MepeyeHb peaknx (opcaHHbIX) 3aboneBaHUn

3aboneBaHne | CMHOHUMbI U Ha3BaHWs peakux bonesHen, | Hozonormy KaTteropus
/rpynna no NPUHATbIE B PYCCKOA3bIMHOM uTepaTtype eckas
MKB-10 M cnpaBoYHMKaX, BXoAdALME B JaHHYIO dopmalrpy
rpynny nna
bonesHen
KaHanoos koxm | XpoHUYEeCKUI CIM3UCTbIN KaHOWA03 rpynna bonesHn koxun n
M HorTemn (Oedomumnt CARD9 ,nedomumt IL17F | NMOAKOXXHOWN
aecoununt IL17RA) KrneTyaTku

3uromukos 3UromMmnKko3s, MyKopmMmKo3 rpynna Mwuko3bl
3nokayecTtBeHH | HacneacTBeHHbI HENONUMNO3HbIN Hozornorny | HoBoob6pasoBaHus
oe KonopekTarnbHbI pak (CMHAPOM JInH4a) eckas
HOBOOGpa3oBaH dopma
e obogo4Hom
KULLKK
HEeYTOYHEHHOM
3nokadecTtBeHH | Tumoma Ho3onorud | HoBoo6pasoBaHus
oe eckas
HOBOOOpa3oBaH dopma
1“e BUITOYKOBOWN
xenesbl
3nokayectBeHH | CapKOMbl KOCTEN M CYCTaBHbIX XPSLLEN rpynna HoBoobpasoBaHus
oe KOHEYHOCTEN
HOBOOOpa3oBaH
1€ KOCTEN U
CYCTaBHbIX
XpsLen
KOHeYyHocTen ,
3noka4yecTBeHH
oe
HoBOOOpa3oBaH
M€ KOCTEN U

CYCTaBHbIX




XpsLLen opyrnx
n
HEeYTOYHEHHbIX

nokanusauum

3noka4yecTBeHH
oe
HOBOOGpa3oBaH
ne Oopyrux
TUMNOB
COEaNHUTENBHO
M 1 MSATKNX

TKaHen

capKoMa MSITKUX TKaHem

rpynna

HoBoobpasoBaHus

3nokayecTBeHH
oe
HoBOOGOpa3oBaH
ne rnasau ero
npuaaTo4YHoro
annaparta,
ceTyartku

PetnHobnactoma

HO30510rn4
eckKad

dopma

HoBoobpasoBaHus

3noka4yecTBeHH
oe

HOBOOOpa3oBaH
1e LNTOBNOHOMN

Xernesbl

MefynsipHbIN pak LWUTOBUOHOW Xernesbl

rpynna

HoBoobpasoBaHus

3rokayecTBeHH
oe
HoBOOOpa3oBaH
ve
Hagnoye4yHuka,
Kopbl

Haano4e4vyHuka

3rnokayecTBeHHOEe HOBOOGpGSOBaHI/Ie

Hagno4ye4yHuka, Kopbl Hagno4ye4yHuka

HO30J10Irn4y

eckad

dopma

HosoobpasoBaHus




XomKKnHa
bonesHb
(numdporpanyn
emMaroas):

JInmdbongHoe npeobnagaHue,
HoaynsipHbIn ckrepos,
CMeLlaHHOKMETOUHbIV BapuaHT,
JlnmdongHoe ncroweHne, dpyrne
dopmbl 6one3Hn XomxkknHa, bonesHb
XOOKKMHA HEYTOYHEHHas

rpynna

HosoobpasoBaHus

donnukynsapHa
A (HogynsipHas)
HEXOKKNHCKas

nnmdoma

MenkokneTto4yHas numdoma ¢
pacLlenneHHbIMU agpamu,
donnukynapHas, CMmellaHHas,
MerKokrneTouyHasa numdoma c
pacLlenneHHbIMY aapamu n
KpynHoKneTouHas, KpynHokneTouHas
nnmdoma, donnukynapHas,dpyrue tunbl
GONANKYNAPHON HEXOOPKKMHCKOWN
numdomel, PonnukynapHas

HEXO)KKMHCKaA J'II/IMC*)OMa HEeYyTOYHEeHHad

rpynna

HoBooGpasoBaHus

OndpysHas

HEXO)KKMHCKaA

nnmdoma:

MenkokneToyHasa (auddysHas),
MerkokneTo4Has ¢ pacLueneHHbIMM
agpamu (amddysHas);CmellaHHas
MEKO- 1 KpynHOKNeTouHas (auddpy3sHas);
KpynHokneTouHas (audpdysHas)
peTukynocapkoma; iIMmyHobnacTtHas
(andbdpysHas); JinmdobnactHas
(ondbdysHas); HegnddpepeHumpoBaHHas
(amddpysHas);Onyxonb bepkuta, Opyrue
TMNbl AMAdY3HBIX HEXOMKKMHCKMX
numdom; AnddysHas HeXomXKKMHCKas
nMMmdoma HeyToYHEeHHas

rpynna

HoBoobpasoBaHus

Mepudepunyeck
ne n KoxHole T-
KNeToYHble

NMMQOMBbI:

"pnboBMAaHbIN MMKO3,BonesHb
Ceszapun,Jlumdoma T-
30Hbl,JlumdoanuTenvonaHas numgoma
(numdpoma JeHHepTa),lNepudepuyeckas
T-kneTtoyHasa numdoma,pyrue

HeyTOYHEHHble T-KNeToYHble NMMMGOMbI)

rpynna

HosoobpasoBaHus




Apyrve
HEeYTOYHEHHbIE
TUNbI
HEXOOXKKUHCKOM

NMdOoMmBbI:

Jlnmdbocapkoma, B-knetoyHasa numdoma
HeyTOYHeHHas!, [pyrne yToYHeHHble TUMbl
HEXOKKMHCKOWN SIUMAOMBb!,
HexomxkuHckasa numdoma

HEeYTOYHEHHOro Bnaa

rpynna

HosoobpasoBaHus

Opyrve tunel
TWK-
KNeToYHOM

NMMAOMBbI:

OkcTpaHoganbHaa NKT-kneTo4yHasa
nnmdoma ucknoyas anbda-6eta u
ramMmma-gensta Tunbl, enaTo-nueHanbHas
T-kneToyHas numdoma ncknoyasa anbda-
feTa 1 ramma-genbTa TUnbl, T-KNeTo4Has
nnmdomMa KULLIKK TUna aHTeponaTtum
BKMto4vas T-KrneTovHyo numdomy,
accouMMpoBaHHY0 C 3HTeponaTuen,
MaHHUKynuTonogobHas T-KneToyHas
numMmdoma noAKOXKHON KrieTyaTKu,
brnactHasa NK-knetoyHas numdoma,
AHrmonmmyHobnactHasa T-kneTo4yHas
nnmdoma BKnto4vas
aHMIMOUMMYHOBacTHyo
nnmdpageHonaTuMio ¢ gUcnpoTemHaHeMuen
(AILD), NMepBunyHbIe kKOXHbIE CD30-
No3nNTUBHbIE T-KNETOYHbIE
numconponundepaTnBHble 3aboneBaHUs
BKNtovas numdaromaHbin nanynes,
NEPBUYHYHO KOXKHYI0 aHanmnacTn4eckyo
KPYMHOKINETOYHYI NMMMAOMY, NEPBUYHYIO
KoxHyto CD30+ KpynHOKNeTOuYHyto T-
KNeToYHy numdomy

rpynna

HosoobpasoBaHus

3noka4yecTBeHH

ble

UMMYHOMponu
depaTuBHbIE

bonesHu:

MakpornobynuHemusi BanbaeHctpema,
bornesHb anbga-TshKenbix Lenen,
BonesHb raMma-Taxenbix Lenewn,
MmmyHonponudepaTtmBHas 6omnesHb
TOHKOTO KuLeyHuka, Opyrue
3110Ka4€CTBEHHbIE
MMMyHonponudepaTnBHble 6ONE3HN,
3nokayecTBeHHbIE

UMMYHoMponudepaTUBHbIE 60ONe3HM

rpynna

HoBoobpasoBaHus




HEYTOYHEHHbIE

MHoxecTBeHHa | MHOXecTBEHHasi MMerioma, rpynna HoBoobpasoBaHus
S Muenoma u [1Na3MOKNEeTOYHbIN NIENKO3,
3riokadecTBeHH | [1nasamoumToMa akcTpamegynnsipHas
ble
NSa3MOKIIETOUH
ble
HOBOOGpa3oBaH
nsi:
Jinmcbounanbii | OcTpbiri IMMGO6NaCTHbIN NENKO3, rpynna HoBoobpasoBaHus
newnkos XpOHNYECKUI NUMMPOLINTAPHBIN NTENKO3,
(numdponerikos) | MogocTpbin NUMAOLMTAPHBIN NENKO3,
MponumdounTapHbIA NENKO3,
BonocaTokneTouHbI Nenkos,
NenKeMn4ecku peTukynosHgoTenuos, T-
KIeTOuHbIN NIENKO3 B3pOChbIX, [pyron
YTOYHEHHbIN TMMEONAHBIN NTENKO3,
JInmdonaHbIn NENKO3 HEYTOYHEHHbIV
MwenongHbin MwenoungHbin Nenkos oCcTpbin rpynna HoBoobpasoBaHus
Nenkos OCTpbIN
MwuenoungHbin MwenoungHbIn Nenko3 XPoOHNYECKNI rpynna HoBoobpasoBaHus
nevkos
XPOHUYECKUI
MogocTpbii MogocTpbIn MMENOVAHLIN NENKO3 Hozosnorny | HoBoobpasoBaHus
MUENONAHbIN eckas
nenkos dopma
MwvenongHas MwenoungHas capkoma, Xxropoma, rpynna HoBoobpasoBaHus
capkoma, rpaHynoumMTapHas capkoma
XJiopoma,

rpaHynouuTapH




ad CapKkoma

OcTpbiti OcTpbIi NpoMUENOLUTaPHbIN NENKO3 Ho3ornorny | HoBoobpasoBaHus
npomMmuenoumTa eckas
PHbI NENKO3 dopma
OcTpbiii OcCTpbIi MMENOMOHOLMTAPHbIN NENKo3 Ho3ornorny | HoBoobpasoBaHus
MWENOMOHOLMT eckas
apHbIN dopma
Jlenkos Jlenko3 MmenomoHouuTapHbIv Ho3onorud | HoBoobpasoBaHus
MWENOMOHOLUMT | OBEHUIBHbIN eckas
apHbIN dopma
HOBEHUSTbHbIN
OcTpbii OcTpbii NpoOMUENOLNTAPHbLIN NENKO3 Hozornorny | HoBoobpasoBaHus
npomMmuenoumTa eckas
PHbIN NENKo3 dopma
MwuenoungHbin rpynna HoBoobpasoBaHus
nerikos
HEYTOYHEHHbIN,
Apyroi
MWENOoUaHbIN
nemnkos
MoHouuTapHbii | OCTPbIN MOHOLMTAPHbIN NENKO3, rpynna HoBoobpasoBaHus
NenKos: XPOHNYECKMI MOHOLIMTaPHbIN NIENKO3,
lMopocTpbIn MOHOUUTAPHbBIN NENKO3,
[pyro MoHOUMTapHbIN NENKO3,
MoHouuTapHbI NENKo3 HeYTOUYHEHHbIN
Opyron nenkos | OcTpasi apuTpPEMUS U IPUTPONENKOS, rpynna HoBoobpasoBaHus

YTOYHEHHOIO
KneTo4Horo

TMNna:

