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Hasedeno dsa eunadxu B-manacemii y dimei 3 [puxapnamcorozo peziony. Xapaxmepuum cunopomom y 060x xeopux 6yia
MIKDOUUMAPHA 2INOXDOMNHA AHEMIS CePedib0oz0 CMAany 6axckocmi. B o0nomy eunadky 06oe 6amvKie € HOCIAMU PI3HUX MYMAaUil

B-manacenmii, y opyzomy — nuwe mamu.
Kniouoei caosa: manacemis, dimu, zenemuuni mymaugii.

ajaceMii — Ie Tpyma 3aXBOPIOBAaHb, SKi BUHUKAIOTH

BHACJIIIOK BPOJKEHOTO MATOJIOTTYHOTO CUHTE3Y TeMO-
riobiny. ledekr mossirae y 3MeHIIEHH] TIPOLYKYBaHHSI OHO-
TO YN JEKIIBKOX TIOOIHOBUX JIAHITIOTIB O (TIPH Ol-TajraceMii)
yu B (mpu B-rasacemii) abo k moBHil ix BigcyTHOCTI. [Ipnyo-
MY MOJIEKYJISIPHA CTPYKTypa JI0OIHOBUX JIAHIIOTIB IPH
1IbOMY He MopymiyeTbes [5,14].

Anpda-TamacemMiio CIPUYMHSE JeJElliss OJHOTO 3 TEeHiB
11-i xpomocomu. B-tamacemisi, sika 3yCTPiUa€ThCs dacTillle,
BUHHUKA€E BHACTI/IOK CIIaIKOBUX MyTalliil y rerni HBB, noxaumi-
3oBanomy Ha 16-it xpomocomi [7]. BaxkkicTh KIiHIYHUX TIPO-
SIBIB TIPU IIil TTATOJIOTii KOPEJIIOE i3 TUTIOM MYTAIlili Ta, BiflIo-
Bi/iHO, cTynIeHeM [ucOanancy ro6iHOBUX JIAHIIOTIB. 3aJIeKHO
BiJ[ PIBHSI 3HI)KEHHST CHHTE3Y B—rJIo6iHOBI/IX JIQHITIOTIB BUJIIJIS-
I0Th 11iJ1y HU3KY HO30JIOTi, sIKi Pi3HATHCS (PEHOTUIIOBUMU TIPO-
gBaMU  Ta BakkicTio nepebiry 3axBoproBaHHs  (Ta0u.)
[15,19,21].

Taxum 4yuHOM, MOJIEKYJIAPHO-TE€HETUYHUI aHaIi3 reHa
HBB e BaxxnauBum st Bepudikailii giarnosdy ta mportosy-
BaHHSI KJIHIYHOrO Iepeliry 3aXxBOpPIOBaHHS. 3HAuHa Kijlb-
kictb (monaj 100) Ta rereporenHicTh MyTarliii, siki 6y onu-
cani B Mesxax rena HBB, ycknannioe reHeTnuHy /iarHOCTHKY.
Pisni nportokonn nepeabavyaioTh AOCTIIKEHHsS HANHOIIbII
MOTUPEHNX [T lanoi nomyJrsaiii myTariii rena HHB, i wacto
JIOLIJIPHUM € TIPOBEJCHHS IIOBHOTO CEKBEHYBAHHS TeHa.
YacroTa po3noBCloKeH s pisHuX TUIB MyTaliit rena HBB,
SIK 1 TIONTUPEHICTb FeTePO3UTOTHOTO HOCICTBA MyTallill reHa,
B YKpaini HeBimoma.

Tabruys
3axBOpIOBaHHSA, 3yMOBJIEHi
myTauismu reHa HBB (B-rnoGiHy)

noxarﬁzs’auiﬂ ®eHoTUn OMIM
Delta-betathalassemia 141749
Thalassemias, beta-(BT) intermedia 613985
Beta-thalassemia (BT) major 613985
Erythremias, beta- 141900
Heinzbodyanemias, beta- 140700
HBB11p15.4 Hereditary persistence of fetal hemoglobin 141749
Methemoglobinemias, beta- 141900
Sicklecellanemia 603903
Thalassemia-beta, dominant inclusion-body 603902
{Malaria, resistanceto} 611162
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[cHye TakoK rpyna CUHAPOMIB, 0 3a KJIiHIYHUM repebi-
roM HoiGHi /10 BesnKoi B-ramaceMil, siki HA3UBAIOTH TTPOMIK-
HoIO TasaceMi€o [2,14]. Tenernunoro ii 0cOOIUBICTIO € HasIB-
HicTh KoMOiHamii «cirabKkux» B-TajaceMiuHMX MyTalliii,
a iHoii B-MyTallisi BUCTYTIa€ y CIOJYYEHHI 3 O-MYyTalli€io.
Y takux XBOPUX, SIK MPABUIIO, 3HAYECHHS TEMOTJIOOIHY KOJIH-
BaeTbest Ha piBHi 60—70 1/11 6e3 remoTpancdysiiiHOl miaTPUM-
k. DyHKIlisST ePUTPOIUTIB TIPU TIPOMIKHI Tasacemii 3HMIKe-
Ha BHACJI0K mepeBaxkants dpakiiii remornobiny F (HbF),
KA TIOTaHO MEePeHOCUTh KHceHb. Sk 1 mpm Besankiit
B-rasacemii, BHaCJIiOK iHTEHCUBHOI TipoJtichepallii KicTKOBO-
ro MO3KY Yy IIMX XBOPHMX PO3BHUBAIOTLCS TICEB/ONYXJINHU
[6,9,12,18]. TlopisHsHO 3 xBopo6oto Kymi morpeba y remo-
TpaHchysigX y MAIEHTIB 3 TPOMIZKHOIO TalaceMi€0 BUHUKAE
ni3Hinre.

