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3a BCEKM eauH OT HacC Han-BaXXHW ca XXMBOTbLT U 34paBeTO Ha geuarta HuU. 3a
MHOrO OT PUCKOBETE B CbBPEMEHHATA Cpeaa, B KOSATO XXUBEEM, HAE CME UHOPMUPAHH,
yenv cMme, 3HaeM Kak fa npennasvm Hac 1 HawuTe geua. 3a Apyrv cMe YyBanu, HO He
3HaeM gocTtaTb4yHO Nopaan nunca Ha Aobpe nogHeceHa M AcHa MHopMaumsa Unm Nbk
nopaau npeHebpersaHe Ha gageHusa npobnem. Haganu nma poauten, KOMTO Aa He ce
€ MOnnn OEeTEeHUETO My [a ce poaun XMBo 1 3apaBo. C HanpenBaHETO Ha MeanuuHaTa u
TEXHONOrMNTE HWE CME MO-CMOKOMHU, KOrato OpemMeHHOCTTa Ha MmarkaTa ce cneaw,
NpaBsaT ce ynTpasByKOBW MNpernean, uacnegsBaHus Ha KpbB M ypuHa. 3a CbxarneHue,
obaye, C BpoOEHM aHOManuMu roguwHo y Hac ce paxgaT oT 3-5% OT HoBOpoaeHuTe
(okono 3700 geua). Ot 35 go 70% oT xocnutanuampaHute 60nHM ca cbC 3abonsaBaHus,
B KOUTO reHeTU4HMAT paktop e onpegensw,. NpobnembT cblecTByBa U He GuBa fa
3aKkpuBaMe 04K, MOMENKM ce da He ce crydnm Ha Hac. OT Hac, oT Bac u Han-Beye oT
MeOVULMHCKUTE Crneunannctm, B YUMTO pblie NOBepsiBaMe HalleTo 34paBe U XKMBOTA Ha
geuara cu, 3aBucu nonynsapusaumsta Ha To3m npobnem n ocobeHo Ha Bb3MOXHOCTUTE
3a npodmnakTuka Ha BpogeHuTe aHomanuu. B bBbnrapus ce npoBexga HauuoHanHa
nporpama 3a AnarHoctvka u npodunaktuka Ha HacrneacTtBeHuTe GonecTtun, BpogeHuTe
aHomanuu u npegpasnonoxenus. CBAJNTAI ManunH gomM € HauuoHaneH UEeHTbp no

M3MnbJiIHEHME Ha reHeTn4yHaTa nporpama.

KNACUPUKALNA HA TEHETUYHUTE 3ABONABAHUA

"eHeTU4HNTE 3abonsBaHMs Haw - 0OLLO ce cBexXaaT 4O TpW rpynu:

1. Xpomo3omMHM 3abonsiBaHMs - BKKOYBAWM §nunca, NpoMeHn B 6posi unn
aHoMarnusi B CTpoexXa Ha e4Ha unm noBevye XpoMo3oMu, KOETO BOAM OO U3NULIBK
Unu geuumnT Ha reHeTUYeH maTepuan.

2. YHacnegsiBaHe Ha 3abonsiBaHETO NO 3akoHa Ha MeHgeH, UM MOHOreHHU
HacnencTBeHu 3abonsBaHnd - Te ca JeTEPMUHUPAHM MaBHO OT eOuH MyTaHTeH
reH. MNMpwn Te3n 3abonsiBaHMst ce NposBsIBAT TMMOBE yHAcrneasBaHe, KOUTO MoraT
aa 6baaTt knacuduumMpaHun Kato aBTO30MHO - AOMMHaHTHW, aBTO30MHO -
peuecnBHM N X CBBbP3aHM.

3. MHorochakTopHn 3abonsBaHus, MNPUYMHEHN OT B3aMMOLEWCTBUETO MeXay
MHOXECTBO F€HN U MHOXECTBO €K30reHHU akTopu unu aktopm Ha OKonHata
cpega. Bbnpekn 4ye MHOro OT Te3uM MHOrodakTopHu 3abonsBaHudA, KaTo
HanpMMep eceHumanHaTa XMnepToHMA BpOAeHaTa Lenka Ha ropHata yCTHa Ha

HebueTo ce cumTaT 3a q)aMVIJ'IHVI, TUNBbT Ha yHaclegdaBaHe € KOMIMJIEKCEH U

2



PUCKBT 32 POAHMHUTE € NO-ManbK, OTKONKOTO NPY MOHOTEHHUTE (MO 3aKOHMTE Ha
Mengen) 3abonsasaHus.
Bcaka ot Te3n rpynu noctaBs pasnuMyHu npobriemMy No OTHOLIEHWE Ha eTuonores,

I'IpO(*)I/IJ'IaKTI/IKa, anarHosa, reHeTnu4yHa KOHCynrtaumda n neyvyeHue.

