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HeonaraneH CKpHHHHI NpeTcTaByBa
TIOMyJAIHOHA IIPOrpaMa 3a OMIITECTBE-
Ha [PHXKA 32 3/PARjeTC HA CEKOEe HOBO-
poAeHYE, CO LET HAMAITYBakhe Ha MOp-
OummTeTOT M MOpTATHTETOT O OHMOXe-
MHCKM H TEHETCKH 3abomysama. Kanka
KPB Of] TIETHIIATa Ha HOBOPONEHOTO CE
semMa 48 uwaca mo paramero, Ha crre-
uujanHa ¢unrep xapruja (Whatman
903) u ce ucnpaka no JlaGoparopujara
34 HEOHATaJIeH CKPHHHHT 32 HATAMOLIHA
aHanusa. Bo PerryGimika Makenonwja ce
BOBEJIEHH TPH HEOHATAJIHH CKPUHHHT
TIPOTPaMH, buHAHCUpaHH on
MunncrepcteoTo 32 31paBcTso.
CKpMHHHTOT 32 KOHTE€HHTAJIEH XHIIOTH-
poum3am ce u3seaysa on 2002 roguua,
a ce OTKpHeHH |53 HOBOPOIEHH CO pu-
MapeH XHIIOTUPOHIM3aM, METab0NIHHOT
CKpHHHHT € BoBeleH Bo 2014 ronmuna
KaKO CENEKTHBEH, a C€ OTKPHEHH 8
HOBODOLIEHH CO BPOJEHH TPEIKH BO
MeTaboNnM3MOT, I0feKa CKPHHHMHIOT 3a
upctaHa (ubposa e BOBENEH BO Maj
2018 rogvua Kako NHIOT CTyIHja, a ce
OTKpHEHH 3 Jiena co mHcTH4Ha (Pubpo-
3a. MmreMeHTHpameTo Ha HEOHATAN-
HHTE CKPHHHI' POTPAaMH ja TOTBPAYBa
HenoOHTHATAa KOPUCT Off PAHOTO OTKPH-
Bah€ W HABPEMEHATa TEpanHja Ha BPO-
nenute bonectH, kako U OenedHTOT O
ICHETCKOTO COBETYBAmbE HA CEMEJCTBATA
CO 3aCerHaro Jere.

Knyunu 3060poBu: HeoHaTaneH CKpH-
HHIT, KOHNGHHTANIEH XHIIOTHPOMIH3aM,
meTabomHH OorecTH, ucTHYHA Gudpo3a

Bogen

HeonaramuuoT ckpHHHHT € eHa of
IPOrpamMHTe KOM HMaaT HajroJieM NpH-
ZIOHEC BO OAOOpYBameTo HAa JETCKOTO
3apaBje BoommTo. Herosara BpegHOCT
Ce CTopefyBa CO PEBOIYLMjaTa LITO Ce
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bpojHu cTymum nokaxyBaaT Jiexa paHoTO OTKPUBaHbE Ha PU3MKOT 3 GONIECTH 1 HUBHOTO
HaBpeMeHO AWjarHOCTULMPatbe UMa CUHO BIUjaHHUE HE Camo BP3 MOEAUHEYHUTE NaLMeHTH,
TYKy U BD3 3/|paBCTBEHUOT CUCTEM BO e/1Ha 3eMja BOOMLTO . (0 HEOHATANHNOT CKPUHUHT Ce
OTKPUBA PU3UKOT Kaj HOBOPOZEHUTE 3a G0NeCTY KO HE MOXAT KIMHUUKM f1a e AMjarHoCTH-
UMpaar AOBONHO PaHO, HAJUECTO 3apajiu KNMHUYKATA UMK KOja € aTeHyupaHa BeaHaLl no
paratbeto, a HeneKyBaHa (e NpojaByBa NOZOLIHA CO TELLIKK nocne,qwu,u

L s

CIIy4YH CO BOBEAYBAH-ETO Ha ACENCaTa
OpHMEHAaTa Ha AaHTHOHOTHIIMTE BO
MenHuMHaTa. bpojHy cTymuH nokaxysa-
aT Ieka paHOTO OTKPHBAIE HA PUSHKOT
32 0OJECTH W HHBHOTO HAaBPEMEHO
JHjaTHOCTHIHPAmE  MMa  CHIJIHO
BIMjaHHE HE CaMO BpP3 IOEAUHCYHHTE
TAIEHTH, TyKY H BpP3 3APaBCTBEHHOT
CHCTEM BO efHa 3eMja Boommro . Co
HEOHaTAJHHOT CKPHHHHT CE OTKpHBa
PH3HMKOT Kaj HOBOPOAEHHTE 3a GonecTH
KOH HE MOKAT KIMHHYKH /3 Ce JiHjar-
HOCTHIIMPAaT JOBONHO PaHO, HAj9ecTo
3apagM KIMHMYKATa CIMKA KOja € are-
HYyHpaHa BEJIHAIl N0 paramero, a Heje-
KyBaHa ce TIp0ojaByBa [oA0LHA CO TEIIKH
nocneani. Kora ke ce otkpue pusmk
CO CKPHHHHT C€ IIPHUCTAIyBa KOH JHjar-
HOCTHYKA II0CTanka. PaHoTO aujarHoc-
TUIHPAK:E, IPe KIMHUYKATa MaHupec-
Tauuja Ha Gonecra, e KIy4HO 32 HCXO-
20T of ekyBameto. Kaj nen ox 6omnec-
THTE KOH MOMIEKAT HAa CKPUHHHI CO
HaBPEMEHO JIEKYBalke Ce NpPEeBEeHHpPa
MEHTaIHaTa peTapaauja.

