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EQHa oT Han-xapakTepHUTe 0COBEHOCTM Ha LUsanaTa Xuea
npupoaa e, 4e nNpu p3aMHOXaBaHETO poaAuTenuTe npegasar
cneyndunyHuTe cmn 6enesn Ha NOTOMCTBOTO.

B gencrBnTenHoCT He ce npegaBaT ANPEKTHO camute benesu,
a Bb3MOXHOCTTa B MOTOMCTBOTO [a Ce pa3BUAT Taknea
b6enesn n cBOMCTBA, KAaKBUTO ca bunun pasBntn B poanuTenuTe.

Hama HUTO eanH XXUB OpraHnU3bM, KOUTO Oa He
Bb3rnpounaeexaa cedbenogodbHn. Kakto BCUYKM XXUBU
CbLLUECTBa, U YOBEKBLT Ce NOAYNHSABA HA 3aKOHUTE Ha
HacneacTBEHOCTTA.

[1o oTHOLWIEHME Ha “HopMarHaTa” HacreacTBEHOCT Ha YoBeKa
Han-MHOro JaHHM MMa 3a HauyMHa, No KOUTO ce yHacreasisat
TakmBa 0CODEHOCTU, KaTo UBeTa U popmaTta Ha ouunTe,
ocobeHoCTUTE Ha KkocaTa( uBeTa, KbapaBocCcTTa), LBeTa Ha
KoXaTa, YepTute Ha nuueto(ocobeHOCTUTE Ha Hoca, yLWunTe,
CKYNnUTe U T.H), BUCOYMHATA Ha TANOTO, HAKON 0COBEHOCTM Ha
TerecHaTa KOHCTPYKUUS, KpanHULUTE U OLLe OEeCETKN
mMopdoonornyHu 6enesn).

Hakoun oT Te3n cBoUCTBa ce yHacrneagssaT NpoCTo, MOHOMEeHHO;
Opyrn ca rnosiIMreHHo obyCnoBeHU, HAN-4eCTO OT MNOSTIMMEPHMU
reHN UM OT KOMMNIeMEHTapPHO rEHHO B3aUMOOENCTBUE.







©CONOOaRrwbh =

[omMmunHaHTeH

TbMHa Koca

KbapaBa koca

CWNHO OKOCMEHO TASI0

PaHHO onagaHe Ha KocMUTe Ha KocaTa
Ban knyyp Ha yenoto
[MeTHMCTOCT Ha KoXaTa

UepHa koxa

JTiocnecTTta KoXxa(UxTnosuc)
OT1cbeTBME HA emann Ha 3bbute
Kadhasu oumn

CeeTnokaasu n 3enexmn
[NoTbMHABaHe Ha newara(kaTapakT)
Kbcornegcrtso

[anekorneacTBo

AcTurmaTmusbm

HopmanHo ronemm ouu

fonemu oun

Obnrmn pecHuum

[ebenu ycTHn

LLnpokn Ho3gpu

“Pumckm Hoc”

PbeT “mxyoxe”

LCoNOORWN =

PeuecuBeH

CseTna Koca

lNpaBa koca

Cnabo okoCMeHO TAMno
HopmanHo onagaHe Ha kocaTa
EaHouBeTHa koca
EnHouBeTHa KoXa

bsana koxa

HopmanHa koxa

HopmanHu 3b6m

. bnbboBn nnu cnemn oun
. bnbboBn n cnem

. HopmanHa newa

. HopmanHo 3peHue

. HopmarnHo 3peHune

. HopmanHo 3peHue

. Marnku oun(mukpodTaniMmmuH)
. Marnku oun

. Kbcn pecHuum

. TBHKWN YCTHU

. TecHu Ho3gpun

. [MpaB HoOC

. HopmaneH pbeT




23.

24.
25.
26.
27.
28.
29.
30.
31.
32.
33.
34.
35.
36.

Hucbk pbet(onpegens ce ot
MHOIO reHu)

MNonupakTunusa
CuHpgakTunma(cpactHanm npbCTur)
Bpaxugaktnnusa( KbconpbCcTue)
[MporpecuBHa MycKyrnHa aTtpodus
KpbBHa rpyna A, B, AB
XuUnepToHud

HopmarnHo cbcupBaHe Ha KpbBTa
HopmanHa KpbB

MHorokamepeH 616pek
HopmanHo cbcTosiHne

HopmaneH crnyx

MurpeHa

My3aukanHa gapba

Zat

24.
25.
26.
27.
28.
29.
30.
31.
32.
33.
34.
35.

