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remMoJsimntTn4yeCckKime
OHeMuu




[emonuTtnyeckne aHemun (Ir'A)

= 1O rpyrnria 3aboneBaHnn, XaPaKTePUI3YILWWXCH NMaTtosiormn4yeCkn

NHTEHCUBHbBIM pPaspyLLEeHNeM 3PUTPOLNTOB, MOBbILLEHHbIM
0bpa3oBaHeM NPOAYKTOB 1X pacnana, a Takke peakTNBHbIM
YCUNEHNEM 3PUTPOMNO33a.

BPOXAEHHbIE NpPUOBpPETEHHbIE
MembpaHonamuu JH3UMONamMulL UMMYHHbLE HeUMMYHHble
- Mukpocdepo- . [Toko30-6- « AYTOUMMYHHbIE « Ob6ycnoBneHHble
UmMTapHas docdataernopo- (BblpaboTka AT MeXaHN4YeCcKM,
aHeMn4 I"EHEKBO,ELGCI)MLLMT‘ npoTB COBCTBEHHbIX XNMNYECKNM
MuHKoBCKOro- Has aHeMus SPUTPOLNTOB — 61ONOrNYECKIM
LLloppapa Xonogosble noBpexaeHnem
1 Tennosble AT) SPUTPOLNTOB
2emo2106uHOnamMulL - AnnonmyHHble - [NlapokcunsmansHag
(BblpaboTka AT HOYHad
SPUTPOLINTOB)
- CepnoBungHo- - Tanaccemun
KNeToYHas
aHemMng

FeMonmn3 MOXeT 6biTb: * 6Hecocyoucmblm (B ceneseHke, neyeHn,
+  BHYMpPUCOCYOUCMbIM
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KOCTHOM MO3re)



BHecocyancTbin (BHYTPUKIETOUHbIN)
remonns (no 20%)

I3mMeHeHHbIe 3pUTPOLNTD
NpexneBpeMeHHO 3axBaTbiBalOTCS
darounTamn 1 NogBepPralTCs
O0EeCTPyKUMM

[Mnepnnasnsg garoynTos

CnneHomeranns

[TpuvuHQ: CHUXEHWEe CrocoBHOCTI
SPUTPOLINTOB K AedopmMaLim
(3aTpyOHeHo nepemeLLeHne

B Ce/Ie3eHOYHbIX CHyCOoNaax)

KauHuveckas KapmuH
BHeECOCYOWNCTOro remorsinza.

«  AHEMNYECKU CUHOPOM
« CnneHomeranus
« [emonutuyeckas xentyxa

BHyTpucocyaucTbiin remonns

BHyTpUCOCYANCTbIA reMONIN3 BO3HUKAET
B KPOBEHOCHbIX COCyAaX Nnof, AeNCTBEM
$HaKTOpPOB, MOBPEXOAIOLLNX SPUTROLNTI.

KauHuueckas kapmuHa
BHYTPVCOCYQNCTOro remMonmnaa

«  AHEeMUN4YecKnin CNHOPOM

« Xentyxa

» C80O00HDBITL 26MO2NI0OUH
8 Kposu (2emo2100uHemMus1)
U 2eM02100uUHYypus
(2emo2n0buHypus)
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MukpocdepouunTtapHas aHemus MuHkosckoro-LLioddapa

- 3TO HacNeacTBeHHas ayTOCOMHO-
nomuHaHTHag A, obycnoBneHHas
BHYTPEHHUMI HapyLLEHUSAMI CKefeTa
MembpaHbl apuTpounToB (oanee Er).

Hawnbonee cneundunyeckini
Mopdonornyecknin NpusHaKk —
cghepounmo3s, onpeaensemMbi B Maskax
MO HaNM4MK aHOMasbHbIX MNEPXPOMHbIX
SPUTPOLIMTOB, Y KOTOPbIX Omcymemaeyem
npoceemJjieHue 8 ueHmpe.

IamoezeHeas:

HacneaCTBEHHbIN AedekT
MeM6paHHbIX 6enKkoB Er (cnekmpu,
QHKUPUH, NPOMEUH, 3)

yBeNNYEHNe NPOHNLIAEMOCTI MEMBPaHb!
Er ona Na+ (a 3HaunT 1 Boab!)

o6bem Er ysenuumBaeTcs, oOHW NpruobpeTatoT
chepoBumgHyio popmy (chepounTbi)

chepoLunTbl N3-3a CBOE GOPMbI N
CHWKEHHOI CMOCOBHOCTN K AehopMaLin
3a[1EPXMBAIOTCS B Y3KNX CENE3eHOYHbIX
TSXKax, rae CnyXat MyLLEeHbO Ans GaroumToB

Makpodaru paroumTnpyoT CHepoLnTbl
(BHYTPUKNETOUHDIN remonins)).
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[nioko30-6-pocdataerngporeHasonedpuumntHas aHemus (F6P)

- HacneacTeeHHas ['A, cuenneHHas ¢ X-XpoMOCOMOWN.