ToueronyTe Ha HEOHATATHHOT CKDPH-
HUHI ce noBp3aHH 3a Robert Guthrie,
K0j Bo 1960 rofiMHa pa3sBrI CKPHHMHT 33
(eHMIKETOHYpPH]a H CHCTeM 3a cobupa-
€ ¥ TPAHCIIOPT Ha IIPHMEPOLH O HCY-
IMICHH Karky KpB Ha QUITEpP XaprHja.
MIcTOpHCKM TefaHo, camo JIMMHUTHPaH
Opoj Ha GonecTH MoXene /1a ce OTKpHjaT
CO aHANM3a Ha CYBH KAITKH KPB TOPAJH
OrpaHHYEHHTE TEXHHIKH MOXHOCTH O,
EdmkacnocTa U kopucHOCTA HA HEOHaA-
TaJHHUTE CKPHHHHI TpPOTPAMH CE BO

3aBHCHOCT OJff MHTEpraLMjara Ha Clel-
HHUTE eEMEHTH: cobHpame Ha IpHMe-
POLMTE 33 aHANH3a, TECTHPALE BO LIEH-
TPAM3HpaHa JJabopaTopHja, ocTaByBa-
€ Ha JIMjarHo3a, HAaBPEMEH TPETMaH U
CIE/iel¢ HAa pAa3BOjOT HA 3aCETHATHTE
gera. OnpasgaHocTa Ha HEOHATAIHUTE
CKPHHHHT TIPOrpaMH Ce TEMENH Ha Tec-
THPamE Had KOPHCHOCTA, TEXHHUKHUTE
MOXCHOCTH, €KOHOMCKHTE TPH/I00HBKH,
O/l enHa CTpaHa, W TPHIOOHBKHMTE 32
JieTeKTdpanuTe OONHH felld, HHBHUTE
CeMEejCTBa M ONIITECTBOTO, OJ Jpyrara
crpana. KopucHocTa Ha nporpamure 3a
HeoHaraneH ckpuHHHT (cost-effective-
ness) e AedMHApaHa KaKo HKCKA [IEHA 32
NOCTHTHYBaEk:€ Ha YCIieX BO JIEKyBame-
TO, HO NPHMAPHO HEe Ce OJHECYBa HA
INTENCHE HA MATEPHjaJHH CPEACTBa,
TYKy Tpef cé ce OHecyBa Ha MaKCH-
ManHO mofo0pyBame Ha 3/PaBjeTo Co
pauxoHanHH GHHAHCHCKA HHBECTHILHH,
OcHoBHHUTE Npenopaky 3a enna Gonect
Ja bunie ondareHa co HEOHATANIHA CKPH-
HMHT nporpama ce: 6onecTa Ja € 0Boi-
HO Tellika (He ce CKpHHHpa 3a Onaru u
30paBCTBEHO HEOMTHH  COCTOj6H);
Oonecta na e HOBOIHO yecra (3a jia ce
HCILTaTyBa CKPHHHHIOT - Cost OeHeduT);
Ja TIOCTOH JIECEHO MOCTAIEH, eIHOCTa-
BEH M CHIYPEH TECT 3a OTKPHBAam:E Ha
PH3HKOT (CO JOBONHA CNEHU(OHIHOCT U
CEH3MTHBHOCT, 33 J]a HEMa MHOTY JIZKHO
MO3MTHBHH H JIAXKHO HETAaTHBHH Pe3yil-
TaTH); Ja MOCTOH JOKakaH epHKaceH
TPETMaH; Jia TOCTOH HCIUIATIIHBOCT
(CKpHHHHIOT 3a CHTE HOBODOIEHH 1a €
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MOEBTHH OTKOJKY TEpaneBTCKUTE H
pexabuauTaHoOHUTE TpPOUEIypH 3
HEHAaBPEMCHO OTKPHCHHTE HOBOpOZIE-
HH); 1a OCTOH OpPraHU3allMOHEH CHC-
TeM 3a cobHpame Ha KallKH Off eTHLATa
Ha HOBOPOICHWTE M HHMBHO HCIIPAKame
RO aKpeIMTHpaHa nabopaTopuja; ia uMa
edHKaceH CHCTEM 3a M3BECTYBame U
NOBHKYBAHE HA PH3HYHOTO HOBOPO/IEHO
3a Je(MHUTHBHA JHjaTHOCTHYKA IOC-
TalKa; Ja NOCTOM (PHHAHCHCKO MOKPH-
Bam-€ TPEKy JprkaBHa Iporpama ',

