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CUHAPOM MAJIBABCOPBILHHA (CM)

- MNMog CM NOHMMaAIOT HapyLeHWA NPoLLeccoB nepesBapmBaHUA
N BCAaCbiBaHUA NUTATENbHbIX BELWLECTB B TOHKOW KULIKE, YTO
CONPOBOXKAAETCA XPOHUYECKOU ANapeen, pacCTPOUCTBOM
NMUTAaHNA N CUCTEMHbBIMN MeTaboNNYeCKMMM PACCTPOUCTBAMM

- MIHoraa BblAENAIOT OTAENbHO CUHAPOM ManbANUrecTum
(maldigetion syndrome) — cuHAPOM HEAOCTaTOYHOCTH
NULLEBAPEHMA, CBA3AHHbIN C HApyLLEHNEeM nepeBapmnBaHUS
NULLEBbIX BELLLECTB M3-3a AednumTa NULLEBAPUTE/IbHbIX
dbepmeHTOB 1 cMHApPOM Manbabcopbunm (malabsortion
syndrome) — paccTponCTBa BCAaCbIBaHUA B TOHKOM KULLIKE
OZ1HOTO NN HECKOJIbKUX NUTATENbHbIX BELLECTB U CBA3AHHbIE
C 3TUM HapyLLeHUsa obMeHa BeLLLecTB



CUHAPOM MAJIBABCOPBILHHA (CM)

» C TOYKUM 3pEeHUs BbIABIEHUA TOHKUX
ocobeHHOCTEN NaToreHes3a Takoe pasaeneHumne
NPOLLEeCcCcCOB NepeBapmBaHMA U BCAaCbIBaHMUA,
BEPOATHO, NPaBUAbHO, HO C MPAaKTUYECKOMN TOUYKMU
3peHUs ero MOXHO He AenaTtb, Tem bonee, YTo
Npu MHOTrMX 3aboneBaHmNAX 3T ABa COCTOAHUSA
NAyT PyKa 06 pyKy Unm ABAAKOTCA ABYMHA
nocnenoBaTe/IbHbIMU 3Tanamm

» MoaToMy NpU Aa/IbHENLLEM U3NOKEHUN ByaeT
MCMOb30BaTbCA TEPMUH «ManbabcopbLmsa»



CUHAPOM MAJIBABCOPBILHHA (CM)

» B natoreHe3e CM wurpaet ponb coyeTaHMe
PA3HOMN CTENEHU BbiPa*XeHHOCTU HAPYLUEHUNI
MNOJIOCTHOrO U MeMbpPaHHOTO NULLLEEBAPEHMA
(ManbaurecTma), a TakXe HapyLLeHunsa
BCAaCbIBaHWA N TPAHCMNOPTA HYTPUEHTOB Yyepes
KULWEYHYIO CTEHKY B KPOBb

» BeayLimm 3BeHOM AB/ISIETCA HAPYLUEHUE
MeMbpaHHOro (MPUCTEHOYHOTO) NULLLEBAPEHUS,
B reHe3e KOToporo 60/1bluylo posb UrpaeT
KULLEYHbIN ANCOMOo3



CUHAPOM MAJIBABCOPBLHHA (CM)

- BbiaenatoT nepBmnYHbIN U BTOPUYHBbIN CM

 MepBnyHbIM CM CBA3aH C NePBUYHbLIMU
depmeHTONaTUAMM NN C HACNEeACTBEHHbIMU U
BPOXAEHHbIMU HAaPYLIEHUAMU PYHKLMN TOHKOMU
KULLKW

- BropnyHbin CM aBnseTca pe3ynbraTom
PA3/INYHbIX XPOHNYECKMX 3aboNeBaHUN, Npexae
BCEro — OPraHoB NMULLEBapPeHUna, HO TaKXe u
OPYrNX CUCTEM, @ UHOTAA MOXKET ObITb
AaIMMEHTaPHbIM



BTOPUYHBIU CM

[acTporeHHbin CM
[enaToreHHbin CM
[TaHKpeaToreHHbi CM
JHTeporeHHbin CM



BTOPUYHBIU CM

» KanHn4yeckaa KaptTuHa sTopudHoro CM
onpeaensaeTca COMeTaHMEM CUMMMNTOMOB
cobctBeHHO CM 1 cumnTomoB 3aboneBaHUS,
KOTOopoe NPUBENO K PAa3BUTUIO 3TOMO0 CUHAPOMA

» U3bupaTenbHaa HeJoCTaTOYHOCTb TO/IbKO OA4HOIO
NUTaTe/IbHOTO BellecTBa BCTpevaeTca KpanHe
peaKo, Yalle Bcero HabnogaeTca HapylweHue
nepeBapmMBaHUA N BCACbIBaHUA MHOTUX
MHIpPeaNEeHTOB, YTO 0byCcnoBINBAET
pa3Hoobpa3sHble KANHMYeckme npoasaeHna CM



CUHAPOM MAJIBABCOPBIINHN (CM)

K Begywimm cumntomam camoro CM, obwmm
aAna ntoboun ero aTMonornm, OTHOCATCA:

» Anapes

» nonndeKanma co cteatopeeun

» HEeNepPeHOCMMOCTb Pa3/IMYHbIX BUOOB NULLEBbIX
NPOAYKTOB

> MEeTeopusm
) ypyaHue B XKMNBOTE
» NoxydaHue



CM

» Mpn HapyLWEeHUN BCacbiBaHUA HEKOTOPbIX
MMKPO3/1EMEHTOB, BUTAMUHOB, aMUHOKNCNOT
M3MEHEHUSA CTy/1a MOTYT OTCYTCTBOBATD,

a CUMNTOMbI Masibabcopbumm NpoaABNAOTCS
NePUUNTHBIMU COCTOAHMAMM C HAPYLLUEHUAMMU
GYHKLMIM Pa3NNYHbIX OPraHOB U CUCTEM

» MocTeneHHO npucoeagnHAaTCa 60U B KOCTAX
M OCTEonopos, NposasaeHna aedbuumTa Kenesa,
Pa3/INYHbIX BOJOPACTBOPUMBIX
N 3KNPOPaCTBOPUMbIX BUTaMUHOB



CM

» BO3HMKAOT NapecTe3nm KoxKun pyk n Hor, bonu
B HOrax, HapylweHus cHa (aednumut TMamMmunHa);
[/TOCCUT, NEeNNATPONAHbIE UBMEHEHUA KOXKMN
(pelle agra — «wepLwaBada Koxa» — gedpuumt
HUKOTUHOBOM KMUCNOTbI); KPOBOTOYMBOCTb
1eCEeH, KOXKHble remopparuu (aepuuunt
aCKOpObMHOBOM KNCNOTbI); pacCTPOMCTBA
cymepeyHoro 3peHus (aepuunt sutammHa A);
Pa3/INYHblE BapMnaHTbl aHemuun (aedbuumnr
BUTaMuHa B12, donmeBomn KnNcnorobl, Kenesa)



CM

» Dedunumnt HaTpmua NPUBOAUT K TaxXMKapaun,
CHUXKEHUIO apTepManbHOro AaBAeHUA, Kaxae,
CYXOCTU KOXW U S13blKa

» IKCTPACMUCTONNA, MbllLeyHaa cnabocTb n 6bonu B
MbILLLLAX MOTYT ObITb CBA3aHbI C AePULUTOM Kanums

» Aeduumnt Kanbuma NpmMBOAUT K MOBbILLEHMNIO HEPBHO-
MbilLEeYHOW BO3byanmocTm (bopmunpyetTca CMUMNTOM
«MbILLEYHOTro BasIMKa»), MOryT ObITb MbilLE€YHbIE
Cy4opOru, BOSHUKaEeT owylleHUe OHeEMEHNA ryb
M NanbLeB, NOCTENEHHO PAa3BUBAKOTCA OCTEONOPO3,
OCTEOMANAUMA, KOCTHbIE MEPENOMDbI



CM

» JeduumnTt mapraHua, Hapsaay ¢ aepuumnTom
BUTaMMHa E, BbI3bIBaeT HapyLLEHMNA NONOBOU
GYHKUMN (HapyLLeHUne MEHCTPYA/IbHOMO LUUKAQ,
HapyLeHne cnepmaToreHesa)

» MapraHel, Tak»Ke NpuHMMmaeT bonblLoe y4acTme
B obmeHe BuTamnHoB B, 1 C 1 X COBMECTHbIN
nedUUNT MOXKET B3aMMHO YyCyrybnsaTtb ero
nposABAeHUA

» Aedbnumut ceneHa, Hapaay ¢ 4ePUUUTOM BUTaMMHA
E, UMHKa 1 noaa, NpMBOAUT K HApPYLUEHUAM B
PYHKLUMOHNPOBAHNMN aHTUOKCUAAHTHOM 3aLWUTbI



CM

» Jednunt meam U UMHKa NPUBOAUT TaKXKe
K HapyLweHnAm obpa3oBaHUA KOCTHOM
TKaHW, NpoLecca KPOBETBOPEHMUA
M PYHKUUU UMMYHHOWN CUCTEMDI

» [10 MHEHWNIO HEKOTOPbIX aBTOPOB, MHOTAA
MMeeTCHA 3aBUCUMOCTb KNMHNYECKOU
CUMMTOMATUKMN OT NOKA/IN3aLUmnm
NaTO/IONMYECKOro Nnpouecca B TOHKOU
KULLIKe



CM

» Mpu NnpenmyLLecTBEHHOM NOPaXKEHUU
NPOKCUMaIbHOTO ee oTAe/1a HapyLlaeTcH
BCacCblBaHMe BUTaMUHOB rpynnbl B, ponvesoi
KMCNOTbI, KaNibLMS U XKenesa, eciu
npucoeanHAETCA NopaXKeHne cpeaHuX OTAeN0B
KULIKN — npucoeamnHAeTcs HapyLlleHue
BCAaCbIBAHMA XMPHbIX KNCOT, MOHOCaxapunaos
M aMUHOKUCNOT

» Mpu NpenmyLLEeCTBEHHOM NOpa*KeHumn
ANCTAaNbHOIO OTAENa TOHKOM KULKK NpeXae BCero
CTpagaeT BcacblBaHWEe BUTAMUHA B, N XKENYHbIX
Kucnot



OBLME MPUHLUMMNbI AUATHOCTUKU CM

Konporpamma — 4acTo BbISIBASIETCA MONHbIN SHTEPaIbHbIN CUHAPOM
(cTeaTopesn, KpeaTtopes, ammnopes)

Mukpobuonormyeckoe nccneaoBaHue Kana BblABAAET PA3HOM CTENEHMU
Bblpa*KeHHOCTU Ancbumos

Y3U opraHoB BptoWHOM NOIOCTM, PEHTrEHOI0rMYecKkoe obcnegoBaHme
nuiiesapuTensHom Tpybkn, npm Heobxogmnmoctn KT, MPT,
dnbpoKonoHOCKONMA — ANA YTOYHEHUA MPUYUH CUHAPOMA
Manbabcopumu

Buoxmmunyeckmne aHann3bl ANA YTOYHEHMA CTENEHM BbIPAaXKEHHOCTH
HapyLeHn 6enKkoBoro (rMnonpoTeNHEMMS U AUCNPOTEMHEMMUA),
MPOBOTrO (rMnoxonectepuHemmsa), yrneBoaHOro, BATAMUHHOIO

N 31EKTPOJIMTHOrO 06MmeHOoB

1N oueHKM BcacbiBatoWen CNOCOOHOCTM TOHKOW KULWKK UCMONb3YETCA
TecT ¢ [1-Kcmno3ou

K 6onee cnoxKHbIM MeToaM OTHOCUTCA MHTECTUHOCKOMNUA ¢ buoncmen
CNN3NCTON 0B0NOYKN TOHKOM KULLIKU U TUCTONIOTUYECKUM N3YYEHUEM
buonTaTa

MeToabl ANAarHOCTUKK 3aBUCAT OT NMPUYMHBI CUHAPOMA Manbabcopbumm



TECT C D-kcunosou

» B HOpme nepopanbHaa Ao3a D-Kcnnosbl 25T
abcopbupyeTca 1 BbIBOAUTCA C MOYOU B KOJIMHECTBE
npumepHo 4,5 r 3a 5 yacos

» Mpu CM HabntogaeTca CHUXKEHUE SKCKpeLnn
D-Kcnno3bl € MOYOU

» Ecnun cHMXKeHme skckpeuunmn D-KCrMno3bl € MOYOM
CBA3aHO C UHPEeKUMOHHbIMM areHTamun (CUEP,
6onesHb Ynnnna), To nocae Kypca
aHTMbaKTepmasnbHOW Tepanmnmn TecT CTaHOBUTCA
HOPMa/IbHbIM, ecn HET — npudnHa CM
HEMHPEKLUMNOHHAA



4

OBLIUME INTPUHLHUIIBI JIEYEHHUA CM

Heobxoanma KayecTBeHHaA U KO/IMYECTBEHHAA
HOPMaAn3aLKnA NOCTYN/IEHUA HYTPUEHTOB B OPraHU3m

[pn HENEePEHOCMMOCTU onpeaeneHHbIX TPy
NPOAYKTOB MOKa3aHbl COOTBETCTBYIOLLME
3NMMUHALMOHHbIE ANETbI

ba3ncHaa ameTa A0/1KHA BKAOYATb MOBbILLEHHOE
coaepraHune 6enkoBs, B TOM YUC/IE JIETKO YCBOAEMbIX
6enkos con (130-140 r) npn orpaHUYEHUU }KNPOB
(no 70 1)

