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TpyAHOCTU AMATHOCTUKH
PEAKHX ANCCEMUHUPOBAHHBIX
3200A€BAHUN ACTKHUX
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Peaxnue 3a0o0AeBaHMAd,
opgbanHbIe 3a00A€BaHUA
(rare disease, orphan disease)

3a00A€BaHNA, 3ATPATUBAIOIE HEOOABHIYIO YACTh

IIOIIYAALTUH.
= EURORDIS: 3a60aeBanusa ¢ pacupocrpanenaoctero meHee 5 Ha 10 000.

5-8 TBICAY peAknx 3a00AaeBaHUM, Bcero ok. 246 000 6oapubIx B EC

m  CITA: «0oae3nu nam cocroanms, 3arparusaroinue meaee 200000 aroaeit B
CIITA» (Rare Disease Act, 2002)

m P® (onpeaeserne M3CP): — 3a00AeBaHUA C PACTIPOCTPAHEHHOCTBIO

menee 10 : 100 000
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Pd: 86 3a00AeBaHMII;

BCero <~ 13 TeIC. mmarmmeHTOB.

o rosminzdrav.ru/health/orffs/C
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I'ucruonuros X jgerkux (I'X)

(IAHTEPTAHCOKJIETOYHbIH TPAHYJIEMATO3, THCTHOIIUTO3 H3
KJIETOK JIAHTEPTAHCA, THCTHOIIUTAPHBIA PETHKYJIE3,
ETHKY/IO3H/IOTE/IHO3, 203HHOD®HU/IBHAA TI'PAHYJIEMA)

B Peakoe cucreMHOE 3200A€BAHME HEU3BECTHOM
IIPUPOABL, XapaKTePHUIYIOIIeecs IpoAndepartuen
ATUITIIHBIX THCTHOIIUTOB 1 OOPa30BAHHUEM
TICTHOITUTAPHBIX I'PAHYAEM B HOPAKEHHBIX OPraHax



Aaumaemuosorua I' X

m PacopocrpaHeHHOCTD —
1-5:1 000 000 maceaenms (mam 1 caywair Ha 560 000 )

mM: K-8:1

m Bospacr AeOrota 3a00aeBannsa — 20-50 aeT, B
cpeaHeM — 29 Aer

® Bo3MOKHBIN (DAKTOP PHUCKA — KypeHHE



Bapuantel Teuenna I'X aerkumx:

Ocrpoe Teuenue:

m  Amxopaaxa,
IIPOTPECCUPYIOIIIASA OABIIIIKA

m [Iporpeccupyromue
MYABTHOPIaHHBIC ITOPAKEHUSA

XpOHHUYECKOE TeUECHUE:

B AAUTEABHBIN OECCUMITTOMHBIK
IIEPHOA;

B MEAACHHOE HAPACTAHHE KAA00
CO CTOPOHBI OPIaHOB
ABIXAHUS,

m Aa6opaToprIe ITOKA3aTEAHN HE
HU3MEHEHBI.

IToaocTpoe TeueHue:

6bICTpO€ HPOTPECCHPOBAHIE
OOAE3HU U paHHEE
BO3HUKHOBEHUE KAAOD;

7KaA00BL CO CTOPOHBI OPTAaHOB
ABIXAHUSA + IPU3HAKK
MHTOKCHKAITUN (IIOBBIIIICHUE
TEMIIEPATYPHI TEAQ, CAAOOCTb,
ITOXYAQHHE);

M3MEHEHHE AADOPATOPHBIX
rokasateaent (yseamdenune COD,
ITOBBIITICHITE COA@%K&HI/IH
AerkormroB u LIMK
repu@EepUIeCcKON KPOBH).




HOP&)KCHI/IC OPraHOB II

L OpraHbI ABIXAaHUA:

m M.G.oTCyTCTBHE CHMITTOMOB;
B OABIIIIKA, KAITIEAB, OOAH B I'DV*

N HHeBMOTopaKCH
O HOPZDK@HI/I@ LU l'eH CKEAE

m PeOpa, KOCTH CBOAQ YEpElIa, Ta3a

B Oyaru ACCTPYKLIUU B TYPELIKOM CEAL
IIPU3HAKH HECAXAPHOTO AMA0ET?

