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Down cuHapom - pecpakTUBeH pa3Boj

AHTOHena Jbyouk ', Bnagummp TpajkoBCKI?,
lranuHa Oumuntposa’®, BpaHucnae CtaHKOBMK*®

' OpauHaumja 3a ovHm 6onectw, M3Y MNonuknuHnka MeguHa nnyc®, Ckonje, Penybnuka CeBepHa MakenoHuja
2 IHCTUTYT 3a cneumjanHa egykaumja v pexabunutauuja, dunosodckun akyntet, YHuBepsauTet ,, C. Kupun un

Metogwj“, Ckonje, Penybnuka CesepHa MakegoHuja

* OppeneHue 3a o4HK Gonectu, NOB ,8 mn Centemepu®, Ckonje, Penybnvka CeBepHa MakegoHuja
* MeguumHckmn cbakynTet, YHnBepauTeT Bo benrpan, benrpaa, Penybnuka Cpbuja
* KnuHuka 3a o4HKn 6onectun, YHMBEP3UTETCKU KIMMHUYKK LieHTap Ha Cpbuja, benrpag, Penybnuka Cpbuja

H3Bagok

Down cungpomor (Tpucomuja 21) (JAC) mpercraByBa
HajuecTa TCHETCKAa aHOMAllMja Kaj KOja OCBEH MEHTAalHaTa
peTtapianuja ce jaByBaar v OpOjHH KapaKTePUCTHUHU CHCTEM-
cku # opramMmonomku MaHu(pectanmu. [IpeBaneHmmjara Ha
pedpaxruBHuTe anomaymu kaj [IC ce memxu ox 30-98 %.
JloHrUTYIMHANHUTE CTYyIUH 32 pepakTHBHHOT pa3Boj Kaj
nenara co JIC, moTBpayBaar Jieka MOCTOM HapyIIyBame Ha
HOPMAJTHHOT TIPOLIEC Ha eMETpOoru3alija. bruomeTpruckuTe
CTyIUH Ha ONTHUKHTe Meauymu kKaj JIC mokaxaa BHCOKH
KepPaTOMETPHCKH BPEIHOCTH U UCTCHUCHA KOPHEAIHa CTPOMa,
KaKo W MOTEeHKa Jieka U Hej3UHA Mmocjiada JUONTepCKa jaurHa.

[Mopanu BHCOKaTa MpeBaJCHIMja HA HAPYIIYBAHE HA aKo-
MoJalyjara, oBaa MOIyIanyja O HAjpaHOTO AETCTBO HMa
MOTCIIKOTUH MPY YHTak-e of1 Onm3uHa. [lopaau Toa, ce mpero-
padyBa ynorpeba Ha OM(OKATHH WM TPOTPECHBHH OYIIIA
ymte ox mercka Bo3pact. [lopaam Brcokara 3a4eCTEHOCT Ha
OKyJIapHaTa maroyioruja ¢ morpedHo cure juna co JIC, na ce
BKJIyJaT BO KOHTHHYHPAHW CKPUHUHT TporpaMu. CKpHHUHT
HacoKuTe Tpeba Ja ce cleaar Bo CMUCTa Ha 0()TaIMOIONIKH
Hperies: Ha eHOMeCe4Ha BO3pacT, [10T0a Ha e/Ha TOMHa,
Ha J[BE JI0 TPH TOJJMHH, HA TIET - MEeCT TOIMHU (Tpe]] I0YeTo-
KOT Ha y‘II/IﬂI/IH_ITe) H 110TOA CJICACTBECHO Ha CEKOM IIET T'OAHUHU.

Kayunu 360poBu: Down cuHIpOM, XUTIEPMETPOIIH]a,
MHOMNHja, OU(OKAITHI 0YMIIa, CKPUHUHT HACOKU

Bosen

Down curnpomor (JIC) mpercraByBa Hajuecta reHeTCKa
aHoManHja (Koja ¢ MpUYMHA 32 MEHTAJHA peTapiaiuja) co
gecTora Ha jaByBame 1 Ha 600-800 HOBOponeHu. CHHOHHUM 32
Ha3MBOT € TpucoMuja 21, Oujejku BO TEHETCKara CTPYKTypa
ce paboTH 3a mocToewme Ha 3 (HaMecTo 2) XPOMO30OMH TIOJ
Opojot 21. CHHAPOMOT ce KapakTepH3upa co OPOjHU CHCTEM-
cku u odranmmonomku MaHugpecranuu. On CHCTEMCKHUTE
MaHH(ECTAIUY CE jaByBaaT: OTOPHHOIAPUHIONOMIKY IPOMe-
HH, OPOJICHTAIHK [IPOMEHH, THPOUAHA TUChYHKIM]a, TepMa-
TOJIOIIKH, TaCTPOMHTECTHHAIIHY, MYCKYJIOCKEIICTHH, HEBPOII-
CUXUJaTPUCKH TPOMEHH KAaKO M IIPEKYMEpHA TEKHHA
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(obesitas). Hajuecra cucremcka manudecranuja kaj JC ce
KoHreHuranHute cpuesu aHomanuu ( CHD) co uvecrora Ha
jaByBawbe on 44-54 % on ciryyaure

