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MEOQUKO-
FEHETUYHA
KOHCYNTALWA



Meguko-reHeTu4HaTa KoHcynTauusa € popma Ha
3[paBeonasBaHeTo, KOSATO MMa 3a 3adada Aga
NocTaBM OuarHo3a M [a HanpaBu MPorHo3a Wu
npodounakTuka Ha HacneacTBeHUTe
3abonaBaHus.

[leHoCcTTa 3acsdra OTAOenHU CeMeucTBa, KOUTO
Ce MHTepecyBaT OT pUCKa 3a paXgaHe Ha AeTe C
HacreacTBeHo 3abornsaBaHe /nacnBHa doopma Ha
MI'K/, Taka U Ha uganoctHata nonynauyus, 3a
KOATO Ce MpOorHo3mpaTr OTAESNIHM HacleOCTBEHM
3abonaBaHua /akTuBHa popma Ha MITK/.



1. KnnHuko-reHeTn4Ha KOHCynTaums Nno
amarHocTmkara Ha HacneaocTBeHUuTe
3a0o0naBaHuS.

2. MI'-koHCcynTaTMBHa OEeWHOCT No onpenensaHe
Ha nporHo3sarta Ha HacnencTBeHOTO
3abonsaBaHe B JaaeHOTO CEMENCTBO.

3. Ha HacneacTBeHuTe
[Mpodounnakt B CEMEWNUCTBOTO 7
NKQ



MoJiekyJasipHa MeIUIMHA

IIpe3 2002 r mpukmroun npeacpodHo ‘“Hosemiku
T€HOMEH IMPOEKT . B pe3yarar Ha TOBa TOJSIMO
INOCTH)KCHUE Ha Haykara Oelle pa3dyeTeHa Hajl
99%  nocinegoBarenHOCTTa Ha  Oa3ure B
yosemkara JIHK. beme ycranoBeHO, 4e OOMIUST
Opoii Ha uyoBemkure reHu € okoino 35 000.
Otkputu Osxa Hag 1 muamoH u 600 xwunsaam
oJIUMOp(HU MeCTa B YoBeLIKHs reHoM /JITHK/.




MacoB CKpUHMHT

OTkpuBa  3a00J4BaHETO  NpPEAW  HOsiBaTa  Ha
KJIMHAYHUTE CHUMIITOMH, HPOBEXKIA C€ IPHU JCUYUMO
3a00JIIBAaHE Ha BCUYKHA HOBOPOJICHH JI€Ia

/(D EHUIIKETOHYPHSI, BPOJICH XUIIOTUPEOUIUZBM/ .

B bbarapus 3a meppBM T MACOB CKPUHHUHI 34
eHunkeToHypus ce mpoBexaa or 1979 r, a mpes
1993 . B cTpaHara € BbBE/ICHA HEOHATAJIHA TUPOHUIHA
CKpPUHUMHTI Iporpama.

Pannara gquarHos3a € rapaHiys 3a HOpMaJHO HEpPBHO-
IICUXUYHO pPa3BUTHUE Ha AeLaTa.



N3scHABaHE Ha BCUMYKM cnyydam Ha aboptn u
MbPTBOpaXXaaHUa U CMbPT B paHHa Bb3pacT.
BbnpocbT 3a KPbBHO-POACTBEH Opak npu
aBTO30MHO-peLEeCUBHUTE 3abonsiBaHUS.
N3sacHsABaHEe Ha  U3BbLHOpaA4HM  3a4eBaHUS.
CeMenHuAaT nekap mn cectpa morart ga pasbepar,
ocobeHo B MankuTe HacerneHun MmecTa.
M3cnegBaHe Ha aBete dpamunum, ocobeHo, ako
TBbPOSAT Ye “HSAMa HULLIO”.

. 3anMcBaHe Ha  NAcnopTHUTE  OaHHW  Ha
damMmunuaTa.



ABTO30MHO-AO0MUHAHTHO NpeaaBAHEe HA
sabonaBanuaTa:

. bonecTHuaTt NPN3HaK CE€ Wn3dB4dBa BbB
BCAKO MNOKOJIEHUE.

. NatonornyHnat Oener ce npegaBa Ha
nonoBmMHaTa OT NOTOMUMUTE.

. [lpegaBaHeTo He ce Bnugae OoT nona.