Iamoezenes:
¥

b . o OeduunT F6®0
O

’ HapyLUeHne peakLunii MEHTO3HOro LuKa

ﬁ :i O ’ yMeHbLUaeTcs obpasoBaHne HAODH
O A c | HapyLLIAETCs BOCCTaHOBNEHME rMyTaToHa
4

B Er, KOTOpPbI CO30aeT 3aLLnTy

G o ‘ OT OKWC/INTENbHOrO NOBPEXAEHNS
NOBbILLIAETCS YYyBCTBUTENBHOCTb Er
K OKCUOAHTHOMY CTpeccy (BbI3BaHHOMY

SdbdbeKTbl BOZAENCTBIS OKCUOAHTOB yrnoTpebneHnem 60608, NHPeKLMen 1 T.4)
Ha apuTPouMTbI Npu aeduumte 6P
(Ma30oK neprpepnyeckon Kposw). (BHyTpu- n BHECOCYANCTbIN remonus Er)

[Nockonbky Makpodaru B ceneseHke
«BbIKYCbIBaIOT» NoBpexaeHHble Er,
06pa3yoTCa «HaaKYLLEeHHbIE» KNeTKM
(permauuTbl).
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[nokozsa-b6-docdaTt 6-®ocdornokoHar

G6PD

N/
/\

NADP NADPH

MnyTaTnoHpeayKTasa

N/
/N

GS GSSG

FnyTaTnoHnepokcngasa

N/
AN

H 202 ZO

Ponb rnioko3o-6-pocdataerngporeHasbl (GO6PD) B 3aLuyTe OT OKUCANTENBHOMO
noBpexaeHus. YoaneHue nepokcuaa sogopoana (H202), noteHumanbsHOro okcuaaHTa,
3aBVICUT OT MPUCYTCTBIS BOCCTAHOBMEHHOro rnyTaTtuoHa (GSH), obpasyioLuerocs

B pesynbraTte AerCTBNS BOCCTaHOBNEHHOMO HNKOTHaMaaaeHnHanHykneotnadocdara
(NADPH). CnHtez NADPH zaBucuT

oT akTneHocT G6PD.

(GSSG — OKNCNEHHDI FNYTaTUOH,;
NADP — HukoTuHaMmunganeHnHonHykneotnagdocoar.
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Cepnosmp,HomeTquaﬂ aHeMW4

- Ka4ecmeseHHaA HacnegCrBeHHO oﬁycnoaneHHaq remMornobnHonaTus.

B nepudepnyeckoin KpoBm 06HapYyXBaeTCs
3HaYUTENbHOE KOIMYECTBO CEPMNOBULAHbBIX
KNneTok (apenaHounTbl)

[eokcureHauws

HeoGpartumo
CepnoBnaHas
KNeTka Cgit l K'.Hzo
e
ls]

Z y

Memonna < <
O6wupHoe

nospexaeHne

MemBpaHs

Ilamoe2eHes:

ToyeyHas MyTaLms B B-Lienu

MONeKynbl remornobuHa

|

JiymamMuHosaAa Kudioma
3amMellaeTCyd Ha 8CJIUH,

|

nartonorn4yeckas cboprvla

remorno6uHa - HbSa232

l

nop, BO3OENCTBMEM MAMNMOKCHIA

monekynbl HbS nonnmepuayiorcs

|

arperatbl HbS dopmupytot

B 3pUTPOUMTaX ONIMHHbIE, MOXOXIe
Ha UMbl BOMOKHa, BCMeACcTBMe Yero
06pazyIoTCs cepnogudHble SPUTPOLMTDI

l

IameHeHHas dpopma
APUTPOLIVNTOB 3aTpyaHSAET

X NMPOXOXOEeHNE Yepes3 Yy3KNe
Kanunnspbl 1 MEX3HO0TENN-
anbHble NPOCTPaHCTBA BEHO3HbIX
CNHYCOB CEMe3eHKN, YTo Co3aaeT
MEXaHN4ecKoe npenaTcTemne

ons npoxoxgeHus kposu B MLLP.
Ob6pagzytoTcs MUKPOTPOMbEbI —
NEMNS — HEKPO3 B TKaHSIX.

MeagyY3ae X YMCKYA

l13meHeHHble
SPUTPOLNTDI
noaBepralTcs
daroumTozy -
aHeMus, ycy-
ryénsioLas
MAMOKCUIO
TKaHewn.



