AyTOUMMYHHbIe 3aboneBaHunsA

* ayTOMUMMYHHbLIN renaTtuT

* NEPBUYHbIN OUNMapPHbLIA LUPPO3

* MEePBUYHbLIN CKIEPO3NPYIOLLUN XONaHTUT
* overlap-CMHOPOM

* ayTOMMMYHHbIN MONUrNaHaynApHbIN
CUHOPOM



TOKCHNYeCKUMN renatmT

° J'IeKapCTBeHHbIM rernatnt

* TOKCUYECKUN renaTuT, BbiI3BaHHbIU
XUMUYECKUMU BELLeCTBaMU



HeankoronbHas XXxupoBas
Oorne3Hb NeYeHun

* XKNPOBOW renatos (cTeato3 ne4vyeHun)
e HealnKorosfibHbIX cTeaTorenaTuT



MeTabonunuyeckue 6onesHun
nevyeHwu

* HapyLleHnsa metabonunama yrnesogoB
(ranakTo3emus, dpyKTo3eMusi)

* TM30COMHbIE DONEe3HN HAaKOMMNeHus
(6one3nb HumaHHa — lNuka, bonesHb
BonbmaHa, mykononucaxapmgosbl, GM1
raHrnMo3nono3s)

* HapyLLIEeHUA NPOMEXKYTOYHOIo
meTabonuama (TMpo3nHEMUS,
MEeTUIIMarioHoBasi aunaemMus,
HeJOCTaTO4YHOCTb cpeaHeLeno4ye4yHoun
aunn-KoA-gerngporeHassbl)



cuHapom Pewne
cuHapom LlennbBerepa

nporpeccupyroLmnm ceMenHbin
BHYTPUNEYEHOYHbLIN XornecTas

abeTanmnonpoTenHeMusi
HEeOOCTaTOYHOCTb anbdalaHTUTPUNCcuHa
bone3Hb BunbcoHa-KoHoBanoBa
HacneacTBEHHbLIM reMoxXpoMaTo3s



e DOMne3Hn HakoNmeHusa raukoreHa: Tmn | -
bone3Hb ['npke, TUN Il - bonesHb [lomne,
Tnn Il - 6onesHb Kopu, Tun IV - 6onesHb
AHOepceHa, Tun V - bornesnb Mak-Apans,
TMN VI - bonesHb ['epca, Tmn VIl - 6oresHb
Tapyu, Tun IX, Tmn XI - cuHapom PaHKOHU-
bukenga, Tmn 0

e Done3Hb HaKonneHusa rmukonunuaa —
bones3Hb [owe



HacneacTBeHHbIe HapyLeHUA
KOHBbIOraumm onnmpyouHa

* HacneaCTBEHHbIE HEKOHBbIOMMPOBAHHbIE
rmnepounnpybnHemmmn (CnHapom
Xunbbepa, cuHgpom Kpurnepa — Hanapa)

* HAcCneacTBEHHbIE KOHBIOMMPOBAaHHbIE
rmnepbunupybnHemmn (cnHgpom [labmnHa —
[1>koHCOHa, cnHapom PoTopa)



AHOManuu pa3BuTus
BHeNne4YeHOYHbIX XeN4HbIX NnyTen

* BunnapHaga aTpesus

* KNCTO3HOE pacLunpeHmne obLero Xen4yHoro
NPOTOKa (KUCTa 00LLEro XXen4Horo npoToka,
OVUBEPTUKYN OOLLErO XEen4YHOro npoToKa,
xoriegoxoduene)

* aHOManuun pasBUTUSA XXETYHOIO NMy3bIpAa U
Ny3bIPHOro NPOTOKa (aHOManuun pasBuUTUSA
XXEN4YHOro Ny3bipda: aHoManum KonnmyecTsa,
aHOManuun NonoXeHusa, aHomManmm opPMbI;
aHoManuun pa3BuUTUSA Ny3bIPHOro MpPoTOoKa:
aTUNMYyHble BNageHunda, UaMeHeHue ero
HanpaBneHusa, OBOMHOW, OTCYTCTBUE, rmnonnasng)



