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tlacrora KJttrnuqecnlrx npoRrneHrft y 6o.nrnrrx I4MTB' a6c' ("/o\

flauuenrn c I4MTB. n=l05Kruguqecrufi cLrMrnoM

CurrrtrlerpurHrte flerexl'taJlbuble BbtcBI[aHI{t Ha Koxe HHx

leruopparn.recKzur cLrnh cJrnnnoro xaparrepa 6eg Herpotrsecrlrx saeldemos

nnqecKas cblnb cjll,tBHoro C HCKPOTI4qCCKHMI,T ?JICMEHTAMH

40 (38,1)Cr,rrrlUerpuuurte neTexuaJlbgble Bblcbtnagl1fl Ha I(Oxe BepxHl'rx KOHeqHOcTeR H KO7119

l6 (r5,2)
flerexfianrgste BblcblnaHl{t Ha Koxe nilua

Bole3neHnoctb ronenocronnblx
81 (77,t)

Orequocrr B obnacrn roreHocronublx cyctaBoB

8l (7r,r)
funepeuur B o6racrfi roneHocronHblx cyffa

EoaeluessocT b ll oreql{ocrb s o6nacrr KoneHHblx cycraBoB

ttc s o6racru KoJreHHblx cycraBoB

t2 (11,4)
EoleggeHnocrb I,t qreqHogrbs o6rac'rur roKreBblx

l2 (11,4)
Eore3Heusoctb r oreqHoqrb B o6nacrlr ilyqe3antcrHblx cycraBoll-

ecKr{e 60nI{ B xI4BOTe

l1 (10,5)
flpllrHaru

Eotru s nolcnlrqHofi o6nac-rn

r{eHbr AeMorpaonqecrue (norpacr lI non) noKa3arerH,

Ha ocHoBaHI{}I pe3yJlbraToB KOTOpbIX ycraHoBJIeHa B

1,8 paoa 6onee qacras perilcrparrnf,.3adoreBaur4fr y rttll
xeHcKor0 noJla - coorBeTcTBeHno a 64,0 u 36,0Yo cJry-

qaeB,

37,0o/oolcne[oBaHHbrx 6Hrl,t s Bo3pacre 25-44 net,

19% - 75-90 ler.
Bo npeur onpoca 6Hro susBneHo' sro y 2l (20%)

6orusnx Haqany 3a6oneBannt npeAluecrBoBaJlo nepe-

HeceHHbIe 3a l0-15 AHefi Ao ero naqarla OF3 unn OPBI4,

y 4 (3,8o/o') - BaKuuHaunt. Btrlecre c reM y 68 (64'8%)

6orrnrx BbttBJIeHbt orlarl'l xpoHfiqecKoft I'IH(DeKuKI{:

xpoHnuecxufi roH3HJIJIlIr - y 38 (36,2Vo), cI'IHycIarbI -

Tax, toxnuft cHH,qpoM y 6onrrux I4MTB xapaK-

repr.r3oBaJlcr cllMMerpuqHofi nerexltamuofi reuoppa-

rrqecroft cblnbro Ha Koxe HIDKHITx xouevxocrrx y 105

(100,0%), BepxHID( roseqnocrefi y 40 (38'l%)' xl{Bora

y 30 (28,6Y), uleu n nHIIa y 16 (15,2%):llpu eroru y 25

Q3,8o/o)naqneHToB Ha Koxe HI'DKHIIX roneqsocrefi cunr
r.rMela cJIlIBHgfi xaparrep, I{3 HID( y 6 (5,7y,) - c o6paso-

BaHr,IeM HeKpoTnqecKl{x r{3MeHeHufi r ueHrpe cJII'IBHOTO

otlara.
Hapngy c xoxHblMl't npotBJleHutMu, y 9l (86,7%)

6omsoro uMeJIo Mecm nopaxeHne cycraBoB' npotB'

JrrBrueect rx 6onegseHxocrblo y 91 (86,70/o), meuno-

crbrc u rutnepeuuefi s o6racryI ToJIeHOCTOnHOTo cycra-

82

y 13 (12,4%), Kapl{ec sy6or - y l1 (10,5%), BI,IpycHbIe

rerrararbr B - y 4 (3,8%) u C - y 2 (1,9%) ratllteHroB.

