NHOOPMAILIUA 3A:

HanMeHnoBanue Ha 3a00/11BaHETO

bera-Tanacemus maiiop

Cunonnmu: anemus Ha Cooley, cpeanzeMHOMOpPCKA aHEMHSI, XOMO3UTOTHA GeTa-TanaceMust

Onpenesienne Ha 3200J11BAHETO

Bera-Tanacemus e Haii-uecTo cperiaHara OOJNeCT OT rpynaTa Ha TaJlJaCeMHYHHUTE CUHIPOMH, KOSITO CE
JBJDKM HA HAMaJIeH WM HaITBJIHO JIWIICBAL CHHTE3 Ha B-T100uH. B pe3ynraT Ha ToBa ce yBpexaar GyHKIUNTE
Ha EPUTPOLUTHATA MEMOpaHa U MPEKUBIEMOCTTA HA EPUTPOLUTHTE CE CKBCABA. T €31 IPOMEHH 00YCIaBsIT
OoJlecTHH NMPU3HALM, KOUTO CE ABJDKAT HA XEMOJIN3a, Hee()EeKTHBHA EPUTPOIIOE3a U Pa3INIHA IT0 TEKECT AHEMHSI.

Bera-Tanacemusi € MOHOTeHHA OoJecT, MPU KOATO Hal-TOIAMA 9acT OT MyTallMHUTE ca IOCIEIUNA OT
3aMeCTBaHE, MHCEPUUS WIH JIeJEIHs Ha €IHa WM HAKOJIKO HyKJICOTHAHH 0a3H, BbB ()YHKIIHOHAIHO Ba)KHUTE
y4yacTbly Ha B-riioOuHoBus reH. C Half-rosIsMa 4yecToTa ce CpelaT TOYKOBUTe MyTalun. Jlocera ca OTKpuTH
noseue ot 200 myrtauuu (http://globin.cse.psu.edu/hbvar), ot kouTo okono aBaxecet ce oTkpuBaT B 80-90% ot
HOCHUTEJINTE Ha TeH 3a P-TajlaceMus B CBETA.

B 3aBUCHMOCT OT TeXeCTTa Ha KIMHIUYHO IPOTHYaHe ce pa3zend Ha: (1) tanacemus maiiop (aHeMus Ha
Cooley) (TM), kosiTo mpezacTaBisiBa Texka Gopma Ha 3aboisBaneTo; (2) Tanacemus uarepmenus (TU)— cpeano
Texka popma; (3) Tamacemust MUHOD (,,HOCHTEJICTBO Ha T'eHA Ha TajaceMus”’) — Hali-uecTo 0E3CUMITOMHA
¢dopma u (4) ,,tuxa” (silent) popma — OezcumnTomMHa popMa ¢ HOPMATHA WK OJIH3KHU 10 HOPMAITHUTE
CTOMHOCTH XEMaTOJIOTHYHH ITOKa3aTelu.

Knunnunara npesentauus Ha TM ce nposBsiBa MeXy 6-1 U 24-U Mecell Cle]l paKIaHETO C IPOTrPECUBHO
3a7pI0oyvaBalia ce 0ienoct, CyONKTep M HapacTBEHE OOMKOJIKAaTa Ha KOpEMa OT Bapupalna 1o CTeNeH
xemarocruieHoMeranus. [Ipu numnca Ha aieKBaTHO XeMOTpaHC(y3HOHHO JIeYeHHE ce 100aBsi M30CTaBaHE BbB
(bU3MYIECKOTO pa3BHUTHE, CIa00 pa3BUTa MyCKyJIaTypa, genu valgum, HapacTBalla XenaToCINICHOMET Al s, KOXKHU
pa3sA3BsBaHUA 10 KpalfHUIIUTE, pa3BUTHE HA TYMOPOBHUIHH MacH OT eKCTpaMeayslapHa XeMoIIoesa,
XHUIIEPIUIMEHTHPaHa KOXKa U CKEJIETHH IPOMEHH B PE3YJNITaT Ha eKCIaH3usATa Ha KOCTHUS MO3bK. CKelleTHUTE
MIPOMEHH BKJIIOYBAT Je(OopMalys Ha ABJITHTE KOCTH HA KPAHHUIIMTE U TUIIMYHU KpaHHO]aIaIHu TPOMEHH —
M3I'BKHAJIOCT Ha Yepera, IPOMHUHEHIUS Ha 3MrOMaTHYHHUTE KOCTH, XJTbTBAaHE Ha OCHOBATa Ha HOCA,
MOHTOJIOW/THO Pa3MOJI0KEHH OYH ¥ XUIIEpTpo(dUsl Ha MaKcHiIaTa, BOJela 0 OrojiBaHe Ha TOPHUTE 3b0U.

ITpu penoBHa xeMoTpaHC(y3HOHHA TPOrpaMa, KOsITO MOJIbp)Ka KOHIIEHTPALHS Ha XeMOTJIOOMHA MEXTY
95 u 105 g/L, pacTexbT U pa3BUTHETO MOTAT fa ce 3ama3satT HopMmanHu 10 10-12 rogumrHa Be3pact. [Ipe3
BTOPOTO JieceTHIIeTHe o0ade, ako He ce TPOBEXIA PEAOBHO XeIaTHUPAIIO JICUeHHE, TAMeHTHTE 3a1104YBar /1a
Ppa3BHBaT YCIIOXHEHHS, CBP3aHH C HATPYIIBAHETO Ha OCBOOOJICHOTO OT XeMOTpaHC(hy3nuuTe xeis3o. Tesn
YCIIO)KHEHHMS BKITIOUBAT 3a0aBsiHE HA pacTeXa M MOJIOBOTO Pa3BUTHE, a MO-KbCHO CE MOSBSIBAT yBPEXKIaHUS Ha
CBHPUETO (IUIATaTHBHA KapAHOMHOIATHS, ApUTMUs), YepeH qpod (Gudpo3a u 1upo3a) U eHIOKPHHHH JKIC3H
(1mabet, XMIOrOHaIM3bM, XHIIONIAPATHPEOUAN3BM, XUTIOTHPEOHIU3bM, XUIIOITUTYUTAPU3BM U T0-PAAKO U
HaJ0BO0peyHa HeOCTATHUHOCT). pyru yCIOKHEHUS ca XUTIEPCITICHU3bM, XpPOHUYHU BUPYCHU XenatuTtu, HIV
nH(peKIuH, Y4epHOAPOOEH KapIlIMHOM, BEHO3HH TPOMOO3HU U OCTEONOPO3a.

