ITo e layn cungpom?

Jlyfero co JlayH cuHIpOM OJroBapaar Ha BalllUTe Tpamiama 3a JlayH cuHApoM (BUIEO CO CBOHM
300pOBH)

https://www.youtube.com/watch?v=00VV3C_ydak&t=304s
https://www.ds-int.org/Pages/Category/what-is-down-syndrome

Murosu u dakrtu: https://www.ds-int.org/myths-and-facts

®axTu 32 /layH cuHapoM

http://www.edsa.eu/down-syndrome/

JlayH cuHApOM € yecTa cocTojOa U HajuecTa MpUUMHA 3a TOMPEUYEeHOCT BO yueweTo. Ce jaByBa 1o
cranka o1 okoiry 1 Ha 600-1000 parama. OuekyBaHHOT JKMBOTEH BEK Ha JIMLIETO co [layH cuHaIpom
n3HecyBa 60 10 65 roIMHM, a HEKOMW YKMBEAT JypH U MOBEKE O]l oBaa BO3pacT. JlayH CHHIpOM
MIOCTOU O] TOYETOKOT Ha YOBEIITBOTO, HO € OINHUIIIAH BO HAyYHATA JIMTEPATYpa KAKO CrielupuIHa
coctojba aypu ox 1866 r.

Jlenata co JlayHOB CHHIPOM ce paraaT o]l pOJUTEIH O]l CUTE OIIITECTBEHH U 00pa30BHUTE HUBOA,
BO CHTE €THUYKH TpyIH, Ha poauTenuTe Ha cute Bo3pactu. lllanca na mmare 6ebe co [layn
CHHJIPOM C€ 3roJieMyBa CO BO3pacTa Ha MajKara, yIITe MOBEKe 1Mo 35 roJuHH, CenaK MOBEKETO
O0couma co JlayH CHHIAPOM ce pOACHH O] MajKH MOJ 35 TOIMHHU.

XpoMo30MH U TeHHU

JlayH cMHAPOM € XpOMO30MCKO HapyulyBawme. JInuHocT co [layH cHHAPOM MMa JONOJIHUTEIHA
KOIHuja o]l XpoMo30MOT 21 (cuTe Wiau JAen O] JAONOJHUTEIHUOT XpoMo3om). OBa 3Ha4yM Jeka
nuiero ke umaat 47 xpomo3zomu HamecTo 46. [IpuunHaTa 301ITO OBa ce CilydyBa C¢ YIITE €
Herno3HaTa. XpoMo30MOT 21 € HajMaIHOT O] YOBEUYKH XPOMO30MH. JlayH CHHIIPOM HE MOXeE J1a ce
CIpeYM KaKo T0jaBa, HUTY MOXe J1a ce u3ieun. Ho co mo3HaBame Ha reHeTHKAaTa 3HaeMe MHOTY
nmoBeke 3a (PYHKIIMOHUPAKETO Ha XPOMO30MHTE, 0COOEHO 3a Opojot 21.

OBa HM momara fa ru paz0epeMe TUIMUYHUTE KapaKTePUCTUKUA HA CHHIPOMOT M MOXE Ja HU
OBO3MOXH J1a 00e30ea1Me T10100pa MEeTMIIMHCKA HETa U METOIM 32 MHTEPBEHIIM]ja BO WIHUHA.

KakoB e edekTOT Ha 10MOJHUTETHHOT XPOMO30M?

MenuIMHCKHOT CTaTyC ¥ KOTHUTUBHUOT pa3Boj ce 3acernatu. Hekou nunara co JlayH cunapom
MOXKE€ Jla MMaaT CEpUO3HU 3[PAaBCTBEHM MpoOJIEeMH, JIPYrd HMaaT MajKy WIM HHUKaKBU
JOTIOJTHUTEHU 3JpaBCTBEHH IMpobiemu. Tue OOWYHO [IO)KMBYBaaT OJpPEJCH CTENeH Ha
KOTHUTHBHA MOMPEYEHOCT.