Hajuecra okynapHa MmaHH(ecTayja mpeTcraByBa Kocara
(MOHTOJION/THA) TTOCTABEHOCT HA MasredpamauTe Gucypu, Ho
MPUCYTHH C€ UCTO TaKa eMHMKAHTYC, enuOiedapoH, Xurepre-
nopusmyc. KapakTepuCTHYHH W TATTHOMOHHYHH C€
Brushfield - opute Touku (6enm Touku Bo repudepHaTa upuc-
Ha CTPOMa KOM HACTaHYBaaT Kako pe3y/Tar Ha XHIEePKOH/ICH-
3aIlMja Ha KOJIAreHOTO TKUBO) .

On HapyuryBamara Ha OKYJOMOTOPHHOT MOTHIIHTET, CTpa-
Ou3MOT ce jaByBa co uectora off 20-42 % ox ciayuaute Ha JIC
6678219 Hycrarmycor Bo JIC momysamujara ce jaByBa co 3ac-
TaneHocT of § - 30 % ¢71H11),

Pa3Boj n BuoBu pedpakTuBau anomaauu kaj J[C

PedpakruBauTe anomanuu kaj JIC ce jaByBaar BO BHCOK
npoueHT 30 - 98 % ©141519 TIpuunHuTe 32 Baka BUCOKATa 3ac-
TareHoCT Ha pedpakTuBHUTEe aHoManmu kaj JIC cé yire He e
no3Hara. Bo paHoTo neTcTBo, mpocedHaTa BpeAHOCT Ha cep-
HHOT EKBUBAJICHT (Kako M3pa3 Ha pedpakimjara) He ce pa3iu-
KyBa romery ommrrara 3apaea nomynandja 1 J{C nomysamnmja.
Co TEeKOT Ha FOIMHUTE, TTIOpPa/Id HAPYIIyBakEe BO EMETPOIN3a-
mujata kaj JIC BpenHocTa Ha pepakTHBHUTE aHOMAIMU CE
sronemyBa ‘“". Hajuecta pedpakruHa anomanuja kaj JC
HOITyNIanyjara MpeTcTaByBa XHUIEMETPOINUjaTa CO 3acTarie-
HOCT 071 26 — 69 % ' noneka npeBasieHIIjaTa Ha MUOIHjaTa
ce IBIKH o1 6 - 40 % 1819,

JIBe HajroneMu HayIHOMCTPAKyBavYKH TPYITH KOU TO aHAJHU-
3upaar pepakTHBHUOT pa3Boj Bo JIC momynaimjara ce HOp-
Belkara rpymna Ha crpadonorot prof. Olav Haugen u Oputan-
ckara rpyna Ha omnromeTpuctor prof. Margaret Woodhouse.
Bo nonruryanHanHata cTyaMja Ha paHHOT pepakTHBEH pas-
Boj kaj aenara co JIC, Haugen ¥ yTBpaun nexa camo ernHa
TpPeTHHA O] MCTIMTAHWIIUTE 3aJp)KyBaaT cTaOmiHa pedpak-
THBHA BPETHOCT HA €METPOMNHMja MM HUCKA XUIIEPMETPOINHja
BO IMPETIIKOJICKA ¥ PaHaTa IIIKOJICKa BO3pact. Bo HopMaHHOT
IPOIIEC HA eMETpONu3alyja Kaj 3mpasara MOMyaluja, mpo-
cevHaTa BPSAHOCT Ha pe)paKTHBHATA TPEIIKA CE MCHYBA KOH
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eMeTpOIIHja WM Majia XurepMerponuja. Haugen ru motepan
HAOAWTE Ha PETXOIHUTE CTYIUH JIeKa OBOj HOPMaJIeH Iporiec
Ha eMeTponm3anyja He e mpucyreH kaj JIC, mopamu mro
MOKACHO BO YKMBOTOT C€ jaByBa BHCOKA 3aCTANICHOCT Ha ped-
PaKTUBHU aHOMAJIUH.