ABTO30MHO-AOMWHAHTHKW ca:

v Xopsita Ha Huntington /4p ten/;

v brbpeyHaTa nonukncrtosa /16p 13.3/;
v Tpnsomusa 13,18;

v OTOCKNEpPO3a;

v’ PeTnHobnacTtowm;

v'Pak Ha xpaHonpoBoaa;

v'Pak Ha pebenoTto 4epBo;

v'[lonunosa Ha gebernoTto YyepBo /5921/;
v’ CuHgpomMm Ha MapdaH;

v [NonuaukTunusg,
v'"HeBpodwmnbpomarosa — 17qg, 11.2;

v ATONn4yHa ek3ema.



ABTO30MHO-peLleCMBHO NpeaaBaHn
3a0onAaBaHuA;

1. IBamata XeTepo3nroTHM HOcUTenn ca
heHOoTMNHO 3apaBu PoauTENN.

2. bonHu ca 25% ot cmnbcute Ha npobaHaa.
3. KpbBHO-pOACTBEH DpaK.

4. 3abongasaTt n oBarta nosna.



ABTO30MHO-peLIeCUBHN Ca:

v' MykoBumncumngosa;

v' Mykononmsaxapunaoosu;

v'[loBe4veTo 3abonsiBaHns Ha obMsAHaTa Ha
BeLlleCcTBaTa;

v AgpeHornHeTaneH CUMHAOPOM;
v'"HeBpanHata myckyrnHa atpodusa /17p/;

v [lonukncTosa MHMaHTUNEH TUM;

v IXTno3a;

v' [ nyxoHemorTa;

v BpogeHa amaBpo3sa Ha Jlebep;

v AmaBpoTnyHaTta ngmnotusa Ha TEn-Cakc;
v CninHanHa myckynHa atnodowus — 5q. 11.2;
v [lepcucTtmpalia MUOKNOHNYHA ENUIENCUS.



X-peuucueHu 3abongeaHus:

1. lNo-4yecTo Npn MBXKETE;

2. bonHUTe MbXe npegasart Ha NonoBMHaTa OT
CBOUTE BHYUM OT MDBXKM Non WU
HOCUTENICTBOTO HAa reHa Ha nofnoBuHaTa OT
CBOUTE BHYYKU, 4Ype3 (PEHOTUMNHO 3apaBuUTe
CU OblLEepU — HOCUTENKMN.

XeMopunus;

[6DH;

MyckynHa guctpodua Ha [oLleH;
Xp. 21.3;

[1anToOHN3bM;

CuHApOM Ha ppaxunHaTa X;

Xq 27.3;



X-AOMUHaHTHO YHacneanasaHe — baulaTta
npegasa Ha BCUYKUTE CU ObLUEepn N HUKora
Ha cMHOBeETE:

e But. “[1" — pe3ncTeHeH paxur;

» HedpporeHeH 3axapeH anaber.



MI'K npu xpoMo3oMHUTE bonectu

KapnotmnsT Ha KOHCynTupalwmTe ce MoXe aa
€ HOpMarneH 1 ToraBa PUCKbT 3a NOTOMCTBOTO
ce ornpeaens oT Yyecrtotara Ha XPOMO3OMHOTO
3abonsiBaHe, cCboObOpa3eH C rnosia U Bb3pacTTa
Ha poauTenuTe.

Hanpumep CnHaopombT Ha [layH e ¢ YecToTa
1:600; 1:1000, HO cnopen Bb3pacTTa Ha
MaunKaTa 4YectoTraTa € pasnmyHa:

» 0o 35 roanHu 1:500:;
»no 40 rognHun 1:110;

» 0o 49 rognHun 1:15;



R L ]




[lpn peryndapHata dopma puckbT € egBa 2%,
HO B CEMEeNCTBa C Beye podeHO OeTe PUCKLT €
NO-BUCOK, OT KOMNKOTO Aa Bb3HUKHE CrlyYanHo.

3a0bImMKNTENHO € MpeHaTanHa guarHosa Ha
crneqBalla bpeMeHHOCT.

[1pu TpaHcnokaunoHHaTta dopma:
“ 21q manka / 219 6awa — 100% pwuck.

[1lpn TpaHcnokauma: y mamkata — 12% puck, a
npu bawarta egsa 5%.