Bucok pbCT

[MeT npbcTa

HopmanHu npbCcTh

HopmanHu npbetn

HopmanHo cbcTosiHmne

KpbBHa rpyna 0

HopmanHo KpbBHO HanaraHe
Xemoumnus( ceBbp3aHa ¢ rnosna)
CbpnoBNOHOKETbYHA aHEMUS
HopmaneH 6b6pek

3axapeH gnabert

BpoaeHa rnyxota

HopmanHo cbcTosiHMe
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OT KAKBO 3ABUHCH LIBETBT HA KOCATA
BANA ObN>XK CE HA YYACTBYBALLLM TEHM
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Sabeseskka: Beceku zeren cumBoa., uanoasyBawn myk,
moke go omzoBops wo noBewe om egus zern,
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OT KAKBO SABVICH UBETET HA OYMTE

Edeckimem ce guatku

ChHHIHM o ompaikesue

3 ma cBemaAaunama umam gBa zena
oMM MmbMMU

ZO cUunw o4y
MUEMaBMMHLU 3DSM
BvwB mapou.lu‘: rn;mqqcm —Fen—— 2 ._"_.
HO uUpLwcc - 3

B egumuvwno cecmosnues
2eHLM © peuscuBor -
no omuowsMue s
.ma Beuuku gpyau,

c uskarcyernue -
HO oASUHSCHUR Mmun'

T

“HMemuncku’ cunsckume

Onmuvocko ussoaao
(AauncBa cum nuzronm
B okomo)

Edekmuom coe guasku .
SEJFIEH M o KBAM NuIsmsHM
BvB Bovmwwmama wacm
Ho upucao,gedgcmByBa
cuBumecmuo cwee
CUMBOMO ompa>xoNuo
(hkevAamo + curnes =—
= IVASHO) =

dedcmBuemio o conume
30 sesenu u cuBu ouu
L HO @ GOCMOMmbBYMHo

Edeokmum co guasdcu
% o T usEcCHeNS

CHBH HO MMoAads nMNuUasmaHMMmM
BuB8 Buoexuwrmama wacm
ma upuca, npukpuBaowy,
cumsomo arnpcnkauuo"f;

omBompe \i

KADABM Edpekmom ce guadku — NBa zeno sa kadpabBu ocuu |
UAU YepHU na l:ouuenmpupn_u

BwB Berwrama uwacm

HO upuco, AL SsguN~
npukpuBawuy eguse Q _I_ 2a Breku
CUHBO MO omMmpaXemue- : no-cBemsa
{(kosakomo noBeoue uBam

e nuZMeHMbm,
moakoBao ne-mesanu
ca ouwume)

PO30OCBMH1 Edekmem co guasku T AaBunocum uma’
HO ompaskernues : o g-jﬂn agaBuno-zema
om cvoscBume : 3 = I
- kpuBomocnu cugofis , p . _.

] " He Auua c Boakaks8 gpyz uBam

E Ha ouwume, Bkarowumeawo | -
=0 T2 _CuNU Ouu, mosam QO umam
Egwo varcaus J 3 ckpumo (peuccuBmolcucmoswue

| ™
(o B cou >3CIT ur cAbuno — e

& FeazuBamrno)

Ha ouwume




Type | Osteogenesis Imperfecta

Teath normal
= o saalt el
i nt

wally blue Tesssth maarral car soft aned trarslucent

& Elsevier Inc. - Netierimages.com Image Mo. 8136

ER. INC. - METTER







MHoro 6enesu y YoBeka ca NnosIMMeEpPHMN.
Taka ce yHacrneasasaTt pbCTa, TErNoTo,
LBETBLT Ha KOXaTa u ap.

MHTepecHu nacnegBaHnUsa nma ¢ LBeTa Ha
koxkaTta. OT bpakoBeTe mexay oenn un
YepHU ce paxaaTt BMHarn mynartu. Te ca
Mypraeu. B bpakoBeTe mexagy MynaTu
PSOKO Ce paXkgaT HanbJIHO benn nnu
HanbJTHO YepHU Aeua. Te 0OMKHOBEHO
CbLLO ca mynaTu.

BMCcoKOoTO KpbBHO HandaraHe criopen HAKou
CbLLIO Ce NpeaaBa KaTo rnorimmepeH odener.




YHACINEOABAHE HA UBETA HA KOXATA TP BPAKOBE MEXXIY
HETPM H BENM :
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Y yoBeKka MMa MHOro reHn, KouTo npean3BuKeaT
pa3BMBaHe Ha benesun, KoUTo cMmyLlaBaT
HOPMasHOTO NPoTUYaHe Ha HAKOU CbLLECTBEHM
dOU3MNOSIOrMYHN NPOoLIECU, MOPaanN KOETO HACTbLMNBaA
npexgeBpemMeHHa cMbpT. [ eHn, KouTo gosexaaTr
00 CMBbPT Ha 3apoauLia Unn Ha OeTeTo CKopo
cnep paxgaHeTo, ce Hapuyar neTtanHu.