Kporrre roro, y 12 (11,4%) o6cle.qorassnx sa6olenaH4e

Haqalocb cnoHTaHHO, 6eg sHALIMutx npI{qHH'

i:: Vg npuBeAeHHbIx AaHHbIx BI't.uHo, 'ITo cpeAll BQex

Sarropoe, npeApacnoJlararcupn( K piulBI'IrHIo HMTB,

6omuruft nppqeHT cocraBJlter HzUIWIt,le oqaroB xpo-

Hr,rqecKrx rarir[exrufi (64,8Yo), uepeHeceHHoe OP3 r.nn

OPBH (206/o).

laHuue o KJII,IHI,TqecKI{X npotBJleHhtx 3a6ofieBaHut

Ha MoMeHT nepBlrqnoro o6parqenur npeAcraBneHbl B Ta-

6nuue.

ron y 81 (85,0%); 6oleguennoctblo' orequocrrto y 46

(43,8o/o) n rilnepeMl{efi g o6lacru KoJIeHHBIx cycraBoBB

y 25 (23,8%), 6onegseunocrhlo I{ oreqHocrbto s o6na-

crl{ JloKreBbtx I'l JI}nIe3a[tcTHbIx cycTaBoty 12 (ll, Yo)'

Ha r[oue KoxHbIx It cycraBHblx npomleHuft:a6ole-

Banlan y 38 (36,20/o) 6onrsnx orMeqaJlct a6Aotrlt{Ha'1r-

usril cnttApolvt, xoropuil y 13 (12'4%\ I{3 HIo( npo,IBJIfiJI-

cr nepuo4l{qecK[IMll ny 25 (23,8Yo) ynopnnrlru 6orsl\'rn

B xr,rBore, rorusmofi y 38 (36,2%), poorofi u HapyIIIeHII-

eM cryna y 30 (28,60/o), npI'I3HaKaMlI BlryrpeHHero Kpo-

BoreqeHrlt y ll (10,5%).

Y 5 (4,8o/o) naqueHroB' HaptAy c oIllIcaHHbIMH cI'IM-

moMaMI,I 3a6oJIeBaHI,Ie nporexiuro c nopaxeHl'IeM [oqeK,
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SUMM.4RY
p-thalassemias are heterogeneous autosomal re-

cessive hereditary anemias. Carriers of p-thalassemia

are widespread throughout the world. In alpha-thalas-
semia, the a-chain is disrupted, and in B-thalassemia,
the B-chain, The severity of the disease in p-thalassemia

depends on the nqture and the presence ofa mutation in

one or both alleles. The key hematological sign in the

diagnosis of thalassemia is microcytic hypochromic ane-

mia. Thalassemia carriers (heterozygotes) are present

with hypochromic microcyte parameters with or without
anemia, requiring differential diagnosis to exclude iron
defcie4cy anemia. Patients with milder forms may hm,e

moderate to mild anemia, and HbA and HbF levels are

highly dependent on underlying molecular defects and
t he de gr e e of i nefe ct iv e eryt hropo i e s i s, t herefore m o I e c-

ular analysis remains a critical tool in diagnosing the

phenotype of thalassemia intermedia.

Key words: B+halassemias, p-chains, mutations,

heterozygotes, microcytes, fetal hemoglobin (HbF), mo-

lecular analysis, diagnostics

EETA-TAfl ACC EM H H : OCO EEH H OCT n An ArH O CT n Kn

nflaanaroea f.H.1, 6o6oee K.T.1, CynefiMaHoea A.H.t, KaparynoBa A.M.2,

AnnaHaoapoBa 6.P.3, AflnMoe T.P.1
lPecny6nraKaHcKHil cneqhannaupoBaHHbtfi nayvHo-npaKTnqecKhft MeAnqnHcKvtil qeHTp

reMaTonornn,
2HaqronanbHbtil yHnBepcurer uM. M. Ynyr6exa,
3Monerynfi pHo-reHernqecKaf, na6oparopl4e (Geno-Texnologiya)

XYJIOCA

B-manacceuunnap zemepoeeH aymocouan peqeccus

upeuil ane*uampdup. B-manaccanua mauysqunapu

6ymyu dyu€da KeHe maptgeuzaH. AaQa'manacceaunda
aaaHcrcup 6ysanadu, B-manacceuunda sca b'zaucrcap.

