[ emMonNnTNYecKne aHemMmmn

4 Kypc



[ emMonmMTnyeckne aHemumm — rpynna
aHEMUIN, XapaKTepu3yoLLNXCH
YKOPOYEHMNEM XKU3HU SPUTPOLIMTOB Ha
dooHe coxpaHHOU PYHKLUN KOCTHOIo
MO3ra.



[TpUHUMNBLI KNaccuukaumnum
reMoJINTUYECKNX aHEMUN

BPOXOEHHbBIE NMPNOBPETEHHbDIE
MMMYHHbIE HEMMMYHHDbIE

BHyTpmucocyancTbii BHECOCYAUCTLIN
reMmosin3 remosins



MexaHM3Mbl BHYTPUCOCYAUCTOIO W
BHECOCyAMUCTOro reMosin3a
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[TpuoOGpeTeHHble reMmonuTu4yecKmne

MMMYHHbIe

aHe My HHbIe

ANNoMMMyHHbIe

1. TpaBMaTn4yeckasa u
MUKpoaHrunonaTtunyeckas

TpaHcdy3us
HeCOBMeCTUMOUN KPOBU

2. O6ycnoBrneHHble uHdekumnen

3. BbizBaHHbI@ XMMHNYECKUMU
areHTamu, aaamMu U rieKkapcTtBamMmu

flemonuTUyeckasa oone3Hb
HOBOPOXAEHHbIX

4. Bbi3BaHHble pn3nyecKkumm
areHTamu (TepmMmyeckoe
noBpexaeHue)

AYyTOUMMYHHbIE

5. 'Mnodochatemusn

6. lNapokcuamanbHas HOYHas
remMmorrnoouHypus

7. Bone3Hu NneYyeHU ¢ WLMNOBUAHLIMU
apuTpoLmMTamMm




AYTOVIMMyH HadAd remoJyimTnd4eCKasa aHemMus

TennoBble aHTUTeNna XonoanoBble aHTUTeNa
- ngnonatnyeckKas - XxonoaoBblie reMmarrntoTMHNHLI
- BTOPUYHaAA - nanonaTtnyeckas

® ayTOMMMYHHbIe - BTOPUYHas
3aboneBaHusa (CKB) - uHdekunmn

e AMMyHOaepUUUTHBLIE - nuMdonponudepaTUBHbIE
COCTOSIHUA 3aborneBaHuA

e numcponpnonudgepaTmB- - 3N0Ka4YeCTBEHHbIE ONMYyXOSU

Hble 3aboneBaHus - NAPOKCU3MaAIIbHaA XonoaoBas

* 3fI0KayecTBeHHbIe onyxonu FEMOIrNOOUHYpPUS

® BUPYCHbIE U MUKONMJ1a3MEeHHan - CI/ICbVIﬂVIC

UH(eKUnn = BUpPYCHbIe MHPeKunu

e fleKapCcTBeHHas



BpoXgeHHble remonnTnyeckme
aHeMunn

e [ledpekTbl MEMDpPaAH 3pUTPOLMNTOB
(MembpaHonaTunmn)

e [ledpeKTbl B CTPYKTYpE U CUHTE3E
remornobuHa (remornobunHonaTum)

e [lepekTbl MeTabonnama apnTpoLmnToB

(3H3MMonaTun)



[eMmonuTMYeckne aHeMumn, ooycrnoBneHHble AedeKToM

B MeMbpaHe 3puTpoumnToB (MeM6pa|-|onaTm4)

1. BpoxxaeHHbIn cdpepounTos

2. BpoXaeHHbIN anunToumTo3s (nerkum («odwmmn» ) BapmaHT,
C HeoHaTanbHbIM NOUKUNOLUUTO30M, MUPONOUKNNOLINTOS,
cdoepoLUnUTapHbIN ANMUNTOLUTOS3, ANMUNTOLUTOS C
CTOMaTOLMNTO30M)

3. AbeTtanmnonpoTenHeMuns (akaHTOLIUTO3)

4. BpoXaeHHbIN cToMaToumMTo3

5. lednumnt nekTnH-xonecrtepon aynntpaHcdepassbl

6. [ emonutTnyeckaa aHemMuda, odycrioBneHHas BbICOKUM
YPOBHEM hochaTnannxonmHa

7/.Rh nui 60N1E3Hb

8. McLeod gpeHOTUN



MembpaHonaTtum spuTpoLUTOB

reHbl

3aboneBaHunsd

O- CNEeKTPWUH

HacnencrBeHHbIN chepoumnTos
HacnegcTtBeHHbIM aNMNTOUUTO3
HacnencTtBeHHbIM NTUPOMNOUKUNOLUTO3

AHKUPUH HacneacrBeHHbIN chepoumnTos

Band 3 HacneactBeHHbIN chepoumnTos
HacneacTtBeHHbIN NMMPONOUKUNOLUTO3
lOroszanagHbI a3aMaTCKuu oBanoumuTo3

B-cneKkTpuH HacnenctBeHHbIN chepounTO3 C aKAHTOLUTO3OM
HacnegcTtBeHHbIM 3aNUMNTOUUTO3
HacnencrtBeHHbIM NTUPONOUKUNOLUTO3

NMpoTteunH 4.2 HacneacrBeHHbINn cepouutos (AnoHus)

MpoTeuH 4.1 HacnencTtBeHHbIM anMNTOLMUTO3

FmukodopuH C

HacneactBeHHbIM 3NMNTOLUUTOS3




BpoxaeHHbIN chepoumnTos

AYyTOCOMHO-OOMUHAHTHOE (2/3) nnu
ayToCcoMHoO-peueccusHoe (1/3)
3aboneBaHne, xapakrepusytoLlieecs
reMonMTn4eCckon aHeMmnen pasnmyHou
CTEMEHU TAXKECTU, NpexXoadaLlen XenTyXou,
CrnrfieHoOMeranneun n XopoLunm KrnnMHNYeCKUm
9(PPEKTOM OT CMNIIEHIKTOMUMN.

BctpevyaemocTb - 1 : 5000 HaceneHus



BpoxaeHHbIN cchepoumnTtos

A defect of vertical interactions

Deficiency of
spectrin, ankyrin or
band 3 protein

!

Lipid bilayer -
skeleton

uncoupling

!

Membrane loss
in the form of
microvesicles

Lipid bilayer-skeleton uncoupling:

interaction

Vertical interactions

Sp-2.1-3 Sp-4.1-GP
Sp-lipid  interaction Sp-lipid lrﬁnmnﬂnn

interaction

ol

SpD-D interaction Sp-4.1-actin
interaction

Horizontal interactions

Gross membrane fragmentation:
fect of horizontal protein interactions

Disrupted skeleton === Whole cell fragmentation

Vg~ TP 0§
e ?0 (Y .