KbM TSX CHagarT MHOIO CEpPHMO3HU U HMIMPOKO Pa3IpOCTPaHCHU
3a00JISIBaHUsI C TOJISIMO 3JIPaBHO-COITMAJIHO 3HAYECHHE  Karo
aTepocCKiepo3ara, €CeHIlMajHaTa XHUIIEPTOHMWsS, HH(ApKT Ha
MHOKap/ia, TUa0eT, MU30(PPEHMUS:

I Ipy TAX 4YecToTara B €QHO CEMEMCTBO IpeBuIana 3 1o 15
II'BTH Y€CTOTATa OT OOIaTa MOMyJIalus;

1 yecToTaTa Ha OOJIHUTE HAMaJIsiBa B CJIC/IBAIIIMTE CTEIICHU Ha
POJICTBO;

| KIMHUKaTa Ha 3a00JIIBaHETO KOpelupa € Ta3d Ha JPYyTH
0O0JIHU;

1 BEpOSITHOCTTA 3apakjaHe Ha OOJHO HapacTBa C BCSKO
POACHO OOJIHO;

1 HanpuMep npu JAedEeKT Ha HEBpajgHarta TpbOa PUCKBT IIpU
eqHo aetre € 6%, a opu Bropo — 13%, T.e. BCUUKH PHCKOBE Ca
EMIIMPHUYHHU U HapacTBaT ¢ pakJaHe Ha OOJHO JIETe.















[eHeTU4YHO KOHCyNnTupaHe nNpw
CMNOHTaHHUTe abopTun

M[lpn abopt pgo 2-Ta cegmuua — 90%
XPOMO30OMHU abepauunu;

M[lpn abopt npe3 1-to Tpumeceudne- 61%
XPOMO30MHU abepauunu;

"[Mpn abopt npe3 2-to Tpumeceune — 30%
XPOMO30MHM abepauun.



[loka3aHysa 3a uumozeHemuYyHU
u3credeaHus.

_Jlnue c oBa 1 noBeye croHTaHHW abopTa;

. MbpTBOpaxpaHe;

. [lpn pBa cnoHTaHHWM abopTa M eOHO AOeTe C
Mandgopmauug;

. Jlvua ¢ npodecmoHanHn BpeaHoCTH;

« [pn penpogykTUBHM Heydaynm Oa Ce TbPCu.
npn mbxete CuHapom Ha [Npagep Bunn /159.11
oT bawiata/; npu xeHnte CnHOpom Ha TbpHep —
XO, CnHgpom Ha Mopuc n gpyru.



MacoB CKPUHUHT
OTKpmBa 3ab0nABaAHETO NMpean nosiBata Ha
KIMMHUYHUTE CUMMOTOMWU, NPOBEXJa Ce Mpw
ne4YynMmo 3abonsaBaHe Ha BCUYKM
HOoBOpodeHN geua  /PEHUNKETOHYPUS,
BPOAEH XMNOTUPEONAN3BM/.

CenekTnBeH CKPUHUHI
[locTaBa guarHo3a crnen npegBapuTeriHa
cenekums rno KAMHUYHKU 1 nabopaTopHU
KpUTEpumn.



[IpeHaTanHa auarHosa

Ta e nogxon 3a BTOpUYHaA nMpoduakTuka Ha
HacneacTBeHUTe 0OonecTtu. N3BbplLuBa ce
XOpuoHHa 6uoncma B 8-10 recrtaymoHHa
ceamMuua, WM amMHuoueHTte3a B 16-18
rectaymMoHHa cegmuua.

[oka3zaHua

# Manka Hag 37 roaguHn u 6bawa Hapg 45
rOAVHU;

= [lokasaHa XPOMO30OMHa bonect B
CEMEUCTBOTO;

® Puck ot gedekT Ha HeBparnHarta Tpboa.




NMpodunnakTnka Ha HacnegcTBeHUTe 3abonsaBaHUA

Bbnpekn NOCTUrHaTUTE YCMEXM B JIEYEHMETO Ha HSKOWU
TEXKU HacneacTBeHU 3abonsBaHus KaTo
MyKOBUCUMOO3a, TanacemMmsa W Opyrn, LUeHata Ha
ONTUMAriHOTO JlEYEHME € TEXKO (uHaAHCOBO Opeme.
LleHaTa Ha neyeHMeTo Ha nauuMeHT C MyKoBUCUMOO3a €
okorno /500 ponapa roAuMWHO WKW MPU  cCpedHa
NpexmnBaemMocT 25 rogmHn, npeHaTtanHata guarHo3a Wu
CENeKTUBHUAT abopT we cnectaTt okono 190 000 gonapa
Ha NauUUEHT.

[lpn npoBeXxgoaHe Ha MacoB CEeNeKTUBEH CKPUHUHE 3a
XETEePO3NUrOTHO HOCUTESNICTBO, YNATO LieHa e 25 agonapa wu
ce npegnpueme CcernekTMBeH abopT, TO 3a BCEKU
npenoTBpaTeH cny4yau we ce cnectdar 6500 gonapa.