XpoHu4yeckas aputTpemus,
Ty4HOKNETOYHbIN Nnenkos, OCTpbI
naHMuenonerkos, OcTpbIn
Mnenogundpos, [pyron yTOUYHEHHbIN




nenkos

OcTpbiti OcCTpbIi MerakapmoLmMTapHbI Ho3ornorny | HoBoobpasoBaHus
MerakapvounTa | (MerakapnobracTHbIlN) Nenkos eckas
PHbIN dopma
(merakapmobna
CTHbI) NeNKo3
Jlenko3s OcTpbIit NEKO3 HEYTOYHEHHOIO rpynna HoBoobGpasoBaHus
HEYTOYHEHHOrO | KNeTOYHOro Tuna, XpoHUYEeCKnNi Nenkos
KNEeTOYHOro HEeYTOYHEHHOrO KINeToYHOro Tuna,
Tvna: lMoaocTpbIt NENKO3 HEYTOYHEHHOIO
KrneTouvHoro Tuna, pyrou nenkos
HEeYTOYHEHHOrO KIeToYHOro Tuna, Jlenkos
HEYTOYHEHHbIN
Opyrve un BonesHb JleTtepepa-Cuse, HeNUNUAHLIN | rpynna HoBoo6pasoBaHus
HEeYTOYHEHHbIE | PETUKYNO3HAOTENNO3, PETUKYNES,
3IOKa4YeCcTBEHH | 3rokayecTBEeHHbIN MTMCTUOLINTOS3,
ble 3nokadecTBeHHas Ty4YHOKINETOYHas
HOBOOOpa3oBaH | onyxosib, ICTMHHas ructuoumTapHas
ns nnumdoma, [pyrne yTouHeHHbIe
nMmdonaHon, | 3noKavyecTBEHHbIE HOBOOOpa3oBaHue
KPOBETBOPHON | NUMMOUAHON, KPOBETBOPHON U
W POACTBEHHBIX | POOCTBEHHbIX UM TKaHewn,
UM TKaHeWn: 3nokayecTBeHHOe HOBOOOpa3oBaHue
nMMdONAHON, KPOBETBOPHOM 1
POACTBEHHbLIX UM TKaHeW HeYyTOYHEHHOe.
HobpokayectBe | CeMelHbI afeHOMaTO3HbI NONMnMno3 Hosornorny | HoBoob6pasoBaHus
HHOE KMLLEYHMKa eckas
HoBOOOpa3oBaH dopma

e obogo4Hom
KULLIKK, NPSMOW
KULLKK,Monmnnos
(BpOXXOEHHbIN)

ob6oa04HOM




KULLKAN

emaHrvoma n | Maparanrnuoma,O6LwmpHas rpynna HoBoobpasoBaHus
nuMmdanrnoma | nMmdaHrmoma
no6ou
nokanusauum
MopaxeHne CuHgpom MHOXecCTBe HHbIX S3HAOKPUHHBIX | rpynna HoBoobpasoBaHus
bonee yem Heonnasum tTun 1 n 2
oJHoN:
NcTuHas VctuHaa nonvumntemus Ho3onorud | HoBoo6pasoBaHus
nonuuUTEMUS eckas
dopma

Mwvenoawncnnac rpynna HoBoo6pasoBaHus
Tnyeckme
CYHAPOMBI
(MAC)
Mwnenogpubpos | Mnenodubpos nepBrYHLI rpynna HoBoobpasoBaHus
NepBUYHbLIN
OcceHumnanbHa | cceHumnanbHas TpoMoounTeEMUS rpynna HoBoobpasoBaHus
S ManonaTtnyeckas remopparmyeckas

TpombouunTemMums
(remopparunyeck
as)
TpombouuTemMm

4.




ButamnH-B12- | Umepcnynpa-Ipacbeka CuHapom rpynna BonesHu kposw,

AeduumnTHas (meranobnacTtHas aHemus ¢ pesynbTarte KPOBETBOPHbIX

aHemus cenekTMBHON Manbabcopbuumn BUTaMuHa OopraHoB u

BCreacTBue B12) OTAenbHblE

nsbvparernsHor HapyLLeHus,

0 HapyLLeHns BOBrieKatoLne

BCaCbIBaHWs UMMYHHbIV

BUTaMuHa B12 MeXaH13Mm

C

NpPoOTENHYPUEN.

AHemMus AHeMust BcneacTBMe HEJOCTaTOYHOCTH rpynna bonesHu kposw,

Bcnencreve rIoK030-6- pochaTaerngporeHassol [[-6- KPOBETBOPHbIX

epMEHTHbIX @[1], AHemusa BCneacTeue Ap. HapyLLeHUn OpraHos u

HapyLUEHWUN: rnyTaTMoOHOBOro ooMeHa, AHeMMS oTAerbHble
BCreACcTBME HAPYLLUEHWIN MIMKONUTUYECKUX HapyLLeHus,
depmeHTOB, AHEMUS BCNEACTBME BOBrieKatoLne
HapyLUeHUA MeTabonmama HyKneoTuaoB, WMMYHHBbIV
Op. aHemun BcrieacTeme oepMeEHTHbIX MexaHu3M
HapyLleHuin, AHemus BCneacTeme
PepMEHTHOro HapyLleHNs HeYyTOYHEHHast

Tanaccemuu Anbda-Tanaccemus,beta- rpynna BornesHu kposw,
Tanaccemus,Jenbta-6eTa- KpOBETBOPHbIX
Tanaccemusi,HacnencteeHHoe opraHoB u
nepcucTnpoBaHne heTanbHOro oTAernbHble
remorno6uHa [HMN®M,Op. HapyLUeHus,
Tanaccemun, Tanaccemms HeyTOYHEHHas BOBriekatoLune

WMMYHHBbIV
MEeXaHn3Mm

CepnioBuaHo- : CepnoBnaHO-KNeTOYHas aHeMusi C rpynna BonesHu kposw,

KNeToYHble Kpnsom, CepnoBMaHO-KNETOYHAsA aHeEMMS KPOBETBOPHbIX
0e3 kpu3a, [1BoMHbIE rETEPO3UTOTHbIE OpraHoB u

HapyLLueHns
CepnoBMAHOKMNETOYHbIE HapyLUeHus, oTAerbHble
HocnTenbCTBO Npu3Haka ceprnoBuaHO- HapyLUeHus,
KNeTo4YHoCTH, [p. CepnoBUOHO-KNETOUHbIE BOBleKaloLne
HapyLLueHus UMMYHHbIV

MexXaHn3m




AHemnmn HacnencTtBeHHbI cdepoumTos, rpynna BonesHu kposw,
HacrencTBEHH | HAcreACTBEHHbIN ANnMNTOLMTO3, Ap. KPOBETBOPHbIX
ble YTOYHEHHbIE HAacnNeaACTBEHHbIE OopraHoB u
reMoSIMTUYECKN | reMONUTUYECKNE aHeMUN, oTAernbHble
e apyrue HacreCcTBeHHas reMonMTu4eckas HapyLLeHus,
aHeMus HeyToYHeHHast BOBrieKatoLne
UMMYHHBbI
MeXaH13Mm
Opyrue feTa Tanaccemun, CBs3aHHbIE C ApPyruMun | rpynna BonesHu kposw,
remornobuHona | aHomanuaMu reMorrnobuHa KpOBETBOPHbIX
™K opraHoB u
oTAernbHble
HapyLLeHus,
BOBriekatoLne
WMMYHHBbIV
MeXaHn3Mm
MprobpeTteHHa | MeankameHTO3Has ayTOMMMYHHas rpynna bonesHu kposw,
A remonuTuyeckasi aHemus, [p. KpOBETBOPHbIX
reMonuTuyecka |ayToMMMYHHbIE reMOSNIMTUYECKNE aHeEMUN, OpraHoB u
S aHeMus: MegvkameHTO3Hasa HeayTOMMMYHHas oTAerbHble
remonuTuyeckasi aHemus, [p. HapyLLeHus,
HeayTOMMMYHHbIE FEMONUTUYECKME BOBrieKawLne
aHemuu, 'emornobuHypus BcrieacTeme NMMYHHbIV
remMonunsa, BbI3BaHHOIO Ap. BHELLIHUMM MEeXaHn3Mm
NPUYUHAMUN, FTEMOSTUTUKO-YPEMUNYECKNIA
CUHOPOM,BbI3BaHHbIN
aHTeporemopparunyeckon E.coll,bonesHb
(cuHapom) xonogoBow arrnoTuHauun, Ap.
NpUoBpPETEHHBIE TEMONUTUYECKNE
aHemun, NMprnobpeTeHHasd
reMonuTnyecKasi aHeMmnst HeyTOYHEHHas
ATUNNYHBIN ATUMNYHBIA FEMOSTUTUKO-YPEMUNYECKNIA rpynna bonesHu kposw,
reMosIMTUKO- CUHAOPOM KPOBETBOPHbIX
ypeMudeckui OpraHoB u
CUHAPOM oTAerbHble
HapyLLeHus,

BOBMEKalLme




WMMYHHBbI

MeXaHU3Mm

Mapokcuamane | lMapokcusamaneHasa HoYHas Ho3onoruy | bonesHu kpoBw,
Hasi HOYHas remornobuHypus [Mapkunadasbli-Mukenu] | eckas KPOBETBOPHbIX
dopma OpraHoB u
remornobuHypu
oTAernbHble
? HapyLLeHns,
[MapknadhaBbl- BOBIieKaloLme
Mukenu] WMMYHHBbIV
MeXaH13Mm
MprobpeTeHHa | XpoHuyeckas npuobpeTeHHasa Yncras rpynna BonesHu kposw,
S yucTtas KpacHokneTo4yHasi annasus, lNpexoasiwas KPOBETBOPHbIX
KPacCHOKIMETOYH | NprobpeTeHHas YncTas KpacHOKNeToYHast opraHoB u
as annasus annaswus,p. npuobpeTeHHbIE YNCTbIE oTAernbHble
[apuTpOBNacTo | KpaCHOKNETOYHbIE HapyLLeHus,
nexHunsl: annasun,lpnobpeTeHHas ymcTtas BOBIeKaloLmne
KpaCHOKIeTo4YHasi annasus HeyToYHeHHas UMMYHHBbIV
MEeXaHn3Mm
Opyrne MegukameHTO3Has annacTnyeckas rpynna bonesHu kposw,
annactudeckue | aHemusl, Annactmdeckas aHeMus, KpOBETBOPHbIX
aHemuu: Bbl3BaHHasA Ap. BHELLUHUMW areHTamu, opraHoB u
ManonaTtnyeckas annactnyeckas aHeMus, oTAerbHble
[p. yTOYHEHHbIE annacTU4eckne aHemmm HapyLLeHus,
BOBrieKawLne
WMMYHHBbIV

MeXaHU3Mm




KoHcTuTyumoHa | Annasus (4ncTast) KpaCcHOKNEeToYHas: rpynna BonesHu kposw,
nbHas KPOBETBOPHbIX
- BpOXAEeHHas
annacrtuyeckas OopraHoB u
aHemus4. - AeTcKad oTaerbHble
- NepBuYHas HapYLLIEeHA,
BOBrieKatoLne
CuHgpom briekdeHa-[anemonaa NMMYHHBbIi
(AHemus JanvoHga-briekdeHa). MEeXaHV3M
CemelnHas runonnacrTmnyeckasi aHeMus.
AHeMuna ®aHkoHW. NaHumMTOoNEeHns ¢
nopokamu pasBnTUS KpaCcHOKNETOYHas
annasus, CuHgpom Aase) (napumanbHas
AnnacTtudeckas rpynna BonesHu kposw,
aHemus KPOBETBOPHbIX
HeyTOYHEeHHas OopraHoB u
oTAernbHble
HapyLLeHus,
BOBriekatoLne
WMMYHHBbIV
MeXaH13Mm
Opyrvne BTopuyHas cugepobnacTtHas aHeMusi B rpynna BonesHu kpoBw,
aHemuu: CBA3n ¢ Ap. 3aboneBaHnamn, BropuyHas KpOBETBOPHbIX
cvaepobnacTHas aHemusi, BbiaBaHHas OopraHoB u
NeKapCcTBBEHHbLIMM Npenap. unm oTAernbHble
TOKCUMHamu, [p. HapyLLeHus,
BOBriekatoLune
UMMYHHBbIV
MEeXaHn3Mm
AHemus AHemMusa HacneacTBeHHas Ho3onoruy | bonesHu kpoBw,
HacneacTBeHHa | cuaepobnacTHasa B6-3aBucrumasi eckas KPOBETBOPHbIX
a dopma OpraHoB u
cugepobnacTtHa oTAerbHble
A B6- HapyLLIeHus,
3aBucHUMasi BOBJleKaloLne
WMMYHHBbI