A de
Normal skeleton

Copyright @ 2005 Elsevier Inc. (USA) All rights reserved,




BpoXaeHHbIN cepoumMTo3 acCoumMmnMpoBaH C
MyTaUUAMMN B HECKOSbKMUX XPOMOCOMAX:

1 XpoMmocoma — a-CrneKTpuH

8 XpomMocomMa — aHKUPWUH

14 xpomocoma - [3-CneKkTpuH

15 Xxpomocoma — 4.2 npoTenH

17 Xpomocoma — band3 npoTenH

[TlogaBnsawoLlee YACNO — reTePO3nUroTHbLIE
EQMHWYHBIE criydYaun - TOMO3UTOTHbIE



KnuHunyeckune nposiBneHnsa BPpOXAeHHOro
cchepounTosa

e ACMMNTOMHOE TedeHne (MOXeT MPOABUTLCSH NPU
BUPYCHOW MHEKLIUM Unn npmn 6epemMeHHOCTH)

® YMepeHHas Xenrtyxa

e CnineHomeranusa (y 6onbLMHCTBA)

e AHeMUA (nerkaga nnn ymepeHHas, peako — BblpakeHHas )

e MoxeT ObITb accoumauuda ¢ pasBUTUEM
OereHepaTuBHOIO NopaXxeHua CNMHHOIro Mo3ra,
KapanomuonaTuun, NnoYe4YHOro auctanbHo-TybynsapHoro
auuaosa, samensfieHMeM yMCTBEHHOIO pas3BuUTUS,
nedpopmaunen Yyepena (balwleHHbIN Yepen)



OcnoXHeHus BPpOXAEeHHOro
chepoumnTosa

e )KenyHokameHHasi bonesHb — 50%

e [ emonuTnyeckne Kpmsbl (MHPEKLNN)

e Annactudeckue Kpusbl (napsosupyc B19)

e MeranobnacTtHbin Kpn3 (aedpnuunT
doonaToBs)

e [lepmaTnTbl N A3BbI HA HOrax



JTabopaTopHasa AuarHoCcTUKa BPOXAEHHOro

chepounTo3a

e CHUXeHMe KonuyecTtBa aputpountoB 1 Hb B kpoBu

e PeTuKynouutos

e CHnxxeHue MCV

e YBenunyeHune MCHC

e Cchepouuntos * akaHToumTo3 * oBanouutTos ¥ cromaTouuTo3

e YBeriMyeHue WNpUHbl KPUBOU pacrnipegerieHUst 3puTpoumuToB
No pa3MepamM Ha CYETUYMKe KPOBU

e CHMXeHMne oCMOTNYECKON CTOUKOCTU 3PUTPOLUTOB

e YBennyeHune CnoHTaHHOro remonumsa

e Tenbua NenHUa B apuTpouuTax

e AneKkTpodope3 6enkoB MmeMOpaHbl 3pUTPOLUTOB B
nonuMakpuriaMmuaoHoM rerie ¢ nocrieayrowen Korm4yecTBeHHOU
AEHCUTOMEeTpUEUN

e PagnonmmyHonormyeckoe nccriegosaHue 6enkos
aputTpounTapHbIX MeMopaH

e [eHeTnyeckme uccneposanHua (NMLP, cekBeHnpoBaHue)

e YBesfin4eHne HeKOHbLHIr’MpoBaHHOIro oMNMpyounHa



CdepoumTtos B Maske
nepudpepunyeckon

KpOBU



PeTnkynounTtos3 B maske
nepudgepny4eckon KpoBu



JleyeHune BpoOXKOEHHOIO

cepoumnTosa
e CrnrneHakTomMus
- 0BbbI4YHO nocrie 3-5 neTHero Bo3pacTa,

- 3@ HECKOINbKO Hegenb Ao onepauun BakuHauug
nosinBaneHTHOW BaKLIMHOM NpOoTMB Pneumococcus,
BaKLIMHOW NPOTUB

Haemophilus influenzae Tnn b n Meningococcus

- onuTtenbHaga (4o 5 neT) npodunakTnyeckas
aHTMbaKTepuarnbHasa Tepanus

- 0O 1 NOCIe CnreHakToMmun dgoonnesaqa kmcnota 1
MI/CYTKN

e [ emoTpaHCYy3nn N SpUTPONOITUH?



QNNuNTouMTO3 B NEpuUgeprnyeckon Kposu
y BOSIbHOro ¢ BPOXAEHHbIM
SNNMUMNTOLUUTO30M



CTOMaTOLUTO3.



dKAHTOLUUTO3

MclLeod cpeHOTUN
(otcyTcTBME Kell
aHTUIeHoB Ha

oVl a2aFW kol aoaVal II"I'I'\\I\



BpoXaeHHble H3nMonaTumn

PpUTPOLNTOB
1. dedmumuT hepMeHTOB CUCTEMbI FMUKONIN3a
e NMpyBaTKNHAa3bI
e (OOCPOrnKo3n3omepasbl
e DochOoPPYKTOKMHASLI
e [pnocedocdaTtnsomMmepasbl
e [ eKCOKMHaA3bI
e OocornmuepaTknHasbl
e Anbaona3ssbl
e nndpocornmuepatmyTasbl



BpoXgeHHble 3H3nmMonaTumn

OPUTPOLINTOB
Il. dedoMunT 3H3UMOB , BOBJ1I€YEHHbIX B
NeHTo3HOo-pochaTHbLIN NYTb U
MeTabdosIn3M rnrTaTUoHa

e [ NoKo30-6-chocchaTaerngporeHasbl
o [ NIOTAMUHLIMCTEUHCUHTETAS3bI

e [ NIOTATUOHCUHTETA3bI

e rNoTaTUOHPEeOyKTasbl



BpoXaeHHble H3nMonaTumn

3pPUTPOLMNTOB
Ill. HapyweHne metadbonunama
HYK1eoTnAOB B 3pUTpOLUTaAX
e [ledonumt nupumnanH-5’HykneotTngasbl
e [/130bITOK ageHo3nHaeaMnHas3bl
e [lecnunt ageHo3nHTpudpocdatashbl
e [ledpmnumnt ageHmnnaTkMHa3sbl



annaemuonorua I-o-e1

Okono 300 BapuaHTOoB MmyTauuu [-6-OA1
NpPaKTU4YeCKM BO BCEX PErMoHax 3eMru.

bonee 100 000000 yenoBek

B CLLUA — 10% adpoamepukaHueB MyXX4YnH
bonee 50% KypAackux eBpees

B HEKOTOPbLIX perMoHax Kak naHgemMus
(TannaHa, NHauna, Kutan)



[laTOoreHes remonmsa npwu
nedpvunte I-6-O0I

e OKcmaaTMBHOE NoBpeXaeHne npmMBoOaUnT K
OKUCNEHUIO0 cBOBOAHbIX SH-rpynn remorrnoduHa
n obpasoBaHUo ANCYNbPUOHLIX MOCTUKOB, YTO
CONpPOBOXOaeTcs CHUXXEeHNEM PacTBOPUMOCTU U
npeunnuTaunen remornodbuHa. -6-eAI yepes
reHepauuto HALOO® yBennynsaer
BOCCTaHOBJIEHHbIWU MMIOTATUOH, KOTOPbIN
BOCCTaHaBnMBaeT SH-rpynnbl 1 pacCTBOPUMOCTb
reMorrnoobuHa.

o [1pn pecuunte IN-6-OLI aputTpounThl
CTAHOBATCHA YYBCTBUTENbHbLIMU K
OKCMagaTMBHOMY CTPECCY M pa3pyLUuatoTCS.