XPOMO3OMHU BOJIECTHU

Moa xpomo3omMHM Bonectn pasbupame BpogeHUTE aHOManuu, Npu KOUTo morat
Aa ce OTKpUAT Nog MUKPOCKON NpoMeHn B B6posa unu cTpyktypata Ha xpomosomute. C
XPOMO30MHM BonecTn y Hac ce paxgart okono 420 pgeua roguwHo. Hesasucmmo, 4ve
OposaT Ha xpomo3omHuTe 6Gonectn e Hag 400 Bupga 5 ot Tax 3aemat 90-95% ot
cnyyaure. [Mpn 50% oT BonHuTe ce Hamupa 6onect Ha [ayH (Tpusomusa 21 nnu Tpu 21-
BN xpomosdomun). OctaHanute 45% ot GonHuTe ca c: Tpusomua 13, Tpmusomusa 18 n
NMOMIOBO CBbp3aHUTe aHomanunm - cuHapom Ha Turner (45,X0), cuHgpom Ha Klinefelter

(47,XXY) v ponbnHutenHa Y (47,XYY) nnn gonbnHutenHn X+Y (48XXYY) xpomosoma.

3A XPOMO3OMHUTE BOJIECTU E XAPAKTEPHO:

1. B 95% ot cnyyauTe (perynspHu oopMn) pUCKbT 3a NOBTOPEHNE € CPaBHUTESTHO
HUCBK - 0Kono 1%. Mpu octaHanute 4 - 5% (TpaHCnoKaunoHHN OPMU) PUCKBT

€ MHoro Bucok n goctura go 100% npwv Bcsika cneaBawa 6peMeHHOCT.

2. Habniogasa ce 3Ha4YMMo noBuLLI@BaHeE Ha pyUCKa, B 3aBMCUMOCT OT Bb3pacTTa Ha
6pemeHHaTa. Hanpumep, npu 6pemeHHa Ha Bb3pacT 20 - 24 roguHu (kbM gataTta
Ha paxgaHeTo) PUCKbT 3a paxgaHe Ha gete ¢ bonectta Ha [JayH e 1 : 1 400,
aokato npu GpemeHHa Ha Bb3pacT 36 roguHu puckbT € 1 : 275, TonkoBa € u

PUCKBbT OT aMHUOLieHTe3aTa.

3. Mpwn 40 - 50% oT cnoHTaHHUTe abopTn OO0 BTOpWM Mecel, Ha BpeMeHHOCTTa ce

HaMunpaTt XpOMO3OMHMN aHOMarnuu.

Kapnotmna Ha unHgmeuaa (GpoST Ha CTpyKTypaTa Ha XpPOMO30OMUTE) MOXe Aa
6bae yCTaHOBEH 3a NEeCHO AOCTBMHU TbKaHW MaTepuanu Kkato Hanpumep numdountm
OT nepudepHa KpbB UNM Koxa. Te ce oTrnexgar B TbKaHW KynTypu OO MNosiBa Ha
aKTMBHa KneTbyHa nponudepauus n crneg ToBa Ce NPUroTBAT €4MHUYHU KIeTKM 3a

nscnegBaHe XpoMoO3oMUTe Mo MUKPOCKON. Besika uHaMBMayanHa XpomMo3oMa Moxe aa



6bae maeHTMdUUMpaHa Ypes3 crneunanHo ouBeTaABaHe. Hanpumep HAKOM XpPOMO3OMU
CerMeHTn, wumawmn adpuHUTET KbM dnyopecueHTHn 6Garpuna (Kato  KMHaKpWH
XMOpoxnopuT), MoraTt ga ce Bu3yanuaupart npu ¢onyopecueHTHa MUKPOCKOMUSA Unn npu
TpeTnpaHe cbe crneumanHu barpuna (fMmsa) n NPOTEONUTUYHN eH3UMU (TpUncuH). Mpu
Te3n TeXHUKU Ce NnoslyyaBa XapaKTepHO 3a BCsKa XpOMO30Ma fNIEHTOBO OLBETABaHe.

BposaT Ha xpomo3oMnTe B HOpManHUTe uHansuanm e 46, ot komto 44 ca 22 - Ta
yndTta aprto3omu, a ocTaHanuTe aABe ca noriose Xpomosomu. XeHute umat agse X
xpomMo3omu (XX), a MbxeTe umat egHa X n egHa Y xpomosoma (XY). Besika oT 22 - Te
OBOVIKM aBTO30MM M OT [OBeTe MOfioBM XPOMO3OMU Moxe Ada 6bae pasnosHaTta no
pasmepute W, PasnofiIOKEHMETO Ha LUEeHTPOMEpou OT WHAUBUAYANHOTO JIEHTOBO
ouseTaBaHe. OTHOCUTENHATa Ab/MDKMHA HA paMeHaTa M MSACTOTO Ha LeHTpomepa ce
N3N0N3BaT Mo - HAaTaTbK KaToO KpUTEPUN 3a pasnpenensdHe Ha YOBEeLUKNTE XPOMO3OMU B
cegem rpynu (o6osHayeHn ot A goG).