Mako oOBHE MpENMOpakH INMABHO CE
MOYMTYBAAT, HEKOU 07l HHB CE MEHyBaar
3aBHCHO Ol MO)KHOCTHTE Ha 3EMjara.
Taka, BO TIOPA3BUEHHTE 3EMjH CE CKPH-
HHpa | 33 MHOTY PeTKH O0JIECTH, 3a KOH
He TmocToH edexTHBHA Tepanwuja,
Ouaejky cc cMeTa IeKa PaHOTO OTKPHBA-
He H JICKYBamke, HAK0 HE JOBEIYBa [0
H3NEKyBamke, MOXe 12 ja yonaxu xim-
HMYKATa CIIHKA, 1a OBO3MOKH TEHETCKO
COBETYBamE 33 CEMEJCTBOTO WIH Ja
NOMOTHE BO IUIAHHpAEE CPENCTBA O
31PABCTBEHHOT CHCTEM 3a JIEKyBame
(petkute GONECTH CE YCCTO HACTEIHH H
MMaar notpeda o eKCKITY3MBHA M CKara
tepanuja) ®. Bpojor Ha GonecTu 3a Ko
Ce CKpHHHMPAaT HOBOPOJEHHTE BO CBE-
ot noctojano pacre. Cenak, Toj 6poj e
pa3nugeH BO PA3NMYHM 3EMjH, [OUHY-
BajKK Ol HUEIHA, HEKOJKY, Ma 10 Haj
50, 3aBHCHO Ofi HMBHATA 3aYECTEHOCT,
HO M of (PMHAHCHCKHTE MOKHOCTH Ha
apxasuTe .

Ipsure GonecTH ondareHH co CKpH-
HMHT BO CBETOT CE BPOACHHOT XHIIOTH-
pomausaM W (EHWIKETOHypHja, 33 CO
pa3sBojOT HA HOBATa TEXHOJOTHjA 1A ce
NpHAPYXKAT MHOTY APYTH BPOACHM H
nacnennn Oonecrn. Bo Pemybmuka
MaxkenoHnja TPBHTE AKTHBHOCTH 32
HAI[HOHAJIEH HEOHATAlleH CKPHHHHT
JATHPAAT yITe Ofl KpajoT Ha MHHATHOT
BEK, HO BHCTHHCKHMTE aKTHBHOCTH C€
nognary Bo anpwi 2002 rojuHa co
3aTOYHYBAMkE HA OHIOT CTyAHja 3a
THPOMJIEH CKPHHHHT, 3a HMCTHOT Ja
CTaHe HAWOHAIeH Kako Jel Of
,.JIpeBeHTHBHATA [IPOTpaMa 3a 3aIITHTa
Ha Majku 1 gema” Bo 2007 romuna. Kox
kpajot Ha 2013 roaMHa € MoIHAT HEOHA-
TaJleH CKpHHMHT 32 roBeke o1 40 Bpoze-
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Ta6ena 1. WHumpenua Ha KX Bo pasnuuny peruokn o Makenonwja, 80 nepuog 2002-2017

Pernonu Bo BEpoj Ha ckpuHMpaHK HosopoaeHu co HHuMaeHna Ha
Makenonnja HOBOPOIEHH IMpumapen KX IMpumapen KX
Heromen | 14961 | 3 | 14987 |
Ceseponcroven 17392 R 11449
[enaronuja 35208 26 1/1354
MMonor 34 161 22 1/1553
‘Crome 143 377 62 1/2313
Jyrosanazen _Jr 19561 6 | 1B0 |
Jyroncrowen | 17430 | 9 | 11937 |
Bapmap | 13819 13 11063 |
‘Bxynwo 295 009 153 i 1/1934

HH TPElIKH BO MeTaloTH3MOT, 8 BO Maj
2018 rogpHa ce BOBEAYBA CKPHHHHIOT
3a UCTHYHA (pudposa.

HeonaramHHOT CKPHHHHI CE H3BE/yBa
so JlaGoparopujara 3a HEOHATANeH CKPH-
HHHT [Ip¥ YHUBEP3HTETCKATa KIMHHKA 33
nercku bonectu Bo Ckorje, €AMHCTBEHA
[l BakoB BHJ{ BO Aipxasara .

MarepHjan u METOXH

PeTpocTieKTHBHA aHAIM3a Ha Pe3yiITa-
THTE OJi HEOHATANHHTE CKPHHMHI [PO-
rpamu Bo PemyGmika Makenonuja Bo
nepuonor ampun 2002 - cenTeMBpH
2018 roguna.

Pesyararu

CKpUHHHT 33 KOHICHHTaJIEH

XHUIIOTHPOHIH3aM

THPOWMIHHOT CKPUHMHT € ondareH BO
najronemuor 6poj 3emju on Espora
(ucknyuox ce Anbaruja, Kocoso, buX).
Bo Peny6nuka MakeqoHH]a MIJIOT OPO-
rpamara e no4sxara Bo anpui 2002 rogu-
Ha, 32 TOJOBHHA OJf HEOHATalHaTa

