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Hasedeno dsa sunadxu B-manacemii y dimeii 3 IIpuxapnamcvkozo peziony. Xapaxmepuum curnopomom y 060x xeopux Oyia
MIKDOUUMAPHA 2iN0XPOMHA AHEMIs cepedtp0zo Cmany 6axckocmi. B o0nomy sunadky 060e 6amvkis € HOCISMU PI3HUX Mymayii

B-manacenmii, y opyzomy — auwe mamu.
Knrouosi cnosa: manacemis, oimu, eenemuuni mymauii.

TaﬂaceMii — Ile Tpyla 3aXBOPIOBaHb, sIKi BUHUKAIOThH
BHACJIi/IOK BPOJIKEHOTO 11aTOJIOT T YHOTO CUHTE3Y I'eMO-
r06iny. Jledekr noJsrae y 3MeHIIeHH] IPOLYKYBaHHSI OfHO-
ro 4K JIeKiJIbKOX TJIOOIHOBUX JIAHIIIOTIB O, (IPpU OL-Tajracemii)
uu B (upu B-ramacemii) abo x noBHil ix BigcyTHocti. [Ipuyo-
My MOJIEKYJISIPHA CTPYKTYpa TJ0OIHOBUX JIAHINIOTIB [pU
IIBOMY He TOPYIIYeThes [5,14].

Anpda-TamaceMio COPUYNHSE JeJelis OfHOTO 3 TeHIiB
11-i xpomocomu. B-tasacemis, sika 3yCTPIYa€ThCsT YaCTiIlle,
BUHWKAE BHACJI/IOK CIIaIKOBUX MyTartiit y reri HBB, mokausri-
3oBanoMy Ha 16-1 xpomocomi [7]. BaskkicTe KIiHIYHUX TIPO-
SIBIB TIPH il TATOJIOTI1 KOPEJIOE 13 TUTIOM MYTAIlill Ta, BifTIO-
Bi/lHO, cTyIIeHeM aucOanancy rii06iHOBUX JIAHIIOTIB, 3a/IesKHO
BiJl piBHS 3HUJKEHHST CUHTE3Y B-TI06iHOBYX JIAHIIIOTIB BUALIIS-
I0Th T[Ty HU3KY HO30JIOTIH, SIKi Pi3HATHCS (PeHOTUTTOBUMHU TTPO-
SBaMU Ta BakKicTio mepebiry saxsoproBanHs (Talu.)
[15,19,21].

TakuM YMHOM, MOJICKYJISPHO-TEHETUYHUI aHaji3 rexHa
HBB e BaxxauBuMm 17151 Bepudikariii giaraody Ta MporHo3y-
BaHHS KJIIHIYHOrO mepebiry 3aXxBOPIOBaHHs. 3HAuHA Kijlb-
kictp (nonan 100) Ta rereporeHHicTh MyTallii, siKi OyJiu onu-
caHi B Mexxax reta HBB, ycknasnioe reHeTHYHY J1arHOCTHUKY.
Pisni mporokosu nepenbadaioTh MAOCHIIKEHHS HalOiIbI
MIOTIMPEHNX JJTs1 TaHoi oy sl MmyTariii rena HHB, i vacto
JIOIIJIBHUM € TPOBE/CHHS ITIOBHOTO CEKBCHYBaHHS TEHA.
YacroTa po3noBCIO/IZKEHHS Pi3HUX TUIIB MyTalliii rena HBB,
SIK 1 TIOIMIMPEHICTh TeTEPO3UTOTHOTO HOCIHICTBA MyTaIlill TeHa,
B YKpaiHi HeBizoMa.

Tabnuys
3axBOpIOBaHHSA, 3yMOBJIEHI
myTauismu reia HBB (B-rnoGiHy)

noxgﬁre:auiﬂ deHoTnn OMIM
Delta-betathalassemia 141749
Thalassemias, beta-(BT) intermedia 613985
Beta-thalassemia (BT) major 613985
Erythremias, beta- 141900
Heinzbodyanemias, beta- 140700
HEB11p15.4 Hereditary persistence of fetal hemoglobin 141749
Methemoglobinemias, beta- 141900
Sicklecellanemia 603903
Thalassemia-beta, dominant inclusion-body 603902
{Malaria, resistanceto} 611162
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IcHye TakoxK rpylia CHHAPOMIB, 110 32 KJIiHIYHUM nepebi-
roM ToAi6Hi 110 BeMKoi B-Tamacemii, siki HA3UBAIOTH TPOMIXK-
HoIo TasaceMicio [2,14]. TerneTmaro0 ii 0COBIMBICTIO € HasIB-
HicTh KOMOIHAIl <«caabKux» B-rajaceMivHUX MyTaIliii,
a iHomi B-MmyTaiisi BHCTYIA€ y CIOJIYYEHHI 3 O-MYTAIH€EIO.
YV Takux XBOPUX, sIK IIPABUJIO, 3HAYEHHSI TeMOTIO0IHY KOJIK-
BaeThes Ha piBHi 60—70 /71 6€3 TeMoTpaHchy3iiHOI MATPUM-
ku. DyHKIliSE €PUTPOIUTIB IPH MPOMiKHII TasaceMii 3HMKe-
Ha BHACJIIOK 1epeBaxkants dpakiiii remornobiny F (HbF),
SAKUI TIOTaHO TEePEeHOCUTb KuCeHb. JK 1 npu BeJaukiit
B-ramacemii, BHACIOK iHTeHCUBHOI 1Tpostidepaltii KicTKOBO-
rO MO3KY Yy IIMX XBOPHX PO3BUBAIOTHCS TICEBJONMYXJINHU
[6,9,12,18]. TlopiBusiHO 3 xBOpoGot Kyuii morpeba y remo-
TpaHcdy3igx y HAIi€HTIB 3 TPOMIKHOIO TAJIACEMIEI0 BUHIKAE
mi3Hinre.