MexXaHn3m




AHemus AHeMus HacnencTBeHHas Ho3onoruy | bonesHu kpoBw,
HacneacTBeHHa | cugepobnactHasi B6-He3aBucmas eckas KPOBETBOPHbIX
a dopma OpraHos u
cngepobnactHa oTaenbHble
a B6- HapyLUueHus,
He3aBucumas BOBrieKatoLne
UMMYHHBbI
MeXaH13Mm
AHemus AHemusa BpoxaeHHas rpynna BornesHu kposw,
BpOXAEeHHas AN33pUTponoaTUYECcKas KpOBETBOPHbIX
AN33pUTPONOaT opraHoB u
nyeckas oTAernbHble
HapyLLeHus,
BOBriekatoLne
WMMYHHBbIV
MeXaHn3Mm
HapyLwweHnus HacneacTBeHHbIM geduumnt daktopa VI, | Hozonormny | bonesHn kposw,
cBepTbIBaeMoc | remogpunua A eckas KpOBETBOPHbIX
™, dopma OpraHoB "
HacrnencTBEHH oTAerbHble
b aecpmunt HapyLleHus,
daktopa VI, BOBIieKawoLme
remoounms A WMMYHHBbIV
MEeXaHn3Mm
HapywweHnus HacneacTBeHHbIM gedumumnt daktopa IX, Ho3onorndy | bonesxu kposw,
cBepTbiBaemoc | remogounus B eckas KPOBETBOPHbIX
™, dopma OpraHoB
HacneacTBEHH oTAernbHble
b aecpnunT HapyLUeHus,
dakTopa IX, BOBrieKatoLme
remocpunusa B WMMYHHBbIV

MexXaHn3mMm




BonesHb bonesHb Bunnebpanga Ho3osnorndy | bonesxu kposw,
BunnebpaHga eckas KPOBETBOPHbIX
dopma OpraHoB u
OoTAenbHble
HapyLLeHus,
BOBJIeKaloLne
UMMYHHBbI
MeXaH13Mm
HacnepcteeHH | HacnegctBeHHbIM geuunT dpaktopa Xl Ho3onorn4y | bonesHu Kkposw,
b Aepmunt eckas KPOBETBOPHbIX
dakTopa Xl dopma OopraHos u
OoTAenbHble
HapyLUeHus,
BOBriekatoLne
WMMYHHBbIV
MeXxaHu3M
HacnegcteeHH | ,[pyrvue HapyLleHWsa CBEPTbIBAEMOCTHU rpynna bonesHu kposw,
b aedpmunt HacneacTBeHHbIN Aeduunt npotenHa C KPOBETBOPHbIX
apyrux (cpaktopa XIV), Opyrve HapyLLeHns OpraHos u
hakTopoB CBEepTbIBAEMOCTU , HACNeOCTBEHHbIN oTAerbHble
cBepTbIBaHWA aeduunt paktopa VIl HapyLleHus,
(rvnonpokoHBepTUHemMUs),Opyrue BOBJleKaloLne
HapyLLUeHNs cBepTbIBAEMOCTHU NMMYHHbIV
HacrneacTBeHHbIN gednunt dakTopa MexaHn3m
W,dpyrue HapyLleHnsi CBEPTLIBAEMOCTU
HacneacTBeHHbI gemunt dakTopa X
Opyrune [pyrve HapyLlleHus cBepTbIBAEMOCTHU rpynna BornesHu kposw,
YTOYHEHHbIE aeonumnt BpoxaeHHbIh aHTuTpomOuHa KPOBETBOPHbIX
HapyLueHus opraHoB u
CBepTbiBaEMOC OTAenbHbIE
™ HapyLUeHus,
BOBriekatoLne
WMMYHHBbIV

MexXaHn3m




Mypnypa n Anneprudeckas nypnypa, KayectBeHHble | rpynna BonesHu kposw,
apyrve AedekTbl TPOMOOLNTOB, KPOBETBOPHbIX
remoppapruyec OopraHoB u
[Op. HeTpombouuTOoneHn4eckas nypnypa,
Kne COCTOSAHUS: oTAernbHble
Op. nepBu4yHblE TpOMBOLIMTONEHMMN,
HapyLLeHus,
BTopunyHas TpombouumToneHus,
BOBrieKatoLne
TpombounToneHms HeyTouHeHHas, [p. 5
UMMYHHbIV
YTOYHEHHbIE reMopparnyeckmne
MeXaH13Mm
cocTosHug, Memoppaprudeckoe
COCTOSIHNE HEYTOYHEHHOE
KauectBeHHble | BepHapa-Cynbe Cungpom,Cepex Ho3onoru4y | bonesHu KpoBw,
aedeKThbl TpomboumTtoB CuHapom, TpomboacTteHusa | eckas KpOBETBOPHbIX
TpoMboumToB. | FMaHumaHa (TpombacteHus dopma OpraHoB u
MmaHuMaHHa—Herenn, He[OCTaTOYHOCTb oTAernbHble
rnukonpoTeunHoB lIb— Illa TpombBounToB) HapyLLIeHus,
BOBriekatoLne
WMMYHHBbIV
MeXaHn3m
Manonatnyecka | Manonatnyeckas TpomboumToneHnyeckas | rpynna bonesHu kposw,
A nypnypa KpOBETBOPHbIX
OpraHoB u
TpombouuTone
oTAerbHble
Hu4eckas
HapyLLeHus,
nypnypa BOBIekawLwne
WMMYHHBbIV
MEeXaHn3Mm
TpombouunTone Ho3osnorndy | bonesxu kposw,
HUA eckas KpOBETBOPHbIX
dopma OpraHoB u
BpOXAeHHas
oTAernbHble
amerakapumouunT HapyLueHuns,
apHas BOBIieKatLine
WMMYHHBbIV

MexXaHn3mMm




Opyrune BunnebpaHga CuHapom rpynna BonesHu kposw,
YTOYHEHHbIE TpomboumTapHoro Tuna (nceBgo- OoH KPOBETBOPHbIX
remopparuyeck | BunnebpaHga 6onesHb) OpraHoB u
ne COCTOSIHUSA. oTAernbHble
HapyLLeHus,
BOBrieKatoLne
UMMYHHBbI
MeXaH13Mm
ArpaHynouunTos | [leTckuii reHeTndeckni rpynna BornesHu kposw,
arpaHynouuto3.HenTtponeHus KpOBETBOPHbIX
BPOXAEHHad, TshKenas BpoXxaeHHas opraHoB u
HenTponeHus, cuHapom KoctmaHa oTAernbHble
,UMKnMyeckas HelTponeHus HapyLLeHus,
BOBriekatoLne
WMMYHHBbIV
MeXaHn3Mm
Opyrne "eHeTMyeckne aHomanmm rpynna bonesHu kposw,
HapyLLueHns nerikounToB,Q03mMHopunma, [p. KpOBETBOPHbIX
benbix YTOYHEHHbIE HapyLUeHUS BenbiX KPOBAHBbIX OpraHoB u
KPOBSIHbIX KneTok,HapyLueHune 6enbix KpOBSHbIX oTAerbHble
KNeToK : KNEeToK HEYTOYHEHHOE HapyLLeHus,
BOBrieKawLne
WMMYHHBbIV
MEeXaHn3Mm
MeTremorno6bu | BpoxgeHHHas meTremornobuHemus, Op. | rpynna bonesHu kposw,
HemMus: mMeTremornobuHemmu, KpOBETBOPHbIX
MeTremornobuHemMms HeyTOYHEHHas OpraHoB u
oTAernbHble
HapyLLeHus,
BOBIieKatoLne
WMMYHHBbIV

MexXaHn3mMm




Opyrune CewmelHbIn apnTpoLmMTo3, BTopnyHas rpynna BonesHu kposw,
fbonesHun kpoBu | nonuuutTemus, Op. yTouHeHHble 6onesHn KPOBETBOPHbIX
" KPOBU 1 KPOBETBOPHbLIX OpraHoB, bonesHb opraHos un
KPOBETBOPHbIX | KPOBU 1 KPOBETBOPHbLIX OPraHoB oTAernbHble
OpraHos: HeyTOYHeHHas HapyLLeHus,
BOBJIeKaloLne
UMMYHHBbI
MeXaH13Mm
OTta. 6onesHn, | FemodarounTapHbIn CUHAPOM, rpynna BornesHu kposw,
npoTekarLLme ¢ | cBA3aHHbIN ¢ nHdekumnen, Op. KPOBETBOPHbIX
BOBIi€YEHMEM | TMCTUOLUTO3HbIE CUHOPOMbI, CEMENHbIN opraHoB u
numdpopeTukyn | remogaroumTapHbii IMMEOrMCTUOLMTO3 oTAernbHble
SAPHOW TKaHW U HapyLLeHus,
peTUKYnormcTu BOBriekatoLne
ouuMTapHOn NMMYHHbIV
CUCTEMBI: MeXaHn3Mm
MctnoumnTos ns | I nctnmounTos X (XpOHUYECKU) Ho3osorndy | bonesHu kposu,
KINeToK eckas KpOBETBOPHbIX
JlaHrepraHca, dopma opraHos un
He oTAerbHble
Knaccnuumpo HapyLLeHus,
BaHHbIN B BOBIeKawLme
ApYyrnx NMMYHHbIV
pyopukax. MEeXaHn3Mm
Memodparoumta | X-cuenneHHbli remodaroLMTapHbIi Ho3onorndy | bonesxu kposw,
PHbIN NMMAOrMCTUOLMTO3 CEMENHBIN(bOMNE3Hb | eckas KPOBETBOPHbIX
HyHkaHa, cuHapom MNypTuneo) dopma OpraHoBs u
nMM@OorncTmoL,
oTAernbHble
NTO3.
HapyLLeHus,
BOBIieKatoLne
WMMYHHBbIV

MexXaHn3mMm




Opyrune Posau-Oopdmana CuHapom (rMcTMoumnTos | rpynna BonesHu kposw,

TMMCTUOLIMTO3HBLI | C MacCUBHON NuMmdpoazeHonaTnemn) KPOBETBOPHbIX

€ CMHAPOMbI. OopraHoB u
oTAernbHble
HapyLLeHus,
BOBJIeKaloLne
UMMYHHBbI
MeXaH13Mm

VmmyHogeduy, | HacnencrteeHHasd rpynna BornesHu kposw,

UTbl C runorammarnobynmHemus KpOBETBOPHbIX

npenMyLLecTBe . opraHoB u

5 HecewmeliHaga runorammarnobynmHemums

HHOW oTAernbHble

HegocTaTodHoc | Heduunt Tskenenon Mio-Lenm HapyLLIEHs,

Tbt0 aHTUTEN Nsm6aa 5 aechnuuT BosneKarovu.lme
UMMYHHbIV

lg anbcha aeconumT MeXaH13M

Ig 6eTta gecomumnt
BLNK gedounumt
Tumoma ¢ ummyHogedbnumnTOM

Mwuenogucnnasua c

runorammarnoGynMHeMuen

ViMmyHOOeUUNT C NOBbILLIEHHbIM

coepxaHuem MMMyHornobynuHa
M [IgM]

Oednunt CD40L OJedununt CD40
Oednunt UNG

NMMyHoOebuumnT ¢ NpenmMyLLeCTBEHHbIM

AeeKTOM aHTUTEN HeYTOYHEHHBIN O




KomBuHunpoBsaH
Hble

nMMyHogeduy,
UThI

Taxenbln KOMOVHUPOBAHHbIN
UMMYHOL4EULMT C PETUKYNSPHbIM
ancreHesom, Tskenbin
KOMOMHMPOBaHHbIA UMMYHOAEULNT C
HU3KUM cogepkaHmnem T- n B-
knetok,dedpmunt RAG1/RAG2,Jedbnumnt
OHK npoteunHknHas,CuHapom
OwmenH,dedvunt OHK nurasel 4,decdonumt
Cemunnos/NHEJ1,0edouumnt
ageHosnHaesamuHasbl deduumt
nypuHHyKneosunadgocdopunasb ,
TsKenbln KOMOVHMPOBAHHbIN
UMMYHOAEUUNT C HUSKUM UMK
HOopMaribHbIM coaepXaHnem B-kneTok
Ldedvumnt obiern ramma uenu Jedvumt
JAK3,OedpunumnT IL7R anbdga,Jedunumt
CD45 anbda,Jedumumt CD3 curma/ CD3
ancunoH/CD3 aseta,deduumt Coronin
A,Jednunt monekyn knacca | rmaBHoro
KommMnekca
rmctocoBMmectTumocTun,demunt monekyn
knacca |l rmaBHoro komnnekca
rmctocoBMmectumocTn,decdmumnt CD3
ramma dedmunt CD8,Jedounumnt
ZAP70,0ecpmunt ORAI-I,0edounumt STIM-
1,0edununt Winged helix (Nude)
Jdedununt STAT 5b,decmunt

ITK, Jedomunt MAGT1,
KoMOBUHMPOBaHHLIN MMMYyHO4E(ULIAT

HeyTouHeHHbIN, JedunumnT IKAROS

rpynna

BonesHu kposw,
KPOBETBOPHbIX
OopraHoB u
oTaernbHble
HapyLUeHus,
BOBIieKatoLne
UMMYHHBbI