MOMyJAlHja BO APKaBara, Co CKPUHHpA-
Hh€ HA HOBOPOJGHUTE Off IOIOiEMHTE
nopomHMIITa, 3a Bo 2007 rofuHa a ce
ondary 1enara HEOHATATHA TOMYJAUH]a
Bo apxasara “. Ce ofpeaysa KOHLCH-
TpauMjara Ha THPEOCTHMYTHPAYKHOT
xopmoH (TCX) Bo CyBa Karka KpB 3eMe-
Ha O METHIaTa Ha HOBOPOACHOTO H
HAHECEHA Ha crielpjanHa Quirep xap-
tja (Whatman 903), 48 gaca rio para-
Bero, co  UMyHOQIyopHMETpPHCKa
metona (DELFIA). PesynrraroT ce 106u-
Ba CO OTYMTYBAILC HA HHTEH3UTETOT Ha
noGreHa (ryopecueHIyja, o MHKy0a-
1mja 18 gaca na temmeparypa on 4oC,
ma  ¢uyopumerap VICTOR D2.
Hurensureror Ha QuryopecLieHLM]jaTa €
TIPOMOPLMOHATICH CO KOHIEHTpALHjara
Ha TCX BO HCIMTYBAaHHOT HPHMEPOK,
uspaser Bo mlU/l. Pedepentra Bpea-
gocr 3a TCX Kaj HOBOPOACHHTE € TIO,
10 mIU/1. Jlokonky ce nobujar moBHCO-
KM BPEJHOCTH, CE 3€Ma BEHCKa KpB 07
HOBOPOJIEHOTO H CO OJpEAyBame Ha
xonnenrpanyjara Ha TCX Bo cepym ce
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nocTaByBa gujar{osara. HeoHaTamHHOT
THPOHMJICH CKPHHUHI CTaHyBa HalHO-
HAITHA TIOMYJAIMOHA TporpaMa 3aiol-
JKHTEJIHA 33 CeKOoe HOBOPOLEHO BO
npxasara off no4erokot Ha 2007 roguHa
(~23,000/rogumiHo), Kako m@end Ofn
,,] |PEBEHTHBHHTE POI'PAMH 3a 3aIUTHTA
Ha Majku H Jena” Ha MHHHCTEpPCTBOTO
3a  3apaBcTBO  Ha  PemyOnmka
Maxkenonmja. Bo mepuonor ox ampun
2002 po 2017 rojMHa BKYIHO CE€ CKPH-
HHpaHu 295. 909 HOBOpONEHH, CO MOK-
PHEHOCT Ha TopoaumHiIITara o 96,9%.
Otkpuenu ce BKymHO 153 HOBOpomeHH
CO TPUMApEeH XUIIOTHPOHAH3AM, CO
uHIAeHna ox 1/1976 u sxeHcka npen-
OMHHAIHja (OQHOC JKEHCKH - MALIKH
1,35:1). 3abenexena e perdoHanHa pas-
IMKA BO MHIMIEHIATA HA TIPHMAapeH
XHUIIOTHPOMIIH3aM, Taa € HajHHCKAa BO
Hcrounnor peruon (1/4987), a Hajeuco-
ka Bo Bapmapckuor perros (1/1063) on
Makenonuja (Tabena 1), ¢,

On cute AMjarHOCTALMPAHH HOBOPO-
nenw, 116 (75,8%) uMaar nepMaHeHTeH
xunorapouausam u 37 (24,2%) umaar
TpaH3HTOpeH xunoTuporausaM (Tabena
2),9.

He mocTou pasnyka BO MHIHZEHIATA
Ha KX mnomery Makenonnure #u
Aunbanire, HO 3aToa Kaj pOMCKATa
TMOMYJIAIA]a WHIWJEHLIATA € CTATUCTHY-
KH CHTHHOUKAaHTHO  moBHCOKa®".
ITokpaj BeKe CHOMEHATHTE NPHI00HBKH
3a 37paBjeT0 Ha Jenara, THPOMJHHOT
HEOHATAJleH CKPHHHHT € €JIeH Ol napa-
METPHTE 32 NPOLEHA H CeACHE Ha joI-
Hara Cy(UIHEHTHOCT BO JpkaBaTa ¥,

MeTtaboJien CKPHHHHT

Tonem Opoj GonectH rH UCTIONHYBAaT
YCIOBHTE 32 CKPHHMHT H C€ BKIY4EHH
BO CKPMHHHI' IIPOTPaMHTE Ha PasIHYHU
semju @ @enmnkeronypujara (PKU) co
HHIpeHna o oxory 1/10,000 Horopo-
ZIEHM Ce TIOCTABH KaKO NPHMEp Ha Cle-
Hara 32 neHHHpake Ha KPHTEPHYMHTE
3a BKIyYyBamhe Ha enHa OonecT BO
ckpuHHHT mporpama. HenexyBana Bo
npBuTe Mecel 1o paramero PKU Boan
KOH Ju1a00ka MEHTaTHa peTapialuja ¥
noTpeba off cxana JOIropoYHa HHCTHTY-
nuoHanu3anuja. JJokonky ce nerektupa
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Tabena 2. Horopopenu co getextupan KX o nepuog 2002-2017

Hosoponenu co KX

Hunmpenna na KX

(2002 — 2017)
_HpHMa]JEH KX 153 1/1934
IlepmanenTen KX 116 . 1/2550
Tpansuropen KX 37 1/7997

BO HEOHATAIHMOT IIEPHOA M paHO ce
noyHe cnenuguyHa ucxpasa (6e3 dexu-
JanaHKH), KTMHUIKHOT HCXOJ € 3HadH-
TEHO 1o00peH U AeHec MHOTY HHIU-
suayu co PKU Bopar nopmanen mpo-
IYKTHBEH HBOT. Tectipamero 3a PKU
6a3upaHo Bp3 MEpEmhET0 HA HHBOTO Ha
(EeHHITANAHMHOT BO CYBa JlaMKa KpB €
€BTHHO M JIOBOJIHO CEH3HTHBHO KaKO
CKPHHHHI' A7IATKA, a NOCNIEIORHA aHAIH-
3a 3a MOTBPJA Ha JHjarHo3aTa Off BEHCKa
kpe (second tier test) meHec e gocTanHa
BO MHOTy ceprubmuimpann naboparo-
pun. Bo HexoM 3eMjH CKPUHHMHIOT
onaka GPOjHM BPOJEHH HApyLIyBaba
Ha MeTabomamor .