[IpoBoUUMpyOLME FEMONN3

doakTopbl
e /lekapcTBeHHbIE cpeacTBa

(cynbdaHunnamuasl, cynbdanmpuaovH,
HUTPOMYpPaHbI, JOKCOPYOULMH,
doeHunrmapasuvH)

e IHdekumn (ocobeHHO bakTepuanbHbIe)

e [lnwa (KoHckme 600bI . MeTaboNUTLI
OEeBULIMH U U3oypammi)

® NHCYIbT



KnnHnyeckne nposasneHuns
nedpvunta I-6-¢1

e OCTpble peungmeunpyroLme
reMmosiIMTuYyeckmne Kpusabl

e XpoHM4eckaa remonntTnyeckas aHeMus

e beccumnToMHOEe TeyeHue, peakme cnyyvyau
OCTPOro remonm3a, He CBA3aHHOIO C
M3BECTHLIMU (PaKTOpaMun pucka



ITabopaTopHasa anarHocTuka
nedpvunta I-6-¢1

e KOnMnyecTBeHHbIN
CNEKTPOPOTOMETPUYECKNIN aHANNS
obpasoBaHua HAOQ®P-H ns HAOQ®P

e MonekynapHo-reHeTu4yeckne meTtoabl

e Hann4une B saputpoumntax teneuw [ emHua



£
Tenbua ['enHua B

apuTpoumnTax 60nbLHOro C
nedvunTom IM-6-e0



JleyueHue remonUTUYECKOU aHEMUMU,
obycnoBneHHou pgeduuutom MN-6-OAI

e [lpn KPU30OBOM TEYEHUN — UCKITHOYEHNE
NPOBOLIMPYIOLLNX baKTOPOB,
cCMMNTOMaTU4ecKoe nevyeHmne
(rmapaTtaung), BO3MOXHbI
reMmoTpaHcdy3nm

e [lpn XpoHn4yeckom remonmnae nevyeHne He
pa3paboTaHo (cumMnTomMaTudeckoe
neyvyexHve, onnesas KMcnorta)



[Nedununt nmpyBaTKMHAa3LI

e AYyTOCOMHO-peLeccuBHOe 3aboneBaHue,
BCTpeyarlleecs boriee 4acTto B CeBEPHOM
EBpone n Kntae (B HEKOTOPbLIX permoHax boree
1% HaceneHuns)

e bonee xapakTtepHa XpoHu4yeckas
reMmofinTuyeckast aHeMmns ¢ NOCTOAHHO BbICOKUM
YPOBHEM PETUKYIIOLUMTOB (KPU3bl PeaKu,
MeXaHWU3Mbl remonma3a He N3BECTHbI)

e [lnpyBatknHaza M-reH Ha 15922 xpomocome,
nsodgopmbl L n R Ha 1921 xpomocome



KnnHnyeckue nposiBrneHUsa BPOXOAEHHON
reMosIMTU4YECKOU aHeMUMU,
odycnoBrneHHoOu AepUUNTOM

e TaxecTb remoniibd PABARKUHASHI
XXU3HEYrpoXarLLEero TAXXenoro remonusa y
HOBOPOXAOEHHLIX, TPeOyoLero nepenmBaHug
3PUTPOLMTHON MacCChl 4O NErkoro reMmonmsa,
KOMMEHCUPYEMOro KOCTHOMOS3roBbLIM KPOBETBOPEHMNEM

e [1py TAXKENOM TEYEHUN XPOHUYECKAS XKENTyxa, KaMHU B
XKeNM4YHOM ny3blpe, TPaH3UTOPHbIE anfacTu4yeckne Kpusbl
(napsoBupyc), gednunt donara, peako sA3Bbl Ha KOXe

e CrifieHomeranug



[InarHo3 reMonUTU4YECKOU aHeMuu,
obycnoBrieHHON AePULUUTOM

e AHeMuSA pasnuul-%'a%%gmﬂ Hﬁﬁb’ceﬂﬂocm

e JlabopaTopHble NPU3HaKU reMmosin3a
(peTukynouutos, rmnepounnpyounHemus,
NoBbILLEHUE NnaKTaTaerngporeHasbl,CHMXKeHne
rantTorrnoouHa)

e XapakTepHo oTcyTcTBMe Teney enHua B
apuTpoumTax

e buoxnmmnyeckoe uccrnegoBaHme akTUBHOCTU
NUPyBaTKMHAa3bl B fIn3ate 3pUTPOLUTOB

e MonekynspHo-reHeTU4YeCKue MmetToabl BbISIBJFIEHUA
MyTauuu, gerieuun, UHcCepLuuu, nexawmx B OCHoOBe
HapyLweHusa npoaykuum n oyHKUMN NnMpyBaTKUHA3bI
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[edonunt nupysBaTKnUHa3bI.
Bbipa)XeHHbIN peTUKynounTos (>
90%) nocne CrnneH3akToMuu.



JleyeHne remonNNTUYECKON aHEMMUMN,
obycnoBrieHHON AePULUUTOM

° CnneHSKToW}' 'r:‘lg-[f%'il-ﬁg'ﬁf 3aBUCALLUNX

OT TPaHCMPY3UN OOHOPCKUX S3PUTPOLINTOB B
BO3pacTe cTapule 3-X net

e [Ipyem ponmeBon KNCNoThbI

e 3aMeCcTUTEeNbHasA Tepanms JOHOPCKUMMN
apuTpounTamMm

e AnnoreHHasa TpaHcnnaHTauns KOCTHOro
MO3ra

® XOJ1eLIMCTIKTOMUA



[[eMornobuHbl B3pOCroro YyenoBekKa

e [ emMornobuH A (96-98%) — 2 a—Lienn n 2 -
Lenn
e [ emornobuH A, (2-3%) - 2 a—uenu n 2 o-

Lenu
e [emornobuH F (1-2%) - 2 a—uenn n 2 y-
Lenn



Knaccudpukauma remornodbmHonatmm

1. CTPYKTYpHbIE remornobmnHonaTun,

obycrnoBneHHble HapyLleHneM nocrenoBaTenlbHOCTU
aMMHOKMCNOT B rMOOUHe, conpoBoOXAaloLlleecs HapyLleHUuem
dyHKUMM unm pmsanyecknx u XMMnM4eCKMxX CBOMCTB

e HapyweHue nonnmepusaumm remornoduHa - Hb S
(cepnoBuaHOKNeTOYHaA aHeMuA)

e HectabunbHbie remornobuHsl (ObICTpaa npeuunuTauma Npu
okucrneHun) (Hb Kolin)

e [MoBbIWEeHHaA Kpuctanmsauma remornoouHa — HbC

e M remornoouHsl (metremarnoouHemusn) (Hb Milwaukee)

e HapyweHune cpoacTBa K Kucnopony

yBernun4yeHue — (remornoouH Zurich) — nonmuntemus
CHnxeHue — (remornoobuH Kansas) — umaHo3s, ncesgoaHemMus



