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AHHOTE[III/IH. B cratbe PaCcCMOTPCHBI ACIICKTBI ayTOCOMHO-PCHCCCHUBHOIO
HACJIEJICTBEHHOr0 3a00JIeBaHUSl — TajJacCEeMUHU. A TakKe NMPUYUHBI, TPOSBICHUS U
METOABI JICUCHUA 9TOU MATOJIOTHH.

Annotation. The article deals with the aspects of an autosomal recessive
hereditary disease — thalassemia. As well as the causes, manifestations and methods of
treatment of this pathology.
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Bsenenne

Tamaccemun — HacneACTBEHHBIC 3a00JICBaHUS, PA3BUBAIOIINECS B PE3yJbTaTe
HapyIIEHUs COOTHOIICHUS o WK B-TIeTell cenuanibHOro 0enka rimoouHa. IToT 6ok
dbopMupyeT reMOTIOONH, KOTOPBIH SIBIISIETCS )KU3HEHHO HEOOXOJAMMBIM B OpraHU3MeE
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YeJIoBeKa, TaK KaK HAXOAMUTCS B CTPYKTYpE SPUTPOLUTOB, KOTOPHIE MEPEHOCST
KHUCIIOPOJ] KO BCEM OpraHaM M TKaHSM OT JIETKUX.

Tanaccemusi mposIBISETCA TEMOJIMTUYECKON aHEMHUEN pa3HOOOPa3HOTO YPOBHS
BbIpaKeHHOCTH. M3-3a pacnajga HENpaBWIBHOIO TE€MOIVIOOMHA  SPUTPOIUTHI
CTPEMUTENIbHO HAUMHAIOT THOHYTh. OpraHusM 4eoBeKa MbITaeTCs CKOMIIEHCUPOBATh
HEJ0CTaTOK T'eMOrJIo0MHA B OpPraHM3ME M HAayMHAET YyBEJIMYMBaTh (HOpMHpPOBaHUE
KPACHBIX KPOBSIHBIX KJIETOK B KOCTHOM MO3T€.

Heab wucciaeqoBaHusi — W3YYUTh MPUYUHBI BO3HUKHOBEHUS, CUMIITOMBI, a
TaKKe€ METObI JICUCHHUS TAIACCEMUMU.

MarepuaJjibl 1 METOABI UCCIETOBAHUS

CpaBHeHHe, aHAIM3 ¥ CUHTE3 HH(POpMAIIMK Ha OCHOBE HAYYHOU JTUTEPATYPHI 10
TEeMe.

Pe3yabTarhl Hcc/ieI0BaHUS U UX 00CYK/IeHNe

Tanaccemun xapakTepusyroTcsi O0JIbIION TeHETUUECKONU FeTEPOreHHOCTHIO.
HacnenoBanue npu B-tanacceMun ayToCOMHOKOJOMUHAHTHOE. MyTamuu
MIPOUCXOJAT B JIOKyce -ri1o0uHa B OAMHHAAIIATON Xpomocome. [Ipu a-ranaccemun
BO3MO’KHO HECKOJIbKO THITIOB HACIIEOBaHUS, TOTOMY UYTO CUHTE3 O-TJIOOMHA
KOJIUPYETCS JBYMsI IapamMu T'€HOB B MIECTHALIATON XPOMOCOME. A TaKkKe
TOMO3UTOTHOCTh IO OOEHM IMapaM I'€HOB SIBISIETCS JIETAIbHOW — HECOBMECTUMA C
KU3HBIO, a yTpaTa Wik AUCHYHKIUS OJHOTO Te€Ha CUIIBHOTO KIIMHUYECKOTO 3HAYEHUS
He nMeeT [5]. Kak mpaBuito, TanacceMUH BO3HUKAIOT B PE3YJIbTATE TOUEUHBIX
MyTalli B 9K30HAX WK MPUJIEKAITUX K HUM Y4acTKaX, BEAYIIHUX K HAPYIIECHUIO
CIUJIaMiCHHTa, CIBUTY PAMKH CUUTHIBAHUS WU 00pa30BaHUIO TEPMUHUPYIOIIETO
KOJIOHA, KOTOPBIM MPEKIEBPEMEHHO IPEeKpaniaet TpaHcisinui. CieacTBuemM
MOA0OHBIX HAPYIICHUH CIY>KUT CHI)KEHUE WU OTCYTCTBUE CUHTE3a OJHOM U3
MIOJIUTICTITUTHBIX TEMOTIIOOMHOBBIX IIETICH.