AHOManuu pa3BUTUA
BHYTPUNEYEeHOUYHbIX XeNM4YHbIX
NPOTOKOB

* HacneacTBeHHblE PNOPONONUKUCTO3HbIE
6orne3Hn (ayToOCOMHO - AOMUHAHTHbIW
NOSTMKNUCTOS3 MOYEK, ayTOCOMHO —
PELIECCUBHbIN MONMKNCTO3 MOYEK,
BPOXOEeHHbIN Pnbpo3 neveHn, bonesHb
Kaponu, nonmkncto3Hasi 0oresHb nevyeHun)

e CMHOPOM ANaXXnnnsa n HecUHAPOMHas
rmnonnasns BHyTPUNEYEeHOYHbIX XXenYHbIX
MPOTOKOB



AYTOUMMYHHbIU TENATUT
(AUT)

* XpOHN4YeckKkoe BOCManuTenbHoe
3aborneBaHue neyeHu,
XapaktepusyroLieeca Hannmymem TUNmMYHbIX
ayToaHTUTEN,  MOBbILLIEHMEM  YPOBHA
ramma-rriobynmMHoB U XOpOLLUNM OTBETOM Ha
MMMYHOCYMPECCUBHYIO Tepanuto.



* [lnarHos NAHHOIO 3aboneBaHus
OCHOBbIBAETCS HA KOMOMHALIMN pa3rNYHbIX
XapaKTepHbLIX MPU3HaKoB C 0bsA3aTerbHbIM
n3ydeHmem Opyrux npuyumH pasBUTUSA
XPOHWYECKUX renaTuToB.

» Pa3paboTaHa bannbHas cucrtema
anarHoctukn AV n kputepun anarHoCTUKK

«onpepeneHHoro» AWUl, «BepoATHOro»
AT



ANATHOCTUYECKUE KPUTEPUN
AYTOUMMYHHOI'O N'ENMATUTA

* HenpepbIBHOE nporpeccupytoLlee
TEeYeHMe C BbICOKON CTENEHBLIO aKTUBHOCTU

 OTCYyTCTBME B aHaAMHeE3e MePEHECEHHOro
OCTPOro remnatuta, remoTpaHcdys3uu,
npuemMa renaToToOKCUYHbIX NpenapaToB

« OTCyTCTBME MapPKEPOB WUHMPEKLMOHHBbIX
renaTuToB

* [1lpeBbilleHne B 1,5 pasa n bonee ypoBHA
Y-rMoOynnHOB U 1gG



« ODHapy)XeHNE B KPOBM CEpPOSIOrMvYecKunx
MapKepoB ayTOMMMYHHOIO renaTtura:

* aHTUHYKNeapHble aHTuTena (ANA), aHTutena K
asycnupanbHon [OHK (Anti-dsDNA Screen)
n/Unn aHtuTena K rnagkon myckynarype (SMA)
— Al 1 Tnna,

* MUKPOCOMArbHblIE MNEYEHOYHO — MNOYEYHbIE
aHTutena (aHTn-LKM) — AT 2 Tnna,

* aHTUTENa K pacTBOPUMOMY MEeYeHOYHOMY
aHTureny (aHTn-SLA) — AU 3 Tnna.

¢ OPPEKTUBHOCTb [MFOKOKOPTUKOUOHOW
Tepanmu




° BblpH)KeHHble CUCTEMHbIE BHENEYEHO4HbIE

NPOSIBIIEHUS 3aboneBaHus:
remopparmnyeckmnm BACKYyINuT,
TpomMboLUMTONEHNYECKAS nypnypa,
apTpanrmn,  apTpuTtbl,  9HOOKPWUHHbLIE
HapyLLeHNd, nopakeHne noyek

* [lpenmyLlecTBeHHOE pa3BUTUE
3aboneBaHnsa y OeBOYeEK

* Ha brnoncuu — Bblpa)KeHHas
nmmMmdounTapHas UM NnNas3MoKNeToYyHas
MHOUNBTPAaLNA nopTarnbHbIX 7

nepunopTtaribHbiIX 30H, CTyreH4artble W«
MOCTOBUAOHDbIE HEKPO3bI NMNEeYeHOYHbIX
10J1ekK.