Xoya TasaceMiuHi CHHPOMU MOKYTb 3yCTPI4aTUCS Y BCIiX
eTHIYHMX TPylax, Hailyacrimie iX AiarHOCTYIOTb y BUXIiALIB
i3 Cepensemuomopcbkoro Gaceitny, Adpuxu, Bansbkoro
Cxomy, IliBgennoi Ta IliBmenno-Cximnoi Asii, IliBnennoro
Kuraio ta ocrposiB Tuxoro okeany. Bormmma Tamacemii
€ i B Asep0aiijikati, B pIBHUHHUX PailoHAX SIKOTO TeTepo3u-
roTHa B-tanmacemis 3ycrpivaerbest y 7—-10% nacenenusi. Bua-
CJTiIOK IHTEeHCUBHOI MiTpallii HaceJeHHST 3aXBOPIOBAHHS PEEC-
TPYETHCS MPAKTUYHO B YCiX perioHax IaHeTH. 3a JaHUMU
Jiteparypu, IIOPOKY Yy CBITI HapOIKYETbCsl OJIM3bKO
100 000 miteit i3 Baxkkumu hopmamu Tasacemii [14].

3aJlesKHO Bijl CTYIIEHS IPUTHIYEHHS] CUHTE3Y [B-JIaHIIOTiB
po3pisHsI0Th B-Tanmacemiio 1Ioc (31 3MEHIIEHOI0 KiJTbKICTIO
B-manigoris) ta B-rasmacemito minyc (i3 BigcytHicTio B-71aH-
mioris) [21].

ITpu B-ramacemii iHTEHCUBHO TIPOJYKYIOTHCSI €PUTPOKA-
PIOIUTH, Y SKUX HAKOIUYYIOTHCS JIAHINIOTU O, 10 € TPUYH-
HOIO HOCUJIEHOrO PyHHYBaHHSA LUX KJIITUH Yy KICTKOBOMY
MO3KY, @ DPETUKYJIOIUTIB Ta epUTPOIUTIB lepudepilinoi KpoBi
— y cene3inmi. TakuM YUHOM, y XBOPOTO PO3BUBAETHCS
aneMmis. /lomatkoBuM GhakTOpoM TKAaHWHHOI TiMOKCil mpm
B-Tasacemii € migBuIEeHUN BMICT (heTaJbHOrO reMOTI06iHY
F B epuTponmrax XBoporo.

OCHOBHUM TIPOSIBOM TajlaceMii € TillOXpOMHA MiKpOIIH-
TapHa TineppereHepaTopHa aHeMis 3 XapaKTepHUMHU Mopdo-
JIOTIYHUME OCOOJMBOCTSIMU €PUTPOIUTIB, TUKUMU SIK TillO-
XpOoMis, MiKpo1uTo3, 6azodisbHa MyHKTallis, y nepudepiiimiii
KPOBi BUSIBJISIIOTH MITIIEHETTO/IOHI epUTPOIIMTH Ta SAPOBMICHI
KITITUHT — TIONePeTHIKHA ePUTPOITHOTO PSIY.
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Jlopeuno narajary, Mo TajaceMis € Hail4acTilolo craji-
KOBOIO TPIYNHOIO MiKPOIINTO3Y, a 3asi3oedirnTHa aHeMisT —
Habyrtoro [13].

Buacnigok mnigBuiieHoro posmnaay KJIITHH €pPUTPOHY
y XBOPHX BIAMIYA€ThCS MiABUINEHHS PiBHs Oimipybiny 3a
paxyHOK HempsiMoi Horo (dpakiiii, a TaKOXK JaKTaTAeripore-
Ha3¥ Ta CUPOBATKOBOTO 3aJli3a.

Tanacemis Moske TepebiraTi y BaskKiil (rOMO3HMroTHA
Besnka B-tanacemisi, abo xsopoGa Kyuii) um serkiit ¢opmi
(rerepo3uroTna Mazna P-ranacemist). Benuka B-ranmacemis
XapaKTePU3YETbCS PO3BUTKOM TiIIOXPOMHOI MiKPOIUTapHOI
aHeMii BaJKKOTO CTYTIeHsI BiKe Y TIepIli POKH SKUTTSI TUTHHHY i3
(opmyBarHAM TreMoTpaHCdy3iiiHOI 3a7TeKHOCTI, BHACITIIOK
YOTO PO3BUBAETHCS TEMOCH/EPO3 BHYTPIINIHIX OpraHis
3 XapaKTePHUMHU KJIIHIYHUMU O3HAKaMU (TeraToCIieHOMera-
JIist, IyKPOBHii iabeT BHACI 0K (hiOPO3Y MiANLIYHKOBOI 3a/10-
3n) [3,4]. HeedexkTuBHaMI epuTpOTIOE3 CIPUYNHSIE Y IINX XBO-
pHX XapakTepHi nedopmartii ckesery: TinepTpodioo HIUKHBOI
HieJienu 3 MOPYLIEHHSIM MPUKYCy, GairrononiGHuii ueperr,
0CTeoIopo3, BifictaBanus y izuunomy po3BuTky [6,8,9,12].