["'emMori00MH B3pOCIIOTro YeJI0BEKa HEOJHOPOIEH U COCTOUT U3 TpeX (Ppakiiuii:
Al, A2 u F. I'naBHo# u3 ¢pakuuii sieisercs remorsiooud Al (cocraBiset 95-98%),
KonmuyecTBO remoryioonna A2 cocrasisiet 2-3 %, remorsioonn F cocrasusger 1-2 %.
['eMOri100MH COCTOUT U3 IBYX KOMIIOHEHTOB: TeMa U TJI0ONHA — OeIKoBast 4acTh
remMorjo0OrHa. benkoBast 4acTb COCTOUT U3 4-X MOIMAPHO OJMHAKOBLIX 1ernei. [{ernn
o0o3HauaroTcst OykBamu rpedyeckoro aindasura (a-, B-, y-, 0-). Kaxxnas usz atux 0yks
0003HaYaeT CTPOTO ONpPE/IeICHHBIN, U3BECTHBIN B HACTOSIIIIEE BPEMSI TTOPSIOK
aMUHOKHUCTOT. ['emornoOun Al cocTouT U3 ABYX O M ABYX 3 Lieneit; reMorsioons A2
13 IBYX O U ABYX O Iieneid; remoriaoOuH F u3 n1Byx o u AByX y uemnei [3].

['emorno6un F (reMoryioOuH 1a0/1a) — OCHOBHOM O€JIOK-TIEPEHOCUHK
KHCJIOpOJa B OpraHu3Me Ijioja yesnoBeka. OH COAEPIKUTCS B SPUTPOLIMTAX IO U
y4acTBYeT B TPAHCIIOPTUPOBKE KUCIOPOJIa U3 KPOBOTOKA MATEpU K OpraHam U
TKaHsM TU10/1a. BeipabaTeiBaeTCst MpUMEPHO Ha 6 Henene 0epeMEHHOCTH, U €ro
YPOBEHb OCTAETCS BHICOKUM IIOCIIE POXKICHHUS, TOKa PEOCHKY HE UCTIOTHUTCS
npumepHo 2-4 mecsna. ['emorino6un F uMeeT coctas, pa3iuyHbIi CO B3POCTBIMU
dhopmamu TeMOTIIO0NHA, YTO IMO3BOJIIET €My CHIIBHEE CBSI3BIBATH KUCIOPOT [2].
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B 1959 rony Uuarpem u CTpeTTOH NpeasIoKUIN KBATU(PUIIUPOBATh
TaJaCCEMUU MO TUITY TTOPAKEHHOM 1eNH reMOTJIo0NHA: MPU HAPYIIEHUHU O-1IETH — Ol
TajacceMuen, npu B-uenu B-ramacceMuei, a TakkKe BCTPEUAIOTCs HapyIICHUS
npyrux uenei. HazBanue Tanaccemun oToOpa)xaeT HapylIeHHEe CUHTE3a
COOTBETCTBYIOIIEH Lienu. [1o TshkecTH KIIMHUYECKUX MPOSIBICHUN BBIICISIOT
TSOKENYI0, CPEHION U JIETKYI0 (hOpMBI 3a001€BaHUS.

KnmHanyecku 3HaunMble (DOPMBI TaJaCCEMUU BKIIFOUAIOT CIIEAYIOIINE
COCTOSIHUSA:

1) bonvwas ¢popma B-tanaccemun (anemust Kyium) — mposiBIIsieTcs TSKEIOH
aHEMUEN y>Ke K KOHILY IIEpBOr0-BTOPOr0 ro/ia JKU3HH, YTO CBSI3aHO C
(GyHKIIMOHATBFHOW aKTUBHOCTHIO TeMoriioobuna F B atom Bo3pacte. Heobxoanmo
MIPOBOJIUTH MEPEIUBAHUS JOHOPCKUX 3PUTPOLUTOB KaKble 2-4 Helenu.
[Ipu3zHakaMu MOTYT SIBJSTHCS pe3Kasl TUIepIUIa3usi KOCTHOTO MO3ra B TUIOCKHUX U
TpyOUaThIX KOCTAX, BEAyIIasl K pa3pylICHUIO KOPTUKAIBHOTO CJIOS U K
HEIpaBUJILHOMY 00pa3oBaHuIo KocTel. Jletn pusmdyecku pa3BUTHI OUEHbB IIJI0XO,
OJIETHBI U JKETYIIHBI,

2) Ilpomesxcymounas ¢popma B-TamacceMuu, KOTOpasi pa3BUBACTCS B
pe3yibTaTe HAIMYUS TeHETHUECKUX MOBPEXKACHHUM JIBYX [-TIIOOMHOBBIX T'€HOB.
KinHnueckas kapTHa HAMOMHHAET TSHKETYIO AU3IPUTPONOITUYECKYIO AaHEMHUIO,
ITPOTEKAIOIIYIO CO CIUIEHOMETANINEN. B KOCTHOM MO3re ¥ B SPUTPOLIUTAX MOCTIE
CIUIEH3KTOMHH OOHAPYKUBAIOT BKIIFOUEHHUSI, KOTOPbHIE BBISBIISIOTCS MYTEM OKPACKH
CBEXKEr0 Ma3Ka KPOBU METUJIOBBIM (hHOJETOBBIM. B HEOOBIYHBIX KIIMHUYECKUX
CIIy4asix MOTYT OBITbh 5kajlI00bI Ha OBICTPYIO YTOMIISIEMOCTb, OABILIKY IIPH HEOOJIBIION
(u3nUecKoil Harpy3Ke, NEPUOINYECKYIO KENTYIIHOCTh CKIIEp.

3) Manas manaccemusi, Ijisi KOTOPOH XapaKTePHbI MUKPOIIMUTO3 U
TUTIOXPOMHSI, & TAKXKE YUCIIO IPUTPOIIUTOB MPEBHIIIAECT HOPMY M YBEITUYCHA JTOJIS
remorjoOruHa A2. Eciu HOCUTENSIMH 9TOTO MyTaHTHOTO T'eHa SIBIISIIOTCS 00a
pOJUTENS, TO TPOBOJIUTCS MPEHATANIbHAS IUATHOCTHKA: €CJIM BBISIBUTCS, YTO TLIOT
TOMO3UTOTEH — [TOKA3aHO MpepbIBaHNuEe OEPEMEHHOCTH.

4) a-manaccemus (2cemoenobunonamus H) — aBasieTcss camoi Tsbkemon opmoit
TajmacceMuu. Eciii yTpadeHsl Bce 4eThIpe reHa, To (hopmMa HECOBMECTUMA C SKU3HBIO.
B ma3ke kpoBH 0TMEYaeTCs BhIpaKEHHAS TUTIOXPOMHUSI, MHIIICHEBUTHOCTh U
0a3zoduibHas MyHKTAIUs SpUTPOLUTOB. OCOOCHHOCTHIO, OTIIMYAIOIIEH
remorjgoOuHonaTuio H oT npyrux ¢popm tamacceMuu, siBISIOTCSI MHOTOYHCIIEHHbBIE
BKJIFOYEHUS B DPUTPOLIMTAX, BBISBISIOIIMECS B KJIETKaX MOCIE HHKYOAIMu C KpacKoi
Kpe3uJIoBoil cuHel spkoil. OHU 00yCIOBJIEHBI TEM, UTO HECTAOUIIbHBINA FeMOTJIO0NH
H, cocrosmuii u3 yetbipex PB-uemnei, noa BIMSHUEM KPACKU-OKUCIUTEIIS BbIIAJAET B
ocanok. Jlannas ¢oopma ObIBaeT roMO- M F€TEPO3UTOTHOM. Y HOBOPOKAEHHBIX OT 5
10 15% remornoOuHa mpeacTaBieHo reMorsioonaoM Bart (remorio6uH, rae Bce 4
TJIOOMHOBBIX IIEMTH B MOJICKYJIE SIBIISIIOTCS Y-1IemnsiMu). Taxoke B cirydae nucyHKIu 3
13 4 KOAMPYIOIIUX TeHOB MOBBIIIAETCS cozepkanne remornoonna H (HbH),
MIPEICTABIISIONIETO co00i [4-TeTpaMmephl, 00pa3yroIrecs npu u30bITKe B-1emneH,
MIPU 3TOM CHUKEHO JI0 TIOJTHOTO OTCYyTCTBUs coaepxkanue HbF u HbA2. Camxenne
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NPOIYKIUHU 0- WK - Llenei MPUBOJUT K HAPYILIEHUIO CUHTE3a TeMOIJIo0nHa A, a
OTOM K TUTIOXPOMHH 3PUTPOLIUTOB. B OTAMYMH OT APYyTUX TMIIOXPOMHBIX aHEMHM
IpU TaJlaCCEMUU YacTO HAOIIOJAI0TCS KIIMHUKO-JIA00paTOpHbIE TPU3HAKY IeMOJIH3a
— MOBBIIIEHNUE KOJUYECTBA PETUKYJIOIUTOB B KPOBH, IMOBBIIIICHUE YPOBHS HEMPSIMOTO
OmnMpyOrHa, yBeJIMUEHUE CeJIe3eHKH [6].