B [etcka knuHuka Ha Y 'MBAJI-INTneseH” EA
ca OTKpuTM wn HabnwgaBaHn 35 peua c
MyKkoBucumngosa. lpmn 25 oT T9X U B TEXHUTE
cemenctea e nposegeH [HK-aHanni B
ITabopartopusaTa No MOSEKynapHa naTororns —
HUAI — Codwma. Cnen nposegeHa MIK Ha
cemenctBarta, npu 13 OT TAX € W3BbPLUEHA
npeHaTanHa [uarHo3a Ha  cregBalwarta
BpeMeHHOCT.



[MaumeHTUTE C HacneacTBeHM HEPBHO MYCKYIHU
3abonaBaHMA ca AucrnaHcepusnpaHM B OETCKU
HeBpoOJiormyeH KabmHet, Ho e nposegeHa MIK Ha
ceMeucTBarTa.

OT1 5 pgeua ¢ MyckynHa guctpodusa [dioweH bekep, B
4 cemenctBa bewe npoeegeH OHK anannis, a npwu
eaHa OpemMmeHHoCcT 6e ocbllecTBeHa MNpeHaTarnHa
amnarHosa.

CemencrBara CbC CnMHanNHa MyCKynHa atpodusa B
MWHaANOTO CbBETBAaxXMe 3a Bb3abp)KaHe OT HOBO
3abpemeHsiBaHe. C Bb3mMoxHocTute Ha OHK ananus
npu 3 cemenctBa 0Osixa npoBedeHW  MnpeHaTasrHu
anaro3n Ha cnegpawyutTe 6peMeHHOCTU 1 ce poamxa 3
3apasu geua.



[leBeT OT eOuHageceTTe nauMeHTu C
HeBpanHa MycKynHa aTtpodus OT POMCKU
npousxon ce okasaxa ¢ HacneacteseHa
[BUraTernHo ceTMBHa nonnHesponaTus — JTom.

Ha ocobeHO BHMMaHMe WU OBEKT Ha
HabnogeHne TpsaAbBa pga Obgar  3gpaBuTe
XEeTepo3nroTHNU HocuTenNun B cemencTeara. [lpu
BeYe M3BEeCTHA MOJleKynHa wmyTtauua e
3a0bIMKUTENHO NpoCreasBaHETO Ha
crneaBallara OpeMeHHOCT 4pe3 rnpeHararnHa
anarHosa.



MYKOBUCLMOO3A

MYKOBUCLIMOOSIATA e 3abonsiBaHe C
ONCOYHKUMSA HA EK30OKPUHHUTE XKITE3MN.

Yecmoma: Han-pa3npocTpaHeHOTO HacneacTBeHO
aBTO30MHO-peLEecUBHO 3abonsiBaHe Ha Oanata
paca, c 4Yectota 1:2000 go 1:1/7000, y Hac 1:3750.
YecToTaTa Ha HOCUTENCTBOTO = 1:25.
BeposaTHocTTa 3a paxgaHe Ha 0OonMHO [Jete B
CEMENCTBO Ha xetepo3urotn e 1:4 [25%/, netoecer
npoueHTa wWwe ©6baar HOCUTENW Ha MnaToNIorMYHUSA
reH, 25% KnNMHUYHO 3apaBW.



[eHbT Ha MyKoBUCUMOO3aTa Ce Hamupa BbpXY
ObNroto pamo Ha /-ma xpomo3oma. [ocera ca
ycTaHoBeHU noBeyde oT 600 myTauum, c pasnnyHn
MO TEXECT, KIMMHUYHMN NPOABK U pas3finiyHa 4ecToTa
cpeq pasnnyHu rpynu oT HacerneHueTo

/cpen pomute Han-yectata mytauuna e del F 508/.

MyTauuarta kogupa norpellHa npoaykuua Ha
benTbk-popmupall, KaHanm 3a OBWMXKEHME Ha
xfopuante npe3 MemMOpaHUTE Ha enuTernHuTe
KneTtkn / HapeyeH Cystic Fibrosis Transmembrane
Regulator-CFTRY/.



