CUMHOPOM MAJIbABCOPBLUUN Y ,D,ETEﬁ (HYACTb 4)
TwHa Bopawni

B paHHOM cTaTbe Mbl xOoTenu Obl paccMoTpeTb 3aboneBaHusl, KOTopble MPOSBASIOTCA OMapeei, BO3HMKAOLLEN
C POXAEHUSA UM B MEPBbIE MECALbI XXM3HKU, COMpOoBOXAatoLLencs manbabcopbumern 1 4acTo npeacTaBnsitoLLeN
yrpo3y ans xu3Hu pebeHka. B aHrnosseiyHon nutepatype ynotpebnsercsa TepmuH «intractable diarrhea of infancy
(ID1)» (pe3ucTeHTHas ouapes AeTen paHHero Bo3pacTa). [1o onpeaeneHnto 3To CUHAPOM TSDKENOW XPOHUYECKON
Anapeu, accoumMmMpoBaHHOWM C HapyLUEHNEM NUTaHus, He NoAAAILLENCS NeYeHnto CTaHgapTHeIMM MeTogamm [1]

IDI BkntovaeT B cebs psig 3aboneBaHuin, KOTOPbIe MOXHO pasgenuTb Ha 2 rpynnbl: 1) MUMMYHO-OMOCpeAOBaHHbIE,
Xapaktepuaylolwimecs aTtpodment KUALWEYHOro 3nuTenns C  WHWUNbTpauuern MOHOHYKNeapHbIMU  KreTkamm
COBCTBEHHON MMacTUHKN BCNEACTBUE aKkTuBauum T-KNeTok U 2) He CBSA3aHHble C MMMYHHbIMU HapyLUeHUsiMK,
XapakTepuayrLimecs Hanuinem atpodum BOPCMHOK MNpW  OTCYTCTBMM WM HEBBLICOKOW MHUnbTpaLmm
COBGCTBEHHOM MNNACTMHKM MOHOHYKIeapamu, a Takke Hanminem cneunuduyecknx rmcToriorM4yecknx aHomanuim
KuLevHoro anuTtenus [2]. bonblias YacTb U3 OnNUCaHHbIX B AaHHOW cTaTbe 3aboneBaHuii SBNSTCA NpUYMHaMu
IDI (xoTb M He cambiMu 4YacTbiMu) [3], HEKOTOpblE U3 HWUX MOALAIOTCS NEYEHU0 MPU YCIOBUM KOPPEKTHOro
AnarHosa.

BpoxaeHHble aedeKTbl CNM3UCTON 060NOYKM KULLIEYHUKA

BonesHb uMTONMNasMaTUYECKUX BKITHOYEHWUIA MUKPOBOPCUHOK (DOME3Hb BKIHOYEHUI MWKPOBOPCWH, BPOXOEHHAs
atpodms MUKpoBOpPCUHOK, microvillus inclusion disease) — ayTocomMHO-peLeccuBHOe 3aborneBaHue, KOTOpoe
nposiBnsieTcs nNpody3HON BOOSHUCTOM CEKPETOPHOW Auapeel C poxaeHus. OTO camas cepbesHas npuydmHa
BPOXXAEHHOW Onapewn, CBSI3AHHOW C HapylUeHMEeM pasBUTUS CAM3MCTOM oBonouvkn KuwevHuka. lMpu cBeToBOM
MWKPOCKONUW CRM3NCTON O0BOMOYKN TOHKON KULLUKW BbISBASAIOT ANddY3HOE MUCTOHYEHME Crn3MCTON OBONoYKM C
rMnonnacTuyeckon aTpoduren MUKPOBOPCUH NPV OTCYTCTBMM BOCNanuTeNbHOro uHdunetparta. OQuarHo3s moxeT
ObITb yCTaHOBMEH 6€3 3NEeKTPOHHOW MWKPOCKOMUMW, €CN NMPU CBETOBOWN MUKPOCKOMUU MPUMEHSETCS OKpaluMBaHue
peaktnsoMm Lndpda (PAS) n CD10 (BbisSBNAETCA OTCYTCTBME WN PE3KOE WCTOHYEHUE LWETOYHOW KaviMbl U
Hannune PAS+ n CD10+ BHYTPUKIETOYHbIX BKIIOYMEHMN B 3SHTepouuTtax). [pu 3MeKTPOHHOW MUKPOCKOMUM
BbISIBNSAT OTCYTCTBUE UMW PA3PEKEHHOCTb MUKPOBOPCUHOK, HAanM4mMe 3neKTPOHHO-MITOTHLIX CEKPETOPHbIX FPpaHyn
B anuKanbHOW LMTOMMa3me SHTEPOLUTOB, a OTNMYUTENbHBIM MPU3HAKoM 3aboneBaHus SBMSETCS Hanuune
BKIIFOYEHWI, coaepKaLLMX MUKPOBOPCUHKM, MO, anvkanbHON membpaHon [4].

MHoroBoane He SIBNAETCS KNACCUYECKUM MposiBrieHMeM 3aboneBaHus, HO Mo Mepe ynydlleHus npeHaTanbHoro
HabnogeHns o ero Hanuuum cooblialT Bce vawe. 3aboneBaHne XapakTepu3yeTcs TSKernow BOOSHWUCTOM
anapeen (go 200-330 mn/kr/cyT.), BO3HMKaKOLWENn B MepBble LHU KU3HW UMM NO3gHee, NPUBOLALLEN K
06e3B0OXMBaAHMIO U 3afepXKKe U3NYecKoro pasBuTus. [uapes He KynupyeTcs OTMEHOW SHTeparnbHOro NUTaHus U
3aMecTUTENbHON UHY3MOHHOW Tepanuen [5]. BonbHble Hy)XgalTca B NMOCTOSHHOM MapeHTepanibHOM MUTaHUW.
BonbLUMHCTBO AeTel yMypatoT B NepPBbIe rofbl KU3HU.

CeropHs He cylLieCcTByeT Kakoro-nnbo aTMONOrMyeckoro rnevyeHus atoro 3abonesaHus. ViccnegosaHms nokasan,
YTO MNPUMEHEHME NPOTUBOBOCMNANUTENbHbBIX (CTepouabl) M aHTUCEKPETOPHbIX (CaHOoCcTaTWH, nonepamui)
npenapaToB, a Takke MONo3mBa 1 annaepmarnbHOro daktopa pocta CyLeCTBEHHO He BNMSANo Ha obbem cTyna.
EOVHCTBEHHBIM BO3MOXHbIM METOAOM JIeYEHUSI 3TOr0 pPeakoro 3aboneBaHus ABMASETCS TpaHcnnaHTauus
KvLeyHuka [6].

