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PE3IOME

Cmamusma 0CHOBHO e HACO4eHA KoM MeOULU,
KOUMO He Ca eKCrepmu Uy CNeyuanucmu 6 nose-
Mo Ha MeOUUUHCKAMA 2eHemuKa, a no-ckopo Kem
6onHUMHUME KIUHUUUCTU, PAMUTIHU JIeKAPU U He-
MEOUUUHCKU 2eHeMUUHU KOHCYIMAHMU CbC CHelU-
uuer onum 6 HAKOS 0 001ACMUIME HA 2eHEMUYHO-
mo koncynmupane. Ts npedcmaes opeanusayuama
Ha 2eHemu1HUmMe CyHOuU 6 HAUAMA CMPAHA — me ca
CMPYKMYypu 0 UHMezpUparil pecUoHaIHU yeHmpo-
8e 6 yHusepcumemckume OOTHULUY, CLUEMABAU4U
KAUHUYHU, 1a00PAMOPHU U AKAOEMUMHU 0eLiHOCTLL.

Cmamusma npedcmasst CouLHOCMMA U OCHOBHU-
me efeMeHMU HA 2eHeMUYHOMO KOHCYIMUpane: Ou-
AZHOCMUYHU U KTUHUMHU ACheKmu, 00KYMeHmupa-
He Ha pamunHama u pooocnosHa UHPOPMAUU, yc-
manoss6ane HA MUNA HA yHAC/e0s6aHe 6 KOHKperm-
HOMO ceMelicmeo, KOMyHUKAWUS 3 uHpopmupare 3a
HaZuuHUmMe 8B3MONHOCMU, 00CTyHBare U 6voeus0
nosedetue, nookpena npu npoyeca Ha uszpaioare
unu e3emo peuienue. Toil Kamo meouyuHckama ze-
HemuKa e 6 Npoyec Ha NPoZPecupaulo pasnpocmpa-
HeHue 8 C60emo NpusoNeHue U3BvH CHeyuanHume
UeHmpose, BB3HUKBA HAPACMEAULA HEOOXOOUMOCH
30 KTUHULUCU OM PASTIUMHU MEOUUUHCKY Cheuu-
AnHOCMU 04 Ce AH2ANUPAN NO-AKIMUBHO KoM  HYH(-
Jume om 2eHeMUYHO KOHCYIMupare 3a nayueHmu-
me, KOUMO e 00CILYHBAM.

KnrouoBn TYMMU: 2eHEMUYHO KOHCYmupane, nokasa-
HUA 3d Haco4sdaHe, np06ize/vzu npu KOHCynmupanemo

ABSTRACT

This paper is primarily for those who are not ex-
perts or specialists in the field of Medical genetics, but
for the general hospital clinicians, family doctors or
non-medical genetic counselors with a specific training
in the field. It gives the organization of genetic services
our country - they are provided in integrated regional
centers in university hospitals, incorporating clinical,
laboratory and teaching activities.

The paper lists the principal elements of genetic
counseling: diagnostic and clinical aspects, documen-
tation of family and pedigree information, recognition
of inheritance patterns and risk estimation in the par-
ticular family, communication and information on
available options and further measures, support in de-
cision — making and for decisions made. As medical
genetics progressively spreads out in its applications
beyond specialist canters, there is a growing need for
clinicians in different medical fields to engage actively
with genetic counseling needs of those whom they see.