Xoua TasaceMiuHi CHHIPOMU MOKYTb 3yCTPiUaTUCS Y BCiX
eTHIYHNX TPyTax, HalluacTimie iX iaTHOCTYIOTh y BUXI/IIB
i3 CepenzemuoMopcbkoro OGaceiiny, Adpuku, Bausbkoro
Cxopny, IliBmennoi Ta IliBmenno-Cxignoi Asii, IliBgennoro
Kuraio Ta octpoBiB Tuxoro okeany. Bormumma Tamacemii
€ i B AsepOaiizikaHi, B pIBHUHHUX PaiioHaX SIKOTO TeTepo3u-
roTHa B-Tamacemist 3yctpivaeroes y 7—10% nacemnents. Bua-
CJIIJIOK THTEHCUBHOI Mirpailii HaceJeHHS 3aXBOPIOBAHHS PEEC-
TPYETbCA NMPAKTUYHO B YCiX perioHax IJaHeTu. 3a AaHUMU
jgitepaTypu, IHIOPOKY Y CBITI HapOMKyeThcss OJIM3bKO
100 000 xiTeit i3 Baskkumu hopmamu Tasnacemii [14].

3aJeHO BiJ CTYNEHs TPUTHIYEHHsT CHHTe3Y [-TaHIIoTiB
PO3pisHsIOTh PB-Tasmacemito TIOC (31 3MEHIIEHOI0 KiJIbKICTIO
B-manmioriB) ta B-rasacemiio Minyc (i3 BigcyTHicTio B-maH-
moriB) [21].

ITpu B-rasacemii iHTEHCUBHO TIPOJAYKYIOTHCS €PUTPOKA-
pIOIUTH, Y SAKUX HAKOIMUYYIOTHCS JIAHIIOTH Cf, 1110 € NPUYH-
HOIO IOCHJICHOTO PYHHYBAaHHS IIMX KJITUH y KICTKOBOMY
MO3KY, & PETUKYJIOIUTIB Ta epUTPOIHTIB 1iepudepiitHoi KpoBi
— y cesesinni. TakuM YMHOM, Yy XBOPOTO PO3BUBAETHCS
anemis. JlogaTkoBuM (HakTOPOM TKAaHWHHOI TiMOKCii npu
B-Tanacemii € migBumIeHHH BMicT (eTasbHOr0 reMoriIo0iHy
F B epuTpommTax XBoporo.

OCHOBHUM TIPOSIBOM TajlaceMii € rilloXpoMHa MiKpoIu-
TapHa TineppereHepaTopHa aHeMis 3 XapakTepHUMH MOpQo-
JIOTIYHUMEU OCOOJIMBOCTSIMU €PUTPOIUTIB, TUKUMU SIK TiMO-
XpOoMist, MiKpOIIUTO3, 6azodinbHa nyHKTallis, y epudepiiitiii
KPOBI BUSIBJISIOTH MillleHENOiOHI epPUTPOIIMTH Ta sIIPOBMICHI
KJIITUHU — TIOTIEPETHIKU €PUTPOITHOTO PSILY.
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[lopeuHo HarazaTy, M0 TajJaceMisl € HayacTilIoo cIaj-
KOBOIO ITPUYMHOIO MiKPOTIUTO3Y, a 3aJ1i3071e il THA aHEMisT —
Habytoro [13].

Bracnigox mnigBuieHoro posmnaay KJIITUH €PUTPOHY
y XBOPHUX BiIMIYa€ThCs MiABUINEHHSI PiBHsA OiLmipy6iHy 3a
paxyHOK HempsiMoi 1oro (paxiiii, a TakoX JIaKTaTeripore-
HasW Ta CHPOBATKOBOTO 3aJi3a.

Tamacemisi Moxe mepebiraTn y Bakkiii (roMo3urorna
BesinKa B-tamacemisi, abo xBopoba Kyui) um serkiii dpopmi
(rerepo3uroTHa Majna P-tanmaceMis). Benwka B-ramacemist
XapaKTePU3YEThCS PO3BUTKOM TIilIOXPOMHOI MiKPOIMTapHOI
aHeMil BayKKOTO CTYIIeHsI BiKe Y IepIlli POKH SKUTTSI TUTHHM i3
dopmyBanHsaM remoTpancdy3iiinoi 3aneKHOCTi, BHACIIIOK
YOro PO3BUBAETHCS TEMOCHEPO3 BHYTPINIHIX OpraHis
3 XapaKTePHUMH KJIIHIYHUMH O3HaKaMn (TernaTocIJieHoMera-
Jiist, Iy KpoBwUii iabet BHACTi0K (piGPO3y IiAIILTyHKOBOI 32710~
3n) [3,4]. HeedextuBHmii epuTpoIioes CpuInHse€ y uxX XBO-
puX xapakrtepHi jedopmariii ckeseTy: TinepTpodiio HUKHBOI
[ieJienu 3 MOPYIIEHHSIM TIPUKYyCy, OainTonogiOHuii yeper,
0CTEOII0PO3, Bi/icTaBaHHA y (isuuHoMy po3BUTKY [6,8,9,12].