Knaccudpukauma remornodbmHonatmm

2. CTPYKTYpHbIe reMornoonHonaTtumn, ooycrioBneHHble

HapyLwleHMemM CUHTe3a uenen rnodbuHa

e a-Tanaccemus (a*-tanaccemus n a’-
Tanaccemwus)

e B-Tanaccemus (B*-ranaccemus n B°-
Tanaccemusn)
¢ 5B3-, yO[-, al- Tanaccemum

3. CTpYKTYpHbIe remornoounHonartuu,
accoumnpoBaHHble ¢ PeHOTUNOM TanaccemMmm

e HbE
e Hb Lepore



Cxema natocdhuanonornm ceprnoBMOAHOKIETOYHON

dHEMUUU
Hb S Hb S
solution fiber
p6 Amino acid
Triplet codon replacement ' " M
T b s
T Oxy Deoxy

\.____,../
GAG =——» [i6 Glu = Va| = Hb S ——
,r-._-\

O

Cell
heterogeneity

Vaso-occlusion

Pl

e TouyeyHasa myTaumsa B 6 KogoHe reHa B-uenv rnobuHa npuBoaUT
K 3aMeLLUeHUIO rMITaMUHOBOMN KUCIOTbI Ha BasivH.

e BknroyeHue f3s-uenu B TeTpamep npuBoauT K oopasosaHuro Hbs

e HepacTtBopumocTb AeokcureHuposaHHoro Hbs npuBoguT K ero nonumepusauum U, Kak
cneacTBue, K CHUXeHuro aedopmabenbHOCTU U 06pa3oBaHUIO CepNnOBUAHBLIX Jp

e CrnegcTBue 3TOro — OKKIMKO3MS MUKPOCOCYAOB U pa3pyLlieHue 3Jp



Fibers Cells

— “Holly leaf”

I\~ “Granular”

(Adapted from Eaton WA, Hofrichter J: Hemoglobin S gelation sickle cell
disease. Blood 70:1245, 1987, with permission.)

Copyright © 2005 Elsevier Inc. (USA) All rights resemved.



(From Herrick JB: Peculiar elongated and sickle-shaped red blood corpuscles
in a case of severe anemia. Arch Intern Med 6:517, 1910, with permission.)

Copyright © 2005 Elsevier Inc. (USA) All rights reserved.



YBenuyeHue remorrnoomHa F y 605bHbIX
ceprnoBUOHOKIETOYHON aHEMUEN

100
Normal

80 [T Sickle cell disease
9 60
e F
0
T a0t

20

1 1
0 10 20 30 40 50 60
Age (wk)

(Data from O'Brien RT, Mcintosh S, Aspnes GT, Pearson HA: Prospective study
of sickle cell anemia in infancy. J Pediatr 89:205, 1976.)

Copyright @ 2005 Elsevier Inc. (USA) All rights reserved



KnuHmnyeckue nposaBrneHus
ceprnoBUOHOKNEeTOYHOU aHEMUN

e XpoHn4yeckKkasa aHeMus

e CeprnoBUOHOKIETOYHLIN KPpU3 (OCTPble DOSIN B KOCTAX, CMIUHE, XXUBOTE,
KOHEYHOCTSAX, cerie3eHKe ), o00ycnoBrieHHble OKKIMH3nen CocyaoB U
pa3ButTuem nHPapKTOB B TKAHAX

e CKITOHHOCTb K MHdeKuuam (acnneHus)

e [emonuTUYeckmne Kpn3bl

e AnnlactuyeckKkue Kpusbl

e HeBpornornyeckue ocrnoxHeHusa (MLeMUYECKME U reMopparnyeckume
WHCYIbTbI, CyAOpPOru, ronoBHble 6onu, peoTa, otochobus...)

e [loyeyHasa He[OCTAaTOYHOCTb, TMMOCTEHYPUS, MPOTEUHYPUSA, reMaTypus

e JleroyHasa runepTeH3uns, OTEK JfIerkoro

e PeTnHonartus

e f13BeHHbIe NOpPaAXeHUA KOXU

e CeppoeyHasa HeQOCTaTOYHOCTb, MH(pAPKT MUOKapAaa

e [lonnopraHHasa Hea4OCTaTOYHOCTb

e 3ameaneHue ouU3nYeCcKoro pasBMTUSA, U3MEHEHUS KoCcTen



[TopaxeHue neyvyeHu Npu
ceprnoBUOHOKNEeTOYHOU aHEMUN

¢ XXenyHoKamMmeHHas 60rfie3Hb, NPOABNAIOLLIAACA B
AEeTCKOM Bo3pacTe

e OCTpbIN NeYeHOYHbIN KPU3 C NoOpaKeHnem
renaTounToB (renatomeranus, HapacTaHue XemnTyXMu,
nuxopapka, ysenumdyeHme ACT n ounupybuHa),
o0ycnoBrieHHbIU nwemuen, 3-14 pHen, BO3MOXHO
pa3BuTHEe Ne4YeHOYHON HeAOCTaTOYHOCTH

e OCTpbIN NEeYEeHOYHbIN KPU3 C CeKBecTpaLuneun
(bbiCcTpOE yBenn4yeHne pa3smMepoB rneYyeHn u nageHue
remorniobnHa B KpOBH)

e OCTpbIN NeYEeHOYHbIN KPU3 C BHYTPUNEYEHOYHbIM
xonecra3som (rmnepounupyouHemusn 6e3s
TemnepaTypbl, 6051 B neYeHU, NIEUKOLUTO3,
ne4yeHO4YHasa HeAOCTAaTOYHOCTb U CMEpPTh)

e BUbDVCHKLIN renaTuT reMmocuanenol. avioumMmMmvHHoOe



KnnHn4yeckue nposiBrieHUs y XXeHLWuH
ceprnoBUOHOKNEeTOYHOU aHEMUN

e [IncmeHoppes

e KUCTbl ANYHUKA

e OOPOKMCTO3 MONOYHOW Xeresbl

e OcnoxHeHHasa bepeMeHHOCTb U ee
BbICOKMN PUCK ONA nnoga U Mmatepwu



KnnHunyeckue nposiBrieHUA y MyX4uH
ceprnoBUOHOKNEeTOYHOU aHEMUN

e [lpnannsm
e /IMNoTeHUNnS
e [ MnoroHagnam (peako)



PaKkTopbl, NpoBOLUUpPYHOLLHE
Ba30OKNMH3NOHHbIEe KpU3bl

e NHhbekuun

e CTpecc

e OGe3BOXUBaHME, YyBEeNN4YeHne
OCMOJIAPHOCTU Nna3mbi

e CHMnXeHne Po2 B KpoBn

e XonoAa

e [IpumeHeHUe cocyaocyxuBaroLmnx
npenapaTtoB



[lnarHocTuka

CeprnoBMAHOKINETOYHON aHEMUN

BaxxHasi 3agada onpegenenne tuna 3aboneBaHus
(HbSS, HbSC, HbS+ 3-Ttanaccemus)

e JriekTpodopes remornobunHa Ha
Lenntono3oatleTtaTHoOM nneHke npu pH 8,4

e JriekTpodopes remornobnHa Ha UMTpaTHOM
arape npu pH 6,2

e TeCT Ha pacTBOPMMOCTb remMorriodbmnHa

e [1HK-TnnposaHue (MNUP pecTpukyMoHHbIN
aHanus, annernb crneuudunyeckasi rmopmnansauns

nap.)