Y naumeHToB ¢ 60Me3Hbi0 LMToNNnasmMaTuyeckux BKIKYEHNA MUKPOBOPCMHOK 0BHapyKeHbl MyTaummn reHa MYO5B,
KOAMPYIOLLEro HEeTPaaMLUMOHHbIA MOTOPHLIN Benok Myosin Vb. MyTtauun B MYO5B BbisiBnsAtoT y GonblUMHCTBA
NMauneHToB C PaHHWM HayarioM CMMMTOMOB, XOTS CyLUeCcTByeT Gofbluas annenbHas reteporeHHocTb. MyTaumu
NPMBOAAT K notepe YHKLUMN Ha ypOBHE MPOTEMHOB C aHOMAasnbHOW MONSPHOCTBIO KMEeTOK, MOCKONbKy 6enok
MYO5B y4acTByeT B perynupoBaH1Mn BHYTPUKIIETOHYHOIO TpaHcnopTa benka, a Takke B OpraHM3aummn uMtockeneTa

[71.

My4ykoBasi aHTeponaTus (KMlevHas anuTenuanbHas aucnnasus, tufting enteropathy) nposiBnsieTcss B TeuyeHue
NepBbIX HEAEMb XU3HU NEePCUCTUPYIOLLEN BOASHUCTON Anapeeil.

OTnnuuTensHoOn ocobeHHOCTbI0 BMONTaTOB CAM3UCTOM OBONOYKM TOHKOWM KULLKU SBRSIETCS Hanunyne okarnbHbIX
aAnuTenManbHbIX «MYYKOB» (CrPyNnUPOBaHHbIX B (POpPMeE Kannum nAoTHO ynakoBaHHbIX SHTEPOLUMUTOB C anukanbHbIM
oKpyrneHnem nnasmatuyeckon membpadbl) Ha 80-90% anuTenuanbHow nosepxHocTu [8]. OgHako TuNU4YHas



Mopdonornyeckas KapTmHa He BbISIBNSETCA Cpasdy Mocrie poXAeHWs, a npu OPYrnx U3BECTHbIX 3HTeponaTusix
nyyku onpegenstTca Ha 15% vnu meHee anNUTENManbHON NOBEPXHOCTY.

Ewe ogHo 3aTpyaHeHve B AMarHOCTMKE MOXET ObiTb CBA3@HO C MHMUMbTPaLMENn MOHOHYKNeapHbIMU T-KneTkamu
COBCTBEHHOM MMNAaCTUHKM, YTO MOXET OLMOOYHO pacLeHMBaTbCs Kak NpOsiBNEHUe AUCMMMYHHOW 3HTeponaTtuu,
0cobeHHO, Korga nydvkn ewe He cdopmupoBanuck [9]. TNpuumHOM BOCnNanUMTENbHOW peakuMn MOXeT ObiTb
MOBbILLIEHHas MPOHWLIAEMOCTb KMLIEeYHMKa, Bbl3BaHHAs AedeKToM KneTtoyHon agre3uv. B anuTtenuu Toncrtomn
KWLLKW TakKe BbISBASIOT aHOManuu, HO UX TPYAHO MAEHTUULMPOBaTb. DNEKTPOHHAs MUKPOCKOMWUS He nomoraeT
B AnarHocTuke 3abonesaHus.

[MaToreHes3 aTOro TSHXKENOro paccTponCcTBa CBA3aH C HapyLUEHWEM KINEeTOYHO-KMETOYHbIX U KIEeTOYHO-MAaTPUKCHBIX
B3aMMOAENCTBUA BCNeaCcTBME aHOMarnbHOro pacnpegeneHns a2bi1-vHTerpvHa BOOMb OCU «KPUMTa—BOPCUHKAY,
yBEeIIM4YEeHNs 3KCNpeccun OecMOrfieMHa W YrbTpacTPYKTYPHbIX M3MEHeHUn AecMocoM. [lyykoBas sHTeponaTtus
4acTo accouumMpyeTcs C TOYEYHbIM KepaTUTOM U AUCNNAa3ven KOHbIOHKTUBBLI, U3MEHEHUS SNUTENnUs Npu KOTOPbIX
HaNOMMHAKT TUNUYHYI0 KapTuHy ny4vkoB [10]. eHeTnyeckass oCHOBa MyYKOBOW 3HTEpOMaTMM — MyTauuu B FreHe
EPCAM, koaupytowiem Oenku MONeKkyn agresavm anuTenuanbHbiX Knetok. ®eHoTun, CBs3aHHbIA C MyTauusiMu
EPCAM, 06bl4HO npeacTaBnsieT coOOM M30NMPOBAHHYK BPOXAEHHYH Onapeto 6e3 accoumMpoBaHHBLIX C HEn
3KCTPaKULLIEYHBIX CMMMNTOMOB, 3a WCKIOYEHMEM HEKOTOpbIX MauMEeHTOB C MNO34HEee pasBUBAKLLMMCS
apTputom [11].

Mpn cungpomansHon opme BPOXOEHHOW MYYKOBOW 3JHTEponaTtMuM Auapes CBsi3aHa C ogHou wunu 6Gonee
crefylolmx aHomarnui: MOBEePXHOCTHbIA TOYEYHbI KepaTuT, aTpe3us XoaH, MULIEeBOAa WM  KULIEeYHWKa,
HenepdOpPMPOBaHHbIA aHyC, AUCMAa3nst BOSIOC, rMNEPPACTSKUMOCTb KOXW, aHOManuu KOCTeM, rekCajakTunus u
nuueson amamopunsm.

O heKTMBHBIX METOOOB JleYeHUs He CyLLIeCTBYET, OONibHble HY)XOAKTCA B MOCTOSSHHOM MNapeHTepanbHOM
NMUTaHUN C BO3MOXXHOW TPaHCNaHTaunen KueYyHmka.

KuweyHbln aHeHOoKpMHO3, Bbi3BaHHbIM  MyTaumamum reHa NEUROG3, nposiBnsieTca reHepann3oBaHHOM
manbabcopbunen, pBOTOW, [Auapeen C  3adepkKKon  PU3NYECKOro  pasBuTUsi, O0OE3BOXMBAHWEM U
rmnepxnopemuyeckum Metabonuyeckum aumposom. OpanbHoe nuTaHue 4Yem-nubo, Kpome BOAbl, Bbl3biBAET
avapeto. CTpoeHMe KpunT U BOPCUHOK B OuonmTatax TOHKOM KULLKM HOpMaribHOEe, HO NpW OKpaluvMBaHWUK
HEMPO3HOOKPUHHBIX KINETOK (Hanpumep, NPYMEHEHWE aHTUTEN K aHTUXPOMOrpPaHVHY) BbISBMASETCS MOMHOE
OTCYTCTBME 3TOW CEKPETOPHOW KIETOYHOW FNUHUM C COXpaHeHMeM OOoKanoBMOHbIX KNeTok M kneTok [laHeTa.
JleyeHne npegycmaTtpuvBaeT NosHOE NapeHTepanbHOe NMTaHne U TPaHCINaHTauui TOHKOW KULWKKM [12].