MeXaHU3Mm




UmmyHogedumy | CuHgpom Buckotta-Ongpuda rpynna BonesHu kposw,
UTHl, KPOBETBOPHbIX
CwvHapom [u eopra (Tskenble hopMmbl)
CBSI3aHHbIE C OopraHoB u
Owv Dxopoxa
apyrmmm oTAernbHble
3HauYUTENbHLIM | IMMYyHOOEMUUUT C KapSIMKOBOCTbLIO 3a HapyLUueHus,
1 nedekramm CYeT KOPOTKMUX KOHEYHOCTEN BOBIiekaloLne
mmyHoaedbnumT BCneactesne VIMMYHHBI
MeXaH13Mm
HacneacTBeHHOro Aedekra,
BbI3BaHHOMO BUpYycoM JniTenHa-bapp
XLPI-gedounumt SH2D1A
XLP2-gedoviunt XIAP
CuHgpom runepummyHornobynuHa E [IgE]
Oedonunt STAT3 Oedpuunt DOCKS8
HOedoununt TYK2, ATakcua-teneaHrakrasmng
nogobHoe 3abonesanny (ATLD)
CwvHagpom Hunmveren CvHgpom Briyma
OObIYHbIN O6wwuin BapuabeneHbIi UMMYHOAEMUUNT | rpynna BornesHu kposw,

BapunabenbHbIi
nMMyHogeduy,
uT

¢ npeobnagatLLmMm OTKIOHEHNSIMY B
KonumyecTtse 1 OYHKLUMOHANbHON
aKkTMBHOCTU B- kneTok, owumn
BapuabenbHbIN UMMyHOO4EULNT C
aytoaHtTuTenamu K B- nnmn T-
kneTtkam,Jecoununt CD19, Nedomumt
BAFF, Oeduunt CD20,0ecmunt
CD81,dedumumt TACI, 6Lmin
BapuabenbHbIn UMMyHOOEDULUT C
npeobnagaHnem HapyLleHui
UMMYHOPETYNATOPHbIX T-KNETOK;
HOednunt ICOS, [pyrmne obuwme
BapuabernbHble MMyHoA4eULMTDI

KpOBETBOPHbIX
OpraHoB U
oTAenbHble
HapyLLeHus,
BOBMeKawLe
WMMYHHBbIV
MEeXaHn3Mm




Opyrue AyTOCOMHO-peLieccMBHas XpoHuyeckas rpynna BonesHu kposw,
UMmMyHodedul, | rpaHyrnemMaTosHasi 6onesHb, X- KPOBETBOPHbIX
UTbl cLenneHHast XxpoHuveckas opraHos un
rpaHynemartosHas 6onesHb, JedekT oTAernbHble
dyHKLMOHanNbLHOro aHTureHa-1 HapyLLeHus,
numdpoumToB [LFA-1], ,Tskenas BOBIieKaloLme
BpOXAeHHasa HenTporneHus (aeuumnt UMMYHHBbI
ELANE),Tspkenas BpoxaeHHas MexXaHU3M
HenTponeHus (aeduumnt GFI 1), Tsxxenas
BpOXAeHHasa HenTporneHus (aeuumnt
HAX1), lWeaxmana-Lanmonga CuHapom,
AyTOUMMYHHbIV NOAUrNaHayNsPHbINA
cvHgpom tun 1 (APS-1) gedpmumt
APECED , cHmxeHune pyHkumm STAT1, X-
cLenneHHas arammarnobynmHemums
HedekT B aecunumnt C1 uHrnbutopa actepasbl [C1- | rpynna BornesHu kposw,
cucteme INH] ( HacnegcTBeHHbIN KpOBETBOPHbIX
KOMMNSIEMEHTa | aHIMOHEBPOTUYECKNIA OTEK ) OopraHoB u
oTAernbHble
HapyLLeHus,
BOBriekatoLune
UMMYHHBbIV
MeXaH13Mm
Opyrve OedvumT agresunm nevikoumTos 2 (LAD2) | rpynna BonesHu kposw,
YTOYHEHHbIE . KpOBETBOPHbIX
Hedonumnt agresun nenkountos 3 (LAD3I)
opraHoB u
nMMyHoLeduy, .
AyTOUMMYHHbIV oTaenbHble
UTHbIE
nnmdonponugepaTUBHbLIA CUHOPOM HapyLLeHus,
HapyLleHns (AIMNC) BOBJIieKaloLne
AIMC (i) aecomumT FAS VIMMYHRRBIN
MEeXaHn3Mm

AJTNC (i) pedomumt FASL
AJTNC (iii) peconuut CASP10
AJTNC (iv) pedumumt Caspase 8

AJMNC (v) pedekT Activating N-Ras u
aedekt Activating K-Ras AJTTIC (vi)




aedpunt FADDAYTOMMMYHHbIN
nonurnaHaynsapHbii cuHapom (APS-1)
aedvunt APECED

X-cuenneHHas UMMYHHas AMcperynsuus,
NONM3HOOKPMHONATUS, SHTeponaTus
(IPEX) - pedoununt FOXP3

Capkonpos: Capkoungos nerkmx,Capkongo3s rpynna HosoobpasoBaHus
nnmdaTtuyeckmx yanos,Capkomaos nerkmx
C capkomgo3oM numdaTnieckmnx
y3noB,Capkonaos koxu,Capkongos ap.
YTOUYHEHHbIX N KOMOVMHUPOBAHHBIX
nokanusauuin,Capkongos HEYTOYHEHHbIV
Opyrne MonuknoHanbHas rpynna bonesHu kposw,
HapyLLeHUs ¢ KPOBETBOPHbIX
rmneprammarnobynmHemus,KpmnornobynmH
BOBIeYEeHNEM OopraHoB u
emus,'mneprammarnobynuH emusi
NMMYHHOTO oTaernbHble
HeyToYHeHHas,[lp. yTOYHEHHbIE HapyLU. C
MexaHu3ma, He HapyLLeHus,
BOB€YEHMEM UMMYHHOIO MEXaHn3ma, He
knaccud B ap. BOBJIeKaroLne
knaccud. B gp. pyop.,HapyLieHve j
pyb6p: . NMMYHHbIV
BOBMeKawLee MMMYHHbI MEXaHU3M
MeXaHn3Mm
HeyTouYHeHHoe, runep IgD cuHapom, rmnep
IgM cungpom.Katactpodmyeckun
aHTMdochoNMNUAHbLIN CUHAPOM
HapyLweHnus Anbda-1l-aHTuTprncmHoBas rpynna BonesHu
obmeHa 6enkoB | He4OCTaTOYHOCTb, (HE4OCTAaTOYHOCTD 3HOOKPUHHOM
nrasmbl, He anba-1 aHTUTpUNCrHa), BPOXKAEHHbIE CUCTEMBbI,
HapyLUEHUS TMMKO3UIMPOBaHUSA paccTpoicTBa
Knaccupmumnpo
NUTaHUA 1
BaHHbIE B

HapyLleHns obmeHa




Apyrnx BELLEeCTB

pyopukax.

Opyrue dopmbl | BpoxaeHHbI rMnepuHCYnmHn3m rpynna bornesHu

rMnornMKkemMmnm 3HOOKPUHHOM
CUCTEMBI,
paccTponcTsa
nUTaHua n
HapyLLeHnss obmMeHa
BELLEeCTB

Akpomeranua n | ComatoTponnHoma ,ageHombl runocmsa | rpynna bonesHu

rmnocmsapHbIn | (B T.4. B COCTaBe HacneaCcTBEHHbIX 3HOOKPUHHOM

rMraHTU3m cvHApPOMOB) MnepcekpeLms ropMoHa CUCTEMBI,

pocrTa. paccTponcTea

nUTaHUA n
HapyLleHnss obmeHa
BELLEeCTB

r lMponakTMHoMa (MUKPO- M Makpo) AeTckas | rpynna bonesHu

MNepnponakTuH 3HOOKPUHHOM

emMus. CUCTEMBI,
paccTponcTBa
nNUTaHUA n
HapyLleHnss obmeHa
BeLlecTB

Opyrvne MpexaeBpemMeHHasa nonoasi 3penocTb rpynna BonesHu

COCTOSIHUSA LleHTpanbHOro NPOUCXOXOeHWs, 3HOOKPUHHOM

rmnepdyHKUMM | roHa4OTPONMH3aBUCUMOE CUCTEMBI,

rmnogusa. npexageBpemMeHHOe NornoBoe passuTue- paccTponcTea

MpexaespemeH | runepnpoaykumns JI n dCIr nUTaHns u

Has nonosas HapyLleHns obMeHa

3penocTb BELLEeCTB

LeHTpanbHoro

NPOUCXOXOEHU

A




Mnonutyntapu | Mmnonutyntapuam, N'MNOroHagoTPONHLIA | rpynna BonesHu

3M. rMNoroHaamn3Mm. 3HOOKPUHHOM
CUCTEMBI,
paccTtponcTsa
nNUTaHUA n
HapyLleHns obMeHa
BeLlecTB

BonesHb bornesHb NueHko-KywunHra Ho3onorny | bonesHun

MueHko- (kopTuKOTpONUHOMA) eckas 3HOOKPUHHOM

KyLiunHra dopma CUCTEMBI,
paccTpoicTBa

rmnogusapHoro
nUTaHnA n

NPOUCXOXOEHN HapyLLeHns obMeHa

A. BeLlecTB

BpoxaeHHble AfOpeHoreHnTanbHbIN CUHOPOM rpynna bornesHu

agpeHoreHuTan 3HOOKPUHHOM

bHble CUCTEMBI,

HapyLleHns, paccTponcTsa

CBSI3aHHbIE C nUTaHnA n

aednumnTom HapyLleHunst obmeHa

PepMEHTOB. BeLLEecTB

MnodyHkums | FfepmadpoanTnam CBA3aHHbIN C rpynna bonesHu

AnNYex. HapyLLUeHNeM CUHTe3a 1 peLenuum 3HOOKPUHHOM

TECTOCTEPOHA CUCTEMBI,

paccTponcTBa
nUTaHua n
HapyLleHns obmeHa
BELLEeCTB

MpexpgeBpemeH | [NpexaeBpeMeHHoe NosioBoOe pasBuTue, rpynna BbonesHu

HOe nonoBsoe MpexaeBpeMeHHOe MoroBOE pa3BUTUE C 3HOOKPUHHOM

cospeBaHue reHeTu4eckuM nepmndepmnyecknv CUCTEMBI,

HapyLLUeHNneM CUHTe3a 1 peLenuum paccTponcTea

nUTaHUA 1

HapyLueHus obmeHa

BellecTB




HwuskopocnocTb | JlapoHa CuHgpom Hozonorudy | bonesxu

[kapriMkoBOCTH], eckas 3HAOOKPUHHON

He dopma CUCTEMBI,

Knaccnuumpo paccTponcTBa

BaHHasa B nNUTaHUA n

ApYyrnx HapyLleHns obMeHa

pybpukax. BeLlecTB

CuHpgpom My>kckor ncesgorepMadopoamuTuam C rpynna BonesHn

aHOporeHHomn aHOpPOreHHON pe3nCTEHTHOCTLIO. 3HOOKPUHHOM

pe3ncTeHTHOCT | HapylweHue nepudepnyeckon CUCTEMBI,

Wn. ropmoHanbHon peuenunn. CuHapom paccTpoicTBa
PendeHwtenHa. TectukynapHas nuTaHusa u
dhemMuHn3aLmsa (CUHAPOM), CUHAPOM HapyLLeHns obMeHa
Ceaviepa BELLECTB

Opyrue Mporepus rpynna bornesHu

YTOYHEHHbIE 3HOOKPUHHOM

SHOOKPUHH CUCTEMBI,

paccTponcTsa
nUTaHnA n
HapyLLeHnss obmMeHa
BELLEeCTB

DeHnnkeToHyp | PeHunkeToHypus Ho3onorndy | bonesxu

ms eckas 3HOOKPUHHOM

dopma CUCTEMBI,

Knaccu4yeckas .

