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I emoaMTHYECKHE AaHEMUH,
CBSI3aHHbIE ¢ HAPYIIEHHEM
CTPYKTYPHBI 0eJIKa MeMOpaHbI
IPUTPOLUTOB



rEMOJIUTHYECKAsI aHEMUS, B OCHOBE KOTOPOU
JI€KaT CTPYKTYPHBIC W (DYHKIIHOHAIbHBIC
HapYyIICHUS MEMOpPaHHBIX OCIIKOB,
IPOTEKAIOIIasl ¢ BHYTPUKICTOYHBIM
TEMOJIA30M.

- ayTOCOMHO-JIOMWHAHTHBIN;

25 % ciydaeB criopagudecKue, 00yCIOBICHHBIC
BO3HMKHOBECHHEM HOBOI MyTallHH.



HI\IL\I\II'I' Rl\ m I/ aY>)
HCPCKT OCITROD

MeMOpaHbl 717 MPOHUIIAEMOCTH MEeMOPaHBI

dpUTpoLunNTOB AJIS1 HOHOB HAaTpusl
(cnekTpuHa n

—  aHKMpuHa)

TMHTEHCUBHOCTH [VIMKOJIH3A
U yCWJIeHHe MeTa0d0Im3Ma

JIUTIH/I0B
YBeJInueHue
o0beMa
IPUTPOLUTA
I'emoaunTHuyeckas g S rree
aHeMHUs MHUKpocheponur
B CeJIe3eHKe




3a0o0eBaHuE IPOTEKAECT 10 TUITY YepeIOBaHUS
000CTpEHUIN U PEMUCCHH.

K Kpu3y nmpeapacmoJarar:.
MEPECOXJIAKICHUE
IIEPETPEBAHNUE
[ICUXUYECKas TPaBMa

MHTCPKYPEHTHBIC HH(EKIUU
BaKI[MHALIUS
000CTpEHUE XPOHUUCCKOM NH(PEKIIUU



Beayume cMiMnTOMBI, XapaKTEPHbIE AJIA
BHYTPHKJIETOYHOI0 IeMOJIN3A:

| xenTyxa
| OJEeTHOCTh KOKH U CIIN3HUCTHIX

| CINICHOMCT AJINA



CrieHomeranus (Ha BbICOTE KpH3a CeJIE3CHKA
yBEJIMYCHA 3HAYUTEIBbHO, IPU MalbIlalliy
IJIOTHAs, TJIaJKast, 00JIC3HCHHAs ).

VYBeJIUYEeHUE [ICUCHH.

JKenmuHokameHHast 00JIC3Hb BCTPEUYACTCS
npuOIM3UTEIbHO y 50 % OOJILHBIX, HE
MOABEPTHYTHIX CIICHAKTOMMHU.



MHOXXECTBEHHAs] CTUTMUPOBAHHOCTH (OaIlICHHBIN
yepen, TOTHYECKOe HEOO0, MUPOKaAs IIEPEHOCHIIA,
aHOMaJIuu 3yOOB, CUHAAKTHIIMS, TTOJIWIaKTHIINS,
rETEPOXPOMHUS PATYKHOKM 000JIOUKH).

CepaneOneHue, IpUriyImeHHOCTh TOHOB,
CUCTOJIMYECKUH NITYM, PACILIMPEHUE TPAHUII
OTHOCUTEIJILHOU CEPACYHOU TYIIOCTH.

boiu B )KUBOTE, )KUIAKUU CTYJI, PBOTA

[Ipu Ts5KEI0M, IIPOTPECCUPYIOIIEM TCUEHUH
3a00JI€BaHMA - 3aJ€PKKA POCTA, YMCTBEHHOE
HEIOPA3BUTHUE, TUIIOTCHUTAIU3M.



BO3HHUKAET CIIOHTAHHO
UM Ha (pOHE MH(EKINU:

IMOABJISICTCA WIIM YCHUIIMBACTCA KCITYXA

HapacTalOT pa3Mepbl CEIe3EHKH, OHa
CTAHOBHUTCS O0JIC3HEHHOU

CHW)KAIOTCS KOHIIEHTpaIdsl I'eMOITIOOMHA U
COoACpKaHUE YPUTPOLIUTOB, HapacTaeT
PETUKYIOLIUTO3

MOBBIIIAETCS  KOHLEHTPALMS  HEIPSIMOIo
ounupyonHa u JIJII.



- TSIKEIIO€ OCJIOKHEHUE
reMOJUTHYECKOIO KpHU3a, BO BPEMsI KOTOPOI'O MOSBIISIOTCS
CUMIITOMBI TUIOIIJIa3UH KOCTHOIO MO3Ta ¢ M30upaTeIbHbIM
OPaXXECHUEM IPUTPOUIHOIO POCTKA.

Knunuka:
BBIpAKEHHAs OJICTHOCTh KOXKU U CIIM3UCTBIX 000TI0UEK
ITOJTHOC OTC}’TCTBHG HKTepI/IIIHOCTH KOXHN U CKHGp,

YBCINYCHHUC CCIIC3CHKU OTCYTCTBYCT HJIM BBIPA’KCHO
HC3HAYUTCIIBHO

OTCYTCTBYET PETHUKYJIOLUTO3, BIUIOTh JIO MOJIHOTO
HMCUE€3HOBCHUS PETUKYJIOIUTOB U3 IEpU(pepruUeCKO
KpPOBU

TPOMOOILIUTOIICHUSI.
TUIIOKCEMUS U TUIIOKCHUSA



J/IlmarHocruka

HOPMOXPOMHas
rmneppereHepaTopHas aHeMus
(cogepkaHne peTuKynoumuToB
konebnetca ot 50-60 go 500-600
%o;)

B ma3kax KpoBwu
MukpocdepoumnTtsl (0T 5-10 % Ao
abCOsTHOro OOSbLLIMHCTBA).

B nepuon remonmuTtmnyeckoro
Kpu3a MOXET OTMeYaTbCH
NEenKoUnTo3 C HEUTPOMUIbHbIM
casurom, yckopeHue CODO.