Kommnaiianca KM KeJsf30-XenaTupaniaTa Tepanis Ma BOACIIO BIMIHUE BbPXY YeCTOTaTa U TeKecTTa
Ha YCJIO)KHEHHATA, CBBP3aHHU C JKEJII3HOTO CBpbXHAaTOBapBaHe. VIHANBHUINTE, KOUTO HE ca OMIIK PeryiIsapHO
TpaHcdy3upaHu OOMKHOBEHO Ca 3aruBajii PeId BTOPOTO-TPETOTO AeceTuneTne. [IpexuBsemMocTTa Ha
WHIIUBHUINTE, KOUTO Ca OWMIIM PeOBHO THAaHC(y3UpaHU U JIEKYBaHH C TTIOAXOASIIN XeNaTOPH HaIXBbPII
BB3pactra oT 40 roguHu. ChpedHuTe 3a00IIBaHNS, IPUIMHEHN MHOKapIMaliHa CHepo3a, ca Hail-Cepuo3HUTE
KHMBOTO3aCTpaIllaBally yCIOKHEHNUS Ha JKEJSI3HOTO HATPYIIBaHE M ca MPUYMHA 32 cMBPT npu 71% ot
namueHture ¢ TM.

B no-Bevero ciy4yan nuarHo3aTa ce MOCTaBs 110 KJIMHUYHATA KapTHHA U JJAHHUTE OT J1abOpaToOpHUTE
W3CIIe/IBaHMs, BKIIIOUBAIM XeMOTpaMa, HaTpUBKa OT nepudepHa KpbB U enekrpodopesa Ha HB.

[IpeBenmusTa Ha J-TaaceMus ce OCHOBaBa Ha MACHTU(HUKAIMATA HAa HOCUTE] HA TeHa Ha TaJlaceMus,
TeHeTHYHA KOHCYJITALUs U PeHaTaIHa JUarHocThKa. [ eHeTHuHaTa KOHCYITAlUs [TPEA0oCTaBsi HHPOpMAIHs
OTHOCHO MOjIeJIa Ha OHAcCJe s BaHe, PUCKa 3a paXk/JaHe Ha 3aCeTHATH Jielia, IPOTHYaHe Ha 3a00JIsIBaHETO,
HAJIMYHOTO JICYEHUE U TOBA, KOETO € B IIpoIiec Ha mpoyuyBaHe. [IpeHaTtanHa auarno3a npu OpeMeHHOCT MOJXKe J1a
6bpae HanpaBeHa upe3 JJHK ananu3 Ha detamHu kineTku, JoOUTH ype3 aMHHUOIIeHTe3a Tpe3 15-18 recranmonna
ceMHIIA MM Ype3 XopuoHOuornicus npe3 11 ceamuia. Ananu3 Ha GeTaqHu KIeTKH B KPbBTa Ha MalkaTa U
a”anu3 Ha ¢eranna [JHK B mna3mara Ha MaiikaTa 3a Halnu4ne HA MyTalys, IpeaJieHa oT Oamara, € B Ipolec Ha
npoyusane. [IpequMIuIaHTalIMOHHA TeHETHYHA THarHOCTHKA MOJKe Jia Ob/ie IPOBEIeHa IIPU CEMEWCTBA, TIPH
KOMTO ca OmiM uaeHTUHIMpaHy 00JIECTOTBOPHU MYyTallHH.

Kensznoro ceppxnarpynsane (JKCH) e naii-3HaunmoTo ycnokHenue npu TM u ako He ce




poUIAKTUPa U JCKYBa aJIcKBaTHO, TO ONpeAeis (GaTanHus u3Xol Ha NalueHTuTe. YeTupure OCHOBHU
tapretar oprasa 3a JKCH ca gepen npo0, cepiie, KOCTH U €HIOKPHHHH >kJie3u. Haii-0bp3 1 leceH HauuH 3a
onenka Ha JKCH e n3mepBaneTo Ha cepyMmeH ¢eputut. UepHoapoOHaTa OHOTICHS ce preMa 3a 3JIaTeH CTaHAapT
pu ouenka Ha JKXCH, HO mopaan HeliHaTa MHBA3UBHOCT IIpe3 IOCIECAHUTE TOAWHE ce m3MecTBa oT MPT
TEXHHKH 32 OICHKA Ha JKeJSI3HO HATPYIBaHE B YepeH APoO u chpile. Jpyru mo-psaKo U3MOI3BaHN METOIH 3a
n3cieqBaHe BKIFOYBAT (eprckaH, MarHeTHdHa OnocycuentomeTpus (SQUID) u u3cinenBane Ha cBOOOIHO
CEePYMHO KEJIsI30.

OCHOBHHTE TEPATICBTUYHA METOM BKIFOUBAT XEMOTPAHC(HY3UOHHO JICUCHHUE, KEIA30XEITATUPAIIIO
JICUCHUE, CINICHEKTOMUSI U TPAHCIIAHTAIIHMS HA XeMaTOTIOSTHYHH CTBOJIOBU KJIETKU. TpaHCIUTaHTAIMATa HA
KOCTEH MO3BK € CTUHCTBEHATa B MOMECHTA JOCTHITHA Bh3MOKHOCT 32 JICPUHUTUBHO U3JICKYBAHE HA MAIUCHTH C
TaJlaCEMHUs Marop.