CneayeT NPUMEHATb NPOAYKTbI, boratbie Kaanem
(baHaHbI, N3tOM, Kypara) n Kanbumem (TBOpOTr, Cbip),
MOJIOYHOKMNC/Ible NPOAYKTbI



OBLIUME INTPUHLHUIIBI JIEYEHHUA CM

Mcnonb3ytoT aiemeHTapHble AneTbl (HYTPULMOHHAaNA
noagepHKa) — XoOpoLLO pacTBOPAIOLLMECH CMECH, KOTOPbIE
COAlePKaT YaCTUYHO TMAPOAN3NPOBAHHbIE BenKkuy,
cpeaHeuenoYyeYyHblie TPUrMUepuabl 1 yrneBoabl 6e3 NaKTo3bl

B TaKMX cMecsixX OTCYTCTBYIOT TaKKe [OTEH, XXUP U MONOYHbIN
6enokK

V|CI'IOJ'Ib3yI-OTCFI TaKXe anetTnyeckmne cMmecum C HU3KOWU
OCMOJTAPHOCTbKO — TN APOJ/TIN3aThbl 6€J'Il-(a, noanmmepbl TMIOKO3bI

B TAXenbix CNydadax gekomneHcaumn — aHTepas/ibHOE 30HA0BOE
UIN BHYTPUBEHHOE NMUTaHNE

Heobxoanma Koppekuua amcbmosa n aedmumnta BUTAMUHOB,
NPUMEHAIOTCA TaKXKe PepMeHTHble npenapaThl
(MMHMMKUKpPOCepbl), SHTEpPOCcOpPbEeHTbI, omera-6-
NO/IMHEHACbILLEHHbIE KUPHbIE KUCNOTbl, CMEKTA



OBLIUME INTPUHLHUIIBI JIEYEHHUA CM

» MprumeHATCA NpenapaTbl KOPOTKOLLEMOYEYHbIX
XUPHbIX KNCNOT (Hanpumep, npenapaTtbl, B COCTAB
KOTOpPOro BxoauTt bytupar)

» 3TN cpecTBa HE TONIbKO HOPMA/IU3YIOT COCTaB
KULWEeYHOMN MUKPOPIOPbI, HO TaKKe CTUMYINPYIOT
abcopbuuto

» Ctumynatopom abcopbumm aBnaeTca TakKe
COMATOCTATUH

» BaXKHbIM ABNAETCA N€YEeHMe OCHOBHOIO 3abosneBaHus,
BbI3BABLUEro CUHAPOM ManbabcopLmm



NEPBUYHbIN CUHOPOM
MAJIbAGCOPBLINU



NEPBUYHbIU CUHAPOM
MAJIbABCOPbLIUH

» BpoXKAEHHble pepmeHTOonaTnmn

» HapylieHmne BcacbiBaHUA [/TIHOKO3b
M ranakTo3bl (MOHOCaxapuaHas
Mmanbabcopbumna)

» BpoXKAEHHbIe HapyLleHne TpaHCcnopTa
aMUHOKUCIOT

» BpoXKAEHHbIE HapyLLEeHUA BCacbiBaHMA KNPOB,
BUTAMUHOB, MUKPO3/IeEMEHTOB
N 3/1eKTPO/INTOB



BPOXOEHHDIE
®EPMEHTONATUMU



Bpo)XaeHHble (nepBUYHbIEe) pepmeHTONATUM

» X BOSHMKHOBEHME CBA3aHO C reHeTUYEeCKUMU
AepeKTammn CUHTE3a O4HOIMo MU HECKONbKUX
KNLWEeYHbIX PEePMEHTOB

» Hanbonee 4yacto BcTpeyatoTca gucaxapmaasHoie
HTEeponaTUun 1 MOTEeHOBas SHTEpPOnaTMs — Lennakus

» Pexke nponcxoauT HapyLLEeHWEe BCacbliBaHUA
MOHOCaxapuaos

» Mpwn pa3nnyHbix 3abonesaHnax KT MoKeT BO3HUKHYTb
BTOPMYHAA AMcaxapuagasHaa Hea4O0CTaTOYHOCTD,
KIMHUYECKasa KapTUHA KOTOPOU HUYEM HE OTIMYaeTCA
OT NPOABAEHUN NEePBUYHbIX AMNCaxapnaasHbIX
3HTEeponaTun



OEOULUUT OUCAXAPUOAS

MKbB-10
E 73.0 — BpoXXaEHHAA HenepeHOCMMOCTb /IAKTO3bl
E74 — [pyrve HapyweHna obmeHOB yrnesoaos



dedununut ancaxapunpas

» B HacToALWlee Bpems B C/IM3NCTON 060/104Ke
KULWEeYHUKa onpenenaroT 6 Ancaxapuaas,
HO Hanbonee 4acTo B KIMHNYECKOU NPAKTUKE
BCTpPEeYaeTcA HeJOoCTaTOYHOCTb 1aKTa3bl
(HenepeHOCMMOCTb MOJIOKa /MON04YHOrO caxapa/
— 10 20% B3pocabix Kutenen EBponbl n 6enoro

HaceneHua C

A un o 75-100% KopeHHbIX

HapoaHocTten AppuKkn, AMepukmn, BoctoyHou
n KOro-BoctoyHou A3uu; y pyCcCcKuXx
HeAo0CTaTOYHOCTb NaKTa3bl HabatopaeTcay 16%

nonyaauum



dednunt gucaxapunpas

» 3HAYUTENBHO perXKe HabatoaaeTca
reHeTUYEeCKU AeTEPMUHUPOBAHHAA
HeJ40CTaTOYHOCTb APYIrNX ANCaxapnaas —
HeJ0CTaTOYHOCTb MHBEPTAa3bl
(HeEnepeHOCMMOCTb caxapos3bl),
Tperanasbl (HenepeHoCMMOCTb rpubos),
uennobuasbl (HeNepeHOCMMOCTb
NPOAYKTOB, coAeprKallimx bonbluoe
KOJINYECTBO PACTUTENbHOMN K/IETYATKM)



dedununt ancaxapunpas

» B pe3ynbTaTe HeAOCTaTOYHOCTM AMcaxapuaas
He pacllenneHHble (He rMapon3npoBaHHbIe)
Ancaxapuapbl, B YaCTHOCTU, 1aKTO33a,

He BCACbIBAOTCA B KULLEYHUKE

» HapylwiaeTtca TpaHCNopT 1aKTO3bl B C/ZIN3NCTOM
060104Ke KULLIKWU, U NAKTO3a CAYKUT cybcTpaTom
M36bITOYHOrO POCTa U PA3MHOXKeEHUA BaKTepui
B TOHKOM M TONCTOM KULLEYHUKE — BO3HUKAET
BTOPUYHbIX AUCOMO3



Hdedununt ancaxapunpas

» U3meHeHne MUKpobMoLLeHO3a TOHKOMN KULLKK
(«CMHAPOM KOHTaMMHAaLUMM TOHKOW KNWKN» — «bacterial
over-growth syndrome» — CUBP) npnsoaut K
MeTabo/IMYeCKMM HapyLLEHUAM, KOTOPble CBA3aHbI
HE TOJIbKO C HapyLUeHMEM BCACbIBaHNA MOHO- U
ANCaxapunaoBs, HO TaKXe ¢ Mmanbabcopbumen mmHepasnos,
BUTAMMHOB, 31E€KTPOSINTOB

» MoOXeT BO3HMKHYTb PacCcTPOUCTBO abcopbumnm Knpos
N cTeaTopes M3-3a HapyLIEHMA KOHBIOraLUM KETUYHbIX
KMCNOT, CBA3aHHOE, B YaCTHOCTU, C MUKPODOHOM
KOHTaMMHauuemn



Hdednunt ancaxapunpas

» Mon BAnAHMem baKkTepmanbHbIX GepMeHTOB
nAncaxapuabl pasnaratorca ¢ obpasoBaHMeEM,
B YAaCTHOCTU, OPraHNYECKUX KNCIOT U
TPEeXyrnepoancTbix COeANHEHUN, KOTOPbIE
Pa34paxatoT CAN3NCTYIO 0O0N0YKY KULLKN U
BbI3bIBAOT NPMU3HAKM BpoanAbHOM AMcnencnm —
B3JyTUE }KMNBOTA, OLLUYLlEHUE NepenoHEeHU,,
POMKOTIO YPUYaHUA N NepennBaHnA B }KUBOTE,
OCMOTMYECKaa Anapes — 13-3a
rMNepPOCMONAPHOCTU XMMmyca (BOAAHUCTbIM NOHOC
yepe3 30 mnH — 1-2 yaca nocne ynotpebneHus
HenepeHoCUMbIX AMcaxapuaas)




Odedununut gncaxapunpas

» Mpun 3TOM TMNMYHA nNonndeKanus
M KUCN1as peaKkLUUs KaoBblX Macc

» MHOrAa BO3HUKAOT OTPbIXKKA, N3XKOra,
HEeNPUATHbIN BKYC BO PTY, CHUKEHME
anneTuTa

» UmetoTca ybeamTenbHblie AaHHblEe
O NPAMOUN 3aBUCMMOCTU HApYLLUEHMNA
rMApoan3a yrneBoaoB CO CTENEHbIO
Ancbmnosa KMWeYyHnkKa



JIAKTA3HAA
HEAOCTATOYHOCTDb



[lepBUYHAA NaKTa3HAA HEJOCTAaTOYHOCTb

» ITO Camad YacTaa AgucaxapmnaasHas
He4OCTaTOYHOCTb — MOXeT BO3HUKHYTb Cpa3y
nocne poxaeHuaA, a TakKe B Bo3pacTe 3-13
NeT, XOTA MHOoraa nepsble NPOABAEHUA
OTHOCATCA K 6bonee no3gHemy BO3pacTy



nepBMqHaﬂ NAKTd3HaA He4O0CTAaTOYHOCTb

» HachepoBaHmMe nepBUYHOU NaKTa3HOW
HeAO0CTaTOYHOCTU — aYyTOCOMHO-
peLeccuBHoe

» BblaenatoT ABa TMna NepBUYHON
NNAKTa3HOM HeJOCTAaTOYHOCTUN —
c nakto3ypuen (tmn Durand)

n 6e3 takosou (tun Holrel)




JIAKTASHAA HEAOCTATOYHOCTD

[epBMYHAA HEAOCTAaTOYHOCTb N1aKTO3bl TMNA Durand
BO3HWKAET NMOC/Ie NEPBOro KOPMAEHUA FPYAHbIM MOJIOKOM
N NPOABAAETCA YaCTbIM BOAAHUCTbIM MEHUCTbIM CTY/10M

C KMCNbIM 3aMaxom, METEOPU3MOM, NOCTENMEHHbIM
HapacTaHMemM CUMNTOMOB 06e3BOXNBAHUA

N YMEHbLUEHMEM MACCbl Tena

Ha6J'II-O,£I,aeTCFI OTCTaBaHWUE B POCTE

B aHannsax — NAKTO3YypUnAa, ammHoaumnaypuma, yeeamvyeHme
KOHUEHTPaUNN B KPOBU NAKTO3bl

Mpu 6raronpuaTHOM TedeHun bonesHn PyHKLUUA
KULWEeYHMKA BOCCTaHAB/IMBAETCA K 2-3 roaam *KMU3HU, HO NpwU
TAXKEN0OM TEYEHUN PA3BUBAETCA CUHAPOM Manbabcopbumm



JIAKTASHAA HEAOCTATOYHOCTD

» [MlepBUYHAA HENEPEHOCUMOCTb JIAKTO3bl
TMna Holrel Bo3HMKaeT B 6bonee cTapluem
BO3pacTe U Yy B3POCAbIX, NPOTEKAET bonee
6raronpuAaTHO M NPOABASAETCA
nepnoanYecKUm NAn XPOHNYECKUM
MOHOCOM, MEeTeEOPU3IMOM, BoNAMU B XKMUBOTE
npu ynotpebnaeHnn moaokKa

» Yalle Bcero BblIPadKEeHHOCTb CUMINTOMOB
3dBUCUT OT KOJINHECTBAd I'IOCTyI'IaI-OIJ.I,er/’I
J1IaKTO3bl



BTOpI/I‘IHaH JIAKTAd3HAA HEAOCTATOYHOCTbD

» BTopn4yHaAa nakTasHaA
HeAOCTaTOYHOCTb CBA3aHa 0ObIYHO
C HapylweHnem CMHTe3a pepMeHTa
D-ranakrosmarmnaponasbl B SNUTEINU
KULWWEeYHUKA MU3-3a PA3/IUYHbIX
3aboneBaHnm KKT, napa3nTosos,
a TaKXe Npu NOCTTIMNOKCUYECKUX
3HUEedanonaTnAX



BropuyHada JlaKTa3Had HeJO0CTaTOYHOCTh

» MocnegHmne ase NpUYMHbLI (NAPa3UTO3b
M MOCTTMNOKCUYECKME 3HLedanonaTmum)
yalle BCTpe4atoTca y aeten n Tpebytot
anpdpepeHUManbHOM ANArHOCTUKN
C NepPBUYHON NAKTA3HOU HEAOCTAaTOYHOCTbIO

» Y geten TakXKe BO3MOXKHO pa3BUTME OCTPOU
TPAH3UTOPHOU NAKTAa3HOU HEAOCTaTOYHOCTHU
NPU MHPEKLUMOHHbIX 3aboneBaHmAX
(0ocobeHHO YyacTo Npu POTaBUPYCHOM
MHPEKLMNN B OCEHHE-3MMHUN Nepmnoa

y aeteun 1-3 ner)