HenpsamMaga runeponnmMpyonHemMus, cteneHb
KOTOPOW 3aBUCUT OT TSXKECTU rEeMONUTUYECKOIO

Kpu3a
YpPOBEHb ranTornobuHa CHMXaeTcs.

rmnepnnasng 3pUMTPONAHOro pocTKa,

rnenkoaputpobrnactnyeckoe CoOOTHOLLEHNE
yMmeHblieHo oo 1:2,1:3 (npotme 4 : 1B
HOPME) 3a CYET KITIETOK 3pUTPOUOHOIO POCTKa.



DPUTPOUMUTOMETPUSA C IIOCTPOCHUEM KPUBOH
[Iparic —/I>xoHca (CMeELIeHnE
SPUTPOLUTOMETPHUUECKON KPUBOM BIIEBO).

OnpenesieHne 0CMOTHYECKOU
PEe3UMCTEHTHOCTH YPUTPOLIUTOB (CHUKCHHUE
MuHUMalIbHOM 0,6-0,65 (B HOpME - 0,44)
JIAXKEe HEKOTOPOE MOBBIIIEHNE MAKCUMAJIbHOU
pe3ucrtenTHocty 0,3-0,25( B HOpME -

0,32-0,36).
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JleyeHune 00JIbHBIX HACIEACTBEHHBIM
MUKPOCHepouTo3oM

MHJQY3NOHHaa Tepanus

nepenmeaHne aputpoumTapHon maccel (npun Hb
<70 r/n).

CMNJIEHIKTOMUSA, KOTOPAasi OKa3blBAETCH
adopekTnBHOM B 100% cnyyasx.

CnnneHaKmomusi noKa3aHa rnpu:
YACTbIX FreMONUTUYECKNX KpN3ax
pe3Kkon aHeMun3aLum 6OSIbHbIX
NHAPKTaxX Cene3eHKu
npucTynax ne4eHoOYHOM KOMMKMN.



HacJiieacTBeHHO0-00yCJI0BJIEHHBIC AaHEMUH
CBsI3aHHbIE C Je(eKTOM MM AePUIIUTOM

(pepMEHTHBIX CHCTEM IPUTPOIUTA



Heoocmamounocmo 2110K030-6-
hocham oezuopozenaswot (I'-6-D/II).

HacregyeTtca no peueccuBHOMY TUMYy,
cuenneHHoOMY C NofioM (KnMHUYecKue
nposiBNeHnst HabnwaarTCs
NPENMYLLIECTBEHHO Y MY>KUYUH).



Ilarorene3 I'A npu nepuuurte I'-6-OAI

Hepuuur
I'-6-®/1 B 3puTpouure

HapyuieHue BOCCTaAaHOBJICHUA
HAJI® v riiloTaiuoHa

JenicTBHe
reMOJJUTHYECKHUX BelleCTB

| 3amuTHEI MEeMOpAaHBI APUTPOIIUTA
OT reMOJIMTHYEeCKHX AT€HTOB

>

BHyTpHCOCYIMCTBIN reMoJIu3




[eMOonNnUTUYEeCKN Kpnu3 BO3HUKAET Yepes 2-3 OHA nocne
rnpuemMa fiekapCTBEHHbIX NpenapaTos

BblCOKasi Temneparypa
pe3kasa crnabdbocTtb

Oonu B )XMBOTE U CMNUHE
obunbHas pBoTa
BblpakeHHasi oablLLKa
cepauebunenmne

BblOeNneHne TEMHON MOYN, UMEIOLLIEN MHOTOA YepPHbIN LBET
(BblOAeneHne ¢ MO4YoM remocuaepuHa)

B HEKOTOPbIX CryYasax BCreACcTBUE 3aKyNOpKM MOYEYHbIX
KaHanbLeB NpoAyKTamu pacnaga remornobuHa - passuTme
OCTPOW NOYEYHOM HEQOCTATOUYHOCTH.

XXENTYLIHAaA oKpacka KOXHbIX MOKPOBOB U CIIN3UCTbIX
obonoyek

yBeJIN4eHNE CEJIE3EHKN, PEXKE MNEYEHN.



Bblpa)XeHHasi HOPMOXPOMHada aHEMUSA C NadeHNEM
remorno6buHa go 30 r/n n Huxe.

BblCOKUM peTukynoumtos (4o 100%o0) Hann4me HOpMOLMTOB B
KPOBMW.

OCOBEHHOCTbLIO SPUTPOLUTOB SABMSIETCS MPUCYTCTBUE B HUX
Teney NenHua, npeacraBnsaoWwmx cobon geHaTypupoBaHHbIN
remorrnoounH

OCMOTNYECKas! PE3NUCTEHTHOCTb APUTPOLINTOB HOPMasibHas
NN noBbIlLEHA

CO CTOPOHBLI 6enon KpoBM BO BPEMS KpM3a OTMeYaeTcs
NenkKounTo3 Co caBUrom BNeBo 40 MMENoUuUToB 1 bonee
MosnodbiX dopm.

HabntogaeTcs rmnepnnasns 3pUTPoONaHOro
pPOCTKa 1 ABNEHNs apuTpodaroLmMTosa.

CHuxeHue akmueHocmu I-6-®[I B sputpouutax 6onbHbIX, a
NHorga nx poaCcTBEHHUKOB.



JledeHHe aHeMun

I1oBTOpHEBIE IEPENUBAHUA CBEKEIITUTPATHOU
ofHOrpynImHou kpoBu no 250-500 mu 1-2 paza B
HEJICII0 BHYTPUBEHHBIC BIUBAHUS OOJIBIINX
KOJIMYECTB (DU3HUOJOTMYECKOro pacTBOpa UM 5%
pacTBOpPA IIFOKO3HI.

B KQY€CTBE IMIPOTUBOIIOKOBBIX ITPEIIapaToB
IPUMEHSIOT MOP(MHH, MPETHU30I0H, TPOMEO.

[IPU PA3BUTUU OCTPOH MTOYECYHOU HETOCTATOYHOCTHU
IIOKA3aHO MPOBEACHUE TEMOINAIN3A.

