UcTpaxxyBauky LleHTap 3a reHEeTCKO MHXXEHEPCTBO U 6uorexHonoruja
“lreopru A1. EppemoB” MAHY, Ckonje

OCHOBHM CO3HaHMja 3a cocTojbaTa

CBeTckaTa 34paBCBeHa OpraHu3auumja npoueHyBa Aeka
okony 2,9% oA HaceneHMeTo BO CBETOT Ce HOCUTEeNU Ha
reHcku aedekTy Kou AoBeayBaaT A0 Hac/ieaHu aHeEMUK.

HacnegHuTte aHeEMWM ce reHETCKM YCIOBEHM COCTOjOM Kou
pesynTupaaT coO HEAOBO/IHA CMHTE3a Ha XEMOrnobuH unu
Mak CcuMHTe3a Ha abHopManeH XeMornobuH BO
epuTpoLMTUTE. XeMOrnobuHOT e WM3rpageH oA fAsa da
(anda) n aea B (6eta) rNO6UHCKM NaHUM Na BO 3aBUCHOCT
o[l Toa KOV reHn ce acbekTUpaHu ce pasfvKyBaaT:

% Anda TanacemMmja - HaManeHa WM OTCyTHa
npoayKumja Ha a rMoBUHCKM NaHLUu.

< bera TanaceMuja - HaManeHa WM OTCyTHa
npoaykuuja Ha B rnobuHCKN naHum.

NeHeTnka / HauMH Ha HacneayBawe

% [eHuTe KOM KOAMpaaT CMHTE3a Ha G rNo6GuHM ce
HaoraaT Ha XpoMO30M 16 M Toa Mo ABE KOMUM Ha CEKOj
XpoMo3oM (BkynHo ce 4). Bo 3aBucHocT oa 6pojoT Ha
AedeKTHM reHn nma 5 MoXHM CocTojom:

- TMBOK HOCMUTEN - CaMo efieH AeteKTeH a reH

- anda Hyna (a®) Tanacemuja - ABa AeEKTHU A FeHu
Ha UCT XpOMO30M

- anda nnyc (a*) Tanacemunja - aBa AedEKTHM A reHn
Ha pa3IMYHUTE XPOMO30MU

- Hb H 6onect - camo egeH (yHKUMOHanNeH a reH
(wHTepmeamepHa cdopMa Ha a Tanacemuja)

- Hb Barts hydrops fetalis - HUTy egeH oa a reHuTte He
e (pyHKuMoHaneH (coctojba nHkonaTMbmIHa co XXUBOT)

MoxHocT 3a fgobuBarbe Ha aete co Hb H 6onect mma
[IOKOJIKY €IHMOT poauTen e co anda Hyna Tanacemuija, a
[pPYrvoT co anda nayc TanacemMuja unmM TMBOK HOCUTES.

% [eHuTe KOM KOAMpaaT CuHTE3a Ha B rnobuHu ce
HaoraaT Ha XpoMo30M 11 1 Toa Mo eAHa Komuja Ha CeKoj
XpOMO30M. Bo 3aBuUCHOCT oa 6pojoT Ha AedeKkTHU reHu
“Ma 2 MOXHMU COCTOjbu:

- bera TanaceMunja MMHOP - eaeH aedeKTeH reH

- bera Tanacemmja majop (Cooley anaemia) — aBa
neeKTHN reHn

Mo>XHOCT 3a fobuBame Ha AeTe co B Tanacemuja Majop
“Ma caMo AOKOJIKY M MajkaTa M TaTKOTO Ce HocuTenn Ha B
Tanacemuja.

CuMmnTOMM

naBHMOT CMMNTOM Mpu Tanacemuja Majop € Tewka
aHeMuja co noTpeba 3a TpaHcdy3nja Ha KpB BO TEKOT Ha
LIeNNOT XKMUBOT.

Hocutenute nak (Tanacemuja MUHOP) MOXe Aa uMMaaT
6nara aHemuja, HO 0buyHO ce BO Aobpa 3apaBCcTBEHA
coctojba.

KnuHuukn ce v3gBojyBa M TasaceMuja mHTepMmeauja
KOja ce jaByBa KakO pe3ynTaT Ha MWHTepakuuja Ha
MOMeKynapHN aedekTn Ha pPasfiMyHn FMOBUHCKN reHu.

BponeHn anemun Bo MakenoHuja

Bo coctaB Ha MUIMB dyHkumoHnpa v HaumoHanHaTta
pedepeHTHa nabopartopuja 3a xemorsiobuHonaTum,
ocHoBaHa BO 1970 roguHa Kage BO TEKOT Ha U3MUHATUTE
40 roanHu ce UcnuTyBaHu noeeke of 30.000 nHAMBMAYM oA
HallaTa gpXkasa.

AHanu3uTe nokaxane Aeka npoceyHaTa 3acTaneHocT Ha
beTta-Tanacemmja BO MakegoHuja e 2,6%, Ha anda-
Tanacemuja e 1,5%, Ha penta-6eta-Tanacemuja e 0,2%,
Joaeka 3actaneHocta Ha LUBajuapckvMoT TMn Ha HacnegHa
Nep3nCTEHTHOCT Ha ¢eTaneH xemornobuH (HPFH) e 0,3%.

