NHOOPMAILIUA 3A:

HanMeHnoBanue Ha 3a00/11BaHETO

Tanacemus UHTEpMEIUS

Onpenesienne Ha 3200J11BAHETO

TanaceMuYHNTE CHHAPOMH Ca IpyIia OT HACIECACTBEHHU 3a00IsIBaHISI, KONTO BB3HUKBAT IPH HAMAJICH WIIH
HAITBJIHO JIUIICBAIl CHHTE3 Ha €HA WM T0BEYE CTPYKTYPHO HOPMAIHH MOJHUIICIITHAHN BEPUTU OT MOJIEKYyJIaTa
Ha xeMoryoOuHa. B pe3ynraT Ha ToBa ce yBpexaaT QyHKIIMHTE Ha EPUTPOLIUTHATA MEMOpaHa 1
MIPEXXUBSIEMOCTTA Ha EPUTPOLIUTUTE CE CKbCABA. Te3n mpoMeHn 00ycIaBaT 00JIECTHN IPU3HALM, KOUTO CE
JbJDKaT Ha XeMOJIn3a, Hee(heKTHBHA EPUTPOIIOE3a U Pa3INvHa 110 TeXeCT aHeMusl. TanaceMuure ce
KJIacu(uLUpaT CIIopes1 THIIA Ha 3acerHaraTa rJ00MHOBa BEpHUIa M TEOPUTHYHO CHIIECTBYBAT CelleM BUIA
tanacemud: (-, e-, Gy-, Ay-, 8-, a- u B-Tamacemus.

Tanacemus unmepmeous (TH) e TepMuH 3a XapakTepru3upaHe Ha KJIMHUYHATA U XeMaTOJIOTUYHA HaX0JKa
pu nanueHTH ¢ [3-thalassemia, guifTo KITMHIYEH QEHOTHUT BapUPa 0m MPaHC@Y3UOHHO 3asucumama
manacemus maiiop (TM) 0o f-manacemust munop. KIMHUYMHEAT CIICKTHDP HA NALMEHTHTE C TAIACEMHUS
WHTEpMe/IUs € 3HAYUTENIeH, HE3aBUCHMO OT TSAXHATa CIIOCOOHOCT Ja MOAbpKAT HUBO HA XEMOTJIOOMHA HaJl
70g/1 unu mo-BUCOKO 6e3 XeMOoTpaHC(hy3unu. MHOTO OT Te3H MAI[HCHTH MMO-KhCHO UMAT MPOSBU HA aHEMHUS,
00OWYaiiHU 32 HHIUBHIM C XOMO3UTroTHa 3-thalassemia.

ITpu GomHMTE OT TaNaceMusi HHTEPMEANS ChIIECTBYBA AUCOAIaHC B CHHTE3aTa Ha Oi- U 3-TTI0OMHOBU
BEpUTH, KOMTO Bapupa OT HaOMoaBaHus IPH XETEPO3UTOTHA [3-TalaceMust 0 TO3H IPH TaJlaceMUsI Maiop.
ToBa Mo’ke 1a € pe3ysTar OT cenn(pUIHOCTTa Ha 3-TaTaCeMUIHNUTE MYTALH, KOUTO NMAIMEHTHT € YHACIEAHIT
WK J1a € pe3yJiITaT OT KO-yHacJesIBAHETO Ha JIpyra FeHeTHYHA IETePMUHAHTa, MOLyIHpalia AucOanaHca MexIy
0.~ ¥ B-TIIOOWHOBUTE BEPUTH.

[Maumenture ¢ TU umart no-neka anemus B cpaBHeHue ¢ nanpeHTuTe ¢ TM 1 1o qeuHULUS He U3UCKBAT
penoBuu xemorpancdysun. [Ipu mo-rexxko nposiBeHuTe GOPMH KIMHUYHHUTE ITPOSIBH 3aII04BAT MEXAY 2 U 6
TOAVHM U Makap, 4e MOo-ToJsIMaTa 4acT OT JieliaTa MPeXXnuBsABaT 0e3 peryasipHu xemoTpaHcdysun, ce Habmro1aBa
N30CTaBaHE B TEXHUS pacTexX U pa3Buthe. IIpu mo-nekute GopMH MAMEHTHTE MOTaT J1a ObJaT HAITbIHO
ACHMIITOMATHYHHU C U3KIIOYCHUE HATMYMETO Ha JIeKa WM CPelHa M0 TEeXECT aHeMusl. B pe3ynraT Ha
XpOHMYHATa aHeMus oOndaitHa Haxonka mpu TH e HanmMureTo Ha KOMIEHCATOPHA XUIEPTPOUs Ha
EpUTPOUIHHS KOCTEH MO3BK C MEIyJIapHa U eKCTpaMeTyIapHa XeMOII0e3a ¥ CBbP3aHUTE C TOBA YCIOXKHEHUS —
KOCTHH U JIMLIEBH Ae(hOpMaIiH, OCTEOIIOPO3a C MaTOJIOTUIHH (PPAKTYPH HA ABJITHTE KOCTH U PAa3BUTUETO Ha
€PUTPONIOSTUYHU TYMOPOBHUIHM 00pa30BaHMsl, KOUTO 3acsTaT MPEAH BCHYKO ClIe3KaTa, YepHusi Apo0, TUMEpHHUTE
BB3JIM, TPBIHMS KOII U rpbOHaYHus cTHI0. B pesynrar Ha HeedekTHBHATA XeMOIoe3a U IepudepHa XxeMoin3a
4ecTo ce HabJI0/1aBaT XoJeuTHas3a, 00JIe3HEHH S13BH 110 KpaKarta U MOBHIIEHA MPEIPa3noyIoKEHOCT KbM
Tpombo03a. Cepaeunute yBpexaanus npu TH pe3yntipar OCHOBHO B ITyJIMOHAJIHA XUIIEPTOHHS.

B no-Bevero ciiyyau 1uarHo3aTa ce MoCcTaBs 110 KJIMHUYHATA KapTHHA U JAHHUTE OT JJa00paTOpPHUTE
W3CIIe/IBaHMs, BKIIIOUBAIM XeMOTpaMa, HaTpUBKa OT nepudepHa KpbB U enektpodopesa Ha Hs.