Keywords: genetic counseling, indications for referral,
pitfalls in counselling
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ChIIHOCT, eTany 1 Mpo6/ieMy Ha TeHeTYHOTO KOHCYITUPaHe KaTo IeHOCT B MeAVIIMHCKAaTa IPaKTHUKa

Juarnoctmkara u npodumakTUKara Ha TeHe-
TUYHUTE 3a00/IsIBAaHNUA Ca C JOKa3aHO MHOTO BUCO-
Ka MeJVIIMHCKA, COIMaNHa I MKOHOMMYecKa edek-
TUBHOCT. Hac/encTBeHara maTtojaorusa Cbh3gaBa 3Ha-
YUTETHY 34PAaBHU ¥ MKOHOMUYECKM IIpobrmeMy He
CaMo 3a 3aCerHaTUTE UHAUBUAM U TEXHUTE CeMell-
CTBa, HO CBIIO TaKa U 3a 0OIIECTBOTO, B KOETO KU~
BesAT. Makap de 6GomectuTe C UBLSIO T€HETUYEH
IPOM3XOJ, Ca MOOTHENTHO PefKy (4ecTora Imo-Maaka
ot 1 Ha 2 000 gymun), Te ca MHOroOpoitHY (OnMcaHm
ca HSKOJIKO XVWJISIAM CAaMO MOHOT€HHU HapyILIeHsI).
HacnegcrBenara maTonorus e TeXkKa M 4ecTo Hejie-
41iMa, HOpajyl KOeTO aKLeHT'bT I1ajla BbPXY IPeBeH-
[VSITa 32 HOBA 1I0sIBa B pAMKITE Ha 3aCETHATOTO Ce-
MEJICTBO VIV Ha YCTIOXKHEHMsITA MIPY Bede 3acerHar
VHIVBUL,

OPTAHMU3AIINA HA TEHETUYHATA IIO-
MOII'Y HAC

TeHeTuuHMTE 3a00/IABAHNUS CA IIPUOPUTET U OC-
HOBa Ha CHBPEMEHHISI MOJie/l Ha 3[[paBeola3BaHe
noy popmaTa Ha HanmoHamHu reHeTHYHM Iporpa-
mu. TSAXHOTO M3II'BIHEHME IONafja B CTpaTerude-
cka 1en Nel “OcurypsiBaHe yC/IOBUS 3a IIPOMOLIMS
Ha 371paBe 1 npodrIaKTiKa Ha 6ojecTuTe” Ha MPO-
eKTa 3a HanmonanHa sfpaBHa cTpaTerus Ha bbira-
pust ¥ Ha 7-a paMKOBa IporpaMa Ha EBpomeiickust
[ap/IaMeHT.

TeHeTMYHMTE LIEHTPOBE KaTO OCHOBEH CTPYKTY-
peH eleMeHT Ha MeIMI[MHCKATa TeHEeTUKa BKIII0Y-
Bar: y1aboparopHara HeHOCT (MOJEKy/sipHa TeHe-
TIKa, OMOXMMUYHA T€HETKA, IUTOTeHEeTUKA), TeHe-
TUYHA KOHCY/ITALVsA U aKaJileMIYHa eitHOCT. T.e. Te
ca 3BeHa 32 MHTErPUPAaHU KIMHUIHN U TabopaTop-
HY YCIyTU Ipu 6OTIECTY ChC 3HAUUTE/THA TeHEeTUIHA
KOMITIOHeHTa (HaC/IeqCTBEHN WIn criopagudanm). Ta-
K'DB BUJ| 3aJlauyl YCIEIIHO MOTaT fia PellaBaT caMo
BUCOKOTEXHOJIOTMYHY 1a60paTopuy, pasmonaraiin
¢ MofiepHa MH(QPACTPYKTypa M KPUTUYHA Maca OT
eKCIepTH C pasHoobpas3Ha KBanudukauys B obmac-
TTa Ha CbBpPEeMEHHAaTa TeHEeTMKa, paboTeuy B Mpe-
Ka C IIMPOK CIEKTBP OT KNMMHWIHK ek (3). B Ha-
mara CTpaHa JbP)KaBHUTE T€HETUYHU IIEHTPOBE ca
0asupaHy B IeT M3BBHCTOIMYHN YHIBEPCUTETCKN
OO/IHUIIY C TeHETMYHOKOHCY/ITATUBHM KaOUMHETH U
mabopaTopHM ceKTOpy, KakTo 1 B HanmoHanHa re-
HeTn4Ha 1aboparopusi, Karegpa o Mequimscka re-
Hetyka U I[eHTBp 1O MOJeKyIHa MeAMIMHa (KDM
Karenpa o 6moxumusi) — BCUYIKY, HAMMPAIHA Ce B
CBAJIAT ,Maitunn fom“ - Codus. BaxxHo 3Haue-
HIe UTPAe U IUPOKO [IPeICTABeHATa TeHETUYHA [V~
arHOCTMKA B HSIKOJIKO YaCTHU TeHeTMIHM rabopa-
TOPHM 3BeHa, [eHeTYHa MeIVNKO-AMarHOCTIIHA /Ta-
6oparopus ,,JeHnKa“ (IMarHocTUyYeH MaHen OT Haj
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200 penku 60omectn), maboparopus ,[eHoMuKa"“ K'BM
CBAJITAP ,,I-p Manunos“ OOJ] u ap.