Pa3Bojot Ha nenata co JlayH cuHApOM Bapupa BO rojieMa Mepa, Kako M CUTE, TUE MPOJIOJIKYyBaaT
Jla y4yaT BO ’KMBOTOT Ha BO3pAaCHHUTE, aKO UM C€ JIaJie MOXKHOCT Ja ro cropat Toa. Cemnak, BaKHO €
Jla c€ HAIlOMEHE JIeKa, KaKO U CUTE JIPYTH, CEKOE JET€ WJIM BO3PAacCEeH MOpa Ja CE CMETa Kako
MOe/IMHEN M HE € MOKHO J1a ce NMpeABUIN UAHNHATa Ha O0ebe co JlayH cuHIpoM.

JlayH cMHAPOM — HH(OPMAaLIK BO CHTE BPOIICKH ja3HIH

Ha nunTepHeT mMa MHOTY OATOBOPH Ha NpamameTo ,,11to e Jlayn cunapom®. Tounu u axxypupanu
nH(popManuu Moxke 1a OuaaT MPoHAjACHN Ha CUTE ja3HIIM Ha BeO-CTpaHUIIMTE HA 3MIpyKeHHUjaTa
Ha JIC u unenoBute Ha EJICA http://www.edsa.eu/members/

Enen npumep ox Jlaynos cunapom Bo IlIkorcka:

[Ito e JayHoB cunapom?



JlayH CHHIIPOM € TeHETCKa cOCTOj0a Mpein3BUKaHa O] IPUCYCTBO Ha IeJI0OCHA WM JIeTyMHa TpeTa
KoIHja o1 XxpomMo3oMoT 21 Bo kileTkuTe Ha TenoTo. [lonekoram ce ckparysa Ha ,,Ds“, a Bo HeKou
Ipyru 3eMju ce HapekyBa [layH cunapoM. VMiMeHyBaH € 1Mo OpUTaHCKHMOT JIeKap KOj HpPB TO
npeno3Hai Bo 1886 roauna, n-p [lon Jlenrnon JlayH.

Jlytero xou umaat JIC HE ce cuTe HCTH; CEKOj YOBEK KOj ja MMa 0Baa cocToj0a € MHAMBUIYATHO
KaKO U CUTE JPYTH BO HACEJICHUETO U UMa MOBEKE 3a€JHUUKO CO HErOBOTO CEMEJCTBO OTKOJIKY CO
JPYTO JIMIIE KOE ja UMa cocTojoara.

3060poTt CuHIpoM 3HAUU 30UMp Ha 3HAIM U KAPAKTEPUCTUKH KOU Ce MPOHajaeHH 3aeH0. OBa € UCTOo
3a CeKO0j CHHAPOM He camo 3a JlayH CHHAPOM.

[TpubmmxHo enHo Ha cexoun 1.000 6ebuma ce para co Jlayn cunapom a Bo LlIkoTcka ce mpoieHyBa
nexa uma 70 Gebumata poaeHu co JlayH CHHIPOM CeKoja roJuHa, a BKYITHHOT Opoj Ha Jyre KOH
xuBear co Jlayn cunapom Bo llIkorcka ce mpomenysa Ha 4.500. [layH cuHApOM € HajuecTo
nperno3HaeHaTa ¢GopMa Ha MONPEYEHOCT BO ydemeTo. llompeyeHocTa BO ydemeTO BiHMjae Ha
CIOCOOHOCTA Ha e/IHa JJMYHOCT J1a Y4M, HO TOa He 3Hauu JieKa He MOoxku Ja yud. [enara co layn
CHHJPOM IO CJIEZaT UCTUOT Pa3BOEH AT KaKo U JPYTUTE JIela U MOeINHINTE UMaaT UCT OICET Ha
YyBCTBA U €eMOLIMHU Kako u cute Hue. I1ITo e HajBaxkHO, cexoj mTo uMa JlayH CUHIPOM € yHHKaTHa
JUYHOCT, MOJIHA CO MOTCHIIHjal.