Bo Pemybmixa Maxenonuja HeoHa-
TAJTHKOT CKPUHUHI' 33 BPOACHH IPEIIKH
BO MeTabOoNH3MOT CE BOBELYBa KOH
Kpajor Ha 2013 roauHa Kako CeNeKTH-
BEH CKPUHHHT H € Jel of
,,] [peBEHTHBHHTE TIPOTPaMH 3a 3aIITHTa
Ha Majku ¥ Jena” Ha MHHHCTEPCTBOTO
3a 30paBCTBO. PaHO10 OTKpHMBAak€ Ha
BPOIEHUTE TIPEUIKH BO MeTaboIH3IMOT
Ha aMHHOKHCENHHUTE, OPraHCKUTE H
MacHHTE KHCEIHHH H HaBpeMeHara
TeparHja MOXE J1a JI0Be/Ie A0 elNHMHHa-
LMja WIH peayKIHja Ha MOPTATHTETOT H
MOpOHIUTETOT.

Bo Hamara apxkasa MeraGONHHOT
CKpHHHHT omdaka aHamu3a Ha JBe
IpyMH aHaTHTH, 12 aMHHOKHCENHMHH H
13 anmnKapHUTHHH, BO NPHMEPOK Of1
HCYyIIEeHa Kallka KpB Ha Quirep xapruja
CO KOPHCTEH:€ Ha TaH/IeM MaceHa CIIeKT-
pomerpuja (Waters, Liquid chromatog-
raphy - tandem mass spectrometry, LC-
MS/MS).

BogejyBameTo Ha MaceHaTa CEKTpO-
METpPHja BO HEOHATATHWTE CKPHHHHT
MPOrpamMH BO MHOTY 3€MjH TO 3roJIeMH
KalallUTEeTOT 33 TECTHPAILE Ha BPOICHH-
Te rpeukd Bo Metabomismor. Co koM-
bunamja Ha JOOHEHUTE peE3yNTATH
MOKEH e CKpHHMHT 3a moBeke of 40
BPOIGHH TIpeliKd Ha MeTabomM3MOT
HCTOBPEMEHO, BO CaMO €/lHA KaIlKa KpB,
BO CaMO €I€H AHAIMTHYKH HEKOp, CO
IIeHa HAa YMHEHE Kako 3a ¢nHa Oonect.
Bo nepuonor on 2014 o 2017 romuHa
CKpHHHpaHH ce BKynHo 16. 075 HoBoO-
poneHH ofi 7 NOPOIMIIHINITA BO Ap)KaBa-
ta (CBTA ,Majka Tepesza”- Crkomje,
nopommMinTara Bo burona, Ilpunen,
[tun, Oxpun, Kapagapun u
I'eBrenmja). OTpkueHH ce BKymHO 8
HOBOPOJEHH CO BpOIEHA TIpeIlka BO
MeTaboMu3MOT H Toa 4 HOBOPOACHHU CO
HapyIIyBame BO MeTabomM3MOT Ha Mac-
HUTE KUCEIMHH CO CPeIHH CHHIHMPH
(MCAD - medium-chain acyl-CoA
dehydrogenase deficiency), 2 HOBOpO-
nenu co denunkeronypuja PKU), eqno
co xunepmeronnHemuja (MET) u eano
co tuposuremuja i 1 (TYR I). Cure
Ce MOTBPIEHH CO [HjarHOCTHYKH TECT
(second tier test). 3anmounara e Tepanuja
¥ BOBEJICH € PEeJOBEH MOHUTOPHHI Ha
HCTHTE.

Heonaranen CKpHHMHT

3a pucTH4HA Guoéposa

HeoHatanmHHOT CKpPMHMHI, paHara
IHjarHO3a U JICKYBalbe Ha LMCTHYHATA
¢ubposa xako xpoHHuHa OomecT ce
BAXKHH 33 JIOJTOTPajHOTO [TPEXKHBYBAE
H 100ap kBanuTeT Ha KuMBOTOT. OBa €

TMACKNO HA NEKAPCKATA KOMOPA HA MAKELJOHWIA




NOKaXaHO BO OpOjHM CTYIMH, a 3a4cCTe-
gocta on 1/2500 HoBOpOZIEHM TO NpaBU
OBOj CKPHHHMHL €/ICH OIl Haj3acTaNeHHTe
19 TIoArOTOBKHTE 32 OBOj CKPHHHHT BO
Penybnuka MakenoHHja ce IMO4HATH
npu kpajot Ha 2017 roguna. BosezeH e
B0 Maj 2018 rojuHa Kako MHIOT CTYIHja
3a 12. 000 HoBopozieHH (MOIOBHHA O
HeoHaTaJ HaTa MOMyJIalHja BO JpiKaBa-
ta). Ce onpejlyBa KOHIEHTpalHMjaTa Ha
MMYHOpeakTHBeH TpHrcuHoren (UPT)
BO CyBa Kallka KB 3€MeHa Ofl IIETHLIATa
Ha HOBOpOIEeHOTO 48 4aca Mo paramero,
CO KOPHCTEHh¢ HAa MMyHO(IIYOPHMETPH-
cka DELFIA meroma. 3a mepuoa of
YeTHPH Mecela BKYIIHO ce CKPHHHPaHH
4.921 roBopozeHo oA 16 moponHIHIITa
BO JpKaBara, ON(areHH CO MUIIOT CTy-
nujara. OTPKHEHH ce 3 HOBOPOJEHH €O
LHcTUgHa GHOpo3a, KOH Ce AHjarHOCTH-

IHPaHH CO MOTEH TECT U MOTBPICHH CO
monekynapsa aHamu3a Ha CFTR (cystic
fibrosis transmembrane conductance
regulator) TeHOT.