AKo rameTa Cc egHa m3nuwHa xpomo3oma (n + 1 ) 6bage onnogeHa oT HopmarnHa
xannoungHa rameTa (n), LWe ce noslyym 3urota, a oT Hesd — MHAMBUA, B YMNTO KapuOTun
e uMa eHa XOMOSOrHa Tporka xpoMmo3omu (2n + 1). TakoBa yBenvyaBaHe Ha 6pos
Ha XpPOMO3OMWUTE Ce Hapuda TpU3OMUA, a WHOMBMOUTE C TakmBa KapuoTunose —
TpM3OMULN.

lMpoueHTHO 3aboneBaemocTtTa e cnegHata: 0.5 go 0.7% ot HoBOpoAEeHUTE umar
XpOMO30MHO 3abonsasaHe, 0.3% umaT pucK 3a YMCTBEHA M30CTaHasNoCT B pe3ynTaT Ha
HAKaKBO XpOMO30MHO 3abonsasaHe. OT Tsx 80% ce abmku Ha cuHgpoma Ha [ayH; 4.5%-
Ha apyrn Tpusomun; 9% - Ha aHOManuu Ha nonoBuTe Xpomosomu n 6.5% - Ha gpyrm
aedektn. Bcuukm 3abonsiBaHMA Ha aBTO30OMHUTE XPOMO3OMUM W CaMO HSKOM Ha
NnonoBuTe BOAAT 40 YMCTBEHO M30CTaBaHe.

XPOMO3OMHM Pas3CTPONCTBA /HapyLLeHns B KapuoTuna/ ce gbrmkaT Ha MPOMEHU B
CTPpyKTypaTa Ha XpOMO3OMUTE (XPOMO3OMHM MyTauuu) unm B 6pos Ha XpoMO3oMUTE
(reHoMHM wmyTauum). prveto e nNpu TAX ga ce u3nonssa TepMuHa ,CUHOPOM® —
KOMMMEKC OT XapaKTepHM 3a CbOTBETHOTO 3abonsBaHe npusHauu (cumntomm). Karto
npasuno 6onHuTe ca 6e3nnogHu, ako AoXUBEeAT BbOoOLe nonoBa 3psanocTt. Toea ce
ObIMKU Ha MbPBUYHO HapyLUeHWe B CTPYKTypaTa Ha MonoBuUTE OpraHu Unu HapyLeHo

obpasyBaHe Ha rameTuUTe Mo Bpeme Ha Meio3ara.



XPOMO3OMHUTE MYTALIUX MOIAT A BBOAT HAKOJIKO TUIMA:

Oeneuus: [eneuuata e wMyTauus, nNpuM Kosato ce rybu dparmeHT oOT
XpoMo3omaTta. Ts e BbTpelluHa, Korato e pe3ynTtaTt OT ABe pa3KbCBaHuWs, CBbp3BaHe Ha
KpanHus doparMeHT U enMMUHMPaHE Ha MEeXOUHHUA. AKO OTKbCHaTUS parMeHT e
OTKpas Ha xpomo3omaTa feneumsara € TepMuHanHa (geduwbHC). Ta e pesynTtaT oT
e[HO pas3KbCBaHe, Mpu KOETO ce rnory4yaBa pparMeHT OoT Xxpomo3omarta. dparMeHTbT
6e3 ueHTpomMepa He MOXe Aa ce 3aroBu 3a HULWKUTE Ha OeNIMTENHOTO BPETEHO U Npu
aeneHeTo ce ryébu.
fonemuTe TpeMuHanHu geneumm B XOMO3UIrOTHO CbCTOSIHWE ca netanHn. PeHOTUNHUAT
edeKkT Ha geneumsaTta ce Ob/MKM Ha OTnajaHe Ha reHu, Ha KoNMyYecTBEHU NPOMEHU B
HacneacTBeHUs MaTepuan n Ha HapyllaBaHe Ha reHHusa 6anaHc.

Oynnukauma: ToBa e myTaums nNpyu KoATO AafeH parMeHT OT XpomMo3omara,
CbAbpXaLll, e0uH UM HAKOSKO reHa, e NOBTOPEH ABa MMM rnoBeYve NbTW B pe3ynTtaT Ha
rpewHa pennukauyus. Fonemute Aynnukauum HapylwaBaT reHHusi 6anaHc, npu KOeTo
XM3HecnocobHOCTTa 1 NOAOBUTOCTTa HA MHANBMAUTE Hamansea.

UHBepcusa: CTpyKTYpHO U3MEHEHWE, NPU KOETO AadeH y4acTbK OT XpoMo3omarta
ce 3aBbpTa Ha 180, npm KoeTo Ce HapywasBa nocrefoBaTeNnHOCTTa Ha reHuTe B
Xpomo3omaTta. Ta e pesyntaT OT [Be pa3KbCBaHWS B XpoMo3omaTta, Npu KoeTo
CPEeAHVSAT yyYacTbK € CBbp3aH CbC CTpaHu4HWUTE ABa B obpatHa nosvumd. B eguHus
cnyyam O6bpHATUAT y4yacCTbK BKIOYBA LIEHTpoOMepata M ToBa MOXe Aa MNpOMEeHuU
mMopdonoruaTa Ha xpomodomarta. B gpyrma cnyyanm ob6bpHATUAT y4aCcTbK He BKIOYBa
LeHTpoMepaTa (3acsara egHOTO pamMoO Ha Xxpomo3omaTta). [eHHuaT ©GanaHc npwu
WHBEpCUUTE Ce 3arnasBa, HO Ce MPOMEeHs MSACTOTO Ha 4YacT OoT reHute. WHBepcuute
NoBNUABAT Pa3MHOXUTENHUTE CNOCODHOCTU Ha MHOMBUANTE, 3aLL0TO NpeHapexaaHeTo
Ha reHnTe BNuse Ha HOPManHOTO NPOTMYaHe Ha Meno3aTta. Te NoTUCKaT KPOCMHIoBbpa
n yBeNu4aBaT MyTauumnTe, CBbpP3aHn C NpoMsiHaTa B 6pos Ha XxpomosomuTe.