[TpeBennusiTa Ha B-TanaceMus ce OCHOBaBa HA MICHTU(HKALMITA HA HOCUTEN Ha TeHa Ha TAJIaceMusl,
TeHeTHYHa KOHCYJTAlUs 1 IPeHaTalHa JuarHocTuka. [IpeanMimianTannoHHa TeHeTHYHa TMarHOCTHKA MOXKe J1a
Ob/1e IpoBeIeHa TIPH CeMEHCTBA, IIPU KOUTO ca OMITM MASHTU(HIMPAHH O0JIECTOTBOPHN MYTAIHH.

OCHOBHUTE TEpaNeBTUIHN METO/IN BKIIIOUBAT XEMOTPaHC(Y3HOHHO JIEUEHHE, JKEII30XeNaTHpAIIo
JIeYeHne, CINICHEKTOMHUS M TPAHCIUIAHTAIMSI HA XEMaTOIIOETHYHH CTBOJIOBH KIIETKH. ChIECTBEHA YacT OT
TEPANIeBTUYHOTO MOBEJICHUE € JICUCHUETO Ha ChITbTCTBALIUTE YCIOKHEHHUSI.

Yerupunudpen koa Ha 3260 s1BaHeT0 10 MKbB-10 (ak0 TaKbB € HAJIMYEH)

ICD-10 code: D56.1

Kox Ha 3a60asBanero no Orpha code

Orphanet code: 231222
OMIM code: 141900, 604131

Enuagemuosioruynm 1anHu 3a 3adossipaiero B Penyoimka boarapus

ITo manuu ot 1984 1 1986 r., HOCHTEICTBOTO Ha T€H 3a -TasaceMus B Hamnara nomysamnus e 2,4-2,5%.
Bposit Ha 6ostauTe ch¢ TM 1 TU B Bbarapus mpe3 2015 1. ¢ 287 (101 mena u 186 Bb3pacthu), a camo ¢ TU — 37.
Hogoza6onenure ¢ TU npe3 mociieAHUTE TOJMHA ca OKOJIO | HOB CiTydail 3a ToIuHAa.
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EnuaeMuoI0ruyHmn JaHHM 3a 3200/11BAHETO B EBpOHeﬁCKHH CbI03

bera-tanacemus npesanupa B crpanute Ha CpennzemHomopueTo, CpeieH u3tok, Llentpanna Azwsl,
Wunus, FOxen Kuraii u [laneden M3Tok, KaKTO B CTpaHUTE 1O ceBepHUs Opsr Ha Adpuka u FOxHa AMmepuka.
Haii-Brucoxka gectora Ha HocuTenu € choOmaBana B Kunep (14%), Capauaus (10,3%) u FOxna Azus. !
YcranoBeHo e, e 1.5% ot rimobaHaTa NoIyIays ca HOCUTENN Ha TeHa Ha J-TaJaceMus, ¢ paxIaHHs Ha OKOJIO
60 000 cuMmITOMaTHYHYE WHAWBUAN TOANIITHO, Hali-Bede B pa3BUBAIINTE ce cTpaHd. OOIIaTa rouirHa 4ecToTa
Ha cumrtomarnunute uHauBuan (TM u TU) e ouenena Ha 1 Ha 100 000 B cBeta u 1 Ha 10 000 B EBporneiickara
OOIIHOCT. 2
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Onenka Ha CbOTBETCTBHETO Ha 3a00JIAIBaHETO ¢ JAe(PMHHIUATA 32 PSAAKO 3200/siBaHE
cbriacHo § 1, 1. 42 oT 1ONBbJIHUTEHUTE pa3nopeadu Ha 3aKoHa 3a 31paBeTo

3abonsiBaHETO CHOTBETCTBA C AeuHMIIUATA 3a psAKo 3abonsBaHe chriacHo §1, T.42 OT NOMBIHUTEIHUTE
pasmnopenou Ha 3akoHa 3a 31paBeTo. [Ipubnm3uTennara yecrora e 1 ciaydait Ha 50 000 Hacenenwue.

Kputepuu 3a imarsocrunupase Ha 3a00J11BaHETO

PemaBarniy kputepun 3a OuazrHo3ama ca HATMIUE Ha aHU30MOUKMIIONUTO3a C XHIIOXPOMHUS B epudepHaTa
KPBB, PETUKYIIONNTO3a, OMOXMMIYHH JAHHHU 33 XeMOJIH3a, BUCOK (DePHUTHH, MOBHUIICHH KonnuecTBa Ha HDF,
HOpMaJieH miH jeko nouiiieH HbA, v rerernden anamms.

Bera-Tanacemusita ce IbJDKY Ha HaMaJleH WU HAITBJIHO JIMTICBAI CHHTE3 HA B-TTI00WH. M3KIIOYUTETHOTO
pa3HooOpasue B IOBEACHUETO Ha U3JIHIIHUTE O-BEPUTH (Iasi ca CyOeKT Ha He3abaBHA MPOTEOIIH3a, JajH LIe
MIPEXHUBESIT JOCTATHUHO ABJITO 3a Ja HOPMHUPAT arperaty, yBpexIallyd epUTPOIUTHATa MeMOpaHa, M 1Ie
Morar ja o6pa3yBaT XeMOTJIOOWHOB TeTpamep) pedieKTupa BbpXy KIHHHYHATA U3siBa Ha TU.

