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1. benoksaBucumble 3pUTpoLUTONATUMN

COEPOLUMNTO3 (BonesHb MuHKosckoro-LLoddapa)
AyTOCOMHO-A0MUHaHTHOoe (2/3) unn aytocomHo-peueccusHoe (1/3)

YacTtoTa 3abonesaHum 1 : 5000.
reH SPTA (a-cnekTpuH) 1921

reH SPTB (B-cnekTpuH) 14922-923.2

reH ANKI (aHknpuH) 8p11.2

reH EPB41 (nonoca 4.1) 1p36.2-p34.

DedeKT reHa
U3MeHeHMe CTPYKTYpbl 6enka
HapyLeHue ero CBA3U C
MUKpodUNaMeHTaMU aKTUHA
W AIMNnaamm BHYTPEeHHeun
NOBEPXHOCTU 3PUTPOLLUTAPHOM
membpaHbl
nosbileHnue NPOHULLAEeMOCTH ANA
noHoB Na

\

MMnepruapatauma spuTPOLUTOB

chepouunTnbl

KnuHuka

MepBble NPOABNEHUA: CTapLUEM AETCKOM, OHOLIECKOM
N B3POC/IOM BO3pacTe, PeAKO Y rPyAHbIX AEeTel

N NOAEN NOXKNIOTo BO3pacTa

eO6WMe cMMmnToMbl aHeMUK (cnabocTb, rONOBOKpPYHKe
HWe, oAbllKa, TAXMKAPAUA U T.A4.) B COYETAHUM C KenTy
xon, bonamu B neBom noapebepbe (cnaeHomeranmna)
N NEPUOANYECKMM NOTEMHEHMEM MOYM
eb0/1€3HEHHOCTL B NpaBomM noapebepbe (renatomeran
na)

ePa3/iIMyHbIE MOPOKU pa3BUTUA (baweHHbIN Yyepen, roT
nyeckoe HEGO, MMKpOPTaIbM, CUHAAKTUANA, NOANAAK
TMANA)

e [eMO/IUTNYECKNIN KPU3 -

WHTEHCUBHbIe 601K B 06/1aCTV NeyeHu, ceneséHku, o3
HOO, noBblWeHWe TemnepaTypbl Tena Ao 39-

40 °C, pBOTa, YCUNNIEHUEM KENTYXU N aHEMUM.




1. benkoBo3aBucumble IpUTpOLUTONATUMN

AnarHocTuka

® CHUXKeHMe KoaunyecTsa aputpouuntoB n Hb B Kposwu

® PeTUKynounTo3

® CHuXKeHune MCV

® Yeennyenne MCHC

e ChepoumTos + akaHTOLUMTO3 * 0BANOLMUTO3 £ CTOMATOLMTO3

® YBe/IMYeHUe LINPUHbI KPUBOWM pacnpeaeneHms 3pnuTpoLmnToB No pasmepam Ha
CYETUYMKE KPOBU

® CHUXKEeHMEe OCMOTMUYECKOM CTOMKOCTU 3pUTPOLIMTOB

® YBe/inyeHne CNOHTAaHHOro remosn3a

e Tenbua lerHuUa B apuUTpoLMTaX

® JnekTpodopes 6enKkoB MeMbpaHbl IPUTPOLUTOB B MOJIMAKPUNAMULHOM rene ¢
nocaeayowen KoMYeCcTBEHHOM AEHCUTOMETPUEN

e PagnonmmyHonornyeckoe nccaeaoBaHmue 6€1KoB 3pUTPOLIMTAPHbIX MeMbpaH
® [eHeTn4yeckmne nccnegosaHua (MLP, cekseHnpoBaHme)

® YBe/InYyeHNne HEKOHbIOTMPOBAHHOIO BUAnpybmnHa

JleueHue

e CnneHaKkToMmnA 06bIYHO NPUBOAMT YAYYLLEHUIO, XOTA MUKPOCHEPOLMTO3 COXPaHAETCS

» donmesas KMCNOTa U NEPEINBAHNA IPUTPOLIUTAPHON MaCChl

e[lneta(xnebobynoyHble U3aenns U3 MyKKu rpyboro nomona, rpedyHeBan M OBCAHAA KPynbl,
nweHo, cos, $acosb, HEM3ME/IbYEHHbIE Cbipble 0BOLWM, rPUbbI, roBAXKbA

neYyeHb, TBOPOT, Cbip)



1. benkoBo3aBucUMble IpUTpOLUTONATUMN
3NUNTOLUTO3 (OBANOLUTO3)

AYyTOCOMHO-A0OMUHAHTHOE

YacTtoTa 3abonesaHuin 1:4000-5000

reHEPB41(nonoca 4.1) 1p36.2-p34

reH SPTA (a-cnekTpuH) 1921

reH SPTB (p-cneKktpuHa) 14923-q24.2

reH BND3 (band3-protein) 17q21-g22

[laToreHe3 CX0X € TaKOoBbIM chepoumTOo3a

KnuHuka

TonbKko y 10-

15% nauneHTOB XPOHMYECKAA HEMOJUTUYECKYIO aHEMUIO (CHUXKEHA OCMOTUYECKasA
PE3UCTEHTHOCTb 3PUTPOLUTOB).

Y HOBOPOXAEHHbIX MOXET BO3SHUKHYTb KenTyxa

AvarHocTtuka

B Ma3Kax nepmdepmnyeckomn KpoBu -

ypoanuBebie U pparmeHTMPOBaHHbIe GOPMbl IPUTPOLMTOB, OBOUAHbBIE KNETKU(3AAMNTOLUTDI).
[locTeneHHO 3NAMNTOLUTO3 Nporpeccmpyer.

JleyeHune

Mpn 6eccumnToMHOM Te4EHUM HEOHBXOAMMOCTU B N€YEHUMN HET

[lOKa3aHa CNaeH3KTOMMA NO AOCTUKEHUN b-N1eTHeroso3pacTa.