TP HETSHKEIIBIX TEMOJIMTHYECKUX KPU3aX B KAYECTBE
AHTUOKCHUAHTHOTO Ipernapara Ha3HAyarT IPEBUT
BHYTPUMBIIIEYHO IO 2 MJI 2 pa3a B JICHb.



IpodhniaakTuka reMoJIUTHYECCKUAX
KPHU30B

TIIATEIbHBIA COOp aHaMHE3a Mepe]l Ha3HAYCHUEM
CPEACTB, CHOCOOHBIX CIIPOBOLIMPOBATH
rEMOJIMTUYECKUI Kpu3 npu aeduiure I'-6-@,

IpU HEOOXOAMMOCTH IMIPUMEHEHHUS ATUX MPEIapaToB
PEKOMEHAYETCS MCHOJIb30BaTh CPEACTBA A5
BOCCTAHOBJICHUS IIOTAaTHOHA. C 3TOU LIETIBIO
IIPUMEHSAIOT KCUJIUT B CYTOYHOU J103€ 30 T B
KoMOMHanuu ¢ puooduasuHom B 03¢ 0,03 . B
TeueHue 1-2 MecsIes.



- IPyIINa HACJICACTBEHHBIX OOJIC3HEMH,
00y CJIOBJICHHBIX HAPYIICHUSIMU
CUHTE3a WIH CTPOCHUS FreMOINIOOMHA.



- camas
pPaCIIPOCTPAaHECHHAs IT'€TEPOTCHHAA IPynna
reMOIIOOMHOIIATHH, BBISBIISICMBIX
IIPEUMYIIIECTBEHHO B CTpaHax
Cpean3eMHOMOPbs, Ha BoCTOKe M
CeBepHoM KaBkase.



B ocHoBe
3aboneBaHNa NEXUT
reHeTU4YeCcKnmn
nedekt. N36bIToK
HenapHbIX
rMoOMHOBLIX Lienen
MHAYUMpYyeT
obpasoBaHune
HEepacTBOPUMBbIX
TeTpamMepos,
abcopbupyroLmxcs
Ha MeMbpaHax
SPUTPOLNTOB U
noBpeXxgarwnx nx. Mosiekynia reMorno6uHa




Tun HacnegoBaHUA NpPU
TanaceMmuu

Father Mother Key

Mild anemia @ Mild anemia o g Chromosome 11
(thalassemia < (thalassemia (1 beta-giobin gene
trait) trait) from each parent = 2)
One gene ' One gene 2A

affected affected s A

Normal Affected
gene  gene

Mild anemia &
(thalassemia

Mild anemia o
(thalassemia

trait) ) 4 ﬁ trait)

One gene
affected

One gene
affected




KinHnyeckass KaApTUHA

Y retepo3nroTHbIX HOCUTENEen reHa 3aboneBaHne
NPOTEKAET NErko Unn He NPOoSIBASIETCA COBCEM.

Y rOMO3UTOTHLIX HOCUTESNIEN reHa U NMpu
KOMOMHUPOBaHHbLIX pOopMax pa3BMUBaETCS

TsXKenasa popma tanaccemum (bonbLuas
Tanaccemus, ).

Y 00NbHbIX OObIMHO MMEeeTCd MHOIoO CTUIMM
On3ambpuoreHesa:

MOHTONTOUAHbLIN pa3pe3 rMasHbIX Lenewn,
rmnepnnasmsa byrpos 4yepena,
HU3KOPOCIIOCTb

rMnepnMrmeHTaumnsa KoxXu;



YBENUYEHbI U
YNNOTHEHbLI NEYEHDb U
cernes3eHka.

4acTo pa3BMBAOTCH
nepuKkapauT, LMppo3
NeYeHu,
rMNepCnneHn3m u
CHXKEHne
MMMYHUTETA.




JlabopaTopHbIe HCCIe10BAHUS

B aHanun3ax KpoBu:

*  CHWXEHbI KOHLIEHTpaL S
remorrnobunHa un
cogepxaHue
SpPUTPOLINTOB

* XapaKTEPHbI
apunTpobnacTos u
MWUKPOLINTO3

* QPUTPOLUTLI
MULLIEHEBUOHBbIE, C
baszodunbHoOm
3€PHUCTOCTbIO



CHWKCHHE KOHILIeHTpanuu HbA, nmoBbIlieHHE -
HbF u HbA2.

[IOBBIIIICHUE OCMOTHYECKOU CTOUKOCTHU
SPUTPOIIUTOB

MOBBIIICHUE KOHIICHTPALIMS HEIPSIMOIO
OunupyorHa

KOHIICHTPAIM CBIBOPOTOYHOIO JKEIe3a
HopMaiabHas niy nosbieHHas. OXKCC B
npenaeaax Hopmel. Koo @uiueHT HachICHUS
TpaHC(eppHrHA KEJIC30M 3HAYUTEIBHO
MIOBBIIIICH.

OOHapPY>KUBAIOT JIEC(PEpaioOByI0 CHACPOYPHIO.



PeHTreHorpamma uepena

° XdPAKTCPHBIC a Thalassenua Major - bone changes
N3MCHCHMHMA YCPCIIa

B BUJIE
MOTIEPEYHOM
UCUYEPUYECHHOCTH
(«1m€TKa») u
O0CTEOII0PO3a




JledeHHue TajgdacceMum

[Ipu nérxkux popmax cumnromarndeckoe. Haznagarot
(POJTUEBYIO KMCIIOTY KypCaMH I10 3 HEJl KaKIbIC 3
MecC, 10 1-2 Mr/cyT.

[Ipu cpeaHETHKENBIX (DOPMAX IIEPEIUBAIOT OTMBITHIC
SPUTPOLIUTHI 10 MEPE HEOOXOAUMOCTH, ITPOBOSAT
KypChl Ae(hepoKCaMuHa JJ1 BbIBECICHUS JIUIITHETO
KEje3a, CINIEHAKTOMMUIO.