Yerupuuugpen koa Ha 3a60as1BaHeTo 10 MKbB-10 (ako TakbB € HAJINYEH)

ICD-10 code: D56.1

Kox Ha 3a60asBanero no Orpha code

Orphanet code: 231214
OMIM code: 141900, 604131

EnuaeMuo0ruyHmn JaHHM 3a 3200/11BAHETO B Penyﬁ.nmca anrapnﬂ

ITo nanuwm ot 1984 n 1986 r., HOCUTENCTBOTO Ha I'eH 3a B-TanaceMusl B Hamiara nomyianus e 2,4-2,5%.
Bposit Ha 6omauTe cb¢ TM 1 TU B Boarapus mpe3 2015 1. ¢ 287 (101 mena u 186 Bb3pacTHH), a camo ¢ TM —
250. HoBozabosenute ¢ TM mpe3 nociieTHUTE FOAMHY Ca OKOJIO 2 HOBHU CIIy4asi 3a TOMHA.
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EnuaemMuos0orudum JaHHu 3a 3a00/s1BaHeT0 B EBponeiickus cb103

Bera-tamacemus npesanupa B crpanute Ha Cpennzemaomopueto, Cpener us3tok, Lientpanna Asust, Uaaus,
IOxen Kuraii u [laneyen M3ToK, KakTo B cTpaHuTe 1O ceBepHUst Opsr Ha Adpuka u FOxuna Amepuka. Haii-
BHCOKA YECTOTa Ha HOCUTENH € chobinaBana B Kunsp (14%), Caprunns (10,3%) u FOxna Azwus. ! Veranoseno
e, 4e 1.5% ot rmobanHaTa nomynanys ca HOCUTENIM Ha FeHa Ha -TajaceMus, ¢ paxaanus Ha okoio 60 000
CUMITTOMaTUYHH WHIUBH/IH T'OIMIIHO, Half-Beue B pa3BUBaIIMTE ce cTpand. OOIaTa rouilHa YeCcToTa Ha
cumrromarnunute uHAUBUAU (TM u TU) e ouenena Ha 1 Ha 100 000 B cBeta u 1 Ha 10 000 B EBporneiickara
o6ugHoOCT. 2
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OuneHka Ha CbOTBETCTBHETO Ha 3200JIIBAHETO C Je(PMHUIMSATA 32 PAAKO 3a00/1ABaHe
cbriacHo § 1, 1. 42 o1 JONBJIHUTEIHUTE pa3nope0u Ha 3aKoHa 3a 31paBeTo

3a00sIBaHETO CHOTBETCTBA C JNeUHHUIUATA 33 PIAKO 3a0oyisiBaHe chriaacHo §1, T.42 OT JNOMBIHUTCIHUTE
pasnopen6u Ha 3akoHa 3a 3apaBeto. [Ipudnmn3urennaTa gecrora € 1 ciaydait Ha 30 000 HaceneHue.

Kpurepun 3a nuarnocTuuupane Ha 3a00J11BaHETO

PemraBauy KpuTepun 3a OuazHo3ama ca HaTMIKe HAa TEXKKa aHH30MOWKUIIOMTO3a C XHUITOXPOMUS B
nepugepHaTa KpbB, PETHKYJIOHUTO3a, ONOXUMUYHH JAHHH 32 XEMOJIN3a, BUCOK (DEPHUTHH, OBHIICHH
konmuecTBa Ha HDbF, Hopmanen mimu siexo nmosuier HOA, 1 reHeTHYeH aHaH3.

bera-tanaceMusita ce IbDKH HAa HAMAJICH HJIM HAITBJIHO JIMIICBAIL CUHTE3 Ha [3-T100uH. ucnponopuusra B
cHHTe3aTa Ha anda u 6eta IIIO0MHOBUTE BEPUTH BOJH 0 HATPYNBAaHE HAa HOPMAJIHO CHHTE3Upany ce anda
BEpPUTH, KOUTO ITOPaIH HEAOCTHT Ha KOMIUIEMEHTApHUTE OeTa NPELUIUTUPAT U PESIU3BUKBAT IPEKACBPEMEHHO
3arMBaHE Ha CPUTPOLIUTH B IepudepHaTa KpbB (XeMOoJIH3a) U Ha epUTPOOSIACTH B KOCTHUS MO3BK (HeedeKTHBHA
eputpomnoesa). Te3u mpomeHu 00ycIaBsaT O0JIECTHU MPHU3HALM, KOUTO CE JBIDKAT Ha XEMOJIN3a, Hee(heKTHBHA
ePUTPOIIOE3a U Pa3INIHA [0 TSKECT aHEMHUSL.

Knuauynara npesenrtanus Ha TM ce nposBsaBa Mexxay 6-u U 24-U Mecel Cliefl paKAaHEeTO C IPOrPECUBHO
3a7piI0ovaBaiia ce Onenoct, CyOMKTep M HapacTBEHe OOMKOJIKaTa Ha KOpeMa OT BapHpalla 110 CTereH
xenarocmieHoMeranus. [Ipu numnca Ha aeKBaTHO XeMOTpPaHC(Y3HOHHO JICUCHNE ce 00aBsi M30CTAaBaHE BbB
(u3IIecKoTO pa3BUTHE, CIab0 pa3BUTAa MyCKyJIaTypa, genu valgum, HapacTBalla XenaToCIICHOMET allus, KOXKHH
pa3s3BsSBaHUS O KpaHHUIMTE, Pa3BHTHE HA TYMOPOBUIHH MacH OT eKCTpaMeayIapHa XeMOoIoesa,
XUIEPIUTMEHTUPaHA KOXKa U CKEJICTHH IPOMEHH B PE3yJITAaT HA EKCIIaH3MATa Ha KOCTHHS MO3BbK. CKeJIeTHHTE
NPOMEHH BKITIOYBAT Ae(GOopMalys Ha JBITHTE KOCTH HA KPaHHUIUTE U THIMYHU KpaHHO(DAMATHN IPOMCHH —
M3IIBKHAIOCT Ha Yepera, IPOMHUHEHIIHS Ha 3UTOMaTHYHHUTE KOCTH, XJIbTBaHEe Ha OCHOBAaTa Ha HOCA,
MOHTOJIOMTHO Pa3IIOI0KeH! OYH U XUIIepTpodUs Ha MaKCHIIaTa, BOJICIIA 10 OrOJIBAHE Ha TOPHUTE 3H0U.
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AJ'll"Opl/ITMl/I 34 JMAarHoCTUulMpaHe Ha 3200/11BAHETO

B no-Bevero ciydyan nuarHo3aTa ce MOoCTaBs JIECHO MO (aMmIHaTa 0OpEeMEHEHOCT 32 XpOHUYHA aHEMHUS B
CeMEHMCTBOTO, KIIMHUYHATA KapTUHA U JaHHHUTE OT JIaOOpaTOPHUTE M3CIIeABAHMUS, BKIIIOYBAIIM XeMOrpama,
HaTpHBKa OT nepudepHa KpbB u enekrpodopesa Ha Ha.