Woodhouse rpymara Bo cBouTe HCTpaxyBama 9, co
TIOMOII HA TMHAMUYKA PETHHOCKOMH]ja, YTBpAMe Jeka kaj 80
- 90 % on JC nenara ce jaByBa HapylIyBame Ha akoMoIa-
myjara, MOpagd IITO THE TEIIKO YUTAaaT Ha ONM3WHA.
JIOHTHTYIMHATHOTO UCTPAXKYBabEe HA PEPPAKTUBHUOT Pa3BOj
Ha JIC memara xaj Haugen 'Y ja moTBpamio BUCOKara 3acta-
MICHOCT Ha aKOMOJATHBHA cI1a00CT (BO 55% o1 MCTIUTAHIHUTE).
WNuTepecHo e aexa Haugen BO OBa MCTpaKyBame yTBPIWI
Jieka Tpymara Jiella co CTa0WIHa M HUCKA XUIIEPMETPOIIHja,
UMasla CHTHU(HUKAaHTHO TIOHHCKA 3aCTAllCHOCT Ha aKOMOMa-
THBHA CJ1a00CT BO OHOC Ha IPYTUTE PePPAKTUBHU IPYIIHL.

Jpyra vecta pedpakTuBHa aHOMAJIMja IITO CE jaByBa Kaj
JC nonynaimjara npeTcTaByBa aCTUTMAaTU3MOT.

[NpeBaneniyjara Ha KIIMHUYKA CUTHU(DUKAHTHUOT acTUTMa-
TH3aM Kaj jgena u miaau aayntu co JIC, usnecysa 26 - 53%
619 Kaj manute JIC neua, Hajuecta (popMa Ha acTUTMATH3aM
npercTaByBa npaBuiHUOT acturmaruzam (WTR - “with the
rule Tunor) "9, noneka kaj nocrapure JIC nena u muaau J1C
aJIyNITH KOCHOT acturmaruzam (“oblique”- tum) @,

Bo Hammot pervoH, npeBajicHIMjaTta Ha OJJIeNTHA pedpak-
THBHY aHOMAJIMHM TH TOKaXkKa CIICIHUTE BPEIHOCTH: XHUIIEp-
MeTpornujata (Kako Hajuecta pedpakTHBHA aHOMANHja), BO
crnoBenadykara JIC momynanuja m3HecyBame 36.9% @V, Bo
XpBATCKO - JaMaTUHCKaTa nomynanuja 35 % ), noneka Bo
makenoHckara [IC momynaruja 55.2% &4,

[NpeBaneniyjara Ha Muonujara Bo cioBeneukara JIC mormy-
nanuja n3Hecysanie 24.6% ©Y, Bo XpBaTcKo - JaJMaTHHCKaTa
48.1% @, noneka Bo makenonckara JIC momymanmja 20.7%
@243 TIpeBajeHIMjaTa Ha aCTUTMATH3MOT BO MaKeIOHCKara
JC xoxopra m3Hecymame 53.5% © co Hajuecta Koca
(“oblique™) dpopma.

Bo onHOoc Ha mpuyMHATA 32 jaByBame HAa pedpPaKTHBHHUTE
AQHOMAJTIHX BO TaKa BHCOK MPOIICHT, CBETCKHUTE CTY/INHU I'Ml aHa-
TIM3UPAar ABaTa MapaMeTpH: aKCHjalHaTa JOJDKUHA Ha O9HOTO
jaboNKo W anTepupaHara MPEeKpIIyBayKa MOK Ha ONTHYKHTE
Mequymu. Bo crymuja Ha mocrapu [IC nena “”, yTBpAeHO €
Jieka aKkCcHjaliHaTa JIOJKWHA Ha O4HOTO jabonko kaj C e Bo
CTpora Kopenaiyja co BpeJJHOCTa Ha C()ePHUOT EKBHBAJICHT.