Tereposuroria Masia B-tasacemist Moke riepebirari Ge3cum-
HTOMHO a00 K MPOSIBIISITUCST JIETKOIO YU CEPEIHBOBAKKOIO aHe-
MI€T0 3 XapaKTepHUM MiKPOITUTO30M, TIIOXPOMI€IO Ta BOHOYAC
JIEIIO T ABUINEHNM ab0 HOPMAIBLHUM BMICTOM 3aJli3a Y KPOB.

JliarHocTHKa TajiaceMil BKJIIOYAE€ BUBYEHHS CIMEITHOIO
aHaMHe3Y, eTHIYHOTO TTOXO/PKEHHS, HASIBHICTh XapaKTePHHUX
O3HAK rilOXPOMHOI MiKPOIIMTAPHOI aHeMil 3 MillleHeoiOHuU-
MU €PUTPOIMTAMHU 32 BificyTHOCTI pedimuty 3amiza. [Iposo-
ISITh TaKOK BHU3HAYEHHS PIiBHIB (HETATBHOTO TEMOTJIOOIHY
F i remoriobiny A2 ta pocaimpkeHHs crenndiuHuX reHHUX
MyTalliii.

Xoua YkpaiHa He HaJe)KUTb /0 PEriOHIB, /e 4acTo pe-
€CTPYIOTh TaJaceMiuHi CHHIPOMHU, HAIll KJIIHIYHUN TOCBi
JIATHOCTHKU JIBOX BUIIAJIKIiB TeTepO3UTOTHOI B-Tanacemii
y sxuTemiB IlpukapnarTs BIPOJIOBK OZHOTO POKY BUIIPAB/IO-
BYE€ NPUCKIIVIUBUIA TOIIYK €TIOJIOTIYHIUX YNHHUKIB Y KOXKHO-
MY BUTA/IKY TilTOXPOMHOI MiKPOITUTAPHOI aHeMii y JiTell.

Marepiaj i METOIH JOCTII;KEHHS

Onuc xainiunozo eunaoxy 1. Y reMaToJOriyHuil cTa-
mionap K3JIOP 3YCAMII rocmitanizoBana TpUHAIISATAMI-
CSIYHA IBYMHKA 13 ciM'1 JIbBIB'SIH, HApOJKeHa Bif 4-1 T0HOIIIE-
HOI BariTHOCTI, APYruX MHOJOTiB (/Bi MotepeaHi BariTHOCTI
3aBEPIHINJINCSA BUKUJAHAMM) 3 MacOIO Tijla NPU HAPO/UKEHHI
3000 rpamiB. Pocsia Ta po3BuBasiacs BiAMOBIIHO /10 BiIKOBUX
HOPM. BIIpo/1oBsk 1epuioro poxy skutTs nepebyBajia Ha Ipy/i-
HOMY BMTOJIOBYBaHHI 31 CBOEUACHUM BBEJICHHSIM HAJIC)KHOTO
norojgoByBanHs. CnajkoBuil aHamHe3: y MaTepi Ta HIeCTH-
piuroro Gpara XBOPOI AiarHOCTOBaHa TITOXPOMHA MiKPOITH-
TapHa aHeMist. AJIeProJIoriuHuii aHaMHe3 He OOTSKEeH Uil

AHemilo y [iBUMHKM BHepiie jiarHoctyBasn y Bimi 11
MICSIIIB TMicJis eperecenoi ingexilii ceuoBUBITHUX ILJISIXIB.

3a IaHuMU TeMOrpaMy BUSBJICHO TiIOXPOMHY MiKpOIU-
TapHY aHEMII0 CePeJIHbOBAYKKOTO CTYIICHS, SIKY PO3I[HEHO SK
3asizozeinuTHy Ta NPU3HAYCHO TEPOpaJbHY (opmy Tpe-
napary 3amiza (aktudepun y Kpamisx y BiKOBiil 103i).
OCKiIbKY TCIIST TPHOX THKHIB JIKYBAHHSI POCTY TeMOTIOOIHY
He CIOCTEePIranocs, 10aTKOBO IPU3HAYeHO OTiE€BY KUCIIOTY.
[TpoTe nokazHuKKM reMoOrpaMu He IOKpallaiu, y 3B' 43Ky 3 UUM
JiBUMHKa GyJIa ToCIiTali30BaHa y TeMaToJIOTIYHIA cTamioHap
JUI IIarHOCTUYHOTO TOITYKY Ta JIiKYBaHHA.

OG6'€KTUBHO IPU MOCTYILICHHI: WIKIpHI mokpuBu Oz,
cybikrepuuni. Ckiuepu ikrepuuni. [Tepudepuuni nimdosysiu
He 36inbmieni. HasgBHi cTurMu amseMOpioreHesy: NIMPOKe
nepeniccs, emikaHT, MOHTOJOIAHUN po3pi3 oueil. [leuimka
+1,0 ¢M 3-1i1 Kpato peGepHOI AyTH, Cesie3iHKa He TajlbIyE€Th-
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cs. IlcmxomMoTOpHUIT PO3BUTOK Bi/AMOBIZIA€ BIKOBUM HOPMaM.
Maca Tina 11 kr, pict 73,5 cm.

