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PE3IOME

Bwsedenue: Copnosuono-knemounama aue-
mus (CKA) e eememuuno OemepmuHupano 3a00ss-
8aHe, NpedcmMasnABAULO CepUo3eH obusecmeeH 30pa-
8eH Npobsiem He camo 3a cmpanume ¢ MpaduUOHHO
sucoka wecmoma (Appura, Asus, Amepuxa, Cpeou-
3eMHOMOPUE), HO U 30 MHOMECINBO O e8ponelicKume
cmpanu, kvlemo ce HAb00A6a HeNPeKvCHAMO Ha-
pacmeare Ha uecmomama Ha Mosea 3a00/s6aHe.

Ien: Jla npedcmasum memoou, U3Non3eamnu 3a
ckpunupane u ouaeznosa Ha CKA.

Huckycus: Memooume, u3non3sanu npu cxkpu-
Hupare u ouaznocmuyupare Ha CKA ca 0sa ocHos-
HU MUna: pymuHHu U 8UCOKO CHeyUanu3upani na-
bopamopHu memoou. Pymunnume mecmose 6Kwo4-
sam IIKK, 6uoxumuuny nokasamenu 3a 0okaseare
HA XeMonu3a in vivo, uscnedéane Ha ypuHa, Kaxkmo
U CKpUHUpaujume mecmose 3a 00Ka36ame HAnU4e-
mo Ha HbS - mecmose 3a pasmeopumocm, mecmo-
8e, NPeOU3BUKEALUU NPOMAHA 666 POopMAma Ha epu-
mpoyumume u 0p. Om usKnUUMeNHo 3Ha4eHue 3a
nomewpioasane Ha OUAZHO3A e U3N0N3BAHEMO HA
BUCOKO CHEUANUSUPAHY MeXHUKU 3a PA30esITHe HA
benmayu kamo enekmpogopesa u ucoxoepexmus-
Ha meuna xpomamoepapus (HPLC), onpedensusu
A6HOpMHUME XeMO2T0OUHOBU 8APUAHMU. 34 HYHOU-
me HA NPeHAMANTHAMA OUAZHOCTUKA ce U3NOI364 U

ABSTRACT

Introduction: The sickle-cell anaemia (SCA) is a
genetically determined disease, that is a major pub-
lic health issue amongst not only the countries where it
is traditionally quite common (Africa, Asia, America
and the Mediterranean), but also the majority of Eu-
ropean countries, where a significant increase of the
frequency of the disease is observed.

Aim: To present methods used for screening and
diagnose of SCA.

Discussion: The methods used for screening and
diagnose of SCA can be classified into two main cate-
gories — routine ones and highly specialised laborato-
ry methods. The routine tests include complete blood
count, biochemical parameters to prove in vivo hae-
molysis, urine tests and the screening tests for pres-
ence of HbS e.g. sickling tests and solubility tests. In or-
der to confirm the diagnosis of SCA the usage of pro-
tein separation techniques such as electrophoresis and
high-performance liquid chromatography (HPLC) for
detection of abnormal hemoglobin variants is of high
importance. Concerning prenatal diagnostics DNA
analysis is also used for detection of point mutation in
the fetus beta gene of globin molecule.

Conclusion: In order to ensure with maximum
of effectiveness the diagnostic process of this common
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JHK ananu3 3a 00ka3éare Ha mMo4K06a Mymauus 6
2ena 3a bema eepueama Ha 2100UHO6AMA MOTIEKY/A.

3axniouenue: Heobxooumo e da ce no3uasam
pasnuuHume 6u006e Memoou 3a ckpuHupaue u Ou-
aenosza Ha CKA, 3a 0a e maxcumanto epexmuser u
0vp3 OUAHOCMUYHUAM NPOUeC NP 1Moeéa pasnpoc-
MpaHeHo U He PAOKO MeHKO NPOMmuU4au,0 Hacneo-
cmeeHo 3a6076aHe.