TereposurorHa Majia B-Tajacemis Moske riepebiratit Geacum-
HTOMHO a0 7K MPOSIBJISITHCST JIETKOIO YU CePEHBOBAYKKOIO aHe-
MI€I0 3 XapaKTePHUM MiKPOIIUTO30M, IIIOXPOMIEIO Ta BOJ[HOYAC
JIETIO MiABHIEHNM a00 HOPMAJIbHIM BMICTOM 3aJ1i3a y KPOBI.

JliarHocTuKa TajaceMmil BKJIIOYAE BUBYEHHS CIMENHOTO
aHaMHe3y, eTHIYHOTO ITOXO/PKEHHS, HAsSBHICTh XapaKTepHUX
O3HAK TiMOXPOMHOI MIKPOIMTAPHOI aHeMil 3 MileHernoaioHu-
MU epUTPOIMTAMU 3a BificyTHOCTI nedinuty 3amiza. [Iposo-
JIATh TaKOK BHM3HAYEHHs PiBHIB (DETAJBHOTO TeMOrIOOiHY
F i remoriobiny A2 Ta mocyiKeHHs crienndivHuX reHHInx
MyTaIli.

Xoua YkpaiHa He HaJEKUTh /0 PETIOHIB, /e 4acTO pe-
€CTPYIOTh TaJlACEMIYHI CUHAPOMU, HAIll KJIHIYHUN IOCBIJ
JIarHOCTUKK JBOX BUIIQ/IKIB reTepo3uroTHOi B-tanacemii
y sxuTesiB [IpukapnarTs BIPooBK OHOTO POKY BHUIIPAB/LO-
BY€E IIPUCKINIMBUI TOIIYK €TiONOTIYHUX YUHHUKIB Y KOKHO-
MY BHUII/IKY TiIIOXPOMHOI MiKPOI[UTapHOI aHeMii y JiiTeil.

Marepiaj i METOIM JOCIIAKEHHS

Onuc xainiunozo eunaoky 1. Y reMaToJoriuHuii cra-
mionap K3JIOP 3YC/IMII rocmiTanizoBana TpyUHAIISATIMI-
csYHA IIBYMHKA i3 ciM'T JTbBiB'IH, HApO/KeHa Bif 4-i IoHOTIITe-
HOI BariTHOCTI, APYTUX TIOJOTIB (/Bi TTOTIepeAHi BariTHOCTI
3aBEPUINJINCS BUKUIHSIMU) 3 MAcolO Tijla IIPU HAapOJKEeHHI
3000 rpamis. Pocsia Ta po3BuBasiacs BiIIOBIZIHO 10 BIKOBUX
HOPM. BITpoIOBIK 11epIioro poky sKUTTsI epebyBaja Ha rpy/I-
HOMY BHTOJIOBYBaHHi 31 CBOEUACHUM BBEJIEHHSIM HAJIEKHOTO
noroioByBaHHs. CHafkoBUIl aHaMHe3: y MaTepi Ta HIeCTH-
piuHoro Gpara XBOPOI AiarHOCTOBaHa TIIIOXPOMHA MiKPOI[H-
TapHa aHeMisl. AJIeproJIoriyHIi aHaMHe3 He 00TsKEeH M.

Anewmilo y AiBYMHKM BIeplie AiarHoctyBaiu y Bimi 11
MiCSIIIB TicJist nepeHeceHol iHGeKIlii ceuoBUBIIHUX TJISXIB.

3a JIAHUMU TeMOTrpaMy BUSBJIEHO TiIIOXPOMHY MiKpOIH-
TapHy aHEMil0 CepeIHbOBAKKOTO CTYIEH, SIKY PO3IiHEHO SIK
3ami3oneinmUTHY Ta MPHU3HAYEHO MepopasbHy (GOpMy Ipe-
napaty 3asiza (aktudepuH y Kpamiasx y BiKOBiil 103i).
OcKiIbKM MiCaIst TPHOX THIKHIB JIIKYBaHHSI POCTY TeMOTJIO0iHY
HE CIIOCTEPIranocs, 10[aTKOBO IPU3HAYEHO (HOJIEBY KUCTIOTY.
TIpore MMOKa3HUKYM TeMOTPaMHU He TIOKPAIIAJIH, Y 3B'SI3KY 3 UM
JiBunHKa GyJra rocriTanizoBaHa y reMaToJIoriaHuil cTarioHap
JUUIL 1IarHOCTUYHOTO TIOIITYKY Ta JIKYBaHHS.

OG6'eKTUBHO TIPW TIOCTYIUICHHI: TMKIpHI MOKpUBU OJIiI,
cybikrepuyuni. Cxiepn ikrepuuti. [lepudepuuni sivboBysim
He 30unbuieHi. HasBui cturmMu auseMOpioreHesy: MIHMPOKeE
IepeHiccs, emikaHT, MOHTOJIOIIHUN po3pi3 odveil. I[leuinka
+1,0 cM 3-Tix Kpaio pebepHol AyTH, ceJe3inKa He MaJIbIyeTh-
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cs. IlcuxoMOoTOpHUIT PO3BUTOK Bi/IIOBiZIa€ BIKOBUM HOpMaM.
Maca Tisa 11 kr, pict 73,5 cm.

