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AnHoTanus. JlaGopaTropHas IHarHOCTMKA TajlaCCeMHHM 3aHUMAET BaXHOE
MECTO B COBPEMEHHOM IOJXO0/I€ K JICYEHUIO U MPO(UIAKTUKE 3TOT 0 HACIECTBEHHOT O
3a0oneBanus. TanacceMus, IpeacTaBisionias cCoOON rpynmny HapylmeHU, CBI3aHHbIX
C CHHTE30M Te€MOTJIOOMHA, MOXET BbI3BIBATh CEPbE3HBIE OCJIOXKHEHMs, BKIHOYas
aHEMUI0, TTPOOJIEMBI C CEPACUHO-COCYAUCTON CUCTEMOM U 3a7epKKy pocTa. PanHss
JTUAarHOCTUKAa HMMEET pelllarouiee 3HauyeHUuEe s BbIOOpa ONTHUMAaJbHBIX METOOB
JIEYEHUSI U MOHUTOPUHIA COCTOSHUS NIALIUEHTA.
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KiarudeBble ciioBa: TaJ1aCCEMUA, na6opaT0pHa;1 AUAarHoCTtukKka, COBpCMCHHBIC
METOAbI UCCIICAOBAaHUA, IAaTOT'CHES.

Annotation. Laboratory diagnosis of thalassemia occupies an important place
in the modern approach to the treatment and prevention of this hereditary disease.
Thalassemia, a group of disorders involving hemoglobin synthesis, can cause serious
complications including anemia, cardiovascular problems and growth retardation.
Early diagnosis is critical to selecting optimal treatment methods and monitoring the
patient's condition.

Key words: thalassemia, laboratory diagnostics, modern research methods,
pathogenesis.

Beenenue. JlabopaTopHast AMarHOCTUKA TaJaCCEMHUU UTPAET KIIOUYEBYIO POJIb B
BBISIBJICHUM U YIPABJICHUU 3TUM HACJICICTBEHHBIM 3a00jieBaHrueM. TajmacceMusl - 3TO
TpyIlia HacleACTBEHHBIX 3a00JI€BaHMI, BO3ZHUKAIONIUX B pe3yJibTare MYTallUi B
reHaX, OTBETCTBEHHBIX 3a CHUHTE3 TJIOOMHOB, KOTOpPBIE SBJISIIOTCA OCHOBHBIMU
KOMIIOHCHTAaMH T'eMOIVIOOMHA. OJTH MYTallMd MOTYT TPUBOJIUTh K HW3MEHEHUIO
CTPYKTYPBI WJIM KOJIUUYECTBY T'JTIOOMHOB, YTO B CBOIO OU€pEb BBHI3BIBACT HAPYIICHUE
o0pa3oBaHus TeMOTJI00MHA U MPUBOAUT K aHEeMHHU. B 3aBUCHMOCTH OT 3aTPOHYTHIX
TEHOB, TaJlacCeMusl JEIUTCS Ha ailb(a- U OeTa-TamacCceMUIo, Kaxaas M3 KOTOPBIX
MMEET CBOM MOJATHIIBI, OTJIIMYAIOMINECS KJIMHUYECKUMH MPOSIBICHUSIMHU U TAKECTHIO
3a00JIeBaHUSI.

DTHONIOTUSI TaJaCCEeMUM CBSI3aHA C TEHETHYECKOW MPENpacroyioKEHHOCTHIO,
nepeaaronieiicss oT poauTened k JeTsaM. B OosbmIMHCTBE ciydaeB 3a0ojieBaHUE
BO3HHMKAE€T B paMKaX ayTOCOMHO-PEIIECCUBHOIO MEXaHW3Ma HacleIOBaHUsI. TO
O3Ha4yaeT, 4YTO IS NPOSBICHUS CHUMITOMOB Yy JIMIA JOJDKHBI HACIEAOBATHCS
MYTHpPOBaHHBIE TE€HBI OT 00oMX poauTeneil. Bbicokas pacmpocTpaHEHHOCTb
TajacCeMHUH HaOJI0/IaeTCs B PErMOHAX, IJie Malisipusl ObLIa IHJAEMUYHOM, TaK Kak
HOCUTEJIBCTBO MYTAllMM OOECHEYMBAET HEKOTOPYIO 3allUTy MPOTUB 3STOTO
3aboneBanus [1, 4, 10].