HapyweHusa abcopbuum anekTponmToB

BpoxgeHHas xnopuaHas guapes SBNSeTCd OAHOM M3 YacTblX MPUYUH  TSHKENOW BPOXOEHHOW Auapewm,
ee pacnpocTpaHeHHocTb B PuHnaHaum coctaensiet 1:20 000. 3aboneBaHne BbidaBaHO gedektom reHa SLC26A3,
KOTOpbI KoampyeT HesaBucuMbl oT Na+ Cl-/HCO3;-06MeHHUK B anvkanbHON MeMbpaHe anuTenus noaB3aoLLHOW
n Toncton knwkn. Ponb Cl-/HCO;- obmeHHMKa cocTouT B abcopbumm xmopuaa, KOTopbi nornagaeT B NPOCBET
KALLKW U3 Kenyaka, a Takke Mpu akTuBauum TpaHCMeMOpaHHOro perynsitopa MyKOBWUCUMAO3a, U ceKkpeuun
bukapboHaTa Ona HenTpanusauumn XenygovHol KucroTbl. NMpeHaTanbHO y nnoda onpefensietcs paclumMpeHue
TOHKOW KWLUKM, YTO MOXeT ObiTb OWMOOYHO pacLeHEeHO Kak KuledyHas HenpoxogumocTb. [Mocne poxaeHus
B TeYeHMEe MepPBbIX HECKOMbKUX HeAernb >XU3HW BO3HMKAET TsKernas CeKpeTopHas auapesi, COXpaHsoLlascs
NnoXxmnsHeHHo. [pu nabopaTopHbIX MCCNefoBaHMAX BbIABASIT MeTabonnyeckuin  ankanos, rMnoxnopemMuio,
rMNoKarMeMmMto 1 rMNOHaATPUEMUIO  (MPU  BbICOKOW aKTUBHOCTM MMI@3MEHHOr0 peHMHa W  anbAoCTEPOHA).
KoHueHTpauusa xnopuga B kane coctaBnsieT 6onee 90 MMOmnb/n 1M NpeBbIAeT CYMMY KOHLEHTpauui HaTpusa u
Kanus B kane. PaHHAA OAnarHOCTMKa M NOXWU3HEHHOE 3HTeparnbHoe BBeaeHue Bbicoknx o3 KCl B couyeTaHum ¢
NaCl (gosbl xropuga 68 mmone/kr/cyT. ona geten n 34 MMonb/Kr/cyT. ANs NOXUNbIX NALUMeHTOB) NpefoTBpaLLaoT
CMEpPTHOCTb UM [OSITOCPOYHbIE OCMOXHEHMS (MHMPEKUUN MOYEBBLIBOAALMNX MYTEW, TMAEPYPUKEMUSA C MOYEYHbIM
KanbLMHO30M, MOYEYHON HEeOOCTaTOYHOCTLIO M MMNepTeH3nen) n obecnedmBaoT HOpPMarsibHbIA POCT U pasBUTUE
[13].

MHFI/I6MTOpr I'IpOTOHHOIZ noMnbl, XonecTtupammH 1 6yTMpaT MOTyT YMEHbLUNTb BblPaXXeHHOCTb Anapen. CvMmnTOoMBI
aonapeu 0ObIYHO UMEIT TEHAEHLMIO K perpeccy ¢ Bo3pacTtomMm.

Knaccuyeckast dopma BpOXOEHHOW HaTpMeBOW Ouapeu MNposiBNAeTcA MONUrMapamMHUOHOM, BblpaXXeHHOW
CEKpeTopHOW Auapeei, TsXemnbiM MeTabonMueckuM auuagos3oM, LienoyHbiM  kanom (pH kana >7,5) wu



rmnoHaTpMeMmen, 4YTo sBNSAeTCA pes3ynbTaToM KuwedHblx notepb Na+ (ypoBeHb Na+ B kane >70 mMmonb/n).
KoHLeHTpauust HaTpusi B MOYe B HOPME WU HECKONbKO CHbkeHa. OTMevaeTca YacTnyHasa atpodus BOPCUHOK.

MonekynsipHo-reHeTudeckun aedekt B Na+/H+ obmeHHuKax (HapylieHve dyHKLMM KOTOpbIX npeanonaranocb
B KQ4ecTBe MpUYnHblI 3aboneBaHns) He Obln OOHapyXXeH, MOCKOSMbKY OHW, NO-BUAMMOMY, B OCHOBHOM OTBEYaloT
3a nornoweHre Na+ B TOHKOM KULLEYHUKE.

Kpome Toro, cuHgpomHasa copma BpOXOEHHOW HATPUEBOW OMapen C XOaHanbHOW WM aHanbHOW aTpesuen,
rMMNepTenopmaMoM M 3po3vent poroBuubl cBA3aHa ¢ MyTauuamu SPINT2, kogupytowero WHrMOUToOp CEpUH-
npoTeasbl, NaTon3NONIOrM4eckoe AencTBne KOTopon Ha nornotieHne Na+ B KnLeYHnKe He scHo [14]. HekoTopbix
nauMeHToOB yaaeTcs NepeBecTu C MapeHTeparibHOro NUTaHWs Ha aHTepanbHoe B 6onee nos3gHeM Bo3pacTe, HO
OHM NOCTOSIHHO HYXXOAlTCA B NepopanbHOM NpuemMe LuTpaTta HaTpus.