K1ro4oBu gyMu: copnosuoHo-KnemsuHa aHemus,
HbS, ouazrnocmuunu memoou

BBbBEIJEHUE

CroprioBupHo-KneTbuHaTa anemusi (CKA) e as-
TO30MHO KOJIOMVHAHTHO HAC/Ie[ICTBEHO 3a00/sABa-
He. [IpencTaBisBa TUII XeMOITIOOMHO3a, Ab/DKALA
ce Ha TOYKOBA MYTAlMs B TeHa, KOAM AL CHHTe3aTa
Ha [3-I7100MHOBaTa Bepura B xpomo3oma 11. Kato pe-
3y/ITaT HaMupalaTa ce Ha LIecTa MO3UIys B B-110-
JIMTIENITH/IHATA BepUTra IIyTaMIHOBA KMCe/MNHa (X1-
IpoduIHa 0 XMMUYHM CBOJICTBA) € 3aMeHeHa C XM-
npodobHaTa aMMHOKMCenHa BannH. Popmupa ce
T.Hap xemornobun S (HbS), xapakrepusupaiy ce ¢
IIpOMeHeHY PM3NKO-XMMUYHM CBOJICTBA — IO-TPY/-
HO pa3TBOPMM, 6aBHA e/IeKTPO(OpeTHIHA MOJBIK-
HOCT, HUCBK apUHNUTET KbM Kncnopopa (11). B ycmo-
BJsI Ha HUCKO MapumaaHo HanArane Ha O, HbS nma
CBOJICTBOTO Jja monumepusupa. Ilonmmepusnpann-
Te XeMOITIOOVHOBY HMIIKY IIPUJIETIBAT K'bM €PUTPO-
I[THaTa MeMOpaHa, KOeTO BOJY [0 TUIIMYHATA IIPO-
MsAHa BBB popMmara Ha eputpouurute (5). Ha kpbB-
Ha HaTPUBKA €PUTPOLUTITE UMAT BUJ, Ha CBPIL, OT-
K'B/IETO ¥ HaVIMEHBAHIETO Ha 3a00/IsBaHETO (Chp-

hereditary disease, a good knowledge of all available
screening and diagnostic methods is needed.

Keywords: Sickle cell anaemia, HbS, screening and di-
agnostic methods

noBugHO-KneThbuHa aHemusa — Sickle Cell Anemia
WIN ApelaHonuTos3a — oT rp. Drepanon, o3HavaBa-
IO CBPI) ¥ HAVIMEHOBAHMETO HA CaMUs XeMOITIO-
6un — HbS. Ilpomenenara gopma oT cBOs CTpaHa
00ycraBs MofuepTaHa HeCTAOVTHOCT Ha epUTPOL-
TUTE Vi TOBUIIIEHA CKJIOHHOCT K'bM XPOHIYHA BBTpe-
CBHJI0OBA XeMO/INU3a.

HbS nonmumepusanmsTa Bogy 1 10 KIeTbYHA Je-
xupaparanus (3aryba Haii-Bede Ha Ka/luil U BOJQ),
yBe/Iu4eHa ITbTHOCT Ha €PUTPOLIUTITE, KOETO Ollle
HoBeye 6TaroNpuATCTBA HOMI'BTHUTETHOTO IIOJIVIMe-
pusupane Ha HbS. IInbTHMTE M JexuppaTvpaHu
epUTPOLATE UTPAAT LIEHTPa/IHA MaTo(pU3NOIOrny-
Ha POJIS TP OCTPUTE U XPOHUYHM KIVHUYHM Ma-
Hudecrauyn Ha CKA, 6a3upaHu Ha BeHOOKITY3UN-
Te 11 HapyllIeHO KPbBOCHAO/ sIBaHe Ha ThKaHUTE (4).

ChpHoOBUIHO-K/IeThYHNUTE 3a00/1sIBaHNA 00XBa-
AT TPyIa OT XeMOITIOOVHO3Y, BOJEIIN II0 CXOfieH
naro(M3NOoNIOrMyeH MeXaHn3bM 10 oOpas3yBaHe Ha
CBHPIOBUJHY €PUTPOLNTY 1 Pa3BUTUE HA U3sSBEHA
KIVMHMYHA cuMnTomaTtuka. Ha tabmmua 1 ca mpep-

Tab6n. 1. Xemoeno6unosu sapuanmu, 00ycnasauiy copnosuOHo-KaemsuHa CUMNIMOMAMUKA

Mean Hb Enextpodopesa Ha xemornobus (%)

Tenotun MCV

(g/L) HbS HbA HbF HbA2 Tpyr Tun Hb
SS 81 N 80-95 - 2-20 N -
SS -a/aa 86 ! 80-90 - 2-20 3-3.8 -
SS -a/-a 92 ! 80-90 - 2-20 3-3.8 -
SC 110 il 40-50 - 1-4 HDbC: 40-50
S/B° thal 88 1 75-90 - 2-20 4-6 -
S/p*thal 115 il 50-85 5-30 2-20 4-6 -
SD Penjab 82 N 40 - 2.5-5 2-3 HbD Penjab: 50
SO Arab 81 N 45 - 4-7 HbO Arab: 45
S Lepore 110 1 75 - 3.5-40 2 Hb Lepore: 10
SE 130 il 60 - 4 HDE: 30-35
S/HPFH 137 N/L 60-70 - 25-35 1.5-2.5 -
AS* N N 30-45 50-65 2-5 N -
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CTaBeH! OCHOBHMITE TUTIOBE XeMOTTIOOMHO3M, BOTIe-
Y 10 CHPIIOBUAHOK/IETbYHA aHEMU L.

ITpouecbT Ha oOpa3yBaHe Ha CHPIIOBUIHU €PU-
TPOLMTY € KOMIUIEKCEH M 3aBUCU OT MHOXKECTBO
eKCTpa- M WHTPAaepUTPOLUTHM (aKTopy Karo
alI03a, XUITOKCH S, ChOTHOLIEHNE MEXIY pasyind-
HUTE TUIIOBE XeMOTTIOOMHN B €PUTPOIUTA, KAKTO U
KOHIleHTpanuaATa Ha 2,3 6ucdocdormmiepar. Ba-
JKHO e Jla ce 0TOernexu, de HIKOU TUIIOBE XeMOTTIO-
6uH OmaronpusaTcTBAT mMonuMmepusupanero ¢ HbS
(HbC, HbD Penjab, HbO Arab), gokaro apyru ro
noruckat (HbF, HbA?2).