[Ipy BeIpaKEHHOMN TAIACCEMUM €AUHCTBEHHbBIN
paarKaJIbHbIA METOJI JICYCHHUS - TPAHCILIAHTALIUS
KpPacCHOI'0 KOCTHOTO Mo3ra. M3y4datoT 3(peKTUBHOCTH
IIPHU TAIACCEMUH [IUTOCTATUKOB, SIIO3THHA O€Ta
(HampuMep, SPUTPOIIOAITHUHA YEIIOBEKA
PEKOMOMHAHTHOTO).



CepriosuOdHOK/IemoYyHasi aHeMusi

- ’?




30Ha pacnpocTtpaHeHnsa CKA
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IlaTorenes cepnmoBUIHO-KJICTOYHOH
AaHCMHUH

MyTauus

3ameHa BanuHa Ha rnTagMoHOBYIO KUCIOTY B B-uenu

JIuxopajaka

AI[HI[03 H bS
I'mnoxcus

Heruaparauu >

b |

Andpexuns HHoaumepuszanus,

«CEPIICHUEC»

Ba3oakk/i1103MOHHBIN
I'emosmuTyeckuii Kpus Kpu3




RBCs flow heely
within blood vessel




KinHnyeckass KaApTUHA

YMEpPEHHas XenTtyxa
Tpodunyeckne s13Bbl B 061aCTH NOAbRKEK

OTCTaBaHue B U3NYECKOM pa3BUTUN (OCODEHHO Y
Masib4MKOB)

npuanmam

npenpacnosyioKeHHOCTb K arjiaCtTu4eCknm un
reMosimMTU4eCKUM Kpn3am

boresble Kpn3bl

crnfieHomMmeranus

xonenutmnas

aBaCKynsipHble HEKPO3bI

OCTEOHEKPO3 C pa3BUTUEM OCTEOMUENUTA.



JlaboparopHasi AMarHOCTHUKA

CHUXKEHME KOHLUEHTpaUum remornoduHa
PETUKYIOUNTO3 (rMneppereHepaTopHasi aHeEMUS )
BCTpeyatoTcs kKonbua Kebota n Tensua XKonnu
JlenkoumnTo3s
TpombounTos
yMeHbLieHne CO3.
B ma3ke nepughepudeckou Kpogu 3pnTPoLNTbI UMET bopmMy cepna.

KOHUEHTpauusa onnnpyburHa cbiIBOPOTKN KPOBU
crierka nosblLLEHA.
- 9puTpouaHas runepnnasns, ysenmieHune
KOnnyecTBa MHOrosiA€PHbIX KINeToK-NpeaLecTBEHHNKOB.

[Tpu anekTpodopese remorrodbnHa obHapyXnBatoT NOIMMEPUN30BAHHbLIN
HbS.



JleueHue

[Tpn oCcTpbIX DONEBLIX KpU3ax cpeaHen CTenexHu
TSXKECTU NPUMEHSAIOT HEHAPKOTUYECKNE
aHanbreTmku (MbynpodeH, napaueramorn)

B CTaUMNOHAPHbIX YCITOBUAX - HAPKOTUHECKUNE
dHAllIbFrETUKUN NMapeHTepasibHo.

[1pn pa3BUTUN MHPEKLMOHHbIX OCITOXXHEHWUN
Ha3Ha4alT aHTUOUOTUKW.

[logoepxuBaroLwlaa Tepanusa - TpaHcdys3nm
OTMbITbIX NN PAa3MOPOXKEHHbIX 3PUTPOLIUTOB, a
TakKke aHTUKoarynsaHTos.

AHeMna pagmkanbHoO Hensnevynma. HekoTtopeble
OEeTU YMUPAaIOT OT HEKPOTUYECKNX OCIOXKHEHUM
Unn cerncuca.



JIeueHHre CepmoBUIHO-KJIETOYHOM
AaHCMHUU

MbiWwb C CEpPNOBW AHO-KNETOYHOMN aHeMuen

e

COOop KNeTOK KOXWU

Auqxbepenuuposlg J J
B KNETKH KpoBM J J

\

Oct4, Sox2
Kif4, c-Myc

MepenporpaMMMUpoOBaHne
B iPS-kneTkun, nogobHblie Bapy.cd

3M6P“0Haﬂ bHbIM CTEQNOBbLIM
KNeTKkam

s A e MCNpaBNeHHbIe
iPS-Kne?‘m

™ ——— -
L ——— —
e @ — r—
\ o FreHeTHUeCKNH

FEHETHUECKH WAGHTHUHBIE
iPS-knetku -—




Pa3Butne 3aboneBaHnsa CBA3aHO C
NOsIBIIEHMEM B OpraHmame 60nbHOro aHTUTEN
K COBCTBEHHbIM 3pUTpOLMTaM, KOTOPbIe
arrmioTUHUPYIOTCHA U NoABepratTcs pacnaay
B KNETKaX PeTUKYNOrMcTMoLMTapHON
CUCTEMBI.



cuMnToMaTmnyeckme (MNP XpoOHNYECKOM
numaornenkose, nMumd@orpaHynemarTose,
OCTPOM JienKo3e, CUCTEMHOW KpacHOU
BON4YaHKe, peBMaTongHOM apTpuTe,
XPOHNYECKUX renatuTtax n umpposax
neyeHu)

nanonartn4ecCkme aytomMmmMyHHbIE
reMorinTn4eCkme aHeMmnmn.



K/IIMHUKA

[1o KIMTMHNYECKOMY TEHEHNIO BblAENAKT OCTPYIO U
XPOHNHYECKYHO ayTOMMMYHHYHO TEMOJTIUTUHECKYIO aHEMUNIO.

y OONbHbIX:
BHesanHo nosaBnaeTcs peskasi criabocTb
CepauebueHue
OpablLiKa
Ilnxopagka
KenTtyxa.

3aboneBaHne pa3BMBaETCS

McnoaBorib.

obLlee cocTosgHMe BornbHbIX USMEHSIETCA Maro.
BbISIBMNSIETCA YBENTMYEHUE CENE3EHKN, PEXKE - NMEYEHM.