RHCH

B | lopaxeHne KOXKI U MATK

B DK30TAABM BCAECACTBE
MHAUABTPAITIT OPOUTEI

HCTHOHHTapHOfI

B DPUTEMATO3HBIC BBICHIITAHUSA



DYHKIHMOHAJIbHbIC MTOKA3aTEJN Y 00JIbHBIX
I X Jerkmx

®m PecrpUKTUBHBIE HAPYIIICHUA

m  OOCTpPyKTHUBHBIC HAPYIIICHUSA

OEA 98 + 3
m  (CmMmemnrangele HAPYIICHUA
KEA 78 + 3
m CHmxenne AUMPPy3nOHHON OOA 158 + 8
CITOCOOHOCTH AETKHUX O®B1 67 + 3

ODPB1/DPXKEA |86 % 2

BIO 146 £ 6
AVAGIN 57 £ 4
Pa0O2 82+ 2

Ky3nenosa B.K. ¢ coaBr., [Iynsmonomsorus. - 1998. - Ne 4. -C. 50 -58.



Penrtrenoaornueckue nposasaeHusa I'X

ABycTOopoHHHE
MEAKOOYATOBBIE 3ATEHEHUA
HA done YMEPEHHOMN
CETYATON aedopmanun
AETOYHOTO PHUCYHKA

Taxucras "
KPYITHOAYIEHUCTAs
Aedpopmarus
AETOYHOTIO -~ PHCYHKAQ,

O0Opa3oBaHIE OYAA

Y vininnrn” T
ApxuB kadeaps! nyiabMoHosioruu [TICITOIMY



KoMmnbrorepHaa romorpadpusa npu I'X

KpymnHere TOHKOCTEHHBIE OYAABI Ha q)OHC BBIPAKEHHOM
AedpopMaI ACTOYHOTO PHCYHKA

ApxuB kadeaps! nyiabMoHosioruu [TICITOIMY



Mopdorornueckue npusHaKU
I'X Aerkmx

B Panpas craams m [losanaa craams

(rpaHyAEMATO3HASA) (pudposHas)

B XTI L N TR A L)
9 B ot L ¢ ¥4 - |

D03UHO(pUIBHAS rpaHyJieMa: C N L

KJICTKH Jlanrepranca, Obxactu pubposa u
503MHOQUIIBL, - [IJIa3MaTHYECKHIE smpuzemsbl. Van Gison
KJIIETKH, N0 HEepUudEpUn - odaru

(huopo3a.

ApxuB kadeaps! nyiabMoHosioruu [TICITOIMY



HNMmyHOMOpdOoAOTHYECKHTE
MeTOABI Bepudukamuu I'’XA

MmmyBOIIEpOKCHAA3HEIE
PEAKIIAU C
MOHOKAOHAABHBIMU
AHTUTEAAMU K

B -
" s
SRR S A |

LCA, CD 1a, CD 68’ :.. B OJ'IO)I(PITGJ'IBHaH peaKnuAd

¢ MKAT k LCA, yB.x400
S-100

[TonoxurenbHas peakuus

¢ MKAT x S100, yB.x400
ApxuB kadeapsl nyiabMoHosioruu [TICIIOIMY



AunddpepeHimasbHO-
AnarHocruueckue kpurepum I'XA

Bo3moxHEBI MUHUMAABHBIE KAMH. HpOHBA@HI/I}I HpI/I Bpra}KCHHI)IX

Rtg n MopdoAormgeckux H3MEHEHHUAX B ACTKIX

KT — kucTO3HO-OyAA€3HBIE U3MEHEHUA, (DOPMHPOBAHIE

«COTOBOTO AETKOTO»
BosmMoxkHOCTE cucreMHOIO mopaxeHus (THIOMU3, KOCTH, KOKA)

PenmanBApyrOIINI THEBMOTOPAKC




Anmdanrnoseriomnomaros (AAM)

B PEAKOE 3200AEBAHUE, XAPAKTEPHUIYIOIIIEECH
OIIYXOAEIIOAOOHBIM Pa3pacTaHUEM ATUIIHIHBIX
I'AAAKOMBIIIIEYHBIX KAETOK B HHTEPCTULIMAABHOU TKAHU
AETKHUX, BOKPYT KPOBEHOCHBIX U AMM(PATHIECKAX
COCYAOB, OPOHXOB, OPOHXHOA; B AUM(ATIIECKAX Y3AAX
C IIOCAEAYIOIIEN MEAKOKHICTO3HOM TpaHCcOpMAIIHen
AETOYHOU ITAPEHXUMBI («COTOBOE AETKOEY)

m Auddysnas dopma
®m Ouarosas popma

m CMeIragHbIi BAPUAHT



Armauaemuosorua AAM

m Pacopocrpanensocts - 1 ma 400 000
B3POCABIX KEHITIITH

B YUncaeranocts 00AbHBIX NAM, 110
OOOOIMEHHBIM CTATUCTHYICCKIUM CBEACHUAM, -

25-50 TeICAT
m Cpeanun Bospact — 39 aer (12 —70)