1. benkoBo3aBucumble IpUTPOLUTONATUMN
CTOMATOLUMUTO3
AYyTOCOMHO-A0OMUHAHTHOE
MoBblWweHa NPOHMULAEMOCTb MeMbpaHbl 3pUTPOLMTOB AN1A Ka/InA N HaTpUSA, BCIEACTBUE Yero
KOMMNEHCAaTOPHO YCUAMBAETCHA aKTUBHbIN TPAHCMOPT 3TUX KaTUOHOB.
Y ogHUX 6ONbHbIX 3PUTPOLUTLI HAbyXLINE, C BbICOKMM COAEPHKAHUEM MOHOB U BOAbI U HU3KOM
cpeaHen KoHueHTpaumen remornobuHa (rmnepruapatMpoBaHHbie CTOMATOLUUTbI, TMAPOLMUTOS ).
BonbWMHCTBO 3TUX cnyvyaeB 0OyC/10BNEHO OTCYTCTBUEM B MeMbpaHe aputpounTtoB benka
noNocbl 7.2 - CTOMaTUHaA .
Y apyrmx 60/1bHbIX 3PUTPOLUTbI CMOPLLEHHbIE, C HU3KMM COAEPKAHMEM MOHOB 1 BOAbI U
BbICOKOM cpeAHen KOHUeHTpaunen remornobumHa (aermapatMpoBaHHble
CTOMaTOUMTbI, KCEPOLUTO3).
CTOMaTOUMUTbI C YKOPOYEHHbIM CPOKOM U3HW BCTPEYAIOTCA Y /IIOAEN, Y KOTOPbIX NOJIHOCTbIO
OTCYTCTBYIOT aHTUTrEeHbI cnctembl Rh (Rh null).
Rh-npuHagnexHoCTb onpeaenaeTcs HaJIMuMem AN OTCYTCTBMEM aHTUreHa D.
Mapbl aHTUreHos C/c n E/e KoaupytoTca o4HUM reHOM.
leH RHD v ren RHCE pacnonaratotcs no coceactBy Ha 1-i Xxpomocome n HacneaytoTcsa
Kak rannotun(Hanpumep, cDE naun Cde). KombmnHMpoBaHMe AByX ranJioTMNOB NPUBOAUT K
3KCnpeccum oT ABYX A0 NATU aHTUreHoB cuctemol Rh.
AHTureHa D nnweHo npumepHo 15% nrogen. Jaxe Hebonbwoe Konnyectso Rh-nonoKutenbHbix
3PUTPOLMTOB, NONAB B KPOBb 3TUX JILOAEN B pe3y/ibTaTe NepenBaHna nnm bepemeHHoCTH,
MOXET BbI3BaTb 0O6pa3oBaHNE aN/I0OAHTUTEN K aHTUreHy D.



1. benkoBo3aBucUMble IpUTpOLUTONATUMN

AKAHTOUMUTOS3. bone3sHb bacceHa—
KopHuBeiira
AYyTOCOMHO-A0OMUHAHTHOE
YactoTta 3abonesanmin 1:1000000
feH MTTP (4922-q24)
MyTtauua B reHe
A
CHM}KeHue ypoBHA PYHKLUMOHANbHOTO
6enka MTP
A
HapyweHune c60pku n cekpeuum
anoaAMNonpPoTenMHOB NeYeHUe U KNLLIEeYHUKA
A
HapyuweHue nornoweHmna u TpaHcnopTa
YUPOB U }KUPOPACTBOPUMbIX BUTAMUHOB

Manbabcopbuusa }xnpos U BUTAaMUHOB
AKaHTOUMTO3 B Nnepudepruyeckon KpoBwy,
YMEHbLUEHUE YPOBHSA X0/IECTEPUHA,
Tpurnuuepmuaos u B-aMnonporenMaos B
CbIBOPOTKE KPOBMW.

KnuHuka

e CTeaTopesn, AMapes, pBOTa, OTEK U paCTAXKeHMe
6ptoWHOM NonocTn). BUTaMUHHaA
He[0CTAaTOYHOCTb.

® HEeBPO/IOrMYeCcKne OCNOXKHEHNA, KOTopble
HaNOMWHAIOT CNMHOLEpPebennapHyo
AereHepauuto. Notepsa rMyboKNxX CyXOXMUNbHbIX
pedneKkcos, AM3apTPUA, TPEMOP, TUKH,
MblleYyHasa cnaboctb. MHTENNEKT He
3aTparnsaetrca—cmepTb B 20-30 net

e [lepndepunyeckas HeBponaTnA: cnabocCTb MbiLLL,
PYK M HOT, NOKanbiBaHWe (Napecte3nn), XKKeHune
NN OHEMeHMEe B KOHEYHOCTAX.

e CKenleTHble aHOManun: nopao3, KNGOCKOANO3,
KOCO/1aMnocCTb.

® [TMrMeHTHbIN PETUHUT. bbICTpble,
HENPOW3BOIbHbIE ABUXKEHUA Na3 (HUCTarm),
NTO3, KOCOrnasme, aHM30KopmA n cnaboctb nnm
napanny mMbllll, KOTOPble KOHTPOJIUPYIOT
NBUXKeHus rnas (obtanbmonnerus).

e AKaHTOLMTO3, aHeMMA: YCTa/I0CTb, NOCTOAHHAA
COH/IMBOCTb, C/1ab0oCTb, FONOBOKPYKEHME,
Pa3apaXKMTENbHOCTb U K r0/I0OBHble 6onu.




1. benkoBo3aBucumble IpUTPOLUTONATUMN
AnarHocTukKa

AHaNu3 KPOBU: HN3KNE YPOBHUN XONECTEPUHA, TPUTTNLEPUNAOB, XKUPOPACTBOPMUMbIX BUTAMUHOB,
TaKuX Kak A, E n K. A ApoB-cogepKawme MNONPOTENHDI, TaKMUE KaK XMJIOMUKPOHbI NN
INMNONPOTENHbI O4EHb HU3KOW NAOTHOCTK, BoObLEe ByayT OTCYTCTBOBATH B N1a3me.
AKaHTOUUTOS.

NeuyeHue

Cneundunyeckon Tepanumn Her.

Ans ocnabneHna rmnonpoTpoMObnHeMmnn NokasaHo BBeaeHne BUTamMnHoB A n K

[AneTbl, cocToALME N3 NPOAYKTOB MUTAHMSA COAEPKALLUUX HU3KME YPOBHU XKMNPOB, OCOBEHHO
AJIMHHOLLENOYEYHbIX HACbIWEHHbIX YXUPHbIX KUCNOT



2. lunngo3aBucumbie 3pUTPOLUTONATUM

OEPULANT
NEUMHXONECTEPONAUUNNTPAHCPEPA3DI.
bone3Hb Hopyma
AyTocoMHO-peLieccnsHoe

reH LCAT (16922 He meHee 20 MyTaHTHbIX
annenemn)

MyTtauua reHa

Dedviunt
NeuyuTUHXOoNEeCTepPONaLUNTPAHCbIepasbl
HapyweHue TpaHCNOpTa X0NecTepuHa or
TKaHei B NeYeHb

HaKkonneHue xonecrepuHa B TKAHAX
HaKonneHue Ha NOBEPXHOCTU 3PUTPOLUTOB
XonecTepuHa, HapyweHue o6HoBAEeHUSA
dochonnnuaos membpaHbl 3pUTPOLUTOB

KnnHuka

HopmoxpomHaAa reMonnTnyeckaa aHemums,
NOMYTHEHME POroBULbl, NPOTEUHYPUA,
XPOHMYECKaA NnovyevyHaa Hego0CTaTOYHOCTb.

AvarHocTtuka

[Nna3ma Kposwu:

* HU3KOe coaepXKaHue anoaimnonpoTenHos A-l n
A-UN, adnpoB xonectepmnHa, NM301E€UNTUHA;

* BbICOKOE CoAeprKaHne XxonectepuHa,
Tpurnnyepmnaos, pocbonnnnuaos
[emonnTnyeckaa aHemusA, NPOTEUHYPUA,
BO3MOXHa JIEMKOUUTYpPUA

JleueHue

CopeprkaHue remornobuHa n apuTpoLUTOB Yy
601bHbIX 61M3KO K HOPMeE, U, KaK NPaBUo, B
JIEYEHUN OHU He HYXKAatoTcs.