Jpyra ocoOeHoCT Ha Te3u 3a00JIABaHUS €, Y€ CTEIIEHTa Ha aHEMHsI MOXeE /1a € B ChIIUTE TPAHULH IIPH
otaenHuTe (OpMH Ha [-TanmaceMust ”HTepMeIus, karo HuBoTo Ha Hb F ¢ mManku u3KiroueHus e psako Haj
o0xBata ot 2%-5%. B nmoBevero ciryyan HuBoto Ha Hb A, e noBumeno, Ho ToBa ce Ha00aBa ¥ NIpU




HecTaOMITHY 3-BeprkHM BapuaHTH. [Ipn u3cienBane Ha TIIOOMHOBATa CHHTE3a, OOMKHOBEHO Ce YCTaHOBSIBA
HeOaJaHCHPAHO NPOU3BOACTBO C M3JIUIIBK Ha O-BEPHUTH M YBEIIMYEH ITyJI Ha CBOOOIHH O.-BEPUTH OT I0K00HA
BEJIMYMHA Ha Ta3W, HaMepeHa IPH XeTepo3nuroTHaTa B-ranacemus. Te3n HaOIIOJCHNS, 3a€THO C OTHOCHTEIHO
Huckoto HUBO Ha Hb F, oTpaszsBar penatuBHata nurnca Ha npedepeHnnaiHa NpeXuBsIeMOoCT Ha IPEKyPCOpH,
KOWTO CHHTE3MpAT II0BeYe Y-BepUrd. BeposTHO Te ca mo-HaTaThIIHA HHAUKALYA, Y€ IIbPBUYHUS
narodu3noIornieH nedekT npu Te3u 3a00sBaHUs € He caMo HeOalaHCUpaHUsl IIIOOMHOB CHHTE3, HO U
BJIONIABANINTE €PEKTH HA paHHATA NMPEUUINTALNI Ha aODHOPMEH [3-TJIOOMH ¢ HETOBOTO PE3yJITATHO YBPEXKIaHE
Ha MeMOpaHHUTE Ha EPUTPOLIUTHUTE IIPEKYPCOPH.

Tpu ocHOBHE (akTOpa 00yCNaBsIT KIMHUYHATE H3BU Ha Tanacemus natepmenus: (1) HeedexTrBHA
epuTporoesa, (2) xpoundHa anemus u (3) sxems3Ho cBpbxHaTpynBane (JKCH). TexecTTa Ha KIIMHAYHATA
KapTHHA 3aBHCH IIPEIH BCHYKO OT MOIJIEKAIIUS MOJICKYIApaH AeeKT. Anda-Bepurure, HECBbP3aHH ChC
CBOTBETECH MAapTHHOP, Ca H3KIFOYUTEITHO HECTAOWIIHH M IIPELUITUTHPAT B ePUTPOLUTHUTE NPEKYPCOPH B KOCTHUS
MO3BK, IPEAN3BUKBAKH MEMOPaHHO yBpeXAaHe 1 KISThUHAa CMBPT — TOBA € Hee(EeKTHBHA epUTPOIIOe3a.
PaspacTBaHeTO Ha KOCTHHS MO3BK ITOPAaN Hee(heKTHBHA €PHTPOIIOE3a IPEAU3BUKBA XapaKTepHUTE AeGopMaIun
Ha 4epera 1 Jiuiero. To MoXe /1a Ipeu3BHKa 1 KOPTHKAIHO N3THHABAHE U MATOJOTMYHU (PAKTypH Ha JBITUTE
KOCTH.

XpoHHWYHATa aHEMHS BOJIM JO MOBUIIIEHA TaCTPOMHTECTUHAIHA aOCOPOIMS Ha JKEJsI30, IPETU3BUKBANKN
JKCH. To ot cBos cTpaHa MOXe Jia IPEJM3BUKA OPEANLA OT YCIIOKHEHHSI, BKIIIOYBAIIIN ChpeyHa
HEAOCTATHUYHOCT U CHAOKPUHHU YBPECIKIAHUA KaTO 3aXapCH [[I/Ia6eT, XHUIIOIroOHAaAU3BM U IP.

KimHuvHUTe N3sBY Ha B-TalaceMus HHTEPMEIHS Ca UKIFOUUmMenHo eapuaduinu. B Hikon ciydan
3a00JIIBAHETO Ce MPEJICTaBsl PaHO B KHUBOTA C aHEMHUS, TIOKATO NP JPYTH TOBa CTaBa KbCHO. OcrosHuume
CUMRMOMU B PAHHOTO JIETCTBO €A AHeMUsl U JeKa JHcwbamenuya. I1ouTi BUHArM UMa CIuIeHOMETalIusl, Y4eCTO U
xenatomeranus. Kocmuume npomernu ca OT MUHUMAITHH 10 TEKKH CKEJICTHH AehopManuu. PactexsT U
Pa3BUTHETO MOJXKE J1a ca HOPMAJTHH, WM 112 IMa U3BECTHO H30CTaBaHe.

KbpmaveTaTa, MpU KOUTO H35BaTa € CPABHHUTEIHO KbCHA C XeM02n00unosu cmoiinocmu B ooxsata 60 — 70
g/l M o-HHCKY € OKa3aHo 3amoYBaHeTo Ha xemompanchysuu. Korato ce HabllroaBaT TakuBa Jena HIKOJIKO
Mecella i € HaJIUIIe HeCIIOKOWCTBHUE, MMOJATIMBOCT KbM MH()EKIINH, JIOLI alleTUT, 3aApbKKa Ha TETJIO U PBCT,
TpsiOBa Ja ce 00CHAN BEPOSTHOCTTA 3a TalaceMUs Maiiop ¥ Jia ce MPOBEXa ChOTBETHO JICUCHHE.

]Ieua C TaJlaCEMUS UHTCPMECU, BBIIPCKU HUCKUTC XCMOFJ'IO6I/IHOBI/I HHBa, Ca HAITBJIHO aKTUBHU U pacTaT
KaTo IPH XPOHUYHA 100pe KOMIIEHCHPaHa aHEMHUS, KOSITO MOXKE Jia c€ 000CTPH NPU MHTEPKYpEeHTHA HH(EKLus,
(dosaveB neuIUT WK IIPU HAPacTBalll XUIepPCIUIEHH3bM. Makap, 4e MmalueHTUTe ¢ ToBa 3a00JIsIBaHe MOXKE J1a He
ce HYXIasT OT XeMOTPaHC(Y3us, TIXHOTO pPa3BUTHE € CBBP3aHO IOHAKOTA C PEANLA YCA0IHCHEHUS.
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B mo-BedeTo ciydau auarHosara ce mocTaBs 1o ¢aMuiIHaTa 0OpPEeMEHEHOCT 3a XpPOHUYHA aHEMUSI B
CeMeMCTBOTO, KIIMHUYHATA KapTHHA U JaHHUTE OT JJaDOpaTOPHUTE U3CIIeIBaHU, BKIIOYBAIIN XeMOTpama,
HaTpHBKa OT nepudepHa KpbB u enekrpodopesa Ha HB.