OcHOBHBIE KAMHUUYECKHUE
npoaBaeHua AAM

[ Iporpeccupyromias OABIIIIKAa HHCIUPATOPHOIO UAU
CMEIIAHHOI'O XapaKrepa

VXyAIlleHIE B TIEPUOA MECAIHBIX, OEPEMEHHOCTH
KposoxapkaHbe

[ THeBMOTOpAKC

l mApOTOpPAKC — XMAE3HBI SKCCYAAT

B BosmoxkeH XUAE3HBIN ACHUT, HEPUKAPAUT, XUAYPHUA

Breaerounsie mpoAaBACHUA — ACHOMHUOMBI PA3AUIHOU
AOKAAHM3AITUHN (MATKA, IIOYKH, IIEYCHD,
PETPOIIEPUTOHEAABHOE IIPOCTPAHCTBO U AD.)

Ovyazosas gpopma ANANM — moscermn npomexanms beccumnmomtio



DyHKIINOHAABHBIE UCCACAOBAHUA

npu AAM

m Owuarosas dpopma — mokazatean PBA moryT He
M3MEHATHCA B TEICHUE AAUTEABHOTO BPEMEHH

m Audpdysaas dopma —OOCTPYKTUBHBEIN BAPHUAHT
m3meHeHnit PBA ¢ pesknm camxennem AAco n
IIPOTPECCUPOBAHUEM TUITOKCEMUHU



® AByCTOpOHHIE U3MEHEHUSA

Ay4deBrbie nccaepoBanusa npu AAM

(Audpdysuaa popma):

YcuaeHme AErOYHOTO pI/ICYHKa 3a CUCT
I/IHTCPCTI/IHI/IELABHOFO KOMIIOHCHTA

MeAKOOYaroBeIe 3aTEHEHM S

MeAkokncTO3HBIE OOPA30BAHUA
IMPHU3eMaATO3HBIE B3AYTHA

«KmcTro3zaO — OyAAE3HOE» AETKOE

ApxuB kadeapsl nyiasmonosoruu [ICIToI'MY



Ay4deBrbie nccaepaoBanusa npu AAM
(ouarosasa dpopma):

MHoxkecTBEHHBIE, PA3ATYHOU
BeAmanHb! (0,5 — 1,5 cm) ouarn,
YETKO OYEPUIECHHBIE, 0€3 KAKOU-
AWIOO IIPEUMYIIIECTBEHHOM
AOKAAU3AIIUH

Astelon A SPB Medical University
Ex 162 Goncharova L Y
MFCSIORGS 1949 Apr22 F 878
Sel 34 Acc 162
I 32445

A 1359 5

085
Lin:DCM { Lin:DCM D
W 1400 L-450

DFOY: 36.7 x

"Apxup Kad€nprl myapMmononoruu [TICIIGIMY



= BTC, OBA

m IIpoaude AT A TAAAKOMBIIIICYHBIX BOAOKOH
)

AMM@ATIIECKIX B KPOBEHOCHBIX COCYAOB.
Hematoxylin-eosin, x 160

B [ IMMyHOIHCTOXMMHYECKOE UCCACAOBAHHE |
IIPOAN(PEPUPYIOITUX FAAAKOMBIIIIEYHBIX KACTOK §
IIOAOKUTEABHO Ha:

B aKTUH
B ACCMUH

B MEAAHOMA-3AaBUCHUMBII MapPKEP (HMB_45> sl
(cmemmmdpmaHOCTD. > 95%0)

ApxuB kadeapsl nyiasmonosoruu [ICIToI'MY



AunddepennmmasbHo-
AuarHocTuueckue kpurepun AAM

AHaMHEe3: HAPYIIIEHHUA B PEIPOAYKTHBHON cdepe
I THeBMOTOpPaKCH

KpoBoxapkanbe

XUAE3HBIN BBIIIOT

A\eOMHOMBI PA3AMTIHON AOKAAU3AIIIN

KT — «xmcTO3HO — OYAAE3HOE» AETKOE

Mopdoaormdgeckn - mpoAudeparus rAAAKOMBIITICIHBIX
BoAOKOH, HMB-45 +




AABBEOAAPHBIU IPOTEUHO3

aerkux (AIIA) -

m Peakoe 3a00AeBaHTE, XaPAKTEPUIYIOIIIEECS
M30BITOYHBIM HAKOIIACHHEM (DOCHPOAUTIIAOB 1
OEAKOBOTO MATEPHAAA B MEKAABBEOAIPHOM
IIPOCTPAHCTBE.