"[eHOMHUTE MyTauumn moraTt ga 6baaT KpaTHM NPOMeHn B Bpos Ha XpOMO3oMUTe
(mnonunnouamn) — Hanpumep 3n, 4n, 5n 1M T.H. (BMecto 2n), KOUTO HanW-4yecTo ca
HEXN3HEeCNoCcobHM 1 NpuknYBaT ¢ abopT B HaM-paHHUTE CPOKOBE Ha BpemeHHOoCTTa.
[Mo-4eCcTnAT BMA FEHOMHW MyTauMuM Ca HEKpaTHUTEe MNPOMEHU B XPOMO3OMHUS Bpon
(aHeynnonaun) — HanuumeTo Ha 1 (Tpusomus), 2 (TeTpasomus) Unm noseye 4obaBbYHU
XPOMO30MU, UMW NUMNca Ha efHa OT ABeTe XOMOJSIOXKHM XPOMO3OMW B XPOMO3OMHaTa

OBOMKa — MOHO30MMSA. BbB BCUYKK Criydamn ce HapyllaBa HOPManHOTO B3auMogencTeme



nnn BanaHcbT mMexay reHnte B reHoma. AHeynnom,qmma MOXe [Oa 3acerHe KaKTo

aBTO30MUTE, TaKa 1 NOJIOBUTE XPOMO3OMWN.

OUNATHOCTUKA HA XPOMO3OMHUTE BOJIECTH

EonHcTBeHaTa Bb3MOXHOCT 3a MNOCTaBsAHE Ha TOYHA AwnarHosa npu
XPOMO30OMHUTE OONECTN € UMTOreHETUYHUAT aHanu3 nog MMKPOCKOM Ha MU3onupaHuTe
OT KPBLBHW KNeTkn xpomo3omun. B pegkm cnyyam ce Hanara MONEKynsapHo-
UMTOreHeTMYEeH aHanus3, KOUTO B MOMEHTa ce wu3BbpwBa camo B Kartegpata no
MeanuuHcka reHetnka B Mandmn gom - Cocpuma. JuarHoCcTu4eH XpOMO3OMEH aHanus y
Hac MOXe Aa Ce M3BbpWM B LMTOreHeTun4yHute nabopatopum Ha ManumH gom wm
uMTOreHeTMYyHMTEe nabopaTtopum Ha yHmBepcuTeTckute 6onHuum B lNnosaue, NneseH,
BapHa un Crtapa 3aropa. [lNpogbmxkutenHocTTa Ha aHanm3a e okono 1 cegmuua.
LiInToreHeTMYHOTO wu3cnedBaHe € 3aab/DKUTENHO ga ce npoBexaa Mpu  BCUYKK
NauneHTM C KIAWMHWYHW [OaHHM 3a XPOMO3OMHO 3abonsiBaHe, a B CryyYauTe Ha

TpaHCIoKaunn ce na3cnegBat n pognuTernunTe.

NOKA3AHUA 3A XPOMO3OMHO U3CNEABAHE

XpOMOSOMHO nmacneaBaHe ce Ha3Ha4daBa CaMO Npu onpegeneHn KnMHUYHU

AaHHU 3a Hanu4ne Ha XpoOMo3oMHa bornecT:
1. MHoxecTBeHM Mandopmaumn.
2. HeunsscHeHO yMCTBEHO N30CTaBaHe.
3. [Ba unu noBeye CnoHTaHHW abopTn NN MBbPTBU PaaaHus.
4. HewnsacHeHn penpoaykTMBHU nNpobnemu.

Pa3bupa ce uma u apyru nokasaHusi, Kato, Hanpumep, KMMHUYHU OaHHK 3a
XpOMO30MHa GonecT, HO Te MoraT Aa ce onpeaensT camo OT BUCOKOKOMMETEHTEH

KIMMMHUYEH TEHETUK.

cuHaPOM HA OAYH

Mpe3 1864 r. aHrnunckmat nekap [xoH [ayH nNpbB onucBa B LeTannu



cumnToMmnTe Ha 3abonsaBaHeTO, Hapu4yaHo MO TaBa BpeMme ,,MOHroriongHa” MANOTUS.
CuHgpombT Ha [layH € egHa OT Hal-4ecToO CpeljaHuTe aHoManuuM U € edHO OT Hau-
N3BECTHUTE Ha Nnekaps BpoAeHun 3abonsaBaHus. Crnoped OaHHW Ha pasnuyHuM aBTOpWU
3abonsaBaHeTo ce cpewa ot 1,5 go 1,7 Ha xunaga HoBopoaeHu. bonectta Ha [layH ce
Xapaktepuaupa ¢ Taka TUNUYHU U cneununyHm 3a Hero CUMNTOMM, Ye e TPyLaHO Aa ce
CrpeLun Npyn HEroBOTO AMarHOCTULMpPaHe.

Mpn 4voBeka TpusomusaTa no 21 gsorka posexga no CuHgpoma Ha [ayH. B
noBeyeTo OT chnyyauTe CUHOPOMBT Ha [layH ce Ab/MKM Ha NpucbCTBMETO Ha 47
XPOMO30MMU, KbAETO XpoMo3oMa 21 e npeacTaBeHa TPUKPaTHO BMECTO B ABE KOMMUSI.