CHCTEeMOT 3a KOHTpOJIa HA KBAJIMTET €
e/lHa OJl €CEHIMjATHATE KOMIIOHEHTH 33
MOHHTOPHpPae Ha YCNCMIHOCTA HA
cekoja CKPHUHHHT MporpaMa.
KonTtponata Ha KBAIMTETOT BKITYdyBa
[ApPTHIMIALN]2 HA CKPHHHHT 1aboparto-
PUMTE BO HALHOHATHUTE M €BPOIICKUTE
IporpaMu 3a koHTpota. HeoHatannuoT
CKPHHHHT 33 KOHI€HHTAJleH XHIIOTH-
POHIM3aM M HEOHATATHHOT CKPHHHHT 32
nuctuuna (Gubposa Bo Pemybnuka
MakeioHH]a TIOIJIEKAT HA Ha/IBOPEIlHa
KOHTPOJIA HA KBAIHTET KOja CE H3BE/yBa
KBapTAIHO, 4 C& CCPTH(HUIMPA FOIMIIHO
on ctpana Ha ,Referenzinstitut fiir
Bionalytik”, Bonn, Germany

Kanku kps co nH(popmamu
32 HOBOPOAEHOTO

(www.dgkl-frb.de), momexka HeoHaran-
HUOT CKPHHHMHI" 32 MeTabomHu Gonecty
BKJIy4yBa KOHTPONA Ha KBAIWTET JBalla-
7 tomummo of CDC (Centers for
Disease Control and Prevention),
Atlanta, USA (www.cdc.gov).

HMuckycuja

HmnneMeHTHPamkETO H NPOUIMPYBa-
HET0 Ha HEOHATATHMTE CKPHHMI TpO-
TpaMH BO MHOTY 3€MjH BKJIy4yBajKu ja H
Peny6iuka MakeoHHja, BO NOCAEIHH-
Te TpH AELEHHH ja NOTBP/IYBa HETIOOUT-
HaTa KOPHUCT OI PAHOTO OTKPHBAME Ha
BPOJIEHH M HACJCIHU GONECTH, HUBHATA
HABpEMCHa TepaiHja H eHETCKO COBe-
TyBalh¢ Ha CEMEJCTBATA CO 3aCETHATO
Jere. 3eMjUTe BO KOM CE UMILIEMEHTH-
paH¥ HEOHATAIHWTE CKPHHUHI NpOrpa-
MH 34 OJpEAeHH DONECTH MMAAT eTHIKA

10 MuHHCTEPCTBO 3a 3APABCTBO

W3pemran 3a CKPHHHHIOT

i~

OunaHcUpabe

JlaGoparopuja 3a CKpHHHEHT
Ananmusza

P N

Hudopmauuja 3a ceMejcTBO
aKO € PEe3yNITATOT HaJi PEEPEHTHHTE

Mndopmawja 3a cybcnenmjamict

~y aT

Knuanka -
Touna aujarnosa
Tepannja
I'eneTcko cOBETYBaBmE

Cimka |. Oprannsauuja Ha HEOHATATHHOT CKPHHKHT BO Penybmuika MakenoHHja
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TR L

Tema Ha bpojoiti

u (HHAHCHCKA OLrOBOPHOCT Jia 00e30e-
JaT 3a Jenara co JeTeKkTHpana Gomect
MaKCHMAJTHA KOPHCT Ofl PaHOTO OTKpH-
pame W Tepanujara. CTeneHoT Ha YHH-
dopMHOCTa HA CKPHHHHT NPOrpaMHTe
Bo Epona He ja ollecHyBa CaMo paHara
JeTeKIHja ¥ TPETMAHOT Ha TIOCAMHHTE
NAIMEHTH, TYKY OBO3MOXYBa AHAIH3H-
pame W HATAMOIIHO TPOyYyBame Ha
EKOHOMCKHTE, SITIESMHOJIOMIKHTE, HO H
GasugHMTE acmekTH Ha OonecTHTe
OTKPHEHH CO CKPHHMHT * 1% 1129,