CKA e Half-IMPOKO PasIpOCTPaHEHOTO MOHO-
TeHHHO 3a00/1s1BaHe, 3acATAI0 MOYTK 50 MUTMOHA
OYLIM B CBETA, KaTO BCAKa ropyuHa 250-300 xumapu
HOBOpPOJieH! HOcAT abHOpMHuA reH (13). Hait-Buco-
Ka e 4ecToTaTa Bcpey HacenmeHuero Ha lleHTpanna
A¢puxa n Viapus (oxomo 40%), KakTo U B CTpaHU-
te ot CpenuseMHOMOpPCKMs H6aceitH (0cHOBHO ['bp-
uus, Vitanusa) u banskusa VMstok. Vscnensaiiku re-
orpadckoto pasnpocrpanenye Ha CKA, omie B Ha-
YaJI0TO Ha MUHA/INA BeK € M3Ka3aHa XUIIoTe3ara, 4e
TO3U TeHeTI4eH JiepeKT e 3aKpeleH eBOJIIOLMIOHHO,
T'BIl KaTO JIaBa MpeMMCTBA Ha 3acerHaTUTe VMHAN-
BUJY TI0 OTHOILIEHVE Ha paslpoCTpaHeHaTa B Te3n
paitonn Mamapus. Enupemmonormynm poxasaren-
CTBa Ha Ta3) XMIOTe3a 3alI0YBaT fla ce MyOIMKyBaT
B HA4yajI0TO Ha HacToAuusa Bek (2). Kato mocnenuia
OT KOJIOHM3MPAHETO Ha rojIsIMa YacT OT CTPAHUTE, B
kouto CKA e 4ecTo cpelljaHO sIBJIeHNE, a B CbBpe-
MEHHOCTTA M OT 3aCVWJIEHVs MUTPAIVIOHEH IIPOoIieC
3a00/IsIBAHETO Ce Cpellja KaKTo B AMepuka (Haii-Be-
vye CAIIl n Bpasunus), Taka n B 3amagnHa EBpoma.
VBennuyeHaTa 4ecToTa B CTPaHNTE C BUCOK COLIMaJIeH
CTaTyC ce IB/DKM U Ha IOJ0OpeHUTe MefUIIVHCKA
TPYDKU U 3HAUUTENIHO yBeTMYeHMe HMPOLB/DKUTEN-
HOCTTa Ha XMBOT Ha 3acerHarure nHAMBuau. Camo
3a nepuopa 1970-2010 roguHa CMBPTHOCTTA Ha Jie-
1[aTa C [pernaHoI1TO3a e JoBefieHa O30 [0 Ta3u Ha
ob11ara IOIy/anus, a CpefHaTa PO b/KIUTETHOCT
Ha >XMBOT HagBumasa 60 roguHu. 3a CpaBHeHUe —
B MUHA/IOTO, KAKTO U B CTPAHUTE C JIOUI COL[MajIeH
CTaTyC XOMO3UTOTUTE PARKO OCTUTAT O 5-TaTa CU
roguHa. Cunra ce, 4e OpOST Ha XOMO3UTOTHUTE HO-
cuTenu Ha reda 3a HbS moxke ma mocturae 400 000
kbM 2050-Ta roguna (13).

[InpokoTO pasmpocTpaHeHMe Ha CHPIIOBUJ-
HO-KJIETHYHUTE 3a00/ABAHNS MTOCTABsI HA CEPUO3-
HO M3IUTaHNeE 3/IpaBeOIasHUTE CUCTEMHU B Pas3ny-
Hure cTpann. Haara ce ga ce mpegnpuemMar ot effHa
CTpaHa MalllabHV CKPUHIHTOBY M3C/Te[BAHNS 3a [0~
Ka3BaHe Ha/IMYMeTO MM, & OT JIpyTa Jia e U3paboTAT
JITOPUTMU 32 IPOC/IefIBaHEe I MOHUTOPUPAHE ChC-

TOSTHIMETO HA 3aCeTHATNTE IH/IMBUIV VI IIPOBEXKTaHEe
Ha a/leKBaTHA Tepamms.

IlenTa Ha HacTOAWMA 0030p € fla MPOYYUM U
IpeACTaBUM METO[UTe, M3I0/I3BaHN B HAIIETO Cb-
BpeMIle, 3a CKpyHMpaHe 1 finarHo3a Ha CKA.

IVICKYCUS

MertopuTe, U3MOI3BAHN TIPU CKPUHUPAHE U I-
arHocTunupane Ha CKA ca jBa 0OCHOBHM THIIa: py-
TUHHU ¥ BUCOKO CIeLMaNTM3MpaHu 1abopaTopHU
METOIIA.