[pu TamaceMust MHTEPMEIISI HUBOTO Ha 00U XeMornoOuH Bapupa ot 50 no 100 g/l. Epumpoyumnume
uHOeKcu ca TUITUYHO TallaCeMHYHH ¢ HUCKHU cTtoitHocTr Ha MCH n MCV. B HaTpuBKa oT niepudepHa KpbB ce
YCTaHOBSIBAT 3HAYMTEIHN OTKIOHEHUS BBB (popMara U pa3mMepa Ha epUTPOLIUTUTE, HAIIOA00SBAIIH TE3H IPH
TpaHc]y3UOHHO 3aBUCHMAaTa B-TanaceMus. BUHaru ce OTKpUBaT eIMHUYHU epUTPOOIIACTH, YHIHTO OOt
HapacTBa 3HAYNUTEIHO CJIEH CINICHEKTOMHUS. JIeKoyumnusim u mpomooyumnusm opou € HopMajeH, OCBEH IpH
HaJIMYMETO Ha XUNEPCIUIEHU3bM. Pemuxyroyumnuam 6poti € TOBUIIEH. B KOCTHUA MO3BK ce HaMHpa
€pUTPOMJIHA XUIIEPILIA3Usl, KATO MHOTO OT EPUTPOLIUTHUTE PEKYPCOPH ChABPIKAT UHKIY3UOHHU TENLA.
MopdosorndanTe TPOMEHN Ca aHAIOTHYHH Ha T€3H IPH TpaHc(y3HOHHO 3aBUcHMa [-Tanacemus. Bpemero Ha
epumpoyumnama npexcussemocm e ckbcero karo ~-Cr T % Bapupa ot 10 10 16 xam .
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AJIFOpI/ITMI/I 3a JjedeHHe HA 3a00JIABAHETO

OCHOBEH BBIPOC IpU JICUCHHETO Ha TajlaceMHs HMHTEPMEIHs € Kora jJa 3armoyHe TpaHc(y3HOHHATa
Tepanus. OGHMKHOBEHO TS Ce Hajara mpu cieanute npusHanu: (1) 3abaBeH pactex, (2) maToJOruyHu KOCTHH
opakrypw, (3) cepaeunu ycmoxuenus, (4) nuresn nepopmanuu, (5) HamaneHa ¢usnuecka akTHBHOCT U (6)
XUIepcIyieHn3bM. T'hi KaTo MalHMeHTHTE C TalaceMHsl HHTEPMEIHs 3al04BaT XeMOTPAHC(Y3UHTE IT0-KBCHO OT
TE3W ¢ TaJaceMHsi Maiop € BaXHO Ja ce o0bpHE 0cOOCHO BHHMAaHHE Ha BB3MOXKHOCTTA 3a Pa3sBHTHETO Ha
anonMyHm3anus. C oryie Ha TOBa eIy Besika TpaHC(y3us TpsOBa a ce HaIpaBU BHUMATEJIHO TUIM3UPaHEe HA
HaUEeHTUTE U KPBBOJAPHTEIIHTE.

KakTo npu nanuiieHTure ¢ TajaceMus Maop, Taka M npH Te3u ¢ tanacemus nuatepmenns JKCH moxe na
ce JIbJDKU Ha Hee()eKTHBHA MPOIYKIUS HA YepPBEHN KPBBHH KJIETKH, Ha TAXHOTO NPEKIEBPEMEHHO pa3pyllaBaHe
U Ha MOBUIIEHOTO KOJIMYECTBO Ha aOCOpPOMpaHO Kejs30 B UHTEPCTUIMATIHUS TpakT. Cuura ce, 4e TOJMIIHO Ce
HaTpymBaT OT 2 10 5 Tp. KeIsI30 B OpraHu3Ma Ha OOJHM OT TajJaceMus HHTepMeaus, koero e okxoio 0,1
MI/KI/ieH. 3aeJHO C M3pacTBAaHETO, B IO-BEUETO MALIMEHTH C TalaceMUs MHTEPMEIUs MMa TOJIIM PUCK OT
Pa3sBUTHETO Ha HKEJIA30-CBBP3aHH YCIIOKHEHUsI, OTKOJKOTO NMPH MALUECHTH C TaJlaCeMUsi Maiop, MoJydaBaily
PEOOBHO XeMOTpaHCHY3HUH.

Enna TpyqHOCT 3a penIeHHeTo Kora Ja 3all04HE XeNAaTHPAI0TO JeYSHHE MPU MAIUCHTH C TalaceMHs
HMHTEPMENS € ONPEACIITHETO Ha aKTYaJIHOTO TEJISCHO JKEISI3HO HaTOBapBaHe Ha ManueHTa. Thil KaTo cepyMHHTE
(epUTHHOBY HHBA MOXeE J1a HE IaJIaT TOYHO W3MEpBaHe, HAIOCIEAbK Ce U3II0I3BaT HOBUTE HCHHBA3HBHH
meroau SQUID unu MPT. Ilpu tanacemMusi ”HTEpMEAHUs ce U3ION3BAT 32 JICUCHUE CBHILUTE XENATOPH KaKTO NpH
TanaceMus Maiop.

MoHoTtepanus:

1. Deferoxamine (DFO, Desferal®)

2. IlbpBa nuHUSA Tepanus

3. Hosupane: nema — 20-40 mr/kr (B3pact mox 5 roauau — 20-30 Mr/KT)

BB3pacTH — 20-50 Mr/kr

4. HauuH Ha NPUJIOKEHUE: TIOJKOKHO HIIM BEHO3HO upe3 HH]y3roHHa nomma 3a 10-12-24 yaca Ha neH, 2-
7 nHY3UN CEIMUYHO

5. Deferasirox (DFX, Exjade®)

6. IIbpBa nuHUs Tepanus ciej 6-TOAMIIHA B3PacT

7. Bropa nuHus Tepamus ciie] 2-TOMUIIHA Bh3pacT, korato jeueHueto ¢ Deferoxamine e
MPOTUBOIIOKA3aHO MM Hee(heKTHBHO

8. Hosupane: 20-40 mr/kr

9. HauuH Ha IPHUIIOKECHHUE: IEPOPATHO, EKEITHEBHO, SIHOKPATHO THEBHO

10. Deferiprone (DFP, Ferriprox®)

11. Bropa nuHus Tepanus cien 6-ToMIIHa Bb3pacT, Koraro jeuenuero ¢ Deferoxamine e

NPOTHBOIOKA3aHO MM HENOAXOSLIO IIPU MALUESHTH C TaJaceMUs MUAOD

12. Josmpane: 75-100 mr/kr
13. HauuH Ha NpUIIOKEHHE: IEPOPATHO, SKETHEBHO, TPHKPATHO THEBHO

Kom0uHupaHna tepanus:

14. Deferoxamine (DFO, Desferal®) + Deferiprone (DFP, Ferriprox®)

15. Jlosupaune: Deferoxamine 30-50 mr/kr + Deferiprone 75-100 mr/kr

16. Hauun Ha npuiioxeHue:
Deferoxamine — moako»HO Wi BEHO3HO upe3 nH(y3ronHa momma 3a 10-12-24 yaca Ha jieH, 2-
7 nHY3UN CEIMUYHO
Deferiprone — nepopainso, 3-7 jgeHa OT ceAMUIIaTa, TPUKPATHO JHEBHO

17. Deferoxamine (DFO, Desferal®) + Deferasirox (DFX, Exjade®) *

(antepuatusa Ha Deferoxamine + Deferiprone)

18. Jozupane: Deferoxamine 35-50 mr/xr + Deferasirox 20-40 mr/kr

19. Hauun Ha npuiioxeHue:
Deferoxamine — moako»HO Wi BEHO3HO upe3 nH(py3nonHa momma 3a 10-12-24 yaca Ha jieH, 2-
7 nHY3UN CEIMUYHO




Deferasirox — nepopaito, 7 1eHa OT CEAMHIIATA, €AHOKPATHO THEBHO
CruieHeKTOMHUS ce 00CHXK/Ia IIPH TAIMEHTH C XUIEPCIUIEHU3bM, C YBEIMYABAIIO CE JKEISI3HO HATPYIBaHE,
BBIIPEKH ONTHMAJIHO XEJaTUPAIIIO JEUECHHE, ¥ TIPH KOUTO TOJUIIHOTO KOJIMYECTBO TpaHC(y3UpaHa KPbB
HaaxBBpis 200 MIV/KT.
B HacTOSIINS MOMEHT €IMHCTBEHUST JIedeOeH METOI, KOMTO JaBa Bb3MOXHOCT 3a IThJICH TeParieBTHICH
yCIIeX ¢ MPeoIoiIsiBaHe Ha BPOACHUS 1e()eKT Ha KPHBOTBOPEHE ¢ AIOTEHHATA TPAHCILUIAHTAITHS Ha KOCTCH MO3BK.
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AJITOPUTMH 32 NIPOCJIeisiBaHe HA 3200/1IBAHETO

[Mpu nanuentu ¢ TU ce onucBat HAKOIKO THIIA KOMILTHKAHMHK: (1) KOCTHU MPOMEHU — XUIIEPAKTHBHHAT
KOCTEH MO3BK, CTpEMSII] CE 1a MPOM3BEKA 0-Bede YEPBEHN KPBBHHU KJIETKH 3a OBIIA/IIBAHE HA AHEMUATA,
IIPEeJU3BUKBA IPOMEHU B KOCTUTE, KOUTO CTAaBAT MO-THhHKH, IO-UYIUIMBU U C€ HAPYIIaBa TEXHUS PACTEXK; YECTO
YCIIO’)KHEHHE € 0CTeoIopo3ata; (2) neGuuuT Ha BUTAMUHH — € OIJIe] Ha MO-MHTEH3HBHOTO KPBBOOOpa3yBaHe,
NaUeHTUTE H3UCKBAT IOIBIHUTEIHU KOJHMIECTBA BUTAMHHH U 0c00CHO (orreBa Kucenuta; (3) xonenuruasa —
YeCTO M JIECHO YCTaHOBHMO YCIIO)KHEHHE IpU OOJHUTE ¢ TallaceMus HHTepMeans; (4) ynepanuu mo Kpakara —
HabJII01aBaT ce MO-4eCTO IPHU MO-BB3PACTHU OOJIHU KaTo MOCIIEANIIA Ha JIOIA [IUPKYJIalui U OKCUTCHAIHS,;
MOKa3BaT TEHICHIINS Ja IIEPCUCTHPAT U TPY/IHO ce moaaBaT Ha jeuenue; (5) ObOpeuHr YCIOKHEHHS —
HACTBIIBAT MOPAJM NOBHUILICHN HHUBA HA MMKOYHA KUCEJIMHA B KpbBHATA LIUPKYJanus, o0Opa3yBaHa B pe3yiTaT Ha
CBPBXaKTHBEH KOCTEH MO3bBK; (6) TpOMOO(DMIIHS — CHIIECTBYBA MOBHUIIICH PHCK OT TPOMOO03a, Thil KaTo
TPOMOOITUTHTE aKyMYJIHpaT B KpPbBOHOCHHUTE ChJI0BE KaTO 00pa3yBat arperaTy, KOUTO HapyIaBaT HOPMaJIHUS
KPBBOTOK U TI0 TO3M HAYUH PEILylHPaT OKCUT'CHAIMATA Ha ThKAaHUTE; PEIOBHOTO N30pOsIBaHE HA TPOMOOIUTH
JlaBa Bb3MOXKHOCT JIa C€ MPELIeHH He0OX0AUMOCTTa OT aHTHArPEraHTH WM aHTUKoarynantH; (7)
eKCTpaMelyllapHa epUTPOIIOe3a — OTHUINA MOraT 1a Bb3HUKHAT Ha PAa3JIMYHU MECTA, a TE3H, PA3MOI0XKEHH JI0
IpBOHAYHUS CTHIO MOXKe 1 IPESAU3BUKAT HEBPOJIOTHYHH YCIIOKHEHHUS; (8) yCIOKHEHHUS OT CTpaHa Ha ChPLETO
W 4epHHs ApoO — Te ca pe3ynTar Ha XpoHndHarta anemus u XKCH.

