NMpod a-p Ennsaberta 3ncoscKa

KnanHUKa 3a ruHeKonoruja n akywwepcrso
CKonje
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UHAUKaLU UK 32 LUTOFreHeTCKa aHa/In3a

e damunujapHo ontTepeTyBare CO reHeTCKo 3abonyBatbe
(npeTxoaeH nnop unn Apyr YneH Ha cemejcTBoTo)

e YTBpAEHO HOCUTENICTBO Ha XpOMO30OMOnNaTuja npea,
KOHUuenuujata, nam X-sp3aHO HOCUTENICTBO Kaj MajKaTta

e BpemeHOCT Nnocsne MHOTYKpaTHU CNOHTaHU abopTycu (Tpu naun
noBseKe) unm MpTBOpPOAEHU Aeua

e [peHaTaNHO NOCTaBEeHO COMHEHMUE NOC/ie CKPUHUHT NPOorpamu,
WU YNTPA3BYYHO

e HepeduHupaH non
e Acouujaumja Ha NnoBeKe Majop aHOMaNUu

e A6bHOpmaneH ¢eHoTUN uam gucmopduja (NnprucycTso Ha MUHOP
aHoOManuun)
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MuHop aHOManuu

e JlecHu (MMHOP) aHOMAZIUK Ce OHUE KOM LUTO MMaaT MUHUMANTHO

MeAULUHCKO U COLUMjaNHO 3HAUYeH e 3a IMYHOCTA. Tue ce
AednHnpaaT Kako HeobMUHN MopPONOLLKK LPTU KON HEMaaT
cepuo3Hu nocneamum 3a naymMeHToT. Toa ce HapywyBaka Ha
mopdoreHesaTa Kom BoAaaT o4 HOPMaAIHM Bapujauum 40 NOCUIHO
nu3paseHun npomeHun. AKo eaHa mop@donoLlKa Kateropumja ce
jaByBa Kaj noBeKe oA 5% op, onwTaTta nonynaumja, Toa
npercrtaBysa HOpMa/siHa Bapujauuja.

Okony 15% op, cute HOBOPOAEHU Aeua MMAAT HajMANKy eaHa
MUWHOpP-aHOMAa/IMja KOja MOXKe Aa NoMUHe u He3abenexKaHa.

Mpep aa ce page oapeneHo 3Hauyee Ha ea4Ha MUHOP-
aHoManwuja, Tpeba Aa ce npernegaar u Apyrute YJ1IEHOBU Ha
UCTOTO cemejcTBo. TaKOB 3aeAHUUYKU 3HAK Kaj 34paBuTe Y41eHOBM
Ha egHO CeMejCTBO ce HapeKyBa ,MapKep* 1 03HauyBa AeKa
HapyLyBakeTo Ha MOp¢dOreHeTCKUOT NpoLLec oau HacneaHo.
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* BpegHocTa Ha Npeno3HaBakbeTo Ha MMHOPHUTE AaHOMA/IUU ce
COCTOM BO TOA LUTO TUE MOXKAT Aa CAYXaT KaKo MHAMUKATOP 3a
natonowka mopdoreHesa, BO ONLUT CMUCOJ, WJIU COMHEHMUeE
3a reHeTcKu cnHapom. OcobeHo ce MHTepeCcHU NoAaaTouuTe 33
3aBMCHOCTA mery 6pojoT Ha MMHOpP-aHOMaNNUTE U
NPUCYCTBOTO HA MAjop-aHOMAIUUTE:

® NOKOJIKY HEMa MUHOP-aHOMAJ/IUN, BE€POjaTHOCTA 3a Majop-
aHomanumja e 1,4%

® CO eAHa MMHOpP-aHOMaAInja, BepOjaTHOCTA 3a Majop-
aHOManujHa usHecysa 3%

¢ AOKOJ/IKY ucroepemeHo mma gee MMHOp-aHomaaumum, pusmkoT

AQd NOCTOU U AONOJIHUTE/NIHA MAjop-aHOMa/Inja usHecysa 11-
15%

° NOKONKY MMa 3 nam noseke MUHOP-3HaLUKM, Torawl pU3UKOT 3a
nojaBa Ha roaemm aHomanum ce sronemysa 4o 90%, oa Kou
HajuyecTn ce XpomosomonaTuure
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JIncta Ha MMHOP aHOMaANUN

Jlokanunsaumja Buag Ha MMHOpP-aHOMaNwUja

NMABA

fnaBa

Koca

Ouu

Beru

Hoc

Yuu

Bpaxunuedanuja

Mwukpouedanuja nnm meraneHuyedanmja
HaenekTpunanpaHa Koca

EnuKaHTyC

Xuneprenopumsam

BKoceHun oumn (Harope-MmoHroNonAHO UAK HaZoNY)
Synophrys (noBp3aHu aoBeTe Befn mery cebe)
3apamMHeT KOpeH Ha HOCOoT