TOKCUYECKUU FTENATUT

« BocnanutenbHoe  3aboneBaHue  neyvyeHuy,
OOyCrnoBneHHoe HeratuBHbIM  3PAEKTOM
TOKCUYECKUX BELLECTB UM MeONKAMEHTOB.

 JlekapcTBeHHble renaTuTbl COCTaBNAT 10-15%
BCEX MEeONKAMEHTO3HbIX OCITOXXHEHU.

 JlekapCcTBEHHbIN renaTuT CBA3aH He TOJIbKO C
NPAMbIM TOKCUYECKUM BO3AEUCTBUEM
nekapctB unm wmnx MeTabonmtoB, HO N C
MONOCUHKpa3snen K HuM. WOnocuHKpasung
MOXET NMPOosIBNATbLCS MeTabonnyecknmm rnmdo
MMMYHOSOMMYECKMMU HAPYLLUEHUAMM.



« Hanbonee yacTble  9TUOrnornyeckme
doakTopbl, npuBoAsdllMEe K  pPasBUTUIO
NIEKApPCTBEHHOIO renatuTta: HeCTeEPOUHbIE
NpPOTMBOBOCMHANIUTESbHbIE npenaparhl,
aHTUOUOTUKM, UUuTOCTaTUYECKNE
npenaparsbl.

TaK »Xe TOKCUYECKMN renatnuTt MOXeT ObITb
Bbi3BaH HaPKOTUYECKUMU Mpenapatamu,
arikoronem n ero cypporartamu,
NPOMBbILLUNEHHBIMU A0aMW.

Bo3mMoXXHO nopaeHume neyeHu
BC1eCTBUE OCTPbIX MULLEBBLIX OTPaBNEHUN
(rpmdsbl).



AUWATHOCTUYECKUE KPUTEPUN
TOKCUYHECKOI'O N'ENMNATUTA

« OTCyTCTBME OPYron NaTonorum nevYeHm

* YKasaHue 0 HenepeHoOCMMOCTH
neKkapcTBeHHbIX NpenapaToB B aHaMHe3e

 HenocpeactBeHHad CBA3b C
NeKkapCcTBeEHHOU Tepanueun, npuMeHeHnem
arnkoronsl, HapPKOTUYECKUX MpenapaTos,

ML EBDBIX NPOAYKTOB, KOHTAKT C
NPOMbIWNEHHBIMU A0aMN



* [lpyrue CUMMTOMbI neKkapcTBeHHOU
bonesHu, NPU3HaKu anneprmsauum
opraHusma

 Perpecc  KINUHUKK nocre  OTMEHBI
MegukameHTa U peunauB renatuta npu
NOBTOPHOM NMPUMEHEHUU npenapara

* VlccnenoBaHmMa OMONMOrM4Yeckmnx XXMaKkocTen
Ha coaep)kaHne pasnnYHbiX TOKCUHOB



METABOJIMMECKUE BOJIE3HU
NMNEYEHW

* [eHeTn4yeckne dorne3Hn oobMeHa BeLlecCTs,
npoTeKatoLme C nopaKeHnem neyvyeHu.

« HacneacTBeHHbIE 3aboneBaHus,
BO3HMKaKOWMe B pe3ynsrate MyTauun
CTPYKTYPHbLIX TE€HOB, NOA4 KOHTPONneMm
KOTOPbIX OCYLLEeCTBISAETCH CUHTES
pas3fnnyHbIX  PYHKUMOHANbHLIX  OENKoB
opraHusma.



 KnuHn4yeckne NnposABNeHUs reHeTUYECKNX
bornesHeun NneyYeHu oOyCrioBneH.L
HaKOMIEHNEM, OTCYTCTBUEM nnn
HeOoCTaTOYHbIM CUHTE30OM OOHOIMo UMK
HEeCKOSTbKMX MeTabonunTos.