V remorpawmi: epurpouutu (Ep) — 4,84 T/u, remorsno6iun
(I'6) — 87 r/m, cepenuiii 06'em epurporutis (MCV) —
60,3 fL, mopmorutu — 10 #a 100 JeHKOMUTIB, pETHKYIOIUTH
(P1) — 50%., meiikorurn (JI) — 22,5 T'/a, mefikormrapua
dbopmyma: mamuukosigepui neitrpodinu () — 1%, cermerTo-
anepui neiirpodinm (¢) — 5%, aimborutu (1) — 84%, MOHO-
mat (M) — 5%, tpombouuru (Tp) — 455 T/x, IIOE —
15 MMm/Ton. MopdoJiorist epuTPOIUTIB: BUpa3Ha TITTOXPOMis
Ta aHI30IIMTO3 32 PaXyHOK MIiKPOIMTIB, 3yCTpidaIncs MaKkpo-
Ta MerajohopMU epUTPOIUTIB, BUPAZHUN ITOUKIJIOINUTO3
(MmimreHenoi6HI epUTPOIUTH Y TOMIPHIA KiJTBKOCTI, TO-
OJIMHOKI epUTPOInTH 3 6a30(hiIbHOK MYHKTAIE0), TTOJIXPO-
MaTo(iis. 3HMKEHa OCMOTHYHA PE3UCTEHTHICTh ePUTPOIIH-
TiB: MiHiMaiabHa — 0,52%, makcumanbpia — 0,25%.

Y 6ioXiMiYHUX TIOKa3HUKaX KPOBi BUSBIEHO OJM3BKHIA
JI0 BEpXHBOI MeXi HOPMHU PiBeHb CHPOBATKOBOTO 3asi3a
(25,8 MKMOJIb/11), TiJABUIIEHHS PIBHS 3araJibHOTO OLIipyOiHy
10 46,5 MKMOJIb/JT 32 PaXyHOK HempsiMoi (pakitii (rpsiMuii
6imipy6in — 7,1 MrMoub/xr), makrarmerigporenasa (JI/IT)
512,0 MO/n (mopma 120,0-248,0); mokasHuky (HepUTHUHY,
BiTaminy Bi2 Ta osieBoi kucnotu Gy B MexaX BIKOBOI
Hopmu. ITpsima poba Kymbcea ciabo nosutusHa, y TuTpi — 1:2.

Ha pentrenorpadii opraniB TpyaHOI KJIITKU JiereHeBi
noJist 6e3 MaToNOTiYHNX TiHeH, KOpeHi CTPYKTYPHi, CHHycH
BisibHi. Cepiie posmmpeHe B 1ornepeyHunky. Kpaniorpama —
narojoriunux 3Min He BusBiaeno. Comnorpadiunum o-
CJTIJPKEHHSIM YepeBa 11aToJIorii He BUSBIIEHO.

Miesorpama: epurpomnoes: epurpobaactu — 1,0%, HoMo-
G6sactu  6azodiabHi 9,0%, mnoaixpomarodinbui —
14,8%, okcudinbui — 51,0%, aimbonntn — 11,4%, npomiesno-
T — 0,2%, mienorutu — 4,8%, Metamiesonutn (MTMIT) —
3,2%, n — 0,6%, ¢ — 1,6%, ¢ — 0,8%, mononutu — 0,6%,
omactu — 1,0%.

[Ipenaparu rinepiiesioysipHi 3a paxyHOK PO3LIMPEHOTO
€PUTPOHA, TIPE/ICTABJICHOIO MEPEBAKHO OKCU(DIIbHUMU €PU-
TpokapioiuTamMu. CrocTepira€tbesi He3HAYHUI AU3EPUTPO-
noe3 (MOOAMHOKI ABOSAAEPHI, MOOAMHOKI raHTesenomioni
Gopmu). ¥ Mienoinnomy mapoctky — MiJBUIIEHHS iHIEKCY
JI03pIBaHHSA 32 PAaXyHOK HW3BKOTO BMICTY 3pinux dopm.
JlocTaTHa KiTBKICTP METakapiolnTiB, SKi BiANTHYPOBYIOTH
TPOMOOIUTH.

Ha mizcraBi KaiHIYHUX HaHuX Ta JabopaTopHUX obcTe-
JKeHb 3arlepevyeno /liarHo3 3ai30/iedilluTHOI aneMii, a Ha Mif-
CTaBi HAsIBHOI y AUTWHY TITTOXPOMHOI MiKPOIMTAPHOI aHeMil
3 MilIEHENOAIOHUME ePUTPOIUTAMH 3alli[03PEHO TalaceMid-
HUI CUHPOM.

bBioximiuni Ta reseruuni AocaipkeHHst 060X BUIAIKIB
tasacemil 3ailicieno Ha 6asi Research Center for Genetic
Engineering and Biotechnology «Georgi D. Efremov»
MACEDONIAN ACADEMY OF SCIENCES AND ARTS,
Jie y TAIieHTiB Ta IXHiX 6GaThKiB TPOBEAEHO MOCTIIKCHHS
(bpaxiii pisHUX TUIIIB IJIOOIHIB METOOM BHCOKOE(DEKTUBHOT
piznnnoi xpomarorpadii (HPLC).