[TaTrorenes TanacceMuu CBSI3aH C HaApYIIEHUEM CHHTE3a IIOOMHOBBIX IETICH, 4TO
OPUBOAUT K aHOMallbHOW ¢opMe TeMOrjioOMHa M, COOTBETCTBEHHO, aHEMUH.
OCHOBHOM MEXaHU3M 3aKJII0YaeTCs B MyTaIUsX, 3aTParuBaroINX reHbl, KOJUPYIOIINUe
anbda- u 6era-rnoOuHbl. B pe3ynbraTe 3TOr0 Hapymaercs O6anaHc Mexay aibda- U
OeTa-lensiMu, YTO IPUBOAUT K 00pa30BaHUIO HEYCTOMYUBBIX (POPM IreMOrIo0MHa U UX
pa3pylIeHUIO0 B KOCTHOM MO3T€ U NMepu(epruuecKkoil KpOBH.

CymiecTByIOT 1B OCHOBHBIE ()OpMBI TajlacceMu: ajib(pa- u Oera-ramaccemus,
KaKJass U3 KOTOPhIX HMMEET CBOM CcHEelU(HUUEeCKHe TEHETUUYECKHE MPUYUHBI U
KJIIMHAYECKUE MPOosiBiieHUs. AJb(a-TanacceMuss XapakTepU3yeTCsl HEAOCTATOYHOCThIO
anb(a-TIIOOMHOBHIX IIeNel, B TO BpeMs Kak OeTa-TajacceMus CBs3aHa C ACHUIIUTOM
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oeta-teneil. CTeneHb BRIPAKEHHOCTH 3a00JIeBaHMS 3aBUCUT OT KOJWYECTBA MyTallui
U YPOBHSA SKCIPECCHUU COOTBETCTBYIOIIUX T'E€HOB, YTO MOKET BapbUpPOBATHCS OT
OCCCUMIITOMHOT'0O HOCHUTENLCTBA IO TSOKEIOW aHeMUH, TPEOYIOMEH peryinspHOM
Tpancdy3uu Kposu [2, 9, 15].

Kpome Toro, HapyuieHus B MaroreHe3e TalacCeMHUHM MOTYT MpPOSIBISTHCS B
dbopme wu3MeHeHUuss MOPQOJIOTUUA HSPUTPOLUTOB U JOMOJHUTEIBHOM AaKTHUBAIUU
MHTEPaKTHUBHBIX MEXAHU3MOB, TAKMX KaK TUIIE€PAKTUBHOCTb KJIETKU, pabOoTarome Haj
OUYHCTKON OpPraHM3Ma OT aHOMAJIbHBIX KJIETOK. DTH aclEKThl IPUBOJAT K Pa3IMYHbIM
OCJIOXKHEHUSIM, BKJIFOYasi U3MEHEHNe (DYHKIIUU MTeYCHU, CeJIE3EHKH U IPYTUX OPraHOB,
KOTOPbIE€ MOTYT IIPUBOJUTH K CEPbE3HBIM J0JITOCPOYHBIM MOCIEACTBUSIM ISl 310POBBSI
mamueHToB [1, 16, 17].

JlabopaTopHast MarHOCTHKA TaJaCCEMUU UTPAET KIIOUEBYIO POJIb B BBISIBIICHUU

U yOpaBJIECHUW OTUM HACIEACTBEHHBIM 3a0oneBaHueM. OCHOBHBIE JJIEMEHTHI
JTUArHOCTUKU BKJIFOYAIOT KIIMHUYECKUN OCMOTP, Ta00OpaTOPHBIE TECTHI M TEHETUUECKOE
KOHCYJIbTUPOBAHUE.
[lepBoHayanbHO HCCIEAYIOTCS OOIIME aHaIW3bl KPOBH, KOTOPBHIE MOTYT BBISIBUTH
aHEeMHIO, YMEHbIIIEHUE YPOBHA reMorio0nHa u anu3onutos. [Ipu 6osee yrimyodieHHOM
aHalM3e MPOBOAST 3JeTpodope3 TeMOryioOrHa, KOTOPBIA IMO3BOJIIET OINPEASIUTh
YPOBHHM pA3JIMYHBIX THUIIOB TE€MOIJIOOMHA W MOJATBEPAUTH JUAarHO3 TaJacCEMUMU.
CymiecTByeT Takke€ MOJEKYJIIPHO-TEHETUYECKOE TECTUPOBAHUE, MO3BOJISIONIEE
uaeHTUpuIpoBaTh crnenupuyYecKkrue MyTallid B T'eHax, OTBEYAIOIIMX 3a CHHTE3
remornobuna [2, 5, 11].