BpoxaeHHaa cdopmMa 3aHTeponaTu4eckoro akpoaepmuta MaHudectTupyeT TsKenbiM AedUUMTOM LUHKa BCKOpe
nocne poXaeHus y AeTel Ha MCKYCCTBEHHOM BCKapMIMBaHUWM WM nocne otnyyeHus ot rpyau. KnuHudeckue
NMpU3HaKky paccTPOMCTBa BKIHOYAIOT AHOPEKCUIO, AMapero, 3adepXkKy (HPU3NYECKOro pasBUTUSA, TYMOParbHbIA 1
KNEeTOYHbIN MMMYHOAEMULMT (NSI0X0e 3aXMBIEHUE paH, peunamBupytoLmne MHEKLUMN), MY>XXCKOW rMNnoroHagmnam,
MOPaXeHUs KOXW  (Be3MKynoOynnesHbin AepMatuT KOHEYHOCTEW, MepuaHanbHOW, MepUreHuTanbHoOM WU
nepuopanbHbli  obnacten, anoneums) W HEBPOSIOrMYECKMe HapylleHus (Tpemop, anatus, genpeccus,
pa3apaXuTenbHOCTb, HUCTarMm, cBeTob0si3Hb, HOYHas crienota W runoreB3us) [15]. [eHeTudecknn aedekT
obycnosneH myTtauunen B 6enke Zrt-Irt-lik 4 (ZIP4, SLC39A4), KOTOpbI B HOPME 3KCMPECCUPYETCH Ha anvKanbHON
mMembpaHe 1M cnocobCTBYET MOMMOLLEHMIO LMHKA B LMTO30Mb aHTepounTa [16]. B kpoBM BbISBASIOT HU3KME YPOBHMU
LUMHK-3aBUCMMOM LLienoYHon dhocdaTasbl 1 umHKa. Mpu rmcTonormyeckom mccrnenoBaHmm 6uontaToB CrvM3vCTON
060M0YKM TOHKOW KULLIKM BbISIBMSIIOT BKMOYEHNUSI B kneTkax [MaHeTa B kpunTtax. NaumeHTam ¢ 3HTeponaTuyecKkum
aepMaTuTom TpebyeTcs AnuMTeNbHOE NeveHne npenapaTamy LuHKa (4o3a areMeHTapHoro UuHka 1 Mr/kr/cyT.).

OedununTt nponpotenH KoHBepTasbl 1/3

XapakTtepusyeTcs XPOHUYECKOV BOAAHUCTON Anapeen, BO3HUKaKLEN B HeOHaTanbHOM nepuoge, y MnageHues C
rMNEPUHCYMMHU3MOM, TMMOrNIMKEMUEN, TMIMOTOHAAN3MOM M r’MNoaapeHan3MoM. BUoncrs TOHKON KULLKU BbISIBNSET
Hecneunduyeckyto asHTeponatuio. KnwyoMm K AMarHoCTMKe 3TOro0 ayTOCOMHO-PELIECCMBHOrO 3aborneBaHus
ABMNSIeTCA Mocrneaywllee pasBUTUE BbIPAXXEHHOrO OXMPEHUS C runepdarvern B CTapliem Bo3pacTe Kak Yy
npobaHOoB, Tak U y CMMNTOMaTUYeCKMX cubnuHroB. 3aboneBaHne BbI3BaHO MyTauMsIMW C MoTepen yHKUUM B
reHe PCSK1. XapakTepHoi 0COGEHHOCTLIO SABMASIETCS MOBbILLEHNE YPOBHSA MPOUHCYMHA B CbIBOPOTKE KpoBw [17].

CuHgpom yrnesogae(UUTHOro rmuKonpoTenHa 7 HeOCTaTOYHOCTb
renapaHcynbgarta 3HTepoLUTOB

BpoxgeHHble HapylweHusi [nuMKo3unMpoBaHus (B T.4Y. CUMHAPOM  yrneBoAedUUUTHOIO  FMMKOMPOTENHA,
carbohydrate-deficient glycoprotein [CDG]) sIBnsTCA reHeTUYEeCKMMU HapylleHusamMu cbopkn N-rmvkaHoB B
uuTo3one M 9HAOoNNasmMaTUY4ecKoM  pPeTUKYNyMe, YTO  COMPOBOXAAETCS  PasfUYHbIMU - KITMHUYECKUMU
nposieneHnsmu). Mogtun CDG | cBA3aH € 9KkccygaTMBHOW 3HTeponaTtuen. [Ons OuarHOCTUKM MCMOMb3YHT
N303NEKTPUYECKY0 (DOKYCUPOBKY CbIBOPOTOYHOIO TpaHcdeppuHa (BbISIBNSET «HEeOOrOKO3NMPOBAHHOCTbY €ro
nnasmonpoTenHa), depmeHTHbIn aHanu3 n aHanua OHK. Mpu Ib noatune CDG adhdpekTnBHO nevyeHne maHHO30Mm
BHYTPb, MO3TOMY paHHee BbISBleHNWe pJeTe C  TUMNOormMKeMuen, runoTUpeosoM w/vnu  aeduumTom
TMPEOCBA3bIBALLErO rnobynnHa nMmeeT NpUHUMNnansHoe 3HayYeHme.

BpoxaeHHbI Aeduunt renapaHa 3HTEPOLMTOB ABMNAETCA pefKon NMPUYMHOM PE3UCTEHTHOW Ouapeun ¢ notepen
6ernka, YTo MOXEeT ObiTb HEoObIYHbIM NposiBNneHneMm cuHgpoma CDG tmna 1 (Takke M3BECTHOro Kak CUHOPOM
[bxekeHa). enapaHcynbdaT npeacraBnseT cobow rMMKO3aMUHOTIIMKAH, BbIMOSHSIOLWNA HECKOMNBKO (PYHKLMIA B
KMLLEYHMKE, BKITHOYas OTTanknMBaHWe 3apsiKEHHbIX MakpOMOJIEKY, TakMX Kak anbOyMUH, OT CTEHOK cocyaoB [18].

Cungpomuyeckaa gumapesa (syndromic diarrhea — SD, cdeHoTMnMuyeckas Auapes,
TpuxorenaTto3HTepanbHbIA CUHOPOM)

Mpeactaensetr cobor BPOXOEHHYID SHTEPOMNATUIO, MPOSBASAIOLLYIOCS TSHXKENOW AMapeen C paHHero BO3pacTa,
TpebytoLen napeHTepanbHoOro nutaHua. lNpegnonaraemasi pacnpoCcTPaHEHHOCTb COCTaBMSET NPUBNN3NTENbHO
1 Ha 300 000-400 000 >xuBopoxaeHHbIXx B 3anagHon EBpone. [MlauneHTbl poXxgarTca MarneHbKMMK  O5is
recTaumMoHHOro BO3pacTa, [Auapesi HauMHaeTcsl B nepBble 6 MecAueB >KU3HWM (B OOMbLUMHCTBE CryvyaeB —
Ha NepBoM MecsLe).