VHTepecHO e ga ce orbenex, ye B 85-90% ot
ClydanuTe TeHETMYHOTO OOCTy>XBaHe e JOOOTHMY-
Ha 77abOpaTOpHa U KOHCY/ITaTMBHA IIOMOLL, KOSTO
He e BK/IIOUeHa KaTo AETHOCT B PaMKOBMsI JOTOBOP
o H3OK usBbH cHabIABaHETO C peaKTUBM U KOH-
cymarusu no Hapenba 26 nHa M3 u Haryonanuu
[Mporpamu. Ot kpas Ha 2015 ., ce 0e HUHAHCOBO-
TO oOe3lleyaBaHe Ha LAJIOCTHOTO M3C/IeiBaHe Ype3
OMOXVMMIYEH CKPUMHMHT Ha OpeMeHHN JKeHN. Y Hac
He ce punancupa or H3OK u reHeTM4HOTO KOHCYI-
TUpaHe KaTo JIelIHOCT B JOOOIHMYHATA oMol Bb-
BeJleHaTa IIPAaKTUKa 3a TenepOHHO MHPOpMUpaHe U
KOHCY/ITMPaHe 110 MHTEPHET KaTO IIOAXOJ IIPU KOH-
CY/ITALVs 32 CKPUHVHT Ha OpeMeHHN XKeHM B HYKa-
K'bB CTTyJail He MOXKe /la OTMEHM TPAaJUIIMIOHHATA Te-
HeTUYHA KOHCY/ITAllMsl M MPeKMsi KOHTAKT ChC Ce-
MEJICTBOTO TPV CEPMO3HU HACTEACTBEHN OOTIeCTH,
PeIpONyKTVMBHY HAPYIIEHNA I IP., KOUTO UMAT eKC-
HepTHA CTOMHOCT C MICMEHO 3aK/TI0UeHNe.

B oruerHusa mokmam mo M3 3a 2011 roguHa e 3a-
IICAHO, Ye ,,[€HeTMYHOKOHCY/ITATUBHATA JEIHOCT
€ C MHOTO BICOKA MEIMIIMHCKA, COI[MaTHA U 3[PaB-
Ha e()eKTUBHOCT, M3MCKBa CPABHUTETHO O PaHIYeH
pecypc IpefMMHO B KOMYHMKAIMOHHU TEXHOJO-
run u kBanmnduuypanu excrepru (3). Koncrarmpa
ce ,,OCTBP HEOCTNUT OT KOMIETeHTHN KOHCY/ITaHTI
B TCHETNMYHUTE }Ia60paTOpI/H/I U IIOYTU IT'bJITHA JINIICA
Ha TaKuBa B KJIMHUYHKUTE 3BeHa . CrenymaaHoCTTa
»MeauuyHCKa reHeTnKa e MeAMIMHCKA KIMHIY-
Ha crenyanHocT. C ABITOCpOYHATa TeHACHINA 3a
HapacTBaHe Ha OpoOsi Ha M3C/IeBaHNUTE IALMEHTH,
U IIPERM BCUYKO C HENPEKbCHATOTO BBBEX/JaHEe Ha
HOBU TEXHOJIOTMM 32 IIPOBEX/aHe Ha TeHeTUYHUTE
U3CTIeIBAaHNA, CUTHO HapacTBa HY)/laTa OT KBajl-
buIpaHy TeHeTVYHY KOHCYITaHTH.