Y nepiomy KJiHIYHOMY BUIIQJIKy Y JAUTUHU BUABJIECHO
3MIHM Yy CIHiBBiAHOIIEHHI TI06iHIB: BucOKuii piBerb HbF
(86,0) za Bigcyrrocti HbA1C Ta piskoro sHuskeHHst ppaxiiii
HbAO (6,9). Hazani ycim wieHaM poAvHU MPOBEIEHO MOJIe-
KYyJSIPHO-TEHeTUYHUI aHasi3 TONIMPEeHUX MyTalliil y reni
remorsiobiny B gene meromom SNaPShot (¢.93-21G>A,
c.92+1G>A, ¢ 92+6T>C, ¢.316-106C>G, c.118C>T,
c.17_18delCT, ¢.19G>A, ¢.25 26delAA) Ta npoTsKHUX
JeJiertiii /Tpurtikaiiii rena rrobiny. [Tokasamo, o nmpobamz €
KOMITAYH/I-TETEPO3UTOTOI0 3a MyTariismu c.25 26delAA Tta
¢93-21G> A rena HBB, to6T0 MyTarii npucyti B 060X
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asesisix rena. Takuil reHoTun acorioerbest 3 Beta-thalassemia
(BT) major, 1110 y3ro/Ky€eThCs 3 KJIIHIUHOIO KAPTUHOIO 3aXBO-
PIOBaHHS Ta JIAHUMU aHali3y TI00iHIB.

[locaipkeHHs  BUSBWJIO  yCHAAKYBAaHHS BUSBJICHUX
MyTaliii Bz 6arbka Ta MaTepi, To6TO 000€ OaThKIiB € reTepo-
3UTOTHUMU HOCISIMM MyTalliil TeHa, SKi He MAIOTh KJIHIYHUX
nposiBiB TasaceMii. ¥ 1ifl POAMHI MOXKJINBA JIOIOJIOTOBA
JIIarHOCTHUKA MOJIEKYJISAPHO-TEHETUYHUMU METO/aMU T1pU
HACTYITHUX BariTHOCTSIX.

Brupomosxk miBTOpapiyHOTO CIIOCTEPEKeHHS IUTHUHA
norpebyBaja OJHOPA30BOTO IEPEJUBAHHSI €PUTPOKOH-
[EHTPATy, MOKa3HUKU TeMOrjaobiHy y Hel KOJMBAIOTHCS
B Mexkax 78—98 r/a1. [liBumHKa pocTe Ta pO3BUBAETHCS BifIIO-
Bi/THO 110 BIKY.

Bin o6creskennst Apyroi quTuHU B ¢iM'i GaTbKU BiAMOBU-
JIUCSL.

Onuc xainiunozo eunadxy 2. Il'stupiuna AiBYNHKA,
skuTebka M. IBarno-MpankiBebka, Hapoauaacs Big 2-1 qoHo-
IIIEHOI BariTHOCTI Biji MaTepi 3 XPOHIUHOIO aHEMi€Io He3'sicoBa-
Horo reresy (IMij 4ac BaTiTHOCTI aHeMist y MaTepi HOranOu-
Jlach, MO0 BUMArajo reMoTpaHcdys3iiiHoi KOpeKIlii Bipa3y
micyst mosoriB). /lutnHa pocsra Ta po3BUBAIACH 3TiTHO 3 BiKO-
BUMU HOPMaMHU.

3i cJiiB MaTepi, aHeMist y IiBYNHKH CIIOCTEPITANACs 3 TPU-
MICSYHOTO BiKY, a 301/IbIIIEHHSI CEJIE3IHKN BIIepIIe 3aJ0KyMeH-
TOBAHO JIiKapeM Y YOTUPUPIYHOMY BIIli.

Ha xoncyapramito 1o remarosora y K3JIOP 3YC/IMIL
JiBYMHKA 3BEPHYJIACS IICJSI CTAIIOHAPHOTO OOCTEKEHHSI 3a
MiCI[eM MPOKMBAHHSI, [ie BUKOHAHO BEJIWKUN CIEKTp 06CTe-
JKEHB, TPOTE eTiONOTIYHOTO YNHHNKA aHeMii He BCTAHOBJIEHO.

O6'ekTuBHO: WKipHI TOKpUBY OJ1i1i, cyOikTepuuni. Ckie-
pu cybikrepuuni. Ilepudepiiina MikpomoJiageHonaris.
IMeuinka +0,5 cM 3-Tii1 Kpaio pebepHOi IyTH, cee3inKa majb-
Hy€eThes 110 Kpato pebeproi ayru. DisuuHuii Ta IcuxoeMorrin-
HU PO3BUTOK JIUTUHU Bi/IIIOBi/Ia€ BIKOBUM HOPMaM.