Pymunnu nabopamopnu mecmose:

1. Ilepudepna xpbBHa kapTuHa (IIKK) - moxassa
PasIMYHU OTKIOHEHUs B 3aBUCUMOCT OT THIIA
XeMOITIOOMHO3a, BOfel] [0 CHPIOBUHO-KITe-
ThuyHa aHemus. Husara Ha Hb ca Hopmanuu B
Hepuoyia Ha HOBOPOZIEHOTO. AHEMMATA, KAaKTO U
MOpPGdONIOTMYHUTE TPOMEHY Ha EePUTPOLUTHUTE
(popma Ha cBpI /My LKUrapa) ce MOABABAT HA
3-Tu-4-T1 Mecen, clIef, paXXKgaHeTO, KOTaTO KOH-
yentpanusara Ha HbF cnaga. Ilpn HbSS 6omnec-
TTa ce HaOMIOJaBaT HOPMOLIUTHM, HOPMOXPOM-
HU ePUTPOLUTH C MONUXPOMAasusi, MHOXKECTBO
CHPIOBUIHN €PUTPOLUTH U MO-MAJKO TapreT-
HI KIeTK. CpefHO PeTHKY/IOLUTHATEe Habpos-
BaT 0K07I0 10% (4-20%), HaOmofaBaT ce U epurt-
pobmactu. IIpu efHOBpeMEHHO ChIIECTBYBaHE I
Ha TajaceMusi WJIN JKene3eH neuLnT ce OTKpo-
sIBa aHEMIsI OT MUPOLIMTEH TUII — Ipeob/IajaBat
XUIIOXPOMHU, MUKPOIIUTHU €PUTPOLIUTH, & IPU
HbSC 6onecrra ce HabmomaBar Haii-Bede Tap-
TeTHY KJIETKU Y OTHOCUTETHO II0-Ma/IKO ChpPIIO-
BUJIHU KJIETKM, KAKTO U PUTPOLUTHY BK/TIOUBA-
HuA ot Tumna Ha Howell-Jolly Tenmara, nspas na
HaMasieHa (PyHKI[MOHATHOCT Ha cmesKara. O6uK-
HOBEHO ce HabrogaBa neskonuTosa (12-20x10°/L)
3a CMeTKa Ha yBelnndeHus Opoil 3penn HeyTpo-
¢dunmu u Tpomboumrosa (300-500x10°/L).

2. CVE - B cbcTOAHME HA paBHOBECHE € KOHCTAHT-
HO 3a6aBEHO, HO B IIePUOJY Ha KPY3Y U IPUAPY-
YKaBaly MHpeKnnn ce yckopssa (1).

3. XeMocCTasHM IOKasaTeln — OOMKHOBEHO Ce OT-
KpMBa aKTUBAIVA Ha KOATyTallMOHHNUTE (aKTo-
PU, ZOpU U B CHCTOSIHME Ha PaBHOBecue (M3BBH
HepPUONMTE Ha KPK3a).

4. bumoxumus - TMHNUYHA TabOpaTOpHa KOHCTeNa-
V51, TOTBbPXK/ABAIIA XeMOTUTUYHNUS TUII AaHe-
MUSA: YBeIMYeHa aKTVBHOCT Ha JTAKTaTAEXU/PO-
reHasara (JIIX), yBemndyeHy CTOMHOCTU Ha 00-
mysA 61MpyOuH (3a CMeTKa Ha MHMpPEeKTHATa
My (ppaxius), IOHVDKEHN [0 TUIICBAI HIBA Ha
XanTornobuH. Vsciensar ce U IOKasaTe/luTe OT
obMsHaTa Ha >kenA30To — ako CKA He e mpuppy-
JKeHa C >Kelle3eH Je@UUUT U/MIM Bb3IaauTeN-
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HJI YC/IOXKHEHVS, TO Ce YCTAHOBSBAT yBeINYeHN
HJIBa HA CEPYMHOTO XeJII30, YBe/IMYEeHY HIIBA Ha
bepuTNH, HaMa/leH) HUBA Ha TPaHCQEPUH U T10-
HYDKEH >KeJIA30-CBbp3Ball] KaIlaluTeT.

5. YpuHa - nipu 3acaraHe Ha 6bOperuTe ce yCTaHO-
BsIBaT MUKPO- M/ MaKPOCKOIICKA XeMaTypus 1
aIOyMUHYpPMS, KAKTO U HaMajleHa BB3MOXKHOCT
3a KOHLIEHTpJpaHe Ha ypUHaTa.

T'pit KaTO rope ONVCaHNUTE IOKa3aTe/Iy ca Hecle-
UUYHY U MOTaT Ja ce HaO/MoAaBaT u Ipu APyru
XeMaTOJIOTMYHM VI HeXeMaTO/IOTUYHM 3a00/IsIBaHM
ce HajIara Ipy CKPMHMPAHETO fia Ce IIPOBeAiAT APYI N
H0-CIlelN(pUYHN TeCTOBE.