HEAOCTATOYHOCTDb
CAXAPA3DI



HEAOCTATOYHOCTDb CAXAPA3bI

» Caxapa3Hana (ayTOCOMHO-A0MUHAHTHbIN
TUN HacnenoBaHUA) U U3OMaNbTa3HaHA
HeaO0CTaTOYHOCTb NPOABAAIOTCA NPU
ynoTtpebneHmnm caxaposbl (KopmneHue
noacnaweHHbIM KOPOBbUM MOJIOKOM,
MOJIOYHbIMU CMECAMM)

» Bctpevaemoctb — 0,2% HaceneHwuA



HEAOCTATOYHOCTb CAXAPA3bI

» TUNUYEH YacTbiN BOAAHUCTbIN CTYN

» OBbIYHO Hapsay C HeNepeHOCUMOCTbIO
caxapo3bl MMeeTca YacTU4YHasn
HenepeHOCMMOCTb Kpaxmasia — Kak
cneacTBue CHUMEHUA aKTUBHOCTU
M30Ma/1bTa3bl

» Hawe Bcero K 2-3 roaam *KM3HM CUMNTOMbI
3ab60n1eBaHMA YMEHbLLUAOTCA



OUATHOCTUKA OUCAXAPUAA3IHOM
HEJOCTATOYHOCTU

» AHAMHecCcTMYeCcKne AaHHble O PA3BUTUN
6bpoannbHOW AMcNencmMm Nnocae Npmema
ANcaxapuaos M YyMeHbLLUEHNE NPOABAEHUN
6bpoannbHOW AMCNEncMmM Nocae orpaHNYEeHun
npuema c Nnuuen Ancaxapmaos

» [1NOCKaAa mukemu4yeckaa Kpuasaa nocne
Harpy3Kn COOTBETCTBYHOLLMM ANCaXapnaom,
KOTOPbIN Yy BDOZIbHOTO He pacLLennaeTcs
B TOHKOMU KULLKE



OUATHOCTUKA OUCAXAPUAA3ZHOM
HEJOCTATOYHOCTM

» OnpeneneHne akTUBHOCTU Pa3/INYHbIX
amncaxapmaas B buontaTte CAN3UCTOM
060/104KMN TOHKOM KULLKU N/UNN B CMbIBaXx
Haa3NUTEeNNaabHOIro CIM3NCTOrO CNos

» Onpepenenune pH dekanmm (TMNUYHA
Kucnaa peakuma, pH<5,5-5 npu otcytctBnm
BOCMNA/INTENbHbIX U3MEHEHMUIN B Kajie)

» OnpeneneHne AUcCaxapuaos B Kane
n mode (XxpomaTtorpapuyeckmum meroa,
anekTpodopes)



OUATHOCTUKA OUCAXAPUAA3HOM
HEJOCTATOYHOCTM

[MpWn NaKTa3HOM HEAOCTAaTOYHOCTU — MOBbILLEHUE
coaeprKaHna MONOYHOM KMCNOTbI B Kane, nccnegosaHue
BOJOPOAA B BblAbIXa€MOM BO3yXe Moc/ae NaKTO3HOM
Harpysku (npun aepumumnte naktasbl — NOBbILLIEHUE YPOBHA U3-
3a baKTepmanbHOro pacLienaeHmsa agmcaxapuaa B TOJCTOM
KULLKe)

Mcnonb3yeTca TaKKe TeCT Ha TO/IEPAaHTHOCTb K JIaKTO3e
(onpepeneHmne obLEN raNnakTo3bl MOYU NOC/IE HATPY3KM
JIaKTO30M)

[Mpun BblIparKeHHOU BpPOAUNBbHON ANCNENCUU — B KaJsie MHOTO
nepeBapmMBaEMON KNEeTYaTKU U MoAO0PNNBbHOU MUKPOPOPbI

NccnepoBaHme MUKPOOHOro nemsarka — npusHakm ancbmnosa

Mpn HeobxoanmocTn anddepeHumnanbHON ANArHOCTUKU —
rmapo-MPT, KancynbHaa aHAOCKOMUA



NEYEHUE OANCAXAPUOA3HOU
HEQOCTATOYHOCTU

» O6LWMIM NPUHLMN ANETbl — UCKIOYEeHUe 13
MUKW HEMEePEeHOCMMOro AMcaxapuaa

» [pun TAXKENbIX PopMax NaKTa3HOU
HEeAOCTAaTOYHOCTM — OTKA3 OT KOPMJIEHUS
MOJIOKOM M MCMNOJIb30BaHUE CYXUX MOJTOYHbIX
6e31aKTO3HbIX NI HU3KONIAKTO3HbIX CMEeCcen
C CO/I040BbIM IKCTPAKTOM, MYKOM (pncoBow
NIN TPEYHEBOMW), HN3KONAKTO3HOE COEBOE
MOJIOKO, MMHAA/IbHOE MOJIOKO



NEYEHUE OANCAXAPUOA3HOU
HEQOCTATOYHOCTU

» B bonee nerknx cnyyasax oetam Aatot
MOJIOYHOKUC/IblE NPOAYKTbI (Kedup, norypr,
aunaoPmnabHaaA CMeCb), UCMO/Ib3YIOTCA TaKKe
NPOAYKTbI, coaepKalime GpyKTo3y

» [1pn HENEepPEeHOCMMOCTHN Caxapo3bl
N N30Ma/IbTO3bl BMECTO Caxapa UCMOb3YIOT
MIOKO3Y U GPYKTO3Y, OrPaHUYMNBAIOT
NPOAYKTbI, coAepKallue Kpaxman,
NCKTIIO4AOTCA MOIOYHbIE CMEeCH
C AEKCTPMMA/IbTO30U N MYKOWU



NEYEHUE OANCAXAPUOA3HOU
HEQOCTATOYHOCTU

» MpumeHAoTCA, 0COOEHHO eCcnn OTCYTCTBYET
6bICTPbIN 3PPEKT OT I/IMMUHALMOHHOU ANETHI,
dbepmeHTHbIe npenapaTbl, CMEKT3,
3HTEpPOCOpPOEHTD

» MoxKeT npumeHATbCA npenapaT «J1akTasa»
B Kancynax

» Ob6s3aTenbHO — npe- n NPoOUOTUKMK
(nocneaHue aonxHbl 06A3aTENBHO ObITHL
6e31aKTO3HbIMM)



LEJINAKUA
MKB-10: K90.0



HEJIUAKHNA (IYTIOTEHOBAA SHTEPOIIATUA)
ONPEAE/IEHWNE

MmmyHooONocpeaoBaHHOE CUCTEMHOE
3aboneBaHue, Bbi3biIBAEMOE MTIIOTEHOM

M COOTBETCTBYIOLLMMU NMPOSIaMUHAMM

Y TeHEeTUYECKMN NpeapacnonNoKeHHbIX anL

N XapaKTepusytoLleecs Haandmem
PAa3HOODOpPa3HbIX IMIOTEH-3aBUCUMbIX
KANMHNYECKUX NPOABAEHUN, cneunPuyeckmnx
aHTuten, HLA-DQ2 n DQ8 rannotnnos u“
3HTEeponaTuu

EBponerickoe obLLeCTBO AETCKMX FACTPOIHTEPONOrOB, renatonoros U Hytpuumonoros (ESPGHAN, 2012)



TIOTEH

» TNoTeH (NWeHWYHasa KNemKoBMHA) — CMecChb
BOJOHEPACTBOPUMbIX 6&KOB 3HAO0CNEepPMa 3epHa,
npeaHa3Ha4YeHHbIX 418 NMMTaHMA 3apoabla Npu
ero npopacTtaHumn

» [NaBHble KOMMNOHEHTbI IMOTEHa — NPOJIAMUHbI
(Ha3BaHMe CBA3AHO C TEM, YTO NPU TMAPO/IN3E
3TUX benKkos obpa3yeTcss MHOMo NPOANHA
N TYyTaMMHA)

» [MpoNaMmHbI COCTOAT U3 IUAAMNHA U TNIOTEHUHA —
o6a KOMMOHEHTa 3Ha4YMMbl ANA 60/IbHbIX
Lenmakuemn



[IPOJIAMHUHDBI

* MweHnuya — rvaguH

* Po)Xb — ceKanuH
AumeHb — ropaevH (xopaenH)
[TweHo — KadepuH

OBEc — aBeHWH (TOKCUYHOCTb
obcyxaaertca)

B nweHunue Hanbonee BbicOKOE
coaeprKaHune NpPolaMMNHOB — 3-6T
Ha 100 r myKku



[JIIOTEH

» Y 60/IbHbIX LI,E!'II/IEiI-(VIEVI B anntesimnn KUWMe4YyHKa neet
MecCTO HEAOCTATOK COOTBETCTBYHOLWUX TUAPOJ/1a3

» Mpn NOBbILLEHHOM MPOHNLLAEMOCTU KULLEYHOTO
aNUTEeNna y 60NbHbIX LeNNAKUEN NPOUCXOAUT
TpaHCNOPT HeOObpPaboTaHHbIX NENTUAO0B [NIOTEHA Yepes
3NMUTENnaNbHbIN Bapbep

» MpOHUKHOBEHME NenTUAOB rntoTeHa B lamina propria
B OTCYTCTBMM OKOHYATENbHOIO UX TMMAPO0N3A
CTUMYNNPYET BOCNANUTENbHYIO peaKkuuio,
onocpenoBaHHYHO, B YaCTHOCTU, Yepe3 akTusauunto NJi
15




MUMMYHHAA PEAKLINA HA I'TIOTEH

» 1 15 BbI3biBaeT aKCNpeccuto rpynnobl
peuenTtopoB CD94 Ha
MEX3NUTENNANbHbIX TMMPOLNTAX,
4YTO onpepenaeT UX UUTOTOKCUYHOCTb

» NJ1 15 TaKKe Bbi3blBaeT 9KCNPECCUIO Ha
SHTEepPOoUMUTaX MOJIEKY/Z Pa3HbIX KNACCOB
cuctembl HLA




LUETUAKUA

» [eHeTHnYeCcKaa NpeapacnonNoKeHHOCTb:

) - accoUMmMpyeTca C HacneaCcTBEHHbIM ranJ0TUNOM
HocuTenbcTBO aHTUreHa HLA Il knacca (96-99%
60NbHbIX)

» - HocuTenbcTBo aHTUreHos HLA-DQ2.5 — 88%,
HLA-DQ2.2 — 4% v HLA-DQ8 — 6%

» - NPU OTCYTCTBUUN NEepevYnUCNIeHHbIX aHTUTeHOB, —
HLA-DQ7.5

Bergseng E. et al. Immugenetics. 2015;67:73-84

» - HocutenbcTBo aHTUreHa HLA Al; HLA G1; B13; DR
W3; DR W7/



CUCTEMA HLA

» CheayeT OTMETUTb, YTO Hanyme reHos DQ2
n DQ8 aBnaeTca ToNbKO pUCKom 3aboneTtb
LesIMakmen, 1 B Nnonyaaumm y
NnpnbnnsntenbHo 25-30% 340p0BbIX NH0AEN
3KCMPECCUPYIOTCA 3TU FEeHb

» 1na pa3sutnua 601e3HU 3HAYMMYIO POb
MIParoT Pa3NnNYHbIE aNenmn 3TUX FeHOB,
a TaKKe NoaMMopdU3M reHOB ApPYrux
reHeTUYEeCKUX TOKYCoB




HE HLA-'EHbI I1PU HEJIMAKHUH

» Cenyac nspectHo bonee 39 reHoB
He HLA-cuctembl, KOTOpblie MOTyT
ObITb CBA3aHbI C Pa3BUTUEM
LEeSIMAaKUN U aCCOLMMPOBAHHbIX C
Hen ayTOMMMYHHbIX 3aboneBaHum

MNapdeHoB A.U. TepaneBTnyeckuit apxms 2013;2:4-7
Plaza-lzurieta L. et al. ] Med Genet 2011;48:493-496



TKAHEBAA TPAHCJIIOTAMHWHAS3A (TG2)

» bnarogaps obunnto NpoanHa U rMyTamuHa,
nenTunabl, cBA3aHHblIe ¢ mosiekynamu DQ2

n DQS8, asnaroTca naeanbHbIM CyOCTpaTOM
ana 1G2

» TG2 oTHoCKTCA K rpynne Ca-3aBUCUMbIX
TPAHCIIIOTAaMUHA3 U ABAAETCA
MYNbTUPYHKLMNOHANDbHBIM GEPMEHTOM,
VPOBEHb 3KCMpPeccnmn KoToporo nrpaet

NnaToreHeTn4eCKyro poJib Npm MHOTUX
MNaTONOTNMYECKNUX COCTOAHUNAX




HEJUAKUA

»Y HocuTeneu rannotunos DQ2 n DQS8
KOMMNJ1eKC «TKaHeBasn
TPAHCINIOTaMUHA3a-TMaamnH» obnagaer
CPOACTBOM K peuentopam rMmaBHOro
KOMMNJ1EKCA TMCTOCOBMECTUMOCTU
Ha NOBEPXHOCTU T-AMMPOLUTOB,
4YTO NPUBOAUT K aKTUBALMNK
LUTOTOKCUMYECKOro U rymopanbHOro
3BEHbEB UMMYHUTETA