® HOPMOXPOMHasi NN YMEPEHHO rMNePXpPoOMHasl aHeMns
PA3NIMYHON CTENEHN, PETUKYITOLMUTO3, HOPMOLINTOS.

® Konn4yectBo NEUKOLMTOB NpU nanonatnyeckmnx popmax

noaBep)KeHo KonebdbaHnam B criyyae OCTpOoro
reMOorMTUYECKOro Kpmnaa BcTpevaeTcs NENKoLMTO3 CO
CABWIOM BINEBO 4O MUEMNOLINTOB.

OcmMoTu4yeckast pe3aMCTeHTHOCTb 3PUTPOLIUTOB B
OONbLUMHCTBE Cly4aeB CHUKEHA.

HabnogaeTca pe3ko BblpaXXeHHas
rmnepnnasus SpUTPONaHOro pocTka.

OTMEYaEeTCHa yBENMNYEHNE COAEPKAHUS
HenpsiMoro ounupyouHa

[loBblLLEHA IKCKpeund CTepKO6I/IJ'II/IHa C KaJ1oM.



OCHOBHbIM METOOM BbISIBIIEHUA Ha
apuUTpoLMTaxX ayToaHTUTEN SABMAETCH
npo6a Kymbca.

PasnunyatoT

lMpsimasi npob6a NonoXXnTernbHa npu
oOHapyXeHn PUKCNPOBaHHbIX Ha
NOBEPXHOCTU 3PUTPOLINTOB aHTUTEN.

[na BbiIsBNEHUA CBOOOAHbLIX aHTUTEN
NPUMEHSIOT HenpsamMyro npoby Kymbca.




JleueHne ayTOMMMYHOU IeMOJIUTHYECKOM
AHCMUU

B octpoii paze - npegnuzonoH (1 mr/kr). [logaep:xuBaroias
no3a cocrasisieT 5-10 Mr/cyt. JIeueHue npoBOAUTCS HA
IPOTSKEHUU 2-3 MECSIIEB, 10 NCUE3HOBEHHUS BCEX MPU3HAKOB
reMoir3a 1 Heratupauuu mpoosl Kymoca.

(6-MepKanTonypyH, a3aTHONPHUH,
XJI0paMOyIIMI), a TAKKE MPOTUBOMAIISIPUIHBIC MPEnapaThl
(memarun, pe3oxuH). Jloza 6-MepkanTonypuHa U a3aTUONPUHA

coctaBigeT 100-150 mr/cyT, xJmopaMOyLIMII HA3HAYAIOT B JO3€
10-15 mr.

[Ipu peruauBHpyomuX hopMax 3ad0JeBaHMI U OTCYTCTBUH
adeKxTa OT IPUMEHEHHUS TIIIOKOKOPTHUKOUIOB U
MMMYHOJIENPECCAHTOB MOKa3aHa

TOJIBKO I10 YKM3HEHHBIM MMOKa3aHUSM (pPEe3KOe
naJicHUE TeMOIII00KHA, COMOPO3HOE COCTOAHNME). PekoMeHayeTcs
CIeIIMAJIbHO TTOA0MPATh JOHOPOB, UbH SPUTPOIUTHI JIAOT
oTpuIaTelbHyI0 IIpol0y KymoOca.



- rpynna 3aboneBaHnn, OCHOBHbIM
NMPU3HAKOM KOTOPbIX SBISETCH
aenpeccmss KOCTHOMO3roBOro

KPOBETBOPEHUSA NO AaHHbIM
acnmpara n buonTtata KOCTHOrO
MO3ra n nepugepunyeckas
NaHUMTONEHNS



IlaTorenes AA

HenocpeacTBeHHOe NnoBpeXxaeHne
NONUNOTEHTHbLIX CTBONOBLIX KNeToK ([MCK),

N3MEHEHNE MUKPOOKPY>KEHUSA CTBOJTOBOU
KNEeTKU U BCNeaCTBUE 3TOM0 TOPMOXKEHUE
NN HapyLleHne ee PYHKLUUU;

NWMMYHOMAaToJ10rm4eCckoe COCToAHuE.

NPUYNHOU pasBUTUA annasun
KPOBETBOPEHNA, BEPOATHO, ABNAETCA
NOBbILLIEHHBLIN anonTo3 CTBOJSTOBLIX KMNETOK.



Kiaaccudpukanus
B. . Kaannu4denoii (1983)

.
1. HacnepncteBeHHble annacTnyeckme aHemmm ¢ ObLLMM nopaXxeHnem
remornosa3sa.

1.1. HacneactBeHHast annactnyeckas aHemMmst ¢ OBLLIUM nopaXXeHnem
reMonoasa n BPOXAEHHbIMWU aHOManMamMmn passutnsa (aHemmnst PaHkoHN).

1.2. HacneacrtBeHHada cemenHasa annactuyeckas aHemmus ¢ ooLwmnm
nopaxeHnem remonoasa 6e3 BpoXXaEHHbIX aHOManun passutmna (aHemus
JcTpeHa—[amelueka).
1.3. HacnenctBeHHaa napuuanbHas annactuyeckas aHemMusi ¢
n3dmpatenbHbIM NMopaXeHNneM apuTponoasa (aHemusa bnekdpeHa —
[davmoHaa).

Il.

1. C obwmm nopaxxeHnem remoroa3sa.
1.1. OcTpaga annactnyeckast aHeMuS.
1.2. [NogocTpasa annactnyeckaa aHeMuA.
1.3. XpoHu4yeckasa annactuyeckasd aHeMus.

2. C nsbupartesribHbIM NopaXXeHMeM 3puUTpornoasa (napumanbHas, Yyncras
npuobpeTeHHasa KpacHOKMNEeTOYHaa annactmiyeckas aHemms).



KOHCTUTYIIHOHAJILHAS
anJiacTudeckasi aneMust (AHeMHUA
DaAHKOHH)

Hacnemyercs o ayToCOMHO-pEIECCUBHOMY
TUIY, BCTPEYAIOTCSL CEMEUHBIE (DOPMBI
3a00JI€BaHUsI — Y OpaTbeB U CECTEP

3a00JIcBaHME Yallle BCErO JMarHOCTUPYETCS B
Bo3pacrte 4-12 jiet, Korna mosBIIseTCs
reMaTOJIOTUYECKAA CUMIITOMATHKA.