Tpaouuyuonnu ckpunupawu mecmoee 3a 00-
Ka3eane na HbS u opyzu xemozno6unosu, sodeusu
0o CKA:

Omnuncanu ca omje B 30-Te, 40-Te TOgMHM Ha MUHA-
JIOTO CTOJIETHE VI Ce OCHOBABaT Ha efjVH OOl IPUH-
LU — Ch3JaBaT Ce YCIOBMs, BOAEIY 0 HaMa/IeHO
chabpxanue Ha O, B epUTPOLUTHUTE C OCHOBHA T10-
crlefuIa IpeBpblljaHe Ha OKCUXEMOITIOONHA B pefiy-
nupana ¢gopma. ToBa ynecHsABa HoMuMepu3NpaHe-
TO Ha abHopMHMs Hb, ako ro nMa, n npennsBuKBa
IpOMsiHAa BBB QopMaTa Ha €PUTPOLIUTITE BBB BUJ
Ha CBpIL.

1. Tect ¢ unrpaTHa KpbB IOJ NMapapuH — HIAKOJ-
KO KaIIKJi KP'BB Ce IIOCTABAT B eNpyBeTKa C U30-
TOHMYEH PasTBOP U MpHbaBeH HATPUEB LIUTPAT;
M30/IMpa ce OT aTMOCHEPHIUA KUCTIOPO, C TIOMO-
1[Ta Ha 1cM ¢r1ol mapaduH U ce M34aKBa eIHO Jie-
HOHoIe. VISTOTBAT ce ABe KPBBHU HATPUBKYI
(emHaTa OT HaTMBHATA KP'BB — KOHTPOJIA) U ipyTa
- oT MHKYy6upaHaTta nox napaduH kpss. [Ipu mo-
3UTUBEH TeCT BbB BTOpara ce HaOJIIofaBaT epu-
TPOLUTU ChC CHPIOBUAHA POpMa, KaTo MOCye-
AMILA Ha Cb3aleHITe XUIOKCUYHY YCIOBUS.

2. Tect c HarpueB MeTabucyndar (CuneH XuMmde-
CKV PefyKTOp, KOWITO pefylLypa OKCUXeMOITIO-
OuHa) — cMecBaT ce 1 kanka KpbB ¢ 1 Kanka 2%
HaTpueB MeTabuCyndar BbpXy NpeMeTHO CTbK-
J10; TIOKPYBA Ce C HOKPUBHO CTBKJIO, YMNUTO Kpa-
UIa ce 3ajIelBaT ¢ BOCHYHA/BAa3eNIMHOBA CMeC
W C aK 3a HOKTU. OcTaBs ce Jja pecTou Npu
CTallHa TeMIlepaTypa B IpOgb/KeHue Ha 1 o 4
Yaca, pAfaKo fo 24 yaca. Ilpu nmosutuBHU Ipo-
6u ce HabIOflaBaT IIpOMeHeHM 107 opMara Ha
CBPII ePUTPOLIATIL.

3. Tecr 3a pastBOpuMOcT — ako HbS e B pemymu-
PaHO CBCTOSIHNME € JOCTa HepPa3TBOPUM B KOH-
neHtpupan ¢ocdaren Oydep. IIpn Te3u ycro-
Bus HbS obpasyBa Takromam (BogHM Kpucra-
M), KOUTO IIpedyIBaT U pasceiiBaT CBeT/IMHATA
¥ Ipefy3BUKBa MBTHIHA. Eputporyrure ce mu-
3Mpar Ype3 XMMIYECKU CpeficTBa (Hapumep Te-
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TpaxsopMeraH), ocBobopiennaT Hb ce pepyun-

pa ¢ momolnra Ha Harpues xuppocynpur. Taxa,

aKo e abHOPMEH U ce IOCTaBU B KOHIIEHTPYPAH
¢docdaren 6ydep, 1ie KoBeme JO NOMBTHABAHE

Ha pasTBopa.

Te3u TecToBe ca OTHOCUTENHO OBP3M ¥ €BTUHU
U BCe Ollle Ce IIPAaKTUKYBAT B T. HAP. CTPAHU OT Tpe-
T cBAT. HeymoO6cTBOTO 1M e, 4e e HeoOX0ouMO A
ce IPUTOTBSAT HY)KHUTE 3 TAX PA3TBOPY B CAMIUTE
K/IMTHWYHY 1Ta00paToOpuy, a Ipy I'bPBUTE ABA OT TAX
e HeoOXO/IMMO U J1a Ce M34aKa HAKOJIKO Jaca JI0 efHO
JICHOHOIII}E /IO OTYUTAHE Ha TeCTa.

Bop3u ckpunupawu mecmoee 3a 0oka3éame Ha
HbS u opyzu xemoznobunosu, sodeuiu 0o CKA:

B pas3BuTuTe MKOHOMMYECK! CTPAHU Ce IIpefia-
raT O'bp3¥ TBrOBCKM KUTOBE 32 CKPMHUpPaHe Ha UH-
IVBUANTE B pUCK OT pasButue Ha CKA.