JH3MMonaTuun

1. Aedununt pepmeHTOB NEHTO30-
docdatHoro paga
e [ntoKo30-6-pochataerngporeHasnbl

2. DednunTt pepmeHTOB IMUKOAU3A
* [lnpyBaTKMHA3bI

e  ®docdornokosnszomepassbl

e  ®ochoPpyKTOKMHA3DI

e Tpuocedochatnzomepasbi

* [eKCOKMHa3bI

e dochornmnuepaTknMHasbl

* Anbaonasbl

e Nndochornnueparmyrasbl

3. AeduuunT pepmeHTOoB, Y4acTBYHOLLUX B
obpa3oBaHUU, OKUC/IEHUN U BOCCTAHOBNAEHUM
rNyTaTUOHA

e [NOTAaMUHUUCTENHCUHTETA3bI

* [NOTaTUOHCUHTETA3bI

* [noTaTMOHpeayKTasbl

4. Nednumnt pepmeHTOB, y4acCTBYHOLMUX B
ncnonb3osaHun ATO

e [ednunt NMpUMUMANH-5"HyKNeoTnaassbl
*  36bITOK ageHO3MHAE3aMNHA3bI

e JNedunumnt apeHo3nHTpmndocdaTasbl

e [edununt ageHnnaTKUHa3bI

5. Aedmuunt pepmeHTOB, YHaACTBYIOLLUX B
CUHTEe3e NnopPUpPUHOB



1. Dedunumnt pepmeHTOB NeHTO30-PpochaTHOro paaa

NEGULMAT [NTHOKO30-6-
®OCOATAErMAPOrEHASbI

AsnaeTtca X-cuenseHHOM, NO/IHaA
KNIMHWUYECKaA KapTUHa HabaogaeTca y
MYKYUH U TOMO3UTOTHbIX KEHLWMNH, Y
reTePO3UTOTHbIX MKEHLUWUH KAMHNYECKue
nposiBNeHnA BapmabenbHbl.

reH G6PD (0Xg28)

MyTtauua

Oeounuut -6-¢4
g

YMmeHbLlieHue obpas3oBaHus
BocctaHoBneHHoro HA® u rnytatMoHa
CHUKeHMe CBA3bIBAaHMA KUC0poaa
CHU}KeHMe CKOPOCTU BOCCTAaHOB/IEHUE
metremornobuHa

CHMXXeHue yCTOMUYNBOCTU K BO3AEUCTBUIO

NOTEHUMA/IbHbIX OKUCUTENEWN

dopmbil:

1. OCTpbIiA BHYTPUCOCYAUCTbIN FEeMONN3.
BcTpeyaeTca NnoBCeMECTHO, HO Yallle cpeau
npeacTaBUTE/IEN eBPONEOUAHOMN U
MOHroNonaHou pac. Pa3BmnBaeTtcs B
pe3y/ibTaTe NpMema NeKapcTB, BaKUMHaALUMW,
AmnabeTmnyeckoro aumaosa, B CBA3U C
BUPYCHOM nHbeKumnen. NpoasneHns
remoaM3a HaymHatoTcAa Ha 3—6-1 AeHb nocne
npvema TepaneBTUYECKOM A03bl NpenapaTa;

2) ¢aBu3m, cBsI3aHHbIN C ynoTpebneHnem B
NULLY UK BAbIXaHNEM LBETOYHOW NblNbLbl
HeKoTopbix 60608BbIX (Vicia fava);

3) remonnTuyecKkan 601e3Hb HOBOPOXKAEHHDIX,
He cBA3aHHaA c remornobuHonaTuen, ¢
rPYyNnoBOMN MU Pe3yCc-HECOBMECTUMOCTbIO,
OC/IOKHAKOLLAACA MHOTAA AAEPHON KENTYXon;

4) HacneaCTBEHHAA XPOHUYECKasn
remosiMTUYecKana aHemums
(HechepouunTapHasn), obycnosneHHas
HeAo0CTaTOYHOCTbIO -6-®/f1 B spuUTpouUUTaX;

5) 6eccumnTomHana dpopma.



1. Dedunumnt pepmeHTOB NeHTO30-PpochaTHOro paaa
KnuHuka
AHEMWUYECKNIM CUHAPOM XapaKTepU3yeTcA: ro/IOBOKPYXKEHNEM 06MOpOKaMU, MHOTAa NOTEPAMMU
CO3HaHKMA cnabocTbio, HU3KOWM TPYAOCNOCOOHOCTHIO OAbIWKOM M OLLYLEHNEM YYaLLEHHOIO
cepauebuenmns, Kontowme 60nm B rpyaHOM KNETKe NpU PU3NYECKOM HArpy3Ke LWYyMOM B yLUAX,
MyLLKaMM Nepes rnasamm
TpoMbBOTMYECKMI CUHAPOM XapaKTepusyeTca: obpasoBaHMem TPOMOOB, Yallue B MENKUX COCyAax B
pesynbTate CTUMYNALMKN CBEPTbIBaHUA KpoBU. N onpeaenaetca pagom
ocobeHHocTen: o06pa3oBaHMeEM A3B NepeaHer NOBEPXHOCTM roneHn 60/1bto B KOHYMKAX NabLEB,
yLliax 1 Hocy.
[eMOINTUYECKNI CUHAPOM XapakTepuayeTca: 60nbio B 061aCTN NOACHWULBI UBMEHEHUEM LLBETA MOYU
(KpacHoOM, YepHOM) OTeKamm inua

AnarHocTtuka

Cneundunyeckmum depmeHTHbIN aHaNm3 - onpeaeneHue yposHa red

Ha paHHKMX 3Tanax reMo/IMTUYECKOTrO 3N1M304a MOXKHO OBHApYXUTb Tenbla [eMHua, KoTopble,
BO3MOMKHO, ABNAKOTCA YacTMLaMM norublien uutonaasmbl AN AeHAaTYPUPOBAHHOIO reMornobuHa;
OAHAKO Y NALMUEHTOB C MHTAKTHOWM CeNe3eHKOM OHU He NEPCUCTUPYIOT, MOCKOJIbKY SNMMUHUNPYHOTCA U3
KPOBOTOKaA.

CKpPUHUHrOBbIE TeCTbl

JleueHue

Mpn oCcTPOM remosin3e NpuMeHaeTcs NnoaaepKmMBatowaa Tepanna; NoTPeObHOCTb B reMoTpaHCcPpy3nax
BO3HWKaET peakKo. MNauneHtam pekomeHayeTca ndberaTb 1€KAPCTBEHHbIX NPENapaToB U APYrux
BELLLEeCTB, CNOCOOHbIX BbI3bIBATb rEMONM3.