Y remorpami: Ep — 3,79 T/n, I'6 — 69 r/n, MCV —
61,9fL, mopmormru 1 wa 100 seiikornmtis, PT — 50%., JI —
4,4 T/n, neiikouurapHa dhopmyJia: 6azobinbai HeldTpobiam —
1%, e — 2%, mr™1L — 1%, 1 — 1%, ¢ — 57%, 1 — 31%, M —
7%, Tp — 327 I'/n, HOE — 3 mm/roa. Mopdosiorist eputporiu-
TiB: BUpasHa TiOXPOMisl, MIKPOIIMTO3, MillleHenoibHi Ta Kpa-
IIETIOAIOH] epUTPOIUTH. 3HMKEHA OCMOTHYHA PE3UCTEHTHICTD
epuTpoiuTis: MitiMasbHa — 0,65%, Makcumanbia — 0,40%.

Y 6ioXiMIYHOMY JOCHIIZKEHHI KPOBi: el 3HMKEHUH
piBeHb CHPOBATKOBOTO 3ajiza — 8,7 MKMOJIb/J, TIiIBUIIEHHS
piBHSI 3arabHOTO GiipyOiHy 3a paXyHOK HenpsiMoi (pakitii —
32,0 MKMOJIB /11, TIpsiMuii GL1ipyOiH — 7,0 MKMOJIb /J1, T IBUIIIEH-
ust JIAT — 10 350,0 MO/ (N 120,0—248,0). TTokazauku epu-
THHY, BiTaminy Bi2 ta ¢dosieBol Kucaoru Oynu B MeKax HOPMH.
Conorpadiune T0CTi/PKeHHST BHYTPILIHIX OPTaHiB, HIUTOBUIHOT
3aJI031 Ta BUJIOYKOBOI 31031 NATOJIOTIi He BUSIBUJIO.

Ax i B momnepeanboMy BHIAJKy, Ha TiCTaBi HasBHOI
Yy IUTUHU TITOXPOMHOI MiKPOIMTAPHOI aHeMil 3 MillleHero-
HNiOHUMU epuTporUTaMu GyJI0 3aIli[03PEHO TATACEMIO.

Y poauni XBOpOi IUTHHM AOCHIPKeHHS (PaKIiil pisHUX
THUIIIB TJI06iHIB METOLOM BUCOKOE(EKTHUBHOI PiAMHHOT XpoMa-
torpadii (HPLC) ne BusBUIO 3HAYHUX BiZIXNJIEHD Y CITiBBII-
HoleHHi ro6iniB. HacrynHe npsiMme CeKBeHYBaHHs IeHa
B-rio6iny (HBB) Ta aHasmis npoTsukHUX jesieliil/ Tpuriika-
it BugBMIO y mpobanga MyTaiiio ¢.364 G>T rena B-tana-
cemii (tpaguuiiina wassa Cd121G>T) y rerepo3urorHomy
crani. Takuii reHoTun acoriroerses i3 Delta-beta thalassemia
(thalassemia minor), 1o ycagKkoBy€eTbhcsi 3a IOMIiHAHTHUM
TUIIOM, 1 /IS BUHUKHEHHS KJIIHIYHUX IPOSIBIB JIOCTaTHHO
onmiei 3minenoi komii rema. Cumif 3a3HauWTH, MO JaHY
MYTaIlio JiBUMHKA YCIAAKyBaIa B/l MaTepi, y KO CIOCTepi-
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raloThCsl KJIIHIUHI MposiBU XBOpoOU (cepenHboBakKa MiKpO-
ITapHa aHeMis Ta TTOMipHA CIIJIEHOMETATis).

CraH JiBYNHKH BIIPOAOBK CEMUMICAYHOTO TEPMiHY CIIO-
CTEPEKEHHS 32 Helo IicJs BCTAHOBJECHHS [iarHO3y MaJjiol
B-Tanacemii cTabiibHUIL, YTPUMYIOTHCS IIPOSIBU CEPELHBO-
Ba)KKOI aHeMil, oTpeOu B IIepesInBaHHi epuTpomMack He 0yJio.

JiarHocTyBaHHsT 000X BUIAAKIB BiOYJIOCS BIPOJOBK
O/THOTO KaJIEH/IAPHOTO POKY.

PesyibraTi OCHIIZKEHHS Ta iX 00rOBOPEHHS

Bera-tamacemii — reteporenHa rpyna 3axBopioBaHb, IPU-
YUHOIO SIKUX € craikoBi myTaiii y reni HBB (B-yA&olvo),
SIKi 3yMOBJTIOIOTH 3MEHIIIEHHsT 200 BiICYTHICTD cHHTE3Y B-1J10-
Gimy [21]. 1L anomasnii KJIiHIYHO MPOSBISIIOTHCS XPOHIYHOIO
MIKPOIIUTAPHOIO TilIOXPOMHOIO aHEMI€I0 PI3HOTO CTYIIeHs
BAJKKOCTI, SIKA Y MePeBasKHOT GiJIbIIOCTI XBOPUX CYITPOBOJIKY-
€ThCsT 301JIBIICHHSIM CEJIe31HKH, 2 TAKOK MEPIOANYHUMHU TEMO-
JITUYHUMU KPU3AMU.