Haugen u copabotaunute *® Bo cBojara CTy[uja I aHAJU-
3upase OMOMETPUCKHUTE TapaMeTpu Kaj ucnutanuim co JC u
YTBPIMIC KIMHAYKY CHTHH(HKAHTHA Pa3iIKa BO KepaTtoMe-
TpuckuTe BpeaHoctd momery JIC W ommTara moImynanuja
(46.39 D vs. 43.41 D). UctenuyBameTo Ha KOpHEAITHATa CTPO-
Ma CO BUCOKH KEPaTOMETPHCKH BPEITHOCTH O MOXKENO Jia ja
00jacHM BHCOKaTa INpeBajieHIMja Ha acTurMaru3amotr Bo JIC
nonynaiujara. OBue OMOMETPHCKH MEperha UCTO TaKa MOKa-
xaa mexa kxaj JIC nekara e morenka (3.27 +/- 0.29 vs. 3.49 +/-
0.20 mm.) 1 KaJKyIMpaHara JUONTEPCKA jadrHa HA JiekaTa e
nocnaba (17.70 +/- 2.36 D vs. 19.48 +/- 1.24 D).

[Topaiu BUCOKaTa 3a4€CTEHOCT Ha OKyJIapHaTa aToJortja
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e motpedno cute nuia co JIC ma ce BKiIyuar BO KOHTHHyHpa-
HU CKPUHUHT Tporpamu. HopBemkuTe CKpuHUHT HAcoku @7
Tpeba 1a ce creaT BO CMHCOJ Ha TPErICan:

1. Heonarayen odranMononmky mperes (Ha eqHOMeceuHa
BO3PACT - 32 YTBP/YBambC HAa KaTapakTa, [NIayKoM, CTCHO3a Ha
CONI3HUTE MATHINTA);

2. O¢ranMomnouky nperies Ha eIHOTOUIIIHA BO3pacT (3a
YTBPIYBamkhe HA MPOMEHU HA MPEIHHOT, CPSAHHOT U 3aJIeH
OYEH CEerMeHT, KaKo 1 38 OPTOITHYKA ITPOLIEHKA 1 OJ]pe/lyBatbe
Ha pePPaKTUBHUOT CTATYC);

3. OdrammonoIky nperie Ha 2 — 3 TOMUIITHA BO3pacT (3a
VTBpAyBamke Ha MPOMEHM HAa MPEIHHOT, CPSAHHOT U 3aJIeH
OYCH CErMEHT, KaK0 M OPTONTHYKA TPOICHKA W ONpPEIyBarhe
Ha pe(hpaKTUBHUOT CTATYC);

4. OdranMononky mperiea Ha 5 - 6 TOAWIIHA BO3PACT
(TIpejt MOYeTOK BO YUHUHMIITE - 32 YTBPJyBatbe Ha IIPOMEHH Ha
MPETHUOT, CPEIHUOT U 3a]ICH OYCH CErMEHT, KaKo 1 OpPTOIITHY-
Ka MPOIIEHKA U OJIpEAYBake Ha PEPPAKTUBHHUOT CTATYC);

5. IloToa, cneacTBEHO Ha CEKOU IET TOJMHU (32 YTBP/yBambe
Ha NPOMEHH Ha NPEeHHUOT, CPEAHHUOT M 33JICH OYEH CErMeHT,
KaKo ¥ OfIpeyBarbe Ha pe()PaKTHBHUOT CTaTyC).

Bo cnyuaj Ha mo3UTHBEH HAOX (MIOCTOCHE HAa pepaKTUBHA
aHOMaJHja, JePUITUT HAa aKOMOJIalHja, cTpadu3am), PpeKBeH-
Fjara Ha O TAIMOJIONIKHUTE MPEIISIH ja ONpeyBa OPTaiMo-
JIOTOT.

3akiny4ok

JIOHTUTYTUHATHHUTE CTYIUH 32 PeYPAKTUBHUOT Pa3BOj Kaj
neuara co JIC, moTBpiyBaar Jieka MOCTOM HapyIIyBamke Ha
HOPMAJTHUOT TIpoLieC Ha eMeTponu3aiuja. Bucokara 3acramne-
HOCT Ha akoMozaruBHa cnmaboct kaj JC nmemara cyrepupa
nonubepasHa ynorpeda Ha Ou(oKaIHU ¥ IPOrPECUBHH OYHJIa
Kaj oBaa momynanuja. 1 nokpaj Toa mro yrnorpedara Ha 6udo-
KaJTHU JIA TIPOTPECHUBHU OYIUIA ja TTOA00pYBa BHIHATA (PyH-
KIHja Ha ONM3MHA, HECHTYPHO € KOJIKY HUBHATa yrorpeba nma
TOBOJIHO BJIMjaHWE Ha pe(pakTHBHHOT pa3Boj. IlojaBara Ha
pedpakTHBHN aHOMANH BO BHCOK IPOIEHT Halara peIoBHH
CKPHHHUHT 0(TaIMOJIONIKHY niperieny kaj JIC nomynarmjara on
HajpaHara BO3pacT.
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