[lo cocraBy HakarrAMBarOIITUIICA
MHTPAAABBEOASPHBIN MATEPHAA CXOACH C OEAKAMHU U
dochoanmaamu cypdaxkranTa



Arauaemuosorua AITA

B PacipocrpaneHHOCTD: 1 - 4 Ha 1 MAH HaceAeHUA
B CpeaHmni Bo3pact — 39 aer

m M: K -3:1.

m Kypuabmmkn: 70-75%

Seymonr & Presneill, AJRCCM 2002:



Kannnueckue u PpyHKIIMOHAABHBIE

npoasaeHuda AITA

Her :xarn00 — 25%

Oaprmka — 58%o
Karreas — 54%
Caaooctb — 15%
[Toxyaarme — 10%
Cyodeopnanrter - 13%

KpoBoxapkaube — 4%0

HUccaegoBanue ®BJI:

wKEJI - 84 + 19%/1
(HYDKHSA TpaHULa HOPMBEI)

mODB1 - 81 £ 20%/]
(HVKHSSI TPAaHKULA HOPMBI)

mDIL.CO - 65,1 = 15,4%)/1
(YMEPEHHOE CHUYKEHUE)




AyueBsbie uccaepoBauma ipu AlLIA

JIByCTOpOHHUE,
pacrpoCTpaHEHHbIE BO BCEX
OTAEJIaX JErKUX MEJIKO-
OYaroBbI€ 3aTCHECHMUS,
MECTaMHU CIIUBAXOLIUECS.

B OOAACTH «MATOBOIO CTEKAAY,
OTTPAHUYEHHBIC OT HEN3MEHEHHBIX

YIACTKOB — «reorpadpmaeckas KapTay

B YTOAIIIEHHUE MEKAOABKOBBIX
IIEPETOPOAOK HOAHUTOHAABHOU (boprI —

«OyABIKHAS MOCTOBA)
50 mm/00:1
Tic 0.0

ApxuB kadeaps! nyiabMoHosioruu [TICIIOIMY



Anarmocruka AIIA
m JKBAA:

®  Makpockonuyaecky;

m  (CeroBasg MHKPOCKOIIUA:

PAS-peakmusa (LK) - mypraypHoe oxparmmBanue aMOp@HOro
AITMAO(PUABHOTO COAEPKUMOTO BAM 11 BHEKAETOYIHO

B I ucrorormuecku:

m PAS-mtoroxkuTeApHOE aMOP(PHOE AITUAODUABHOE COAECPIKIMOE
B AABB.IIPOCTPAHCTBAX

ApxuB kadeaps! nyiabMoHosioruu [TICITOIMY



AunddepennmmasbHo-
AuparHocTuueckue kpurepunm AlIA

Bo3moxxHEBI MUHUMAABHBIE KAMH. HpOHBA@HI/I}I HpI/I Bpra}KCHHI)IX

Rtg n K'T m3meHeHNAX B AETKAX
KT — cammrrom reorpadrgecKkon KapThl, OYABIKHOIT MOCTOBOM
KBAA — Oeaas, MmyTHAS, OOPA3YET OCAAOK IIPH OTCTAMBAHUH

[Toaoxureapras PAS-peakmusa 8 ZJKbAA, 6monrare




Ocreonracruueckasa maeBMmorarua (OIT)

(occupurxanua AerKux, OCCHOHIIHPYFOIITHI

ITHEBMOHHT, KOCTHAA METATIAAZHA ACTKHUX)

B pEAKOE 3200AEBAHUE, COIIPOBOKAAIOIIIEECH
ITATOAOTHYIECKIM OOPa3OBAHIEM XPAIIEBOUN 1
TPAOEKYAAPHOM KOCTHOU TKAHU B CAU3UCTOH
O0DOAOYKE TPAXEH, OPOHXOB M/ UAH B ACTOYHOM
TKAHU



OcreomnmracTruyeckKasa IIHEBMOIIATUSA

B mupe - oxoao 200 cayuaaes OIl.
Kadeapa myasmonororum [ICITIOI'MY — 3 caywaas

Harmre — y myxana 40-60 aet

Teuenue XPOHHYIECKOE, MEAACHHO ITPOIPECCUPYIOIIIEE.
Bosmoxxkasie IIPOABACHUA:

B OABIIIKA, IPEUMYIIIECTBEHHO HHCIIXPATOPHAA
[ Kp0BoxapKaHbe

B CrodTaHHBIE ITHEBMOTOPAKCEHI

K PBA: oOCTpyKTUBHBIE HAW CMEIIIAHHBIE HAPYIIICHUS,

camxenne A/\co, runoxkcemus



OcreomaacTrnueckKas IHEBMOIIATUSA

m  PacipocrpaHeHHOE
YCHAEHHE ACTOYHOTO
PHCYHKA, ceTIaTad,
MECTAMU AYENCTAST ETO

aedpopmarus.

