipunoxenue I'14. [lodounbie 3¢ dexTsl K/, nX npopuiakTuka U KoppeKuus

OcnoxxHeHus NMpodunaktuka MeTtoabl Koppekuum

mnornukemunsa MporpeaneHTHoe BBeAeHue LVEThI, Mpuem 5 r yrneBoZoB (pacTBopa AEKCTpo3bl**, dpykToBOro coka — 50
MOHWTOPWHT FOKO3bl B KPOBU M, monoka — 100 mn)

MvMnepkeToHemMus MOHUTOPUHTI YPOBHSI KeToHOBbIX Ten, KOC, Mpuem 5 r yrneBonoB (pacTBopa AeKCTpo3bl**, dpykToBOro coka — 50

cBOeBpeMeHHas
nnuTaHua

KOppeKuus  pauuoHa

M, mosioka — 100 mn)

[acTpOMHTECTMHA bHbIE HapYLUIEeHUA: pBOTa,

MpueM Kypcamu npenapatoB ¢epMeHTOB

YMeHbLUeHe KONNYeCcTBa XMpoB B paunoHe (Ha 30-50%) B 3aBucumMocTy

Avapest NOAXEeNyAOUYHON Xenesbl, Xen4yeroHHbIX OT TSAXKECTU CUMMTOMATUKN
cpencTs CTUMyNsATOpPbl MOTOPUKM XKENYAOHHO-KULLEYHOrO TPakTa
Mpenapatbl, CnocobCTByOWME MNULLEBAPEHNIO, BKIOYas
cdepMeHTHble npenaparhbl

MpenapaTtbl AN neyveHns 3aboneBaHUn XenyeBbIBOAALMX NyTen
pernapataumns
cuMnTOMaTUYeckas Tepanus

Co CTOpOHbI MOYEBbIAENUTENBHOW CUCTEMbI: CobntoaeHune NMUTLEBOIO pexuma, NauveHTam cTtapwe 12 net #Kanus rmapokap6oHat + JIMMOHHas K1cnota

runepypaTypus, runepkanbumypus

KOHTPOJIb KIMHUYECKNUX U BUOXUMUYECKMX
napaMeTpoB Mouu

+ HaTpws unTpaT; NMMOHHOro coka (Ao 85 r B CyTKM); Tepanusi C y4eToM
pesynbTaToB UCCIeA0BaHUS MOUM




Ocno>xHeHus Mpodunakruka MeTtoabl KOppekuum

MN3MeHeHns co CTOpPOHbI CepAevHO-COCYANCTON [JlononHuTenbHoe HasHayeHue npenapaTos Mpenapatbl kanusa, #ybuaekapeHoH
CUCTEMbI (yanuHeHue WHTepBana QT, ceneHa. MoHuTOpMpoBaHue

AvnaTauMoHHas KkapavomuonaTus) 3neKTpoKkapAanorpadryeckmx AaHHbIX

Hpunoxenune I'15. @opmyasi Hlodguaga nis pacuera BeJUUYNHBI OCHOBHOTO 00MEHA M0 Macce TeJja 'y

nerem

Bo3pacrt u non

dopmyna

CraHAapTHas owub6kKa BbluMCIEHUs

Ao 3 ner

Manbuukmn BOO* (MOx/cyT) = 0,249 x MT**- 0,127 0,293
AeBouku BOO (MOx/cyT) = 0,244 x MT - 0,130 0,246
Manbumnkm BOO (kkan/cyT) = 59,5 x MT - 30,4 70
AeBouku BOO (kkan/cyT) = 58,3 x MT - 31,1 59

3 - 10 ner

Manbuunkmn BOO (MOx/cyT) = 0,095 x MT + 2,110 0,280
AeBouku BOO (MOx/cyT) = 0,085 x MT + 2,033 0,292
Manbumnkm BOO (kkan/cyT) = 22,7 x MT + 504,3 67
AeBoukn BOO (kkan/cyT) = 20,3 x MT + 485,9 70
10 - 17 ner

Manbuunkun BOO (MOx/cyT) = 0,074 x MT + 2,754 0,440
AeBoYkn BOO (MOx/cyT) = 0,056 x MT + 2,898 0,466
Manbuunkmn BOO (kkan/cyT) = 17,7 x MT + 658,2 105
AeBouykn BOO (kkan/cyT) = 13,4 x MT + 692,6 111

Mpumeyanne: *BOO — BenmunHa ocHOBHOTO 0O0MeHa, **MT — macca tena (Kr).

IIpunoxenne I'16. IlpoaykTsl U Macsa, ncnoab3yembie npu KJI

HasBaHue

OnucaHue

Cocrtas

KETOKAN 3:1
(Nutricia)

CrneumnanmsmpoBaHHbIi NMPOAYKT AETCKOro AMETUYECKOro 1e4ebHOro NuTaHus npu
NIeKapCTBEHHO-PE3MCTEHTHON 3MUAENcUM U APYrUxX COCTOSIHUSX, MPU KOTOPbIX
rokasaHa KeToreHHasi AMeTa, Cyxasi CMeCb C HEUTPasbHbIM BKYCOM

CMecb pacTWUTeNlbHbIX Macesn, MosouyHble 6enku (KaseuH u
CbIBOPOTOYHble 6efkn), a TakxKe aMWHOKWUCAOTbI, YrneBoAbl,
BWTaMWUHbI, MUHEpPAsbl U MUKPO3/IEMEHTbI

KETOKANN  4:1

CneumanmanpoBaHHbI NPOAYKT AETCKOro ANETUYECKOro nevyebHoro nutaHus npu

CMecb pacTUTeNnbHbIX Maces, MOMo4YHble 6enku (KaseuH w

(Nutricia) NIleKapCTBEHHO-PE3UCTEHTHOW 3NUNencum u ApYyrux COCTOSAHWUSIX, MPU KOTOPbIX CbIBOPOTOYHble 6enkun), a TakXe aMUHOKWUCIOTbl, YrneBOAbl,
rnokasaHa KeToreHHast AneTa, cyxas CMecCb C HeMTpanbHbIM BKYCOM BUTaMWHbI, MAHEpPasbl, MUKPO3JIEMEHTbI U MULLEBbIE BOSIOKHA

NInkBuaXeH**** DHepreTM4yecknMii  MoAy/b, BbICOKOKANIOPUIAHAS 3MYNbCUS  CPeHeLenoyeyHbiX MCT (KokocoBoe Macno ppakuMOHMPOBAHHOE, MasbMOBOE

(Nutricia) TpUrNnuepunaoB Macno dpakunmoHuposaHHoe), Boaa AeMuHepanusoBaHHas,

SMynbratop (E472c)