Cepnect HOC

H1UCKO NoCTaBEHW YLIHU LLWKOJIKK

YuHa pecnyKa nosp3aHa (cneaHa) co BpaTtoT
ManpopmunpaHu yLIHU LLKOIKK

ACVIMeTpVI‘-IHO NOCTaBEHU YLLUHU LUKONKU
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JIncta Ha MMHOP aHOMaANUN

MABA
YcTa M Henue

Bpart

EnutenHn ymctu Ha pabosute Ha BuAMymTe
[oNnHa BUAMLA NoBAeYeHa HaHa3a4,

BUCOK 1 CTPMEH NOKPUB Ha HEMNLETO
[TonyoTBOpeEHa ycTa

MpepaHa geHTUuMja (dentitio praecox)
Xunonnasuja Ha 3abute, HeNpaBuUAHU 336U
Frenulum linguae breuvis

N36pa3geH ja3uk

MTepuruym (BMLLOK KOXKa Ha BPaTOT UM Mely npcTuTe)
KpaToK U WKpPOK BpaT

HucKa AnHKMja Ha KocaTa Ha3az Ha BpPaToT

rPAAEH KOW U ABAOMEH

JlaTepanHO NOCTaBeHN MamMunaun
HuncKko noctaBeH nanok




e

AnaHKa

Mpctn

Mpctu

Onwtn

FTOPHU EKCTPEMUTETU

AONTHU EKCTPEMUTETU

\
JIncta Ha MMHOP aHOMaANTUU

JInHnja Ha yeTupuTe NpcTn (MajmyHcka bpasaa)

KpaTKu, WWMPOKU ANaHKU

OTouu Ha ANaHKKUTe

[eTTMOT NPCT CBUTKAH KOH BHaTpe (KAnHoaaKkTuauja)
LLInpOK 1 KpaToK nanedy,

[MapumjanHa CUHAQKTUAWjA Mery TPeTUOT U YEeTBPTUOT
npcT

LLInpok naney Ha HoraTta

TpeTnoT NpcT e4HAKOB AN MNOAONT 04, BTOPUOT
[MapuunjanHa CMHAAKTUANjA Mery BTOPUOT U TPETMOT NPCT
[floronemo pactojaHue mery naneuoT U BTOPUOT NPCT

XMNOTOHWja HAa MYCKyAUTe

Xuneppnekcmbuntm arnoboswu (cutis laxa)
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[Tonm 3a peHOoKoNUja n reHoKonuja

e deHOKONMja e nojaBa Kora egHa MHAMBUAYA UMA KapaKTepPUCTUKHU
KOU Ce C/INYHU CO HEeKOoja reHeTCKa KombuHauuja Koja He ja
noceaysa.

e Toa e MMUTaLMja Ha NO3HAT reHEeTCKMU CTaTyC, HacTaHaTa nog,
AejctBo Ha nocebHU ¢paKTOpU 04 OKO/IMHATA

e MHory 4ecTto MMHOP aHOMANNUTE MMUTUPAAT PEHOTUN HA HEKOj
reHeTCKU CMHAPOM, KOra UMToreHeTCKu ce UCKay4vyea nocCrtoernbeTto
Ha UCTUOT

e Toa e eAMHCTBEHUNOT C/1y4aj KOra AOKTOPOT € CPEeKeH LWTOo
ja norpewun npernocraBeHara amjarHosal!!

e [eHOoTUN e cocTOjba KOra ABe MHAUBUAYWN CO CNUYHU GEHOTUNCKMU
KapaKTepUCTUKN MMAAT pa3sInyeH reHoTUnN, o4 Koj eAHNOT
HajuyecTo e NAaTONOLWKU, U HAj4eCTO MHOrY AOLHA Ce OTKpUBA
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UcTpaXkyBame
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Llen Ha ncrpa>XysamweTo

e MMpoueHTYyaNHO Aa ce NPUKaXKe 3aCTaneHocTa Ha
pPa3s/IMYHNUTE MUHOP AaHOMAJIUM Kaj AeuaTta co aucmopduja
KaKoO MHAMKauMja 3a opauHMUPaHE Ha LUTOreHeTcKa
aHanu3a

e BpojoT Ha LMTOreHeTCKU NoTBpPAEHU cnyyau co [layHoB
CUHApPOM

e [lpoueHTyasHaTa 3aCTaneHOCT Ha peHOKoNUUTE Kaj Aeuarta
co aucmopduja

ObpaboteHun ce 56 HOBOpPOAEHU AeLa, KOU MMaNe HajMaNKy
3 MMHOP-aHOMAINUN KapaKTepUucTuiHu 3a [layHos
CUHAPOM
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3acTaneHoCT Ha MMHOP aHOMAIUUTe