B OOBI3BECTBACHHDBIC
VIACTKH
IPOTHKEHHOCTBEO

1-5 MM, B T.9.
HENPABUABHOU
«BETBAIIEHCHD (DOPMBI.

ApxuB kadenpsl myasmonosoruu [ICIIGI'MY




OcrTeornracrnueckKas ITIHEBMOIIATHUSA

®m B puoposmposanEHOM
WHTEPCTUIIIN OIIPEACAAFOTCH

KOCTHBIC ITAACTHMHKM, MMCIOIITMIC

HGHPZIBI/IAI)HI)IC O‘ICPT&HI/I}I,

MeCTaMHU BeTBAIIHECA. KOCTHAA TKAaHb OKPYKEHA Y3KOU
30HOM COCAMHUTEABHOU TKAHHI, MECTAMU B KOCTHBIX
OaAKaX BUAHBI T'ABEPCOBBI KAHAABI, B MEKKOCTHBIX
IIPOCTPAHCTBAX < - JKUPOBOU KOCTHBIM MO3T

ApxuB kadenpsl myiasmonosoruu [ICII6I'MY



AunddepennmmasbHo-
AanarHoctuueckue kpurepum OI1

3a00A€EBaHUE AAUTEABHOE BPEMS IIPOTEKACT
OeCCHUMITTOMHO

KT - 0OBI3BECTBACHHBIE YUACTKH HEIIPABUABHOMN
«BETBAIIEIICS» (boprI

Mop(bOAoquGCKH - KOCTHBIE TIAACTUHKHU B AETOYHOM
MHTCPCTULUH




3akarouenue (1)

B PanHdaa AMArHOCTHUKA U OKA3aHUE AACKBATHOMN
MEAUTTTHCKOM rmoMoInn pu peAknx A3A Bo
MHOTHX CAYYafAX IHO3BOASET 3HATUTEABHO IIPOAAUTE
’KU3HDb IMAITUECHTOB U YAVYIIIATD €€ KAYECTBO.

B Amarsoctmueckue ommuoOky Ipu A3/\ cOCTaBAAIOT
okoAO 80%. Bo MEHOrHX cAy9IaAxX OHI OOYCAOBAEHBI
HEAOCTATOYHOU OCBEAOMAEHHOCTBIO Bpaven O
PEAKIX 3200AEBAHUAX ACTKAX



3akaroueHue (2)

Ilopospenue Ha A3A:

_ —

OABIIIKA, 9ACTO OPOIPECCUPYIOIIAA
Rtg: cHHAPOM AErOYHOM AUCCEMUHAIINN

DOBA: kak IpaBUAO, TPU3HAKA PECTPUKITIN
(CHIKEHIE OOBEMHBIX ITOKA3ATEAECH), BO3MOKHBI
— OOCTPYKTHUBHBIE HAW CMEITTAHHBIEC HAPYITICHMS,

cumxenue /\/\co.



3akaroueHue (3)

m [JammmenTsr c moao3pernem Ha A3/\ AOAKHEI OBITH
OOCAEAOBAHBI B CIIEITTAAUZHPOBAHHOM VIPEIKACHUH C
IIPOBEACHUEM 110 ITOKA3AHHUAM:

KomnprorepHOU TOMOrpadHUU OPraHOB IPYAHOM IHOAOCTH.
DxoKapanorpadun

Kommaekcaoro uccaeproBarnus PBA

NccaepoBanus xkuAkoctu bAA

[lepdysnoHHON CIMHTUTPADUH AETKUX

broricun AerogHOM TKaHU: YPE3OPOHXNAABHOM,
BUAEOTOPAKOCKOIIMYIECKOHN, OTKPBITOM.
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Ecmb peokue 6onesnu, Ho nem
He 3ACAYIHCUBAIOUUX BHUMAHUSA
Oose3nell

Criacubo 3a saumare!
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