paccTponcTea
nUTaHua n
HapyLleHns obmeHa
BELLEeCTB

Opyrve Buapl 3r0Ka4YecTBeHHble hOpMbI rpynna BbornesHu

runepdeHnan | eHUNKeTOHYpUM, HapyLLeHns obmeHa 3HOOKPUHHOM

aHuHeMun TeTparngpobuontepuHa CUCTEMBI,
paccTpoicTea
nUTaHUA 1

HapyLueHus obmeHa

BellecTB




HapyweHus AnkanToHypus (anbkanToHypus). rpynna BonesHu
obmeHa TuposmHemus (TnposuHemmst Tun 1,2,3). 3HOOKPUHHOM
TUPO3MHA. CUCTEMBI,
paccTtponcTsa
nMTaHus n
HapyLleHns obMeHa
BeLlecTB
AnbObUHN3M CuHpgpom XepmaHcku-lyanaka rpynna BonesHn
(XepmaHckoro-lNyanaka CuHapom), 3HOOKPUHHOM
rnasHon anbOVHN3M,KOXXHO-TNa3HOoN CUCTEMBI,
anbbuHnam,CuHgpom BaapoeHobypra, paccTpoicTBa
CwvHapom Yenmaka(-CTenHOpUHKa) - nUTaHUNA "
Xuracu ( Yegmaka-Xurawm CuHapom ), HapyLleHnss obmeHa
cnHgpom Kpocca BELLECTB
BonesHb BonesHb ¢ 3anaxom MO4M KIEHOBOTO Ho3onoruy | bonesxu
«KNeHoBOoro cupona (nenumHo3s) eckas 3HOOKPUHHOM
cupona» dopma CUCTEMBbI,
paccTponcTsa
nuTaHus n
HapyLLeHnss obmMeHa
BELLEeCTB
Opyrue Bugpl Apyrve Buabl HapyweHui obmeHa rpynna BonesHu
HapyLleHni aMWHOKMCNOT C pa3BETBIIEHHON LiEnbHo. 3HOOKPUHHOM
obmeHa CUCTEMBI,
V3oBanepnaHoBada aumngemus .
aMUWHOKUCIOT C paccTponcTea
_ | (nsoBanapuaHoBas aungypus).
pa3BeTBNEHHOM nUTaHus n
MeTunmanoHoBas aungemus
Lenbto. HapyLLeHns obmMeHa

(meTunmanoHoBas aungypvs).

MponvoHoBas aunaemusi (MponMoHoBas

aunaypws)

BeLLecTB




HapyweHus AppeHonenkogmctpodus [AoamcoHa- rpynna BonesHu
obmeHa LWnneaepa] ( X-cuenneHHas 3HOOKPUHHOM
XWPHbIX KACMNOT | aApeHONenkoaMcTpodus), a Takke CUCTEMBI,
AedeKTbl MUTOXOHAPUAnbHOro B- paccTponcTBa
OKWUCIIEHNS XXUPHBIX KUCIIOT: nNUTaHUA n
HeJOoCTaTOYHOCTb CpeaHeLenoYeyHouN, HapyLleHns obMeHa
KOpPOTKOLIENOYe4YHOM, O4EHb BeLlecTB
AnvHHoueno4vevyHon auyun-KoA-
AervaporeHasbl XUPHbIX KACHOT,
anvHHouenodevHon 3-OH aumn-KoA
AerngporeHasbl XXUPHbIX KUCIOT (
HeJoCTaTOYHOCTb MUTOXOHAPUAaNbHOro
TpudyHKLUMOHansHoro 6enka),rnyraposas
aumaypuvs Tun 2, HegoCTaToO4YHOCTb
KapHUTWH NanbMuUTOMN TpaHcdepasbl 1,
2, HeOCTaTOYHOCTb TUOMAa3bl,
HapyLLueHnsa obMeHa KapHUTUHa
(cucteMHast He4OCTaTOYHOCTb KapHUTMHA)
HapyLweHnus LnctuHos. UnctuHypusa.bonesHo rpynna bornesHu
TpaHcnopTa XapTHyna, Cungpom ge ToHu-[ebpe- 3HOOKPUHHOM
amuHokmcnot. | @aHkoHn,CnHapom daHkoHu(-ge ToHum)(- CUCTEMBbI,
o Hebpe).bonesHb XapTHana. CuHapom paccTponcTsa
Jloy. nnTaHns n
HapyLLeHnss obmMeHa
BELLEeCTB
HapyLwweHnus "lOMOUMCTMHYPUS, HEAOCTaTOYHOCTb rpynna bonesHu
obmeHa CcynbdUTOKCMAA3bl, He4OCTaTOYHOCTb 3HOOKPUHHOM
MonmMBaeHOBOro kodhakTopa CUCTEMBI,
cepocoaepxall .
paccTponcTea
nx
nUTaHua n
aMUHOKMCNOT HapyLleHuns obmeHa
BeLlecTB
HapyLweHus HapyLuieHus Lmkna MoyYeBuHbl, rpynna bornesHu
obMeHa uukna | aprMHMHSHTapHasa aumaypvs, 3HOOKPUHHOM
MOY€EBUHbI HeJoCTaToOYHOCTb Kapbamoundocdar CUCTEMBI,
cuHTeTasbl [ MnepamMmmoHvemus ¢ paccTponcTea
neduumtom N- nuTaHns n




auetTunrnytamaTtCMHTETa3hbl,.

HapyLleHns obMeHa

ApruHmHemus. BELLECTB
ApryHUHOCYKUMHaaunaypus.
LUnTtpynnuHemums.
HapyweHus myTtapoBaga aungypus tmn 1, rpynna bonesHu
obMeHa nuanHa | runepnuamHemMuns (NMM3nHypuyeckas 3HOOKPUHHOM
" HenepeHOCUMOCTb Berka) CUCTEMBI,
rMAPOKCUIN3NH paccTponcTsa
a. nUTaHua n
HapyLleHns obMeHa
BeLlecTB
HapyweHus HeJoCTaTOuUACTb Op rpynna BonesHu
obmeHa HUTUMHTpaHckapboMunasel,IMNEPOHNTUHE 3HOOKPUHHOM
OpHUTUHA. MUs CUCTEMBI,
paccTponcTsa
HapyLwweHnus HekeToTnyeckas HO30J10rNY | NBroTnaeHanHaAM na
obmeHa rmneprivuuuHemMumsi,HekeToHoBast eckas HHAOPKYPLLEHHHUOAOG
meHa CUCTEMDbI,
rIuuuHa. rMNeprivuuHeMums. dopma 5
paccTponcTea
nNUTaHUA n
HapyLleHnss obmeHa
bonesHu MukoreHosbl. boneaHb Mmpke ( rpynna bonesHu
HakonneHus "mukoreHos 1a, 1B TMNoB), 6ornesHb 3HOOKPUHHOM
rnmyuKkoreHa o lMomne (rnukoreHos 2 Tvna), boneaHb CUCTEMBbI,
Kopwu n boneaHb ®opbca (rnukoreHos 3a, paccTponcTBa
3B TvnoB) , bonesHb AHaepceHa MATaHUA "

(rmukoreHos 4 Tuna)

, 6onesHb Mak Apans (rmvkoreHos 5 Tuna)
, bonesHb 'epca n HegocTtaTtoyHOCTL
dochoprnasbl neveHu ( rmmkoreHos 6),
BonesHb Taypu (rnmkoreHos tmun 7). A
Takxe : HeOCTaTOYHOCTb IMINKOreH
CVHTa3bl neveHo4Has ( MnukoreHos Tin 0

), FMIMKOreHo3 Tmn 9

HapyLLeHnss obmMeHa

BeLllecTB




HapyweHus HepoctatovHocTb (opyKTO30-1,6- rpynna BonesHu
obmeHa oudocdartasbl,HegoctatouHoCTb 3HOOKPUHHOM
OPYKTO3bI. pyKTO30-1,6-andhocarassbl. CUCTEMBI,
HacnencrteeHHasi HenepeHOCUMOCTb paccTponcTBa
dpyKTO3bI NUTaHUs 1
HapyLleHns obMeHa
BeLlecTB
HapyweHnus "anakTo3emus (ranakrosdemus Tmn 1 rpynna bonesHu
obmeHa HeJoCTaTOYHOCTb ranakto3o1 docdar 3HOOKPUHHOM
ranaktossbl. ypuavnTtpaHcdepasbl), HeA0CTaTOYHOCTb CUCTEMBI,
ranakTokMHasbl (ranakrosemus Tmn 2), paccTpoicTBa
ranaktosemus Tmun 3 (HEAOCTaTOYHOCTb nUTaHnA n
ranaktoanumepasbl) HapyLleHns obmMeHa
BELLEeCTB
Opyrune HapylieHune BcacbiBaHWS HOKO3bI- rpynna BonesHu
HapyLeHus ranakTosbl, Hapywenns mansabcopLmm 9HAOKPVIHHOM
BCaCbIBaHUS caxapo3bl-M30MarnbTo3bl, CUCTEMBI,
yrneBooB B AncaxapvgasHasa He4oCTaTO4HOCTb paccTponcTea
KMLLEYHUKE. nUTaHnA n
HapyLLeHnss obmMeHa
BELLEeCTB
HapywweHnus HapyLleHNd roKoHeoreHesa, rpynna bonesHu
obmeHa HeJoCTaTOYHOCTb NMpyBaT 9HOKPVIHHOM
nupyesata u AervaporeHasHoro Komnekcea, CUCTEMBI,
FMNKOHEOreHe3 | HeJOCTaTOYHOCTb NMUpyBaT paccTponcTea
a. Kapbokcunasbl, He4OCTaTOYHOTh nUTaHus n
dochoeHonNnpyBaTKkapOOKCUKMHA3bI HapyLLeHns obmMeHa
BELLEeCTB
r GM2-raHrnunosngos ( bonesHb Tes- rpynna BbornesHu
aHrnmosnaos3™M | Cakca®M2-raHrnvmo3naos BapuaHT B, 3HOOKPUHHOM
2 raHrnmo3ngo3s sapmaHTt B1), bonesHb CUCTEMBbI,
CeHaxodda (6onesHb 3aHgrodpda’*M2- paccTpoicTea
raHrnmo3ngos sapuaHTt 0), a Takke: nUTaHUA 1

HEeO0CTaTOYHOCTb Bernka-akTu BaTopa

AM2-raHrnno3ngos sapuaHT AB)

HapyLueHus obmeHa

BellecTB




Opyrune GM1-raHrnnosnaos,mykonunuaos 1V rpynna BonesHu
raHrnMo3naossl 3HOOKPUHHOM
CUCTEMBI,
paccTtponcTsa
nNUTaHUA n
HapyLleHns obMeHa
BeLlecTB
Opyrne BonesHb ®abpu(-AHOepcoH), 6onesHb rpynna BonesHu
ccmHronnnmnao | Mayyepa (bonesHb MNowe), 6onesHb 3HAOKPUHHON
3bl Kpab66e, 6one3Hb Hnmana-MNuka (bonesHb CUCTEMBI,
HumanHa-MNuka tnn C, bonesHb HumaHHa- paccTpoicTBa
Muka Tnn A/B), nUTaHUA "
CuHpgpom Pabepa ( bonesHb ®apbepa), Hapywenns obmena
. BeLlecTB
MeTaxpomaTtmyeckas nenkogmctpodus,
HeJoCTaTOYHOCTb Cynbdarasbl
(MHOXecCTBeHHas cynbdarasHas
HeJOoCTaTOYHOCTD).
JInnodycunHoa | HerpoHarsnbHbIv LiepovaHbie rpynna bonesHu
HENPOHOB. nunodpycumHosbl Tnn 1,2,3,4.6,7,9,10, 3HAOKPUHHON
BonesHb: CUCTEMBI,
paccTponcTBa
. batteHa
nNUTaHUA n
. Bunbliosckoro-AHckoro . Kydca HapyLleHnss obmeHa
BeLlecTB
Opyrue Bones3Hb BonbmaHa/ 6onesHb rpynna BornesHu
HapyLueHus HaKonneHnst 3MpoB XOonecTepuHa, 3HOOKPUHHOM
HakonneHns LlepebpoTeHaMHO3HbIN Xxonectepos [Bax- CUCTEMBbI,
nMNnaoB. BorapTta-LUepepa-AnwTenHa] paccTporicTea
nUTaHUA n
HapyLleHns obMeHa
BELLECTB
Mykononucaxa | CMHAPOMBI: Ho3osnorndy | bonesxu
pngos, Tun . . . eckas 3HOOKPUHHOM
. ['ypnep . N'ypnep-Lene . LLene
dopma CUCTEMBI,

paccTpoicTea




NMATAHUA N

HapyLLeHns obMeHa

BeLlecTB
Mykononucaxa | CuHgpom XaHTepa,CuHapom 'yHTepa Ho3onornd | bonesxu
pugos Il Tuna eckasd 3HAOKPUHHON
dopma CUCTEMBI,
paccTponcTsa
nUTaHua n
HapyLLeHnss obmMeHa
BELlecTB
Opyrue Mykononucaxapugos lll A, B, C tuna, rpynna bornesHu
Mykononucaxap | cuHgpom CaHdunumnno, 3HOOKPUHHOM
naosbl. Mykononucaxapugos IV A,B tuna CUCTEMBI,
(cuHagpom Mopkuno), Mykononmucaxapvao3 paccTponcTsa
VI Tnna (cuHgpom MapoTo- nUTaHna n
Jlamn),HepgoctaToyHocTh beTa- HapyLLeHnss obmMeHa
rNKypoHmaassl. Mykononumcaxapuaossl BeLlecTB
Tunos I, IV, VI, VII Cungpom:
. Mapoto-llamu (nerkun) (Tsxenbin)
HedekTbl Mykonunugos Il [1-kneToyHasa 6onesHb]., | Ho3onoruy | bonesxu
Mykonunugos Il [ncesgononuauctTpodus | eckas 3HOOKPUHHOM
NOCTTpaHCAALM
. lN'ypnep] dopma CUCTEMBbI,
OHHOW y
paccTponcTea
mMoandmkaumm
nUTaHUA n
FNIN30COMHbIX
HapyLLeHnss obMeHa
depMeHTOB.
BeLlecTB
HedekThl anba-maHHo31a03, 6eTTa-MaHHO3na03, | rpynna Bonesun
perpagaumm cvanuaos, ranakrocuanuaos, ykosvaos, 3HOOKPUHHOM
FMUKONPOTEMAO | acnapTUArKO3aMUHYPUS CUCTEMBI,
B paccTponcTsa
nUTaHua n