B-man accanunda xacaanuiuuHe oeuprueu ma6uamza ea

6up €xu uKKana annendszu n'twaqunvuHz uascrcydnuzu-

ea 1oeautg Tanaccanua duazuocmuxacudazu acocuit ze-

MamonoeuK 6enzu uurcpotqumuK zunoxpoMuK aHetuun 4u-
co6n a u adu. Tan ac canut m awysuun ap u ( e e m epozuz om-

nap) auantn dlnzan €xu 6!'nuazau 4onda zunoxpoMuK

MuKporyumJrop napa"\tempnapu 6unau uaaucyd 6inu6,

meMup maHttuctuzu aHeMuncuHu mauxuc ffiuur yuyu

duQQepeu4uar mawxuceq Myrym@tc. Euztnpotg uaxn-
za eza 6earcpnapda lpntaua Ga eHztu aHelvnla 6lnuwu
tvtyMKuH ea HbA ea HbF dapaacacu acocuil n4onet<ynnp

HyttcoHrapza 6a calvtapacu3 ?pumponoss dapacrcacuea

6oetur9, wyHuHa yqyH Molet<ynnp ma4run manaccetvnn

uumepneduncuuuae Qeuomunuvu aHugttauda 4at 4u-
JtyBvu Bocuma 6j,nu6 tiutuorlla.

Kanum cjuap : B-m an accea,tuna ap, b's auacuptt op,

Mymaquulap, eemepo3uzomnap, MuKpoqumJlap, ryoMuJIa

zenoarcfiuu (HbF), MoneKynnp mwu, duazaocmuxa;

p-ralacceunn npeAcraBJrrrcr co6oft rereporeHHbre oHe raK Ha3blBaeMoro MaultpttfiHoro uosca: B crpanax

ayrocoMHo-peqeccnBnbre HacJreAcrBeHHbre alewuv, Cpeguseuuoro rraopn [9], a raKxe s ErllxHer{ Boctoxe,

yHacJre.[oBaHHbre o,1 poAurelefi, xapaxrepr.r3yrouuecfl 3aratra:re, B crpaHax lOro-BoctoqHofi u l{eurpalrrroft

cHr{xeHHbrM (F.) ruu orcyrcrByrour{M (B) cr{Hre3oM A3nu, e Ceoepnoft u lfeurpalluofi A$pure u n IOxHofi

uenn p-nro6nHa, Koropoe Moxer npI{BecrI'I K aHoM4JIb- Artaepure f1,2,7,10,15'l'll.
Houy o6pasoBaHuro reuomo6r.lna u HeeSSerruBHoMy Talacceunx ruaccttSnunpyerct B 3aBI{cI'IMocrH or

3pr4rpoloe3y |,7,15-17;20,22]. Kaxanft roA pox,ua- nopaxenuofi qenll MoJIeKyJIlt reuotlo6nra. flpu alr-
1grcr 6onee 60 ruc. Aerefi c pt!3Jrr/rrrHbrMn BaplraHTaMr.r t[a-ralacceu[I{ Hapyuaerct o-uenH, npu p-ralacceunu

TaJracceMun [13]. HocrrrelH p-ralacceunfi u?tpoKo - p-qenn. Ilpr.r p-ra.nacceMl,tn y naq]IenroB I'IMeIorct Ae-

pacnpocrpaHeHbr no BceMy Mr{py - or 80 ao 90 urur rperru }Inl,t AeJleqilu n B-uenn, BbI3bIBilIo[il,Ie o6pasona-

qeJroBeK (l,SYo aacenenur seulu) B ocHoBHoM r pafi- HI{e aHoMtuIbHbIx spl4Tpoquron [14,15,18,22,23).
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