Croitnocrute Ha He npu TM ca o 70 1/31 1 epUTPOLIMTHUTE UHJCKCH ITOKAa3BaT MUKPOIIMTHA aHEMHUSL.
3acerHatuTe epUTPOLMTH MOKa3BaT MOP(OIOTHYHHA TIPOMEHH, BKIIIOUBAI MUKPOIIUTO32, XHUIIOXPOMHUS,
aHM30LIUTO3a U MOMKUIIoHUTO3a. B nepudepHaTa KpbB MOXeE J1a UMa epUTPOOIACTH.

IIpu xomo3urorHa BO-TanaceMm nuncsa HB A u H F cectaBs 92-95% ot Totannus xemornobus. [pu
XOMO3HMTOTHa B*-TamacemMus ¥ NpH FeHOTHUIT BVBO HuBaTa Ha HB A ca mexxay 10% u 30% u HB F mexny 70% u
90%. HuBoro Ha HB A; € BapraOMIHO MPU XOMO3HUTOTH U € YBEJIMUYESHO MPU TAJIACEMUsI MUHOP.

[TpeobnanaBaneTo HA TMMUTHPaH OpOil MyTalMy BbB BCSKA MOIyJIAlNs 3HAUUTEIHO YJICCHSIBA
MOJIEKYJISIPHO-TEHETUYHOTO TecTBaHe. OOMKHOBEHO CPEIaHUTEe MyTalluy Ha 3-TIIOOMHOBHS I'€H ce OTKPHUBAT C
PCR 6a3upanu npouenypu. Hali-mmmpoko n3nosa3BaHUTe METOM ca 00paTeH JIO0TOJIO0T aHAIM3 MU MpaiMep-
crnenuUIHA aMITTUQHUKAINSI ChC CEPUs OT MPOOH WK IpaiitMepy KOMIUIEMEHTApHH Ha Hal-pa3lpoCTpaHEHUTE
MyTaIUH B MOIMyJIAHs OT KOSTO IMPOMU3X0XKAAT 3aCerHATUTEe HHANBHIN. AKO TapreTHUS MyTallHOHEH aHAIN3 HE
MOJKe J1a OTKpHE MyTalHATa MOXKe Ja Ce M3II0JI3Ba CEKBEHIIMOHEH aHAJIN3 Ha B-TIIOOWHOBHS T€H 32 OTKpHUBaHE Ha
MyTaIHTe B HETO.
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AJIFOpI/ITMI/I 3a JleueHHe HA 3a00J19BaAHETO

OCHOBHUTE TE€paNeBTUYHU METO/IU BKIIIOUYBAT XeMOTPaHC(Y3UOHHO JICUEHHUE, JKEII30XeNaTUpPaIIOo
JIeYeHUe, CITICHEKTOMHMS ¥ TPAHCIUIAHTAIM Ha XEMaTOIIOETHYHH CTBOJIOBU KJICTKH.

TpaHchy3nOHHOTO JIeueHHe cTapTHpa OOMKHOBEHO B KbPMadecka Bb3pacT M IPOJbIKaBa IPe3 HeJIns
JKUBOT B PEKUM OT 2 110 5 ceqmuu. Lenra e na ce mogmppxa npearpancdysnonHo HuBo Ha HB mexay 90 u 100
/1 1 moctTpancy3noHHo Mexay 130 u 140 r/n. OcpiecTBsaBa ce ¢ 00€3IeBKOINTEH EPUTPOLIUTCH KOHIICHTPAT
0 pa3IIupeHa aHTUreHHa Gopmyina B 00em ot 15 1o 20 mMi/Kr/oeH.

Kenszo-xenatupamata tepanust OKXT) e Bropus 3a1bDKUTEIEH KOMIIOHEHT OT TEPANeBTUIHOTO
nosezaeHue npu TM. Ilo npaBusio T4 TpsOBa a 3ar04YHe NpH MalMEHTH Haj 2 ToauHHU ciien mbpBute 10-20
TpaHC]y3UH UM KOraTo CTOWHOCTTA Ha cepyMHUs heputuH HaaxBbpau 1000 ng/ml. [Tonacrosmiem ce
M3ION3BAT TPU XEIATHPAIIN MeIUKaMeHTa: deferoxamine (Desferal®), deferiprone (Ferriprox®) u
nekapctBoTo-cupak deferasirox (Exjade®). B 3aBucumMocT oT Bp3pactTta, crenenta Ha JKCH u momunupamniata
OpraHHa JIOKaJIHU3aIHsl T MOTaT Jia Ce M3I0JI3BaT CAaMOCTOSTENIHO MIM B KOMOUHALIHSL.

MoHoTtepanus:
e Deferoxamine (DFO, Desferal®)
- ITvpBa nuHUA Tepamus
- [Jo3mpane: gena — 20-40 mr/kr (BB3pact noj 5 ronuau — 20-30 Mr/KT)
BB3pacTH — 20-50 mr/kr
- HauwH Ha npUJIOKEHHKE: TIOAKOXKHO WM BEHO3HO upe3 nH(y3uoHHa mommna 3a 10-12-24 gaca
Ha JIeH, 5-7 nH}Y3UH CeIMUYHO
e Deferasirox (DFX, Exjade®)
- ITepBa smHMA Tepamnus ciiex 6-TOIUIIHA Bh3pacT
- Bropa nuHUs Tepanus ciex 2-ToJMIIHa B3pacT, Koraro Jieyenuero ¢ Deferoxamine e
MPOTHUBOMNOKA3aHO MM Hee(hEeKTHBHO
- Hozupane: 20-40 mr/kr
- HauuHz Ha npuioXXeHHe: IepopaHo, eXEJHEBHO, €JHOKPATHO JHEBHO
e Deferiprone (DFP, Ferriprox®)
- Bropa nuHUsI Tepanus ciea 6-ToMIIHA BB3pacT, Koraro edyennero ¢ Deferoxamine e
MPOTUBOINOKA3aHO MJIM HETIOXO IO TPH MAIMEHTH C TallaceMHs MiHop
- Ho3supane: 75-100 mr/kr
- HauuH Ha npuioxeHue: IepopaHo, XEeJHEBHO, TPUKPATHO JTHEBHO