HapyLleHuns obmeHa

BEeLLEeCTB




CwmeLuaHHas O6wwnpHasa nnu gnoTtupytoLLias beta- rpynna BonesHu
nMNoNpoOTEUHEMUS. 3HOOKPUHHOM
rmnepnMnuaem
M'MnepnunonoptenHemusa dpeapuKCoHa, CUCTEMBI,
us.
Tunbl [Ib nnu lll. paccTtponcTsa
MMnepbeTanunonpoTenHemus ¢ npe-beta- nUTaHns n
NMNONPOTEUHEMUEN. HapyLleHns obMeHa
'MnepxonectepnHeMus C SHOOrEeHHON BeLlecTB
runepravuepuagemMmment. 'mnepnunuaemms,
rpynna C.
HepoctaTtouHoc | A-6eTa-nunonpoTenHemMus. rpynna BonesHu
Tb HepoctaTo4HOCTb NMNonpoTenaos 3HOOKPUHHOM
BbICOKOW MAOTHOCTW. CUCTEMBI,
nMnonpoTenaos 5
paccTponcTBa
'Mno-anbda-nunonpotenHemus. 'mno-
. nUTaHuA n
BeTa-nunonpoTeMHeMus (cemenHas).
HapyLleHnss obmeHa
HepoctaTo4HOCTb
BeLlecTB
neunTMHXONEeCTepuHaumnTpaHcgepassl.
TaHxepckasa 6onesHb
Oeduunt Heduunt xonectepon-7anbda- Hososorudy | bonesHu
xonecTepor- rmapoKcmnassbl eckas 3HOOKPUHHOM
7anb@a- dopma CUCTEMBI,
rmapokcmnasbl paccTponcTBa
nUTaHua n
HapyLleHnst obmeHa
CuHpgpom Cwungpowm Jlewa-HuxaHa Ho3onorny | BonesHun
Jlewa-Huxena eckas 3HOOKPUHHOM
dopma CUCTEMBbI,
paccTponcTBa
nUTaHua n
HapyLleHns obmeHa
BELLECTB
Opyrne Hednunt ageHnH- rpynna bonesHu
HapyLleHns docchopnbosuntpaHcepassl, Jedpmumt 3HOOKPUHHOM
obmeHa KcaHTMHOKcuaasbl, HacneacreeHHas CUCTEMBI,
nypyHOB n KCaHTUHYpUS, AJEHUNCyKLMHaT nnasbl paccTponcTea

NMATAHUA N




NMMPUMUONHOB. | HEOOCTATOYHOCTb HapyLleHns obMeHa
BELlecTB
HacnenctBeHH | QpuTtponoatuyeckas nopdupusi (6onesHb | rpynna bonesHu
as lMoHTepa)HacnencreeHHas 3HOOKPUHHOM
3puUTponoaTnyeckas nopdupus. CUCTEMBI,
3pUTPONO3TUNYE
BpoxgeHHas aputponoaTndeckas paccTponcTsa
cran nopgupus. nUTaHua n
nopdupua HapyLLeHnss obmMeHa
SputponoaTnyeckas npotonopupust
BELlecTB
Mopdumpus KOXHaga nopdupus rpynna bornesHu
KOXKHas 3HOOKPUHHOM
Me[eHHas CUCTEMBI,
paccTponcTsa
nUTaHuA n
HapyLLeHnss obmMeHa
BeLlecTB
Opyrne HacnegcrteeHHas konponopdupus rpynna bonesHu
nopdupun. 3HOOKPUHHOM
Mopdumpusa ocTpas nepemexaroLlasacs
CUCTEMBI,
(neveHouHas) y
paccTponcTea
nUTaHUA n
HapyLleHnss obmeHa
BeLlecTB
CuHpgpom Cwunpgpowm Kpurnepa-Hawnsipa Hoszonornd | bonesxu
Kpurnepa- eckas 3HOOKPUHHOM
Hawnspa dopma CUCTEMBbI,
paccTponcTsa
nUTaHUA n
HapyLleHns obMeHa
BELLECTB
HapyLweHnus bonesHb MeHkeca [6one3Hb KypyaBbIxX rpynna bonesHu
obmeHa megu. | Bonoc] ["ctanbHble" Bonockl]. bonesHb 3HOOKPUHHOM
BunbcoHa (6onesHb BunbcoHa- CUCTEMBI,
KoHoBarnoBa, renatoneHTrKynsapHas paccTponcTBa




aereHepaumsi)

NMATAHUA N

HapyLLeHns obMeHa

BeLlecTB
HapyweHus [MepBUYHbIV .LOBEHUITbHBIM FEMOXPOMATO3 | rpynna BonesHn
obmeHa (remaxpomatos 2-ro Tuna) 3HOOKPUHHOM
Xenesa. CUCTEMBI,
"emoxpomaToas. paccTponcTsa
nUTaHua n
HapyLLeHnss obmMeHa
BELlecTB
HapyLwweHus ButamuH [-pe3ncTeHTHbIN paxuT, rpynna bornesHu
obmeHa M'mnodochatemmnyeckuin paxmt 3HOOKPUHHOM
docdopa. HepocTtaTouHOCTL K1ucnon docarassbl. CUCTEMBI,
CewmeliHas runogocdartemms. paccTponcTsa
M'Mnodocdatasma.Butammy?- nUTaHna n
pe3ncTeHTHasA(bIn) HapyLLeHnss obmMeHa
BeLlecTB
HapyweHus HacregcTBeHHas runomarHemMums Ho3onoruy | bonesxu
obmeHa eckas 3HOOKPUHHOM
MarHus. dopma CUCTEMBI,
'MnomarHmemm paccTponcTBa
A nUTaHUA n
HapyLleHnss obmeHa
BeLlecTB
KnctosHbIn MykoBucunaos,E84.0 KuctosHbin pmbpos | Hozonoruy | bonesxu
punbpo3s C NeroYHbIMM NPOSIBNEHNUSAMM eckas 3HOOKPUHHOM
E84.1 KuctosHbii hnbpo3 ¢ KNLLEYHBIMK thopma CMCTeMbI:
. paccTponcTBa
nposisneHnsamu. MekoHnesblii uneyc(P75)
nUTaHUA n

E84.8 KuctosHbi hrnbpos ¢ gpyrumm
nposiBneHnsiMn. KnctoaHoeii grdpos c
KOMOUHMPOBAHHBIMW MPOSABIEHNSAMU

E84.9 KnuctosHbI hrnbpo3 HEYTOUHEHHbIN

HapyLueHus obmeHa

BEeLLEeCTB




HacnencteeHH | CemeliHada cpeam3eMHOMOpPCKast rpynna BonesHu
bIi CEMENVHbIA | Nuxopaaka (nepuognyeckas 6onesHb), 3HOOKPUHHOM
amunounzos 6e3 | Nepognyecknii CUHAPOM, CUCTEMBI,
HeBponaTuu acCcoLMMPOBaHHbLIN C peLLenTopomM paccTponcTBa
(bakTopa Hekpo3sa onyxornen (TRAPS - nUTaHns n
myTauun TNFRSF1A) HapyLleHns obMeHa
BeLlecTB
HeBponaTtudeck | AMunonaHasi nonnMHeBponaTus rpynna BonesHn
nn 3HOOKPUHHOM
HacneacTBEHH CUCTEMBI,
bIl CEMENHbIN paccTpoicTBa
aMunonaos. nuTaHus n
HapyLleHnss obmeHa
BELLEeCTB
Opyrue ButamuH [1-3aBUCUMbBIN paxuT, rpynna bornesHu
YTOYHEHHblEe HeJoCTaTOYHOCTb 9HAOKPVIHHOM
HapyLleHns OvoTUHMAA3bl, MHOXECTBEHHbIV AednunT CUCTEMBbI,
obmeHa kapbokcunas (paHHsasa opma), 3- paccTpoicTBa
BELLECTB. rMOpOKCUM3OMACHSIHHAs aunaypus, nuTaHus n
HapyLLeHnss obmMeHa
BELLEeCTB
CuHgpom Cunpgpom PetTta Ho3onoruny | [Mcuxmnyeckne
PetTa eckas paccTponcTsa 1
dopma paccTponcTsa
noBeAeHs
Kom6uHunposaH | CuHgpom ge na TypeTTa Ho3onorud | Meuxudeckune
ne BOKann3moB eckas paccTponcTea u
7 dopma paccTpoicTea
MHOXECTBEHHbI noBeaeHus
X MOTOPHbIX
TUKOB [CUHOPOM
ae na TypeTTal.
bornesHb Xopes [eHTUHIToHa Ho3osorny | bonesHu HepBHOM
[eHTVHITOHa eckasl cuCTEMBI




dopma

PaHHas ATtakcua dpuapenxa (ayTocCOMHO- rpynna BornesHu HepBHOM
MO3XeuKoBas peLieccrBHas) CUCTEMBI
arakcus
X-CcBsi3aHHas peLieccmBHasi
cnvHouepebennspHas aTakcus X-
cLenneHHble cnuHolepebennsapHble
aTakcuu, ayToCOMHO- peLeCCUBHbIe
cnvHouepebennsapHbie atakcuu,
HeoCTaTOYHOCTb BUTaMunHa E
HacriegcTBeHHas
Mo3xeukoBasd | TeneaHruskraTuyeckas atakcus Ho3osorny | bonesHn HepBHOM
arakcusa ¢ [cuHgpom Jyun-Bap], Jlyn-bapp Cungpom | eckas CUCTEMBI
HapyLleHnem (aTakcus-TenaHrMoakTasnsg) dopma
penapauuu
OHK.
HeTtckas CnnHanbHas mblweyHas atpodus, | Tun | Hosonormy | bonesHn HepBHON
cnuHarnbHas [BepgHura-lI'odhdpmaHal eckas cucTemsl
MblLLEYHas dopma
atpodwms, | Tmn
[BepgHura-
ModbdmaHal
Opyrue Mporpeccupytowmii 6ynebapHbIn napanud | rpynna BornesHu HepBHOM
HacrnenctBeHH |y geten [®aumo-JloHae] CnvHanbHas CUCTEMBI
ble MblweyHasa atpodus (CnvHanbHas
CcnvHarnbHble amunoTtpodomsa Tunel |, 11, 11):
MbILLEYHbIE
e (hopma B3pPOCHbIX
arpocpum. e -« feTckas opma, Tvn I
e ° MCTanbHas
e loHoWeckada oopma, Tun il

[Kyrenbbepra-Benangepal
e fonaTtovHo-nepoHeanbHas chopma




BonesHb BokoBoW cknepos: rpynna BonesHu HepBHOW
ABuraTensHoro . CUCTEMBI
5 ® amMMOTPOdUYECKUIA
HenpoHa. MporpeccupytoLmii(as):
CemelniHas ® ChnuHanbHas MblllevHas atpodus
bonesHb
ABuraTensHoro
HeBpoOHa
Opyrne BPOXAEHHas fokanbHas ammoTpodus rpynna BonesHn HepBHON
CrvHanbHbIe MOHOMeNnunyeckasi aMmoTpouns CUCTEMbI
MbILLEYHbIE
CnuvHanbHasa mblweyHasa atpodusa-deHamn-
aTtpodumn un
Yokepa aHaMmanusi- kKatapakta
pPOOCTBEHHbIE
CYHAPOMBI
bonesHb bonesHb MNannepsopaeHa-LUnartua. Ho3osorny | bonesHu HepBHOM
annepBopgeH | lMurmMeHTHaa nannugapHasa gereHepauuns, | eckas CUCTEMBI
a- WnaTtua. MaHToTeHaTKMHa3Has HeJoCTaTOYHOCTb dopma
MurmeHTHas
nannugapHas
aereHepauusi
Opyrne HacneAcTBEHHbIE HeMpoaereHepauun ¢ rpynna bonesHu HepBHOM
YTOYHEHHbIE HaKOMMEeHNeM xenesa CUCTEMBI
AereHepaTyBHbI
e bonesHn
6asanbHbIX
raHrnves.
Manonatnyecka | TopcMoHHasa OMCTOHMA U apyrve oopMbl | rpynna BornesHu HepBHOM
s cemenHas HacneaCcTBEHHbIX AUCTOHUI CUCTEMBI
ANCTOHUSA
Opyrue HereHepauuns ceporo BellecTBa [6onesHb | rpynna BonesHn HepBHON
YTOYHEHHbIE Anbnepca] cUCTEMDI
AereHepaTyBHbI
MopocTtpas HekpoTM3upytoLLas
e 6onesHu .
. aHuedanonatus [6onesHb Jlenra]
HEepBHOWN

CUCTEMDbI.