CoBpeMeHHasi JlabopaTopHasi AMArHOCTHKA TalaCCEMHUU TMPEICTaBIAET COOOMU
BaXXHBIN aCMEKT MEAUIMHBI, HANPABJICHHBIM Ha paHHEE BBISBJICHUE U YIpPaBICHUE
ATUM HACJICACTBEHHBIM 3a0osieBaHueM. OJHUM M3 KIHOUYEBBIX METOJOB SIBJISICTCS
JNHK-nmuarnoctuka, KoTopasi MO3BOJIIET HUASCHTU(PUIIMPOBATh MYTallUM B TeHaXx,
OTBEUAIOIUX 3a CUHTE3 aibda- u Oera-r1o0uHOB [3, 8, 14]. DTOT MOAX01 HE TOIBKO
MOATBEPXKIAET IUArHO3, HO U TIOMOTaeT B MPEHATATbHOM TMarHOCTUKE, YTO OCOOEHHO
BaYKHO JUIsl CEMEN ¢ pUCKOM nepeaaun 3a0oneBanus. Pa3paboTka HOBBIX TEXHOJIOTUH,
TaKMX KaK CEKBEHHPOBAHHE CIEIYIONIEro MOKOJICHHS, 3HAYUTEIbHO YBEIUYHBACT
TOYHOCTh M CKOPOCTh IMAarHOCTUKH.

Kpome Toro, KOMIieKCHbIM MOAXOJ K AMArHOCTHKE BKIIOYAET B ceOs aHauU3
MapKepOB BOCIAJICHHUS, OLICHKH kKeJie3a U aHTUOKCUJIAHTHOTO CTaTyca, YTO MO3BOJISET
BBISIBUTH COMYTCTBYIOLIME COCTOSIHUSI M aAalTUPOBaTh T€PANleBTUUECKUE CTPATETHUU.
Takum  00pa3oMm, coOBpeMeHHass JlaboparopHas  JIMarHOCTHUKA  TaJlaCCeMUHU
npeTepreBaeT 3HAYUTEIbHbIE M3MEHEHHUS, YTO OTKPHIBAET HOBBIE TOPU3OHTHI IS
3 PEeKTUBHOTO KOHTPOJIS 32 3TUM 3a00JICBAHHEM.

Jleuenue TanacceMuu TpeOyeT KOMILIEKCHOTO MOAXOAA M 3aBUCUT OT THIIA
3a0oneBanus: anbpa- wunm Oera-tamaccemMus. OCHOBHas 1eidb Tepanmud —
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NoJJIepKaHue HOPMAJIbHOTO YPOBHS FeMOIIOOMHA U MPEIOTBPALIEHUE OCIIONKHEHUM.
OmHMM W3 KITIOYEBBIX METOJOB JICUCHUS SIBISIETCS PETyNsSpHas TpaHc(y3us KPOBH,
KOTOpasi TOMOTaeT BOCIIOJHUTHh HEJOCTATOK IPUTPOIUTOB U reMoriioonHa. OgHako
JUIMTEIbHOE TIPUMEHEHHE J3TOr0 METOJla MOXKET IMPUBECTH K H30BITOUHOMY
HAKOIUICHUIO >Kejie3a B OpraHu3Me, 4To TpeOyeT JOMOJHUTEILHOI'O0 UCIOIb30BaHUS
xenatupyomux areHtoB [1, 7, 13]. Otu mpemapatbl cnocOOCTBYIOT BBIBEAEHUIO
U30BITOYHOTO JKEJIe3a U IOMOTaI0T CHU3UTh PUCK CEPhE3HBIX OCIOKHEHMM, TAKHX KaK
MOBPEXKIECHUE TIEUCHHU U CEPACUHO-COCYUCTHIE 3a00JIEBaHMUS.

Meroapl TEHOTEpanmuW U CTBOJIOBBIC KJIETKH CTaHOBSTCS Bce Oosee
NOMYJISIPHBIMUA  JJIs1 JiedeHUus TajnacceMuu. OHM HMMEIOT MOTEHIMan HE TOJIbKO
yJIydIiaTh Ka4eCTBO >KM3HU TMAIUEHTOB, HO W YCTPaHSATh camMy MPUYUHY OOJIE3HHU.
BaxxHo, 4TOOBI MAIIMEHTHI M X CEMbH OB BOBJICUCHBI B IIPOIIECC MPUHATHS PEIICHUN
OTHOCHTEJIbHO TEPaIH, TaK KaK KaK/10e JICUEHNE UMEET CBOM PUCKHU U ITPEUMYIIECTBA
[3, 18, 19].