[eTn vmeloT aHoManbHbI (DEHOTUM: NULEBOM AM3MOPMU3M C BbICTyNawLwwmMM nbom, LUMPOKON nepeHocuLen
N TMNepTeENnoprM3MoM, a TakKe BbIPaXXEHHYK aHOMarui BOJIOC — HOAO3HbIA Tpuxopekcuc. Bonockl wepctuctole,
NErko yaansioTcst U N0X0 NUrMEHTUPOBAHbI. Ha HMXHMX KOHEYHOCTSX MOryT HabntogaTbcs aHoMarbHbIEe KOXHbIE
NATHa, BKNOYas NSATHA «Kode € Monokomy. [lopaxeHue neveHn ¢ obLWMpHbIM UOPO3OM KMM LMPPO30OM
OTMeYaeTcsi MPUMEPHO Yy MonoBuMHbI naumeHToB. Coobwanocb O cnopagnyeckux HabnooeHUsAX aHomanumn
cepgua, konuTa, MNONUrMApPaMHUMOHA, aHOManui nnaueHTbl W BPOXAEHHOIO remoxpomaTtos3a. Y nauueHToB
HapyLUeH rymoparbHblii UIMMYHHbIA OTBET, HECMOTPSI Ha HOpMaribHble YPOBHU UMMYHOrNOOYIMHOB B CbIBOPOTKE
KpoBu. [Mpn MUKpOCKOMUU BbISBASIOT CKpydeHHble Borockbl (pili torti), aHM30- M MOMKMNOTPMXO3, HOLO3HbIN
Tpuxopekcuc.

Mpn  rMcTonaTtonorM4eckoM  MCCnegoBaHMM — CrM3UCTOM  OOOMOYKM  TOHKOW  KULWIKM — OBHapyxusaroT
Hecneunduyeckyto aTpoduio BOPCUHOK +/- WHPUNbTPALMIO COOCTBEHHOW MNNACTUHKM MOHOHYKIeapHbIMU
knetkamn 6e3 crneunduyecknx ructonormdecknx aHomanun anutenua [19]. 3aboneBaHne nepepaeTcsi Mo
ayTOCOMHO-PELIECCMBHOMY TuMy. €HETMYECKO OCHOBOW CUMHOPOMa sIBNsAtOTCA MyTaumm B reHe TTC37. TTC37
KoompyeT Genok, U3BecTHbIN kak Thespin, KOTOPbIA MPUCYTCTBYET BO MHOMMX TKAHAX (COCYAMCTbIA SHOOTENMUN,
numda, rmnodus, nerkne 1 KULWEYHUK), Ho He akcnpeccupyeTcs B nevenu [20]. Y naumeHToB ¢ SD 6e3 myTauum B
TTC37, BbisBnsatoT myTaumm B reHe SKIV2L. 370T reH koampyet 6enok Ski-komnnekca — MynbTUNPOTEMHOBOrO
KoMnnekca, KoTopbln yyactByeT B koHTpone PHK B ak3ocomax [21]. MporHo3 npu Hekynupyemow guapee geten
paHHero Bo3pacTa 3Toro Tuna HebnaronpusateH, 60NbLUIMHCTBO NAUMEHTOB yMUpaeT B BO3pacTe oT 2 A0 5 ner.

AyTOMMMYyHHas aHTeponaTus

C/vMNTOMblI  @yTOMMMYHHOW 3HTeponatum OObIMHO MOSABMASAKTCA MOCre 6 MEeCAUEB >XU3HW U BKMK4YalT
XPOHWYECKYIO Auapeto, 3HTeponaTuio ¢ notepert Genka, Manbabcopbumio 1 3a0epXkKy hU3NM4ecKoro pasBuTUs.
[narHo3 ocHoBbIBaeTCS Ha AaHHbIX 3HAOCKOMUM U TMCTONOMMYECKOro UccreaoBaHns 6MonTaToB TOHKON (Yalle) 1
TOJICTOWN KULLIKK.

McTonornyeckne U3MeHeHUs CrM3ncTor 0B0MOYKM TOHKOWM KULLIKM BKMAKOYAOT YaCTUYHYIO UMM NOSHYI0 aTtpoduio
BOPCUHOK, TMMNEPniasnio KpUnT U yBENUYEHNE KONUYECTBA KIEeTOK XPOHWYECKOro BocMarneHus B COOCTBEHHOM
nnactTuHke. B oTnvuve OT uenuakum, KONMUYECTBO BHYTPUINUTENUarnbHbIX NUMEOLUTOB He NMOBbILAETCS.
MMmyHonornyeckue nccrnefoBaHus BbIBASOT HAaNn4ymMe ayToaHTUTenN 1, caMoe rMaBHOE, aHTUTEN K SHTepouuTaMm,
B TOM 4uMCre, aHTUTena K MpoTeuHy ayTOMMMYHHOW 3HTeponatum 75 k[da (rapMoHuHy). Cneumdmyeckme
CbIBOPOTOYHbIE AHTUIHTEPOLMTAPHbLIE aHTUTENa MOryT ObiTb naeHTUdMLMpoBaHbl y 6onee yem 50% nauMeHToB
npu HENpPsIMO MMMYHOMITYOpPECLEHLIMN HOPMArbHOW CIIM3UCTON 0DOMOYKM TOHKOM KULLKM U NOYEK. Y HEKOTOPbIX
nauMeHTOB Takke MOryT ObHapyxmMBaTbCa aHTUTENa NPOTMB GOKanoBUAHbLIX KNETOK [22].

Kak npaBwno, nmpv ayTOMMMyHHOM SHTEpOnaTuM WUMEKT MeCTO U Apyrne, BHEKULIEYHble ayTOMMMYHHble
3aboneBaHus, TakMe Kak apTpuT, MeMOpaHO3HbIA  MOMepYyroHedpPUT, WHCYNMH3aBUCMMbIN  guabeT,
TPOMOOLIMTONEHNS, ayTOMMMYHHbIV renatuT, IMnoTUPeo3 U reMonuMTnyeckasl aHeMusi.

AyTOUMMYHHasi 3HTEeponaTusi MOXeT ObiTb MNPOSIBNEHUEM MEPBUYHONO MMMYyHOOEMUUUTHOrO 3aboneBaHus —
cuHgpoma IPEX (X-cuenneHHas MMMyHHas AMcperynsaums, nonmnaHgoKpuMHonatus, aHTeponatus). 9ToT CUHAPOM
XapakTepusyeTcsl BOOSHVUCTON Auapeen, NOsIBMSIIOWENCS B TEYEHWE NEPBbIX HECKONbKUX HeAernb Un MecsiLeB
XW3HM (@yTOMMMYyHHasi aHTeponaTua 1-ro Tuna), 9K3eMaTO3HOW CbiNbl, WHCYNMHO3aBUCUMbIM CaxapHbIM
AnabeTtoMm, rMnNepTMpeo3oM WNM Yalle rUNoTUPEO30M, TSHKENoW anneprven u ApyrumMr  ayTOMMMYHHbIMU
3aboneBaHuaMy  (Kymbc-nonoxutenbHas remMonutMyeckass aHemus, TpomOoLMTOneHus,, HenTponeHus).
Coobwanock Takke o0 ncopuaszonogobHon 1 nxtmosonogobHon ceinn n anoneuun [23]. CuHgpom IPEX Bbi3BaH
myTaumen B reHe FOXP3, yyacTBylowem B PyHKLUMN 1 pas3BUTUN perynaTopHbix T-knetok CD4 + CD25 + [24].
OTcyTCTBME PErynaTopHbIX KNETOK MOXET npeapacnonaratb K aHOMarnbHON akTnBaumum 3 deKTopHbIX T-KNeTok.