[NATOI'EHE3 HE/IMAKHUN

rnoTeH

nenTuasl rnUaguvHa

' AeaMMAMPOBAHHLIE MEeNTMAbLL rAnaguHa
Bl TKaHeBasa TpaHcrnyramwuHasa

3HTEpOLMTLL Bl Komnnekc ravaauHa v T

aHTHUTenNna K
“Th2 uMTOKMHBI ravaguHy

‘q aHTUTEena K
TaAY

npoayxKums
NPOBOCNASIUTESNIbHLIX
LUNTOKUHOB

Thl uMTOKMHEL



INMNAEMHUOJIOTUA HEJIMAKUHA

» BcTpeyaemocTb cpeam Kutenem 3anaaHbix
cTpaH Konebnetca ot 1:100 oo 1:50 — oaHO
M3 CaMbIX PAaCcNpPOCTPAHEHHbIX FTEHETUYECKUX
3aboneBaHUM

(Parzanese I. et al. WIGP. 2017;8(2):27-38)

» EBpona — 1:200 poxxaeHunmn

» CLUA — 1:100.000 HaceneHuA (KIMHUYECKM
aBHaa ¢opma); 1:180 (ckpbiTaa popma)

» LIBeuna — 28.000 60s1bHbIX HA 9 MAH
HaceneHus



INMNAEMHUOJIOTUA HEJIMAKUHA

» PacnpocTpaHeHHOCTb Lennakum cpeaun
POACTBEHHUKOB NEepPBON JIMHUMN POACTBA
1:10

» B 20% cnyyaeB uennakmm aAmarHos
yCcTaHaBaunBaeTtca nocne 60 net

» Uennakma — oaHO N3 camMblX YacCTbIX
3a60/1€BaHNN TOHKOM KNLWKN — 1% BCceu
nonynaunu

KpacHoBckuit A.J1. n ap. PoccMnckuin meanumnmHCcKmi »ypHan. 2011;2:31-42



JIIMUAEMUOJIOINNA HEJIMAKUHA

» [10 PUHCKMM AAHHbIM (CKPUHUHT
BCEro HaceneHusa cTpanbl), — 1% Bcen
nonyaaunm

» Torna B ClN16 nonxHo bbiTb bonee
50.000 60nbHbIX Lennakmnen

» BepoATHO, MeeT MecCTOo
rmnognarHOCTUKa uemakmu



HEJUAKUA

RIANHUYECKWUE BAPNAHTDI
B SABUCMMOCTU OT CPOKA NMOABNEHWNA
CUMINTOMOB:

) B paHHeMm aeTcTBe (yepes3 4-8 Hegenb nocne
Hayala NUTAHUA TNIOTEHCOAEPKALLUMMU
NnpoAyKTamm)

» Yy B3POC/IbIX
) B MOXMIOM BO3pacTe



HALIHEH(T'I;-I N AIBHEIMK 5
cuumammﬁaﬁnmmu 12.5%

NALMEHTHI C
HEOWATHOCTWPOBAHHOW 87.5%

UENMAKWE

NALUMEHTE C NATEHTHOR UEAMAKKMEN
(NOTEHUMANBHOE PAZBUTHE P
NPOBOUMPYIOLUMK SAKTOPAX)




KJIACCUPUKALIUA HEJIMAKHUHN

» B nocnegHee sBpema roBOpPAT He CTO/IbKO
O TUNUYHOU NN aTUNNYHOUN HOPMaX
LLe/IakKnK, HO, YYMUTbIBAA 3HAYUTE/IbHO
6onbLUYIO YAaCTOTY aTUNUYHOUN POPMbI,
BblAENAOT CUMNTOMHbIE
(C racTpO3HTEPONOrMYECKMMU CUMITOMAMMU
M BHEKULLEYHbIMUM MPOABAEHUAMMN) U
beccmmnTomHble dopmbl 3aboneBaHmA




KJIACCUPUKALUA HEJIMAKHUHN

» BbiaenatoT nepmoabl 3aboneBaHuUA:
- IATEHTHbIU

- KTMHUYECKOU MaHndecTaumm
(aKTUBHbBIV Nepuoa)

- pemuccumn (HenNnoaHoOM 1 NOIHOMN)
- IEKOMMeHcaLumnm



KJIACCUPUKALUA HEJIMAKHUHN

» JlTaTEeHTHbIN Nepuoa NPoaoAKaAeTcA OT
MOMEHTA BBeAeHUA [NIoTeHa A0 Havana
KAMHUYECKNX NPOosaBAEeHNI 3aboneBaHna U
MOMKET NPOAO0/IKATLCA OT HECKONIbKUX AHEN
10 MHOTUX J1IeT, YaCTO He ANArHOCTUPYETCS
M MOXeT ObITb BbIABNEH TO/IbKO NpW
LeneHanpaBAe€HHOM AMNArHOCTUYECKOM

MOMUCKe B rpynnax pucka



KJIACCU®PUKALIUA LEJIUAKUU

» AKTUBHbIN nepuopg (nepnoa KAMHNYECKOM
MaHundecTaumm)

» Mepmnop, HENONHOU peMUCCcUM (HayabHaA
PEMUCCUA) HACTyNaeT, Kak NpaBuIo, CNyCTA
3-6 mecaueB NOCae Ha3Ha4YeHMA CTPOrou
6e3rntoTeHOBOW ANETbI; OTMEeYaeTcs
VYMeHbLUEeHME BblPpaKeHHOCTU OCHOBHbIX
CUMIMTOMOB, CHUXKEHUE TUTPOB
cneynPuyecknux aHTuTesn, YMmeHblleHune
NPU3HAKOB aTPOPUYECKOU SHTEpONaTUU



KJIACCUPUKALUA HEJIMAKHUHN

» Mepuog nonHOU pemnccum (KIMHMKO-
ceposiormyeckan n mopdosiorm4yeckan pemMmmccmsa) —
BO3MOXeH He paHee, Yem yepe3z 1 — 1,5 roaa ot
Hayana cTporon 6e3rntoTeHOBOMN ANETbI U
XapaKTepmnayeTca OTCYTCTBMEM CneunPrnyeckmnx
aHTUTEN U NONHOW HOPMaU3aUUeEN
MOPGDONOrNMYECKOU CTPYKTYPbI CIN3NCTON 0O0N0YKM
TOHKOW KULLIKM

» lekomneHcauma — rnpu HecobntoaeHUU
arntoTeHOBOW ANETbl NN HANUYNN pePPaAKTEPHOU
uenmakmm (PLL)



HEJUAKUA

TMCTO/TOTMYECKUE BAPUAHTDI
B SABUCUMOCTU OT XAPAKTEPA
MOP®O/TOTMYECKUX USMEHEHUMN:

» YaCTUYHaAA aTpoduA
» cybTOoTasibHAA aTpoduA
» TOTaNbHaA aTpoPuA

» MO PAacNPOCTPAHEHHOCTU — TOLLAA KULLIKA
MNN TOTANIbHOE NOpaXKeHne BCEN TOHKOU
KULLIKM



HEJUAKUA

» «Knaccnyecknm» BapmaHT Havyana
LeNnaKnn y AeTen cBA3aH C BBeAeHNEM
NMPUKOPMa BO BTOPOM NOJIYTOAUU }KU3HN
(Yalle Bcero — MaHHOM Kallun) Uau Ha
BTOPOM roay *n3Hu (Mcnosnb3oBaHMe
xneba n cyxapenm) — XpoHUYyecKasn
anapesn, 601eBon CMHAPOM

» MHOrAa maHudecTauma uenaknm y aeteu
NPOUNCXOANT NO3XKe



HEJUAKUA

BHEKULIEYHbBIE MPOABJIEHNA:

4

4
4
4
4

obuwas cnabocTb, NOBbILLEHNE TEMNEPATYPDI
noxyaaHue, benkosbi aedbunumnt
OCTeonopos

CMHAPOM Masibabcopbunm

NoBbIlLEHHAA KPOBOTOYMBOCTb (HOCOBbLIE KPOBOTEUYEHMUS,
3KXMMO3bl, FeMaTypua, KpoBOXapKaHNe, remapTpo3bl),
aHemMus

N3MeHeHMA KOXN (CyXocCTb, rMNepKepaTos,

repnetMPopMHbIN AePMATUT — LLEINAKUA KOXKU —
15-25%)



HEJUAKUA

» [fepneTMPopPMHbIN AePMATUT —
CUMMETPUYHAA Nanyne3Ho-
BE3UKYNAPHAA 3yaAALLAA CbiMb
C NpenmyLLecTBEHHOW NOKanun3aumen
Ha KONEHAX, NOKTAX, Nae4Yax u aroamuax
(oTnoxeHune IgA B COCOYKOBOM CNnoO€E
KOXW)






LEJIMAKUA B3POC/bIX



LHEJIMAKHA - 1ateHTHasA popMma

Jl1aTeHTHaA popma —

Yalle Y XKeHLNH:

» €Nabo BblpaKEHHbIe CUMNTOMDbI
CO CTOPOHbI MRKT

» npeobnagaroT BHEKULLEYHbIE
nposB/eHNA



HEJITUARKNUA — CUMIITOMbBI CO CTOPOHBI 7ZKKT

vV VvV VvV Vv

CUHAPOM }Kenyao4yHoU aAmncnencum
CPK-nonobHbIN cMHApPOM
XPOHUYECKNN 3anop

[acTpo33odareanbHbin pedatoKe U
pedNtoKc-330darnT

Hecneundunyeckmm BANOTEKYLLNIA
renaTuT

AHOMANNN }KENMYHOIO NYy3blpA



BHEKULLUEYHDIE
MPOABNEHUA



HEJUAKUA

[MHEeKonorn4yeckmne cu HAPOMbDI

- becnnoaune
- AMeHopes
- CNOHTAHHbIe BbIKNAbILWN



HAPYIIEHUA PENNPOAYKTUBHOU ®YHKIIUU

» HYacTtoTa uennakmm cpeaun KeHwmH C
HapyLWEeHNAMU PeNPOaAYKTUBHOMN PYHKLUU
(MPUBbLIYHbBIN BbIKMAbILW) COCTAaBAAET
oT 1,6 o 8%*

» [lo AaHHbIM OAHOIo N3 NepBbiX B POccuu
MccneaoBaHMM PacnpPoOCTPaHEHHOCTH
LEeSIMAKUUN Y KEHLLMH C NPUBbIYHbIM
BbiIKuabiwem (H.K. Tetpyawsunm n gp.,
2014), uennakuna boina sbigBneHa y 4,1%
TaKnUX 60/IbHbIX

* boikoBa C.B., MapdeHos A.WU., Tetpyawsunu H.K. n ap. Tepanestnyeckmn Apxms. 2012;2:31-36
** Tetpyawsunum H.K. u ap. AkywepcTtBo 1 ruHekonorua 2014;11:57-61



HEJUAKUA

N3meHeHNAa CoO CTOPOHbI CUCTEMbI KPOBU:

- PaznnyHble aHemuun — xenesogedbmunTHblE,
B,,-neduuymntHble, onnesosedmnUnTHbIE
(cpean 60NbHbIX XKEHLWUH AeTOPOAHOro
Bo3pacTta ¢ RJA HeacHou sTnonornm 21-58%

D6O0/IbHbIX Le/Inaknemn)
- [loBblWeHHaA KPOBOTOYMNBOCTb




HEJUAKUA

MeTtabonmnyeckme paccTponucTsea

- bonun B KocTax
- OcTeonopos

- PasnunyHbie gedunumTHbIE COCTOAHMA
(0ednunT pasnnNYHbIX BATAMUHOB,
MMKPO- N MAKPO3/IEMEHTOB)



HEJUAKUA

Hecneumndunyeckme npoaBaeHUSs:
- CnabocTb

- YTOMNAEeMOCTb

- XpOHUYecKana yCcTanocCTb

- ApTpanruu



EO/IE3HU, ACCOLULMUPOBAHHBIE C LLE/IMAKUEW

B3K
[MepBUYHbIM BUAMAPHbBIN XONAHTUT
[lepBUYHbIN CKNEPO3UPYIOLLNINA XONAHTUT
AYyTOMMMYHHbIW renaTuT
CA 1 Tnna
TnpeonanTt XalwmmoTo
bone3sHb AAANCOHA
[ntoTeHoBas (MO3XKeyKkoBas) aTakcus
AyTU3IM
PaccesaHHbIN CKNepos
CuctemHble 3aboneBaHna coeanHUTENbHON TKAHU



OnyxoJiu

» AJeHOKapLUMHOMA TOHKOM KULLKM (B 80 pa3 valle,
yem B obLen nonynaunm)

» [TNOCKOK/IETOUYHbIN paK NMLLEBOAA U POTOM/TOTKMU

» T-KneToyHasa AMMPOMa KULLEYHUK],
HEXOAXKKUHCKMUE NTMMPOMbI (PUCK MX Pa3BUTUSA
B 30-40 pas3 BblLLE)

MHoraa T onyxosu, a TakXe A3BEeHHbIN
EIOHOUNENT, CYHUTAIOT OCAOKHEHNAMM LEeIMaKNmn
nocsie NPoAo/IKUTENIbHOIO eé TeyeHus (ocobeHHOo
npu pedpaktepHon popme 6one3Hun)

BoxmsaHuHa H.B. CoBpemMeHHOe npeacTaBaerHue o uenvakuum. Cre, 2009



ONODEPEHLIMANIbHASA
OUATHOCTUKA LIE/IMAKUUA



DNMIOTEH-UHAYLHAPOBAHHAA ITATOJIOT'UA

» ICTUHHAA uenmakma — ayTOMMMYHHbI
MEXaHM3M MnaToreHesa

» He ayTomuMmmyHHaA, He anaeprmyeckas
BPOKAEHHAA HEMNEPEHOCMMOCTDb K MMKTEHY

» Anneprma K rmroTeHy (MoXXeT npoABAATLCA
HEe TONbKO CUMNTOMAaMM, CXOAHbIMU C
uenmakmen — bA nekapeu, anneprmieckmnm
PUHUT, OTEK KBUHKeE)