¥V remorpami: epurporut (Ep) — 4,84 T/, remorno6in
(I'6) — 87 r/xn, cepenniit 06'em epurpountis (MCV) —
60,3 fL, Hopmouutu — 10 Ha 100 JIelKOIUTIB, PETUKYIONUTU
(P1) — 50%., seiikorurn (JI) — 22,5 I'/n, neiikorurapna
bopmyna: mamrakosnepni Heirrpodimm (1) — 1%, cermeHTO-
sepHi mefrpodinm (¢) — 5%, mimborutu (1) — 84%, MOHO-
muru (M) — 5%, tpombormtu (Tp) — 455 I'/a, HIOE —
15 mm/rox. MopdoJiorist epuTpoInTiB: BUpa3Ha riloXpomist
Ta aHi30IMTO3 32 PaXyHOK MiKPOIIUTIB, 3yCTPIiYaTIICI MaKpO-
Ta MerajgoopMu €pPUTPOIUTIB, BUPA3HUIl TOHKITOIUTO3
(MinreHenoni6Hi epUTPOLUTH Y MOMIPHIiH KiabKOCTI, mmO-
OJITHOKI epUTPOIUTH 3 6a30(iIbHOIO MYHKTAIIIEI0), TTOJiXPO-
MaTtodisis. 3HMKeHa OCMOTHYHA PE3NCTEHTHICTh €PUTPOIIN-
TiB: MiHiMambHa — 0,52%, Makcumanbaa — 0,25%.

VY GioxiMiyHUX TOKa3HUKAX KPOBi BUSIBJIEHO OJU3bKUI
JI0 BEPXHBOI MeKi HOPMHU PiBEHb CHPOBATKOBOTO 3ai3a
(25,8 MKMOJIb/JT), TIABUILEHHST PIBHSI 3arajJbHOTO OLIpyOiHY
1o 46,5 MKMOJIb/JT 32 paxyHOK HempsiMoi (paxiiii (Tpsvumit
6inipy6in — 7,1 MrMoub/a), makrarerizporenasa (JIT)
512,0 MO/n (nopma 120,0-248,0); mokasHuKN (HepUTHHY,
Bitaminy Bi2 Ta domieBoi kuciaorn Gy B MeXax BiKOBOI
Hopwmu. IIpsiva po6a Kym6ca ciabo nosutusha, y turpi — 1:2.

Ha pentrenorpadii opraniB rpyaHoi KJIITKU JiereHeBi
Mo 6e3 MaTONOTIYHNUX TiHEH, KOpeHi CTPYKTYPHi, CHHYCH
BimpHI. Ceprie posmmpene B momnepedHuky. Kpaniorpama —
natosioriuaux 3miH He BusBiaeno. Conorpadiunum mo-
CJIZIKEHHSIM YepeBa NaToJIoTil He BUSBJIEHO.

Mienorpama: epurpornoes: eputpobaactu — 1,0%, HoMo-
G6mactu  Gasodiabui — 9,0%, mnomixpomartodiabHi —
14,8%, okcudinbhi — 51,0%, pimponurn — 11,4%, npomieso-
nutu — 0,2%, mienorut — 4,8%, Metamiesonut (MTMI[) —
3,2%, m — 0,6%, ¢ — 1,6%, e — 0,8%, monornmtun — 0,6%,
omactu — 1,0%.

[Tpemmapatn rinepiiesiossipHi 3a paxyHOK PO3HIMPEHOTO
€PUTPOHA, TIPEJCTABIEHOTO TT€PEBAKHO OKCUMITbHUMU epH-
Tpokapiorutamu. CIIOCTepiraeTbcss He3HAYHUN JAM3EPUTPO-
noes3 (MOOAMHOKI ABOSAEPHI, MOOAMHOKI TaHTEIenoAiOni
bopmu). Y MienoiHOMYy TTapOCTKY — HiJIBUIIIEHHS 1HIEKCY
JI03piBaHHsI 32 PaxXyHOK HU3bKOTO BMiCTy 3pinux ¢hopm.
[loctaTHs KiJbKICTh MeTrakapioluTiB, SKi BiANTHYPOBYIOTbH
TPOMOOIUTH.

Ha migcrasi kiiniunux ganux ta jgabopaTopHux oOcTe-
JKeHb 3arepevyeto /liarnos 3anizonedinutioi anemii, a Ha mij-
CTaBi HAsIBHOI Y IUTUHU TiIOXPOMHOI MiKPOIIUTAPHOI aHeMii
3 MillTeHenoIiOHIMIT €PUTPOTINTAMHI 3aIT1I03PEHO TajaceMid-
HUI CHHIIPOM.

BioximMiuHi Ta reHeTMuHi AOCJi/KeHHSI 000X BUIIQ/IKIB
tasmacemii 3milicuero nHa 6asi Research Center for Genetic
Engineering and Biotechnology «Georgi D. Efremov»
MACEDONIAN ACADEMY OF SCIENCES AND ARTS,
Jie y TMaIlieHTiB Ta iXHiX 6aTbKiB IPOBEAEHO JOCJIIKEHHS
(paxiiiit pisHUX TUIIB IJIOGIHIB METOMOM BHCOKOEHEKTUBHOI
pimmaHOI XxpomaTorpadii (HPLC).