KomOunupana repanus:
o Deferoxamine (DFO, Desferal®) + Deferiprone (DFP, Ferriprox®)
- Jlosupane: Deferoxamine 30-50 mr/kr + Deferiprone 75-100 mr/kr
- HauuH Ha npusnoxeHue:
Deferoxamine — moako»HO WM BEHO3HO upe3 nH}y3noHHa momna 3a 10-12-24 yaca Ha jieH, 2-
7 nHQY3UH CEMUYHO
Deferiprone — nepopanno, 3-7 AeHa OT ceMHULIATa, TPUKPATHO THEBHO
o Deferoxamine (DFO, Desferal®) + Deferasirox (DFX, Exjade®) *
(antepnaTuBa Ha Deferoxamine + Deferiprone)
- osupane: Deferoxamine 35-50 mr/kr + Deferasirox 20-40 mr/xr
- HauuH Ha npunoxenue:
Deferoxamine — moako»HO WM BEHO3HO upe3 nH}y3noHHa momna 3a 10-12-24 yaca Ha jieH, 2-
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7 uH(}y3UH CEAMUIHO
Deferasirox — mepopaiso, 7 ieHa OT CEAMUIATA, €THOKPATHO THEBHO

CruieHeKTOMUSI ce 00CHXkK/Ia ITPH TAIMEHTH C XUIIEPCIICHU3bM, C YBEINYaBaIl0 CE )KEISI3HO HAaTPyIBaHe,
BBIIPEKH ONTHMAITHO XEJIATUPAIIIO JICYSHUE, ¥ IPU KOUTO FOAMIIHOTO KOJMYECTBO TPaHC()y3upaHa KPbB
HaaxBbpIst 200 MIT/KT.

B HacTOsImNSA MOMEHT €IMHCTBEHUST JIe4e0CH METO, KOWTO J1aBa B3MOXKHOCT 32 ITBJICH TEPAINleBTHUCH
ycIiex ¢ MpeoJosABaHe Ha BPOAeHHs 1e(EKT Ha KPbBOTBOPEHE € alOTCHHATa TPAHCIIIIAHTALUS Ha KOCTEH MO3BK.
W3xona oT TpaHCIUIAHTAIUATA € CBBP3aH C MPETPAHC(HY3HOHHOTO KIMHUYHO ChCTOSTHHE HA MAIMEHTA,
CIETIHATHO HAJTMYMETO HA XENaTOMEeTallnsl, HATHINETO Ha YepHOIpoOHa (prOpo3a, aHaMHe3a Ha peAOBHO
xemupane u crernied Ha JKCH. [pu manuenTn 6e3 n3dpoeHnTe pUCKOBH (aKTOPH TPAHCIUIAHTALIMATA Ha
XEMaTOIIOETHYHH CTBOJIOBH KJIETKH OT uaeHTHIeH HLA noHop nma cBoOOIHA OT 60JIECT IPEKUBSIEMOCT Hal
90%.

[Manuenture ¢ TM HAMaT ocoOeHN TUETUYHH N3UCKBAHUS; B I€TCKA BH3pacT Te TPsiOBa Ja MojydaBar
HOpMaJIeH KaJOpUeH BHOC OT Ma3HWHH M BBIJIEXHUAPATH, a B 3psila Bb3pacT Ce MPENopbyuBa JUeTa ¢ HUCKO
ChIbpKaHNe Ha papMHUpaHU BBITIEXUIPATH 3a MPEBEHIIMS H/WIN OTJIaraHe u3siBaTa Ha HapyLIeH IIII0OKO3eH
ToJiepaHc u anabet. [To mpuHIMI ce M3UCKBA Jla Ce M3KIF0YaT OT MEHIOTO XpaHH C BUCOKO ChIbpKaHUE Ha
XKeJSA30, KAKTO M XPaHUTEIHO JOOABKU U JIEKapCTBEHHU CpEJCTBa, 000TraTeHu ¢ esi30. [IpenopbuBar ce xpaHu
OoraTty Ha Kaynui, GoaueBa KucennHa, ButaMuH C, BUTamuH E U IUHK.
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AJITOpHTMH 32 mpocJieisiBaHe HA 3200J15IBaHETO

XKensazuoro ceppxHarpynBane (JKCH) e Haii-3HaunMoTo ycnoxkHeHue mpu TM u ako He ce
npoduIakTHpa 1 JIEKyBa aJieKBaTHO, TO ONpe/iess (paTaHus U3X0]| Ha MalUeHTHTe. YeTHpHUTE OCHOBHU
tapretHu oprana 3a JXCH ca depeH n1po0, cbpiie, KOCTH U €HJOKPUHHU JKIIe3U. AKyMYyJalusaTa Ha TOKCUIHH
KOJIMYECTBA OT JKENA30 NPUUMHIBA ThKAaHHH YBPEXIaHHUA U BOJH 110 Kapauomuonatus (33%) u Apyru ChbpAeUHH
3a00JsIBaHuMs, YepHOApoOHa GruOpo3a u mupo3a (33%), nuader (6-10%), n3ocraBaHe B pacTexa H MOJIOBOTO
paseutue (35-55%), xunotupeonnuzsM (9-11%), xunonapatupeonguzsm (4%) u ap. CbpAeUHUTE YCIOKHEHUS
ca mpuuuHa 3a Haxx 70% oT datanHus u3xox npu nanueHTn ¢ TM.

[TporHo3zara Ha B-Tamacemust Maiop € OMiIa MHOTO MpavHa Mpey 1a UMa HAIMYHO Jiedenue. [Ipn
JIMIICaTa Ha JICYCHHE JIeTiaTa ca 3arMBaJIn JI0 5-TOJIUITHATA CH BB3PACT OT HHPEKIMN 1 KaXEKCHS.