2. Dedunumnt pepmeHTOB rNMMNKOAU3A
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http://upload.wikimedia.org/wikipedia/commons/thumb/f/fa/Shema_Gli
cozida.prig/640px=-Strema_Gticozidapng 90_110 F/II n nepMOAquCKMMM
EAMHMYHbIE ONMCaHHbIe C1y4an reMOIMTUYECKUMM KPU3amu. Y HEKOTOPbIX
HacnedcmeeHHO20 Oepuyuma aKkmueHocmu cogepsKaHme reMornobuHa HUKOraa He
2/110K030¢hoChamu3omepasbl CONPOBOHOAOMCA | cykaetcs, 601€3HL NPOABAAETCA LB
masaxXxcesiou cemMmosaumu4vyecKou aHemueu. an HebOoNbLION MEeNTYLIHOCTbIO CK/ep.
aepuunte gpyrux GepmeHTOB KAMHUYECKNE 3HaUNTE/IbHO PEsKe - BbipaXKeHHas
npoAasaeHnAa MmoryTt oTcytCctBoBaTb, O4HAKO MenTyxa.
OnMcaHbl Cly4an O4eHb TAXe/bIX GOpM CeneseHka yBesinumsaeTca y 60/bLLIMHCTBA
bepmeHTaTUBHOTO AedeKTa 3pMTPOLMTOB. 60/1bHbIX. BO3MOXHO yBeMYeHme nevyeHu.




2. Dedunumnt pepmeHTOB rNMMNKOAU3A
OEPULUNT NUPYBATKUHA3DI

AyTOCOMHO-pPELLECCMBHbIN
feH PKM (15g22-g26), PKL n PKD 1921

BctpeyvaeTcs 6onee yacto B ceBepHoM EBpone n Knutae (B HEKOTOpPbIX perMoHax 6onee 1%
HaceneHus)

Bonee xapakTepHa XPOHMYECKAs FEMOIUTUYECKAA aHEMMUSA C NOCTOAHHO BbICOKMM YPOBHEM
PETUKYNOUMTOB (KPU3bl PeAKU, MEXaHU3Mbl FEMOIM3a HE U3BECTHbI)

KnnHuka:

® Ta)KeCTb remoin3a BapuabenbHa: OT NMPYBATKMHA3bl }KU3HEYTPOXKAOLWErO TAXKEN0ro remonmsa
Y HOBOPOXAEHHbIX, TPpebytowero nepesimnBaHnA 3pUTPOLUTHOM MaCCbl A0 NErKOro reMmomn3a,
KOMMEeHCUPYyemMoro KOCTHOMO3roBblM KPOBETBOpPEeHNEM

® [1pn TAXKeNOM TeYeHUU XPOHNYECKaA XKeNTyxa, KaMHU B XXeJIMHOM Ny3blpe, TPAH3UTOPHbIE

ansiacTuyeckme Kpusbl (mapsosupyc), aeduunt donaTta, peaKo A3Bbl Ha KOXKe
ecrnsieHomeranus



2. Dedunumnt pepmeHTOB rMMNKOAU3A

AnarHocTuka

® AHeMMA Pa3/IMYHOWN CTENEHMU BbIPaKEHHOCTU NMUPYBATKMHA3bI

® /lTabopaTopHble NpU3HaKM remonmsa (peTuKynouuTos, runepbunnnpybmnHemms,
NOBbIWEHNEe NAKTaTAErnApPOoreHasbl,CHUKeHMe ranTornobumHa)

e XapaKTepHO oTcyTcTBME Tenel, l[eMHua B 3puUTpoumTax

® broxmmunyeckoe nccregosaHme akTUBHOCTU NUPYBATKMHA3bI B /IN3aTe 3PUTPOLUTOB
® MonekynsapHo-reHeTUYeCKNne MeToAbl BbiABEHUA MyTaUuUin, AeNeUnin, MHCEPLUN,
NieXalwmx B OCHOBE HapyLeHNA NPoAYKUUN U PYHKLMM NUPYBATKUHA3bI

JleyeHune

o CN/IEH3KTOMMA Y NALUEHTOB, 3aBUCALLMUX OT TPAHCHY3MN AOHOPCKUX SPUTPOLUTOB B
BO3pacTe cTaplie 3-x neT

e[lpnem poamMeBon KUCNOTbI

®3amecTuTe/ibHaA Tepanmna 4OHOPCKUMK 3PUTPOLUTAMMU

® A/lNOreHHaa TPaHCNAHTAULMA KOCTHOrO MO3ra

® XONELIUCTIKTOMMSA



5. Aedunuut pepmeHTOB, y4aCTBYIOLUX B CUHTE3€e NOPPUPUHOB

DedeKkTbl cMHTE3a 6- —_—
o MMUUMH + CykKumHaT
aMWHONEBY/IMHOBOM KUCNOTDI e e
ASIK-cuHTerasa CoA-nepuaokcanb
X-cuenaeHHble : l docdar
BcTpeyatoTca cpaBHUTENBHO peaKo, 6—aMMHDneBynMHOfaﬂ wicnora (ANK)
NPEeVMYLLECTBEHHO Y MYXKYMH | | OTpuuatenshas
P Y y My . OoGparHan CBsdb MopdobuniHoreH (MBN)
B pe3yn bTaTe ,Clled)MLllMTa OAHOFO n3 YponopdupuHorex lll YponopdupuHoreH |
dbepMeHTOB CUHTE3a rema \ v

KonponopdgupuHored Il KenponopdgupuHoren |

pa3suBaeTca nopdupusa. MNpu
nopdUpmn n3-3a HapyLLIEHNA CUHTE3A _

MpotonopgupuH X
TémMa CHUMaeTCA MeXaHU3M 2

MpoTonopdgmpwvHoren 1X

o . ®eppo- =
O6paTHOM CBA3U, NnpeKpauwaeTcA . xenarasa
VIHFM6VIpOBaHll1e CKOPOCTb- L—— ¥

nmmutmnpytowero pepmenta AJTK- ,
Pic. 26. brHocunTes rema, S-arnwioneayunosas kuctome [ AJK) odpazvemes nypiesm coedunehus 2 U ¢yk-
CAHTETa3bl ) nosToO My M p N Nerkmnx qunama. B antoxn npoyecce yugemgviom nupuookcabhocgam u AJTK-cunimemasa. Peakyin cunmesa 2eag KoHim-

PATUPVERICH MEX AW IMOM 06;'1(”?”:‘{?{;‘ cansy. 2 MATER VY AJAK Kt‘-‘”(’f’”t'uﬂ_l‘F(il'iil'('}f B A ONHP OBV ] (ﬁﬂﬂ.\{l' J'J‘Ufl'dh‘l-
dopmax nopduu yaaercs

ownmocena (B, 4 vonexyast BT opaupyiom mempanupposhoe keasto yponopgduipunozena. Obpasyemen

no ,D. |ﬂ| e p KUBaTb a |ﬂ| eKBaTHbI l‘/’l CUHTE3 3 u?f}.ut’,m_fm_\' gropa, Tu .’.J’ 1. B ocHognoM & CHRMC3C 2eMa _1'wfrf'.'3m_t'eur wzooep HE Cunmes t’i.‘_li_:ﬁ RIHOUACNT OOp-
08diNe KONPOROPHUPIIGZeHa 1 APONONOPUPWHEeena ¢ nocTedyowun npucoeduienuen Fe™.