HereHepatusHa | Jlerikognctpodum, He rpynna BonesHu HepBHOW
s 6onesHb KnaccuduumMpoBaHHbIE B APYrnxX CUCTEMBI
HepBHOW pybpukax, B TOM yncne 6onesHb
CUCTEMBbI AnekcaHgepa, nenkoaHuedganonaTus ¢
HeyTOYHeHHas | CyOKOpTMKanbHbIMW KUCTaMM,

nerikosHuUedanonaTnsi ¢ nopaxeHmem

CTBOJIA 1 BbICOKMM YPOBHEM fakTata npu

MP-cnekTpockonuu, 6onesHb KaHaBaH
OnTukoHeBpom | BonesHb [Jesuka Ho3onorud | bonesHu HepBHOW
nenut [6onesHb eckas CUCTEMbI
HeBukal. dopma
Opyrve Buapl CwvHapom JleHHokca-lMacTo, dnunencua ¢: | rpynna BornesHu HepBHOM
reHeparnu3oBaH cUCTEMbI

) ®  MMWOKMOHMYECKMMU abcaHcamm
HOW snunencny ®  MUOKMNOHO-acTaTUYECKMMM
" npunagkamy CumntomaTtudeckas
SNUMNENTUYECKU paHHAA MUOKITOHNYECKasA
X CHIPOMOB 3Huedanonatns CuHgpom YacTa
(cunppom Becta), cuHgpom Opase
AnNHO3 BO CHe, | BpoxaeHHbIV rMnoBEeHTUNSALMOHHBIN Ho3osorny | bonesHn HepBHOM
LeHTpanbHoe CUHAPOM, CUHAPOM YHOWHbI eckas cucTeMbI
dopma

HacneaocteeHH | BonesHb Lapko-Mapu-Tytca (6onesHb rpynna bonesHu HepBHOM

as MOTopHas ¥
CeHcopHas

HeBponaTtua

LLlapko-Mapu-TyTa), 6onesHb [exepuHa-
CortTa

HacnencrteeHHast MOTOpHas 1 CEHCopHast
HeBponatus. 'mneptpodurdeckas
HeBponaTtus y geten NepoHeanbHas
MblLleyHas atpoduns (aKcoHanbHbIA TUM)
(renep Tpodhmnyeckuin Tun). CUHAPOM
Pyccu-Jlesun , BpoxaeHHas
HEeYyBCTBUTENbHOCTb K 60nu ¢
aHrmgpo3om HacnegcreeHHas
HenponaTusi ¢ NOOBEMKEHHOCTbLIO

napanunyy oT caaBlieHua

CUCTEMDbI




bornesHb bonesHb Pedhcyma knaccuyeckas Ho3osorny | bonesHu HepBHOM
Pedcyma eckas CUCTEMDI
dopma
OcTpas cuHgpowm MvneHa-bappe Ho3onornd | bonesHn HepBHOM
BOCManurernsHa eckas CUCTEMBI
A dopma
AeMUenHN3np
yowas
NoNMpaamnKyroH
eBponaTtus
(cuHgpom
lNreHa-bappe)
BpoxgeHHas BpoxxgeHHble hopMbl MUacTeHUK rpynna bonesHu HepBHOM
unm CcUCTEMbI
npuobpeTeHHas
MUacTeHus
MblweyHas MblieyHas ancTpous BpoxaeHHas rpynna BornesHu HepBHOM
anctpodpua MblwevHas gucTpodus: CUCTEMBI

ayToCOMHas peLeccuBHas
OETCKOro Tuna, HanomMmuHaroLas
anctpoduto [roweHHa nnm
bekkepa

» nobpokavecTBeHHas [bekkepa]

» jobpokavecTBeHHas nonaTo4yHo-
nepoHeansHas C paHHUMU KOHT
pakTypamu [Smepu-Apendycal

* AucTanbHas
nrneyenonaToyHo-nuLeBas
KOHEYHOCTHO-MOosICHas

rMasHbiX MbILLL

rMSAYOrMOTOYHAS
[okynodsipuHreanbHAsA]




BpoxaeHHble BpoxaeHHasa MbilleyHas ouctpodus: rpynna BonesHu HepBHOW
mMuonaTum CMCTEMBI
® CO crneunduyeckumn
BpoxaeHHas MOpPEONOrNIECcKUMH
MblLLEYHadA MopakKeHUAMMN MbiLLeYyHoro
anctpodus BOJIOKHa
bonesHs:
e LleTpanbHOro sapa
MUHUSAEpHas
MynbTusaepHasa ducnponopums
TMNOB BONOKOH MuonaTus:
MUOTYOYnsipHas (LeHTposiaepHas)
HemanuHHas [6onesHb
HemanuHHoro Tenaj
Mwutoxongpuan | cungpom MELAS, MERRF, NARP, rpynna bonesHu HepBHOM
bHasi cnHgpom KepHca-Cawnepa, cUCTEMDbI
MuonaTtus, He | MMTOXOHApUWarnbHble MUonaTumn,
Knaccumumpo | o6ycrnoBreHHble He4OCTaTOYHOCThIO
BaHHas B KOMMIIEKCOB AbIXaTENbHOW Lienu
Apyrnx MUTOXOHAPUN
pyGpukax
CupuHromuenu | Manbdopmauna ApHonbaa-Knapm tun 1 | rpynna bonesHu HepBHOM
au CwupuHromuenus, cupuHrodynsous cUCTEMBbI
CUPVIHIObynbLOYU
b
HacnepcteeHnH | ductpocdums: rpynna bonesHn rmasa u
ble €ro NpnaaTo4yHoro
e peTuHanbHas (anbLbunyHkTaTHas)
peTnHareHbIe (MMrmeHTHas) (>kenTo4HO annapara
AncTponm nopobHas)
sTaneTopeTUHarnbHas
® BUTpPEOpeTUHarnbHas
MUrMmeHTHbIN peTUHUT. boneaHb
LWraprapata, amaBpo3s Jlebepa
ATpodus ATtpodus 3putensHoro Hepsa Jlebepa Ho3onorudy | bonesHu rmasa u
3pUTENBHOrO (HacnencTBeHHasi, MUTOXOHAPWanbHasi ) | eckas €ro nNpuaaTo4Horo
HepBa. dopma annapara




MepBu4yHas Wanonatnyeckasn J1AlN, HacnencTeseHHas rpynna BbonesHu cuctembl
nerovyHas TIAT KpoBoOOOpaLleHus
rmnepTeH3uns
JleroyHas (JTAI, accoummpoBaHHas ¢ BI1C, rpynna BonesHun cuctemsbl
apTepuanbHaga | peangyanbHas JIAI, CuHgpom KpoBOOOpaLleHus
rmnepTeHsuns, OnseHmeHrepa, nepcuctupyroras J1IAI
HOBOpPOXAOEHHbIX, JIAIT, accounnpoBaHHas
accouumpytoLia
C CUCTEMHbIMM 3ab0NEBaAHNSMU
ACA C Apyrumm j
coeanHuTenbHon TkaHu; J1AT,
3abonesBaHuam 5
accouunmnpoBaHHas ¢ BUY nHdekumen,
"
JIAI', accoummpoBaHHas ¢ nopTanbHON
runepteHsnen, J1AT,
OOcTpyKkTUBHasA | amnepTsoduryeckas KapamomMmonaTus; rpynna bonesHu cuctembl
CemariHas o6CTpyKTMBHas KpoBoOOpaLleHus
rmnepTpocdumyec
rmnepTpodmyeckasa kapamoMmmonaTms
Kas
Kapavnomuonat
us,
Opyras CewmeliHasn obCTpyKTMBHas rpynna bonesHun cuctembl
rmnepTpodmyec | runeptpodmryeckas kapamoMmonaTms KpoBooOpaLleHus
Kasi
Kapavomuonart
ns
Opyrune CvHgpom TumoTtun (CuHgpom rpynna BonesHun cuctemsbl
YTOYHEHHbIE yonvMHeHHoro uHtepsana QT Tun 8, KpoBoOOpaLleHus
HapyLLueHns CYHAPOM YANMHEHHOro nHTepBana QT ¢
NPOBOAUMOCTU. | cuHAakTunmen), CuHapom AHaepceHa-

TaBuna (CMHOPOM YANUHEHHOTrO
nHtepeana QT Tun 7)CuHOpom
Ixepsena-JlaHre-HuneceHa (CuHgpom
yanvHeHHoro nHTepeana QT ¢
rIyxXoTon)BpoXXaeHHbI CUHOPOM
yanuHeHHoro nHTepeana QT (CuHgpom

PomaHo-Yopgaa tvnbl 1-6)




XKenynoukoBas | KatexonamuHepruyeckas >xenygodkoBas | rpynna BonesHu cuctemsl
Taxvkapaus Taxukapgusi (MHorogokycHas KpoBoobpaLleHns

XenyaoykoBas Taxvkapams,

3rioKa4yecTBeHHas napokcmMamMarnbHas

Xenygo4koBas Taxukapans,

OBYyHanpaBreHHas Xenyao4ykoBas

Taxvkapamsi, cMHkonarnbHas opma

Xenyao4KoBOW Taxukapgum)
Opyrune ApuTMOreHHas gucnnasus npasoro rpynna BonesHu cuctemsl
KapavomMuonar | >kenyaoudka (apuTMoreHHas kapauonartus) KpoBoobpaLleHus
un
dubpunnauua | CemenHas pnbpunnauma-TpenetTaHue rpynna BonesHu cuctemsl
W TpeneTaHve | npeacepaui KpoBoobpaLleHns
npegcepani
CuHapom CvHapom cnabocTy CMHYCOBOrO y3na rpynna BonesHu cuctemsl
cnaboctun (HacnencTBeHble OpPMbI) KpoBoOOpaLleHus
CVHYCOBOTO
y3na
Manonatnyeckn | Manonatnyecknii onbposnpyroLLmii Ho3osorny | bonesHu opraHoB
N NEeroYHbIn anbLBeonuT eckas OblXaHus
punbpo3s dopma
Opyron HacnepgcreeHHasa popma nepBmMYHOro Hosonornd | bonesHu opraHos
CMOHTaHHbIN CMOHTAHHOrO MHEBMOTOPOKCA eckas OblXaHus
NHEBMOTOpPAKC dopma
KpoHa 6onesHb | KpoHa 6onesHb Ho3onorud | bonesHu opraHos

eckas nuLeBapeHns
dopma

A3BeHHbIN Hecneuundunyeckunii A3BeHHbIN KONUT rpynna BbornesHu opraHoB
Konut nueBapeHns