C eKCIaH3MsATa Ha TeHeTMYHOTO IIO3HAHME U CTe-
[IeHTa Ha YCHBBPIIEHCTBAHE Ha MabopaTopHara amu-
arHOCTMKa Ce IMOBUINM ¥ HeOOXOMMOCTTa OT 06pa-
30BaHe 1 KOHCY/ITHPAHe Ha MAIIeHTUTe U TEXHUTE
ceMeliCTBA IO OTHOIUIEHME HAa CIOXXHUTE BBIIPOCH,
BBb3HNMKBALIY TPV TeHeTHYHNUTe 3abo/siBanms. He-
00XOIIMOCTTa OT HOBUILIEHN 3HAHNMSI Ha OOIIONPaK-
TUKYBAIIWTE JeKapy, APYTU KIMHUYHU CHEI[UasIu-
cTH, OOIIEeCTBEHOCT, 3a MPMHOCA Ha TeHeTMYHATa
[IaTo/IOrNs B 3a00/IeBaeMOCTTa € JIOBejIa O Hapac-
Haja HYXX[a OT CIlenManu3ypaHa KIMHUKO-TeHe-
THYHa MHPOPMMPAHOCT Ha JIeKapy 1 HacereHue (2).

OIIPEJE/IEHUE M CBIJHOCT HA T'EHE-
TUYHOTO KOHCYJITUPAHE

Cnopen, HamuoHaneH CTaHEapT IO MeRMI[UH-
CKa reHeTMKa reHeTYHaTa KOHCY/ITallyA Ce IIPO-



JTiopmuna AHrenosa, Mapu XauMepsaH

BEXJA 33 b/KUTENHO Mpefyl TeHeTUYHOTO 13-
CTIefiBaHe 1 C/lefi IIOJTyYaBaHe Ha pesysrara (4).

EnHO OT Hall-paHHNTE OIIpefie/ieHN s Ha TeHeTIY-
HOTO KOHCYNITHpaHe e gafieHo ot I1. Xapbp (1981) u
TO T/1acu, 4e (8):

“TeHeTMYHOTO KOHCY/ITHMpAaHe e IIpoLec Ha 00-
myBaHe ¢ OOMHUA M/MIN 4IEHOBE Ha CEMENICTBOTO
MY, Ha KOUTO C€ MPeOCTaBs MH(OPMALIVS OTHOCHO:

o CBIHOCTTA Ha 3a00/IsIBAHETO,

o BeNMYMHATA Ha PUCKA 32 HETOBATA MOSBA VTN

[IOBTOpEHIe,
o BDB3MOXXHOCTHUTE 34
IpefoTBparsABaHe.”
Kakro kasBa caMmsAT aBTOp, BBIpPeKN 4de 6or-
IIMHCTBOTO XOpa, paborem B 0671acTTa HA M-
[[MHATa, Ca 3aM03HATH C TEPMMHA ,,TeHETUYHO KOH-
CyITHMpaHe" 1 MMaT HsKaKBa uyes KaKBO O3HavaBa
TOI1, PALKO Ce Cpellia HAKAaKBa ChbBpPeMeHHa Te(uHM-
1A Ha TOHATHETO (9). [eHeTMYHOTO KOHCYITHpPaHe
€ KOMIIO3MI{MOHHA JIETHOCT, ChCTaBeHa OT KIIHYO-
BU €JIeMEHTH, KOUTO TIOOTAETHO Ca MHOTO pasyiny-
HI1, HO 3a€[JHO M3TPA’KAAT CHIHO OT/IMYABAIL Ce IO
xapaxTep 1 ocobeHocty npouec. Enementyre Ha re-
HETUYHOTO KOHCY/ITUPAHE Ca:
o JVATHOCTMYHU Y KIMHUYHY aClIeKTH;
o IOKyMEHTHpAaHEe Ha CEMEJICTBOTO ¥ POFO-
CTI0BHA MHGOPMAINS;