TéMa (a HEMUA HE pa3 BUBaAETCA ); d http://bono-esse.ru/blizzard/img/Lab/Anemia/r26.jpg

NPOUCXOAUT HaKoNnieHne

MPOMEXKYTOUYHbIX NPOAYKTOB.



5. Aedunuut pepmeHTOB, y4aCTBYIOLUX B CUHTE3€e NOPPUPUHOB

MpenmyuwecTtBeHHOE NOCTYN/IeHME Kenesa B NeYyeHb NPpuBOAUT K Pa3BUTUIO LMPPO3a, B
NOAXKEeNYA0UYHYIO Kese3y - K caxapHoOMy AMabeTy, HaKoMNJIeHUE Kenesa B ANYKax - K
€BHYXONAM3MY, B HAAMNOYEYHUKAX - HAAMNOYEYHUKOBOMN HEAOCTATOYHOCTH.

KnnHuyeckue npossneHua 60n1e3HU 3aBUCAT OT BbIParKEHHOCTU aHEMUU U MPU3HAKOB
N36bITOYHOIO OTNIOKEHUA Kenesa B OpraHnU3me.

Y 60/1bHbIX B MOJIOA0OM BO3pacTe aHemusa B 6ONbLIMHCTBE caydYaeB HeBblpaxkeHHas (80-90 r/n),
OoAHaKo remornobuH nocreneHHo nagaet go 50-60 r/n.

CopeprkaHne PeTUKYNOUMTOB HOPMANbHOE NN HECKOIbKO CHUMXKEHHOE. DPUTPOLUUTDI
TMNOXPOMHbIE, OTMEYaeTCs aHN30UNTO3, MOMKUAOUMNTO3, OTAE/IbHbIE MULLEHEBUAHbIE
3PUTPOLUTDI

B KOCmHOM mo32e - rMnepnaa3na KPAacHOro POCTKa, YBE/IMYEH NPOUEHT 6a30PpunbHbIX,
NOIMXPOMATOPU/IbHBIX U CHUMKEHO KONNYECTBO OKCUPUIbHBIX 3PUTPOKAPNOLNTOB, MHOTO
KONbUEBUAHbIX cMAep061acToB. XapaKTepHbl NPU3HAKM HeaPpPEKTUBHOIO 3IPUTPON0333,
KOTOPbIN onpeaensieTcs Kak aHemMusl C OTHOCUTE/IbHOW AN aBCONOTHOM PETUKYNOLUTONEHMEN.
CopepskaHue »ese3a B CbIBOPOTKE 3HAUYUTENbHO NnosbileHo (A0 100 mkmonb/n), TpaHcheppuH
HacbILWEH Xene3om noytu Ha 100%. Mpwu nccnegoBaHmmn coaepKaHna NopdUpPMHOB B
3PUTPOLUTAX Y HEKOTOPbIX BONbHbIX 0OHApPY*KMBaAETCHA CHUXKEHNE npoTonopdupmHa ao 3-9
MKMob/n (Hopma 18-90 mKmonb/n) u nosbiweHne KonponopdupuHa Ao 60-75 mkmonb/n
(Hopma 40 12 MKMmonb/n). B oTAeNbHbIX CyYaaxX CHUMKAeTCA KaKk NpoTonopdupuUH, TaKk u
KonponopdupmnH. CoaeprkaHme 6-aMMHONEBYIMHOBOW KUCNOTbl U KONponopdupmnHa B moye
HOPMa/IbHOE.



5. Aedunuut pepmeHTOB, y4aCTBYIOLUX B CUHTE3€e NOPPUPUHOB

BOJIE3Hb N'OHTEPA

AyTOCOMHO-peLeccuBHoe

YactoTta 3abonesanHmin 1:1000000

10926.1-926.2 (yponopdunpunH-3-cMHTa3a)

MpoAasnAeTcs yxe Ha 1-m roay *KU3HW, HO MHOTAA - U No3xe (Ha 4-5-m roaax)

Hapaay cHopmasibHbIM KNOHOM 3pUTPOLUTOB Y BONbHbBIX CYLLECTBYET U NAaTONOTMYEC-

NI KNOH, B K/IETKaX KOTOPOTO B CBA3U C

dbepMeHTHbIM AePEKTOM HaKaNIMBaAETCa MHOIo yponoppumpuHa.

KnunHuka

BocnaneHnaMM n 53Bamm NOPaXKaKTCA XPALM, YLK, HOC, U3MeHAA 1 agepopmupya ux. Tak xe
NMOKPbIBAOTCA A3BaMUM BEKU. [10CTENEHHO YEN0BEK CTAHOBUTCA XNBOM Mymnen. bonbHblie oo
JIKHbI n36eratb CONHEYHOro CBETA.

XapaKTepHbl NOBbILIEHHO Pa3BUTbIN BOJIOCAHOW MOKPOB (rMNepTpmxo3, rycTole 6poBu, AINHH
ble peCcHULbl), PO30BaTO-

KOpUYHEeBOe OKpalmBaHue 3yb6oB (3pUTPOAOHTUA) B CBA3U C OT/IOXKEHMEM B IMA/IN U AEHTUHE
nopdumpurHoB. NMpunccnenoBaHnm B yabTPadUONETOBbIX yyax 3ybbl A4atoT APKOEe NOPNYyPHO-
KpaCHoe cBeyeHue.

TUNMYHO BblAeNEHNE MOYM, OKPALLEHHOM B KPACHbIM LBET (CMMNTOM, paHee BCero 3amevyaem
bI poauTenammn 6oabHOro pebeHka).

OnpepenaeTcs yBeiMueHne ceneseHkn (nHoraa -

N NeYeHun), coyeTaroLleecsa ¢ reMoIMTUYECKON aHEMUEN.

JleTanbHbIN UCX04, MOXKET HAaCTYNUTb eLWE B AETCTBE.



-J.

A -

http://vlanamed.com/wp-content/uploads/2013/04/bolezn_guntera.jpg



https://cs9.pikabu.ru/post_img/big/2017/07/18/6/1500371076213169663.jpg




5. Aedunuut pepmeHTOB, y4aCTBYIOLUX B CUHTE3€e NOPPUPUHOB

NeyeHue

MpennoXeHa TpaHCN/IaHTaUMA CTBONOBbLIX KNETOK NYNOBUHHOM

KPOBU, HO, K COXANEHMIO, LUAHCbl HAUTU HYXHOIO A0HOPA NPUPABHEHDI K HY/THO

B nutepaType ectb COObLLEHNA O HECKONBKUX CAYYaAAX YCMELIHOro

NPUMEHEHUNA TPAHCN/IaHTALUM KOCTHOIO MO3ra

beTa-KapOTUH, aKTUBUPOBAHHbIN Yro/ib, XONeCTMpamMmnH HeadbPeKTUBHbI AaxKe B HONbLUMX A03aX.
[MepenmBaHme 3pUTPOLUTAPHON MACCbl HEMHOTO YyAy4lLaeT TeyeHne 6onesHun, ogHako spPeKT
OT 3TOM Npoueaypbl HENPOAOKNTENbHbBIN, @ BO3MOKHbIN PUCK NMPU pPerynapHbiXx TpaHcdy3nax
NpeBbIWaeT NOTEHUMANbHYIO NONb3Y.