[lnarHocTuka
CeprnoBMAHOKINETOYHON aHEMUN

e OueHka MmopdonorMm apmTpoLUTOB (CeprnoBmnaHble — Npu
HbSS, muweHeBmnaHble — Npu coveTaHun ¢ B-
TarnaccemMuen,

rMMNOXPOMHbIE MUKpOUUTapHblie gnckounTbl — rnpu HbSC)

e CHMXeHne remaTtokpuTa, 9p, HB, HOPMOXPOMHbIE O
npn HbSS n npn coyetaHun ¢ B-tanaccemMmen

e PeTuKynoumTos

e YBennyeHne HeKOHbKrMPoOBaHHOIO DUNMPYOUHa,
nakrartgermaporeHassbl, Wweno4yHon dgpocdarassbl

e CHWXKeHue rantornodbuHa

e [loasneHue Howell-Jolly Teneu B 9p

e JlenkounTos n TpomoboumTOo3 TONbKO Npu HbSS -
BapuaHTe



JleyeHne cepnoBMAHOKNETOYHOU aHEMUN

e 3amecTuTenbHas Tepannus JOHOPCKUMU

sputpouuntamu (nogaepxaHne He Ha yposHe 10
r/on, HBS < 50%)

e HasHauyeHne npenapartoB, yBeNNYMBatoLLMX

konnyecTteo HbF

'IpodunakTnka Tpomob030B
"IpodpmnakTuka nHdekunm

KynnpoBaHue 60nNeBoro cMHagpoma

e AnnoreHHas TpaHCMJ1aHTaunA KOCTHOIo MmO3ra



MeToAbl yBennyeHus petanbHOro
reMornoomnHa npu cepnoBUOHOKNETOYHOU

dHEeMUn
® rl/I,El,pOKCI/I MO4YEBUHA (uHrmbuumsa

peboHykneoTnapeaykrasbl — ysenmdedune FHb, 0,15-0,3 mr/kr)

® 5-a3aL|,|/I,EI,I/IH (runomeTunmpoBaHue OHK-yBenuyeHne

aKcnpeccum reHa y—-rrnobuHa — ysenunyernue FHD)

® ﬂ,eLl,I/ITa6VIH (rmnometunuposaHue OHK-ysennueHune

aKcnpeccum reHa y—-rrnobuHa — ysenunyernue FHD)

® Apl'l/IHI/IH 6yTI/I PAaT (MHrmbutop ructoHaeauenasHoro

KomMmnnekca, 6onbwune ao3bl 30-40r/aeHb, nepemexatrolmnMnca PeXnm
N3-3a CHMXeHUA adoPeKTUBHOCTU 4 OHA Kaxable 4 Heaenn)

® 3PUTPOMOSTUH



TanaccemMun — reteporeHHas rpynna
BPOXOEHHbIX aHEMUN, OOYCNOBEHHbIX
HapyLleHneM cuHTe3a oaHoun unu bonee

Lleneun rnobnHa B TETpaMEPHOU CTPYKTYpE
remorrnobuHa.

AYyTOCOMHO-AOMWUHAHTHbIUA TUM
HacnegoBaHUA



Knaccmndukauunsa B-tanaccemmm

TUTI

reTepo3nroTHas

TOMO3NTOTHAa4A

B-tanaccemua 3,

Tanaccemunsa minor
HBA2 > 3,5%

Tanaccemua major
HbF-98%,HbA2-2%

B-Tanaccemus B+

Tanaccemuga minor
HBA2 > 3,5%

Tanaccemua major
HbF-70-80%,HbA2-
Bapnab. HbA-10-20%

O,B-Tanaccemusi n
BPOXXOEHHbIV Nepcu-
ctupyrowmnm HeF

Tanaccemus minor
HBF 5-20%
HeA2 N nnu

Tanaccemus intermedia
HbF — 100%

Hb Lepore

Tanaccemus minor
HeLepore- 10%
HBA — 80-90%

Tanaccemua major
unu intermedia

HeF 80% HBLepore-
10-20% HBA n HBA2
OTCYTCTBYIOT




[laToreHe3 u KNMHMNYeCKMne NposiBreHUs
B-Tanaccemun

a-globin .
a-Gene —m— a mRNA — o & o & By + & o & Precipitates
oo o of a-globin

p-Gene —= I MRNA ——a= llig P {Hb A Excess a-globin

lobin |

L.

(1) iHb per cell produced
(hypochromia)

Inclusion
bodies in

RBC precursors

of RBC precursors

Membrane damage
Abnormal metabolism

@) Massive Lmature RBC
production

(@) Shortened RBC survival

Few surviving RBCs
are highly abnormal, -—-—

Massive death

in bone marrow
(ineffective

erythropoiesis)

carry inclusions

N

Sequestration
in spleen

Bizarre
morphology

Splenomaegaly —» hypersplenism

- THDb catabolism —» Thilirubin

Erythropoieti Tissue hypoxia *
r’:,:;“d'g;n - ':::::&d p—eim= High output heart failure, infection,
kidney leg ulcers, pallor, growth retardation i i
TRANS FUSION Gallstones
Leg ulcers
Massive expansion = Bony deformities, fractures,
of bone marrow extramedullary hematopoiesis Iron overioad and
Increased Parenchymal iron Cirrhosis
— gastrointestinal - deposition - Endocrine dysfunction
iron absorption (hemochromatosis) Cardiomyopathy
e~ InCreased blood volume, secondary folate

deficiency, pathologic bone fractures

Copyright @ 2008 Elseviar Ino, (USA) All rights reserved,



bonbLias 3-tanaccemus

e KnnHn4yeckune nposiBrieHnsa nocrie 6 MecsiLeB
XXN3HWN, CUMMTOMOKOMNNEKC doopMUpyeTca K 2
rogam XXnU3Hu.

e bneaHOCTb KOXHbIX MOKPOBOB,
pasgpaxXuTtenbHOCTb, YBENUYEHNE XKMNBOTA MU3-3a
YBENUYEHNA NMEeYEHU U CeNEe3eHKU, XKenTyxa

e /IaMeHeHna ckeneta OpPMUPYHOTCA MO3XKe

e be3 neyeHuns cpeaHas NPoOOSKUTENBHOCTb
XU3HU — 4 rona.