Hamoceneza:. llpy HOpMaHU YCIOBUS HATPUEBUTE WOHU CE
EKCKPETUPAT OT MYKO3HUTE JKJIE3H, CJICABAHU OT XJOPHUTE MOHU U
Bomara. ToBa ocurypsiBa XuUAPO(PUIHOCT HA MYKO3HHS CEKpPET U
HETOBOTO HOPMAJIHO ApceHHpaHe. Ilpu Hammuue Ha neekT B reHa
Bogelr g0 aAedexkr B CFTR, XmopHuIT HOH OuBa OJOKHpaH B
KJI€TKaTa M HE C€ HU3IbYBa B CEKpeTa Ha MYKO3HHUTE KJIC3H.
HarpueBusT WOH W Bojara HpeMHMHABaT B HHTEPCTUIIUATHOTO
npocTpaHcTBO. CeKpeThT Ha BCUUKU MYKO3HHM JKJI€3U OCTaBa I'bCT
M BHCKO3€H M TOBa BOAM JI0 3alyIlIBaHE HA HU3XOJHUTE UM
KaHajqueTra. HapylllaBa ce XJIOpHHUS TpaHCHOPT Ipe3 MeMOpaHaTa
Ha KJIETKUTE Ha CEPO3HUTE *KJIe3H /moTHUTE ie3u/. [lonrucHara e
oOpaTHara peadCoOpOLMs Ha XJ0pa OT I'bpBUYHATA IIOT OOpPaTHO B
kiaeTkuTe. 1lo Ta3u npuymHa XJIOPUAWTE B IIOTTA CE€ IIOBHUIIABAT
Haja 60 mmoin/n. ToBa nmpeau3BUKBA M KOMIIEHCATOPHO HM3JIM3aHE HA
HaTpus  OT KJIETKaTa, IPEAU3BUKBAMKK  XHUIIOTOHMYHA
ASXuJIparalys U COJICH BKYC Ha Ko)KaTa /T.H. "'cojieHa 1eTyBKa''/.



[lamonio2oaHamomusg:. B Genvute npobose

OpOHXUTE ca WU3NbJIHEHU C IbCT CEKPET,
HapyllaBa ce BeHTuUNnauudaTta, Mma y4yacTbLUm
Ha emdun3emM 1 atenekrtasa. B naHkpeaca ce
OTKpUBAT KUCTO3HU MNPOMEHN N nbpoasa.
KNbYHMAT Mexyp € ManbK, M3NbIHEH C
MbCTA XKITb4Ka.



KNMMHWYHKN NposBMU:
1. [lposBu OT anxatenHarta cuctema:

PaHHU XapaKkTepHu Penku
aondyseH emduszem  XpoHUYHaA NHEBMOHUS HOCHW NOSnnu
aTenekrasa XPOHWNYEH CUHY3NUT peungnempaLm
OTUTU

2. [lposiBM OT XpaHocMunarenHarta cMctema:

PaHHU XapakTtepHu Pegku
MEKOHUYM uneyc XPOHWYHa anapus CUHOPOM Ha MbCTa
NePUTOHUT cTeaToped XNbyKa
LMpo3a
nposianc Ha

pekTyma



[narHosaTa npu MyKoBuUCLIMO03a ce OCHOBaBa
Ha YeTUPU ANArHOCTUYHU KPUTEPUS:

* damunHa obpeMeHEHOCT;
* XPOHNYHA NHEBMOHMUSI;

* XPOHWYHA Onapus;

* NMOMOXWUTENEH NOTEH TECT;



Jleuenmue:

*aHTHOAKTEpPUAIHA TEpaIUsl CPEIly HaW-4€CTUTE NMPUUYUHUTEIIH
Ha XpoHmuHara OemompoOHa wuHpekmus Staphylococcus,
Streptococcus, Haemophilus, Pseudomonas, Serratia u p.
W3nomyBar ce anrmomorunmre. Methicillin, Carbenicillin,
Azlocillin, Unazyn, aMAUHOIJIFOKO3HIH.

*[IDCHUPAHE M JIC300CTPYKLMSA HA JUXATCIHUTE NBTUINA, YPE3
MHXAJIAUM C MYKOJMTHIM,  BJIQXKEH Bb3IYX, NyCTypaJiCH
ApeHaX, OpOHXMAJICH JIaBaXK/, IMXaTEJICH MacaXk U TUMHACTHKA.
*[IPUIIOKEHUE  Ha  NPOTUBOBB3MAJIUTEIHM  CpEICTBA  —
MHXAJIATOPHU TIIFOKOKOPTHUKOH/IH.

* KOpUTUPAHE Ha MajlabcopOLMsATa, MATAUTECTHUATA C
IIaHKpeacHW eH3uMHu - Panzytrat, Kreon.

* IpUJIAraHe Ha MACTHOPA3TBOPUMHU BUTaMuHHU - A, /1, E, K.
 nueTnyHO XpaHeHe ¢ 20-50% noBeue eHepruiiHU HYXKIU.