[MauneHToB HYXKHO obeperatb OT COIHEYHDbIX JIy4en, NPUMEHATb cneumanbHble GOTO3aAWMUTHbIE
cpeacTsa.




femornobuHonaTuu

1. HapyweHue nocneaoBaTe/IbHOCTU AMUHOKUCAOT B INO6UHe

e HapylweHune nonmmepusaumnm remornobmHa - Hb S (cepnoBmnaHoknetTouHana aHemusa)

® HectabunbHble remornobuHsbl (bbicTpaa npeumnutaumna npu okmcnedunmn) (Hb Kélin)

® [loBbllWeHHaA Kpuctanmsayms remornobumHa — HbC

® M remornobuHbl (metremarnobmnHemumn) (Hb Milwaukee)

e HapylieHune cpoacTBa K Kucnopoay ysenanyeHme — (remornobuH Zurich) — nonmuutemms
CHUXeHue — (remornobumH Kansas) — umMaHo3, nceBgoaHemms

2. HapyweHue cuHTe3a uenen robuHa
ea-Tanaccemus (a+ -tanaccemma n a0 - Tanaccemms)
e3-tanaccemus (B+ -tanaccemua u B0 - Tanaccemms)
o[-, vOPB-, aB- tanaccemumn

3. AccouumnpoBaHHble ¢ peHOTUNOM TaslacceMUmn
e HbE

e Hb Lepore

e Hb Terrant



1. HapyweHue nocnenoBate/ibHOCTU aMUHOKUCAOT B IN0buHe

CEPNOBUAHO-K/IETOYHAA
AHEMUA
AyTOCOMHO-PELLeCCUBHbIN
PacnpocTpoHeHa B CTpaHax
Adpukn, banxkHero n CpegHero
Boctoka, CpeansemMHOMOPCKOro
6accerHa, MUHamu (po 40%
HOCUTENbCTBA)

[poasnaetca K 4-5 mecauy
XU3HU

CopepraHune cepnoBUOHbIX
aputpouymtos gocturaet 90%.
PaHO pa3BuBaeTcA
reMonnTUYECKan aHemMus,
3a4eprKKa GU3NYECKOro u
YMCTBEHHOTIO Pa3BUTUA.
XapaKTepHbl HapyLweHus
Pa3BUTMA cKeneTa: balleHHbIN
yepen, yTo/WeHMe NOOHbIX LWBOB
yepena B BUAe

rpebHs, Kndos rpyaHoro

MAN NOpPA03 NOACHUYHOIO OTAeNa
NO3BOHOYHMKA.

Hb S
solution

Hb &
fiber

Amino acid

p6
Triplet codon replacement

T
Ony

\____/

GAG =——» [i6 Gly =9 Va| — Hb S

Cell (

Vaso-occlusion

heterogeneity
ToyeyHas myTauua B 6 KogoHe reHa B-uenun rnobmnHa npusoauUT
K 3aMeLLLEeHUI0 TNIOTaMUHOBOM KNCOTbI Ha BaInH.
BkntoyeHue Bs-uenn B TeTpamep NnpnBoamT K 06pas3oBaHUIo
Hbs
HepacTBopmnmoCTb AeoKcureHnpoBaHHoro Hbs npuBoanT K ero
NOIMMEPU3aLUN U, KaK CNeACTBUE, K CHUIKEHUIO
nepopmabenbHOCTM M 06Pa30BaAHUIO CEPNOBUAHDBIX 3P
OKKNH031A MUKPOCOCYA0B U paspylleHne Ip



Mepuogpi: 1. HapyweHue nocnenoBate/ibHOCTU aMUHOKUCAOT B IN0buHe

| - ¢ 6 mecaues o 2-3 ner,

Il -c3 g0 10 ner,

[l - crapwe 10 ner.

PaHHMe curHanbl: apTpanrmm, CUMMETPUYHOE OMNyXaHMe CyCTaBOB KOHEYHOCTeN, 60K B rpyau,
UBOTE M CNUHE, XENTYLWHOCTb KOXW, cnaeHomeranua. letn ¢ cepnoBuUaHO-KNETOYHOM
aHeMmen OTHOCATCA K KaTeropum vyacto bonetowmx. CteneHb TAXKECTM TeYEHUA CepnoBUAHO-
K/IETOYHOM aHEMMUU TECHO KOPPENUPYET C KOHUeHTpaumen HbS B sputpoumnTax: yem oHa Bbille,
TEeM TAXesiee BblparkeHa CMMNTOMATUKA.

KnuHuka

® XpOHUYeCKaa aHemunA

® CepnoBUAHOKNETOUYHbIN KpKU3 (OCTpble 60N B KOCTAX, CMUHE, }KUBOTE, KOHEYHOCTAX,
ceneseHke ), 0bycnoBAEHHbIE OKKKO3UEN COCYA0B M Pa3BUTUEM MHPAPKTOB B TKAHAX

® CKNOHHOCTb K MHPeKumam (acnneHus)

® [emonnTUYecKmne, anaactTuyeckme Kpmsbl

® HeBpo/siormyeckme ocNoXHeEHNA (MWLEMUYECKME N reMopparnYeckne MHCYNbTbl, Cya0poru,
ronoBHble 6onun, psoTta, potodobus...)

® [loueyHas HeagOCTaTOYHOCTb, TMMNOCTEHYPUA, MPOTENHYPUA, remaTypusa @ JlerouHas
rMNepTeH3unsa, OTeK JIErKoro

® PeTnHonMaTmA

® f3BEeHHble NopaKeHUA KOXHU

e CepaeyHana Hea4OCTaTOYHOCTb, MHPAPKT MMOKapAa

® [lonnopraHHasa HeAOCTaTOYHOCTb

® 3amegsieHne PM3NYeCcKoro Pa3BmUTUA, USMEHEHUA KOCTEM



1. HapyweHue nocnenoBate/ibHOCTU aMUHOKUCAOT B IN0buHe

NMopa*KeHUA nevyeHm:

e *KenyHoKkameHHana 60/1e3Hb, NPOABAAIOLWAACA B AETCKOM BO3pacTe

e OCTpbI NEYEHOYHbIN KPU3 C NOPAXKEHNEM renaToumMToB (renaTomeranunsa, HapactaHue
XKEeNTyxm, nuxopaaka, ysennyenme ACT n bunmpybuna), obycnoBneHHbI nwemunen, 3-14 aHen,
BO3MOXHO Pa3BUTUE NEYEHOYHOW HEAOCTaTOYHOCTH

o OCTpPbIN NEeYEHOUYHbIN KPU3 C cekBecTpaumen (bbicTpoe yBennyeHmne pa3amepoB NeyeHu m
nageHne remornobumHa B KPoOBK)