 Cneuundmyeckana gnarHocTuka:

* ornpegeneHne ypoBHA MeTabonntoB B
OUONOrnMYecKnX XXNOKocTSX,

* MOJIEKYITAPHO — reHeTUYEeCKUN aHanus,

* MOpPQOSiIorM4ecKkoe nccrnegoBaHue
bvonTtaTta nevyeHw.



FTENATOLEPEBPAJIbHAA
OUCTPODUA (BOJIE3HDb
BUJIbCOHA - KOHOBAJIOBA)

 HacnenocTtBeHHOE ayTOCOMHO —
peLeccnBHoe 3aboneBaHue,
XapakTtepusyrlieecs HapyLleHnem
meTabonnuama megn U ee WU30bITOYHLIM
HakonneHnem B nedvenn n LIHC.
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AOAUWATHOCTUYECKUE

KPUTEPUMU

* bbicTpoe pa3BuTUE UUPPO3a MEYEHU C
nocneayoLien Nne4yeHOoO4YHOU
HeJOCTaTOYHOCTbIO

* HeBponorn4yeckas cuMnTomaTuKa:
CTBONOBLIE N MO3)XXEYKOBbIE PACCTPOMUCTBA,
aKCTpanmpamMmmnoHag PUTMOHOCTD,
r’MNEepPKNHESLI

e [emonuTNyeckasa aHemums



* Hann4yne koneu Kansepa — dnanwiHepa Ha
poroBuue rnasa (OTNoXeHne nUrMeHTa
3erneHoro LuBeTa)

e [eMmonuTNyeckaa aHemms

* Hn3koe cogepkaHue uepyrnonnasmMmHa U
Meaun B CbIBOPOTKE KPOBU

* BblcOKOe cogepxaHue meam B Mo4ve
 AUMOo3 — TNKO3ypuda, amMmHoauuaypus,
ypaTtypus, dpocdaTtypus, NPOTENHYPUS.



* buncuga nevyeHu: onpenenexHune
KOHLUEeTpauun megn B buonTtaTte: B HOpMe
cogep)xaHme meau 50 MKr, npun OoresHu
BunbcoHa 0o 250-1000 MKr Ha 1 rp Ccyxoro
BellecTBa

 BoamoxHa MonekynapHaa AOuarHocTuka
(BblIABNIEHME MyTaL N reHOB)



HACIEOCTBEHHbDIE
HAPYLUEHUNA KOHBIOIALIUA
BUIIMPYBUHA

* [laTonorma  ne4yeHu, oOyCNoOBNEHHas
HapyLwieHnem obmeHa ounnpybuHa.

 Hanbonee pacnpocTpaHEHHbIM SBMAETCH
cuHapom XKunbbepa.



Cunapom Xunbbepa

« [lobpokadyecTBeHHass  HacneacTBeHHas
HEeKOHblormpoBaHHas

rmnepounnpybnHemmnda,  cBsi3aHHass  C
reHeTUYECKNM OedeKToM, NPUBOAALLMM K

CHMXEHUIO (PYHKLUMOHANbHOU aKTUBHOCTU
[MIOKOPOHMNTPaHCcdepasbl.



AOAUWATHOCTUHECKUE KPUTEPUI
CUHOPOMA XUJIbBEPA

« OTCyTCTBME APYron NaTosriornm NeYeHu
» [lobpokavyeCTBEHHOE TEYEHMNE
* MMHUMaAnNbHbLIK  CUHOPOM  XEenTyxXxu wu

dCTE€HOBEIreTatTnuBHbIX HapyLueHMVI,
yCUIIMBAOLWNXCA TIPUN UHTEPKYPEHTHDLIX
3aboneBaHUAX I AJINTETNTbHOM

ronogaHum



« B Onoxmmmyeckom aHanmse KpoBU -
noBbiLLeHMe obwero wun cBOOOAHOro
(Henpsimoro) OunNupybuHa, ocTarbHbIE
nokasaTenu B npeaenax HopMbl