VY reTepo3uroT, G0JIBIIMHCTBO KOTOPBIX SABJISIIOTCS 3JI0POBBIMU HOCUTEISIMU
ATHX 3a00JIeBaHUH, MPOXOAAT JETKUE U KIMHIUYECKH He3HauuMble (hopMbl. B Ma3kax
KPOBU 3THUX JIFOJIEN CIIEHMATIUCTBI MOTYT YBUIETh U3MEHEHHE BHEIIHETO BUAA
SPUTPOLIUTOB B BHJIE TUIIOXPOMHH (SPUTPOLIUTHI OoJiee OJeIHbIE), MUKPOLIUTO3a
(YMeHbIIIEHHE pa3Mepa), MUILIEHEBUAHOCTH, HATMYHE KIIETOK Pa3IudHON (POpMBI
(MOMKUIIONUTO3) U pa3Mepa (AaHU30IUTO3).

Mexaynaponnbsim coobmiectBoM (TIF, Thalassemia International Federation,
Mexnaynaponnas Tanaccemuueckas denepaiuisi) pa3paboTaHbl CTaHAAPTHI JICUECHUS
OO0JIBHBIX C KIIMHUYECKH 3HAUMMbIMU (popMaMu TasiacceMur. OCHOBHBIM METOJIOM
ABJsieTCs TpaHcy3us (epearuBaHue) JOHOPCKUX SPUTPOLUTOB ISl MOAIEP KAHUS
remMorjo0rHa B quamnaszone 95-125 1/i1 B coueTanuu ¢ XenaTopHoOu Tepanueit —
JIeYeHUEM, HaIpaBJICHHBIM Ha yAaJleHUuE U3 OpraHn3Ma n30bITKa sxene3a. OnHa no3a
JOHOPCKUX 3PUTPOLIMTOB COAEPKUT TpumepHO 200 Mr kene3a, KoTopoe
OTKJIQ/IbIBAETCA B Hayase B CHEIUANbHBIX KIETKaxX — Makpodarax, a no3iHee B
KeJie3axX BHYTPEeHHEH cexkpennu (runodus, moKelyJouHas jkenne3a) u Muokape [4].

Y cTaHOBIEHUE MPABUJIBHOTO TUArHO3a SIBJSIETCS OY€Hb BAXKHOW YacThIO, TaK
KaK OMpeJeNsieT TAKTUKY JiedueHus. [leTu, Ooneroniye TajacceMuen 3a4acTyro
3JI0pPOBBI TP POKJIEHUU, HO CTAHOBSITCSI aHEMUYHBIMU B BO3PAacTe OT LIECTH
MECAILIEB /10 ABYX JIET.