ITo ro npeausBuxkysa layn cunapom?

JlayH cuHapoM OOMYHO ce jaByBa CIIy4ajHO BO MOMEHTOT Ha 3a4HYBAaWETO U MOJICHAKBO BIIMjae
Ha Ma)XWUTE W Ha KeHHuTe. Toa e peTKo HacjieIHa U HUILTO IITO MpaBesie POJUTEITUTE HUTY Tpea
HUTY 3a BpeMe Ha OpeMEHOCTa MOXKE J1a ja MPEeAN3BHKa OBaa COCToj0a.

BHaTpe BO KJeTKHTE BO HAIIUTE TEJIa CHUTE HHUE MMaMe XpPOMO30MH KOHM COJAp)KaT MH(OpMAIUH
KOU TO MpaBaT CeKoj 0J] HaC eMHCTBEH, KaKo IITO € HamaTa 0oja Ha o4, 60ja Ha Koca U BUCHHA.
[ToBekero syfe mmaat 46 XpOMO30MH BO CEKOja HMBHA KJIETKa BO TEIOTO KOE OJH 3aeJHO BO
JIBA€CET M TPU Napa — MpH 3aUHyBamkeTo Oednmara 100uBaar 23 XxpoMo30MH OJ] Majkata u 23 on
TaTKOTO KOW T'M COYMHYBaatT 23-Te NapoBH.

Jlyrero poxenn co JlayHOB CHHIPOM MMaat JOTIOJHUTEIHO IIeJIOCHA WM JIeTyMHa KOTHja O]
XpoMo30MOT 21 1mTo 3HauM Aeka uMmaatr 47 XpOMO30MH BO KJIETKHUTE BO HUBHOTO TEJO - €eH
JOTIOJTHUTEICH XPOMO30M TOa C€ CiIydyBa Mo ciay4daeH u300p. TOKMy OBOj JOMOIHUTEICH
XpoMo30M 21 npeau3BUKyBa KapaKTEpUCTUKH Ha COCTOjOara.

[TocrojaTr Tpu Tumna Ha JlayHOB cuHApoM: TpucoMmuja 21, TpaHciokaiuja U mo3auueH JlayH
CHHJIPOM.

Tpucomuja 21 layHoB cuHaApOM

Hajuectnot tum Ha JlayHoB cunapoM (ce jaByBa Bo okoiry 94% ox myreto co [lc) e Tpucommja 21,
T.H. CUTE KJIETKH BO TEJIOTO Ha JIMIIETO MMa [IeJI0OCHA AOTMOJHUTEIHA KOMHja 0] XpOMO30MOT 21,
TaKa IIITO BO CEKOja KJIeTKa UMa 3 KOIMUHU O] XPOMO30MOT 21.

TpancioxkaTusen JlayH cuHApOM

Oxony 4% opn myrero co JlayH cuHapom mMaaT TpaHciaokaTuBeH [layn cunapom. OBa e kora
MaTEpHjajioT Ha JOMOJHUTEIHUOT XpoMo3oM 21 ce mpeMecTyBa WM C€ JBMXKH caM 3a Jia ce
IIPUKA4YM Ha APYT XPOMO30M BO KJIETKATa, OBAa € TUIIMYHO XpOMO030MoT 14 wn 17.

Mo3zanuen JlayH cMHaApPOM



Mo3zanuen JlayH CHHAPOM ce jaByBa KOra camMO HEKOHM O]l KJIETKHTE BO TEJIOTO HMaar
JOTIOJTHUTENEH XPOMO30M, a HEKOM KJIeTKH HemaaT. Okoiy 2% ox nyrero co [layH cuHapom ro
umaar oBoj tui. Jlyrero co Mmo3audeH /layH cMHIpOM BepojaTHO K€ MMaaT 1mo0iard Mpeuku BO
YUEHETO.