o OIpefielsiHe Ha MOfielia Ha yHacC/efsiBaHe U
OLIeHKa Ha PUCKa;

o 00mIyBaHe 11 eMIIaTVIsI K'bM JIMIIATA, C KOUTO Ce
KOMYHUKUPA;

o yHpOpMALMs 32 HATMYHY BB3MOXXHOCTH T10

00CTy>KBaHETO U TIOBETIEHIIE;

o IIOfKpeIta Py B3eMaHe Ha pelleHue I 3a Ha-

[IPABEHO pelleHE.

IlenrTa Ha TeHETMYHOTO KOHCY/ITHPAaHe € Jia ce
maze MHPOPMAIVSI U IORKpeIa Ha ceMelCTBaTa C
PUCK, ia PAa3BUAT WM Ch3JAAaT IOTOMCTBO C FeHe-
TUYHO HapyLIEHNE, VIV C BPOJEHN aHOMATHIL.

»[EHETUYHMAT KOHCY/ITaHT 4ecTO paboTy Karo
YacT OT €KWII, KOITO BK/IIOYBA MENVULMHCKY TeHe-
TUK, LPYTM 7leKapy (aKyllep-TMHEKO/MO3Y, IIemM-
aTpu, HEBPOJIO3M, OHKOJIO3M U [Ip.), IICUXOMO3H, CO-
LMaTHN PaOOTHUIIN, JUETONI03M, MESUIIMHCKI Cec-
Tpu u gp. Toil mogmomMara Ha3HAYABAHETO, CHOMpPa-
HETO U OLieHKaTa Ha MeNMIMHCKAaTa MHPOPMALIS,
BOJIella /IO IUarHo3a, o6pasoBa MaryienTa u My AaBa
[ICMXO-COL[Ma/THA TTOfIKpeIa, paBu OlleHKa Ha pu-
CKa IIpU TeHeTHYHO M3C/IefBaHe, [IOAIIOMAara jIeKa-
puUTe C APYIY KIVHIYHY CIELMATHOCTI B 00CTyX-
BAaHETO Ha TeHeTMYHOTO HapyueHue (6). Croper
Nussbaum et al (4) paboraTa Ha METUIIMHCKUS Te-
HETVK € MHOTO II0-BpeMeeMKa B CpaBHEHIE C Ipy-
TV KIMHUYHY 06/1aCTI, 3aI{0TO T5I M3MCKBA IIPOKa

JICYEHIIE nnmm

[pefBapuTeNHa IOfTOTOBKA 1 HPOC/IefsABaHe 13-
BDBH HpeKI/IH KOHTAKT C IIAaVIEHTUTE "1 HETOBOTO Ce-
MericTBo. CHelanucTiTe reHeTUIHY KOHCY/ITaHTH
ca aKTUBHIU U B 00/1aCTTa HA TeHETUYHUTE U3CIIeH-
BaHM, Te Ch3JlaBaT TACHOTO B3aMMOJEIICTBIE MeX-
Iy HacOYBAIIMTE JIEKAPY, AUATHOCTUYHNTE Tabopa-
TOPUU U CaMITe CeMelicTBa. TsxHara eKcrepTusa e
6e31ieHHa 32 TaOOPATOPUITE, 3aLI0TO PA3SICHIBaHE-
TO M MHTEpIIpeTalnATa Ha TeHeTUYHITEe TeCTOBE 3a
[anMeHTITe M HACOYBAIIMTE JIEKAPY YECTO II'BTY 13-
VICKBAT 3a/I'blI00YEHN [T03HAHNS B 00/1aCTTa Ha reHe-
THUKAaTa ¥ TeHOMMKATa, a TaKa ChII0 ¥ MHOTO J00pu
KOMYHUKATVBHU YMEHVISL.