[Opodunakiuka. MonumopdHmnar OHK ananus

yCTaHOBABA MyTauumTe U gaBa Bb3MOXHOCT Ha
PUCKOBUTE CEMEWCTBa Aa NpoBedaT npeHaTanHa
gnarHosa Ha cnegpawumte bpeMeHHOCTH.
LleHaTaHa neyeHneto Ha 1 naumeHT cC
MykoBucuugosa e 7500 gonapa roguniiHo. [pwu
cpbegHa npexuBaeMocT 25 [ MNpeHaTtanHara
AvarHo3a W CeriekKTUBHUAT abopT Le CTECTAT
MuHMMyMm 190 000 pgonapa Ha nauueHT [lpu
npoBeXxgaHe Ha MacoB CeNnekTUBEH CKPUHWHI 3a
XeTepOo3nUroTHO HOCUTENCTBO, KOWUTO CTpyBa 25
gonapa, Ha BCeKM npegoTtBparteH cnyyanm ce
cnectasat 65 000 gonapa.



AXOHOPOINTA3NA




CuHgpom Ha Angelman

[Ipe3 1965 Angelman poxmaasa 3a 3 mogoOHH
cllydass Ha Jiella C TEXKKO H30CTaBaHC BHB
Bb3MOKHOCTUTE 3a 3aydyaBaHC Ha HOBH HEIIa,
YBPEXKJIAHKS, aTaKCHYHU PE3KH JIBYDKCHMUS, JICCHO
IpPEAU3BUKAH CMSIX M JUCMOP(PUYHM YepTH Ha
JTUIIETO.

reported three children with a similar

pattern of severe learning disability, seizures,
ataxic jerky

movements, easily provoked laughter, absent
speech, and dysmorphic

facial features.



BpoaoeHa HagobopeydHa xunepnrasugd




AHemnga Ha Fanconi




[ anakrtosemund

Hapyuienust BbB QyKIMUTE HA 4€pHUS ApO0
Kbarenuiia

XeraroMeraivs

Koarymomnarus

[MIICa HA alleTUT 1 3ary0a Ha TEIJIO
(OBpBILIAHE U JTUAPHUS

(HCPyHKIMSA HA ObOPEUYHUTE KaHATIETA

J
[]
JleTaprus v X"rmoToHUsA
[

[epeOpanna eneMa (eHredamonaTs)
XeMOparuv B CTBKIIOBHIHOTO TSIIO
Cencuc, npenu3Bukad ot Escherichia coli



[ anakTo3zemMus










CnunHanHa myckynHa atpodus







Tpuzomusa 18 — Cuagpom Ha Edwards




bonect Ha TAY-SACHS




Cunapom Ha Turner

B

i




Cunapom Ha Turner













OAUWATHO3A HA METABOJIUTHUTE
3ABOJNIABAHUA B AETCKA Bb3PACT

BpooeHnte HacnegoCcTtBeHM HapylleHus B
MeTabonmama ca peaku, HOo ronsim  Oopoun
3abonaBaHnsA, KaTto OKOfmfo CTO OT THX
3anoyBatr B HeoHatanHua nepuod. [lpw
opraHnyHuTe aumpgemumn, gedektnte B
YPENHUA UMKBN N onpedeneHn HapylleHus B
obMaHaTa Ha aMWHOKUCESNTMHUTE, MbPBUAT
3acTpallaBall, )XMBoTa Ha AETETO CUMMNTOM €
ocTparta eHuedpanonatmsa C NodBa Ha
bpyoBe, MO3bYeH efeM U NpoMsaHa Ha
MYCKYINHUA TOHYC, pes3yntaT OT TOKCUYHUSA
edekT Ha HaTpynanute B LIHC metabonutw.



Knunuyny cumnmomu:

v' Jletaprust u J0II0 XpaHEHe / HACOYBAIIH KbM JUArHO3a
CETICUC/;

v AnHesiTa ¥ PECIIUPATOPHUST JUCTPEC |

v TloBpwnIlase;

v )KblITeHna uim Apyru NposiBM Ha HapyIlIeHa YepHOIPOOHA
(DyHKHIIA / HAM-YECTO KBIATCHHUIIA C€ HAOII0AaBa MpHU
rajJaKTO3EMHUSATA, IPU KOATO UMa AEPUIMTHT HA aH3UMA
rajakTo30-1-dbocdar ypuaun tpancdepasa/. Xoiarenunara u
HapylIeHaTa 4epHOIpoOHa (DYHKIIMS ca IPOrpucapIiny 1
OOMKHOBEHO C€ MOSIBABAT B Kpasi Ha IbpBaTa M HAYAJIOTO Ha
BTOpaTa CeAMUIIA CIIE] PAKIAHETO;