OT TpmM3omuMTE NO aBTO30OMWUTE €OMHCTBEHATA, KOSATO MO3BOMsiBA CPaBHUTESTHO
ObIbr XUBOT, € Tpnsomus 21, KOATO npuynHaBa cuHgpoma Ha [ayH. ToBa e Han-4ecTo
cpewaHaTta aBTo3oMHa aHomanus. Yectotarta e 1,5 Ha 1000 HoBopoaeHU. YcTaHOBEHA
€ 3aBUCMMOCT Mexay YectoTata Ha 3abonsiBaHETO M Bb3pacTTa Ha Mankarta - npu no-
Bb3paCTHU MaKKu YecToTaTa HapacTBa 3HaunTenHo. bonecrtra ce obmkn Ha TPM3OMOS
Ha 21-BaTa XpoMo3OMHa ABowka. bornHuTe mmaTt B KapuoTtuna cu 47 BmecTo 46
xpomMmo3omu. KapnotunsT ce o3HadaBa 47 XX+21 wnu 47 XY+21. Han-xapaktepHuTte
npu3HauM ca YMCTBEHO W30CTaBaHe, HUCBbK PbCT, Kpbrna rnaea C MfOCKO nuue,
MOHIOMMONOHM O4YM N KOXHA IbHKA BbB BBbTPELWIHUSA bIb/T HAa OKOTO, FOMsIM e3uK,
aHomanum Ha 3bbute, gedekTM B YLWHUTE MUAWU, KbCU NPBCTU, MOHMXKEH MYCKYIEH
TOHYC, NOBULLEHA MOABWMXHOCT Ha CTaBuUTe, BPOAEHU CbpaeyHu nopouu. [NonosuHaTta
OT geuara ymupaT 4o TpUroguilHa Bb3pacTt. Hakon oT BonHUTe Moxe ga JOXMBEAT 0
HanpegHana Bb3pacT. CuHapoMbT Ha HayH
(MOHOronoMan3MbT) Ce xapakTepuampa C TEXKM POPMM Ha YMCTBEHO U30CTaBaHe, C
aHoManus Ha gnaHHUTe oTnedaTbuM U C TUMUYHU YepTu Ha nuueTo. [euata ¢ TO3u
CUHAPOM XMBEAT cpefHo 16 r., HAKOM ycnaBaTt ga NPeXUBEAT U NOBeYe, HO psaKo nvat
nokoneHue. B noBeyeTo OT crnyvyante CMHOPOMBT Ha [layH ce ObiKU Ha NPUCHLCTBUETO
Ha 47 XpOMO30MMW, KbAETO Xpomo3oma 21 e npefcraBeHa TPUKPATHO BMECTO B [Be
konnga. B marnka 4vacTt ot crnyvaute xopaTa ¢ [JayH nputexasaT no 46 XpomMO3OMW.
OBWKHOBEHO €OuMHUAT OT poauTennte uma camo 45 XpoMOo3OoMM U € HOoCuTen Ha
cuHapoma, 6e3 ga e 6oneH, HO ro npegasa Ha Hskoe oT ceouTe geua. CMHOPOMBT Ha
[ayH ce nosieaBa Ha 1 ot 700 xxmnBopogeHu geua. Yectotata Ha ToBa 3abonssaHe npu
3a4yeBaHe ce onpegend Ha okono 7.3 Ha 1000, nnm e okono 5 MbTU MO-BMCOKA,
OTKOSIKOTO Mpuv paxgaHe, nopagu gakta, Yye B 80% oT cnyyauTe ce cTura Ao CrnoHTaHeH
abopT. YcTaHOBEHO €, Ye C yBenvyaBaHe Ha Bb3pacTTa Ha MaunkaTa ce yBenuyasa u

yecToTaTa Ha nosiBa Ha cuHapoma. Hanpumep npu geua, poaeHU OT MaWkyM Ha OKOMo



40 r., Ta3n 4vectota € okosio 40 NbTM No-ronisMa, OTKOMKOTO Npwu geua, PoAeHu OT

Manrku Ha okono 20 r.

KAKBO E CUHOPOMA HA OAYH?