Y nepuiomy KJIiHIYHOMY BHUNAAKY y AUTHUHU BHABJICHO
3MiHM y chiBBigHOUIEHHI T7100iHIB: Bucokuil piBerb HbF
(86,0) 3a Bincyrnocti HbA1C Ta piskoro sHmxkeHHs dpakiii
HbAO (6,9). Hagani yciM 4jieHaM pOAMHU HPOBEIEHO MOJIE-
KyJIADHO-TEHeTUYHMI aHaji3 MOoIMpeHuX MyTaliil y remi
remorsiobiny B gene merogom SNaPShot (¢.93-21G>A,
c.92+1G>A, ¢92+6T>C, ¢.316—-106C>G, c.118C>T,
¢.17_18delCT, ¢.19G>A, ¢.25 26delAA) Tta nporsxKHUX
Jestentiil /Tpuriikaniii resa rio6iny. [lokasaHo, 1o npobat €
KOMIIayHJI-TeTepo3uroTo 3a MmyTtarismu c.25 26delAA Tta
¢.93-21G> A rena HBB, to6T0 MyTamii mpucytHi B 060X
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asresisix reHa. Takuii renorun acouiroersest 3 Beta-thalassemia
(BT) major, 1m0 y3roizKyeThCs 3 KITIHIYHOIO KAPTUHOIO 3aXBO-
PIOBaHHS Ta IJaHNMU aHATI3y rI061HIB.

Hocaipkenna BUABUJIO yCHaJKyBaHHA BUABJIEHUX
MyTaiii Bij 6aThka Ta Martepi, To6T0 060€ 6aThKIiB € reTepo-
3UTOTHUMH HOCISIMU MYTallili TeHa, SIKi He MafoTh KJIiHiYHUX
TMPOsIBIiB TasaceMii. Y il POAWMHI MOXKJINBA J/IOMOJOTOBA
NIarHOCTUKA MOJIEKYJISPHO-TEHETUYHUMU METO/IaMU TIPU
HACTYITHUX BariTHOCTSIX.

BriposioBx miBTOpapiuHOro CrocrepekeHHs IUTHHA
norpebyBaja OIHOPA30BOTO MEPEJUBAHHSI €PUTPOKOH-
[[EHTPaTy, NOKAa3HUKU reMoraobiHy y Hel KOJUBAKOTHCS
B Meskax 78—98 r/i1. [liBunnka pocTte Ta pO3BUBAETHCS Bi/IIIO-
Bi/IHO 10 BiKY.

Bin o6creskeHHst Apyroi AUTHHU B ¢iM'T GaThKU BiAMOBHU-
JIUCSL.

Onuc xniniunozo eunaodky 2. Il'atupiuna aiBUMHKA,
skuTesibka M. [Bano-MpankiBebka, Hapouiacs Bijg 2-1 jono-
IIeHOo1 BariTHOCTI Biji MaTepi 3 XpPOHITHOIO aHEMi€To He3'sicoBa-
HOTO TeHe3y (Ml yac BariTHOCTI aHeMist y Martepi noraubu-
JIach, 10 BUMArajo reMoTpaHcdysilinoi Kopekiiii Bizpasy
micyist moJiotiB). JlutrHa pocsia Ta po3BUBAIACh 3TiIHO 3 BiKO-
BUMU HOPMaMH.

3i c1iB MaTepi, aHeMist y JIIBUMHKN CIIOCTEpiragacs 3 Tpu-
MICSUHOTO BiKY, a 301/IbIIEHHST CeIe3iHKU BIIEPIIe 3a[0KyMEH-
TOBAHO JIiKapeM y YOTUPUPIYHOMY Billi.

Ha xoncynprariio go remarosora y K3JIOP 3YCAMI]
JIBYMHKA 3BEPHYJIACS ITCIISI CTAIIOHAPHOTO OOCTEKEHHS 3a
MicleM MpOKUBaHHS, e BUKOHAHO BEJIMKHI CIEKTp obcre-
JKEHDb, ITPOTE eTiOJNIOTIYHOr0 YUHHIKA aHeMii He BCTAaHOBJICHO.

O6'exTrBHO: MKipHI TOKpUBK 6:1iz1i, cyOikrepmuti. CKie-
pu cybikrepuuni. Ilepudepiiina MikpormosiageHonaTis.
ITeuinka +0,5 cM 3-11ij Kpato peOEepHOI IyTH, ceJe3iHKa Mallb-
My€ETHCS 110 Kpaio pebepHoi ayru. DisudHmii Ta mcuxoeMorriii-
HU PO3BUTOK ANUTWHM Bi/IITOBiIa€ BIKOBUM HOPMaM.

VY remorpami: Ep — 3,79 T/n, I6 — 69 r/n, MCV —
61,9fL, nopmorutu 1 Ha 100 neiikouutis, Pt — 50%o, JI —
4,4 T /n, neiikorurapta gopmyJia: 6asodiabhi HelTpodiam —
1%, e — 2%, mr™ip — 1%, 1 — 1%, ¢ — 57%, 1 — 31%, m —
7%, Tp — 327 T/, TTIOE — 3 Mmm/ro. MopdoJiorist eputporim-
TiB: BUpa3Ha TIiOXPOMist, MIKPOIIUTO3, MillleHeTIoiOHI Ta Kpa-
TJIENO/IOH epUTPOIUTH. SHIKEHA OCMOTUYHA PE3UCTEHTHICTD
epurpounTis: MiniMaizbHa — 0,65%, makcumanbia — 0,40%.