1. Tecr 3a pasrBopuMocT Ha HbS: Thprosckn npo-
nykty Ha ASI (Arlington Scientific, Inc), Fisher
Scientific (mompamenenue uHa Thermo Fisher
Scientific) u MHorO ip. basupar ce Ha ropeomnu-
CaHM s IPUHIINIL, HO ChI'BP>KAT yAOOHY ¥ TOTOBYU
3a yrnorpe6a peakTUBU B pasIu4HU pa3dacos-
ku (25, 100 mam 500 TecTa) M cKaja, C YMATO II0-
MOII] JIECHO Ce OTYMTa TypougHocTTa. Pabotn ce
C y/IeCHeHa IIpOLiefiypa M pe3y/lITaTuTe ce OT4M-
TaT MeXy 5-Ta 1 30-ta MuHyTa. TecTsT Ce mo-
3UTUBMpA IIpU Hammuye He camo Ha HbS, Ho u
Ip) Ha/lu4ye ¥ Ha APYIM XeMOITIOOMHO3M, Xa-
paKTepu3Mpaly ce ¢ HaMajleHa pasTBOPUMOCT —
HbC (Harlem), HbC (Georgetown), HbH (xemor-
nobuH, popmupany tenua Ha Heinz) u gp. @an-
IIVBO IO3UTVBHM Pe3y/ITaTy MOTrar fia ce IOly-
YaT NpY CIUICHeKTOMMPAaHM MAIVIeHTH, ITOpaju
Ha/IM4yie B epUTPOLUTITE M Ha MHOXECTBO He-
PasTBOPUMU epUTPOLUTHY BKIouBaHuA. Daj-
IIJBO HO3UTYUBYIPAHE MOXe Jja IMa I TPV CUJTHO
JIATIEeMUYHA KP'BB WU TaKaBa C BUCOKO CHIBP-
JKaHMe Ha ooy O6enTsk. B Te3u cryyam Moxe fa
ce paboTH C TpOMeHeHa IPOLeAypa U IIpefBapu-
TEJIHO OTJe/NeHU U npoMuty eputpountu. Pan-
IIMBO HETaTVBHM Pe3y/ITaTy MOTar Ja ce IONly-
vaT npu Hb<70g/L, npn HbS<20% n npnu pena
Ofl TpMMeceyHa Bb3pacT (3).

2. POCT Tect, ocHOBaH Ha IUIBPTHOCTTA Ha €puU-
TpouMTUTE (TE3U C BUCOKA IUI'BTHOCT, p>1.120g/
cm3, ca xapakrepun 3a CKA). IlpemmoxxeHnst
TECT pasfie/i ePUTPOLUTUATE CHOPeJ, ITBTHOCT-
Ta VM, TIOCTaBeHM) B KaIWIAPKA, IPeABAPUTETHO
3aII'b/IHEHA C BOIOPA3TBOPUMY My/ITH(a3HY HO-
nmumepu (Aqueous Multiphase Systems (AMPS)),
KOETO TI03BO/IsIBA BU3Ya/THO OTYNMTAHE Ha Pe3yl-
TaTUTe 3a 0-MajIKo oT 12 munyTn. HegocraTpk
Ha TecTa e, 4e He pasrpaHiyaBa XeTePO3UTOTHTE,
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KouUTO IprHIKITHO ca 6e3cumntomuu (HbAS) ot
nHauBUAUTE ¢ HOpMaren Hb, Ho maBa 6Bp3, TO-
JeH 1 HafiexxeH pesynrar 3a HbSS u HbSC Ba-
PUAHTUTE, T.e. TOYHO 3a T€3U MHAMUBUAN, KOUTO
PasBUBAT T&XKKA KIMHUYHA CUMITOMATHUKA U Ce
HY)X/JasiT OT IPeBaHTVMBHA ¥ aJieKBaTHA MeJ-
LIMHCKa roMott, (8).

Mukpodnynmer Tect BbpXy Xxpomarorpadcka
xaptuss. OCHOBaBa ce Ha PasTBOPMMOCTTA Ha
pasnuunnte TuoBe Hb 1 Bb3MOXHOCTTA Te /12
Ce IPUABIDKBAT C pas/IMyHa CKOPOCT BBPXY Xap-
tvenus Hocuren (pur.l). Pasrpannyasa mobpe
HbAA, HbAS, HbSS. Moxe ma ce usnninu 3a 30
MUHYTH U e ¢ LieHa okoyo 0,07 gonapa (14).