KnuHnyeckune nposiBneHus [3-

TajiaCCeMnum
e AHeMus
o XXenTyxa
e XKenyHokameHHasa bones3Hb
e [ enaTuThbl

e renarocnsieHomMmeranus

e /I3aMeHeHnsa ckenerta (OCTeonopo3, MICTOHYEHNE
KOPKOBOIO CIOSA KOCTEN, NAaTONOrM4Yyeckne nepenomel,
N3MEHEHNS KOCTeN Yyeperna n KOHEYHOCTEN)

e Kapgnomunonatusi(remocmaepos, aHemMus )

e OHOOKPUHHAsS HEOOCTATOYHOCTb (TMNOTUPEOS,
rmrnonapaTupeos, caxapHboi anabetT n gp)



JTabopaTopHblEe N3MEHEHUSA NPU
B-Tanaccemunmn

e [ MINOXPOMMA N MUKPOLIMTO3, BasodurbHast NyHKTauns Jp

e CHMmXeHne remorrnobunHa

e MuLueHeBUAHbIE N KannNeBUAHbIE S3PUTPOLINTLI

e CMOpPLLEHHBIE U NEPEKPYHEHHbIE PUTPOLNTBLI (NENTOLMNTLI) C
TenbLamu

e HopmobracTbel B nepndepnyeckomMm aHannse KpoBu

e PasgpakeHne apuTponagHoro pocTtka

e HeBblpaXeHHbINn peTukynoumtos (2-8%)

e JlenkounTo3, yMepeHHbIN HENTPOdUnes

e HopmanbHoe cogepxaHue TpomMboLmnTOB

e YBennyeHme oOCMOTNYECKON CTOMKOCTU 3PUTPOLIUTOB

e YBenunyeHme etanbHOro remorriobmnHa

e CHWXEHMEe ONNTENbHOCTU XU3HU apuTpoumTos (5 Cr)

e Onektpodopes remornoduHa( |HbA tHbF 1HbA2)



(From Pearson HA, Benz EJ Jr: Thalassemia syndromes. In Miller DR, Baehner

RL, McMillan CW (eds): Smith's Blood Diseases of Infancy and Childhood, 5th
ed. CV Mosby, St. Louis, 1984, pp 439-467.)

Copyright @ 2005 Elsevier Inc. (USA) All rights reserved.



Fig.4.8 Haemolytic anaemia: bone marrow cell trail with
erythroid hyperplasia shows a dominance of erythroblasts.



JTabopaTopHblEe N3MEHEHUSA NPU
B-Tanaccemunmn

e YBeNM4eHne HEKOHbIOMMPOBAHHOIO bunnpybunHa

e YBenunyeHue J1OI

e YBenunyenne ACT (npun HopmansHoun AJIT)

e Pe3Koe CHMXeHWe nUnm oTcyTcTBUe
ranTornobmHa n reMonekcuHa

® YMeHbLUEHNE acKOpPOUHOBOM KNCNOTHI

e CHMmXeHne ponmeBomn KUCnoThbl

e BoamoxxHo cHuxeHue I, V,VIIIX, X dpakTopos
CBepTbIBaHUA (renatuT, neperpyska >Xene3om)

e YBENMYEHME OTNOXEHNSA reMocuaepmHa



a-TallaCCeEMUHA

e KNnnHmn4eckne npodasneHna npu
HapyLWweHUn PyHKUUN 2-X Unn 3-X U3 4-x
[eHOB, KOHTPONMPYIOLLUX CUHTES a-Lenen
remorniobumHa

e XapaKTepHo oTcyTcTBue yBenmyeHusa HbF
n HbA2

® Y HOBOPOXAEHHbIX remornoduH Bart (4 y—
Lenu)



MeToabl nevyeHunsa B-tanaccemMun

e [ eMoTpaHCcy3nm

e XenaTopbl Xenesa (aecdepan 25-50 mMr/kr)

e TpaHcnNaHTauMa KOCTHOro Mo3ra

® CMJ/IeH3KTOMMUSA

e [ eHOTepanus

e 5-azaunavH u geunTaduH

® JPUTPOMNO3TUH

e AprmHunH bytnpart

e [ OpOKCMMOYEBUHA

e PonneBas KUCnoTa, UMHK coaepxallume npenaparhbl



Guideline TpaHcdy31OHHOM

Tepanummn DONbHbIX TanacceMmnen

e OnpeneneHue 60MNbLUIMX U MariblX aHTUTEHOB
ApUTPOLINTOB A0 NEpBOU TpaHCcYy3nn

e VIcnonb3oBaHue 10-15 Mn/Kr apuTpPOLUTHON
MacCCbl Kaxable 2-4 Heaenu 0o OOCTUXKEHUS
ypoBHA HB 90-105 r/n

e l/Ilcnonb3oBaHne obegHEeHHOW NenkoumnTamm
3PUTPOLITHON MacCChl

e He ncnonb3oBaTb B Ka4yeCcTBe JOHOPOB
brnvkanwmnx poacTBEHHUKOB

e KOHTpOSb 3a coaepXaHMemM annoaHTuTen



[MlpodhunakTuka n neyeHue
remoxpomartro3a npu reMofIMTU4YeCKunx
aHeMunaXx

e Deferoxamine 40-50 mr/kr n/k 2-5 pa3 B
Heaernto

e Deferiprone 75Mr/kr per os

e Deferasirox 20 Mmr/kr/aeHb

[loooepkaHue ypoBHA peppuUTnHa Ha
ypoBHe MmeHee 500 Hr/mn



Knaccudumnkauma MMMyHHbIX reMOJSIMTUYECKUX
aHeMuu

AyTOMMMyHHbIe remMmosimTmndieckue aHeMmuu
A. O6yc.l10BﬂeHHble TennoBbiMU aHTUTEJNTaMU

1. UanonaTtmnyeckasn

2. Bropuunas (XJ1J1, numdombl, CKB ...)

B. obycnoBneHHas xonoaoBbIMU arrnlOTUHUHaAMM
1. UanonaTtmnyeckas

2. BropuyHas

a) UH¢ekunn (MMKonnasmMeHHasi MTHEBMOHUS,
MH(PEeKUMOHHbIU MOHOHYKI1€03, BUPYCHblIe UH(eKUnn)