VY 6ioxiMiYHOMY JOCHIZKEHHI KPOBIi: JEl0 3HUKEHUN
piBeHb CHPOBATKOBOTO 3ajiza — 8,7 MKMOJIb/JI, TiBUICHHS
PiBH#A 3araJbHOTO GiTipy6iHy 3a paxyHOK HEMPsMOi (hpakifii —
32,0 MKMOJTB/J1, TIpsiMEiA GLtipyOiH — 7,0 MKMOJIb,/J1, TTiIBHIIEH-
Hs JIAT — no0 350,0 MO/ (N 120,0-248,0). TTokasuuku hepu-
TUHY, Bitamiry B12 Ta (osmieBoi Kucjaotu 6yiu B MesKax HOPMU.
Conorpadiute 10CTiPKEHHS BHYTPINTHIX OPTaHiB, IMUTOBUHOL
31031 Ta BUJIOYKOBOI 371031 TIATOJIOTII He BUSBUIIO.

Ax i B momepeaHbOMY BMIIQJKY, Ha IiJICTaBi HasgBHOI
y IUTUHU TIMOXPOMHOI MIKPOLIUTAPHOI aHeMil 3 MillleHero-
JMiOHUMU epuTpoLTaMu GyJI0 3aIliJ03PEHO TaJaCeMio.

Y poauni XBOPOi IUTUHY NOCTI/KEHHS (DPaKIliil pisHUX
TUIIIB TJI00iIHIB METOJ0M BUCOKOE(EKTHUBHOI PiANHHOI XpoMa-
torpadii (HPLC) He BUsABUIO 3HAYHUX BiJIXUJIEHb Y CITiBBijI-
HomreHHi Tr06iHiB. HacTymHe mpsiMe ceKBeHyBaHHS TeHa
B-ro6iny (HBB) ta anasis mpoTssKHUX Jiesieriii/Tpuririka-
il BusiBMIIO y mpobaraa myTatio ¢.364 G>T rena B-rama-
cemii (Tpaauuiiina wassa Cd121G>T) y rereposurorHomy
crani. Takuii renorun acorioerses i3 Delta-beta thalassemia
(thalassemia minor), Mo ycrnagkoBy€eThcsi 3a JOMiHAHTHUM
TUTIOM, 1 /IS BUHUKHEHHSI KJIIHIYHUX IIPOSIBIB /OCTATHBO
onuiei 3minenoi komii rewa. Coriji 3a3HavyuTH, IO AAHY
MYTAallio iBYMHKA yCIaKyBaa Bi/l MaTepi, y sSIKOi criocTepi-
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raloThCs KJIIHIYHI MPOSIBU XBOPOOH (CepennboBakKa MiKpO-
UTapHa aHeMis Ta TOMipHa CIIJIEHOMETaJTis ).

CraH AiBUNHKYU BIPOAOBXK CEMUMICSUYHOTO TEPMiHY CITO-
CTEPE)KCHHS 32 Helo IIicJdg BCTaHOBJICHHSA [iarHo3y MaJiol
B-ramacemii cTabibHUN, YTPUMYIOTHCSA TPOSBH CEPEIHBO-
BaykKKOI aHeMil, TToTpe6u B repesTiBaiHi epuTpoMac He 6yJIo.

JliarHoctyBaHHs 000X BHINAAKIB BiAOYJIOCS BIPOLOBK
OJIHOTO KaJICH/IaPHOTO POKY.

PesyabraTi ZOCHIAKEHHS Ta IX 00rOBOPEHHS

Bera-tamacemii — reTeporenna rpyma 3aXBOpIOBaHb, TIPH-
YHHOIO SIKUX € craakoBi myTaiii y reni HBB (B-yA&oivo),
SIKi 3yMOBJIIOIOTH 3MEHIIEHHsI 200 BiJICYy THICTb CUHTE3Y B-TJ10-
Giny [21]. Ii anoMasil KIIHIYHO TIPOSBISIOTHCS XPOHIYHOIO
MIKPOIINTAPHOIO TITTOXPOMHOIO aHEMI€I0 Pi3HOTO CTYyTeHS
BaYKKOCTI, SIKA Y TIePEBaKHOI GIJIbIIOCTI XBOPUX CYITPOBOJIKY-
€TbCst 301IbIIEHHSIM CEIE3IHKM, 8 TAKOK TEPIOANYHIME TeMO-
JITUYHUME KPU3AMU.

[TigcymMoByt0uM OOCTEKEHHS JBOX HAIIUX XBOPUX, CJIiL
MiIKPECJANUTH, 110 y HEepIIOMY KJIIHIYHOMY BUNAAKY MU
JiarHOCTYBaiM BeJNUKY P-Tasacemito, Tpu sIKiil JiBUMHKA
yemaakyBaiga aBi pisni B-myTarii Bix 6aThka Ta Marepi, a B
IPYTOMY BHIIQJIKY BHSBJIEHA TeTepO3UTOTHA Masa [-Tanace-
Mis. BifmoBizHO, TPOTHO3 Y IPYTOI IBYNHKH € CIIPUSATJINBI-
HIUM HOPIBHSIHO 3 IMTHHOIO, XBOPOIO HA BEJIUKY B-Tasacemiio.