AA AS SS

Que. 1. Xapakmepru 06pasu Ha pe3yamamu, nomye-
HU ¢ MUKpogryudeH mecm 8spxy xpomamozpagcka
xapmus

4. Sickle SCAN™ POCT Ttect. OcHOBaBa ce Ha He-
KOHKYpeHTeH (CaHABMYEB) XpOMaTOrpacKu
MMYHOAQHA/IN3 3a KadeCTBEHO OIpefieisiHe Ha
HbA, HbS u HbC B mpnua kpbB. M11o MoHo-
KJIOHa/THO Ts1/10 cpeiy C-kpasi Ha anda Bepurata
Ha yoBeruky Hb ce n3nonsBa karo gerexktupaiio
AQHTUTS/IO, KOETO € KOHIOTMPAHO 3a CHHBO OLiBe-
TeHV HAHOYACTUYKM. TPy MONMKIOHATHY aHTH-
tena cpemy N-kpas Ha HbS, HbC n HbA ce us-
[O/I3BAT KAaTO 3aXBall[alllyf aHTUTENIA BBPXY TeCT
MMHUUTE, a aHTU-MMIIO IgG aHTUTANIO ce U3-
I0/I3Ba KAaTO 3aXBalIAI[0 aHTUTSIO BBPXY KOH-
TponHara muHus. Korato kamkara KpbB (HYX-
HU ca caMo 5uL) pudynnupa o abcopbupaiara
TeCT JIEHTA, OlIBETEHITe HAHOYACTHUIM Ce CBBP3-
Bat ¢ Hb ot npobara. Taka popmupannre Ag-Ab
KOMIUIEKCM MUTPUPAT KBM TECTOBUTE JTMHUM,
HATOBApEHU C aHTUTeNIA CPeIy PAasTNIHUTE BU-
JI0BE XeMOITIOOMH, KOUTO CHEL(PIYHO I' CBBP3-
BaT, aKO CBIECTBYBAT B IIpobara 1 Taka ce ¢op-
MIpa CUHBO OlLIBETE€HA JIeHTa. VI3MMIIBKBT OT
KOHIOTMPAaHV HAHOYACTIYKY Ce 3aXBalljaT OT aH-
TUTeNaTa, GPUKCUPAHM 32 KOHTPOTHATA JIVHMSL
ToBa cy>xu 3a KOHTPOJI, Ye JOCTATBUYHO KOJIM-
4ecTBO OT IpobaTa e U3IOJI3BAHO U € IPeMIHa-
7a 1o usara rect neHTa (¢ur. 2). TecTsT ce ochb-
IIecTBsABA B paMKuTe Ha 5 MuHyTH (7).

HemeChip - mukpo-enexrpodopeseH Tect (Haii-
Hos Ha mazapa POCT Tect 3a ckpuauHT Ha CKA,

HbAA HbAS HbSS HbSC HbSB*

]

QI

e

Due. 2. Pesynmamu, nonyuenu coc Sickle SCAN™
mecma

¢ur.3). MMHMMATHO KOTIMYECTBO KP'BB Ce IIOCTa-
B BBpXY Llely/I03HAa XapTHA B ajiKajlHa Cpela,
KOSITO Be[[Hara ce oCTaBs B yCTPOIICTBO, ChADP-
JKalllo MMKPOYUII 3a 1[e/Ty/I03HO-alleTaTHa e/leK-
Tpodopesa. 3axpaHBaia 6aTepys Cbh3fiaBa eleK-
TPUYHO II0JIe, Ch3[]aBalll0 YCIOBUA A ce pasfie-
JIAIT XeMOITIOOVHOBMTE BapMaHTH, BB3 OCHOBA
Ha eJIKTPUYHMA UM 3apsf. YCTPOICTBOTO JaBa
He caMO KadyeCcTBeHa, HO ¥ KOIMYeCTBEHA OlleHKa
Ha Tunosete Hb, cpabpxamy ce B mpobara, us-
ITOJI3BAVIKY CIelMa/iHa allInKalsa Ha MOOuIeH
TeneOH 3a pasuMTaHe Ha VIHTEH3VBHOCTTA Ha
1Bera. PesynraTuTe ca BanuAMpaHM KaKTO CbC
CTaHfiapTHUTE eneKTpodopesn, Taka u ¢ HPLC,
KaTo ce ocoysa KopenauysA >0.96 3a BCUYKM TH-
nose Hb: HbF, HbS, HbC, HbA, HbD (16).

HemeChip

Hemoglobin Types
Ideatificd:

S (sickle) A (normal)
4a% 9%

——————

HemeChip

Hemoglobin Types
Identified:

S (sickle)  Adnormal)

a%

SO~ m——

Due. 3. HemeChip - muxpo-enekmpogopesen POCT
mecm 3a ckpunune Ha CKA

Ilomewpoumennu memoou 3a doxaszeéane CKA

OcBeH OBbp3KTE TECTOBE, KOMTO MOTAT Jja Ce 0Ch-
IECTBAT ,Kpail JIer/IoOTO Ha OONMHMUA ce IPOBEX-
laT ¥ IOTBBPAMTENTHN U3C/Ie[BaHMs 3a JOKa3BaHe
Ha/IM4ye Ha efVH WIN APYT BUJ XeMOIIOOMHO3a B
ro/IeMITe LIeHTpaIM3upaHy OOMHMYHM JTabOpaTo-
pun. Te Morar fja cit O3BOMIAT CK'bIIAaTa arapaTypa

295
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3a IPOTEMHOB aHAMN3, KAKTO U pasmoiarar ¢ KBa-

muuIpaH epcoHas 3a paboTa ¢ Ta3y amaparypa.
TpagnuoHHUTE METOMM, U3MON3BAHY 3a IOKA3-

BaHe Ha xemormobouHoBute Bapuantu npu CKA ca

nsoenekTpnuHo Qoxycupane (IEF), Bucoko edek-

TuBHa TeuHa xpomarorpadus (HPLC) u enexrpod-

opesa (karmnsapHa (CE) wiu Bbpxy HOCUTEN).