AyToMMMYyHHasa aHTeponaTtusa 1-ro Tuna MoOXeT NpoTekaTb C BOBMEYEHNEM TOHKOM M TOSNICTON KULLKW. XapakTepHa
nonudekanms, rMnonpoTeMHEMNS], MOBbILLIEHNE (IEKANBbHOrO KanbnpoTekTuHa. McTonorms GuonTaToB TOHKOW
KALWKA BbISIBASIET BbIPAXEHHYID aTtpoduio, HO B OTNUYME OT Uenuakum HeT YBenuWYeHWUs KorumyecTBa
BHYTPUANUTENUanbHbIX NENKOLUTOB. Y MauMeHTOB MOXeT Habmogatbcs numdageHonatuss U CrreHomeranus.
CepbesHble bakTepuarnbHble MHMEKUMN (MEHUHIUT, CENCUC, MHEBMOHWS, OCTEOMUENUT) MOryT BbITb CBS3aHbI C
HenTponeHven, HegoegaHNeM UM UMMYHHOW aucperynsuven. YpoBeHb IgE B CbIBOpPOTKe KpPOBM MOBbILLEH MPpU
HopMmanbHbIX ypoBHsX IgM, 1gG n IgA. OuarHo3 CTaBUTCHA KIMHUYECKM M NyTEM MYyTALMOHHOIO aHanmsa reHa
FOXP3 [25].



FOXP3-He3aBuCHMble BapuaHTbl ayTOMMMYHHOW SHTEPOMaTUM U BHEKULIEYHbIX ayTOMMMYHHbIX 3aboneBaHui
HasbiBaloT IPEX-nogo6HbIMM cMHApOMamMu (ayToMMMyHHasa aHTeponatusa 2-ro tuna). IPEX-nogobHble cMHApOMBI
cBsA3aHbl ¢ MyTaumamm B STAT1 n apyrux perynsiTopHbIX reHax, BCTPEYaTCs KaK Y ManbYnkoB, Tak Uy AEBOYEK.

AyTOMMMYHHasi aHTeponaTtus 2-ro Tuna MOXET MpOoTeKkaTb HEeCKONbKO nerye: npeobnagatoT ynopHasi guapes,
aKzeMa UK Tskenass nuwieBas anneprus. MoryT HabnogaTbCA BHEKMLLEYHbIE ayTOMMMYHHbIE HapyLUEHUS.
AyTOMMMYHHas aHTeponaTus 3-ro TMna npoTekaeT B ewe bonee nerkov GopmMe 1 orpaHNYeHa NuLLb NopakeHnem
KuLLIEeYHKKa [26].

BapuaHTbl nevyeHnss [OBOMbHO OrpaHU4YeHbl W OCHOBaHbl Ha nopaeneHun T-kneTok. [locrne HavanbHOW
cTtabunmsaumm ¢ UCNonb3oBaHMEM Nynbc-Tepanuu ctepovaamMn U MHIMbuTopammn KanbLUHEBPUHA, HasHavaeTcs
noAAepXvBaroLlas Tepannst panaMmmMuMHOM C a3aTUONPUHOM, METOTPEKCATOM 1N puTykcnumabom. Mpu cuHgpome
IPEX achcpekTmBHOM MOXET OblTb TpaHCNNaHTaums reMono3aTMYECKUX CTBOSNOBLIX KIETOK.

Manbabcop6ums xken4yHbIX KUCIOT

Mpn nepBu4HOM Manbabcopbumm KenuHbIX KUCIOT MyTauusi B FeHe WnearibHOro HaTpui-XemnyHasi KucnoTta
koTpaHcnopTepa, SLC10A2, npMBOoAUT K BPOXAEHHOW AuMapee, cTeaTopee, MPepbiBaHUIO 3HTEeporenaTuyeckomn
LUMPKYNSLUMN KENYHbIX KUCMOT U CHKEHWUIO YPOBHS XonectepuHa B nnasme. YXenyHble KMCOTbl CUHTE3NPYIOTCS
M3 XOnecTepvHa B MEYEHW W CEKPETMPYKTCA B TOHKUA KULLIEYHWK, FOe CrocoBCTBYOT YCBOEHWUIO XMPOB,
XNPOPaCTBOPUMbIX BUTAMMHOB 1 XoriectepuHa. B guctanbHbiX oTaenax nofaB3goLHON KULLKWU XKEeNYHbIe KMCROThI
peabcopbupyloTcs, BO3BPALLAOTCA B NEYeHb Yepe3 MopTarnbHyld BEHO3HYI LMPKYNSAUMIO U PEeceKpeTupyroTcs
Xenubto. AHTeporenaTnyeckas LMPKYnaLms KenvHbIX KUCAOT ABNAETCS Ype3Bbl4anHO 3hPEKTUBHBIM NPOLIECCOM;
TonbkO 10% KMLIEYHbIX >KEeNYHbIX KWACMOT BbIAENATCA C Kanom. HecmoTpss Ha TO, 4YTO 3TOT MpoLecC B
3HAYUTENbHON CTEMneHu ayToperynupyeTcs, CMOCOOHOCTb K YBENUYEHUIO CEKPELUWM XKEMYHbIX KUCAOT MeYeHblo
orpaHunyeHa. MNMoatomy npu manbabcopOLmm XKeNYHbIX KACAOT UX NyN YMEHbLUAETCs, a 9TO NPUBOLMUT K CTeaTopee,
yTO TpebyeT orpaHunyeHus xupa B nuwe. Kpome Toro, HeabcopbmupoBaHHbIE XeN4YHble KACNOTbl CTUMYMUPYOT
BblAeNeHne xropa B TOMCTOM KULIKE, YTO BbI3blBAET AMApEel, YMEHbLUAKLYCS Npy NpuemMe xonectupammHa —
aHMOHCBA3bIBAKOLLEN CMOSbI.