[list rerepo3urotHoi masioi B-rajacemii nputamManHe
migsumenns  Bmicrty  A2(HbA2)  dpaxkmii remormobiny
(2,0-6,0%), 1m0 miATBEPAKYIOTH PE3YJIBTATH BUKOHAHWX
Hamu gocruimkens [14]. Y nonax 90,0% oci6-HociiB o3HaK
B-ramacemii BigswawaeThcs migBuinenHs pisus HbF
1o 3,4—7,0%, 1110 Ma€ [iarHOCTHYHE 3HAYEHHS, a TIPU TIPOMiK-
Hiit Tasmacemii yacrka HbF nepesuiye 50%, 1o i npogeMoH-
cTpyBasio obcTeskeH s Hammx XBopux [14,19].

Xoua MOTMPeHicTh TalACEMIYHNUX CUHIPOMIB XapaKTepHa
7 TeBHUX perioHiB 3emuol ky’ai (CepemzemHOMOp 'S,
Bumsbkuit Cxiz, asiiicbki kpaiHu) i3 TpomiuHuM Ta cyoTpo-
MYHUM KJIIMATOM, BeJMKa MIrpailisi HaceJeHHSI Y BCbOMY
CBITI CIIPUSE MOMIMPEHHIO CHAIKOBUX TeMOTIOOIHOMATIi Ha
iHIT TepuTopii, 30kpema i B Ykpainy. Cutig mam'aTaTi TakosK
i TIPO MOJKJIMBICTH CIOPQANYHUX MYyTalliii, MpUTaMaHHUX
TaJaceMiyHUM CUH/[POMAM.

31 3pocTaHHAM 32 OCTAHHI TPU AECATHUIITTS KiJTbKOCTI
asificbKuX MirpaHTiB y 6araTbox KpaiHax HabMpae aKTyabHO-
CTl NUTAaHHS BIPOBADKEHHS CKPUHIHTOBUX OOCTEKEHb
Ha HassBHICTh TeMOIJIOOiHOMATIT y HOBOHAPOIKEHUX i3 a3iiich-
KMX €THIYHKX TPYII, 110 CHPHI0 O paHHii AiarHoCTuIli, Haja-
TO/UKEHHIO ONTUMAJIBHOTO PEKMMY CIIOCTEPEXKEHHS Ta ajie-
KBaTHOTO JIIKyBaHHS IIi€l KaTeropii XBOPHUX 1 Jaj0 3MOTY
[IPOrHO3YBATH YCKJIA[HEHHsT Ta 3anobiraru im [1,11,17,20].

Y perionax, ne TajaceMiuHi CHHAPOMH € PiJKiCTIO,
MOJKJIMBI HMOMUJIKN Yy JIiarHOCTHIL. 3a3BUYail TilIOXPOMHY
MIKPOIUTApHY aHeMilo B YKpaiHi TPakTyloTh SIK 3aJi3oe-
dinurny. [le Bunpasaano 3 orysaay Ha Te, o 1ediluT 3aisa,
HIMPOKO PO3IOBCIO/PKEHUI K cepejl UTSAY0To, Tak i cepen
JIOPOCJIOTO KIHOYOTO HACeJeHHS B YKpaiHi, € HaiyacTimioo
HAOyTOI NPUUYMHOK MIKpoIuTapHoi aHewmii. Tamacemist ik,
PiZIKiCHA HA HAIIUX TePEHAaX, € HAWYACTINIO CIIaIKOBOIO MTPU-
YUHOI0 MiKponuTapHoi aHewmii. TakuMm 4YuHOM, y KOKHOMY
BUTA/IKY TiTOXPOMHOI MiKPOITUTapHOI aHeMii CJIiJl TOTpUMy-
BaTHCS 3aTaJbHONPUNHATUX IMPUHINIIB IaTHOCTUKN aHeMii
3 BU3HAUYEHHSIM KIJIbKOCTI PETUKYJIOIUTIB, dKa € B MesKax
HOPMU TIpM 3aii30/edilUTHIN aHeMil Ta MiJABUIIEHA TPU
TajaceMii, BUBUYEHHST MOPGOJIOTIi epUTPOIUTIB (AHHYJIOIUTH
npu samizoaedinuTHii anemii Ta MitenenoAiGHi epuTpOIUTH
MpU TajiaceMii, 4acTo 3 HASIBHICTIO HOPMOIUTIB y Tepude-
pUUHill KpOBi) Ta BU3HAYEHHS CUPOBATKOBOTO 3aJi3a.
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IIlono ocranuboro, To AediluT 3ai3a MOXKe CIOCTEPIraTuCs
iy yacTuHM XBopuX Ha Tamacemiio [10,13].

Came Takmil WiAXiA A0 MIarHOCTUKM 1 CIOHYKaB Hac
y TIPEACTABJIEHUX JBOX KJIHIYHUX BUIIAJKAaX PO3MIMPUTH
KOJIO O6CTEKEHb, BUKOHABIIM PsA/l GIOXIMIUHIX AOCITIIKEHD
Ha TMiATBEPKEHHS TEeMOJIITHYHOTO XapakTepy aHeMmii
(BUSBJIEHHST Y XBOPUX HenpsiMoi GiipyOineMil, migBuIneHHs
JIIT) Tta MOJIEKYJISPHO-T€HETHYHUX OOCTEKEHb IS 3'sCy-
BaHHS CIIaJIKOBOTO XapaKTepy 3aXBOPIOBAHHSI.