CuHgpoma Ha [JayH e reHeTU4HO CbCTosIHME / T.e. HewWo C KOeTo ce paxaall,
KOeTOo ro nma B 6e6eTo B MOMEHTa Ha 3a4aTtneTo My/ MPUYUHEHO OT NPUCHCTBUETO Ha
OONbITHUTENEH XPOMO30M. XPOMO30OMUTE Ca MbHUYKN YACTULN, KOUTO Ce HaMmmnpaT BbB
BCAKa KneTka, BbB BCsAKA TbKaH OT TANOTO HW. Te HOCAT MbSIHOTO OMNUCaHMe Ha
XapakTepPUCTUKNTE, KOUTO Hacneasisame. [1bIHOTO onncaHne ce Hocu BbB hbopmaTa Ha
3akogupaHo cboblleHne B xumumyecka cbCTaBka HapedeHa [OHA?. Vima 23 aBonku
XPOMO30MU BbB BCsiKa KneTka, obuwio 46. BbB BCcsika ABOWKA MMa No eauH OT Mankarta 1
no eguH ot 6Gawarta. lpe3 1959 roguHa, dpeHckmsa reHeTuk [lpodecop Kepom
JIbOXOH, oOTKpMBa 4e cuHApoMa Ha [layH € npuyYnHeH OT NPUCHLCTBMETO Ha
OONbITHUTENEH XpoMO3oM 21, kOWTO npaBu obwua 6pown 47. “CuHgpom” e cbop ot
npu3Haum n xapakrepuctnkn. Mmeto [ayH ngsa oT aHrnuUckus goktop [KOH JlaHrabH
[ayH, konto npbB onmncea cuHapoma npe3 1864 okono 100 roguHn npean oa 6vae
OTKPUT AONBbNHUTENHNA XpOMOo30oM. Becekn geH B ObeanHeHoTo Kpancteo, eqHo Ao ase
6ebeTta ce paxaa cbC CMHOPOMA, KOETO 03Havaea, Yye egHo Ha 1000 6ebeTta uma ToBa
CbCTOsIHME. XopaTta CbC cuHapoma Ha [JayH mmaT onpegeneHa cTeneH ga um npwm

paxaoaHeTo € HEBb3MOXHO Ta3un CTENeEH Ada ce onpeaenun.

KAKBO NMPUYUNHABA CUHOPOMA HA OAYH?

[lo TO3M MOMEHT HMEe He 3HaeM KakBO [MpUYMHABA MNPUCBHCTBMETO Ha
AONbiAHUTENHUS Xpomo3oMm 21. Tom mMOXe Oa uaBa KakTo OT MawkaTa, Taka U oT
b6awara. Han-yecto cpewanuaTt cnHgpom Ha [ayH, CtangapteH 21 / cbwo nosHaT
kato MbpBuyeH nnn ObukHoBeH 21, ce nony4asa OT HeOOMYanHO AeneHe Ha KneTkara,
KOATO € npousBena anuekneTka wunum cnepmatos3oug ¢ 24 xpomo3oma, BMecTo 23.
Korato Ttasu anuekneTtka unm cnepMmaTto3ong ce CbeauHAT ¢ ObMKHOBEHa snuekneTka
nUnu cnepmMaro3ong, NbpBaTta KneTka Ha 3adeHaToTo 6ebe nma 47 xpomosoma BMECTO
46, N BCUYKN OCTaHanu KneTkn Ha 6ebeTo we mmat 47. Hama HaumH ga ce npeackaxe
Jann eguvH 4YOBEK MMa BEPOSITHOCT MoBeYe MK No-mManko ga npousBene siuekneTku
nnn cnepmarto3onan ¢ 24 xpomosoma. 3Haem 4Ye b6ebeTata poaeHu OT Mo - Bb3pacTHU

MaWKuM MMaT o - rofieMn LaHcoBe Aa umaT cuHapoma Ha [JayH, HO He 3HaeMm 3aLuo.



KOu CA OBLUNTE NMPU3HALN HA CUHOPOMA HA IAYH?

» BaweTo 6ebe mMoxe ga Mma no-cnabw myckynu u ctaBum oT apyrute Gebera.
ToBa Lwe ce nogobpu KoraTto nopacHe

» 0ebeto mMOoXe ga 6baoe Cc nNo-manko OT CPeaHOTO Terno npu paxaaHe, U ga
HaTpynea Terno no-6aeHo oT gpyrute 6ebeTta. /cneumanHn Tabnuum 3a TernoTo
Ca Ha pa3snosioXxeHue B rnaBHUa oguc Ha AcouunaumsTal/

» ounte Ha Bebetata cbC cuHapoma Ha [ayH, 4ecTo ca HacoYeHW/HaKToOHEeHU
Harope unn HaBbH. Knenauute um 4ecTto mMmaT OOMbiHUTENHA nperbBka OT
KoXKaTa, KOSITO 3acurBa HakfioHa Ha ouynTe. ToBa He O3Ha4yaBa, Ye uma npobnem
c ounTte nm. Te NpPOCTO n3rnexagat pasrimyHo.

» 3apgHaTa 4acT Ha rnaBata Ha BaweTo 6ebe moxe ga Obae No nfnocka oT
HOPManHoTO.

» MHoro 6ebeta cbC cuHOpomMa uMMaT efHa rIbHKa, KOATO Ce npocTupa no
ObIDKMHATA Ha KuTkaTta Ha pbkaTa. [JOKTopuTe 4ecTo TbPCAT Tasn XapaKTepHa
MbHKa, KaTto Npu3Hak 3a cuHgpomMa Ha [ayH. Obade, T03n Gener moxe ga ce
cpeliHe 1 nNpu geua KoMTo HAMAaT CMHAPOMa.

Bcnukn 6ebeta ce pasnuyaBaTt egHO OT ApPYro, CbLUOTO € 1 npu 6ebeTtaTta CbC
cnHgpoma Ha [ayH. ToBa o03HayaBa,de MpyU €OHN XapakTepHUTE npu3HauM Ha
CvHApOMa MoraT NeCHO Aa ce pa3no3HasiT owe Npu paxagaHeTo, 4oKaTo ApYrM MoXe Aa
narnexaaTt u ga ce AbpxaT pasnuyHo oT apyrnte 6eberta. N Bbnpekn ToBa, ONUTHUTE
OOKTOPU M akylepkn OBMKHOBEHO ca MHOro obpu npu pasno3HaBaHETO Ha efBa
3abenexvmuTte pasnuuus, U npegnarat ga 6bae HanpaBeH KpbBEH TecT 3a ga ce
NPOBEPAT XPOMO30OMMUITE.