Pocnasuesa E.A., CabenbHukoBa E.A. Poccuincknii neanatpumyecknin xxypHan 2013;1:50-55




HEIIEPEHOCUMOCTD IYIIOTEHA

CeHcnbunmMsauma K roTeHy:

» OTCYTCTBYIOT aHTUTENA K TKAHEBOM
TPAHCIIIOTAMUHA3€e N BblPaXKeHHble
aTpoPunyeckne n3ImeHeHusa CAU3NCTon
060/104KMN TOHKOU KULLIKU

» NPUCYTCTBYHOT aHTUTANAANHOBDbIE
dHTUTE/1a

Cascella N. et al. Schizophr Bull 2011;1:94-100
Biesiekierski JR et al. Am J Gastroenterol 2011;3:507-514



HEIIEPEHOCHUMOCTDb IV'TIOTEHA

» MoapobHoe obcnegosaHme 80 TaKMX OONbHBbIX,
nposeaeHHoe B HeCKoNbKux ueHTpax CLUA n Utanmnun
4YeTKO NOKa3ano AoCToBepHO bonee peakoe

obHapyxeHune HLA DQ2 n/mnn DQ8 (26% no
cpaBHeHuto co 100% npu UCTUHHOM LLeIaKkun)

» Tak)Ke 6bl/1I0 MOKAa3aHO OTCYTCTBUE 3HAYUTENbHbIX
TMCTONOTUYECKMUX USMEHEHUMN C/IU3NCTON 060/104YKH
AOMNK (y 40% 601bHbIX YBEANYEHNE KONNYECTBA
MHTPasNUTENNANbHbIX IMMPOLNTOB — 1 cTeneHb
M3MeHeHun no wkrane Marsh no cpaBHeHUtO cO
100% n3ameHeHnn yposHA Marsh 3 y 60nbHbIX
NCTUHHOMN LLe/Inaknen)



OUATHOCTUKA
LETMAKUN



HE/IMAKHUA (anarHocTuka)

» KONporpamma
» NoceB Kana — ancbaktepmos

» CHUKeHue abcopbuMOHHOM CNOCOBHOCTU TOHKOMU
KULLIKK No TecTy ¢ D-kcnno3on

» TUTP aHTUIMAANHOBBIX (HecneunduyHbIM meTos,),
aHTUPETUKY/IMHOBbIX U aHTUIHAOMMU3NNHbIX
aHTUTEenN

» TUTP aHTUTEN K TKAHEBOMW TPAHCI/IIOTAMUHA3e
(B Knacce IgA)

» buoncma chnsnctomr obonoukm TK



LHE/IMAKHUA (anarHocTuka)

» YyBCTBUTE/IbHOCTb OCHOBHOIO HMOXMMMNYECKOTO
Tecta (TUTp aHTUTEN K TKAHEBOW
TPaHCINIOTAMMHA3€) CHUMKAETCA NMPU BbiParKEHHOWM
aTpodunmM BOPCUH, NPU BbICOKOM YUC/IE
MEKINUTENINANBHBIX TMMPOLMTOB, Y MOKUbIX
6onbHbIX M Npn gedpuunte IgA

» AHTUTENA K AeaMUHUPOBAHHOMY NenTuay asnbda-
rnnaguHa (8o dpakumax IgA n lgG) n
onpegeneHune obuiero IgA (moxKeT 6biTb CHUMKEH)



HE/IMAKHUA (anarHocTuka)

» OBbHapyXeHmne cybanutenmanbHbIX
0Eeno3UTOB aHTUTenN Knacca IgA K
TKAHEBOW TPAHCINHOTAaMUHA3E B
CIM3UCTON 0DON0OYKE TOHKOU KMLLIKMK eLle
N0 pa3BuTUA atpodmmnm — Hambonee
4yBCTBUTE/IbHbIU U Bonee paHHUM
ANArHOCTUYECKMNIN TECT

BoxmaHuHa H.B. n gp. TepanesTnyeckmi apxus 2012;2:26-30




HEJUAKUA
MOP®O0/IOTUYECKUE U3BMEHEHMUA

1) Buoncmm AonKHbl ObITb MHOXECTBEHHbIMU
(onTMMmanbHO — 4-6 Kyco4KoB u3 2-3
yyacTtkos [lTK

2 ) BuonTtaTbl AO/MKHbI ObITb HE TO/ILKO U3
nykosuubl AK (B HeW pusmnonornyecku
6osiee KOPOTKME BOPCUHKM U Yalle, YEM B
apyrmux otaenax MK BctpevaeTca atpodpus
N PYron asTMonornm)

3) bnoncutio cneayet aenaTtb 40 NepeBoaa
60/1bHOro Ha arNtTEHOBYIO ANETY

Bopobbesa H.H., Xomepuku C.I., MappeHos A.U. TepaneBTndyeckmumn Apxms. 2012;2:21-25



LIEJIMAKUA
MOP®O0JIOTUYECKUE U3MEHEHMUA

aTpoduma BOPCUHOK (YacTnYHaA,
cybTOTaNIbHAA MM TOTaNIbHaA)

CHUXXEHMEe YMCna SIHTEPOLUUTOB U
M3MEHEHMA NX YAbTPACTPYKTYpPbI

yrnybneHmne Kpunt

MeX3anutennanbHaa AMMEPOLMNTaPHAA
MHPUNBTPALNA



HopManbHbii KMLLIEYHUK Llennakua



3HAaYeHUe reHeTHYEeCKOro MccjieJ0BAaHUSA

HpHU IeJTHaAKUH

1. OTpuuyaTtenbHble pe3y/bTaTbl FEHEeTUYECKOro
TUNUPOBAHUA NO3BONAKOT UCKIOUYNTD LEeNUaKUIo.
Hannume gaHHbIX rannotunos y 30% 340p0BOro
Hace/ieHUA He N03BOAeT UCMON1b30BaTb AaHHOE
nccnenoBaHMe B KayecTBe CKPMHUHIOBOro meTtoAaa
N He ABNAEeTCA OCHOBaHMeM ANA NOCTAaHOBKMU
AWarHo3a uennakum

2. [eHeTnyeckoe TMNMPOBAHME MOXKET ObITb
MCNONb30BAHO ANA UCKAKOYEHUA AMarHo3a ueanakmm

LleHHOCTb reHeTU4YeCKMX MapKepoB onpeaenaeTca Tem,
YTO OHU He 3aBUCAT OT TOro, HaxoaAUTCA 1N NAUUNEHT
B MOMeEHT nccnenosaHumAa Ha Al l nnm Het

Bcepocenincknii-KoHceHeyc RO ANATHOCTUKE U-AEYEHMUIO Lie/IMaKNIK Y- AeTeR 1 B3POCabix. 2016 F.



Koro Heo6xoauMo 00cC/1Ie10BaTh
Ha IleJIMAaKHU10?

|. BonbHble € KAMHNKO-NabopaTopHbIMU
NPOABAEHUAMU CUHAPOMA Masibabcopbunmn, TaKUMHU
KaK Anapes, CHUKEeHne maccbl Tena, cteatopes, 6onu
N B3OQyTUE B KUBOTE

2. bonbHble € CMHAPOM U3ObITOYHOIrO HBAKTEPMANBHOIO
pOCTa B TOHKOM Kuke (CUBP)

3. BonbHble ¢ C | TMna npu Hannymm
rmnepTpaHcaMmMHA3EMUNNU

4. bonbHble c AUT, repneTUPOPMHbIM AEPMATUTOM,
pedppaktepHon HKAA, MO3KEYKOBOU aTaKCUeWn,
becnnoanem, B 0COOBEHHOCTU NMPU HANTUYUK
raCTPO3HTEPONOTNMYECKUX Kanob

BcepoCCUMCKNIA KOHCEHCYC MO AMArHOCTUKE U NIeYEHUI0 Lennakmmn y aeten mn s3pocnbix. 2016 r.



JNNEHEHWUE UE/TUAKUN



JIEYEHHUE

» SAMNMPELWAETCA NCITOJIb3OBATb npoAyKThl,
coAeprallne rTeH, — nNWeHnUa, poXb,
AYMEHb, OBEC, NPOCO M NMPOAYKTbI NX
nepepaboTKn: MyKa, xnebobynoyHble,
MaKapOHHbIE N KOHOUTEPCKNE U3nenuns;
Kpynbl (MaHHaA, NWeHU4YHasn, Kyc-Kyc, oyaryp,
oBcAHaA, nepaosasn, «lepKynec», s4HeBas,
TONOKHO, «ApTeK», «[lontaBckaa», «/
31aKOB» M T.M.), @ TaKKe 6/IMHbI, MaHTbI,
nesbMeHun, KoTneTbl, 61043 B NaHUPOBKE




JIEYEHHUE

» 3anpeLllaeTca NCNoAb30BaTb NPOAYKThI,
coAEepPrKaLlMe KCKPbITbIU MOTEHY, B TOM
Yymcne — COCUCKU, Konbacbl, MACHbIE
M PblOHble KOHCEPBbI, CyXUe Cynbl,
6yNbOHHbIE KYOUKKU, MOPENPOAYKTbI,
MaWOHe3, LWOKo/1a[, MOPOXKEHOE,
MOrypTbl, KpaboBble NAaN0YKU, KETUY,
MACHAA NOAJZINBKA, Pa3INYHble NPUNpPasbl




JIEYEHHUE

» "\MPHble COyCbl, MaprapuH c
rMTEeHcoAepKallumMmu
cTabuamsatopamm, CoOeBble COYChl,
HeKoTopble BUAbI YadA, KOdpe- U KaKao —
cMecu Anda bbICTPOro NPUroToBAEHMUA,
KYKYPY3Hbl€ X/10MNbsA Npn
MCNOZIb30OBaHUN AYMEHHOMN NATOKM,
KBacC, MMBO, BOAKA, BUCKU




JIEYEHHUE

» Henb3s ncnonb3oBaTb NPOAYKTbI C MULLLEEBbIMU
KpacuTensMmm U KOHCEPBAHTaMM

4 PEKOMEH,EI,VETCFI TdKXe UCKJTIOYHNUTDb NPOAYKTbI,
coaepxalume NakTo3y U aajaepreHbl

» Mpnem parxxke 100 mr rnroTeHcoaepKallero
npoAyKTa (Hanpumep, WenoTKa xi1eba) moxKeT
BbI3BaTb aTPOPUIO BOPCUHOK

» CobntogeHue CTporoun arntoTeHOBOU ANETb
06bI4YHO NPUBOAUT K BOCCTAHOB/IEHMIO CAN3NCTOMN
060/104KM B TeyeHue 3-6-12-18 mecAaues



vV VvV Vv V9V VvV VvV ©Y

Bo3MoOKHbIe HEIINIIIEBbLIC UCTOYHUKHA
IVIOTEHA

[YOHaA nomaaa

banb3am gna ryb

bneck

3ybHaAa nacTa

Knen Ha mapKax U KOHBepPTax
PactutenbHblie U MUHepasibHble 06aBKM
MeagnkameHTbl



JIEYEHHUE (nepcneKTUBbI)

» B HacToAuwee BpemAa co34aH MMMYHON0OTMYECKHU
6e3onacHbIN oBec

» Co3gaHa IMHMA SYMEHA C HU3KUM coaeprKaHuem
ropaenHa

4 C03,u,aHa TPaHCreHHada TMHUA nueHmubl C HU3KUM
coaepxaHunem rmMmaamHa

» CUHTe3MpyoTCA NpenapaTbl, HOPMaAn3yoLme
HapPYLLUEHHYIO MPOHULLAEMOCTb C/IN3NCTOM
000/10YKUN KULLKU

Marine M. et al. Aliment Pharmacol Ther 201 1;33:477-486
Pinier M. et al. Am ] Gastroenterol 2010;105:2551-2561
MapderHoB A.UN. TepanesTnyeckmin apxms 2013;2:4-7



JIEYEHHUE

PASPELLIAETCA UCTTOJIb3OBATb:

) - PUC, TPEYMXa, aMaPaHT, KYKypy3a, COpro,
TanMoKa (coaeprKaTt manao Npos1aMMUHOB)
M NPOAYKTbl U3 HUX, KapTodenb, CoeBble
NPOAYKTbl, MyKa U3 opexos, 6060B, cemsH,
60608Bble, HEMWEHUYHbIN Kpaxma
(KapTOdEenbHbIN Kpaxman),
Ma/IbTOAEKCTPUH, OBOLWMN, GPYKTbI,
PACTUTENbHOE MAC/1I0, COKM, Caxap, AXKEMbl,
mez, MAco, pblba, NTuua




JIEYEHHUE

» MOZIOYHbIE NPOAYKTbI (CBEXUU HE
KNUCNbIN TBOPOT, Cblpbl, 6pbIH3a, NpWn
NepPeHOCMMOCTU — KUCIOMOJIOYHbIE
NPOAYKTbl, CMeTaHa, MONOYHbIN COYC-
belwlamenb — Ha PUCOBOUN MYKE NN
NWEeHUYHOM Kpaxmasie), anua, Kakao,
Kode, Yan, PPYKTOBbIE N ATOAHbIE COKM




JIEYEHHUE

» Kpaxman — 3TO 3epHOBOW caxap, MIOTEH —
3epHOBOWN benoK

» He coaepKnT rtoTeH TONbKO TOT NWEHUYHbIN
Kpaxman, KoTopbi Npon3sBeanéH B COOTBETCTBUM
c EBponencknmm ctaHgapTamm Npom3BoACTBa
npoayktoB 6e3 rtoteHa — Codex standard
labelling