PEA/THO HACOYBAHE K'bM ME/VKO-TE-
HETUYHUTE IIEHTPOBE

o TpafuIMOHHOTO FeHeTUYHO O0CTy>KBaHe 3a-
csra MpefNMHO CeMeiiCTBa 32 U3sICHsBaHe Ha
AMarHosara, MporHo3ara M pucKa 3a MOBTO-
peHIe Ha Beue Bb3HMKHAJIO 3a00/IBaHe B Ce-
MEJICTBOTO - T.€. TO € PeTPOCIEKTUBHO.

o C yBenmMyaBaHETO Ha BH3MOXXHOCTTA 3a IIpe-
HATaTHY, HOCUTEJICKY Y IIPeCHMIITOMATUIHI
M3CNIEIBAHMS MPOCIEKTUBHOTO (mIpembpad-
HO, TPepPerpOAYKTUBHO) FeHEeTUYHO KOH-
CYITMpaHe Iiie CTaBa BCe [0-4ecTo.

OT M3K/TIOUNTE/THA BaXKHOCT € Jla ce 3Hae, de re-
HETMYHOTO KOHCY/ITMPaHe e I'b/IHOLIEHHO ¥ 3Ha4YU-
MO, aKO HaCOYBAHETO € TPeNpernpoayKTUBHO. Bpe-
MeTO € HeOOXOMMO 3a U3SICHSIBaHe Ha reHeTIIHaTa
AMarHosa — BUJa Ha MYTalMsATa, KOATO MOXKe BIIO-
CIIe[ICTBME Jla Ce THPCU C METOfUTE Ha IIpeHaTa/IHa-
Ta IMATHOCTHUKA.

OYHKLINN HA
KOHCY/ITALINA

o JImarHocTuyHM (IIOCTaBsgHE HA TIeHETUY-
Ha [MarHo3a WIM KIMHUYHA, aKO OTCHCTBA
TaKaBa).

o KoHcynraruBHM — B TeCHUsSI CMMCBHI Ha IO-
HATHUETO TOBA € IPOoLeChT Ha 0O0pa3oBaHe Ha
KOHCY/ITHPAIUs Ce IO BBIIPOCUTE HA TeHe-
TUYHOTO HapyIlIeHNe.

o JlucmaHCepHM — IBITOTPAliHA TOAKpeNa, Ch-
IefiCTBYE U KOMYHMKVpaHe — aKTUBHA POJLA
Ha KOHCY/ITaTMBHATA CTPYKTYpa.

TEHETMYHOKOHCY/ITATUBEH IIPOILJEC

Koncynrupamusr nexap Tpsbsa fa ce ybenn, de
KOHCY/ITUPAIUAT(TE) ce e MOMy4dnT HeoOXopymara
nH}poOpMaLNs, KOATO MY [aBa Bb3MOXXHOCT Jia pas-
6epe (7):

o MeAMLUMHCKUTE (DaKTV, BK/I. AMArHosa, Be-
POSITHA MPOTHO3a U HAIMYHO BB3MOXKHO 00-
CIy)XBaHe (JledeHne);

o HA4yMHA, MO KOWTO HACTEACTBEHOCTTA €
[OILIpMHeC/Ia 3a HapyIlIeHNeTo (THIa Ha yHa-

TEHETU4YHATA

15



ChIIHOCT, eTany 1 Mpo6/ieMy Ha TeHeTYHOTO KOHCYITUPaHe KaTo IeHOCT B MeAVIIMHCKAaTa IPaKTHUKa