® OCTPbIN NEYEHOUYHbIN KPU3 C BHYTPMNEYEHOUYHbIM X0N1ecTa3om (rmnepbunmpybmnHemusn b6es
TemnepaTtypbl, 60nn B neyeHn, TEMKOUNTO3, MeYEHOYHAA HeAOCTAaTOYHOCTb U CMEPTD)

KANMHMKA Y *KEeHLWMH:

e [lncmeHoppes

® KNCTbl ANYHUKA

® DNOPOKNCTO3 MONOYHOW Kenesbl

® OcnoXKHEHHAA bepeMeHHOCTb U ee BbICOKMIM PUCK ANS NA0AA U MaTePU
KANMHWKA Yy MYXUYMH:

e[lpmnanmam

el/IMmnoTeHuunA

e[MnoroHaan3m (peako)



1. HapyweHue nocnenoBate/ibHOCTU aMUHOKUCAOT B IN0buHe

AnarHocTuka:

BaxkHaA 3apa4a onpegenenne tuna 3abonesanms (HbSS, HbSC, HbS+ B-tanaccemus)
edneKkTpodope3 remornobmnHa Ha LenntaN030aLeTaTHOM naeHKe npu pH 8,4 eSneKkTpodopes
remornobmnHa Ha uMTpaTHOM arape npu pH 6,2

e TeCcT Ha pacTBOPMMOCTb reMornobumHa

o [1HK-TunupoBaHue (MUP pecTpMKUMOHHbIN aHanus, annenb cneunduyeckasa rmobpuansauma mn
ap.)

e OueHKa mopdonorum aputpoumnTtoB (cepnosuaHbie — npu HbSS, muweHeBmnaHblie — npu
coYeTaHuun ¢ Branaccemment, rMNOXPOMHbIE MUKPOLUUTapHble AuckounTbl — npu HbSC)

® CHUXKeHne remaTokpuTa, Ip, HB, HopmoxpomHbie 3p npu HbSS n npu coyetanHmm c B-
Tanaccemumen

® PeTnKynoynTos

eYBe/IMYeHNe HEKOHbIOTMPOBAHHOIO BUnnpybmnHa, nakTataernaporeHasbl, Wes04HOM
docdaTasbl

® CHUXKeHune rantornobumHa

e [loasnenne Howell-Jolly Teney B 3p

e /leMKkouunTtos u TpombouunTos TonbKo npu HbSS — BapuaHTe



1. HapyweHue nocnenoBate/ibHOCTU aMUHOKUCAOT B IN0buHe
NeyeHue

®3amecTuTeNbHaa Tepanua JOHOPCKUMU 3puUTpoumTamm (nogaepxaHme He Ha yposHe 10 r/an,
HBS < 50%)

eHa3HauyeHMe npenapaTos, yBenm4nBatowmx konmyectso HbF:

-TmapoKcMmoUyeBmHa (MHrIMbnuma peboHykneotTnapeaykTasbl — ysenmndeHune FHb, 0,15-0,3 mr/Kr)
- 5-a3zaumaunH (runometTnnmnposaHune JHK-yBennyeHmne akcnpeccum reHa y—rnobuHa —
yBenunyenme FHb)

- euntabuH (rmnometnnmposaHue HK-yBennyeHue akcnpeccum reHa y—rnobumHa —
yBenunyernune FHb)

- ApruHuH byTnpaT (MHIMBUTOpP rMcToHAEaLLea3HOro Komnekca, bonblimne ao3sbl 30-40r/aeHb,
nepemeXXatoWwmmnca pexnm ns-3a cCHUKeHnsa adpdbeKTUBHOCTU 4 AHA Karxkable 4 Heaenwn)
®35PUTPOMNOITUH

e[1podpunnakTnka Tpomb0308

e[lpodunnakTnka nHdeKkuumn

eKynnpoBaHue 601eBOro cMHAPOMa

® AiNOreHHan TPaHCNAaHTaUMA KOCTHOrO Mo3ra

TaK e y4yeHble n3 YHusepcmuteta KannmdopHMM NCnbITaan Ha MblllaX MeTo , reHeTUYEeCKON
Tepanuun ceprnoBUIHOKAETOYHON aHeMUMN, ncnonb3ytowmin TexHonormto CRISPR/Cas9.
Pe3ynbTaTbl UCNbITAHUN FTOBOPAT O TOM, YTO BHECEHHbIE B TEHOM U3MEHEHUSA AENCTBUTE/IbHO
COXPAHAKTCA Ha NPOTAXKEHUU AINTENbHOTO BpemeHn. OgHaKo NoKa 3PpPeKTUBHOCTb BHECEHUA
reHeTUYeCKUX «NOMPaBOK» AOCTAaTOYHO HMU3KAsA, @ 6e30MacHOCTb TEPANMKN AaXKe He
nccneposanacb. Pabota onybankoBaHa B KypHane Science Translation Medicine.



2. HapyweHue cuHTe3a uenen rnobuHa

Tanaccemum — reteporeHHas rpynna BPOXAeHHbIX aHEMUIN, 0OYCNOBAEHHbIX HapyLIeEHNEM
CMHTEe3a ogHon unu bonee ueneu rMobuHa B TeTpaMepPHOM CTPYKTYpe remoriobuHa.
AyTOCOMHO-A0MWHAHTHbIM TUN HacNef0BaHUA

http://medservices.info/wp-content/uploads/pep-
vn/1d/1d55898b/intermediate-thalassemia-7f-520x593.jpg



2. HapyweHue cuHTe3a uenen rnobuHa

a-TAJTIACCEMMUA

ObycnosneHa mytaumamu reHos HBA1 n HBA2 (16p13.3), Kogmpyowmx anbda MOHOMEP
EcTb BCero 4 nokyca, Kogupytouwiero a-uenu. Haamume mytaumm B O4HOM U3 JIOKYCOB
NPUBOAUT K MUHUMA/IbHBIM K/IMHUYECKUM NPOABAEHUAM. HapylleHnA B ABYX IOKyCax
BblpaXatoTca NIErkon popmon aHemuu. MNMpu myTaumnax B TPEX TOKYCax BO3HMUKAET
3HauUMTENbHOE YMEHbLUEHME NpoAYKUMK a-INobuHa. Mpur 3Tom n3bbIToYHbIE Lenun B-
rnobuHa obpasytoT TeTpamepbl — remornobmH H.