1. V3oenekTpuuHO (OKycuMpaHe — M3ION3BAT Ce
araposHIU TeJioBe, 32 [ia Ce Pas3fesAT XeMOITIO-
O6uHOBUTe (paKUMM 1 BapUaHTH Bb3 OCHOBA Ha
PasIMYHNUTE MM WU30€NEeKTPUIHM TOYKU. [Ipm
TO3M MeTOJl MOTAT Jia Ce pasfensT fobpe efrH OT
npyr HbA, HbF u HbS, xakro 1 HbC or HbE n
HbO (6).

2. Bucoxo edextuBHa TeuHa Xxpomarorpadus -
npobara, cpabpxama Hb, mpemunasa mpes xo-
JIOHa, U3I'B/THEHA C TBBPJ aICOPOEHTEH MaTepu-
an. Vsnonsea ce mpuHIMIA HAa KaTMOHHUA 00-
MeH — CIIOpe]] 3apsifia U To/leMUHaTa CU BCEKY BU/
MOJIEKYJIa Ije ce afcopOupa 1 CBbp3Ba M10-Cabo
WIN TIO-CHJTHO K'bM YaCTUI[MTE Ha TBBPANS afl-
copbOeHTeH MaTepuat 1 Iiie ce IPUIABIXBA C pas-
JIMYHA CKOPOCT TIpe3 Ko/moHarta. Taka pasmmaHm-
Te xemornobuHosy BapuanTy (HbF, HbA2, HbS,
HbC, HbBarts u fp.) ce pasuenar egyH OT pyT 1
ce ompezenAT KonndectBeHo (9,10).

3. Enexrpodopesara (BbpXy HOCHTENT WIM KaIu-
JISipHa) TPAAUIMHHO Ce M3IO/3Ba 3a pasfiesisiHe
U OTIpefieNisiHe Ha XeMOTTIOOMHOBKTE BAPUAHTI. B
3aBUCUMOCT OT pH Ha cpemara 6enTbUHNTE MO-
neKynm (B cy4as XeMOITIOOMHOBUTE BapyaHTU
- HbF, HbA, HbA2, HbS, HbC, HbBarts u ap.)
uMmar pasnudet 3apsz. Cropen To3u 3apsij 1 ro-
JIleMUHATA CU B e/IEKTPUYHO TIOJIE T€ Ce TTPEBIIK-
BaT C pasnmMyHa CKOPOCT mpe3 Hocutens (rena)
WK B Kanuispkara (3).

ITPEHATATHA ITMATHOCTUKA

3a LennTe Ha MPeBAHTMBHATA MeIUIIVHA U3KIIIO-
YITETHO 3HAUeHe NMAT METOJVUTE Ha IIPeHaTaTHa-
Ta [MATHOCTMKA. B CHBPEMEHHOCTTa Ce M3IO/I3Ba
JOHK ananmus, 6asupan Ha PCR (polymerase chain
reaction) TeXHMKM 3a JJOKa3BaHe Ha TOYKOBATa MY-
tanusa (GAG > GTG) B mectyt KOfoH Ha 3 ITTOOMHO-
Bus ret ot [JHK Bepurara Ha deryca. Vsnonssa ce
P CEMEIICTBA C I0OKAa3aH PUCK OT PaKIaHe Ha JeTe
cbec CKA (15).

3AKJIIOYEHUE

CKpVMHUHI'BT, paHHAaTa AMATHOCTMKA, Npodu-
JIAKTUKA U JIEYeHIEe Ca OT U3K/IIOYMTETHA BaXKHOCT
3a HaMaJsIBaHE Ha TEXXKUTE IMOCTENMIIM KaKTO 3a
ormenunte mHIuBUIu c¢bc CKA, Taka m 3a oOuje-
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cTBOTO Kato 110 (12). Heobxommumo e fa ce mosHa-
BaT PasIMYHUTE [UATHOCTUIHM CIIOCOOM 1 METOMM
3a IOKa3BaHe Ha XeMOITIOOMHO3a S, 3a Jja Morar fa
Ce MPU/IATAT MOAXO/ALINTE OT TAX B 3aBUCUMOCT OT
PasIMYHNTE NKOHOMUYECKN BB3MOXXHOCTU Ha 00-
I[ECTBO I HA OONTHNYHNTE 3aBEIEHNS — TE3U, PasIio-
JIATALIY C HO-TOJISIM PeCypPC MIU Te3H, Pasosaraiin
C IIO-Ma/TbK.
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