v’ Jlepunut Ha anda 1-aHTUTPUIICHH U TUPO3SHHEMHUS;



v [oansvara YacT ot 4obpe nosHaTUTe 0QrNecT Ha HATPYNBAHETO He
Cce MaHupecTVpar KIMHUYECKN B PaHHUA Nepmnad, OT PasBUTUETO Ha
OETETO /XenartocrineHoMerans B MupBUTE MECELIN Cen pabkOaHETO
MOXe [a ce Habniqoaea rpy GM1-raHmmosnaosa in 1, Gonectta Ha
Gaucher, boriectta Ha Niemann-Pick n 6anectta Ha Wolman.
EoHmM or  Or HadectUte MyKornonmMsaxapmaoosv — CcvHOpoOMUATE Ha
Hurler 1 Hunter, MHOO PAOKO UMAT KIMHWYHM MPOSIBA B paHHa
KbpMadecka Bb3pacT. HoeopqoeHn ¢ TMnidHM CTUvii 33 Tesu
CYHOPOMM — IPYON  YEPTU HAa JIULIETO,XEMNATOCTINIEHOMErANNS, KOCTHU
aHoMaInin 1 XepHA e no-BepodaTHo Aa uviar GM1 raHmmosaosa unm

WIQIRROSES cnelyciia Mpvava Ha yprHa Wi TerecHi

TEYHOCTU € BaXXeH AUarHoCTHeEH CUMITTOM,

v BavkeH c/MINTOM 33 [iviarHosaTa ¢a U MBMEHEHVSTTA B OMHIIS CTaTYC,
HAKOM OT KOUTO Ca OMCKOUMMHATVBHM 3a orpederieHn Oornecm —
Karapakta 33 rafakioseMus, JyKcauusl Ha  felre npu

XOMOLWICTVUHYPUS,, [OEreHEPaTViBHA MPOMEHN B PETVHATA MU
NEPOKC/3OMHMTE BOrECT.



OOIIONPAaKTUKYBAIMAT JIEKap € TO3U, KOMTO MPBB CE Cpela C
NalMeHTa ¢ KJIMHUYHA KapTHHA, HEXapaKTepHa 3a OaHajHara
natojiorusd. IIbpBOHAYAIIHOTO CBMHEHHE 3a METa0OJIMTHA
00JIECT HM3HCKBa MPOBEKJAAHETO HA peavlla JUArHOCTUYHHU
U3CJICABAaHMUs, €IHAa YacT OT KOMTO Ca BB3MO)XKHH BbB BCSIKa
nadopaTopusi.

-MbiHa KpbBHA KapTuUHa ¢ agndepeHumnarnHo bpoeHe;
-0OMKHOBEH YPUHEH aHanus;

-KNCENMUHHO-arnkanHo CbCTOSAHNE;

-CEPYMHU ENEKTPOSINTMN;

-KpbBHa 3axap;

-aMOHSK;

-pegyumpalin cyoctaHuum B ypuHara;
-KONMMYEeCTBEHO un3crneaBaHe Ha aMUHOKUCENWHU B
nrasma u ypuHa;

-OpraHU4YHU KNCENNHN B YPUHA;

-Npa3sMeH nakrar



NMPEHATAJIHA OHK - OJUATHO3A HA
T’EHETUMHUTE BOJIECTU

[lo-ronsimMaTta 4acT OT reHeTudHuTe OonecTtn ca
HerneynmMm WM BOAAT OO0 TeXKa YMCTBEHaA U
dounsmyecka umHBanuamnsauuda. [lpeHatanHarta
AnarHo3a e OCHOBEH METO[ 3a npenoTrBpaTsaBaHe
paxJaHeTo Ha [Jeua C HeneyMMn TreHETUYHU
aedektn. lNpeHatanHa MHBas3MBHa AOuarHosa ce
npeafiara camo npu onpenerieHn nokasaHusa Ha
OpeMEHHU, MPU KOUTO PUCKBLT 3a [EHETU4YHAa
aHoManusa e Mno-BUCOK B CpaBHEHME C TO3W OT
aKylLlepckarta mMaHunynauusa /3a aMHMOLEHTE3a B
16-19-1a r.c.-0.5%, a 3a xopunoHbuoncus B 10-13-
Ta r.c. — 3% puck 3a aboprT/.