CIefisiBaHe), pUCKa 3a OBTOpPeHNe, IIpeaBa-
HE nin pI/ICKa 3a ;prrl/[ q)aMI/[}'IHI/I YJICHOBE;

o IIAHCOBETE VIV HAIMYHITE BH3MOXXHOCTH 3a
CIIpaBsiHe C PUCKa;

o na usbepe HayMHA Ha [EVICTBUE, KOWTO W3-
IJIeK[a Hall-TIPMEeMINB 3a Hero (TAX) C oryief
Ha PUCKa, L[e/INTe Ha CEMEIICTBOTO, ETUIHUTE
U PE/IUTO3HM BAPBAHUS;

o Ja M3rpajy Hal-goOpOTO BB3MOXKHO ajall-
TUpaHe K'bM HapYIIEHNETO VU KbM PIUCKa 3a
HOBTOpPEHIIE, Ype3 IIPeOCTaBsIHe Ha IIOKpe-
IO KOHCY/ITHMpPaHe Ha CeMelicTBaTa, IOf-
HOMaraHe ¥ HACOYBaHe K'bM IOJXO/ AN CIie-
LVA/IVICTH, COLMATHU CITYXXOM, MalMeHTCKI
OpraHusaLnm u fip.

Makap 4de 06C/Ty)XBaHETO Ha BCEKU CITydaii Tpsio-
Ba f1a O'bjie MHAVIBUAYAIN3UPAHO 33 HY>KINUTE U CH-
TyauusTa Ha BCEKM TAL[MEHT, TeHETUYHYST OXOT
uMa 0610 mpasuio. Karo 151710 Ha manyeHTa He ce
Ka3Ba KaKBO pellleHle Jja B3eMe 10 OTHOIIeHNe Ha
PasIMYHM M3CNIe[BaHNA VI BBb3MOKHOCTH 3a 00-
TPVDKBaHe, a ce laBa II'bJIHA U aKTyanHa nHpoOpMa-
LM U IIOffKpeIIa B IIpolieca Ha JOCTUIaHe 3a B3/IMa-
He Ha COOCTBEHO HAII'B/THO MHPOPMUPAHO pPelIeHye,
KOETO M3ITIeXK/Ia Hall-TIONXO IO 3a NallMeHTa, KOH-
CYATUPALLUS Ce M HETOBOTO PA3IIMPEHO CEMEICTBO.
To3u noaxop B KOHCY/ITUPAHETO, HapedeH HefipeK-
TUBEH 1 HEOTCHKJALL, € TPAIHO BKOPEHEH B P'bKO-
BOJHUTE HPI/IHLU/[HI/I Ha yBa)KeHI/Ie KBbM VHIVNBUY-
QJIHOTO IPaBO Ha AP THHOPITE /1A IIPABSIT PEIPORY-
KTVUBeH 1360p 6e3 BHyIIeHNeE.

KoncynraruBHuAT mpolec e Ho-Ho6Bp, ako
JIeKapsIT:

o 1Ma HeobxoayMara MHGOpMALMs TTOf PBKa;

o pasmo3Hae ICUXOJIOTMYHMS ¥ €MOLMOHAIeH
CTpec MOpajiM 4yBCTBa Ha BUHA (peanncTiny-
Ha WM He), CpaM — U [IOMOTHE Ha CEMeICTBO-
TO J1a Ce 0CBOOOAM OT Te3M UyBCTBA;

o 103HaBa (aKTOpUTE, KOUTO BIUAAT HA KOH-
CYITUPAHETO: PAa3HOPOJHOCT Ha OOIeCTBO-
TO, COLMATHO-MKOHOMMUYECKM CTaTyC Ha
CEeMeIICTBOTO;

o IIOfJIIOMOTHE CEMEJICTBOTO /ja OTIPefie/iu CBOM-
Te COOCTBEHN 1ie;

o Tpocreny mpobiemMa Upes MoKaHa 3a HOBM Te-
HeTUYHY KOHCY/ITALIA.