[TbpBUAT HANPEIBbK B JICYSHUETO € 3alI0YBAHETO Ha EMM30AMYHU KpbBonpenusanus. C nosiBara Ha TO3H
BHJI TEpaIus, IPEKUBIEMOCTTA € OmIa yIbJDKeHa 10 BTOPOTO JECETHIIETHE, HO CKOPO CTaBa SICHO, 4Ye JIeueHHe,
KOETO CIIacsiBa XHMBOTA IIPH JIelaTa, IPUUMHIBA CMBPT OT ChPJIEUHO 3a00JIsIBaHe B IOHOIIIECKA WIIM PaHHA JIeTCKa
BB3pact. [Iporrosara npu TM e Ouiia ApamMaTuvHO MOJ00PEHA C MOSIBATa HA IIBPBUS XEJIATHPAI MEIUKAMEHT
deferoximine. C npuiaraHeTo Ha ONTUMATHA TPAHC(HY3HOHHHU PEKUMHU U BHBEKIAHETO HA HOBH JKEIIC3HU
XEJIATOPH M XeJaTHPAIH PEXUMH JOIBIHUTEIHO € YABJKEHA MIPEXKUBAEMOCTTa NPE3 MOCISTHUTE TOJANHH.
OueHka Ha MHOKap/JHaTa CHJIEp03a 1 MOHUTOPHPAHETO Ha chpJeyHaTa QyHKIUS B KOMOMHALNS C
MHTEH3U(UIIMPaHE Ha JKEJII3HOTO XEJIMpaHe ca IPEBbPHAIN €JHO YHUBEpCAIHO (aTaiHo 3a0011BaHe B
XPOHMYHO 3a00JIBaHE C 0YAaKBAaHA OTJIMYHA JBITOCPOYHA NPOTHO3a IIPU TE3W MHANWBHUJIM, KOUTO Ca 3all0YHAIH
Jla ce XeaThpar OT MHOTO paHHa Bb3pacT. J[oOpe JieKyBaHNTe MallMeHT MPEXHUBABAT B 100pO 3/1paBe Jlajney Haj
3pslaTa cu Bb3pacT, B CHCTOSIHUE €a Jia BOJST OTHOCUTEIIHO HOPMAJICH )KHMBOT U Ja Ch3J1aBaT COOCTBEHH
ceMeicTBa.

[pocrnensBaneTo Ha 3a00JIIBAHETO CE MPOBEXK/(A OT MHTEPANUCIUIUIMHAPEH €KHUII C OIHT MPH
JIMarHOCTHKATA U JICYUSHUETO HA OCHOBHOTO 3a00JIsSIBaHE U HA HETOBHUTE YCJIOKHEHHMs. B eKunure ca BKIOUSHH
XEeMaToJIOT, KapIUOJIOT, €HIOKPHHOJIOT, FTACTPOSHTEPOJIOT (XEMaToIoT), CTOMATOJIOT, aKyIIep-THHEKOJIOT,
TeHEeTHK, IICUXOJIOT U colialeH paboTHHK. CHelMaluCTUTE Ca aHTAKUPAHU M3LUIIO C IMarHOCTHKATA,
JICYEHUETO U MPOCIEIIBAaHETO Ha YCIOKHEHUATA, CBbP3aHU C OCHOBHOTO 3a00JIIBaHE MIIH MIPOBEKIAHO
JICYCHHUE, U OCBILECTBSBAT AOIBIHUTEIHU KOHCYITALMH IPU HEOOXOAUMOCT.
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AnropuTbMa Ha npociensBaHe e paspabores ot Paborna rpyna no tanacemust kbM BMCX u e BKitoueH
kbM W3nckBanmst Ha H30K 3a npoBesknaHe Ha XenaTHpINa Tepanus Npyu OeTa-TalaceMus, HaCIeACTBEHA
XEMOJHMTHYHA aHEMUsI, KOHCTUTYI[OHAIHA aIUIaCTUYHA aHEMUS, HACTIECTBEHA CHAEPOOIacTHA aHEMHUS U
KOHI'€HUTATHA TU3EPUTPOINIOCTUYHA aHEMHUS B U3BHHOOIHNYHATA ITOMOIII.

Ioka3zaTesn M3xonnu
CTOIHOCTH NpH
3aM0YBaHe HA +3m. +6Mm. +12m. +24 m.
nBPBOTO
XeaTHPAIo
JieyeHne
KpbBHa kaptuna + AHB X X X X X
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
Bumpy6un, LDH X X X X X
IIporeunypus X X X X X
Abx. exorpadus X X X
Aynmuomerpust (> 10 T. camo 3a manueHTH Ha X X X
Deferoxamine)
3penne (> 10 r camo 3a nauentu Ha Deferoxamine) X X X
Ca,P,PTH(>12r1.) X X X
FT4, TSH(>12T1.) X X X
IIy6epr. p-e (> 12 r., 10 3aBbpILIBaHE Ha IyOepTeTa) X X X
HCV, HBsAg, HIV X X X
EKT', ExoKT" + ®H (> 10r.) X X X
MPT Ha cbpre X X
MPT Ha uepen apob X X
Kp. rirokoza X X X X
I'n. Ton. rect (> 101.) X X X
Kocrra Bb3p.: kuTKa (< 1271.); X X X
DEXA scan (>18r.) X X X
Teruno (neua, moapacTs.) X X X X
Pwer (nena, mompacts.) X X X X
Koncynty (kapauosor, eHI0KPHUHOJIOT, TaCTPOSHTEPOJIOT) X X X X
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AJITOPUTMH 32 pexaduauTainus Ha 3a00/19IBaAaHETO

[TanuentuTe He ce HyXOaaT oT crenupuuHa pexadmmuranus. Kato BcIKO XpOHHYHO 3a00sBaHE
NICUXOJIOTUYHATA TOAKpPEeNna M TMOJKpenara 3a CONMaJHa MHTETpanus ca 3aJb/DKUTEIHH U B
MHTEPIUCIUTIIMHAPHMS SKHIT 33IBJDKUTEITHO TPAOBA Ja MMa BKIIIOYCH TICHXOJIOT U connalieH paboTHuK. LlenTa e
Jla ce TOMOTHE Ha MalWeHTa Ja CE CIPaBU ICHXOJOTHYECKH C XPOHWYHATa AHEMHsS, CHI'BTCTBAIINTE
YCIIO)KHEHHS M HEOOXOJMMOCTTA OT XeMOTpaHC(hY3NHU U XeIaTHpalia Tepanus 1 1a HAMEPH CHIH Jla OpraHu3upa
U TOJABpXKa HOpPMaleH XOA Ha kMBOT. [loxxopsmiaTa NMCUXOJIOTHUECKAa MOAKpENa ce OCHOBaBa HE caMoO Ha
MOTHBHMPAaH U CHOCOOEH E€KHUI OT ICHUXOJIOT M KIMHHLIUCTH, HO W HyXJa OT CTa0MJHA OpraHU3alOHHA
CTPYKTYypa, KOSTO Jia TO3BOJISIBA aJieKBaTHAa JIOCTaBKa Ha rprka. HeoOXoauMo € mpu BB3MOXKHOCT €IUH
MOCTOSIHEH JIeKap U ICHUXOJIOT Ja BOAM JIEUCHHETO U MOJKpenaTa Ha IallMeHTa B paMKHUTE Ha OpraHH3MpaHaTa
3IpaBHa CTpyKTypa. JloOpe jexkyBaHWTE MalMEeHTH MOraT Ja YHpPaKHSABAT IO-ToJisiMara 4acT OT IO3HATHUTE
npodecuu M PAAKO Ce CpeliaTr HenpeoJONMMH TPYAHOCTH NPH HW3NBIHEHHE Ha TPYJAOBAa aHTaKUPAHOCT.
Oxa3BaHeTO Ha MOMOII 33 IPO(HECHOHATHO OPHEHTUPAHE € 3aJb/KUTEITHA.
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HeoOxoquMu jaeilHOCTH 32 mNpoPmIaKTHKA HAa 3a00/1sIBaHeTO0 (AKO TaKUBa ca
NPUJIOKHUMH)