0) numdonponudeparmBHbie 3aborneBaHus



KHaCCMCbVIKaLIMFI MUMMYHHbIX TrEMOJIUTUYECKUNX
aHemuu ll.
C. lNapokcmnamanbHasi xonogoBsas

remMorrnoounHypus

1. U anonaTtunyeckasn

2. BropuyHas

a) BUPYCHbIe nHdekunmn
0) cuchmnuc

D. ATunnyHaa aytTouMmyHHas

reMmoJsintn4yeCkad aHeMUn4

1. Kymbc-TecT HeratuBHas
2. KombuHnpoBaHHasa xononoBas U TenrioBas
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AYyTOMMMYHHbIE reMoJIuTu4YecKkue

aHe
Xapaktepu- TennoBble onoaoBble MapokcuamanbHas
CTUKN aHTUTena arrnTUHUHBbI [ XOonoaoBas
remMmorrnoouHypus
UsoTun lgG penko IgM, |IgM IgG
aHTUTEen IgA
Pe3synbTaTthl lgG, peako C3 |C3 C3
NPAMOKN NPOOLI
Kymbca
AHTUreH MHoxectBeH- |i/l, Pr P
cneunUYHOCTb [Hble, NePBUYHO
Rh
remMonus BHECOCYAUCTbl |BHECOCYAUCTbI BHYTPUCOCYAUCTDI
7 7 7
AccouumnpoBaH- |Jlumcgponponudg BupycHble, BupycHbie,
HOCTb C epaTuBHbIe, onyxonu cucpmnuc




BrnnsHue knacca aHTUTEN Ha MexXaHu3m
remMosin3a

e IgA, IgM, IgG1, IgG3 moryT pmkcupoBaTh
KOMMNNeMEeHT 1 Yyepes aktmBauuo C5 — C9
KOMIMOHEHTOB KOMMMNEMEHTA BbI3blBaTb
noBpexgeHne memopaH 3apuTpoLMTOB U
BHYTpucocyamnctein remonma. C4b/C3b
OCTaHaBMBAlOT Kackag 1 npegoTepallaroT
remonuns

e IgG2, IgG3, IgM pacno3HatTca Fc-peuentopom
MaKpoaroB n MoryT npuBoanTb K
BHecocyauctomy remonunay (IgG B ceneseHke,
IgM B ne4yeHn)



antibody

(IgG,lgAorigM)
orcomplement
(C3)

Fig.4.32 Direct antiglobulin (Coombs')

test: the Coombs'reagent may be

broad spectrum or specifically directed
against IgG, IgM, IgA or complement

(C3d). The test is positive if the red
cells agglutinate.

[Tpssmas npoba
Kymbca

NosioxxumenbHoa npu:

® ayTOMMMYHHOM remMosin3e;

® reMOJZIUTUYECKON OONe3Hun
HOBOPOXAEHHbIX;

® JleKapCTBEHHOU UMMYHHOMW
reMorIMTUYECKOU aHEeMUMU;

® reMOJIUTUYECKUX
TPaHC(PY3NOHHbIX
peakuusx.



Henpsmaa npoba Kymbca

T}\ ,(*

by —
W,
Patient's serum RBCs Anti-

Copyrig

BbisgBrieHue dyTO- N allJ1IOaHTUTEIJT K
APpUTPpOLUNTAM B CbIBOPOTKE KPOBW



Fig.4.9 Haemolytic anaemia (autoimmune): peripheral
blood film showing erythroblasts, red cell polychromasia and
spherocytosis.



KnnHnyeckue nposiBrieHUs
ayTOMMMYHHOUN reMoJSINTUYECKOU aHEMUN

e BapnabenbHOCTbL NposABNeHU

e [ NnepanHaMm4yeckmm cCMHOPOM B OTBET Ha
ObICTPO pa3BMBalOLLYOCS aHEMUIO U
rTMNOKCEMMUIO

e [ enaTomeranuga, cnrneHomeranus,

e XXenTtyxa

e [loBLILLEHNE TeMNepaTypbl Tena

e [loueyHasa HeagoCTaTOYHOCTb



OCOOEHHOCTU TeYeHUSA reMosIMTUYECKOM
aHeMuUun, BbI3aBaHHOU XONo40BbIMM

° XpOHquCKaﬁTﬂé%W“HaM"

- cTaburnbHas ymepeHHada aHeMus,

- NpexoaaALInn akpoumaHo3 nNpu BNnMaHUN
Xosioga (KOHYMKM nanbLUeB pPYyK, HOM, YLIHbIE
PAKOBWHbLI, HOC), cMHApoMm PenHo

e OcTpasa popma
- peaKoe OCroXHeHMe TKENbIX MHEeKU N



JleyeHne ayTOMMMYHHOMW
reMonmMTUYECKON aHeMUM

o KOpTI/IKOCTepOI/I,EI,bI (npeaHn3onoH 1-2 mr/kr/aeHb oo

nonyyeHus KnmHn4veckoro agpdekrta, 3 Hegenun, Hb> 100 r/n, c
nocrneaylLwwmum MeaneHHbIM CHUKeHneM go3bl no 5-10 mr B Hegento
n gnutenbHbIM npuemom 10 Mr/cyTku nnmn yepes geHb)

® BHyTpUBEHHbIN UMMYHOrNooynuH G

e CMNeH3KTOMUS (Npu oTcyTCTBUM 3pdeKkTa OT NPeaHMN30N0oHa
NN 3aBUCUMOCTM OT HEro B Jo3e bonee 20 Mr/cyTkn)

e PuUTyKkcmnmab (375 mr/mz pas B Hepenio Ne 4-6)

e VIMMyHOCynpeccnBHas Tepanus (umknodocdamma 2

Mr/kr/oeHb nnun asatnonpuH 1,5 Mr/kr/geHb 0o 3-X MecsLeB,
LuKrnocnopuH A 5-6 mr/kr/aeHb, cenncent 1-2 r/cyTkn )

e [INasamaobmeH?
e [ emoTpaHcdy3nun?



[Tapokcu3manbHasa xonoanoBas
reMmornoouHypwus

e OObLIYHO accoummpoBaHa C TPETUYHBLIM UMK
BPOXOEHHbLIM CUMPUINCOM, HO MOXKET HabntaaTbcs y
aeten nocne bakrepuanbHON UMM BUPYCHOW MHAPEKLNK

e AHTUTENa Donath-Landsteiner (IgG) k rpynnosowu
cucteme aputpoumnToB P cBA3bIBAOT KOMMOHEHTHI
KOMMNNeMeHTa npu Xonoae ¢ nocrneayrLllen aktmesaymen
kKackaga npu 37°C.

e BHyTpuncocyamncTein remonuns (napokcusamarbHas
remornobmHypusa ¢ oowmmm cumnToMamMin: NOBbILLEHNE
TeMmnepartypbl Tena, 6onn B cnuHe, 60N B KOHEYHOCTSX,
XXMUBOTE, CyOpPOrn; XXentyxa)

® TSHKeCTb KIMMHUYECKMX MPOSIBIIEHUN BapuaberibHa, HO
reMonu3a npekpaiyaeTcsi 00bI4HO B TEYEHME 2-3 HedEnNb



[TapoKkcnamanbHaa HoOYHas
reMornoouHypusa (bonesHb MapknadgaBsbi-
Mukenu) —

npnobpeTeHHOEe KINoHarlbHOE HapyLleHne
reMOrNMO3TUYECKNX CTBOJIOBBIX KITETOK,
XapakTepuaytoLleecst HeCTabUNbHOCTbIO
KIMETOYHbIX MEMOpPAH N NX BbICOKOU
YYBCTBUTENBbHOCTbLIO K KOMMIIEMEHTY.