MonekynapHaTa KapakTepu3auuja nokaxana Jeka BO
HallaTa 3eMja Haj3acTamneHn MyTaumu Kou AoBeayBaaTt o B
Tanacemuja ce: €.93-21G>A (IVS-I-110 G>A);
€.92+1G>A (IVS-I-1 G>A); c.92+6T>C (IVS-I-6 T>C);
c.118C>T (Cd 39 C>T) kako 1 abHOPManHNOT XeMOr106uH
Hb Lepore-Boston-Washington (g.63632_71046del).

3aa Ta)‘laCEMMja HajHECTO Ce OAroBopHU aeneuuuTe: -Cl3'7;
g.15164_37864del22701 (-a295); g.24664_41064del16401
(_umed)_

Koj 6 Tpebano ga ce tecrupa?

< MHaMBMayn co MUKpouMTHA aHeMuja Koja He aaBsa
0AroBOp No Tepanwuja co xene3o (HamManeHn BpeaHOCTU 3a
MCV 1 MCH, a HopMasnHO H1BO Ha CEPYMCKO XXeneso).

% WHamBupgyn co cdamununjapHa uctopuja U UHANBUAYM
KOV MMaaT 61n30K poaHUHA KOj e HocuTen
« [peHaTanHa AujarHocTvka ce nperopayysBa AOKOMNKY

ABajuaTa pOAUTENIM CE BEeKe [JOKaXaHW HOCUTENW Ha
fedekTeH rnobuHCKM reH.

MaTtepujan noTpebeH 3a aHanusa:
MNpuMepok nonHa KpB BO CTEpPWIHA enpyBeTa Co
aHTuKoarynaHc EDTA.




- )

ﬂMjarHOCTMI.WIpaI'be Ha HacnegHuTe aHeMUun

Bo MUIMB ce cnpoBeayBaaT NoBeKe NPOTEMHCKM 1 MOMEKY/IapHM aHanM3u 3a AWjarHOCTMLMParbe Ha HacnefHUTe aHEMUK:

< [lpoTenHCKu aHanNu3m:

- HPLC aHanusa — KBanuTaTMBHO U KaBHTUTATMBHO OApefyBarbe Ha HOpMasiHM 1 abHOpManHu XeMornobmHu
- DE-52 KonoHcka xpomaTtorpacdwuja — oapeaysarbe Ha BpeaHocTa Ha HbA,

- AnkanHa geHatypauuja — ogpeaysarbe Ha BpegHocTa Ha HbF

- Ckpob6eH ren — getekumja Ha HOpMasiHM M abHopManHM XeMornobuHm

- OCMOTCKa pe3ucTeHuMja Ha epuTpoLnTH

- TecToBM 3a yTBpAYBake€ Ha CTAaBMIHOCT HA XeMOor1I06MHn

% MonexkynapHu aHanusu:

- SNaPshot aHanusa - 6p3 CKpMHMHI Ha OCyM MyTauum BO reHOT 3a B rnobuH kou goBeayBaaT Ao B Tanacemuja u ce
HajuecTM BO HawaTa 3eMja (€.93-21G>A, c.92+1G>A, c.92+6T>C, c.316-106C>G, c.118C>T, c.17_18delCT, c.19G>A,
c.25_26delAA).

- CneuucdmueH PCR MeToR 3a AeTekUuMja Ha HajuecTuTe Aeneuunn Bo reHuTe 3a a rnobuH (-a37; g.15164_37864del22701;
g.24664_41064del16401) kon goBesyBaaT A0 4 Tanacemuja.

- Cneundumnuen PCR meTop 3a getekumja Ha Hb Lepore.

- MLPA ananusa (Multiplex Ligation-dependent probe amplificaton)- getekuuja Ha ronemu geneumu um Aynavkauum Bo d u
B renure.

- CeKBEHLMOHMpatbe Ha d U B reHUuTe - [AeTeKuMja Ha peTKMU MyTaumu OATOBOPHM 3a a U B Tanacemuja.
- CeKBEHLMOHUPAHE Ha ApYr1 rMo6UHCKM FeHM M aHanv3mn 3a eKCrpecuja Ha UCTUTe ce u3BeayBa no notpeda.

AHanu3u 3a neTeKqua Ha HadJieAHUn aHEMWU KOU Ce cripoBeayBaaTt BO LleHa

nurmnb (MKR)
OgapeanyBarbe Ha BpOAEHW aHEMUM Ha MPOTEMHCKO HMBO 7.150

OapeayBarbe Ha 8 HajuecT MPOMEHM BO MEHOT 3a CMHTE3a Ha 6eTa rmobuHCKMTE NnaHum Kaj naumMeHTn co 5.000

Tanacemmn n abHopmanuu xemornobunu, (co SNaPshot metona)

[Jetekunja Ha aeneumn/gynnvkaumm Bo a/P rnobuHckute reHn co Multiplex Ligation-dependent probe 2200

amplificaton (MLPA)
OnpenyBarbe Ha MonekynapeH AedeKT BO reHOT 3a CMHTe3a Ha 6eTa rnobuHCKWUTE naHuu co MeToa Ha

CekBeHLMOHNpame 730
OppenyBarbe Ha MornekynapeH AedekT BO FeHOT 3a CMHTE3a Ha anda rnobuHCKMTE NaHuM Co METoZ Ha 2.500
CEKBEHLIMOHMPaH-e

MpeHaTanHa AnjarHocTMKa Ha MOHOreHcka 60n1ecT Co No3HaT reHCKu aedekT 10.550
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