JIC e noxuBOTHA cOCTOj0a M HEMa JIEK; Cenak, TaMy Ce MHOTY HaYMHHU J]a C€ OCUTYpa JIeKa CeKOj
noenuHen uMa JlayH CHHIPOMOT My ce JJaBa BUCTUHCKUOT THIT ¥ KOJIMYMHA Ha MOJIPIIKA, OUJiejku
THe Tpeba aa ce pa3BHjaT 10 CBOJOT MOJH MOTEHIIH]jall. J[eHeC MPOCeKOT Ha OYEKyBAHUOT JKUBOTEH
Bek 3a juiie co JIC e okomy 60 roguam, a Majn Opoj sryre skuBeaT 10 70-TUTe U TTOBEKE.

Co nosBomna Ha JIC IlIkoTcka

IIponenka Ha Opojort Ha Jsyre co Jlayn cunapom Bo EBpona

,IIporieHka Ha 6pojot Ha nuna co JlayHn cuaapoM Bo EBpona‘“ e HHTEpeCceH 1 BaxeH TPy, 00jaBeH
Bo EBponckoTo cnucanue 3a XymaHa reHeTuka. ABTopute Ha oBoj Tpya l'epr nme ['pad
(Xonannuja), @penk baknu (Benuka bpuranuja) u bpajan Ckotko (CAJl) paborene Ha cTynuja
3a eBpOIICKaTa MmomyJianyja Ha Jyre co /layH cuHzapom, Bo Koja ucTo Taka yenHoBute Ha EJICA
nomorHaa. EBe ru pesyirarure:

* Ox 1901 no 2015 roguna ckionuBMe peructpu HU3 EBporna 3a a ce mpecMera npoleHara o
3eMja 1o 3eMja 3a OpojoT Ha numa co JlayH cuHApoM, OpOjOT Ha CEIEKTHUBHO MPEKWHYBAmhE HA
OpemeHocta mopaau JlayH CHHOpPOM M BIMjaHHETO Ha TAaKBUTE MPEKUHU HA pafame u
IpeBaJICHIIMja Ha HACEJICHUETO.

* 3aKJIy4HO CO MOCJICIHUTE FT'OAUHH, CE MPOLIeHYBa Jieka umaio 8.031 roguniHu >KMBOPOICHH JIe1ia
co [laynoB cuuapom Bo EBpomna, mTo 6u 6miie okony 17.331 parame roJuIiHo, T0KOJIKY HeMajo
abopTycH.

* [IporieHeTOTO HAaMaNyBamke Ha PEBaJICHIIaTa Ha )KUBOPOCHH Jiena Oerie, Bo mpocek, 54%, mTo
Bapupa nomery 0% Bo Manta u 83% Bo lllnanuja.

* On 2015 ronuna, npouenyBame neka uma 417.000 nyre co /layH cuHApOM KOM XHUBEAaT BO
EBpoma; 6e3 aboptycu Ou umano okomy 572.000 myre co JIC, mTo oaroBapa Ha cramkara Ha
HaMaJlyBambe Ha HacelneHUeTo o 27%.

* BakBuTe cratucTukM MoXKaT na OugaT BakHM OapoMeTpH 3a MpeHaTalHa TPEHIOBH Ha
TECTHpame U pacnpeenda Ha pecypcu BO 3eMjUTe.

WHunyjaTuBy 3a OUTalkhe Ha CBECTA 3a MONPEUEeHOCTa U MHUIIM]aTUBH 3a JaBHA MOJIUTUKA MOXKE
1 1o00po J1a ce BTEMEJIEHU CO OBHE TOMPELU3HHU MPOLIEHKH.

Tpynor e jaBHo moctareH Bo ,,European Journal for Human Genetics™ 2021 u moxe aa ce Hajue
Ha https://rdcu.be/b9w27.