Bera-tanacemusita € Mozmen Ha 3aboisgBaHEe, IPU KOETO MOXKE Jla €€ IMPOBEXIa H3KIIOUUTEITHO

edexkTuBHa U eprkacHa npoduiakTuka. ToBa ce U3BbpILIBA B paMKHUTE HAa HAIIMOHAJIHK NporpaMu. Moen B ToBa
OTHOIICHHE Ca NPOIbDKABALINTE U THEC TPODUIAKTHYHU IporpaMu oT 70-Te TOIMHN Ha MUHAIUS BeK B Kumbp,
I'bprus, Utanust u AHTIHSA.
3a na Obae eheKTUBHA BCsKa mporpama, TpsiOBa €IHOBPEMEHHO Ja Ce MPOBEXIA: AMATHOCTUKA (KIHHUYHA W
JHK), MequKoreHeTHYHO KOHCYNITHpaHEe, MAacoOB CKPHHHHT 3a JIOKa3BaHE HAa XETEPO3UTOTHH HOCHTEIH M
MpeHaTaHa JUAarHOCTHKA. JloKa3aHO e, 4Ye MacOBHAT CKPHHUHT C TIpEHATalHA JHATHOCTUKA BOITH [0
HamansBaHe ¢ Hal 80% Ha HOBHU cIy4aw HA CHMOITOMATHYHH NAIIUEHTH C TaJaceMusl.
Wmaliku mpeaBH]] 4eCTOTaTa HAa HOCHUTEICTBO Ha reHa Ha OeTa-Tajmacemusi B Hamata crpana (2.4%), cropen
PaboTHara rpyma mo Tanacemus B bpirapus e onpaBaaHo MpOBEKIAHETO HA MOMYJNAMOHSH CKPUHUHT TIPH TPU
TapreTHU TPymnH: OpeMeHHH 10 12-Ta TrecTaloHHa CeAMMIIA, )KEHH B MIPEKOHIICTIIINOHEH TIEPHO] U TIPH [ella Ha
1 u 3-rogumna BB3pact. JJOCTaTHUHO € MPH Te3W IPyNU 1a ObJe M3CIeIBaHA CaMO KPhBHA KapTHHA (KOETO
n3cieqBaHe e Oe3IIaTHO 3a Jelara Ha I0COYeHaTa BB3pacT) M NMpH HaJMUMe Ha OTKJIOHEHHUS Ja ce MOTBhPCH
KOHCYJITAIMs C XeMAaTOJIOT/IETCKH XeMaToJior. To31 MOAX0/ 32 CKPUHUHT He M3UCKBa (DUHAHCOB PECypC U MOXKe
na 0pJe peaTu3upaH B €KHII OT CEMEEH JIeKap, THHEKOJIOT U XeMaTOoJIOT.
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IIpennoxkennss 3a opraHu3auus HA MeIMIMHCKOTO 00C/Jy’KBaHe HA NMAllMEHTUTEe U 3a
(puHaHcUpaHe HA CBHOTBETHUTE [EHOCTH, CHLOOpPa3eHW ¢ JeiicTBallaTa B CTpPaHaTa
HOpPMaTHBHAa ypenoda

IManmenture ¢ TM TpsOBa 3agbKHUTENHO Ja OBAAT AWATHOCTHLUPAHM, JEKYBaHM W IIPOCICISBAHU B
CHenuann3upanu neHTpose. [IpeanMcTBaTa Ha EHTPOBETE ca MHOTOOPOIHM M ca CBBP3aHM OT €IHA CTpaHa C
Ka4eCTBOTO Ha MEAMLIMHCKO 0OCITy)KBaHE U OT JIpyra — ¢ y100CTBOTO U Ka4ECTBOTO HA )KUBOT Ha 00CIYKBaHHUTE
nanueHTd: 24-dacoBa Tene(OHHa BpPB3Ka U BB3MOXKHOCT 3a OKa3BaHE Ha JICHOHOIHA CIIEIIHA IOMOII;
BB3MOXKHOCT 32 IOJIyYyaBaHE Ha KOHCYJITallMM OT MHTEPAMCIMIUIMHAPEH €KUM C ONMUT B 00JAacTTa Ha PEAKHTE
AQHEMHH; BB3MOXHOCT 3a O€3IIATHO IPOBEKAAHE Ha BCUYKUM HEOOXOAMMH H3CJIEIBaHUS M KOHCYJITAllWU;
IUIAaHMPaHe Ha AMCHAHCEPHO MPOCIeAsBaHe, ChoOpa3siBaiiky ce ¢ Bb3MOXKHOCTHTE Ha MAIMEHTA; IPOBEXIAaHE Ha
KOM(OPTHO €IHOTHEBHO JIEUCHHE B YCJIOBHA Ha W3BHHOONHHYCH CTAMOHAP C MHHUMAIHO OTCHCTBHE OT
YUWJIHIIE WA padoTa u Jp.