Bonectta Ha [layH ce xapaktepusupa c peauua 6enesun, kKouto, B3eTU 3aeHo,
dopmupaT onpeneneHa (pU3MOHOMUA Ha MOHroriouauTe W, pasrfnedaHu B getaunu,
no3BonsBaT CUrypHa guarHosa. TakvMBa npusHaum ca: nonyoTBopeHa ycta u gebenmu
YCTHW, ronam, HabpasaeH n n3nneseH esuk, cneunmuyHo MOHroNoONAHO Pa3nonoXeHne
Ha o4YnTe Nopaan TECHUTE U KOCO PasrorioXKeHW LEnkM Ha nannedbpute, enukaHT Ha
BbTPELUHUS bbb HA O4YNTE, KPUB NETU NPBLCT HA pbLETE, KbCa M LUMPOKA AfaH, TACHO U
LUMPOKO pasnosioxXeHo Hebue, HenpaBuUNHO noapeneHn 3bbu, marmyHcka G6pasga Ha
pbKaTa, XMnonnacTu4eH MEHUC, KPUMTOPXM3bM WUIM CbBBLPLUEHO Mankm TECTUCU MNpwu
MomMyeTaTa, a Npu MomuyeTaTta HedopasBUTM WK NUMCBALLM Mankm CpaMHU YCTHMU,
HenpaBWITHO Pa3BuTK yWHN Muan. [euaTta, cTpagawm ot bonectta Ha [layH, ce paxaaT

C NO-Marnku pasMepu B CpaBHEHME C HOpManHWUTe deua U M30CcTaBaT BbB (PU3NYECKOTO



N MCUXNYECKOTO CU pasBuTue. Ho BbNpeknm 4ye MOTOPHOTO, €3MKOBOTO M MOSIOBOTO
pa3BuTne e 6aBHO, xopaTa CbC cnHagpomMa Ha [JayH ca gobpe pa3BuTK COLManHo NnoHe B
CpaBHEHWne C Apyrn KaTeropum yMCTBEHO M30CTaBaHe.

TpsbBa ga ce otbenexu, Ye geyaTta cbC cmHapoMa Ha [layH ca ¢ 6nar xapakTep,
ranboBHW M OpYXentobHU, C pasBUTO YYBCTBO 3a pUTbM M NOOOB KbM My3ukaTa, C
TporaTtenHo cbCTpagaHue.

B 50% ot cnyyaute c Tpusomua Ha 21 XpoMO3OMeH 4YUdpT ce oTKpuear
MandopmMaumm Ha CbpPLETO M roNeMmUTe KPbBOHOCHMN CbAoBe. AHOMaNMNTE Ha MO3bka
CbLLIO Taka He ca psaka Haxoaka npu Takmea 6onHu geua.

KnnHnyHmuTe HabnogeHus, KakTo N ekcnepuMeHTanHnTe npoyvBaHusi NokasBear,
Yye OCHOBHAaTa npu4MHa 3a pa3BUTUETO Ha cuHApoma Ha [JayH e HanpegHanaTta Bb3pacT
Ha MawnkaTa, KakTo U HEWHOTO HapyWeEeHO XOPMOHANHO, (OM3MYECKO M MNCUXNYECKO
paBHoBecue. Hanpumep npu geua, pogeHn OT Maukm Ha okosio 40 roguHu, Tasu
yecToTa e okono 40 NbTK No-ronsamMa, OTKONKOTO Npu geua, poaeHn OT Manku Ha OKOSMO
20 roguHu. MNpu msmnyecka 1 Ncuxmyecka NPeHaToBapeHOCT, KAaKTo N NpU XOPMOHaITHU
pa3CTPOMCTBA Ha >XeHaTa Ce yBenuyaBa PUCKbT Aa Ce poau AeTe CbC CMHApOMa Ha
HayH. To3n gakT ce noTBbp)xaasa OT NPOoy4YBaHUATaA Ha CUMHOPOMA npes3 roAvHU Ha
TEXKN 0BLEeCTBEHM NN NPUPOAHN BeacTBUA(BOMHM U rnag).

[narHo3aTta ce nocTtaBA JflECHO MO XapaKTEPHUS BbHLUEH BMA Ha OETeTo, HO
NOTBbPXAEHMETO N U3UCKBA Aa Ce HanpaBu UUTOreHeTM4yHO uscnensaHe. 25% ot
peuata ymupat go 1 rogmHa, 50% - go 5 rogunu, kato camo 10% pocturat go 40
roavHWN.

EdwukacHo neyeHne nuncea, HO HOBaTa TEXHWKA 3a aMHMOLEHTE3a MO3BOMsiBa
nscrnegBaHe Ha XpoMO3OMWUTE Ha nnoda. AKO ce ycTtaHOBM ToBa 3abonsBaHe
poauTenuTe morat ga npeanodetart aboprta. A npodmnakTukaTta ce 3aknioyaea B ToBa
0a ce npoBexaa npeHartanHa guarHosa Ha Bcsika OpeMmeHHa Hag 35- roguiwiHa Bb3pacrT.