[[eHnTe, KOUTO JoBexXaaT A0 CMBbPT B AEeTCKa Unu
lOHOLLEeCKa Bb3pacT Ce Hapu4daT cybneTasrnHu nnum
nonyneTanHu.

N egHuTe 1 gpyrute moraT Aa ca AOMUHAHTHU UK
PELIECUBHM.




[JOMWUHAHTHUTE NeTanHn reHn ce
nony4aBaTt KaTo MyTauuun B MOMOBUTE,
KNeTK1 Ha 34paBu poauTen.
HJoMUHaHTHUTE cybneTanHu reHu B
peaku criydam ce npeaasar B
MOKOJTEHNETO, 3aLLOTO HAKOM OT
TEXHUTE HOCUTENN JoCTUraT 4o
nonosa 3psnocT. TakmBa crnyvyam nva
Npv yHCneasaBaHe Ha epodeHa
enusiosi. Toea 3abonsiBaHe ce
XapakTepuaupa ¢ NaTonormyHu
NMopaXkeHns Mo KoXaTa, YMCTBEHA
N30CTaHamnocCT, enuencus n pak Ha
cbpueTo, 6bbpeumTe N op. opraHw.

PeuecnBHUTE netanHn n cybnetanHu
reHu npeaus3BnkKBaT CMbPT CaMo
TOoraBa, Korato ca B XOMO3UIroTHO
CbCTOSIHME. XETEPO3UTOTHUTE
nHAMBMOM ca PEHOTUNHO 34paBu.

Ha neTtanHu peuecunBHn reHn ce
ObIKU aHeHyeganusma-
3abonsaBaHe, Npu KOeTo B 3apoauLua
He ce p3BMBa rnaBeH MO3bK, Nopaaun
KOeTOo TOM ymupa.

Il¥nca Ha rnaged Molsk
(aHeHUedanua)




Ha cybrneTanHu reHn ce Obimkn uxmuo3ucbm-
3abonaBaHe, rNpu KOETO KoXaTta e cyxa, KaTto ye
NN NOKpUTa C JFIOCNKN, a NOHSIKOra ¢ AbNOoKOo
KbpBALWM NMykHaTUHW. OT TakmMBa reHn ce pasBuBa
CbLUO amaspomuyHa uduomusi. [lpn Heq B
LleHTpanHaTa HeEpBHa CUCTeEMa Ce oTfiara MacTHO
BELLIECTBO, HEPBHUTE KNETKMN AereHepupar,
HacTbnBa ocnensiBaHe U CMbPT Ha AeTeTo. Ha
cybneTtanHn peLecuBHN rEHN ce ObITKU
maJsiacemusima, HapuiaHa olle aHeMusi Ha
Kynu. 'pn Hea noBe4vyeTo epuUTpoOLUTHM Ca C
HenpaBwuiHa doopMa 1 cbabpXKaT Marnko
XeMOrfnobnH. XoMo3nroTHMTe geua ymmpar oLle
nbpBaTa rognHa.




KakTo npu 6o3anHnuMTe, Taka 1 y YoBeka MHoro 6enesu ce
onpeaensT OT MHOXXECTBEHU anenu. YHacneassaHeTo Ha
KPBbBHUTE rPynu cTaBa OT TaKMBa reHu.

[Tpu YoBeka nma 4 kpbBHU rpynn: A, B, AB, 0. 'pyna A B
epuTpoUMTUTE UMa aHTUreH A, a B cepyma- aHTutena 3.
Eputpountnte B rpyna B cbabpxat aHTUreH B, cepymMbT-
aHTuTena a. B rpynata AB eputpouuntnte ca c antureHn A n B, a
CEPYMbT He CbAbpxKa aHTUTeNa a un B. lNpn YoBeK € KpbBHA rpyna
0, eputpounTnTe HEe cbabpXxaT aHTUTENa A u B, a cepymbT
CbAbpXXa aHTUTENa a un 3. AHTUTENaTa a npean3BmKBaT
arnyTUHUpaHe Ha epuUTPOLUTU, CbabpXKallun aHTUreH A, a aHTUTena
B npeausBuKBaT arnyTUHUpPaHE Ha ePUTPOLUTI, CbabpXKaLlm
caHTureHa B. ToBa € MHOIro BaXHO Npwu npenuBaHe Ha KpbB. 3a aa
He CTaHe arnyTUMHUpaHe Ha npensrtaTa KpbB, Ta Tpabea ga e oT
cbluaTa rpyna, ot KOATO € KpbBTa Ha peuunueHTa.

KpbBHUTE rpynn HE Ce N3MEHSAT Npe3 BPpeME Ha NHOMBUAYaNHUS
XXNBOT N Ce yHacneasaBaTt Ype3 MHOXECTBEHM anenw.