Bumesasnayeni MeTonn JOCTi/IKEHHS, 32 BUHATKOM
MOJIEKYJISIPHO-TEHETUYHKX, € AOCTYNHUMHU [Jist OiIbIIoCTi
MeJIMYHUX 3aKIa/(iB YKpainu. Tox yMisie 3acTOCOBYBaHHS Ta
[IPaBUJIbHE TPAKTYBaHHs PE3YJIBTaTiB 0OCTEKEHb [03BOJISIE
YHUKHYTH JIIaTHOCTUYHUX Ta JIKYBAJIbHUX IMOMMIIOK, SK
y BUTIAZIKY (hepoTepartii y XBOpOTro 3 TalaceMi€o, KOJIu opra-
Hism 3asBmyail mepeoOrskennit samizom. Ilpu migospi ma
TaJaceMidyHUN CHHPOM CJIiJ| BUKOHATU eJleKTPOodopeTnyHe
JOCTIJKEHHST TeMOTJIO0IHY Ta MOJIEKYJISIPHO-TEHETHYHE
06CTeREHHS JI7IsT BCTAHOBJIEHHST MOJKJIMBHIX MYTalliil y reHax,
Skl BIZMOBIZAIOTH 3a cuHTE3 rIOGIiHOBUX JjaHiiori [14].
11i mocaipkeHHs € HelOCTYITHUMU /IS [IePeciyHOro XBOPOTO
B YKpaiHi, TOMy y BUTIQJIKy 3 HAIIUMU TAI[iEHTAMU MU CITiB-
nipartioBasn 3 koseramu 3 /Y «IactutyT cnagkosoi marosorii
HAMHY» M. JIbBOBa, siki 3 6i0JI0TIYHOrO MaTepiajty BULIU-
mu JIHK rta nagicnanu itoro aus pocaimkenns y lentp remne-
THYHUX jgociipkenb M. Cror'e, Makenonis. [Ipu migospi na
TaJaceMiYHUIl CHHAPOM [OMIJBHO MPOBOIUTH OOCTEKEHHS
BCi€l ciM'T 17T BUBHAYEHHST HOCIsT XBOPOOH Ta THITY MYTaIliil,
HasgBHMX y wieHiB poxunu [14]. TereposurorHa tanacemis
Ma€ BaKJIMBE 3HAYCHHS /IS TEHETHUYHOTO KOHCYJIBTYBAHHS.
VY &kiHOK, 6€3CUMIITOMHUX HOCIiB B-Tasacemii, i yac Barit-

JITEPATYPA

HOCTI MOJKE PO3BUHYTHCS CHMIITOMHA aHeMiss 3 10oTpe6oio
remoTpancgysiitnoi i xopekiii, mo i Biagdysocsa 3 MaTip'io
JIBYMHKY B HANIOMY APYTOMY KJIIHITHOMY BUTAIKY.

MonekynsgpHO-TeHEeTUIHI JIOCTI/PKeHHST MepIioi ciM'i
BUABUWJIN PIIKICHY [0 HAIIOI TOIYJISAI] HACeJeHHS CUTYya-
1ifo, Ko 060€ GaThKiB € HOCIAMHU PI3HMX MyTalliii reHa
B-rio6iny HBB, a monbka ycnaakysasia Biapasy oOuaBI,
HaOYBIIM, TAKUM YUHOM, BEJHKY B-TajsaceMito, mepedir siKoi
y 6araThOX BUIIA/KAX € BAKKUM Ta BUMAra€ reMoTpaHcgysiil.
Tomy 111 iuTHHA TOTpebyBaTHMe 0COOINBOI YBaTH Ta TOCTIli-
HOTO CIOCTepeskeHHs. Y [pyToi MiBUYMHKN HOCIEM TeHa
B-ramacemii Oya Martu, sika Tepefaza WOTO CBOIi JOHbIL.
Takuit BapianT XBOpoOU y OLABIIOCTI JsKepea OMUCYIOTh K
MPOTHOCTUYHO CIPUSTINBUN, Y SKOMY KPIiM ITOMipHOI aHeMii
Ta HE3HAYHOTO 301ABIICHHS CENe3iHKN 1/a00 Medinku, 0cod-
JINBUX BiJiXujeHb He dikcyeTbes [16,22].

BucuoBku

1. Tamacemis € piAKiCHOIO TPUYMHOIO MIiKPOIIUTAPHOL
TiIOXpPOMHOI aHeMil B YKpaiHi, IPOTe 3 MOCUJIEHHSIM Mirpa-
iffHKUX TIpolieciB IMOBIPHICTb BUSBJIEHHS TajaceMil Ha Tepu-
TOPISX, IKUM 1151 TIATOJIOTIS He IPUTAMaHHa, 3POCTAE.

2. Y Bumagkax BUABJIEHHS MiKPOIMTAPHOI TiTOXPOMHOI
aHeMii, He 1OB'A3aHOI 3 AedinUToM 3ajisa, neperyciMm cisn
npoBecTH AU(ePeHIiiiHy aiarHOCTUKY 3 TeMOrIoOiHOmaTis-
MU, 30KpeMa TaJaceMi€ro.

3. HagiifitHuMm AiaTHOCTUYHUM METOIOM TIPU TajraceMmil
€ TeHeTHYHe JI0CTI/KeH s creliuiuHuX MyTalliil Ta BCTaHO-
BJIEHHSI TEHOTHILY Ta (heHOTHILy 3aXBOPIOBAHHS, 1110 I03BO-
JIATH 00PATH ONTUMAJIBHY TAKTHKY JIKYBAHHS Ta CIIPOTHO3Y-
BaTu 1epebir XBopoou.
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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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