AMHMOLEHTE3aTa NpeacTaBnsBa METOA 3a MNpeHaTanHa AuarHo3a Ha BpPOAEHWU
aHomManun npu Yyoeeka. C nomoLlTa Ha CNpuHLUOBKA ce naterns npoba ot 10 go 15mn.
OT aMHMOTMYHaTa TEYHOCT, KOSATO 0o6BMBa nnoga. Tasm TEYHOCT CbAbpXkKa KMEeTKM,
npounsxoxgawm oT nnoga, KoMTo Morat ga ce otrnegar npu nabopatopHu ycnosud. B
TE3U KNEeTKN MOXe Aa ce Npoyyn 6posT Ha XpOMO30OMMUTE, a HacTosLaTa TEYHOCT MOXe
na 6bae wmsnon3BaHa 3a pasfMYHM  BUOXMMWYHW  M3CneaBaHusa, KOUTO Aaear
Bb3MOXHOCT 3a OTKpMBaHe Ha peauua obmeHHn HapyleHus. MNpobata oGMKHOBEHO ce
B3nma mexay 14-ata n 16-ata cegmuua ot 6pemeHHocTTa. B cnyyan 4e e yctaHoBeHa

TeXKa aHoMmanus B pasBUTMETO Ha Nroaa, poautenute morat ga 6baaTt nocbBeTBaHW,
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Yye e Heobxoammo aa ce nNpekbCcHe bBpeMeHHOCTTa Ype3 TepaneBTUYEH abopT.

AMHMOLEHTE3aTa € 0COoDeHO npenopbyMTENHA B Criydam Ha OpemMeHHOCTU C
BMCOKa CTeneH Ha puck. Cpen Tax ca TakmBa GpPEMEHHOCTU, NPU KOUTO ce 3Hae, 4e n
ABamarta poauTenn ca HOCUTENM Ha PEeLEeCUBHU TeHW, OTrOBOPHU 3a CEPUO3HMU
HacneacTBeHu 3abondBaHud; UM criydam npu KOUTO €AWHUAT OT poauTenuTe e
HOCMTEN Ha XPOMO30OMHa TpaHcnokauus.

AndacbeTonpoTenHbT € NpoTenH, obpasyBaH OT YepHus 4pob Ha nnoaa, KOMTo
rnokadea HMBaTa cun, ako 6ebeTo nma npobnem. lNoBuweHn HMBa Ha andadeTonpoTENH
MOXe Oa ca nokasaHue, Ye NNnoabT CTpaga CcnuHa budumaa — AedekT Ha MOo3bka U
HeBpanHaTta Tpbba. OT gpyra cTpaHa, HACKM HMBA Ha andadeTonpoTenMH MoXe fa ca
nokasarten 3a cuHgpom Ha [ayH. KoraTto ce ycTaHOBAT HEHOPMarHn CTOMHOCTU Ha AT
€ HeobxoaMmOo no-HaTaTbLHO M3cnedBaHe U aMHUOLIEHTEe3a, 3a Aa ce NpoBepu 3a
BpoAEHN AedeKkTn N XPOMO3OMHMN aHOManun.

KoraTto amHMOTMYHaTa TEYHOCT € Hanvue, MoXe BedHara ga ce M3MepsaT HuBaTa
Ha A®I1 n ga ce nony4n otroBop. Ho XxpomosomunTe 1 BCEKN ApPYr TUN reHeTUYEH TecT,
KOWTO e cBbp3aH Cc m3cnegsaHe Ha [HK, m3nckea knetkute ga ObaaT ocTaBeHwW ga
pactaT B nabopatopusata. 3aToBa OTHeMa okono ceamuua go 10 geHa, 3a ga ce
nonyyar pe3ynratute OT XPOMO30OMHM U3CreaBaHNS.

Tbn kaTto 3abonsiBaHETO € BPOAEHO, He CbLECTBYBa fledeHue 3a Hero. B
MUHaNoTo 4acT OT fJeuaTta CbC cuHpoma Ha [layH ca 3armBanu B paHHa deTtcka
Bb3pPacT OT TEXKN MH(EKLMM, a pYrn - OT CbpaeydHu aedekTtu.

[Hec Te3n 3abongBaHMs Cce neKyBaT YCMNEWHO W MOBeYeTOo NauueHTU
npexuBsBaT A0 3psina Bb3pacT. MogepHUTe aHTUOMOTMUM TPeTMpaT YCNEeLWHO U Hau-
TEXKUTE MH(PEKLUMU, a XMPYPrUsiTa Kopurmpa CbpAeYHUTE NOPOLM M XPaHOCMUIIATESTHM
aHomanuu.

MHoro geua ce obyyaBaT B HOpMarnHu Knacose, Apyry B cneuuanHn napanesku
3a pas3BUTUE Ha roBopa M cnocobHocTMTe Ha oby4veHne. Pogutenun n yuntenu paboTtaT
CbBMECTHO 3a OCblUecTBABaHe Ha Han-gobpus nnaH 3a obyvyeHne Ha geuarta. Llenta e

[a ce NocTturHe Hanpenbk B obnacTtute, B KOUTO Te ca crnabu.
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