Pa3BojoT Ha TAHJEM MaceHa CIeKTpo-
merprja Bo parnTe 1990-TH OBO3MOXH
roJieMa EKCIIaH3Hja Ha CKPUHHHI [POTIE-
JypuTe 33 BPONCHHTE METa0ONHIKH
GonectH Kaj HoBopoeruTe. [orem 6poj
o1 oBHEe GONTECTH C& CKPHHHPAAT HCTOB-
PEMEHO BO CaMO €fIeH HPUMEPOK Of
HCyIICHA KATKA KPB HaHeceHa Ha (ui-
TEp XapTHja, BO CAMO eJIeH aHAIMTHIKH
npouec. TaHneM MaceHaTa CTEKTpOME-
TpHja OBO3MOXKYBa J(HjarHo3a Ha HeKoJI-
Ky BPOEHH TPEUIKH BO MeTabomu3mMoT
HA AMMHOKHMCEIMHHTE H HapynIyBama
Ha LHKIyCOT Ha ypea, BKIydyBajKu
(heHHIIKETOHYPH]a, MOTONEMHOT JIEN 0Nt
HapyllyBamaTa Ha OKCHIauujara Ha
MACHHTE KHCEIMHH BO MHTOXOHIpPHHTE
1 GpOjHH OPraHCKH AIHJICMHH BO HCTO
BpeMe. BpozicHuTe IPELIK Ha metabo-
JIM3MOT ce perkn OonecTu, HO JOCTHI-
HyBAaT KyMmynaTHBHA HHIM/ICHIA O7
okory 1/1600 mo 1/2000 noBoposieHH |
33104 Ce BHECEHH BO MHOTY CKPHHHHT
nporpamu ***'*'7. OBaa METO/A € PEBO-
JyLMja BO HEOHATAIHWTE CKPUHMHIT
TIpOrpaMH, HyITH 3rOJeMEHa CEH3WTHB-
HOCT M CHEIU(HIHOCT U € CyNepHopHa
BO OHOC HA HMYHOECEHTE HITH KOHBCH-
mronamsara HPLC u GC-MS xou ce
KOpHCTea MPETXOAHO M Ce yWTe ce
KOPHCTAT BO TIOTONIEMHOT fiel O Gai-
xaHckuTe 3eMju &',

MaxkeoHHja TO TOYHA CHCTEMOT Ha
HEOHATANCH CKPHHHHT CHCTEMATCKH
noanysajkia on 2002 roauHa, BOBEMY-
Bajku IMIOT CTyAMja Mpen cexoja
noeMHEeYHA CKPHHHHT IIpOrpama, 3a Jia
Ce OTKPH]aT CHTE PH3MITH Ko On MoXke-
Jie BO HANIATa CPEIMHA 1a IO KOMIIPOMH-
THpaaT MAacOBHOTO CKPHHHpame H
ON(ATOT HA HEOHATATHATA MOTIYIIAL]A.
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Ospe IporpaMH HE CaMo IITO OBO3-
MOXMja paHO JHjarHOCTHIMPAILE HA
JIE1aTa YKj PH3HK ¢ OTKPHEH CO CKPH-
HUHT, HO H paHa Tepanuja. [IpuMepor co
XUIIOTHPOMMIU3MOT € HajeKIaTaHTeH
Gujiejku ce OJHECYBa HA CTOTHIIM J€la
KOM CE CO HOpMalieH HHTEIEKTYaseH
KATIALMTET, PEIOBHO TIOCETYBaaT y4H-
JIMINTE, 3 HEHABPEMEHO JIMjarHOCTHIH-
pann Gu Omne 3acerHatd Ofl TEXKOK
XMTOTHpOMAHM3aM (kpeTeHusam). 3a
ApyruTe [BE CKPHHHHI NpOTpaMH Ce
yIlITe TPaaT HaIOpHTE 3a LENOCHO TOK-
pHBarbe Ha MOMyNAlKjaTa, 3a 1a MOXKaT
71a ce eBalynpaar OcHCQHUTHTE HAKO CE
THe MHTEpPHALMOBAIHO JoKaxan| &' 1>
16,17)

Hamara 3eMja MMa KOMIIapaTHBHA
TIPEIHOCT 33 Jo0ap HeOHATaleH CKPH-
HUHT 3apaji¥ CJIeJHOBO:

1 Marepujasior O NOPOMHIHIITATA
BO HajroleM Jen Ce TPaHCIOpTHpa COo
kypup mo Jlaboparopujara, a camo
JeMyMHO CE€ HcHpaka 10 MOIITa, I
PH3HMKOT 3a TyOeme Ha MPUMEPOLIKTE €
moman Bo cropeafa co 3emjuTe Kaje
1IITO HCKJIYIHBO C€ KOPHCTH MCTIpakame
no nomra 'Y, 2. KoHTaKToT €O NOpOIH-
JMINTATA € CEKOjTHEBEH, Ma MOBUKYBa-
HETO Ha HOBOPOAEHHTE €O NOBHCOKH
BPEAHOCTH Ha CKPHUHHMHT 3apajii [10CTa-
ByBam¢ Ha NeQMHHTHBHA JMjarHo3a e
MCTHOT JIEH, LIITO OBO3MOXYBA MOTHYBa-
e Ha Tepanujara BEJHAII IO NpBara
Hejena ofi pafamero.3. CKpHHUHTOT ce
O/IBHEA BO JafoparopHja IITO € BO COC-
TaB Ha TepUMjapHa NeMjaTpHCKa ycTa-
HOBA Kajie IITO Ce JOKAIM3MPaHH CHTE
CYNCTCLHjAIMCTH KOM Y4ECTBYBAaT BO
npudakame, AMjarHOCTHIMpAmE H
JNIeKyBam€ Ha JIeNaTa co pU3HIHM HA0H
(HeoHaTono3H, METab0M03H, CHIOKPH-
HOJIO3H, HEBPONO3HW, MYIMOJIO3H) ,Na
yNaTyBameTo Ha Jeuara cO 3roNeMeH
PH3MK ¢ TUpeKTHO i Op30 Ges morpeba
OJ1 CTIEIHjAHA IIPOLE/TYPa BO Koja Om ce
ry6eno Bpeme.