[MpocnensBaneTo Ha 3a00JIIBAHETO CE MPOBEX/A OT HHTEPANCIUIUIMHAPEH €KUII C OIHT IPH
JuartHocTukara u jgeueHueto Ha TM u TH u Ha TeXHUTE yCIIOKHEHUS. B exunuTe ca BKIIIOUEHU XEMaTOJIOr,
KapAnOJIOT, €HAOKPHHOJIOT, FaCTPOEHTEPOJIOT (XEMaToIoT), CTOMATOJIOT, aKyIllep-THHEKOJIOT, TeHETHK,
IICHXOJIOT U collnasieH paboTHHK. CHenuaiucTUTe ca aHTaXUPAHH U3LI0 C JUATHOCTHKATA, JIEICHUETO U
MPOCJIESIBAHETO Ha YCIOKHEHHSATA, CBbP3aHU C OCHOBHOTO 3a00JIsIBAHE MIIH MIPOBEXKAHO JICYEHHUE, U
OCBIIIECTBABAT JOMBJIHUTEIHH KOHCYNTAI[H IPU HEOOXOJUMOCT.

AnropuThMa Ha IpociensaBaHe € pa3padoTeH ot PaboTtHa rpymna no tanacemust kbM BMCX u e BKmoueH
kbM WznckBanus Ha H30K 3a npoBeskiaHe Ha XenaTHpIla Tepanys npu Oera-TajlaceMus, HaclIeACTBeHA
XEMOJMTHYHA aHEMUsI, KOHCTUTYI[OHAIHA aIUIaCTHYHA aHEMUS, HacJIeICTBEHa CHIepoOIacTHA aHEMHUS U
KOHI'€HUTAIHA JIU3EPUTPOIIOETHYHA aHEMUS B U3BBHOOIIHMYHATA ITOMOIII.

IToka3aTean HN3xoanu
CTOHHOCTH NPH
3aMoYBaHe Ha +3m. +6 M. + 12m. +24 m.
bPBOTO
XeJaTHpaIo
JieyeHue
KpbBHa kaptuna + AHB X X X X X
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Depurun X X X X X
Kpeatnrus (camo 3a narmentu Ha Deferasirox) X X X X X
ALAT, ASAT, GGTP X X X X X
Bunupy6un, LDH X X X X X
IIporeunypus X X X X X
AGp. exorpadus X X X
Aynmuomerpust (> 10 T. camo 3a manueHTy Ha X X X
Deferoxamine)

3penwe (> 10 r camo 3a marmentu Ha Deferoxamine) X X X
Ca,P,PTH(>121.) X X X
FT4, TSH (> 12r.) X X X
IIy6epr. p-e (> 12 r., 10 3aBbpILIBaHE Ha ITyOepTeTa) X X X
HCV, HBsAg, HIV X X X
EKT', ExoKT + ®H (> 10r.) X X X
MPT Ha cbpue X X
MPT Ha uepen 1pob X X
Kp. rirokosza X X X X
I'n. Ton. tect (> 10 1.) X X X
KocrtHa BB3p.: kuTKa ( < 127T1.); X X X
DEXA scan (> 18r.) X X X
Teruo (neua, noapacTs.) X X X X
Pwer (nena, monmpacts.) X X X X
Koncynty (kapauoor, eHI0KpHUHOJIOT, TaCTPOSHTEPOIIOT) X X X X

bubnuoepagus:

1. Bema-manacemus. Hap'blIHuK 30 KIUHUYHO noeoeHue. BLHFapCKO MCAUIUHCKO APYKECTBO 11O
KIMHAYHA U TpaHcdy3nonHa xemaronorus. Codus, 2007

2. Bpo&eﬁu xemonumuynu anemuu. bema-manacemuu. MGTOZ[I/I'{HI/I YKa3aHus 3a JUarHoCTULIMPAHE,
JICUCHHUEC U MPOCIICAABAHC Ha MAIUCHTH CbC 3a00JIsIBaHUs HA KPBbBTA U KPbBOTBOPHUTE OpTraHU.
BHAKTX, Bepcus 2, 2011 (www.bscth.med-bg.info)

3. Guidelines for the Management of Transfusion Dependent Thalassaemia. Thalassaemia International
Federation, 3" edition, 2014.

4. Standards for the Clinical Care of Children and Adults with Thalassaemia in the UK. United Kingdom
Thalassaemia Society, 2008.

5. Standards of Care Guidelines for Thalassemia. Children’s Hospital and Research Center Oakland,
2012.

AJITOPUTMH 32 pexaduauTanus Ha 3a00/151BaAHETO

[TarmenTHTE HE C€ HYXKHaAT OT crenupudHa pexabmiuranus. Karto BcAko XpoHWYHO 3aboisBaHe
[ICUXOJIOTMYHAaTa IOJAKpena M IOAKpenara 3a COLMaJlHA MHTerpauus ca 3aib/DKUTEIHH U B
MHTEPIUCIUIUIMHAPHMS SKHIT 33/IbJDKUTETHO TPOBa a MMa BKIIIOYEH TICUXOJIOT U connalieH paboTHuK. LlenTa e
Jla ce IIOMOrHE Ha IIalMEHTa Ja C€ CIpPaBU IICUXOJIOTMYECKH C XPOHUYHATA aAHEMUs, CBIBTCTBALLUTE
YCIIO)KHEHHUST 1 HEOOXOANMOCTTa OT XeMOTPaHC(Y3UH U XeJIaTHpallla Tepanus 1 Ja HaMepH CHJIH Jia OpraHu3npa
U HOJABbpXAa HOpPMaleH XOJA Ha kHBOT. [loaxozsiaTa NCHUXOJOTHUYECKA MOAKpENa ce OCHOBaBa HE CaMO Ha
MOTHBHMPAaH U CIOCOOEH E€KHII OT MNCHXOJIOT M KIMHHLIWCTH, HO W HYXJa OT CTa0MJIHAa OpraHM3alMOHHA
CTPYKTypa, KOSTO Jla TO3BOJISIBA aJieKBaTHa JIOCTaBKa Ha rpika. HeoOXoquMo e mpu BB3MOXKHOCT €IUH
IIOCTOSIHEH JIEKap U IICUXOJIOT Jla BOJM JIEUEHUETO U MOJKpEeNaTa Ha MAllMEeHTa B PAMKUTE Ha OpraHu3MpaHara
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3IpaBHa CTpyKTypa. JloOpe jexkyBaHWTE MalMEHTH MOraT Ja YHPaKHSABAT IO-royisiMara 4acT OT IO3HATHTE
npodecun W PAAKO CE CpemaT HEMpeoJONMMH TPYOHOCTH NPH H3IBIHEHWE Ha TPYyAOBa AHTaKHUPAHOCT.
Oxa3BaHeTO Ha MOMOII 32 NPO(ECHOHATHO OPHEHTHPAHE € 3aBIDKUTEITHO.
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HeoOxoquMu jeilHOCTH 32 mnpomiIakTHKa Ha 3a00/siBaHeTO0 (AKO TaKUBa ca
NPUJIOKHMMH)