» Ha npoayKTe, B COCTaBe KOTOPOro ecTb
MWEeHNYHbIN Kpaxman, A0/IKHO O6biTb OTMeYeHo,
UTO OH HEe COOEPXUT INIOTEH



JIEYEHUE
CneunanbHO caenaHHble
6e3 rntoTeHa NPoAYKTbI:

- xneb

- WWHOKOJ1adHble U3aeJ1nA
- KOHAOUTEepCKNE n3ageinA



JIEYEHHUE

Mcnonb3oBaHMe 6e3r1tTeEHOBbLIX MPOAYKTOB
NPOMBbILLNEHHOIO NPOU3BOACTBA CO
crneunanbHo cbasaHCMpPOBAHHbIM COCTaBOM
HYTPUEHTOB NO3BOAAET YMEHbLWNTb AePUUUT
yKenesa, Kanbuma, MarHma, LMHKa,

BuTamunHos D, B,, n pnbodnasunHa,
NULLEBbIX BOJIOKOH

Benbmep C.B. CoBpemeHHbIe NPUHLUMMbI ANETOTEPANUN LENNAKNN. POCCUNCKNI BECTHUK NEPUHATONOTIMN
n neguatpun. 2012;6:97-100

MNapdeHos A.U. Llennakuna. M., 2007



JIEYEHHUE

» nedyeHmne ancbuosa (npe- n NPobMNoOTUKMY,
MeTabnOoTUKMN)

» U3 npobnoTnKoB, Hanpumep, — Saccharomyces
boulardii

» DTU APOXKKN, MOMMUMO NPOONOTUYECKOTrO
NEeNCTBUA, NOBbLILAKOT aKTUBHOCTb PEPMEHTOB
LLLETOYHOW KanMbl, CTUMYAUPYIOT TMAPO0N3
KOHLEBbIX NeNTUAO0B, CTUMYJINPYIOT MECTHbIN
M obWMN UMMYHUTET, NOAABAAIOT CUHTE3
HEKOTOPbIX NPOBOCMNANUTENbHbLIX LULUTOKUHOB



The European Society for the Study of Coeliac
Disease (ESsCD) (uroHb 2019)

» bonblas YacTb NHOAEN C LEeSIMAKUEN XOPOLLIO
nepeHoCUT OBEC, HO BBeieHWEe OBCa B AMNETY
NONKHO ObITb OCTOPOXKHbIM C OTC/IE}KUBAHUEM
HeOobbIYHbIX PpeaKkLUnm

» B3pocbie naumeHTbl C BNepBble BbICTaB/EHHOM
uesnaknuen AonKHbl bbITb 06cnengoBaHbl Ha
nedbuunUT MMKPOHYTPUEHTOB (*Keneso, posineBas
KMCNoTa, BUTamMuHbl D u B,,)

» MaumeHTam enaTtesibHa AmeTa ¢ 60nbWNM
KONMYECTBOM K/1IeTYaTKU



HapylweHue BcacbiBaHUA
MIOKO3bl U Fa1IaKTO3bl

(rntoKo30-rasiakTo3Hasa manbabcopbuna nnm

MOHOCaxapuaHaa manababcopbumnsn)
E74 — O pyrue HapyweHua obmeHoB yrnesog08



MoHocaxapmnaHaa manbabcopbuunn

» Manbabcopbuus rnoKo3bl-ranakTo3bl — peaKoe
reHeTU4Yeckoe 3aboneBaHme c ayTOCOMHO-
pPeLeccMBHbIM MEXaHU3MOM Hac/eg0BaHUA

» Bo Bcem mupe onmcaHo BCero HeCKOJ/IbKO COTeH
naumeHtos, HO A0 10% HaceneHna MMetoT HECKO/1bKO
CHUXEHHYI cNoCcobHOCTb yCBaMBaTb [1IOKO3y be3
ABHbIX KTMHNYECKUX NPOABAEHUNI

» B ocHoBe 6one3Hn — myTauma B reHe SLC5A1

(22g12.3), KOTOpbIA OTBEYaeT 3a CUHTE3 besKa-
KOTPaHCMNOPTEpa HaTpPUA U MNOKo3bl — 6enok SGLT1



MoHocaxapmnaHaa manbabcopbuun

» benok SGLT1 HaxoanTCcA B OCHOBHOM B KMLLEYHOM TPaAKTe, a
TaK*e B NOYKax, rae OH y4acTByeT B TPAHCNOPTUPOBKE IMTHOKO3b
N CTPYKTYPHO NOAOOHOM rafiakTo3bl Yepes KNEeTOYHbIE
MeMbpaHbI

» Benok-KoTpaHcnopTep HaTpuUA / IMIOKO3bl BaXKeH ANA
GYHKLUMOHNPOBAHUA KNLLIEYHBbIX MUKPOBOPCUHOK — OH
y4aCTBYeT B npoLecce NornoweHMa rnoKo3bl KneTkamu
LWETOYHOM KaEMKU M3-3a rPagMeEHTa HAaTPUA Yepe3 KNETOYHYIO
MembpaHy membpaHy

» DTO BTOPUYHbIM aKTUBHbIN TPAHCNOPT — rPaAAUNEHT HATPUA,
co3gaBaembin ANA PYHKUNOHMPOBaHMA obmeHa HaTpua /
KanbUMA, co34aeTcA HACOCOM HaTpusa / Kannsa, KOTopomy
Tpebyetca ATO



MoHocaxapmnaHaa manbabcopbuun

[pn 3TOM HaTPUMN U BOAA NEPEHOCATCS BMECTE C
MOHOCaxapamu

MyTauuu, KotTopbie He No3BonAT benky SGLT1 BbINONHATL
3TY PYHKLUMIO, NPUBOAAT K HAKOMAEHUIO INHOKO3bl U Fa/IaKkTO3bl
B KNLLEYHOM TpaKTe

Boaa, KoTopaa 0bblYHO NepeHoCUTCA Yepes LWETOYHYIO
KaéMKY C caxapoMm, OCTaeTcs B KULLEYHOM TPaKTe

1 BbIBOAUTCA C KaJIOM, YTO NPUBOAUT K 00€3BOXKMBAHUIO
N onapee

Y ntoaen c ogHUM nameHeHHbim annenem reHa SLC5A1
ypOBeHb abCcopObLMOHHOM CMOCOOHOCTM MMOKO3bI TAKKE
CHUXKEH, M 3TO MOKET bbITb U3MeEpPEHO B N1abOpaTOPHbIX
TecTax, HO, KaK NPaBuI0, KIMHNYECKUX MPOABJIEHUN HE NMeEET



MoHocaxapmnaHaa manbabcopbuun

» Manbabcopbumsa rnoKo3bl-raIakTo3bl 0ObIYHO
NPOABAAETCA B NePBble HECKOJIbKO HEeAENb KU3HMU
pebeHKa — Anapes, NpuBoAALLAA K
06e3BOXMBaAHUIO, aLMA03Y N NOTEPE BECA NPU
KOPMJIEHUU TPYAHBIM MOJIOKOM UM OObIYHbIMM
MOIOYHbIMM CMECAMMU

» Bo3MOXKHO TaK»Ke obpasoBaHMe KaMHEN B NOYKaX

» MepnoanYecKM MoKeT BO3HUKATb yMmepeHHas
r1IOKO3Yypus



MoHocaxapunaHaa manbabcopbuunn

» JleueHMe — 0TKa3 OT rpyaHOro BCKapM/IMBAHMA
M BCKAaPMJIMBAHMA MOJIOYHbIMU CMECAMM

» MoryT 6bITb UCMNO/Z1Ib30BaHbl CMECU Ha OCHOBE
dbpyKTO3bI (BEPOATHO, B POCCUU He
3aPEermcTpmpoBaHbl)

» BO3MOXHO NCcno/sib3oBaHMe 6e3/1aKTO3HbIX
cmeceun

» Mpun 06e3BOKMBAHUN — MapeHTepasbHOe
NUTaHMe, BBeAeHME [NTI0KO30-CONEeBbIX
PAacTBOPOB



MoHocaxapunaHaa manbabcopbuunn

» Heobxoanmo noxunsHeHHoe cobntogeHmne
6e3mo/104HOM AneTbl (MOCKObKY Npu
MmeTabonn3ame MOMOYHbIX MPOAYKTOB 0bpa3yeTcsa
rasakTtosa)

» TaK¥Ke MCKN0YAOTCA U3 paLMOHa caxap, CAaaocTu
N nobble Apyrme NMCTOYHUKU IHOKO3bl

» ChepgyeT MeTb B BUAY, YTO C BO3PacTOM
TOIEPAHTHOCTb K [N1IOKO3€ U raakTO3€ MOKET
BO3pacTaTb

» Pa3peluatotcs oBoLim, PPYKTbl, MACO, pblba, ANLa,
XUpbl, PpyKTO3a, Mea,



HAPYLUEHME
BCACbIBAHUA

AMWUHOKUCNOT



Bone3sHb XapTHana (Hartnup)
(MKB-10 — E72.8)

» Y 60N1bHbIX HAPYLUEH KMULLIEYHbIN TPaHCNOPT
MOHOaMNHOMOHOKAPHOHOBbLIX AMUHOKUCNOT C
HEWUTPANbHbIMU NN aPOMATUYECKMMMN DOKOBbIMMU
Lenamm, npexae scero — TpuntodaHa, 1 NoBbILEHA
3KCKpeUunsa aMUHOKUCIOT C MOYOU M3-3a HapYyLLUEHUA
nx peabcopbumm B NnoYeyHbIX KaHaAbLAX

» HacnepgosaHMe ayTOCOMHO-peLeccuBHoe
(nonmmopdun3amobl reHa SLC6A19 — Solute Carrier
Family 6 Member 19 )

» BonesHb Ha3BaHa B YeCTb BMepBble ONMUCAHHOTO
nauneHTa — XaptHan — damunma 60abHOrO,
POAUNTENIN KOTOPOro BbiNN POACTBEHHUKAMMU
(aBOOPOAHBbIMUM BPATOM N CECTPOMN)



bone3sHb XapTHana

» KinHnyeckne npoAasaeHunA
0byCcnoBAMBAKOTCA HE TOJIbKO (a nHoraa u
HE CTO/IbKO) NULLLEBON HEAOCTAaTOYHOCTbIO
HEe3aMEeHMMOUN aMUHOKNCIOTbI
TpnnTodPaHa U3-3a ero HapyLEeHHOro
BCACbIBAHMA B KMLLEYHUKE, HO TaKXKe
Hea4OCTaTKOM HUKOTUMHOBOW KUCNOTbI,
KOTOpaA CUHTE3NPYETCA B OpraHM3me
Ha ocHOBe TpMNTOPaHa




bone3sHb XapTHana

» B ocHOBe 60s1€3HU — AedeKT NnepeHoCcYmnKa
AMMNHOKUCNOT Ha LWWETOYHOM KaemMKe TOLLEN
KULLIKK U MPOKCUMaAJIbHbIX KaHaNbLEB NOYEK

» B KNLEeYHUKe CHUXKEHO BcacbiBaHMe CBOOOAHbIX
HEeMTPasibHbIX aMUHOKUCNOT, XOTA OHU MOTYT
BCacbIBaTbCA B BUAE AN- AN TPUNENTUA0B

» lnua oboero nona 601e0T 0AMHAKOBO YacTo

» NMpeanonoxKnteanbHaa PacnpocTPaHEeHHOCTb —
1 cnydyam 6one3nn Ha 24000 XKuMBbIX
HOBOPOXKAEHHbIX



bone3sHb XapTHana

» He Bcocaswmnmnca TpmntodaH pacluennaerca
KW eYyHbIMKN baKkTepmnamm, npeobpasyacb B UHAON

» MHAOAN BCacbliBaeTcA N pacllennseTca C
obpa3oBaHMEM MHAMKAHA, KOTOPbIN BblaenaeTca
C MOYOU

» [pU KOHTaKTE C BO34YXOM MHAMKAH npeBpaLlaeTcs
B CUHUM KpacuTesib, KOTOPbIN AaeT MOYeE,
a C/1eloBaTeNIbHO Y MA/IEHbKMX AETEN U NEeNIEHKAM,
CMHUM (ronybown) useT



bone3Hb XapTHana

» TeueHne 6o0ne3Hn bbiBaeT
6eccCMMNTOMHbBIM , HO YacTo B
KIMHUYECKOU KapTUHE AOMUHUNPYET
Nnopa*KeHme KoXKn, HanoMmnHatoLlee
nennarpy (rmnepemwus, wenyLweHue,
Ny3blpyU — Ha OTKPbITbIX y4aCTKax Tena —
doTOoAEPMATO3); BO3MOXKHO
NnPUCTynoobpasHoe TeyeHmne AepmaTo3a



bone3Hb XapTHana

» BO3MOXHbl UBMEHEHUA HEPBHOWU CUCTEMDI
N NCUXUYECKOUN chepbl — Tpemop,
NPU3HAKN MO3XKEYKOBOMW aTaKCum,
rMNepKuHes, genpeccus, ran1toumHaumm

» Y HEKOTOPbIX DOIbHbIX OTMEYatoT
CHUMKEHHbIN POCT

» Habatoaatotca paccTponCTBO NULLLEBAPEHUS,
NNXopagKa, MOryT ObITb HApYLUEHUA 3PEHUSA



bone3Hb XapTHana — AMAarHOCTUKaA

» [MoBbILLEHHOE BblAENEHUE C MOYOW
HEKOTOPbIX aMUHOKUCAOT (FHIOTaMUH,
acnaparuH, rMcTUaAnH, CEPUH, TPEOHWUH,
TpunTodaH) M NPOAYKTOB UX pacnasaa
(MHAON, NHAWKAH)