KnnHuka aHemMumn ®aHKOHW

3aJepKka BHYTPUYTPOOHOro pasBUTUA, CHUXKEHUE
mMacchl Tena (< 2500 r.) n poct 45-48 cm npwu
pOXOeHNN

OanbHeuwemM oTcTaBaHMe B (PM3NYECKOM pa3BUTUN
KOCTHbIN BO3pacT OTCTAET Ha 2-5 NET OT NacnopTHOro

BPOXAEHHbIE aHOMaNMMM pa3BUTUS. MUKpoLedanus,
MUKpOddTaribMus, Kocornasue, aruKkaHT,
rmnepTenopunsm, annasus Unu runonnasnga 6onbLLIoro
nanbua Knctun n | metakapnanbHOM KOCTU, OTCYTCTBUE
ny4yeBOU KOCTW, NyYENOKTEBOU CUHOCTO3,
KOCOPYKOCTb, CUHOAKTUIINA, rMnonnasung
TazobegpeHHbIX CycTaBoOB, aHOManun pasBuTuUs
pebep, BpOXXOAEHHbIE MOPOKU cepaLa, BPOXAEHHbIE
aHoOManum MoYeBbIX NYTEN U MOYEK, CHUXKEHUE CcryXa.






OpPOH30BO-KOpUYHEBAS MMTMEHTALNSA KOXW (3a cYeT
OTIIOXKEHUS MenaHWHa B KfeTkax 0asanbHoro cros

anngepmuca), audodysHas, ycunmaarLlasicad B Mectax
€CTECTBEHHbIX CKITagoK, N NSATHA «KOdE C MOSTOKOM»

Tpodn4yeCcKme HapyLLEHUST KOXW, HOFTeEN, 3y0oB
YyacTble «NpoCcTyaHble» 3aboneBaHns

Y HEKOTOPbIX OOMbHbIX UMetoTcs nameHeHusa LIHC B
BUAE 3aMKHYTOCTU, «NCUXNYECKON NMHAAHTUNBHOCTUY,
pexe edbUnNbHOCTU

brnegHocTb pebeHka ¢ poXaAeHUs!, NMOCTOSAHHO
CHMXXEHHbIN anneTuT

OETN OTMEeYaloT rofioBHYH 00Mb, CriaboCTb, CHUXEHME
TONEPAHTHOCTUN K PUINYECKNM Harpy3kam

NnevyeHb U cerie3eHKa HE YBEJIMYHEHDI



OoTMeYaeTCAd NaHUNTONEHUA.

aHeMnsa HOpMOXpPOMHas
XapaKkTepeH aHM30UnUTO3 C TeHOEHUMEN K MAaKPOLUTO3Y
YMEpPEHHbIN MOUKUNOLNTO3

PETUKYNOLUUTBLI MCXOOHO AocTuratoT 2-2,5 %, no mepe
nporpeccupoBaHns 3aboneBaHns PETUKYNOLNTO3
CHUXXaeTcs.

NEenKoneHmns CTonkasa n OJoCTUraeT HambornbLUEN
BblpaXXeHHOCTU B TepMUHANbLHOM nepuoae (rpaHynoumThbl
coctasnstor go 0,1 x 10%n)

TPOMOOLIMTONEHUS MO Mepe NporpeccupoBaHns
3aboneBaHNs JOCTUraeT 3Ha4YUTENBHOW CTENEHU (A0
eJVUHWNYHbIX TPOMOOLMTOB B Maske).

COJ3, Kak npaBuno, yBenuieHa.



. BEIPOKCHHAs
TUIIOKJIETOYHOCTh KOCTHOTO MO3ra C
YITHETEHHUEM BCEX POCTKOB U pa3pacTaHUEM
KUPOBOU TKAHU. B KOCTHOM MO3Te YBEIUYECHO
YHUCJIO PETUKYJIAPHBIX, IIA3MATUYECKUX U
TYYHBIX KJIETOK.

[ nnomnasust KOCTHOTO MO3Tra HOATBEPKAACTCS
pe3ynbTaTaMy TPEHaHOOHNOIICHH.



11 AA XapakTEpPHO
noseiieHre ypoBHsa HbF no 15 % (npu HopMme 2 %)
€IC 10 Pa3BUTHS [IUTONICHUH, IO MEPE
IIPOrpeCCUpPOBaAHUS aria3uu (peTalbHbIA FreMOII0O0HH
nocturaet 45 %.

Y Bcex OOJIBHBIX C IIOJI03PECHUEM HA aHEMUIO
®aHKOHH JOJKEH IIPOBOAUTHCS

(k1eTKH OOJILHBIX C aHEMHUECH
daHKOHHU HE CIOCOOHBI PEMApPHUPOBATh NONCPEUYHBIC
ciunBky JIHK, BeI3bIBaeMbI€ TaKk Ha3bIBACMBIMHU
KJIACTOr€HaMH — JUAINOKCHOYyTaHOM, MUTOMHULITHOM

C).




Teuenue anemuu Dankonu

XapakTepu3yeTcsl HaIu4ueM NepUoa0B 000CTPEHHUS U
PEMUCCHUM.

[IpnunHa cmepTu:
TsKENast aHEMUS,

KEITYJ0OYHO-KHUIIIEYHbIE KPOBOTECUCHHS,
BHYTPHUYEPEITHBIC KPOBOUBIHUSIHUS U IPUCOCIUHEHUE
Pa3IUYHBIX UHQEKIIUH.

BBICOKHM PHUCK TpaHC(POopMalluy B
MUETOIUCIIIIACTUYECKUU CUHIPOM, OCTPBIN JICHKO3
(0COOCHHO MHETO0JIACTHBIM I MOHOOJIACTHBIN),
3J10Ka4YeCTBEHHbIE onyxoiu KKT.