B ocHOBe naTtoreHe3a napoKcu3amMaribHOM HOYHOWU
remMorriooMHypum nexart npmoodpeTeHHbIe coMaTUdeckune
MyTauum (M3BecTHbl 174 comaTnyeckue mytauum) B
reMono3TU4YeCKUX CTBOMOBbIX KIeTKax.

NMoutn BCce 6onbHbIe NMHI UMeloT MoneKkynsapHbIe
noBpexaeHus B 30He PIG-A reHa

( Phosphatidyl Inositol Glycan complementation group A),
KOTOpPbIN fiokanuizoBaH Ha X xpomocome (Xp22.1).
NMpoaykt reHa PIG-A HeobxoanM Ha paHHUX 3Tanax CUHTe3a
rnmkosunndgochpaTnannMHO3UTONbHbLIX CTPYKTYP, KOTOPbIE
CIly>aT «siIKkopeM» ANA rpynn noBepXHOCTHbIX MPOTEUHOB,
y4yacTBYHOLWMX B nogaepxXaHum TpaHCMeMOpaHHOMU
KOHpUrypaumm 6esikoB M 3aLunTe KIeTku oT KOMMNOHEHTOB
KOMMJIeMEeHTA.

Oedvunt GPIl-AKOpPHbLIX NPOTEMHOB NPUBOAUT K NpoTepe
6enkoB (CD59+ un ap), KoTopble MHrMbupyrot (C5-C9
KOMMOHEHTbI KOMMJIEMEHTa) U NPUBOAUT K NOBbLILLEHHOMY

FNUN’"S S MY TEIANE A I 9" ilf IFIASIN4 114 BFPFSAAATEL 1A= BRSNS =Ny



[lpoTOYHaAA LULUTOMETPUA — OCHOBHOWN
MmeTtoa anarHocTukm NHI, Tak Kak
no3BorsseT oueHnTb 3Kkcnpeccuiro GPI-
AKOPHbIX OenkKoB.

BcnomoratenbHoe 3Ha4vyeHue Ans
ANArHOCTUKN nmeeT npoba Xema
(KNCNOTHbLIN reMmonus) n npoba
XapTmaHa (caxapo3HbIU TeCT).



BbipaxeHHOCTb remMosnun3a apuTpoumnToB npu npode Xema B 3aBUCUMOCTHU OT
KonuyectBa aputpountoB ¢ aedunumntom GPIl-AKOpPHbLIX 6€NMKOB NO AaHHbLIM

- NMPOTOYHOU UMTOMETPUMN y 605bHbIX MHI
|
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Dunn, D. E. et. al. Ann Intern Med 1999;131:401-408



(normal)

Cell count

Type Il

CDS9 FITC

"\

Cy5
0’

1(]2

"

CD16 PE

CD14 FITC

[1lpoTOYHas yuTOMETPUS
B ANArHOCTUKE
NnapoKcnamManbHOW
HOYHOW remMorsiobnHypum

A. 28% 3Op ¢ NonHbIM gednUnTOM
CD59 (v gpyrux
rMKko3unndocdaTnansiMHO3NTON
CBSI3aHHbIX aHTUIEeHOB

N 3,5 Op c yacTnyHbIM
anpuuntom

B. OTtcyTtcTtBre 6onee 4em o4HOro
GPl-aHTureHa (CD16 n CD24) Ha
rpaHysfioumnTax

C. Nponopuuns aHoManbHbIX
MoHouunToB npu MNMH,
Koppenupytowasa ¢ naTtosiormen
rpaHynoumToB



CD55 n CD59 moryT ncnonb3oBaTtbCs And aHanu3a
akcnpeccuun GPIl-AKOpHbIX NPOTEUHOB Ha
aputpouutax. FnmMkodopuH A — HeSIKOPHbIU MapKep
3pUTPOLUTOB.

Ona oueHkn akcnpeccumn GPI-AKOpPHbLIX NPOTENHOB
Ha rpaHyroumTax MoXxeT ObITb UCMOJSIb30BaHO
onpepeneHne CD66b n CD16Cy . CD15
MCNONb3yeTCH KaK HeSIKOPHbIUW aHTUIeH Ha
rpaHynouuTax.

CD48 n CD52 — Ha numdouuTtax



patient control

1 2 3 - 5 6

F A R

(4

¢

¥ U = 8
1,4 = non-acidified

2,5 = acidified
3,6 = inactivated

[lapokcmnamanbHaga HoYHas
reMornoonHypus. KUCNOTHbIN
TecCT.



[[emocnaepuHypus y 60nbHbIX C
napoKcu3amMaribHOM HOYHOW remornobnHypunen.
BHyTpMcocyancTbiv reMonuns.



KnnHuyeckmne cuMnTomMbl y OONbHbIX C
napoKcusmMmanbHON HOYHOU reMmornoouHypuen
3aBUCHAT OT CTeneHn BOBJie4YeHuns
MerakapmouuTapHoro v rpaHynouuTapHoro
POCTKOB U CTENeHU BHYTPUCOCYAUCTOrO
remosim3a, remornoouMHemmu, reMmornoonHypum.

Knaccu4yeckasa Tpuapga: remonuTu4yecKas
aHeMus, NaHUUTONEeHUA, TPOMOO3bl.



KnuHunyeckas reteporeHHocTtb MNMHI

KnunHuyeckue N3meHeHUs B KpoBU Paamep MNHI Ha3sBaHue popMbl
NMPU3HaKu KIloHa
remonus t aHeMusl; MUHUMarb- bonbLion ®dnopuackaa MNMHI
Tpom603 Hasi LN OTCyTCTBUE
APYyron unToneHunmn
remonus aHeMus; nerkasa unu bonbLlion f'MnonnacTtunyeckasn
Tpom603 yMepeHHas NMHI
TpomobouunTo-
HEeNnTponeHus
NMypnypa u/unun |YMepeHHasa unu bonbLlion Annactunyeckas
UHeKuun TSXKenas aHemus/TMHI
NaHUUTONEHUA
NMypnypa n/unun |Taxenasn MarieHbKuun AnnacTtuyeckas
UHeKuun NaHUUTONEeHus aHemums c MNMHIr
KJTOHOM
TpomM603 OTcytcTBUE Unu MareHbKUU Munn-MNHIr

YMepeHHasdA ULMToneHus




PekomeHpgauum ana nedyeHus NMHI

OuarHo3 NHIr
y

onpeaeneHue KNnuHu4yeckon opmebl

- —

Pnopuackasn NHI rmnonnacTtuyeckas AA,NMHI AA c NHI
\ l i |
oLleHKa Yyepe3 3 mecsLla neueHve AA
/ \‘
TAXenas ) | TsaxecTn
COBMECTUMbIN WOEHTUYHOro — 1
A
CUOIIUHT CUONUMHra
nporpeccus cTabunusauus
TKM ATI }

XuU3Hb ¢ NMHI