Panpmie Tsokenbie ¢dopMbl TajmacceMum (Takue Kak Oombinas ¢opma Oera-
TaJaCCeMHH) OOBIYHO MPUBOAMIM K CMEPTH B paHHEM JeTCKOM Bo3pacte. Cutyanus
W3MEHUJIACh B mociiequue necarmietus. Ceiuac mepuognyeckue rnepeauBaHus KpOBU
B COUYETAaHWM C Teparueil, HalpaBJICHHOW Ha ynajJeHue H30BbITKA >Keje3a, 4acTo
MO3BOJISIIOT OOJIbHBIM JOKUBATh JI0 CPEIHETO U JaKe MOXKMIOro Bo3pacta. OmgHaKo
CJIEyeT TOMHHTD, YTO ATa TEParus He BEJET K MOJTHOMY M3JIEYEHHUIO U TOHKHA OBITh
MOXXU3HEHHOM [3, 6, 12].

TpancnaaHTaIys KOCTHOTO MO3Tra B cliydae ycrexa MpUBOJIUT K HOpMaJIU3aIluu
KPOBETBOPEHHUSI, HO €€ MPOBEJACHUE CBSI3aHO C OMpPEACICHHBIMU PUCKaMHU, OCOOEHHO
€CTh y OOJIBHOT'O HET COBMECTUMOI'0O POACTBEHHOT'O IOHOPA.

BoiBoabl. Takum 00pa3om, JlabopaTopHas TUAarHOCTHKA HE TOJBKO CITYXKUT
OCHOBOM IJIsi ONpenesieHusT Haauuus 3a00JieBaHMsS, HO W CIOCOOCTBYEeT Ooliee
(b (HEKTUBHOMY JICUCHHIO U YIYUIICHUIO KaueCcTBa KU3HU MaiueHToB. COBpeMEHHbIC
METOAbl JIA0OpPaTOPHOM JIMATHOCTUKH, TaKUEe KaK MOJEKYISIPHO-TEHETUYECKUE
UCCJICIOBAHUSA, TO3BOJISIIOT HE TOJBKO TOATBEPAUTH [HWArHo3, HO U BBISSBUTH
HOCUTEJIEH TeHa TallaCCeMHH B ACUMIITOMATHUYECKOM COCTOSIHUU. DTO OCOOEHHO
BAXXHO JUJI1 HaceJeHus, Tle 3a00JeBaeMOCTh BBICOKA, TaK KaK JAa€T BO3MOXKHOCTH
CBOEBPEMEHHO  HMH(POPMHUPOBATH  MAIMEHTOB W  MPOBOJUTH  T'€HETUYECKOE
KOHCYJIbTUPOBAHUE JIJISI TIPEIOTBPAIICHUS POXKIACHUS NETEeH C THKETbIMH (hopmMamu
3a00J1eBaHUsl.

K ToMy e, peryssipHble CKpUHHHTH 1 MOHHTOPUHT COCTOSTHHSI 3T0POBbSI JTFOICH
C TaJlacCEeMHEH MOMOTAIOT BHISIBUTH PAa3BUTHE OCJIOXHEHUW W YIYUIIUTH KadeCTBO
KU3HU TAIMCHTOB. BKIOYCHWE WHHOBAIMOHHBIX TEXHOJOTHA B JAOOpATOPHYIO
JUArHOCTUKY TaKXe€ CHocoOCTByeT 0OoJiee TOYHOMY U OBICTPOMY OIpPEAEICHUIO
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HEOOXOAMMOI0 JIEYEHHs, YTO JieJaeT €€ aKTyaJlbHOM U HEOThEMJIEMOM YacThIO

COBPEMEHHOI'0 MEIUIINHBI.

BaxxHO y4uTHIBaTh CEMEWHBIA AaHAMHE3 W TEHETUYECKOE TECTUPOBAHHUE,
MOCKOJIBbKY TajacceMusl mepeaaercs Mo HacieAcTBy. llcuxoconmanbHas moaepxKka
MAlMEHTOB U UX CEMEW TakKe SIBIISETCS HEOThEMJIEMOM YacThIO JICUCHUS, TaK Kak
KU3HB C TaJacceMueil TpedyeT MOCTOSHHOTO BHUMAaHUS U 3a00THI.
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