KimHnyeckumu nposiBIEHUSMH TaJaCCEMUU MOTYT SIBJISITHCS:

1) Anemus (CHM)KEHUE KOHIICHTPAIIMKA TEeMOTJI00MHA) — Pe3ysIbTaT
Hed(PeKTUBHOTO 00pa30BaHUS IPUTPOIIMTOB B KOCTHOM MO3TE U COKPAIIICHUS
NPOAOIKUTEILHOCTH KU3HU 3pUTPOLUTOB. [IposiBisieTcs: ciabocThio, OJIBIILIKOH,
KEJNTYXOW, NHTOKCUKAIIMEN U MOBBILIEHUEM TEMIIEPATYPHI TENA.

2) Ilepezpyska sicene3om — NATOIOTUIECKOE HAKOTUICHHE KeJle3a B pa3IHYHbIX
OpraHax M TKaHsX, a TAK)Ke Pe3yJIbTaT MepepaboTKH TOHOPCKUX SPUTPOLIUTOB
OpraHM3MOM MalMEHTa B COUETAHUH C PE3KO MOBBIIICHHBIM YCBOCHUEM JKeJle3a U3
MULIEBBIX MPOAYKTOB. HakomaeHHoe Kene30 NOBPEKIAeT EUYEeHb, CEPALIE U
SHAOKPHHHBIE KEJIe3bl U OHU HE MOT'YT HOPMaJIbHO pabOTaTh.

3) Cnaenomecanus (yBeIMYCHUE pa3MepoB celie3eHkn ). [Ipu HenmpaBuiIbHOM
JICYCHUH CeJIe3eHKa PacTET B pa3Mepax 3a CYET YUacCTHUsl B KPOBETBOPEHUH (HAUMHAET
MOMOTraTh KOCTHOMY MO3Ty 00pa30BbIBAaTh APUTPOIUTHI, HO OOIIMI TeMOTrJIO0MH He
noBeIaercs). [[puBoaut k cHkeHuo 3p(HEeKTUBHOCTH MPOBOAUMBIX NIEPEIIMBAHUIMA
JOHOPCKUX 3PUTPOLIMTOB, & TAKKE K CHUKEHHUIO YACIEHHOCTH JIPYTUX KIETOK
nepuhepruIecKoil KPOBH — TPOMOOITUTOB H JIEHKOIIUTOB.

4) Dxcnancusi KposemeopeHusi — paClIuPEHUE YIaCTKOB KPOBETBOPEHUS B
KOCTHOM MO3r€.
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Jlns moATBEp K ACHUS TaJacCeMHH HEOOXOAMMO CAenaTh OOIIUN U
OMOXMMHUYECKUM aHAIM3bl KPOBHU, HCCIIeIOBaHKE (hpaKIMii TeMorioOnHa, a TaKkKe
MOKHO MPOBECTH YJIbTPa3ByKoBoe uccienoBanue (Y3M) opranoB OproliHo# M0JIOCTH
JUUIS1 OLICHKH Pa3MEpPOB CEJIE3€HKH U MeueHu [1].

BbiBOABI

B coBpemMeHHOM MUpe TalacCeMUU BCTPEUAIOTCS PENKO (Y4acTOTa COCTABIISIET
npumepHo 1 Ha 100 ThICSY B cpeIHEM IO BCEMY MUPY ), HO YCIICIIIHOE JICUSHHUE TAaHHOTO
HACJIeICTBEHHOT0 3a00J1eBaHusl BO3MOKHO. OHU XOPOIIO U3YUYEHbI, [IO3TOMY UX JIETKO
JTUArHOCTUPOBAaTh W BBUICYUTH. PaHblie Tskeable GOpMbI TalacceMuH (Takue Kak
Oosbiias Gpopma B-TazacceMun) OOBIYHO MPUBOIUIN K CMEPTH B JIETCKOM BO3pacTe.
Curyauuss wu3MeHWIach B mnocieaHue jgecatwietus. Ceilyac nepuOIUYECcKUe
TpaHC(y3UH JTOHOPCKUX OJPUTPOIMTOB BMECTE C TEpamueil, HampaBJIEeHHOW Ha
yAaJleHne U30bITKA JKeJe3a, 4aCTO MO3BOJISIOT OOJIbHBIM KHUTh JI0JIT0€ BPEMSI.
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