XapaKtep 3a60/1eBaHMA MOKET BapbMPOBATLCA OT JIEFTKOW A0 TAXKENOM KapTUHDI
TMNOXPOMHOM MUKPOUUTAPHOM aHemuu. MNpucyTcTtBne myTtaumnim BO BCEX YETbIPEX annenax
anbda-rnobuHa He COBMECTMMO C XU3Hbto. Pe6EHOK ¢ Takon naTonornen nornbaet
BHYTPUYTPOOHO MM BCKOPE NOcC/e PoXKAEHUA. M3 NYNOBMHHOM KPOBU TaKUX AETEN MOXKHO
BblAennTb remornobuH bapra

XapakTepHo oTcyTcTBue yBenndeHna HbF n HbA2



2. HapyweHue cuHTe3a uenen rnobuHa
KnuHuka
rMNOXPOMHaA aHeMUSA, aHU30LUTO3 SPUTPOLUTOB, HAZIMYNE MULLEHEBUAHBIX PopM
3pUTPOUUTOB (MATHO remornobmnHa B LEeHTPE KAEeTKU, HaNoOMUHaLWee MUueHb). Mpun aTtom
cofieprKaHWe CbIBOPOTOYHOIO *Kesie3a HopMabHOE W/IN NOBbILLEHHOE.
KomneHcaTopHas runepniasna KOCTHOro Mo3ra BeZET K HapyLIEeHUsM B CTPOEHUU INLLEBOTO
yepena. Yepen MoXKeT cTaTb KBaApaTHbIM, balleHHbIM; HOC NpuobpeTaeT ceanoBmUaHYI0 dopmy;
HapyLLaeTca NPUKYC U pacnonoxkeHne 3ybos. OTmeyaeTca HKenTyLWHOCTb KOXKU U CAU3UCTbIX
obonoyek. CeneséHKa 1 nevyeHb yBesinyeHbl. bonbHble noasep»KeHbl UHPEKLMOHHbIM
3aboneBaHUAM. PaHO HavyaBLLanaca aHemuma obycnasamBaeT GPU3MYECKOE N YMCTBEHHOEe
Heaopa3BuUTMe pebéHKa.

NeyeHue

eemoTpaHcPy3mu

e XenaTopbl *enesa (gecdepan 25-50 mr/Kr)
e TpaHCMNNaHTALMA KOCTHOrO MO3ra

® CM/IEH3KTOMMUA

e[eHOTepanuma

®5-a3zaunanH 1 geuntabuH

® JPUTPONOITUH

® ApruHuH byTnpaT

o[napOKCMMOYEBMHA

e DoineBan KUCNOTA, UMHK coaepKalme npenapathbl



2. HapyweHue cuHTe3a uenen rnobuHa

B-TANACCEMMUA
ObycnoBneHa myTaumnen reHa
HBB (11p15),koampytowein B-
uenb rnobunHa

KnuHuka:

e AHemuA

e Kentyxa

® *enyHOKameHHas 6onesHb
e[enaTuTol
erenatocnieHomerannsa

® /I3meHeHunA cKkeneTa
(ocTeonopos, UCTOHYEHUE
KOPKOBOIO CN0OS1 KOCTEN,
NaTo/IorMyecKkme nepesiomsl,
N3MEHEHMA KOCTEN Yepena U
KOHeYyHocTel)
eKapanomumonaTtua(remocunaepo
3, aHemus)

® DHAOKPUHHAA
HeA0CTaTOYHOCTb (FTMnoTnpeos,
rmnonapaTupeons, caxapHbin
nnabet n ap)

TUN retepo3nrotHaad roMo3mroTHasd
B-Tanaccemus 3, Tanaccemunsa minor Tanaccemusi major
HBA2 > 3,5% HbF-98%,HbA2-2%
B-Tanaccemusi B+ |Tanaccemus minor Tanaccemusi major
HBA2 > 3,5% HbF-70-80%,HbA2-

Bapuab. HbA-10-20%

0,B-Tanaccemus u
BPOXAEHHbIA Nepcu-
cTupyrowmn HeF

Tanaccemust minor
HeF 5-20%
HBA2 N unmn

Tanaccemus intermedie
HbF — 100%

Hb Lepore

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

Tanaccemus major
unu intermedia

HeF 80% HsLepore-
10-20% HBA 1 HBA2
OTCYTCTBYHOT

\
\

ToueuHble myTauun/aeneumm reHa

HapyweHue cuHtesa PHK

oTcyTcTBMe/pe3Kkoe ymeHbLIeHN NPOU3BOACTBA B-uenei

remornobuH A BbiTecHAaeTcAa remornobuHom F




2. HapyweHue cuHTe3a uenen rnobuHa

AnarHocTukKa

® [MNOXPOMUA N MUKPOLMTO3, BazoPpuabHaA NyHKTaAUKNA Ip

® CHU)KeHune remornobumHa

® MuweHeBUAHbIE U KanaeBUAHblE 3PUTPOLMTDI

® CMOpPLEHHbIE U NEePEKPYYEHHbIE 3pUTPOLMTbI (N1enTounTbl) C TeNbLAMMU
® HopmobnacTtbl B nepudpepmnyeckom aHann3e Kposu

® PasgparkeHne spuTponaHOro PocTKa

® HeBblparkeHHbIN peTuKynoumnTos (2-8%)

® /leMKounTOo3, YyMEepPEHHbIN HeENTpodunes

® HopmanbHoOe cogepxaHue TpomboUMTOB

® YBe/InyeHne 0OCMOTUYECKON CTOMKOCTM 3PUTPOLIUTOB

® YBesinyeHme petanbHOro remornobuHa

® CHU)XeHMne AAnTenbHoCTU *}KusHum sputpoumntos (51 Cr)

® dnekTpodopes remornobmHa( L HbA TTHbF TTHbA2)
eYBeIM4YeHne HEKOHbIOTMPOBAHHOIo buanpybuHa

eYsennyenue JI4AI

eYsennyeHmne ACT (npu HopmanbHon AT)

e Pe3Koe CHMXEHUE nnm oTcyTcTBME ranTornobmHa u remoneKkcuHa
®YMeHbLUeHNE aCKOPOUHOBOW KUC/OTbI

® CHM¥KeHne Go/IMeBON KUCNOTbI

®Bo3moxkHOo cHukeHue ILVVILLIX, X pakTopoB cBepTbIBaHUA (renaTuT, Nneperpyska Xesnesom)
eYBe/InYeHMe OT/IOKEHUA reMoCuaepmHa



2. HapyweHue cuHTe3a ueneu rnobuHa
JleyeHue:
YacTble nepenmBaHms KpoBuM (pa3 B HECKO/IbKO HeAleNb), KOTOPbIE COYETAOT C MPUEMOM
npenapaToB, BbIBOAALWMX NNLLHEE Kesie30 N3 OPraHnU3ma;
[Nepecaaka KOCTHOrO MO3ra — eIMHCTBEHHbIN MEeTO[, KOTOPbIN MOMOraeT NOJIHOCTbIO
N3N1E€4YNTb YEeNOBEKA OT TaJslaCCeEMUUN.
JleKapcTBeHHbIe NpenapaTbl NPU TaNacCeEMUN HA3HAYALOT TONIbKO ANA KOppeKummn
CMMMTOMOB M OC/IOXKHEHUWN. MeaNKaMEeHTO3HOM Tepannm camoro 3aboneBaHus He
CyLLecTByer.

' https://lechenie-simptomy.ru/wp-content/uploads/2017/06/legkaya-forma-talassemii.jpg
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