Hacneocmeennasa annacmuueckas anemus ¢
00WUM nOpax3cenHuem 2emonoI3a oes
8PONHCOCHHBIX AHOMANUU PA3BUMUA (AHEMUA
Icmpena—/lamewmexa)

Tum HaciaemoBaHUSA - Ay TOCOMHO-
PELICCCUBHBIN;

lIpoTekaeT ¢ MaHIIUTONIEHUEN,

He comnpoBoxaaeTcss BpOKICHHBIMU IIOPOKAMU
PA3BUTHSL.

[ 'emaTosioruyeckue HapyIIeHus OTMEYAOTCA B
PaHHEM JETCKOM BO3pacTe.

[Iporuo3 HeOmaronpusTHHIM.



Hacneocmeennan aniacmuvueckas aHemus ¢
U30uUpameIbHbiM ROPANHCEHUECM IPUMPONO0I3A
(anemusn baexkgpena—/Jaiimonoa)

IlomaBnsromee 00abIMHCTBO (75 %)
COCTABIISIIOT CIIOPAAUYCCKHUE CIIydan
3a00JICBAHMS; B HEKOTOPBIX CIIydasix
BO3MOXXHO ayTOCOMHO-JOMHHAHTHOE
HaCJIeI0BaHUE, ayTOCOMHO-PELICCCUBHOE UIIU
CLIEIUIEHHOE ¢ X-XPOMOCOMOM.



Kiaunuka

B 90 % cnydaeB 3a001€BaHME JUATrHOCTHUPYETCS JI0 roja.

JleTn, Kak IpaBUJIO, POXKIAIOTCA JOHOIIEHHBIMU C HOPMAJIBLHOM
MacCOH TeJIa U pOCTOM, ICHXOMOTOPHOE Pa3BUTHE HOPMAJIbHOE.

BJ'ICZ[HOCTB KOKH U CJIM3UCTBIX OTMCHACTCA C IICPBLIX I[HCI\/II ZKHU3HHU

BpoxxaeHHbIE IOPOKH pa3BUTHS BCTPEUAKOTCS pexke (B 25 %
ciy4daeB), uem Iipu anemuu @ankoHu. HekoTopsie 00JbHBIE UMEIOT
XapaKTepHbIC (PCHOTHIINYECKUE OCOOCHHOCTHU: BOJIOCHI L{BETa MaKIIH,
KyPHOCKIN HOC, OOJIbIIAasi BEPXHSIS I'y0a, TUIIEPTEIOPU3M.

[Io mepe mporpeccupoBanust 3a00/1eBaHUs KOXKa IPHOOpETaCT
BOCKOBH/IHBIIL, & K 5-6 rofiam, B CBSI3U C Pa3BUTHEM TeMOCHACPO3a,
— CEpOoBaThlid OTTEHOK, 0COOCHHO B 00JIACTH IICHHBIX,
MOAMBIIICYHBIX, ITAXOBBIX CKJIAJI0K, ITOJIOBBIX OPraHOB.

['emopparnyeckui CHHAPOM OTCYTCTBYET.

Ha6J'IIOI[aIOTC}I IerraromMerajamsd, CINICHOMCTIAJIMA, B IMHAMHKC
3a00JIeBaHUsA CeJIe3eHKa COKpaIacTCA, a IICYHCHDb IIPOI'PCCCHUBHO
YBCINYIHUBACTCA.

KOCTHBIN BO3pacT OTCTAET OT MACIOPTHOTO HA 4-5 JIET, TEMIIbI
OKOCTECHEHMS n3MeHEeHbl. CMEHa MOJIOYHBIX 3yOOB 3ama3gbIBacT,
4acTO BBIABIISIETCS Kapuec.



JlTabopaTtopHasa gnarHocTUKa

HOPMOXPOMHAs
MaKpOIUTapHas TUIIO- U apereHepaTopHas aHEMHUS
(petukynonutsl 0-0,1%), Kak mpaBUIIO, TAKEIOM
cTereHu. Ynciao JIEHMKOLMTOB U TPOMOOIIUTOB
OCTaeTCs Ha HOPMAJILHOM YPOBHE B TCUCHHE IEPBHIX
JIST KU3HU, HHOTJA OTMEUYAeTCs TCHACHITUS K
TPOMOOIIUTO3Y.

OTMEUYAETCSA BHICOKUU YPOBEHD
AKTUBHOCTHU SPUTPOLIMTAPHOM aJCHO3UHAC3aMUHA3HI;
yPOBEHb (DETATLHOIO T'€MOII00MHA HOPMAJIbHbBIN WU
YMEPEHHO MOBBIIICH; YBEINUYCHO COACPKAHUE
PUTPONOITHHA B CHIBOPOTKE.



10 MEPE IIPOTrPECCUPOBAHUS 3a00JICBAHUS
OTMEYAETCS TMIOKICTOYHOCTb.

SPUTPOUTHBIN POCTOK PE3KO CYKEH
(OTCYTCTBHE HJIM MAJIO€ KOJIUYECTBO
YPUTPOOIACTOB B KOCTHOM MO3IE)

MUMEJIOMIHBIN U METAKAPUOILIMTAPHBIN POCTKH
HE NU3MECHEHBI.

YKCno peTUKYISPHBIX KJIETOK B TAM(pOIIUTOB
YBEJIIMYEHO, TIa3MAaTUYECKUX KIETOK HE
U3MEHEHO.



I11an o0ciienoBanus 00JbHBIX
AILIACTUYECKUMY aHEMHUSIMH

1. KIMHWYeCKUU aHaIn3 KPOBH, C ONPEACIICHUEM KOJIUYECTBA
PETUKYJIOIIUTOB.

2. 'emaroxpwur.
3. I'pynma kpoBu U pe3yc-paxTop.
4. MuenorpaMMbl U3 3 aHATOMHUYSCKH PA3IMYHBIX TOYSK U

TPENaHOOHMOIICHSI, OIIPEICICHIE KOJIOHNEOOpa3yOIIUX
CBOMCTB M IIMTOTCHETUYCCKHUI aHAIN3 IIPU HACIIEACTBECHHBIX

BapvaHTax OOJIC3HHU.