 Bo3amoXXHa MonekynapHasa AauarHocTtuka
(BbIABNEHME MyTauum B reHe,
KogupyroLleMm rmrokopoHunTpaHcdepasy)



HEAJIKOIOJIbHAA
XNPOBAA BOJIE3Hb
NMNEYEHU (HAXBIN)

* natonornst  ne4vyeHu,  oOycCrioBneHHas
HaKOMMEHNEM XWpa B renarouutax npu
OTCYTCTBUW 3NOYynoTpebneHmns ankoronem



Ctagnm HAXbB

e CTeaTo3 ne4vyeHUu (KmpoBasda OUCTPOdPUS
ne4vyeHun) — COCTOSAHMUE,
XapakTtepusylleecs HaKoMmeHnem
XXUPOBbLIX Be3nkyn B 0Oonee 4emMm 5%
renaToumTOoB;

e HeankoronbHbIX cTearTrorenaTut —
nporpeccupylollee 3abonesBaHne nevyeHu,
Xapaktepusywuwleeca - PopMUpoBaAHMNEM
cTeato3a M BoOCnaneHus, npuBoasdllee K
NOBPEXOEHUIO renaToLnUTOB



AUWATHOCTUYECKUE KPUTEPUI
HAXDBI

* VlcknoveHune gpyrmux 3abonesaHni nevyeHu
* Hannyne abgoomMmnHarnbHOro OXUpPEeHUs

* HapylLleHne TonepaHTHOCTU K MMoKo3e Unu
caxapHbln anabet




* [loBbilueHne AJIT bonee 4yem B 2 pasa,
AJIT Bbiwe ACT

« [MnepTpurnMuepugemms

 buoncma  neyeHu:  KpynHoKanenbHas
Xnposas OncTpodus renatounTos,
bannoHHasas  gucTpodus  renaTtoumTos,
BOCNanutenbHaa peakuua npeacraBreHa
BHYTPUOOMNbKOBbLIMU MHUNLTPaTaMy,
COCTOAWMMU U3 NONMUMOPPHO-AAEPHBLIX
NENKOLUUNTOB, nmmdounToB "
MOHOHYKINeapHbIX oarounTos.



AHoOManuun pa3BuTus
BHENe4YeHOYHbIX XeNM4HbIX NnyTen

* KMMHUYECKN  XapaKTepu3yloTCa  XKenTyXown,
CMHOPOMOM Xoriectasa

* INArHOCLMPYIOTCS C MOMOLLbIO
MHCTPYMEHTanNbHbIX METOOB:
yNbTpa3ByKoOBas ONAarHOCTUKa,
renatobunuapHas cUMHTUorpadus,

KOMMNbIOTEPHAA ToOMorpadpusi, MarHUTHO -—
pe3oHaHCcHas Tomorpadousi, nHorga — buoricus
neyeHu (bunuapHas atpesuns).



HacneacrtBeHHbIe
1O pPonNoONMMKNCTO3HbIE OONEe3HU

* reTeporeHHas rpynna KIMMHNYECKNX
COCTOSHUW, accoLUMNPOBaAHHbIX C
pacLINpPEHNEM BHYTPUMNEYEHOUYHbIX
XKEN4YHbIX MNPOTOKOB pPa3fiIM4HON CTENEHMN,
obpasoBaHMeM  OUMMapHbIX KUCT U
pa3BuTuemM pmndposa neveHm.



* KnuHn4yeckmne nposiBNeHUsA BapbUPYLOT
OoT OeccMMnTOMHOMW renatomeranum Ao
nopTanbHOW rMNepTe3nn, Nnpu rnopaxKeHuu
No4yeK - MNoYeyHoOU HeaoCTaTOYHOCTU WU,
peaKko — ne4YyeHoOYHOU HeOJOCTaTOYHOCTW.



e [InarHoCcTUKAa: MNpPU3HaAKN  KUCTO3HbIX
obpa3oBaHuun nnu pacLUNPEHUS
BHYTPUMNEYEHOYHbIX XXEen4HbIX MPOTOKOB B
NeYyeHu, KUCTO3HbIX 0O0pa3oBaHUN B rNoYKkax
npn  ynNbTPaA3BYKOBOM  MUCCNeaoBaHUN,
9HOO0CKOMNMNYECKOU peTporpagHou
XoraHruonaHkpeatrpadgpun,
KOMNbIOTEPHOU TOMOrpadoun, MarHUTHO —
pe3oHaHCHOW  Tomorpadun;  duoncus
Ne4YeHn N NOYEK.