Jloceramsoro MCKYCTBO BO
Perry6mnuka MakesoH#ja, Kako M KOHTH-
HyHpaHaTa akpe/Taiuja ce JOBOJIHA 32
CYKIIECHBHO ¥ CHCTEMATHIHO BOBETYBa-
me HA HOBH CKPHHMHI TIPOTpaMH.
PenosHMTE M3BemTan Jio Cekropor 3a

TIPEBEHTHBHUTE TPOIPaMH 33 3aLITHTA
HA MajKH M JIENa M YCIEIIHO OTKPHEHH-
Te nauweHTH 6e3 mporrycTH obe30exyBa
[OAIPIIKA 32 KOHTHHYHDAHO (PHHAHCH-
pame H MPOIIHPYBake Ha MPOrpamMHTe.
Cenaxk, 6pojor Ha 60NECTH 32 KOH 110C-
TOjaT CKPHBMHT TPOrpaMH € MHOTY
ckpoMeH. JIpyrH reHeTCKH 00NIeCTH KO
Ce CKPMHHpaaT BO MHOIY pa3BHEHH
[PXKABH TH BKTydyBaar M KOHICHHTal-
HaTa aJpeHaHa XHIepIUIasHja mocie/-
una o gedmiur Ha 21-XUAPOKCHIA3A
(vemupenna ox 1/10,000 mo 1/18,000),
ramaKro3eMujara  (MHUMJCHLA O
1/44,000 no 1/ 80,000), nedumuror Ha
Guornnmpaza (muumpenta, 1/60,000).
Cpnecrara  aHemuja  (MIMACHUA
1/40,000) xako eIHa XeMOIIOOHHOMA-
THja € HMCTO Taka BKIy4eHa BO MHOTY
CKDHHHI TIPOTpaMH LIHPYM CBETOT.
Cenak, raBHATA TIPENOPaKa 3a 3eMJUTE
CO CpefHH (PMHAHCUCKH MOXHOCTH €
BOBEIYBarb¢ Ha CKPUHWHI NpPOrpamH
criopes  JIOKanHaTa naronoruja.”.
3apagy (pMHAHCHCKHTE OIPaHHTYBama,
mpefl  3APABCTBEHHOT CHCTEM Ha
Peny6mika Maxegonnja CTojar ymiTe
BAKHW 33J]a4H M TOA: 3TONEMYBamke Ha
onaror co MeTabOMHKOT CKPHHHMHT H
CKPMHHMHTOT 32 IcTHuHa (rOposa Ha
cHTE HOBODOICHH BO 3€MjaTa, Kako H
BOBEIyBamkC Ha CKPHHHHI 33 JYIH
GonecTy 3a kKoM rojieM 6poj 3eMjH CHCTe-
Marckd ckpuHMpaar. Tyka € mpHMepoT
CO KOHTCHMTAIHATA AJIpeHaIHa XHIep-
wiasmja 3a koja Makemonuja ce yuure
HEMa CKPHHHHT HaKO € €/1Ha O]] PETKUTE
3eMju Ha BaikaHOT KOja MMa pE/IOBHA
reHeTcka [IMjarHoCTHKA 3a Jeliara co
opaa Gonect "™, HeoHaTaIHHOT CKPH-
HUHT 3a HCKITYHMTETHO peTkuTe Gonec-
TH He MOXe na Ouie MpHOPUTET BO
PenyOnuka Makesionuja BO JONIEAHO
BpeMe 3apaji HHCKaTa HHIMICHIA,
Gumejku TEIIKO MOXe Ja Ce Onpasid
AHTAKUPAEE Ha MEPCOHANL, PEarcHCH H
MaTepHjaTHU CPEJICTBA 33 CKPHHUPAELC.

HajHoBHTE TPEHIOBH BO CKPHHIHIOT
OfaT yIITE TOHAaTaMy Mpejiarajkd ru
HAjHOBHTE MOJICKYJIADHU TEXHOIOTHH
CO KOM MOXaT Jia Ce OTKpHBaaT boJecTH-
T¢ HA TEHCKO HMBO JCTCKTHPAJKH I'H
MyTalM¥Te INTO €THO HOBOPOJEHO TH

FNACUINO HA NEKAPCKATA KOMOPA HA MAKELOHIWIA




Hocu ", HO MacoBHaTa TpHMeHa Ha
0Baa TEXHOJIOTHja CHTYPHO Ke 0 Mo4eKa
pa3spelyBabeTO Ha CTHYKHUTE TPalliaibha
07l KOM HajBaYKHOTO € LITO CO OTKpHBA-
e Ha MyTALHH 33 KOH HE CE 3HAE HCXO-
JIOT, OTKPHBAME Ha NONUMOPQH3MHE CO
HETO3HATO 3HAYEHE, Kako U ONTOBapy-
BamE Ha CEMCJCTBOTO CO co3HaHH]a Oes
JeMHHTABHA MEHMIMHCKA pa3pelrHy-
]-[a :le.

Mupjana Kouosa',
BuoJiera AHacTacoBcKa'

‘JlaboparopHja 32 HeoHATAIEH CKPHHHHI,
Onpen 3a EMNOKPHHIIONHja M N'eHeTHKA,
‘YuuBep3uTeTcKa KIMHHKA

32 JAeTCKH DOUIECTH,

Memmmucrn $axyaret, Cronje
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