5. UMMyHOJI0TrHYECKOE 00CIeIOBaHUE: ONPEACICHUE aHTUTEN K
APUTPOLUTAM, TPOMOOIIUTAM, JICUKOIIUTAM, OIIPEICIICHUE
MMMYHOTJ100yauHOB, TUMpoBanue 1o HLA-cucrteme, PBTII.

6. buoxnmMuueckn anann3 kpoBu ¢ onpeaesneanem AJIT, ACT,
OuanpyOuHa, oOIero 0eaKa, IPOTEMHOTPAMMBbI, MOYE€BHHBI,
KpeaTUHHHA, caxapa, ranTorioOnHa, (heTalbHOTrOo
reMOnIOOHHA.



7. OOmIeKINHNYECKOE 00CIIeIOBaHNE: aHAJIN3 MOYH,
KOIIpOorpaMMa, IIOCeB Kajla, Ma3KM 13 3€Ba U HOCA, OCMOTP
JIOP-Bpaua, cromaronora, DKI, peHTreHorpaMmma rpyaHom
KJICTKU (JIJIs1 UCKIIFOYSHHUS TUMOMBI, T€MOCHIEep03a), KOCTEH
yeperna, 3arsiCThs.

8. Tpancdy3nonorunuyeckuii aHaMHe3: KOJJMYECTBO U
EPUOINYHOCTh TEMOTPaHC(yY3Hii, B TOM YHCIIE OT
POACTBEHHUKOB; IIOCTTPAHC(Yy3MOHHBIE PEAKIIHUH.

9. Ilo moka3zanusam: Y3/ BHYyTpEHHHUX OPraHOB, BHYTPUBEHHAS
yporpadusi, KoaryiorpaMma, «Kene30-KOMILIEKC)» KPOBH,
(PyHKLIMOHAIBHBIC IMTPOOBI TOYEK U JIp.

10. VYV OonpHBIX aHemMued @aHKoHU:

JUIs1 HOATBEPKIACHUS JUArH03a — TECT C JUAIOKCUOYyTaHOM
WJIX MUTOJIHU3UHOM



JledeHnne 00JBbHBIX AIJJACTHYCCKHUMMU
AaHEeMHUSIMU

AHemust DaHKOHH
1. TpanconanTanus kKoctHOro Mmosra (TKM).

IIpoBogutcs TKM ot HLA-umeHTHYHOTO CHOIMHTA.

2. IIpu orcyrctBun goHopa ajist TKM HazHayarot
KOHCEPBAaTUBHOE JICUEHUE — aHAPOICHBI
(cTepouiHbIC aHA0OIUKHM). JIedeHre aHIpOoreHaMHu
IPOBOJAIT B TeYeHHUE 3-6 mec, (mepBbIX 1,5—2
MECSIIEB - IOJIHAS J103a IPEenaparoB, 3aTEM -
NOAJePKUBAIOIAsi, KOTOpas COCTABIISET 1/2 ot
ITOJTHOM TEPANECBTHYECCKON JO3BI).



Crepouanblie aHA00JIMKHU, IPUMEHsAEMbIE IPH
JeUYeHUH aHeMuu ODaHKOHU

Ha3BaHue Jlo3a IlyTh Yacrora
Iperapara MI/Kr/cyT |BBCICHHS
Meranapocrenonon (0,2 —-0,4 | 9HTEepanbHO | ExXemHEBHO
Petabonmn 1,0-1.5 |B/™M lpaz B 7-14
THEN
deHo0oInH 0,25-0,4 |B/M 1 paz B 7-10
THEUN
OKcUMETOJIOH 0,5—2,0 |3HTEpaANbHO |EXKEIHEBHO
TecTocTepona 4,0 B/M 1 paz B 7
YHAHTAT THEN




3. 3amecTuTelIbHAsI TEMOTPAHC(Y3UOHHAS
Teparusi.

Iloka3anus k 3amecmumeibHOll MeEPaAnuu:

— ypoBeHb HB < 70 r/1;

— a0COJIIOTHOE YMCI0 HEUTpohuiaoB < 1,0 x
10°/1;

— yycio TpombonuTos < 20 x 107/1.

4. I'eMOIIO3THYECKHE POCTOBBIE (DAKTOPHI.

MoryT ObITh Ha3HAYE€HbI B KAY€CTBE IIPOOHOM
Teparuy Ipu HEIPHEKTUBHOCTH OOBIYHOIO
JICYCHUS 1 OTCYTCTBMHM COBMECTHUMOIO JOHOPA.



Koppekuusa aneMuu @PaHKOHHU ¢ IOMOIIbIO
reHeTHYECKOU MOAU(PUKALIUN
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Jleuenune anemun biaexkdpena—/lanmonaa

(ABJ1)

[IpenHN30JI0H B J103€ 2 MI/KI/CyT B 3 mpuema B TeueHue 4
HEJT; 3aT€M CYTOYHYIO 103y Y OOJBHBIX C MOJI0KUTEIBHBIM
orBeTOM (T10BBIIIeHHE HB 10 100 1/71) MOCTENEHHO CHUKAKOT
710 MUHUMAJIbHOH TTOJIIEPKUBAIOIIEN CYTOUYHOU JI03bI

—aJIBTEPHATHBA Y
CTEPOUAOPE3UCTEHTHBIX OOJIbHBIX.

Tpancdy3un >5puTPOIUTOB MPOBOAATCS KaxKable 4—>5 HEl, y
TPYIHBIX JIETEH KOXKIbIE 2—3 HEIl, A1 MOAIEPKAHUSA YPOBHS
reMonI00MHa, 00ECIIeUNBAIOIIEIO ONTUMAIBHBIN POCT
peOcHKa.

3. . JIBIIsI€TCS BaXKHOM TEPAINIEBTUYECKON AJIbTEPHATUBOM IS
CTEPOUAOPE3UCTEHTHBIX 00JIbHBIX MpX Haauuun HLA -
COBMECTUMOTO JOHOPA.

4. Tepanus BBICOKUMH JI03aAMH (BAMII) —
SBJISICTCS APYTOM albTePHATUBOM 111 00IbHBIX AB/I.