[1pn YyoBeEKa MBXKKUA Mo ce onpeaensa ot xpomosomute X n'Y.
['eHeTn4yHaTa popmyna e XY. XeHckna non ce onpenend ot X-
XpomMmo3omarTa. [ eHeTu4yHaTa oopmyna Ha XeHaTta e XX.
XpomosomaTta Y B3emMa yyacTtue npu onpegensHe Ha nona. Hakown
npuemar, Ye B HeA ce HammupaT reHn n 3a gpyrn 6enesu, Ho Toea
He e 63ynpeyHo npocnegeHo. Taknea cbobLleHna nva 3a
yHacrnegsiBaHe Ha cuHOakmunusima( crienBaHe Ha NpbCTUTE), 3a
KOXa, NOKpUTa KaTto Tapanex c Abfrn YeTUHKOBU n3pacTBaHus, U
op. 3acera ydoeamTtenHo ce cMATa yHacrensiBaHeTo Ha bernera
Xxunepmpuxo3a Ha Kpad Ha ywHaTa Muaa nocpencrtsom Y-
XpomMmo3omaTa. Ton ce uspasdBa B U3pacTBaHe Ha Kpasi Ha yXOTo Ha
CHOM Aobnryu KocMu. ToBa HacTbnBa cneg 17-rognwHa Bb3pacrT.
MHoro reHu ce onpegensart ot X-xpoMmo3omMmaTa. TakbB € Criy4yadaT C
xemogpunussma. KpbBTa Ha cTpagalunTte oT Ta3m 60necT He MoXxe
[a ce cbCcupBa Un ce CbCmpBa MHOMO TPYAHO, Nopaamn KOeTo gopu
Npu n3BaxxgaHe Ha 30 MOXe [a u3Teye TONKoBa KPbB, Ye DONHUAT
na ympe. 'eHbT, NpeamsBuKBall XeMounuaTa e peLecuBeH n ce
Hamupa B X-xpomo3omarta. HeroBoto yHacneagssaHe ctaBa Ha
KpbCT: “OonHaTa” Xxpomo3oma ce npegasa oT ballaTta Ha
ObllepdaTa, a OT AblUuepuTe ce npeaasa Ha TEXHUTE CUHOBE




KaTo xemodunuarta ce npeaasa CbLLUO
HAKOW oOpMM MYCKynHa OUCTpodUA.
TakaBa e ducmpoousima mun QroweH,
KOATO Ce onpenensa oT peLecunBeH anern,
HamMumpall, ce B X-Xxpomo3omarTa. 4
3arnoysa ga ce npogBdBa OT AeTCKa
Bb3pacT U BOAU OO0 UHBANMOHOCT U CMBbPT.

PeuecuBeH reH, Hamupal ce B X-
XpomMo3omara, onpenens pasBMTUETO Ha
HAKOW bopMun dasimoHuU3BbM( LBETHA
cnenora)




CobLyecTByBaT, Makap U He 4OCTaTb4YHO TOYHU, YKa3aHus 3a
HacrnencrTeeHata 06yCnoBEHOCT Ha HAKOM OCODEHOCTU Ha
ncmxukata u NnoBeaeHMeTo Ha xopaTta. HacnencrteseHo o0ycrnoBeHu
ca peauua MHCTUHKTU, Npean BCUYKO OCHOBHUTE (PU3NOMOTrMYHN
OenCcTBUs, NPOsIBEHM BeaHara crnepf paxaaHeto- 003aeHeTo,
CMEeXbT, NNavybT. Te3m n3Boam ce OTHACAT U 40 NO-CINOXHUTE
XapakTeEPUCTUKM Ha BUCLLIATaA NCUXUYHA U HEPBHA AEMHOCT- NCUXO-
eMOLIMOHaNHNUTE NPOSABU, pas3fMYHNUTE CNOCOOHOCTU, TBOpYECKaTa
HaJapeHOoCT, BPOAEHUTE YepTu Ha UHTEnNeKTa.

3a HacneacTBeHUs xapakTep Ha NOAOOHM CNOXHM NPU3HAaUM,
CBbP3aHU C NcuxmkaTa n HepBHaTa AENHOCT, MOXe Aia ce Cbau OT
TOBa, Ye Te ce cb3aaBaT 0ObMKHOBEHO Ha DasaTa Ha No-MpPocCTu.
ToBa ce OTHacs 1 00 TakMBa YepPTM Ha xapakTepa, KaTo
nobo3HaTenHoCcTTa, CNOCOOHOCTTA 3a CbCpeaoToYaBaHe,
6bp3nHaTa Ha OpPUEHTUPAHE B Pa3fNYHK CUTyaUUKn, KOUTO Mat
onpeaeneHa oCHOBa B reHOTUMNa He3aBUCUMMO OT TOBa, Ye ce
noggaBsaT CUITHO HA BbHLUHM Bb3OENCTBUA.
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bnarogapa Bu 3a BHUMaHueTo!
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