Bug Ha muHOp-aHOManujarta

bpaxuuedanumja
EnnkKaHTyC

Xuneptenopusam

BKOCeHU oYM Harope-MmOHroJ1I0MAHO NOCTaBEHU
3apaMHeT KOpPeH Ha HOCOT U ceanect HoC

Hucko noctaBeHn U Manu yLWHU WKOKU
KnuHopaktunumja

Xunepdnekcubunuum srnoboswu (cutis laxa)

BUCOK U CTPMEH NOKPUB Ha HenueTo

MonyorsopeHa mana ycTa, 4ecTo jasuKoT u3nerysa Haasop
JInHKuja Ha yeTUpUTE NPCTU

Mrepurnym (BULLIOK KOXKa Ha BPATOT UAKN mery npcrTure)
KpaToK 1 wupok spar

XnnoTtoHwumja

Kycu n Winpokn gnaHKu, co oToumu 1 Co KyCu NpPcTm

%
61
53
89*
96*
94*
62
71
53
50
75*
53 (35)

43
50
98*
71
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Pe3syntaTtu

AUCMOpdHja

® /layHOB CHHAPOM

Apyra XpOMOBOMOHaTHia B ypeAeH KapHOTHII




[1ncKycuja

* 3HauuTe U cMMNTOMUTE Ha [1ayHOBUOT CMHAPOM Cce
pe3ynTaTt Ha HeoTeHU3auuja Ha MO30KOT U TeNOoTO A0
deTanHarta cocrojba (3abaByBare Ha 3peeHeTo),
HeKomnnaeTHa mopdoreHesa (vestigia) u atasusam
(HachepyBarbe Ha HeEKOU 0cobuHM oa npeTuuTe).

e leuyaTta co layHOB CMHAPOM YECTO MMAAT aCOLUMPAHU
APYyru majop aHomanamu Ha cpueTo, CUCTEeMOT 3a
Bapere, U MHOTY Pa3/ZIMHO HUBO HA NOCTUTHYBAHQ, a
npepn parakbeTo He e MOXKHO Aa ce npeasuaaT
MUHOPHUTE 3HAUUTE U NOCTUTHYBAATa KOU
nHAMBMAYyaTa co [layHoOB CUHAPOM Ke v pa3sue.
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Aunckycuja

e Nleuata co gucmopduja nmaat HajpasIMYHU KOMOBMHALUMU Ha

MWHOP-aHOMA/IN, HEKOU ' UMaaT CKOPO CUTe 3HaLUU, a HEKoU
oA, HUB pa3BMBaaT CaMo AUCKpPeTHa eKkcnpecuja. Camunot Ppakr
LITO TUEe KOMBUHaLUM ce HenpeaBUAIMBU U He ce CTaHAAPAHMW,
ro oTeXXHyBaaT HUBHOTO Npeno3HaBake. AKO He ce HanpaBu
LUTOreHeTCKa aHanu3a, peHokonuute ro npoanabouysaar
npo6nemoT Ha JOKa)KyBakbe Ha NPeTnocTaBeHaTa AUjarHo3a

Kopucrta og HanpaBeHaTa LUTOreHeTCKa aHanun3sa e norosema ako
U NPU COMHEHUEe 3a XpOMO30MCKa aHOMa/Inja ce Hanpasu
LUTOreHeTCKa aHa/n3a, 3aToa LUTO MHOTY PaHO Ke ce NoTBpAau

WU UCKZIYYN COMHEHMETO Kaj HOBOPOAEHOTO AeTe €O
ancmopduja, Ke ce gaae cooaBeTeH COBET, a CIeAeHETO U
CTUMYyNALMjaTa Kaj NOTBPAEHUTE CIy4au Ke NOYHAT NOPaHOo Y,




3aKNYYOK

o deHOKONMUTE C& MHOTY YeCTU BO COCTOjbuTe co
ancmopaoduja

o PeHOKONMUTE ja OTEXKHYBAaaT AMjarHo3aTa Ha
XpOMO3OMCKuTe abepauum

* MoTBpAaTa 3a egHa cocTtojba aeka e peHOKonuja e
HajnoOBO/IHATA AMjarHO3a 3a HOBOPOAEHOTO AeTe

* [eHOKONMjaTa e HajHenocaKyBaHaTa cocTtojba BO
HeoHaTo/siI0rujarta
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Bu 6nharopaapam 3a BHUMaHUETO