BTtopuuHasi Manbabcopbumsi KenyHbIX KUCMIOT MOXeT ObiTb pe3dynbTaTtoM 3aboneBaHuii NMOAB3LOLUHOW KUMLLKW,
Takux Kak 6bonesHb KpoHa nnv coctosiHue nocne pesekuuy NoaB3aoLWHON KULLKK [27].

XpOHVNeCKaﬂ onaped, nosasndwladaca B HeOHaTalnlbHOM nepuoae, Oblna Takke onucaHa npu ayToCOMHO-
peuecCMBHOM Ll,epe6pOTeHLl,VlHaJ'leOM KCaHTOMaTo3e, KOTOprl7I pa3BnBaeTCd BCleacTeme BpO)K,CI,eHHOVI oLmnbKm
CMHTE3a XENYHbIX KACMNOT, Bbl3BAHHOM D,e(bVILI,I/lTOM 27-r|/|p,p0|<cmnasb|. Y aTux geTen Takke oTMedvaroT 3a0EPXKKY
pa3BuUTUA N KatapakTy, NoABIAKLWYHOCA B OETCKOM BO3pacTte, a TakKXe OblNn onucaHsbl cnyyYyan HeoHaTalnbHOro
XonecTtaasa.

CyXO)KVIJ'IbeIe KCaHTOMbI pa3BMBaOTCA BO BTOPOM U TPETbEM AECATUNETUAX XKUSHWN.

CBOEBpEMEHHbIN OuarHO3 MMeeT BaKHOe 3HayeHwe, Tak Kak cywectByeT a(EKTUBHbIN MeTon neyeHus —
NpYMeHEHNe XeHOOEe30KCMXONEBOW KMCNOTbI BHYTPb [18].

KnweyHas numdaHrmakrasma

O6GCTpYKUMSA NMMEATUYECKOrO [ApeHaxa KULEYHUMKA MOXeT ObiTb Bbl3BaHa BPOXAEHHbIMU AedeKkTamu
obpasoBaHusa nuMmdaTnieckux nyten NMbo BTOPMYHBIMK NpuydnHamn. BpoxaeHHast opma yacto accouunpyeTtcs
C nNumdaTmyeckMM aHoManusiMmM B ApYrMx 4acTax Tena, Kak 370 MpoucxoauT npu cungpomax LlepelueBckoro—
TepHepa, HyHaH wn Knunnens—-TpeHoHe—Bebepa. [NpuumMHamu BTOPUYHON NUMAHIMakTasum MoryT ObiTb
KOHCTPUKTUBHbIA NEpUKapauT, CepaeyHasl He4OCTaTOMHOCTb, PETPONepUTOHeanbHbIi ubpos, abaoMuHanNbHLIN
TyOepkynes n 3rnokavyecTBeHHble ONyxonu 3abprLMHHOIO NpocTpaHcTBa. JluMmda BMecTe ¢ cogepXaliMMucs B
Hen Genkamu, nunugamn U NUMQOLUTaMM NPOHUKAET B MPOCBET KULLEYHMKA, YTO MPUBOAUT K SKCCYy4aTUBHOMN
aHTeponatum (sHTeponaTum ¢ noTepen 6Genka), creaTopee U notepe nMMAOLMTOB. IOTO NPOSIBRASETCS
rmnoansbymMuHeMuen, runoraMmmarnobynuHemumen, otekamu, nuMdoneHven, manbabcopbumen  KUpoB
N XNPOPaCTBOPUMbIX BUTAMUHOB, a TakKe XWUMe3HbIM acuMTom. [lnarHo3 ycTaHaBnMBakT HA OCHOBaHUMN TUMMYHBIX
NPOSIBNEHNI 1 NOBLILEHNS 3KCKpeuun al-aHTuTpuncuHa ¢ karnom. PeHTreHonornyeckas KaptuHa ¢ OGHOPOAHbIM,
CUMMETPUYHBbIM  YTOSLWEHNEM CKIMAadOK CrM3UCTOM OOOMOYKM MO BCEeM [ONIMHE TOHKOW KULIKW sIBNSieTCs
XapaKTepHON, HO HecneumduyHon. B Grontatax cnmamcto 060M0YKM TOHKOW KWLLKM BbISIBISIOT PaCLUMPEHHbIE
numdaTtmyeckne  Kanunnspbl M UCKPUBIIEHME  BOPCUHOK  ©e3  BocnanuTenbHOro  UHdunbTpara.



ﬂO)KHOOTpVILI,aTeJ'IbeIe pes3ynbTaThbl 6voncun MOryT ObITb CBsI3aHbl C HEepaBHOMEPHbIM pacnpenerieHnem
NopaXeHHbIX Yy4YaCTKOB B KULLEYHUKE UIn nokanusauuen nx B 6onee FJ'Iy60KVIX otaenax. Takue noBpexaeHua
MoryT ObITb BbISIBNEHBLI C MOMOLLLHO KaI'ICyJ'IbHOI7I BNOEO03HOO0CKOMUN.

JleyeHne numddaHrMakTasum npegycMaTpuBaeT OrpaHUYeHne KONMMYecTBa AMMHHOLEMNOYEYHbIX XXMPHbIX KUCHOT
B NULLE U BCKapMMBaHWE CMeCsiMU, codepxalmmu b6enku u cpepHeuenoyevHble Tpurnuuepuabl (CLT). MNpwu
neYeHUn aeTeln cTapllero Bo3pacTta NuTaHue C HU3KUM COAEPXaHMEM XXupa AOMONHSAT MacroM, codepkalium
CUT. HeobxoammocTb B NapeHTepanbHOM NMUTaHUK BO3HMKAET peako. Ecnu nopaxeHa Tonbko Hebornblias YacTb
KMLLEYHMKa, BO3MOXHO NPOBEAEHME e€e pe3ekLnN.