» [loBbIWEHHOE BblaeNeHNEe TPUNTOdaHA
C Kanom



bone3Hb XapTHana — AMAarHOCTUKa

» 3ameaneHHoe HapacTaHue
KOHUEHTpaunm TpnntodpaHa B KPOBKU
nocae nepopanbHOU HArpysKn
TPMNTOPAHOM U MNOBbIWLEHHOE
BblaeneHmne 5-ruapoKCUNHAONYKCYCHOWN
KUCNOTbI

» MoneKkynapHO-reHeTU4EeCKMMN aHaNn3 —

onpeaeneHne NoAMMopPPU3IMOB reHa
SLC6A19



bone3Hb XapTHana — sneyeHue

» N136eratb NpoBOLMPYIOLLLMX ODOCTPEHUE
dbaKTopoB (MHCONALUA, MPUEM
HEKOTOPbIX IEKAPCTB, JINXOPAA0UHbIE
COCTOAHUA NtoboN Npmpoabl,
3MOLMOHaNbHbIN U/ UK GU3NYECKUA
CTpecc, HeAOCTaTOYHOEe NMUTaHme)



bone3sHb XapTHana — s1ie4yeHue

» [lneta — orpaHnYyeHue npmema Kanbuma,
BUTamumnH D 1 npoayKToB, ocobeHHO b6oraTtbix
TpuntodaHOM (Npun 3TOM BONbHBbIM AETAM HYKHO
NaBaTb bosblIOE KonmyecTso 6benKka — a0 4 r/Kr)

» Kanbuuun n BuTammnH D orpaHmnymsatotca, 4Tobbl
npenoTBPaTUTb NOBpeXaeHne noYvek

» PeKomeHayeTca ANUTENbHBIN NPUEM
HMKOTUHOBOW Kncnotbl (no 40-200 mr 4 pasa
B JE€Hb) N APYrMX BUTaAMMUHOB rpynmnbi B



bonesHb XapTHana — ne4yeHue

» TounTodpaHa MHOro B MfACe Kpo/aIMKa — Haubonee
HaCbILLEHHOE 3TOM aMUHOKUC/IOTOMN MACO
(B8 100 rpammax npoaykta — b6onee 130%
OT PEKOMEHA0BAHHOMW CYTOYHOU HOPMbI)

» HeCKO/NIbKO MeHbLUe TpunTodaHa B CBUHUHE,
KO3NATUHE U TENATUHE

» Cpegu NTMYbEro mAaca INANPYHOT UbINAATa,
MHAENKA, Kypbl (KPbIbA N HOMXKKW)

» MHOro TpuntTodaHa B MOJIOKE




bone3Hb XapTHana — sneyeHue

» Bo Bpemsa npuctyna — napaHTepasibHoe
BBeAEeHNEe HUKOTUHOBOW KUCNOTbI

» Mpn HeobxoaMMOCTU — UHDY3NOHHOE
BBeJEHME aMUHOKUCNOTHbIX CMECEW,
coaeprkalmx BbICOKOE KONMYECTBO TpUnTodaHa

» CumNTOMaTHUYeCKaAa TepanuA

» B 6bonblUMHCTBE cayyaeB 601e3Hb XapTHana
nmeeT n0bpoKayecTBEHHOE TEYEHUE, U HA
NPOAO/IKNTENIbHOCTb XXU3HU HE BIUAET



CuHapom ronybbix (CMHMX) NneneHokK

Y HEKOTOPbIX OONbHbIX HAapyLUEHUE
BCACbIBaHUA TPUNTOPAaHA KIMHNYECKHU

HUYEM He NPOoABAAETCA, 33 UCK/IIOYEHNEM
OKpPaLLMBAHMA MOYM (Y ManeHbKUX geTen

N NenéHoK) B ronybom (cnHmMi) uBeT n3-3a
CMHTE3a CUHEro MHAUIO B KULLEYHUKEe noa
nencTremem MUKpodaopbl, 3TO coeANHEHUE
BCACbIBAETCA M BblAENAKOLLENCA C MOYOU
MHOWKAH OKMCNAETCA Ha BO3ayxe — «Hone3Hb
CUHUX NMEeNEeHOK»



HAPYLUEHUE BCACbIBAHUA
KUPOB

(MKB-10 — K90 — HapylwueHue BcacbiBaHUA
B KULLEYHUKe

E75.5 — [lpyrue HapyLweHUA HaKONAeHUA
nmMnmnaos)



AbetannnonporemHemus
(cuHppom BacceHa-KopHuBeira /Bassen-Kornzweig/)

» Pegkoe HacneactseHHoe 3aboneBaHume ¢

ayTOCOMHO-PEeLeCcCUBHbIM TUMOM Hacnea0BaHUA
(yacTtoTta 1:1.000.000)

» BbiI3BaHO myTauuei B reHe (04924/MTP),
OTBETCTBEHHOM 33 CMHTE3 MUKPOCOMAJIbHOIO
Tpurnnuepuna-tpaHcdepHoro dpaktopa (MTP),
4YTO HapyLLlaeT HOPMaNbHY abcopbuuto XKupa
M XKUPOPACTBOPMMbIX BUTAMUHOB B KULLEYHUKE
TPAHCNOPT TPUIMNNLEPMNAOB, 3OUPOB XO/IECTEPUHA
n pochdonmMnmnaos, YTO NPUBOAUT K HAPYLLUEHUIO

CMHTEe3a B opraHmM3ame 6eta-AMnNonpoTemHOB —
JTHM, ATTOHTT n xnnomnkpoHoB



AbetannnonporeMHemums
(cuHppom BacceHa-KopHuBeira /Bassen-Kornzweig/)

» TpaHcpepHbin pakTop (MTP) obecneumBaeT TpaHCnopT
TpUrnnuepmnaos, sbupos xonectepuHa n poconnnnaos

» 3aboneBaHne NpPoABASAETCA C PAaHHEro AeTCTBa, pexe —
C FOHOLLIECKOro BO3pacTa

» Mpexkae Bcero BO3SHMKAIOT HapyLleHMa cTyna — Aguapes,
CTYN1 CTAHOBUTCS CBET/IbIM, XMPHbIM U 0bnagaeT
HEeNPUATHbIM 3anaxom

» BbICTPO BO3HUKaeT AednUUT BUTaMUHA E, KOTOPbIN
Y ManeHbKUX AeTen NpoaBnAeTcA npexae Bcero
HapyLEeHUaAMU cepaeYHON AeATeIbHOCTU U
HEUPOMYCKY/IbHbIMU PACCTPONUCTBAMM U3-3a NOPAXKEHUSA
3a4HMNX CTONHOB CMMHHOIO MO3ra



AbetanmnonporeMHemums
(cuHppom BacceHa-KopHuBeira /Bassen-Kornzweig/)

» [leTn He HabunpatoT BeC, pa3BMUBAETCA
aHemMmuA n3-3a HapyLeHna abcopbumnm
dONNEBOU KNCNOTbI U XKenesa U
NOCTENEHHO Pa3BMBAETCA PAa3BEPHYTaA
KapTUHa CMHAPOMA Manbabcopbumm c
npuU3Hakamu aepuumnta Bcex, ocobeHHOo
XUPOPACTBOPUMbIX, BATAMUHOB,
BO3MOMEH remopparm4eckmm gmnates



AbetannnonporenHemus
(cuHppom BacceHa-KopHuBeira /Bassen-Kornzweig/)

» HapyLweHus pyHKUUN HEPBHOM CUCTEMDbI
NPOrpeccnpytoT, BO3HMKAET MbllLeYyHas
cnabocCTb, HECKO/IbKO MO3Xe HapyluaeTcH
MblLLIeYHaA KoopaAMHaLUMA, aTaKkcus,
Bblpa*KeHHbIW CKONMO3, 0bbi4HO nocne 10
NneT BO3HUKAeT NUrMeHTHasA AereHepauus
CeTYATKM



AbetanmnonporemHemus
(cunpapom bacceHa-KopHuseiira /Bassen-Kornzweig/) —
AVArHOCTUKaA
» I3MeHeHNA TMNmMAHOro cCnekTpa KpoBu —
CHUXXeHune cogepXaHnAa Uan oTcyTCcTBue
B KPOBU XonectepmHa, pochonmnmnaos,
TpUrnnuepmnaos, XMNIOMUKPOHOB, ano-B

» U3MEHEHHbIe 3pUTPOoLUUTbI Nepndpeprudeckon
KPOBU — aKaHTOUMUTO3 (3pUTPOLUTBI CO
«3Be344aTbIMMU» NN «POraTbiIMMN» KPaaMU) —
no 50-70% Bscex apnTpounTOoB

» [eHeTn4YeCcKUm aHanus



[MnobetanunonporemHemus

» HacnheactBeHHOe 3aboneBaHue, CBA3aHHOE
Cc noarmmopPmnamamm reHa anoB Ha BTOpouU
xpomocome (02p24)

» HachepoBaHMe ayTOCOMHO-A0MUHAHTHOE,
NPUY HEKOTOPbIX MOANMOPPU3MAX — ayTOCOMHO-
peLeccuBHoe

» MMaTonorma ceBsisaHa c HapyLweHUAMM CUHTE3a
anonpoTtenHa B, 4to npmBoaANT K 0Obpa3oBaHUIO
aHOMaNbHbIX XUJTOMUKPOHOB N ZIMMONPOTENHOB
HWU3KOW NAOTHOCTM



NEYEHUE A- U TUNOBETATUNONPOTEMHEMUMA

» [lneTta c orpaHMYeHnem *Xunpa

» MocToAHHbIN NpUém bonblLMX 403 BUTaMmHa E
(HeKoTopble aBTOpbl pekomeHAaytoT 40 170 mr/Kr/cyTku) —
3TO MOMKET He TO/IbKO YAYYLNTb COCTOAHNE BONbHbIX, HO
TaK»Ke NpMBEeCTU K NpeaoTBpaLLeHUIO MPOrpeccnpoBaHms
bonesHu

» PekomeHayeTca NPMHUMATL APYrne BUTaMUHDbI,
ocobeHHo A (peTnHona auetat 100-400 ME/Kr/cyTkun) n K
(5 mr/cyTKK), oco6eHHO NPU HaAUYUKN remopparnyeckmx
NPOSABAEHUN, a TaKXKe BOAOPaCTBOPUMbIE BUTAMUHDI,
npenapaTbl KasibLMA U }Kenesa no mepe HeobxoammocTn™

*Monsakosa C.U. u ap. Poccuiickuin negmatpuuecknin »k-n 2012;4:53-57



[MepBUUYHOE HapYyLUEeHUEe TPAHCNOPTA
YEJTYHbIX KUCNOT

Bo3HUMKaeT BcneacTsme HapyweHuna GyHKLMm
TPAHCNOPTHbIX NEPEHOCYMKOB HKENYHbIX KUC/IOT
B NOAB340LUHON KULLKE

13-3a BO34EeNCTBUA HE BCOCABLUMXCA Ae30KCUXONMEBOM

N XeHOA,Ee30KCUXONMEBOM KNCNOT Ha CIM3UCTYIO 0D0/104UKY
KMLLIEYHMKa BO3HUKAeT 0buibHaA ceKpeTopHan gunapes,
TUMNMYHA cTeaTopes N NoTepsa C KaJoM KENYHbIX KUCAOT,
MPU 3TOM KOHLLEHTPAaLMA KENYHbIX KUCNOT B KPOBMU
MOHUMXKEHa

[locTeneHHO pa3BUBaETCA rMNoTpoPusa

Heobxoammo cobnoaeHne gneTbl C HU3KUM
coAeprKaHnem *}unpa



HapylweHune BcacbiBaHUA
BUTAaMUHOB

(M3onnMpoBaHHOE HacneaACTBEHHOE HapyLUeHune
BCaCblBaHMA BUTaMUHA B, nan donneson KMcnoTsbl
BCTpeYaeTca peaKo U Yalle cCoYeTaeTca C HapyLeHUnAMM
BCacCbIBaHMA yrnesoaos n 6enxkos)



HapyweHune BcacbiBaHUA BUTamuHa B,

» CylwiecTByeT HECKO/IbKO BapUaHTOB
HacneaCTBEHHOrO HapylweHua obmeHa BUTaMUHa
B,, (HapyweHue cMHTe3a BHyTpeHHero pakTopa
Kacna) nam tpaHcnopta B,,

» lMocne ncroweHuna 3anacos GeTanbHOro
KobanammHa HAYNHAKOT NPOABAATLCA CUMMNTOMbI,
TUNUYHblEe ana geduumTta ButTammHa B, (0bbluHO
B Bo3pacTe 1-4 net, HO NPM YaCcTUYHOM AedununuTe
3TO NMPOMNCXOAUT NO3KeE)

» HacnepoBaHMe ayTOCOMHO-peLeccuBHoe



HapylwieHune BcacbiBaHUA ¢oimMeBou
KUCNOTbI

» HacnhepnctBeHHbIN AedeKT BCaCbIBaHUSA
donaToB HacaeayeTca NO ayTOCOMHO-
PeLeccCMBHOMY TUMY U NPOABAAETCA
CMMNTOMaMMN MAKPOLIUTAPHOMN aHEMUMN,
ANApPeEN N HapacTaloWnmm
HEBPONOTMYECKMMMN CUMITOMAMM
(cynoporu), a Tak»Ke oTcTaBaHUEM
dU3NYECKOoro pa3BmTmnA pebeHKa



HapylwieHune BcacbiBaHUA
MUKpPO3/1eMeHTOB
U 3Z1eKTPOZIUTOB



[NlepBUYHAA rTMNOMarHesnemums
(MKB-10 - E83.4)