Tanaccemun

- Konn4yecrtBeHHble HacnegcrteeHHoO OsyCﬂOBﬂeHHble [A.

B Hopme y yenoBeka reMorno6uH
NPeacTaBneH Cedyowumu OpMaMU:

HbA1 (a232)
HbA2 (a262)
HbF (a2y2) - y HOBOpOXAEHHbIX

a-Tanaccemund

B pesynbTaTe HacnencTBeHHbIX Aeneuunil
CHUXaeTCs/npekpaLlaeTcs CMHTES a-Lenen

|

BMECTO Q-Lieneli KNETK KpacHOW KpoBHU
CUHTE3VPYIOT [3- 1 y-Lien.

B Er nogBnsioTcs natonornyeckne ¢opmbl
remorno6uHa: y Bapocnbix — HoH (32[32),

y HoBopOXaeHHbIX HbBart (Y2y2), npn stom
He 0bpasyeTcs H OanH By, GU3NONIOrMYHOIO
remornobuHa (HbA1, HbA2, HoF)

|

MNaTonorunyeckune dbopmbl reMornoburHa
BbINaQaloT B 0CagoK

l

Er darountmnpyotca Makpodaramim
(BHYMPUKIIEMOYHbLLL 2eMOSU3).

B-Tanaccemus

B pe3yrisTaTe HacnenCTBEHHbIX AeneLni
CHIXaeTCs/npekpaLlaeTcs cuHTes B-Lenel

l

HbAT oTcyTCTBYET, KOMMNEHCATOPHO
yBennumBaeTcs obpasoBaHne HbA2.

Y HOBOPOXOEHHbIX cuHTe3 HbF He HapyLUeH.

¢ & O >
:‘::,6@ f:oﬁé(?

KOOOLMTbI, TOPOLMTDI
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[lnarHocTunka remonmTn4YeckKnx aHeMmmin

BHyTpucocyancTbin BHecocyaucTbin

AHOMQJIbHBLE (POPMbL SPUMPOULMOS: [ErMaLTbl, APeNaHOLNTbI, KOQOLWTbI,
TOPOLWTbI, CHepoLnTbI

AHeMUSI PasNNYHON CTEMNEHN TAXKECTIN, HOPMOXPOMHAZ, HOPMOLMTaPHAaS

(3a ncknoyeHem Tanaccemnm, MMKpochepoLMTapHOW aHeMnK -
MUKPOLINTaAPHbIE):

! Hb <130 y myx, <120 y xeH

 rematokpunt <42% y Mmyx, <38 y XeH

 aputpounTbl <4*1012 y Mmy>k4mnH, <3,5%1012 y XXeHLwmH
T petunkynoumntbl >1,5%

Mpwn3Haku remonusa:

\ rantorno6uH <0,3 r/n

T nakTatgerugporeHasa >250 en/n

T obLmn 6nnmnpyenH >20,5 MKMonb/n

(3acuer T Henpsmoro bunnpyéuHa >16,5 MKmonb/n

[eMornobuHeMns N reMornobuHypuns

[Mpsamon aHTUrNo6yNMHOBLIN TeCT (Npoba Kymbca):

* MONOXUTENBHbIN MEWv reMonUTNYECKON aHEMII NMMYHHOIO reHe3a
. OTpL‘IL.I,aTe.rIbeIM TeCT NCKNoYaeT MMMYHH bl reHe3
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OTnuuunTenbHble 0COBEHHOCTUN BPOXAEHHbIX [A:

- MukpocgepouumapHas anemus Munkosckozo-IlTogpcpapa

I MCV (mveHee 80 ¢pn y myx., meHee 81 dn y xeH)
I MCH (mveHee 25 nry myx, meHee 27 nry XeH)

OMA-mecm: cnabasi COCOBGHOCTb KPaCHbIX KIIETOK KPOBW K pUrKCaLmn
NYOpPECLIEHTHOIO KpacuTens 303nH-5-manenmvnga

SnekTpodopes MembpaHHbIX 6E/1KOB 3PUTPOLINTOB NO3BONSET TOYHO
onpenennTb 4ednLMT KOHKPETHOMO NPOTENHa (CNEKTPUH, aHKVUPWH).

- I'6P/I-0echuyumHass aHemuA

Tréedn

+ CepnosudHOKNIEMOUHAS AHEMUS

OnekTpodopes remornobuHa: HbS >20%

- Tanaccemuu

OnekTpodopes remornobuHa:
npwn a-tanaccemun — T HbH y Bapocnbix, T HbBart y HoBopoXaeHHbIX
npw 3-tanaccemum - T HbA2n T HbF
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