Oepmatut HepmaTtut repnetndopMHbIn. bonesHb Ho3osorny | bonesHu Koxu un
repnetudopmH | [iopuHra eckas NOLKOXHOWN
bI. BonesHb dopma KneTyaTKu
OiopuHra
Opyrne Mpncuennu bonesHb(napunanbHbIi rpynna BonesHn Koxu 1
HapyLLeHus, anbbuHM3M 1 remocdparounTapHbIv MOAKOXHOW
CBSA3aHHbIE C CYHAPOM, CMHAPOM NapumarnbsHOro KrneTyaTtku
YMEHbLUEHNEM | anbbuHmnama-nmmyHogedmumTa; Chediak-
obpa3soBaHus Higashi like syndrome)
MeraHuHa
" paHynomatos | paHynomaTo3 BereHepa Ho3osorny | bonesHu opraHoB
BereHepa eckas OblXaHus
dopma
KOHoLeckuni KOHOLLIEeCKMI apTPUT C CUCTEMHBIM rpynna BonesHu KoCTHO-
apTpuT Hadanowm, a Takke CINCA Cungpom MbILLEYHON
CUCTEMHbBIM (xonopgoBas nuxopagka, cuHapom Mykne- CUCTEMBI U
Hayvarom Benca) COeaANHNTENBHOM
TKaHW
Monnaptepunt | Yepoxa-Ctpocca Ho3osorndy | bonesHu KocTHo-
C nopaxeHnem eckas MbILLEYHON
nerkmnx dopma CUCTEMbI U
[Hepoxa- CoeVHUTENbHOMN
CTtpoccal. TKaHU
Cungpom gyrm | CuHgpom gyrm aopThl [Takascy] Ho3osorndy | bonesHu KocTHo-
aopThbl eckas MbILLEYHON
dopma CUCTEMBI U
COoeVHUTENbHOM
TKaHW
bornesHb bonesHb bexyeTta Ho3osoruy | bonesHu KocTHO-
bexyeTta eckas MbILLEYHON
dopma CUCTEMBI U
COEeNHUTENbHOM

TKaHN




Opyron XpOHUYECKUN MYTbTUGOKaNbHbIN Ho3onoruy | bonesHu KOCTHO-
XPOHUYECKNI octeommenut (cuHapom Mamxuma) eckas MbILLEYHOM
ocTeomMmenut dopma CUCTEMBI U
COeNHUTENbHON
TKaHU
My»ckoe asoocrnepMmus HacneacTBeHHbIe POPMBbI rpynna BonesHu
becnnogue MOYernoroBom
CUCTEMBI
OtcyTcTtBHE OTtcyTcTBUE pagyxku (aHMpUans) Ho3onorny | BpoxxaeHHble
pagyxku eckas aHomarnuu (nNopoku
(aHnpnans) dopma pas3BuTKS)
nepegHero
cerMeHTa rnsa
BpoxoeHHas BonesHb JleHerpa (cemenHas Ho3osorudy | BpoxgeHHble
aHomanus nporpeccupyloLias cepaeyHasl 6rnokaga) | eckas aHomanuu [MopoKu
cepaeyHbix dopma KpoBwu],
Kamep u aecbopmarimm n
COeIHeHWI XPOMOCOMHbIE
HeyTOYHeHHas HapyLleHns
bornesHb BbornesHb NvpwnpyHra. AraHrnmoHos. rpynna BpoxaeHHble
MpwnpyHra. BpoXkaeHHbIN (araHrnmMosHbIn) MerakomnoH aHoManuu [Mopokm
AraHrnmoHos. KpoBwu],
BpoxxaeHHbIn aedopmanmm n
(araHrnnosHbIN) XPOMOCOMHbIE
MerakoJioH HapyLleHns
KuctosHas NMOSIMKNCTO3 MOYEK PELLECCUBHbIN rpynna BpoxaeHHble

6ones3Hb no4vek

aHoManuu [Mopoku
KpoBwu],
nedopmaumm n
XPOMOCOMHbIE

HapyLleHus!




Opyrune . KntoumyHo-4yepenHomn ou3ocTos. rpynna BpoxaeHHble

BPOXOEHHbIE BpoXKaeHHbIN NTIOXHbIN CyCTaB KouunLbl aHomanumn [Nopoku

aHomanum . KpoBw],

Hedopmauuna MagenyHra. JlyyenokteBon
BepxHen aedopmanum n
cuHocTos. ledopmaums LLnpeHrens

KOHEeYHoCTH(ewn) XPOMOCOMHbIE

, BKItovas HapyLLeHns

nreyeBoun Nosic

AxoHgponnasu | /axoHgponnasus, TMnoxXoHgponnasus rpynna BpoxageHHble

a. [mnoxoHgpon aHomanuu [Mopokm
KpoBwu],
aedopmaumm un
XPOMOCOMHbIE
HapyLLeHns

[dunctpoduyeck | aHaykceTnyeckas gucnnasms

as gucnnasus

Hes3aBepLueHHbl | He3aBepLueHHbIN oCcTeoreHes rpynna BpoxaeHHble

1 ocTeoreHes (HecoBepLueHHbIN ocTeoreHes) aHomManuu [Mopokm
KpoBwu],
aedopmaumm un
XPOMOCOMHbIE
HapyLleHns

CvHapom CvHppom 3nepca-[annoca rpynna BpoxaeHHble

Onepca-fanno aHomanuu [MopoKu
KpoBwu],
aedopmaumm un
XPOMOCOMHbIE
HapyLleHns

BpoxaeHHbIn BpoxaeHHbI UXTO3 (pasHble hopMbl), rpynna BpoxaeHHble

MXTNO3 CHILD cuHgpom, aHomanumn [Nopoku

KpoBwu],
nedopmaumm n
XPOMOCOMHbIE

HapyLleHus!




BynnesHbin HacreaCTBEHHbIN(BPOXAEHHbIN) Ho3onoruy | BpoxaeHHble
anugepmonua | bynesHbli annaepmMonns) eckas aHoManuu [Mopokwm
dopma KpoBwu],
nedopmaumm n
XPOMOCOMHbIE
HapyLLeHns
Opyrne Bnyma CuHagpom, [uckepatos rpynna BpoxaeHHbie
YTOYHEHHbIE BPOXAEHHbIV (KOHrEHUTAIbHbIN aHomanumn [Nopoku
XPOMOCOMHbIE | ANCKepaTo3), CUHOPOM OHMXO- KpoBw],
aHomanum TPUXOAMCINAa3nun 1 HEMTPONeHUN, aecopmarimm un
XPOMOCOMHbIE
HapyLLeHns
Helipodmbpom | HelipodmbpomaTos | Tuna Ho3onorudy | BpoxaeHHble
atos | Tuna eckas aHoManuu [Mopokm
dopma KpoBwu],
aedopmaumm n
XPOMOCOMHbIE
HapyLLeHns
TyGeposHbIi TybeposHbIn cknepos, bonesHb Ho3omorud | BpoxaeHHble
CKnepos BbypHesunns eckas aHoManuu [Mopokm
dopma KpoBwu],
aedopmaumm un
XPOMOCOMHbIE
HapyLLeHns
Opyrne bonesHb hoH-Xunnena- Ho3osorny | BpoxxgeHHble
dakomatosbl, | JluHgay,CuHapom: eckas aHomanuu [MopoKu
He . dopma KpoBwu],
e [lentua-Erepca
Knaccugpuumpo e Crpamra-Bebepa aedopmarimm n
BaHHbIE B XPOMOCOMHbIE
Apyrux HapyLLeHns

py6pukax




CvHAapoMBl CwvHapom NonbaeHxapa CuHapom rpynna BpoxaeHHble
BPOXOEHHbIX Mebuyca aHomanumn [Nopoku
aHomManum, . KpoBwu],
CvHapom opo-daumanbHO-gurMTanbHbIn
BNNSAOLLNX aecopmarimm un
CvHaopom PobGeHa
npenMyLLecTBe XPOMOCOMHble
HHO Ha CvHgpomMTpeyepa KonnuHza ,CuHapom HapyLleHus
BHELUHWI BUL, Bewnns-MapkesaHu,CuHapom KpysoHa,
niga cuHgpom Cetpe-XoTueHa
CvHapoMbl CwuHapom Apckora (Aapckora-CkoTTa rpynna BpoxaeHHble
BPOXAEHHbIX CwuHppom ) aHomanuu [Mopoku
aHomanun, . KpoBwu],
CvHaopom KokkerHa
NPOSIBNSAOLLNXC aecbopmarimm n
s npeumylect | CuHapom [e Naxre XPOMOCOMHbIE
BEHHO HapyLleHns
CwvHgpom [y6oBuua Py
KaprMKoBOCTbHO
0 CuHgpom HyHaH
CwvHppom lMNpagepa-Bunnn
CvHaopom PobuHoBa-CunbBepmeHa-
Cmuta
Cwunpgpom Paccena-Cunbsepa
CvHagpom CmuTta-Nemnu-Onvua
CvHapoMBl CwvHgpom XonTta-Opama rpynna BpoxaeHHble
BPOXAEHHbIX aHomanuu [MopoKu
poxA . CwvHgpom Knunnens-TpeHoHe-Bebepa nop
aHomanun, KpoBwu],
sBoBnekaowmx | CuHApoM oTcyTCTBUSA (HeOopasBUTUS) naedopmauum
npeumMylecTse | HOrTen-HaaKomNeHHvKa XPOMOCOMHbIE
HHO CvHagpom PybuHwiTenHa-Tenbu HapyLierns
KOHEYHOCTU

CvHApOM crpeHomenun [cpalleHuns
HWKHNX KOHeYHocTen] CUHOpOM
TPOMOOLIMTONEHMMN C OTCYTCTBUEM
ny4yeBow koctn [TZR] CuHgpom VZTER ,
BPOXOEHHasi KOHTPaKTypHast

apaxHOOaKTUInA




CvHAapoMBl CvHapowm: rpynna BpoxaeHHble
BPOXAEHHbIX aHomanuu [Mopoku
e bekBnta-BugemaHa

aHomManum, e CoToca KpoBwu],

NPOSIBNSAOLLNXC e YuBepa aecopmarimm un

1 N30BLITOYHBIM XPOMOCOMHble

pocToM HapyLLeHns

[ruraHTnamom]

Ha paHHUX

aTanax

pasBuTUs

CuHpgpom bornesHb MapdgaHa Ho3osorndy | BpoxxaeHHble

MapdaHa eckas aHomManuu [Mopokm

dopma KpoBwu],

aedopmaumm n
XPOMOCOMHbIE
HapyLLeHns

Opyrne Bunbamca cuHgpom,CuHgpom CTuknepa, | rpynna BpoxaeHHble

YTOYHEHHbIE CvHapowm: aHomanuu [MopoKu

CYHAPOMBI KpoBw],

e < AnbnopTa

BPOXAEHHbIX e Topetca-MyHa-Buans Aedopmarmm n

aHomanuin, He e 3enserepa (UenbBerepa), a Takke XPOMOCOMHbIE

Knaccuguumpo cuHapom LEOPARD HapyLleHns

BaHHblE B

Apyrmx

pyopukax

Heneums CvHapoM [bonesHb] Kowwaybero Kpuka, Ho3osorny | BpoxxgeHHble

KOPOTKOro cuHapoMm JlexeHa eckas aHomanuu [MopoKu

nrneya dopma KpoBwu],

XPOMOCOMbI 5. aedopmarimm n
XPOMOCOMHbIE
HapyLLeHns

Opyrne cnHgpom AHrenbmaHa (CUHAPOM Ho3osorny | BpoxxgeHHble

Aeneumm 4actm | QHrenbMaHa) eckas aHomanuu [MopoKu

XPOMOCOMbI dopma KpoBwu],

aedopmaumm n

XPOMOCOMHbIE




HapyLLeHus

Opyrne "epmadpoamTMam UCTUHHBIN,JToMmkas X- rpynna BpoxaeHHbie

aHomManum xpomocoma. CnHapom fioMkon X- aHoManuun [Mopokm

XPOMOCOM, HE | XPOMOCOMbI KpoBwu],

knaccmnymnpo aedopmaumm n

BaHHbIE B XPOMOCOMHbIE

apyrmx HapyLleHus

pybpukax

HedpoTuryeckn | bonesHb NOTHOro ocagka rpynna bonesHu

N CMHAPOM (MeMbpaHo3Ho-nponmdepaTUBHLIN MOYENO0BOM
rnomepyrnoHecpuT, Tvn 2) C3 CcUCTEMBbI

rnomepyrnonaTtusi
(MembpaHo3HonponndepaTUBHbIN

rnomepynoHedput, Tun 1 n 3 unu BAY)