» PepKoe HacneacTBeHHOe 3aboneBaHMe (ayTOCOMHO-
peLeccuBHOE), BbiI3BaHHOE myTaumen B reHe TRPM6
(09g21.13), KOTOPbIN KOANPYET TPAH3UTOPHbIN PELLenTOPHbIN
NOTEHLMAN KaTUOHHOIO KaHana (noacemenctso M, aniemMeHT
6)

» Mpwn aTOM HapywaeTca KuwevyHasa abcopbunmn marHua (Mg),
a TaK)Ke NPouCXoAuT NoTepPA MarHMUa NOYKamMm n3-3a
HapyLweHua ero peabcopbumm B ANCTaNbHbBIX U3BUTbIX
KaHaNbLaXx

» Mpu pednumte marHma Hapywatotca LAM®-3asucnumsble
NpoLecChbl CeKpeLnn napatupeongHoro ropMmoHa, a Takxe
nepeagava ropMOHaNIbHOrO CUTHANA B KNEeTKax TKaHen-
MULLEHEN — BO3HMKAET rMNoKanbuuemums



NepBUYHAA rMNOMarHesnemums

» TMnomarHmemma obbIYHO COMPOBOXKAAETCH
runopocdatemmen N BOSHMKHOBEHNEM AedULUUTa Kanus,
4YTO CBA3AHO C NOBbILLEHHOM €ro 3KCKpeLnen NoHYKamum v
OHOBPEMEHHO C HapyLUEeHNEM pPerynaumm akTUBHOCTU
Na+/K+-Hacoca, B KoTopom Mg2+ aBnaeTtca KopaKTopom
Na+/K+-ATda3bl

» ChepoBaTe/ibHO, KIMHNYECKUE NPOSABNEHUA
rmunomarHmemmm obycanoBaeHbl TaKKe
NPUCOeANHUBLUMMCA HEAOCTAaTKOM Kanma 1 KasibLUua

» [pn aTOM BO3MOXKHO BO3HUKHOBEHME Cya0opor, TeTaHUN
(nonoxkntenbHbie cumnTombl Tpycco u XBOCTEKaA),
TOWHOTA, PBOTA, NCUXUYECKME PACCTPOUCTBA, PA3INYHbIE
HapyweHnAa cepaevyHOro puTMma, a TakKe Ha IKI
onpegensaeTca ypenmyeHme gnmtenbHOCTU MHTepBaaa QI,
ynnouwieHue 3ybua T u aenpeccuna cermeHTa ST



nepBM‘-lHaﬂ rmnomarHesmnemMmumAa — ANArHOCTUKa

» B KpOBU — CHUXKEHHbIN YPOBEHb MarHuA,
r’MNOKanbUMEeMUSA U CHUKEHNE (HE3HAUYUTENIbHOE)
YPOBHA NapaTUpPeongHOro ropmMoHa
(rMnoKanbumemma Bbi3BaHA YMEHbLUEHNEM
BbICBOOOXAEHUA NAPATUPEOUAHOIO FOPMOHA
B pe3y/sibTaTte ryboKon runomarHmemmm)

» ledeKT peabcopbumm MoXKHO OOHAPYHKUTL C
NMOMOLLbIO BHYTPMBEHHOTIO TECTA HAarpy3KM marHmem

4 ypOBeHb Ka/ibUHNUA B MOYE OCTaeTCA HOPMaAJ/iIbHbIM

» [lnarHo3 noaTBep¥XaaeTca C MOMOLLbIO
reHeTU4YyecKoro ckpmHuHra TRPM6



ﬂemeHaﬂ rmnomarHesInemuma — 1eveHue

» BBeaeHune cynbdpata marHma
napaHTepanbHo B Ao3e 0,2-0,4 ma/Kr
1-2 pa3a B CYTKU

» Mogpepkmnsarowaa Tepanna — 25%
pacTBop cysibdata marHma no 0,4
MA/Kr/CYTKU BHYTPb



HEle]J.IEHI/Ie BCACBbIBAHHUA IMHKA
(MKB-10 - E83.2)

» Mpun 3TOM HacneacTBEHHOM 3a060/1eBaHMM MMEETCH
HapyLLleHUe CMHTEe3a LMHKCBA3bIBAOLLETO NPOTENHA,
HeobxoaAMMOro ANnA Kuwe4vyHom abcopbumm UMHKa

» 3aboneBaHme NPoOABAAETCA C MOMEHTA NpeKpaLleHus
BCKapMAMBAHMA MAaTEPUHCKUM MOJIOKOM, KOTOPOE
COAEPKUT LLUHKCBA3bIBAtOLWMI HenoK

» BO3HUKAIOT U3SMEHEHUA KON Ha KOHEYHOCTAX
(aKpogepmaTuT), ArognLax, Anapes

» TUNMYHA NOBbILLEHHAasA CKNOHHOCTb K UHPEKLMAM,
asoneunsa, CTomaTtuTt, bnedapuT, KOHBIOHKTUBHT,

BO3MOMXHa NoTepAa 3peHnNA, HEBPOJZIOTNYHECKAA
CUMMNTOMATUKaA, TpOCI)OIIOI'I/ILIECKaFI HEeAOCTAaTO4YHOCTb



HapyLwieHue BcacbiBaHMA meau
(cuHnapom MeHkeca) MKB-10 - E 83.0

» CuHapom MeHKeca — pefKoe reHeTu4yeckoe 3aboneBaHue,
BO3HMKAET MOYTU UCKIIOYUTENBHO Y MasIbMUKOB (reH
KapTUPOBAH HAa AZIMHHOM Mnaeye X-XPOMOCOMbI (JIOKYC
Xql12-gl1l3) — HenpaBuabHOEe GYHKLUMOHNPOBAHMUE reHa
ATP7A

» OKono 30% cny4yaeB — pe3y/sibTaT HOBbIX MyTauuin, a 70%
Hac/neayTca, NOYTM BCeraa ot maTtepu

» 3T0 — opdaHHOoe 3aboneBaHune, 4actota B mmpe 1:40 000-
1:350 000 *unBbIX HOBOPOXKAEHHbLIX MaNb4yMKOB nan ot 1
Ha 100 000 ao 1 Ha 250 000 HoBOpPOXKAEHHbIX

» 3abonesaHne onmncaHo [xoHom lAHcom MeHKecom B 1962
roay



HapyweHue BcacbiBaHMA meau
(cnHapom MeHKeca)

[eH ATP7A KoampyeT TpaHCMeMbpaHHbIM 6eNnoK, KOTOPbIN
NepeHoCUT Mmeab Yepes KeToYHble MembpaHbl

B TOHKOM KnwevyHuke 6enok ATP7A KOHTPOAUPYET BCacbiBaHUE
Mmeamn 13 NULKn

B Apyrnx kKneTkax benok nepemellaerca mexKay annapaTtom
[ONbOKN U KNETOYHON membpaHOW, noaaepHKnBas
KOHUEHTPaUMIO Meaun B KNeTKe

B annapate lonbaxu stot 6enok obecneymBaeT meabto
dbepmeHTbl, 0becneumnBatoLme CTPYKTYPY U PYHKLMUIO KOCTEW,
KOXXW, BONOC, KPOBEHOCHbIX COCYA0B U HEPBHOWU CUCTEMDI

OAMH U3 TaKNX PepMeHTOB — JIN3NIOKCUAA3a — CBA3bIBAET
TponoKo/s1areH B pnbpunnbl KonnareHa, a AepeKTHbIN
KonnareH cnocobcTByeTr MHOTMM NPOSABAEHUAM 3TOrO
3aboneBaHmA B coeANHNTEIbHOMN TKAHWU



HapyweHue BcacbiBaHMA meau
(cnHapom MeHKeca)

» [TOCKONbKY Meab BXOAUT B COCTaB MHOTMMX
KU3HEHHO HEOOXOAMMbBIX ANA POCTa OPraHn3ma
bEepPMEHTOB, KNIMHNYECKMNE NPOABIEHNA DONE3HU
Pa3HOOb6pPa3HbI

» Yalle Bcero cMMnNTOMbl Ha4YMHAIOT NPOSABAATLCA K
TpeTbeMy MecsLy XU3HU pebeHKa, MHorga — no3xKe

» Ha mecTe BbiNaBWero maageH4eckoro nyxa
nosasnAeTca HebonbLLOE KONNYECTBO NOMKUX
CBET/IbIX BONOC, NepenaeTeHHbIX APpYr C ApYyrom
(nosTomy aTo 3aboneBaHmMe HOCUT Ha3BaHMUE
«D601e3Hb KypyaBbIX BONOCY)



HapyweHue BcacbiBaHMA meau
(cuHapom MeHKeca)

» BO3HMKAOT MUKPOLUUTAPHAA aHEMUSA, NEUKOMNEHUMN,
AEeNUTrMeHTaLUMA KON (U3-3a HapyLLeHUA CUHTe3a
TUPO3MHA), Pa3BMBAOTCA Pa3NNYHble AePEeKTbl
dbopmMmmMpoBaHNA COeAUHNTENIbHOU TKaHU (13-3a
nednumnTa PyHKUUM NU3NNOKCNAA3bl — PEePMEHT],
Heobxoammoro ana ob6pa3oBaHUA KOBANEHTHbIX
CLUMBOK MeXKAay NoamnenTuaHbIMM LLenamm
KonareHa n anactuHa)

» TuNn4YHbl cNnabbln MblLLIEYHbIM TOHYC, TMMOTEPMMUA,
CYAOPOXKHbIM CUHAPOM, OCTEONOPO3, APAbAable
4yepTbl AMUA



HapyweHue BcacbiBaHMA meau
(cnHopom MeHKeca)

» ITO NPUBOAUT K aHOMA/IMAM Pa3BUTUA, B
4aCTHOCTU, Cepae4yHO-COCYANCTON CUCTEMDI
(paccnamBsatoLlan aHEBPM3IMA aopPThl,
Ba3onaTtumn), Nerkmx (passutue ampusemsl)
n cKkesneta (octeonatuum)

» HepoctaTtoK PyHKLUMN LUTOXPOMOKCUAA3bI
n popammnH-beta-ruapoKcmaasbl NPUBOAUT
K HapyLweHunto popmMmnMpPoBaAHNA MUENNHA
M NOPaA*KEHUIO HEPBHOWU CUCTEMDI
(HenMpoaereHepaTUBHbIE NPOABAEHUA
M OTCTaBaHUE NCUXMYECKOro pa3BUTUA)



HapyweHue BcacbiBaHMA meau
(cnHapom MeHKeca)

» Bonee 6raronpmATHO NPOTEKAOLWMNIA BAPUAHT
bone3Hn MeHKeca — «CMHAPOM 3aTbIZIOYHbIX POTrOB»
— pe3ynbTaT Apyrmx noammodpumnsmos reHa ATP7A

» Mpn aTOM BapraHTE OCHOBHbIE NPOABNEHUA —
OT/I0XEHUA KaNbLMA Ha 3aTblIKE, }KECTKME
(«CcTanbHbIE») BONOCHI, MOBbILLEHHAA PACTAXKMMOCTb
N ApA6NOCTb KOXKN, TMNEepMOOUNbHOCTb CYCTaBOB
(MoO3TOMY MHAYe CMHAPOM Ha3bIBAE€TCA CUHAPOMOM
Anepca-AaHno 9-ro Tmna)

» HaunHaeTtca no3xe — ot 1 roga Ao 12 net
M npoTekaet bonee no06POKa4YECTBEHHO



HapyweHue BcacbiBaHMA meau
(cnHapom MeHKeca)

» lIMarHocTuKa — onpeaeneHmne ypoBHN meamn U
LepynonaasmmHa B KpoBu (CHUXKeHue), buoncus
KOXM U MUKPOCKOMNMUYECKOe ucciesoBaHme BOOC
117 BbIIBNEHMA XapaKTePHbIX aHomanmm MeHkeca

» OnpeneneHne COOTHOLWEHMA TOMOBaHMN0BOM
KUCNOTbl U BAHUANAMUHOA/IbHOM KUC/IOTbl B MOYe

» [eHeTUYecKoe nccnegoBaHne — NOUCK MmyTaLumm
B reHe ATP/A

» JleueHUe — 1Ucnosb3oBaHME TMCTUANHATA Meau,
CMMNOTOMATMYecKan Tepanus



3AKTFOYEHUE

Hanbonee 4yacTto y B3pOCabIX BCTPEYaAtOTCA
AncaxapugasHana HegoCTaTOYHOCTb U Le/IMaKuA

BepoATHO, UMeeT MecTo rMnoAnMarHoCTMKa LiesiMakmuy,
0cobeHHO Tex eé popm, KOTopPble NPOTEKALOT

C MMHUMa/IbHOM BbIPaXK€HHOCTbIO CUMMTOMOB

CO CTOPOHbI KMLLIEYHUKA

Heobxoanma AMarHOCTMKA Uenanakum npu Bcex
aCCoOUMMPOBAHHbIX C HEW 3aboneBaHMNAX, OCOOEHHO
NPU OTCYTCTBUN ABHOIO 3PPeKTa OT UX NeYeHUA

Op(l)aHHbIe 3a6oneBava, npoAasaAoWnecCAd C paHHEro
BO3pPdCTa, Npu CBOEBpGN\EHHOVl UX ANarHOCTnuKe, MOryT
MNo3BOJ/INTb NPOA/TINUTb KN3Hb NMNAUUNEHTOB U YIYHLWNTDb
Ka4vyeCTBO UX KU3HU



E/IATOOAPIO
3A BHUMAHME!
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