ITizcymMoByIOUM OOCTEKEHHST ABOX HAIINX XBOPHX, CJIIJ
MIIKPECJAUTH, MO y HEpIIOMY KJIIHIYHOMY BUNAAKY MU
JiarHocTyBasv BeJUKy [B-Tasacemiio, Tpu SKiil JliBYUMHKA
yermaKyBaia ABi pisni B-myTanii Big 6aTbka Ta Matepi, a B
JIPYTOMY BUIAJIKY BUSIBJIEHA TeTEPO3UTOTHA Maja B-tasace-
Mig. Bigmosiano, mporuos y apyroi JiBYNHKY € CHIPUSATINBI-
MM TOPiBHSTHO 3 IUTHHOIO, XBOPOIO Ha BEJINKY B-TajaceMilo.

[lns1 rereposurotHoi Masoi B-ramacemii mpuTaMaHHE
nigBumenuss BMmicty A2(HbA2) dpakuii remorsiobiny
(2,0-6,0%), 1Mo miATBEPAKYIOTh PE3YJbTATH BUKOHAHIX
Hamu gocrimkens [14]. Y mowax 90,0% oci6-mociiB oznak
B-ramacemii BigsHauaeTbcsa nigBumieHHst pisus  HDF
10 3,4—7,0%, 1110 Ma€ AiarHOCTUYHE 3HAYEHHS, A TTPU TIPOMIK-
Hiit Tanmacemii yvacrka HbF nepesuiye 50%, 1o i npogemoH-
CTpyBaIo 00CTEKEHHs HallMX XBopux [14,19].

Xoua MOMUPEHICTh TaJTaCeMIYHUX CHHAPOMIB XapaKkTepHa
st eBHUX perioniB 3emuoi kyui (CepenzeMmHOMOD'd,
Bausbkuit Cxia, asifichki kpainm) i3 TpomiyHuM Ta cybTpo-
MYHAM KJIIMaTOM, BeJIMKa MiTparlisi HaceleHHsS Y BChOMY
CBITI CIIpUSsIE TIOMIMPEHHIO CHAJAKOBUX IeMOTJIOOIHOMATIH Ha
iHmi TepuTopii, 30kpeMa i B Yipainy. Ciriji mam'atati Takox
i PO MOKJMBICTb CIOPAIUYHUX MYTAIlill, IPUTAMAHHUX
TaJIACEMIYHUM CHH/[POMAM.

31 3pOCTaHHSM 3a OCTAHHI TPU JECATUIITTS KiJIbKOCTI
a3iiicbKUX MIrpaHTiB y 6ararbox KpaiHax HaOMpPae aKTyabHO-
CTi THUTAaHHS BIPOBAJKEHHSI CKPUHIHTOBUX OOCTEKEHD
Ha HasBHICTh reMOrJIOGiHONATII y HOBOHAPOYKEHHUX i3 a3ilich-
KUX €THIYHKX TPYI, [0 CIpusiyio O paHHiil giarHocTuii, Hasa-
TO/PKEHHIO ONTHMATIBHOTO PEXKUMY CIOCTEPEKEHHS Ta ajie-
KBaTHOTO JIIKYBaHHS I[i€i KaTeropii XBOpHUX 1 JaJ0 3MOTY
MPOTHO3YBaTH YCKJIAIHEHH Ta 3amobiratu im [1,11,17,20].

Y perionax, e TajaceMiuHi CHHAPOMU € PiAKICTIO,
MOXKJIUBI IIOMMJIKUA Yy AIaTHOCTUIN. 3a3BU4ail TilOXPOMHY
MIKPOIIUTApPHY aHeMilo B YKpaiHi TPaKTYIOTb SIK 3aji3o/e-
dimurhy. Ile BunpaBaano 3 orysAy Ha Te, MO AedinuT 3ai3a,
HMIMPOKO PO3IMOBCIOPKCHUH SK cepejl AUTAYO0ro, Tak i cepen
JIOPOCJIOTO KIHOUOTO HaceJeHHs B YKpaiHi, € HaluacTimoo
HaOyTOIO TPUYMHOIO MikpouuTapHoi anewmii. Tamacemis K,
piZKicHA Ha HAIITUX TePeHax, € HalfuacTiloIo CIaKOBOIO MPH-
YUHOIO MiKpommuTapHOi aHemii. TakuM WMHOM, Yy KOXHOMY
BUITQ/IKY TiTOXPOMHOI MiKPOIIMTApHOI aHEeMil CJIifT IOTPUMY-
BATUCA 3araJbHONPUNHATUX IIPUHIUIIB I1aTHOCTUKU aHeMil
3 BHU3HAYEHHSIM KIJBKOCTI PETHKYJOIMTIB, fKa € B MesKax
HOPMHU TIpW 3afizofedinuTHill aHemil Ta TMiABUIIEHA TTPHU
TasraceMii, BUBYEHHST MOP(OJIOTIT epuTponuTiB (AaHHYJIOIUTH
pu 3asizoneinuTHii aneMii Ta MiteHeoi6Hi epuTPoIUTH
MIpU TajlaceMii, 9acTo 3 HASIBHICTIO HOPMOIUTIB y Tepude-
pUYHI KpPOBi) Ta BH3HAYEHHS CHPOBATKOBOTO 3aJi3a.
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[Ilomo octanuboro, TO AEGIIUT 3aTi3a MOKE CIIOCTEPITaTHCS
i y yacTuHu XBOpuX Ha Tasnacemiio [10,13].