Pucyrok 2. Bonesus Kaponu (no J. Eisenburg, 1994): a) kucrosHoe pacium-
PeHne BHYTPpUNe4YeHOYHbIX XeT4HbIX MPOTOKOB (3HAOCKOoNuYecKas perpo-
rpagHag xonaHrunonaHkpearorpagua); 6) paciumpeHne BHYTPHUNEYEH OYHbIX
NPOTOKOB onpeaensgercs NP KOMNLIOTEePHOH ToMmorpadumn



IleyeHue

* MMMyHOCYynpeccuBHas Tepanus:

 [lpegHn3onoH ot 25 go 40 Mr/CcyTkum no
cxeme

* AzaTnonpuH ot 25 go 50 mMr/cyTkn 1 pas B
CYTKU

* Cpok nevyenunsi — 1 mecsu (B PAKB)



 lnHaMmuka: Ha ooHe Tepanun cocToaHuE
pebeHka  cTaburnbHoe. OTmevyanachb
3HauutTenbHoe cHmxkeHne AJIT, ACT,

ounnpybuHa.
* PekomeHaauuun: npoOoskKUTb  NPUEM
npegHnU3orioHa C NOCTEMNEHHbLIM

CHMXXEeHMEM A03bl Mo 5 Mr/cyTkn Kaxkagble 10
oHen oo 20 mMmr/cytkm m asatuonpuHa 50
MI/CYTKM NOA, KOHTPONeEM nabopaTopHbIX
OAHHBIX.



IInHamMmuka nokasarernen OMoOXMMHU4YecKkoro
aHanu3a KpoBUu Ha (poHe
MMYHOCYNpPeCcCUBHOMN Tepanuu
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e Takum obpa3om, y nauumeHTa
3aboneBaHne NnevYeHm KIMHNYeCKn
NPOABNANOCL MHTOKCUKALIMEN, XKENTYXOMN,
renaTomMeranuen.

« OT™MeYanochk nporpeccupyroLlee Te4eHme
3aboreBaHus.

« B BuoxmmMmmnyecknx aHanmsax KpoBu
Habntoganachk BbiCOKast akTUBHOCTb
LiMTONM3Aa.



 [lpoBeneHa gndpdepeHUnanobHasa
ONarHocTuka: MHPEKUNOHHbIE renaTuThl,
bonesHb BunbcoHa - KoHoBanosa,

HacneacTBEHHbIV remMoxpomMartos,
ayTOI/IMMyHHbII7I rernaturt.



* OnpepneneHune aHTUTEnN K rnagkoun
Myckynatype (ASMA), K pacTBOpUMOMY
aHTUreHy nedyeHn (aHTutena K SLA-LP),
rmneprammarnobynmHemums, NoBbILLEHNE
MMMYHOINo0ynnHa G, adodpekT oT
MMMYHOCYNPECCUBHOMN Tepanuu no3BONUn
NOCTaBUTb AMArHo3 «AyTOMMMYHHbIW renaTtuT
1 Tnna.

OaoHako Mopdororn npu nccnegoBaHum
buonTara rnevyeHn He UCKMYaT NnopaxeHue
XKENYHbIX NPOTOKOB, B 4YaCTHOCTU
CKNnepo3npyrowmnn xonaHrmt, a Takke LIMB w
repneTnyeckyo MHMEKLMUIO.



» [1aHHbIN KNMUMHUYECKUN clny4yau
NnoaTBEPXKAAET CIOXHOCTb onpeaerieHns
KOHKPETHOW HO30/10rM4yeckon opmbl Mpu
XPOHUYECKUX 3ab0reBaHnsAX NeYEHN.