AGeTanunonpoTteunaeMus U runoetanunonporenaeMms

AbeTanunonpoTeMaemMmss — pefkoe ayTOCOMHO-PELECCMBHOE pacCTPOMCTBO MeTabonmama nunonpoTenaoB
(cungpom BacceHa-KopHuBenra), xapaktepusytoLleecs BblpaXeHHON ManbabcopOumen XMpoB € poxaeHus. Y
JeTell oTMevyaeTcsl 3adepXka (U3NYecKoro pasBuUTUSi, UCTOLLEHME B TeyeHue 1-ro roga >XusHu, oOunbHble,
CBETIble UCTIPaXXHEHWS C HEMPUATHBIM 3anaxom. My6okune cyxoxunbHble pedrekchbl He Bbi3blBaOTCS BCNEACTBUE
nepudepnyeckon Hesponatuu, O0OyCcrnoBneHHON AedUUUTOM XupopacTBopumoro ButamumHa E. OTmevaeTtcs
TEHOEHUUS K 3aepXKKe MHTEeNneKkTyanbHoro pa3sutus. Nocne 10 neT KuwevHble CUMNTOMbI CTAHOBATCS MEHee
BbIPaXXEHHbIMW, HO €Cnn ypoBeHb BUTaMuMHa E He nopgepxuBaetcsi B HOpManbHOM AuanasoHe, pa3BuBaeTcs
aTakCusl, CHWKEHME MO3ULMOHHOM W BUOPALMOHHOW YYBCTBUTENBHOCTU C WHTEHLMOHHbIM TpemopoM. B
NMOAPOCTKOBOM BO3pacTe 6e3 agekBaTHbIX A06aBOK BUTaMuHa E pasBuBaeTcst aTUNUYHbBIA MUTMEHTHBIA PETUHWT.
Paxut (BCnegctBne noTepb Kanbuust M gedumumta ButammHa D) MoXeT ObiTb HEOObIYHbIM - HayanbHbIM
nposiBneHvem abetanunonporeMaemMun u rmunobetanmnonpoTenaeMmm.

[unarHocTrka oCHOBbIBaeTCS Ha OOHAPY>XEHUN aKaHTOLIMTOB B Ma3ke nepudepryeckor KPOBU 1 PE3KOTO CHKEHUS]
ypoBHA xonectepuHa (<50 mr/gn) w Tpurnmuepugos (<20 mr/gn) B nnasme. XunomukpoHbl n JINOHIM He
obHapyxuBatoTes, dpakuma JINTHI Takke npakTuyeckn oTCyTCTBYET B KpoBMW. 'McTonorMyeckoe uccnegoBaHue
BbISIBMSIET HAKOMMEeHWe TPUIMMLEPUOOB B SHTEPOLMTAX BOPCUMHOK CRU3MCTON 0BOMoYkM ABeHafLaTUNepCTHOW
kuwkn. CteaTopes Oornblue XxapakTepHa AN AeTer mnafllero Bo3pacta, BCacbiBaHWE APYrnX MuTaTeNbHbIX
BELWeCTB He HapyweHo. [lpuynHa 3aboneBaHus — MyTauuMm reHa Oenka MUKPOCOMarbHOrO nepeHoca
TPUrMULEPUAOB, YTO MPUBOAUT K OTCYTCTBUIO (PYHKLMU MUKPOCOMAribHOIO NnepeHoca TPUrMvMLEPUAOB B TOHKOM
KMLIeYHMKe. DTOT 6enok Heobxoamm ansa HopmarnbHou coopkmn n cekpeumm JITTOHT 1 XMNnoMUKPOHOB.

foMOo3uroTHas runonunonpoTenaeMms nepenaeTcs ayToCOMHO-OOMUHAHTHO. ToOMO3UroTHas oopMa HeoTnuymMma
oT abeTanunonpotemagemMun. Y poauTener STUX NaUMEHTOB, SIBMSIOWIMXCS reTeposurotamu, oTMevaeTcs
CHWXeHne koHueHTpaumm JIMHIM u anonpoteMHa b B nnasve, Torga kak y poavTenen nauMeHToB C
abeTanunonpoTengeMmen nx ypoBHU HopmarsbHbl. [1py TPAHCMUCCUOHHOWM 3NEKTPOHHOM MUKPOCKOMUM CIIM3UCTOM
0000YKM TOHKOWM KMLLUKX Y NaLMEHTOB C ruronurnonpotenaeMmein obHapyKMBaroT G0sbLLIOe KONMYECTBO MENKUX
BaKyorieln B aHTepouuTax, Toraa kak npu abetanunpotenieMmm B aHTepoLmMTax HabnogarTcsa 6onbLuve Bakyosnu.

Cneunduyeckoro neveHns HeT. PekomeHaytoTcsa fobaBku xumpopacTBopuMbIX ButammHoB A, D, E n K B 6onbLumnx
posax. Butammn E B pose 100-200 wMr/kr/cyT. NpUMEHSIOT ANs  NpefoTBpalleHusi HEeBPOSIOrM4eckon
CMMNTOMATUKN W JereHepauuy cetyatkn. OrpaHuveHue ynoTpebrneHuss ONUHHOLEMOYEYUHbIX >XMPOB MOXET
YMEHBLUNTb KULLEYHbIE NMPOSIBIIEHUS, Asi BOCMOJIHEHUS NOTPEBHOCTU B XKMpax MoryT ncnonbs3oatbcs CLIT.

Bone3Hb 3aaepXXKu XMNOMUKPOHOB (6one3Hb AHOepcoHa)

OTO pefkoe peLeccuBHOE pPacCTPOMCTBO, NPU KOTOPOM MMEET MEeCTO HapylLUeHWe 3K30UMTO3a XUITOMUKPOHOB U3
3HTepouuToB BcreactBne pgedoekta Sarlb. Y naumeHToOB OTMEYaloTCA BbIPaKEHHbIE KULLIEYHbIE CUMMNTOMbI
CO CTeaTopeen, XPOHUYECKON Anapeen 1 3afepXKKon hrn3nyecKkoro passutus. AKaHTOLMTO3 BCTpeYvaeTcs penko,
a HeBpoOsiorMyeckne NpPosiBNEHNsT MeHee BblpaXeHbl, YeM npu abetanunonpotengemMumn. YpoBeEHb XOnecTepuHa
B Mna3mMe CHWKEH YMepeHHo (<75 mr/an), ypoBeHb TPUIMULEPUAOB HaTOLaK HOpPManeH, a YpPOBHMU
XNPOPACTBOPMMbIX BUTAMUHOB, 0COGEHHO A n E, pe3ko cHwxeHbl. JledeHne npegycmaTpvBaeT NpPUMEHEHne
BbICOKMX [03 >XMPOPACTBOPUMbIX BUTAMUHOB W MoAaudMKauuUst YnoTpebneHus XMPOB, KakK MNpu neyvyeHun
abeTtanunonpoTengemmmn.

3aknryeHue

Hanuune y peGeHka paHHEro Bo3pacta TSKEenoW Hekyrnvpyemon auapen TpebyeT TwaTenbHOW OMarHOCTUKU C
06s13aTeNbHOM TOHKOKULLIEYHOW Grorncueit. OnpeaeneHHbIi MPorHo3 BO3MOXKEH TOMNBLKO MpY TOYHOM AMarHose.