Wmaiikn mpexsun Opos Ha MAIUEHTHTE CbC CHUMNOTOMarnyHa ¢opma Ha Tamacemuss B bearapus u
CBIIECTBYBAIaTa MEJUINHCKA MIPAKTHKA ¥ KOMIIETEHTHOCT B MOMEHTa, criopest PaboTHaTta rpymna mo tamaceMus
B HalllaTa CTpaHa ¢ HeoOX0IUMO a ObaaT paskpuTh 3 win 4 LleHThpa 3a KOMIIEKCHO JICUCHHE Ha TallaCeMHUs B
yHHUBEpCUTETCKUTEe OonHmdHH CTpykTypu B Codus, Bapua, Ilmosmu u IlneBen. LlenTpoBere Mmoratr ma
U3IIbJIHABAT OAJIOCTHATA JUAarHOCTHYHA, neqe6Ha " JUCTIaHCEpHA ,Z[eﬁHOCT IO CHIIECTBYBAIIUTC B MOMCHTaA KII
No253, KIIp Ne5 u KIIpNe6. 3agbmxurenta 4acT OT MEJAUIIMHCKATA U TICUXO-COLMATHA TPHUXKa € KOMIJIEKCHUS
oaxo1d, KOMTO Tpﬂ6Ba Ja 61)[[6 OCBIICCTBEH OT MHTCPANCHUINIMHAPEH €KHUII, BKIIFOYBAIl XEMaTOJIOT, KapAUOJIOT,
€HJIOKPUHOJIOT, XeNaToJIOT, TeHeTHK, aKylllep-THHEKOJIOT, CTOMATOoJIOT, IICUXO0JIOT, coliaieH paboTHUK. Ilopamun
TOBa, Y€ YacT OT OOJIHUYHHUTE 3aBEACHUS ca CIEeIHATU3UPaHHU 3a JIEUYCHHE CaMO Ha MallMeHTH C XeMaTOJIOTUYHU
3a00JIsIBaHMSI M OCBEH C XEMaTOJIO3M HE pa3IojiaraT ¢ JIPYrd TECHU CIEUHAINCTH, ChOTBETHUTE MPOQUIUPAHU
eKCTIEpTH OT HMHTEPAWCHMIUIMHAPHUTE CKHIIM MOraT Ja ObJaT NPHUBICYCHHW 4Ype3 JOTOBOPH M Ja UM Obae
OCHTYpPEHO 3aIlIalllaHe OT OOJHMYHOTO 3aBENCHHWE, B KOETO € pasKpUT LEHThpa MM II0 JIMHHA Ha HOBa
HallMOHAJHA TIIporpamMa 10 penku Oomect. Ha cplmmms npuHIMI MoXe Ja ObJe OpraHu3WpaHa W
KOHCYJTAaTHBHATa TOMOI] B LEHTPOBETE, Pa3KpUTH B MHOTONPOGUIHMTE OOJHUIM, HE3aBUCHMO OT TOBa, Y€
MPOQUITHATE CIICHAINCTH €A CIIY>KUTEIN B CBIIOTO OOJHHYHO 3aBEACHHE, KBIETO € Pa3KPUT M EKCIICPTHUS
LHEeHTHp. 3a ¢uHaHCHpaHe oT M3 miM upe3 HaIMOHATHA TPOrpaMa MOXKE Ja ce OOCHKAa M JEHHOCTTa B
LIEHTPOBETE, CBbpP3aHa IMOJIBPKAHETO HA CJIIEKTPOHHA 0a3a JaHHU M PETHCTHP 3a MAIMEHTHTE C TAJIACeMUs H
JpYTH PENKHA aHEMHUH.

OnucaHue HA ONMUTA ¢ KOHKPETHH MAIMEHTH ChC CHOTBETHOTO PSIAKO 3a0oisiBaHe (aKo
HMa TAKbB)

[Nonacrosmem nanuentute ¢ TM ce AMarHOCTHIMpPAT, JIEKYBaT U IPOCIIESIBAT B ClICIMAIM3UPAHNTE OOIHUIN U
KITMHHKH 10 XEMAaTOJIOTHs/AeTcKa xeMaToorus u oukonorus B benrapus: CBAJIJJOX3 — Codus; HCBAJIX3 —
Codust; Kmuanka mo xemartomnorus U LIeHThp 3a KOMIDIEKCHO JieueHHe Ha TanaceMus u xemogwmus, MBAJI “Ca.
Mapuna” — Bapna; Knunuka no xemaronorus u OtneneHue no gercka xemaroyorus u oukonorus, MBAJI “Cs.
l'eopru” — Ilnoenus; Knunuka no xematonorust u Kinunuka no neguarpusi, MBAJI — [IneBen u Knunuka no
xematonorus u Knuauka o neauatpus, MBAJI — Crapa 3aropa. 3a BCHUKH NAllMEHTH € OCUTYPEHO ONTHMAIHO
TpaHC(y3HOHHO U XeJlaTHpamo JedeHue, koeto ce 3amiama oT H3O0K. Xematupamioro JiedyeHHEe u
MIPOCJIEASIBAHETO HA MAalMEeHTHTE ce OochhlecTBsBa cropex M3ucksanmsara Ha H3OK 3a mpoBexgane Ha
XeJlaTHpIla Tepamust Npu OeTa-TaJaceMus, HACJIEACTBEHA XEMOJUTHYHA AaHEeMHUs, KOHCTUTYILMOHAJIHA
arlacTUYHA aHeMMs, HacleACTBEHAa CHUIECpPOOIacTHA aHEeMHsS M KOHTEHHTAJIHA TU3EPUTPOIOCTHYHA aHEeMHS B
W3BBHOONHUYHATA TMOMOLI. BbBeleHM ca BCHYKM JUArHOCTUYHM METOJIM 3a OLEHKAa Ha JKeJe3eH ToBap,
PECIIeKTHBHO 3a OIEHKAa Ha XelaThpamiata Tepanus. J[MarHOCTUIMPaHeTO W JICYEHHETO Ha CHITbTCTBAILIUTE
YCIIO)KHEHHS C€ OCBILIECTBSABA OT MPOQUIMPAHHU CIEHHUAINCTH B TOPEIOCOUYEHUTE OOJHUYHM CTPYKTYpH. [Ipu
HEOOXOANMOCT OT OOJHHYHO JICUEHHE, MAMEHTHTE CE XOCHHTAIM3UpaT B 3aBUCUMOCT OT BHJa HA BOJCIIUTE
OIUTAKBAaHHUS B CIELHAJIM3UPAHUTE CTPYKTYpH Ha XEMATOJOTHYHHUTE WM MHOTOnpogwiHu OonHumM. KbM
BMCX uma chopmupana PabotHa rpymna mo tamacemusi, KosiTo 3aeqHo ¢ OpraHn3anusira Ha TaJaceMHIUTE B
bearapus MeHaxupa LAI0CTHATa MEJUKO-COLMANIHA IpUXka 3a nanueHTure ¢ TM B bearapus.
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