Came Takuil MiAXig 0 MiarHOCTHKKU 1 CIOHYKaB Hac
Yy TPEACTABJCHUX JBOX KJIIHIYHUX BUIAJAKAX PO3MIMPUTH
KOJIO 0OCTeKEeHb, BUKOHABIIU DSzl OIOXIMIYHUX AOCHIAKEHD
Ha TMATBEP/KEHHS TEMOJITHYHOTO XapaKTepy aHeMil
(BUSIBJIEHHST Y XBOPUX HeNpsiMOi GiipyOineMil, migBuiieHHs
JIAT) Ta MOJEKYJISPHO-TEHETUYHUX 0OCTEKEHDb I 3'sICy-
BAHHS CIIAJIKOBOTO XapaKTepy 3aXBOPIOBANHS.

Bumesasnaueni MeToam MOCITIKEHHS, 32 BUHSTKOM
MOJIEKYJISIPHO-TEHETUYHUX, € JOCTYIHUMU JiJist OiJIbIIoCTi
MeIMYHUX 3aK1a/1iB YKkpainu. Tox yMijse 3acTOCOBYBaHHS Ta
[paBUJIbHE TPAKTYBAHHSI PE3YJIBTATiB 0OCTEKEHb [T03BOJISIE
VHUKHYTU iaTHOCTMYHUX Ta JIKYBaJbHUX MTOMHJIOK, SK
y Bunajky ¢deporeparii y XBOPOro 3 Tajacemi€io, KoJau opra-
Hi3M 3a3Buuail nepeobrTskeHuit 3amizom. IIpu migospi Ha
TaJaCeMiYHUN CHUHPOM CJiJl BUKOHATH eJeKTPOhOpeTHIHe
TOCTI/IKEHHST TEeMOTJIO0IHy Ta MOJEKYJISIPHO-TeHETHIHE
00CTEREHHS [UIs1 BCTAHOBJIEHHS MOJKIIMBHUX MYTAIliil y reHax,
SKi BiANOBiZaOTh 3a cuHTE3 I0OIHOBUX JaHIiioris [14].
i mocikenHs € HEOCTYITHUMH JIJIST TIEPECIYHOTO XBOPOTO
B YKpaiHi, TOMy y BUTQJKY 3 HAITUMU TIalliEHTaMN MU CITiB-
nparoBasy 3 koseramu 3 /Y «IncrtuTtyt cagkoBoi natosiorii
HAMHY» M. JIbBOBa, siKi 3 610I0TIYHOTO MaTepiaxy BUILIN-
au JIHK Ta nagicranu fioro ans nocuipkenns y Lleatp rene-
TUYHUX AocTimkerb M. Crom'e, Makenonis. [Ipu mimospi Ha
TaJaCeMIUHUN CUHPOM JOIJIBHO MPOBOIUTH OOCTEKEHHS
BCi€l ciM'T U1 BUSHAYEHHST HOCIsE XBOPOOM Ta TUITY MyTalliii,
HasgBHUX y 4ieHiB poaunu [14]. Tereposurorna tamacemis
Ma€ Ba)KJIMBE 3HAYEHHS [Tl TEHETMYHOTO KOHCYJIBTYBAHHS.
V kiHOK, 6e3CUMIITOMHUX HOCIIB B-TasaceMii, mij yac Barit-

JIITEPATYPA

HOCTI MO’KE PO3BHHYTUCSI CHUMIITOMHA aHeMist 3 HOTpeboio
remorpatcdysiiiHoi ii kopekuil, mo i BigOyI0Cs 3 MaTip'to
JIBYUUHKY B HAIIOMY APYTOMY KJIiHIYUHOMY BUIA/KY.

MouJtekynsipHO-TeHETUYHI AOCTI/XKeHHd Tepiiol ciM'i
BUSIBUJIM PiZIKICHY JIJIST HAIIOI TIOMYJIAIii HAceJTeHHsS CUTya-
i, Komu 0060€ 0aThKIB € HOCIAMU PI3HUX MyTalliii reHa
B-rno6iny HBB, a moHbka ycnaakyBaia Biapasy oOUBI,
HaOyBIIIM, TAKUM YHHOM, BEJHKY B-Tajacemiio, nepebir siKoi
y 6araTthoX BUIAJIKaX € BAXKKIM Ta BUMArae reMoTpaHcdysiil.
Tomy 1151 iuTHHA TOTpEOyBaTIME 0cobIMBOI yBaru Ta ImocTii-
HOTO CIIOCTEepesKeHHs. Y JPyrol JiBUMHKU HOCIEM TeHa
B-tamacemii Gysia mMatH, siKka nepeasa HOro CBOIN JOHBIII.
Takuii BapianT XBopo6u y OIIBIIOCTI JKEpeT OMHICYIOTh STK
IIPOTHOCTUYHO CHPUATIUBUHN, y IKOMY KPiM ITOMipHOI aHeMil
Ta HE3HAYHOTO 301JIbIICHHS Cee3iHKn 1/a060 nevinku, 0co0-
JIUBUX Bixuienb He dikcyerbes [16,22].
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The overview of 2 cases of 3-thalassemia in children of Precarpathian region given in the article. The dominant syndrome for both cases was moderate micro-
cytic hypochromic anemia. In one case the both parents were carriers of different thalassemia gene mutations. In another case only mother was the carrier.
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