Bera-Tanacemusita € Monen Ha 3a0oJsiBaHe, IPU KOETO MOXE Jia C€ NPOBEXAA M3KIIOYHTETHO e(eKTHBHA U
edukacHa npoduiaakruka. ToBa ce U3BHPIIBA B paMKHTE Ha HAI[MOHAIHU IporpamMu. Mojen B ToBa OTHOIICHHE
ca MpoabJDKABAIUTE M JAHEC MPOQIaKTUUHK nporpamu oT 70-Te roanHu Ha MuHanus Bek B Kumbp, ['bpuus,
Wranus u Aaraus.

3a nma Obne eeKTUBHA BCAKA IMporpama, TpsOBa €THOBPEMEHHO Jia C€ NMPOBEXIA: AMATHOCTHKA (KIMHUYHA U
JAHK), MenukoreHeTHYHO KOHCYJATHpaHE, MacOB CKPHHUHI 3a JIOKa3BaHE Ha XETEPO3UTOTHH HOCUTEIH H
IIpeHaTalHa JWarHocTWka. Jloka3aHO €, Ye MAacoBHAT CKPHUHHHI C IIpEHATajdHAa IUAarHOCTHKa BOIU [0
HamansBaHe ¢ HaJ 80% Ha HOBHU CIydad HA CHMOTOMAaTHYHM NAlIUEHTH C TaTaceMUsl.

Vmaiiky mpeaBUI 4YecToTaTa HAa HOCHTEICTBO Ha IeHa Ha Oera-TajaceMus B HamaTa crpasHa (2.4%), cmopen
PabGotHara rpyna mno Tanacemusi B brirapus e onpaBaaHo MpOBEKAAHETO Ha MOMYNAMOHEH CKPUHHUHT TIPH TPH
TapreTHU Ipynu: OpeMeHHH 0 12-Ta recTallMOHHA CEAMMIIA, )KEHH B MIPEKOHIICTIIIMOHEH epHO I U IIpH Jena Ha
1 u 3-roguiiHa BB3pacT. JlOCTATHYHO € MpU TE3W rpymu na Obae M3CieiBaHa caMO KphBHA KapTHHa (KOETO
n3cienBaHe e Oe3IIaTHO 3a Jelara Ha I0COYeHaTa BB3pacT) M NMpH HaJMYMe Ha OTKJIOHEHHUS Jia ce MOTBhPCH
KOHCYJITAIMs C XeMAaTOJIOT/IETCKH XeMaToJior. To31 Mo/IX0/1 32 CKPUHHMHT He M3MCKBa (PMHAHCOB PeCypc U MOXKe
Ja Ob/ie pea3upaH B KUl OT CEMEEH JIeKap, FTHHEKOJIOT ¥ XeMaToJIor.
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IIpensoskennst 3a OpraHM3anus HA MEIMIMHCKOTO 00CJIy’KBaHe HA NAlMCHTHUTE W 32
(puHaHCMpaHe HA CBOTBETHHTE [EHHOCTH, CbOOpPa3eHH C JeiicTBallaTa B CTpPaHaTa
HOpMAaTHBHA ypenbda

[Manmenture ¢ TU TpsiOBa 3agbKUTENHO Aa OBAAT JUArHOCTHLMPAHHM, JICKYBaHH W TIPOCIE/ASBAHH B
crienuaa3upanu neHTpose. [IpeanMcrBaTa Ha IEHTPOBETE ca MHOTOOPOIHM M ca CBBP3aHM OT €Ha CTpaHa ¢
Ka4eCTBOTO Ha MEAMILIMHCKO 00CITy)BaHE M OT JIpyra — ¢ y00CTBOTO M Ka4eCTBOTO HA )KMBOT Ha 00CIy)KBaHHUTE
nanueHTd: 24-dacoBa TeneOHHa BpPb3Ka U BBH3MOXKHOCT 332 OKa3BaHE HA JICHOHOI[HA CIIEIIHA IOMOIIL;
BB3MOKHOCT 32 TIOJTydaBaHEe HAa KOHCYJITAIWH OT MHTEPIAMCUMIUIMHAPEH EKWII C OIHUT B O0JNacTTa Ha PEIKHUTE
AaHEeMHHU; BB3MOXKHOCT 3a O€3IUIaTHO NPOBEXIAHE HAa BCHYKM HEOOXOAMMH W3CIEIBAHUS W KOHCYIITAIUH;
IUITAaHUPAHE Ha AMCIAHCEPHO MPOCieAsBaHe, CboOpa3siBaiiky ce ¢ Bb3MOXKHOCTHTE Ha MAIMEHTa; IPOBEXKIAHE Ha
KOMGOPTHO €THOIHEBHO JICYEHHE B YCIOBHS Ha W3BHHOOIHMYEH CTAllMOHAp C MHHHMAIHO OTCHCTBHE OT
YUHIHIIE WK padoTa u JIp.