Hokazan nDEeHAMAi1H HO3d.:

* Bp3pacT Ha OpeMeHHaTa Haj 35 rOAvHMU;

» HamepeH MOBUIIIEH PUCK CJI€]l CEPYMEH CKPUHMHT;
[Ipenumao gerec Oonect Ha Down wiam apyra
XPOMO30MHA aHOMAJIMS;

*JlokazaHo HOCHUTEJICTBO Ha  OallaHcupaHa
XPOMO30MHA TPAHCIOKAIIHS;
eJlokazana cbCc crnenuaiusupano JIHK  wim

€H3UMHO HM3CcjIeABaHe TEKKa, MOHOTEHHA O0JIECT;

o [IpenuiiHo gere ¢ neeKkT Ha HeBpajaHaTa TpbhOa;
*OnpesiensiHe Ha II0JIa IPHU MOBHUIIEH PUCK 3a X-
CBBp3a JUCMOP(PUUYCH CHHIPOM.



Hanpeanbk B npoduiaakTHKaTa HAa XPOMO3OMHHTE
OOJIECTM y Hac c€ HaOIwogaBa MOpe3 MNOCICIHUTE O
rOJUHNA C BBBEXKJIAHETO Ha CEPyMHHUS IIpPEHaTaJICH
CKpPUHMHTI 3a OIICHKAa Ha PUCKa OT paKJaHEe Ha JIETE ChC
Cunapom Ha Down.

Knacuuecku IMTONCHETUYEH aHalM3 /OLCHKA Ha
XPOMO30MMTE MOJI MUKPOCKOI/;

oJIHK — anamm3. B mocinegHUTE HSIKOJIKO TOOAWHHU TO3U
MOJIXOJl C€ YTBBPJAM Karo aJITEpaHTHBA HAa MOCOYCHHUTE
no-rope. Jlapa mH(popmanus 3a Down, tpuzomus 13;
TpuzoMus 18 B pamkure Ha 4 pabOTHU JHH.
OKOHYATEJICH PE3yATarT OT LUMTONCHETHYHMS aHAIW3 3a
OCTaHAJIUTE XPOMO30OMHHU OOJIECTH CE€ M3YaKBa OT 3 0
5 cenMUuIu;




[Ipenaranna JIHK-guarnoza Ha MOHOT€HHMTE OOJECTH- Y
HAaC € BBbBEJECHA IIpeHaTajdHa JIMArHOCTHUKa 3a HajJ 22
HacJIEACTBEHU OoJiecTH. 3a ocTaHaiuTe okojio 900 mma
Bb3MOKHOCT ga ce wusnparu JHK B MexmyHapomHus
KoHCOpumyM ot Jaboparopun (Gendia. IIpenaramnara
JMArHOCTUKAa Ha MOHOTCHHUTE OOJIECTU CE€ M3BBPIIBA CIE/
xopuoHouorncus B 11-13-ta ceamuiia HAOPEMEHHOCT WU T10
u3KIrodeHue mnpe3 16-19-ta ceammuua cied aMHHOILICHTE3A.
3aabJIKUTEHO YCJI0BHME 3a IIPOBEXKIAHETO HA IMpEeHaTaIHa
TUArHOCTUKA € W3BbpIIBAaHETO Ha mnpeasapurteseH JHK
aHaJM3 3a MHGQOPMATUBHOCT IPU KOHKPETHOTO CEMEMCTRBO.
Toil BKJIIOYBA: €BEHTYaJIHOTO OTKPHMBAHE Ha MYTallUUTE U
uHpopmatuBaute JIHK Mapkepum 3a mnpoBexmaHe Ha
naaupekren JIHK anamm3. 3a menra TpsaOBa ga Obae
M3CJICIBAHO ISNIOTO CEMEMCTBO /MalKa, OOJIHO W/WJIM 3/IPpABO
JIeTe 1 Oama/.



Baxwno: ‘

1. CemericTBaTa 3a npeaBapuTeIICH
JIHK-anann3  ce  Hacousar
BeHAra cJjell Karoce MNOCTaBU

KJIVMHUYHA TMarHo3a 34
HACJIEICTBEHA ooJiecT BbB

(amMuImsTA.

HacouBanero 3a nmnpeHaraiHa
JIHK-muarno3a xksm CBAJIAT
“Mavnund oM’ cTaBa BeaHara
clieq YCTAHOBSIBAHE Ha
OpEMEHHOCTTA.