Wmaiikn npensuyn Opost Ha MAlMEHTUTE ChC CUMITOMarndHa Qopma Ha Tajmacemus B bbarapus u
CHIIECTBYBAIAaTa MEJUIIMHCKA IPAKTHKA ¥ KOMIIETEHTHOCT B MOMEHTa, criopest PaboTHarta rpyna no rajaceMust
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B Hallata cTpaHa € HeoOXoIuMo Ja ObaaT paskpuTh 3 win 4 LleHThpa 3a KOMIUIEKCHO JICUEHUE Ha TallaceMHUs B
yHHUBEpCUTETCKUTEe OonHmdHHM CTpykTypu B Codus, Bapua, Ilmosmu u IlneBen. LlenTpoBere moratr ma
M3MBIHABAT IIAJIOCTHATA JUArHOCTHYHA, JedeOHa U JUCHaHCepHA JIEHHOCT IO chiiecTByBamuTe B MomeHTa KII
Ne253, KIp Ne5 u KIIpNe6. 3agpmkuTenHa 9yacT OT MEIUIIMHCKATa W IICHXO-COIIHANIHA TPIKA € KOMIUIEKCHUS
MOJX0, KOWTO TpsiOBa 1a Ob/I€ OCHIIECTBEH OT MHTEPANCIUILUTMHAPEH EKHII, BKIIOYBAI XEMAaTOJIOT, KapIHOJIOT,
€HJOKPHHOJIOT, XEMaToJIor, TeHETHK, aKyIIep-THHEKOJIOT, CTOMATOJIOT, TICKXO0JIOT, CoianeH paboTHUK. [lopaan
TOBA, Y€ YaCT OT OOJIHMYHHUTE 3aBEJICHMS Ca CIEIHAIN3UPAHN 3a JICYCHHE CaMO Ha MAlMEHTH C XeMaTOJIOTHIHH
3a00JIIBaHMSI M OCBEH C XEMaTOJIO3M HE pasIojiaraT ¢ JIPyrd TECHU CIELHAINCTH, ChOTBETHUTE MPOGUIUPAHU
eKCIepTH OT HMHTEPAWCLUIUIMHAPHUTE EKHMIIM Morar Ja ObJaT NpHBJIEYEHU upe3 JOTOBOPH M Ja UM Objae
OCUTYPEHO 3aIUlalllaHe OT OOJHWYHOTO 3aBEJCHHE, B KOETO € Pa3KpUT IIEHThpa WIM MO JMHUS Ha HOBa
HallMOHAJIHA Tporpama Mo peaku Oonectd. Ha cplums npuHun Moxe Ja ObJe OpraHu3MpaHa H
KOHCYJITaTHBHATa MOMOI B LIEHTPOBETE, Pa3KpUTH B MHOTONPOQUIHMTE OOJHULIM, HE3aBUCHMO OT TOBa, 4e
MPOQUITHATE CIIENHAINUCTU Ca CIIYyKUTEIN B CBIIOTO OOJHHYHO 3aBEACHHUE, KBIETO € Pa3KpUT M EKCICPTHUS
meHTsp. 3a ¢uHaHCHMpaHe oT M3 wiM uYpe3 HaIFOHAlHA IMporpamMa MOXKe N1a ce OOCHXKIa M NeHHOCTTa B
LIEHTPOBETE, CBbP3aHa MOJABPKAHETO HA CICKTPOHHA 0a3a JaHHU M PETHCTHP 3a MAIMECHTHUTE C TAIACEMUS H
JIpYTH PEAKH aHEMHU.

OnucaHue HA ONHTA ¢ KOHKPETHH NMAIIMEHTH ChC CHOTBETHOTO PSIIKO 3a60JisiBaHe (aKO
UMa TaKbB)

ITonactosmeM mnaruenture ¢ TH ce AMarHocTUIMpAT, JIEKyBaT U HPOCIEAsBaT B CHEIHATHM3UPAHUTE
OOJIHMLIM U KIMHHUKH TI0 XeMaToJoTus/nercka xemaroiorus u onkonorust B benrapus: CBAJIJIOX3 — Codus;
HCBAJIX3 — Codus; Kiunuka mo xemaronoruss ¥ I[eHTBp 3a KOMIUIEKCHO JICUCHHE Ha TajaceMusl |
xemodunusi, MBAJI “CB. Mapuna” — Bapua; Kiunuka no xematosorus u OTae/ieH|e Mo JeTCKa XeMaTOIOT s U
onkoisorus, MBAJI “Cs. I'eopru” — Ilnosaus; Kinunuka no xematonorus u Kinunnuka no neauatpusi, MBAJI —
[IneBen u Knunuka no xematonorus u Knunuka no nenuatpust, MBAJI — Crapa 3aropa. 3a BCUUKH MTaLIUEHTH €
OCHUTYPEHO ONTHMAIHO TpaHC(Y3MOHHO M XEIaTHpaIIo JiedeHne, koero ce 3amama or H30K. Xenarupamoro
JICYCHNE U TPOCIIEASBAHETO Ha MAallMEHTHTE ce ochliecTBsiBa criopen Msucksanuara Ha H30K 3a mposexnane
Ha XeJaTHpiia Tepamusi Npu OeTa-TajmaceMus, HAcJCICTBEHA XEMOJWUTHYHA AaHEMHs, KOHCTHTYLHOHAIHA
almIacTHYHAa aHEMUsI, HAaCJEICTBCHA CHIAEpOOJacTHA aHEMHUs M KOHTCHHUTAIHA IU3CPUTPONOCTHYHA aHEMHUS B
W3BBHOONHUYHATA TMOMOILI. BbBeneHM ca BCHYKM JUArHOCTUYHH METOIM 3a OLCHKAa Ha JKeJe3eH ToBap,
PECIIeKTHBHO 3a OIICHKAa Ha XelaTupaiiata Tepamus. J[MarHOCTHUIMPAHETO U JICUEHHETO Ha CHIBTCTBAIUTE
YCJIO)KHEHHUSI Ce OCBUIECTBSIBA OT NPO(MINPaHH CIEHHMAINCTH B TOPENOCOYCHUTE OOMHWYHU CTpYKTypH. [Ipn
HEOOXOIUMOCT OT OOJHHYHO JICYeHHEe, MALUEHTUTE Ce XOCIUTAIN3UPAT B 3aBUCHMOCT OT BHIA Ha BOJCIIUTE
OIUTAKBaHHUS B CIEUHAIM3UPAHUTE CTPYKTYPH HA XEMATOJOTHYHHUTE WM MHOromnpopuiHu OonHuiM. KbMm
BMCX wmma copmupana PaboTHa rpyma mo Tamacemus, KOSATo 3aeaHO ¢ OpraHu3amusara Ha TaJaCEeMHIIUTE B
Brirapust MeHaXkupa IUTOCTHATa MEIMKO-COIMAIHa Iproka 3a nanuenture ¢ TU B boarapust.
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