TexHMYECKOTO USII'bIHEHME 3a [10-T00BP IpoLiec
Ha KOHCY/ITMpaHe Ma, aKo ce:

o KOHCY/ITHPAT POUTE/INTE 3a€HO

o OTCTPAHAT APa3HUTETUTE

o J3I0/I3BAT OHAITIEABALLY MaTepyuan

o IIpeleH) OT KaKBO ce HY)X[Jae CeMeiiCTBOTO,
KaK'bB € TEXHUAT IpoO/IeEM B MOMEHTA
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e MMa TOTOBHOCT 3a IOBTOPEHIE Ha
nHpopManATa.
IIOKA3AHUA 3A HACOYBAHE KPM MI'K

1. PopeHo 601HO meTe cbe:

o CHMHEHME 3a XPOMO3OMHa 6O/ecT, Hacuef-
CTBEHO BELECTBO-OOMEHHO 3a00/ABAHE MU
APYro MOHOTEHHO HapylleHye (KMCTHYHA
¢ubposa, cuuapoM Ha 4ymmsa X U ip.);

e YMCTBEHO U30cTaBaHe (CbC mmu 6e3 pusuye-
CKU aHOMAJINN);

o MHOXXeCTBEHV BPOJIEH) aHOMA/INI C HesCHa
€TVOJIOTST;

o eIMHUYHU BpofieHM aHoManmuu (fmedext Ha
HeBpasHa TpbOa, LiellKM Ha ycTHa / Heblle,
BpOJeHa ChpiedHa MandopManys 1 p.);

o HEPBHO-MYCKY/IHM M IICUXVYHY 3200/ ABAHNS;

o AHOMA/INU B PacTeXxa, IOJI0BOTO U IybepTeT-
HO Pa3BUTIHE;

o AHOMa/INU Ha 3PEHIETO, CTIyXa, 0O0HAHUETO;

o EH/IOKPMHHI HaPYLIEHMS;

o IIpOCTIesiBaHE HA MTOMOKNUTENEH PE3YITaT OT
CKPMHUHT Ha HOBOPOJEHI.

2. JIuna (pomuTesn/m) CbC ChbMHEHNUE 3 WM C JOKa-
3aHO HAC/IE[ICTBEHO 3a060/IABaHE.

3. 3pmpaBy muua (BKJI. IPeCUMITOMATIYHO) C PUCK
3a reHeTHYHO 3abosiBaHe mopaau dhamuiHa 06-
PEMEHEHOCT C BPOJIEHN, HACTIEACTBEHN MITH 3710~
KadeCTBeHN 3a00/IsIBaHNs1, 0COOEHO TP U3CTIEN-
BaHNUs 32 MPENpa3NONOKEHOCT KbM 00mecT ¢
K'bCHO HAYajI0 KaTO KapIVIHOM MV HEBPOIOT Y-
Ha IIATOJIOT ).

4. CeMeliCTBa C peNIPOAYKTUBHNI HEYa4 M (1IBa 1 1O~
Bede CIIOHTaHHU abOpTa; MBPTBO pak[aHe, He-
M3CIIE[IBAHO 1 C HESICHU ITaHHM), MHEPTUINTET.

5. TlpenaranHa AMarHOCTMKA [TOPAfM HAIpeTHANA
MaliuMHa Bb3pacT, yCTaHOBeHa ¢ Y3]] anoManus
Ha IUIOfA, NOJIOKNTE/IEH pesyaTaT OT MaiuyuH
CepyMeH CKPVHMHT B I'bPBY WU BTOPY TPUMeC-
TP, YCTAHOBEHAa XPOMO30MHa abepanysi B I/10-
[1a, POMIMTEIT, HOCUTE/T Ha XPOMO30OMHA abeparus,
HOBMIIEH PUCK 32 MOHOT€HHO MM MYNTU]AK-
TOpHO 3abonsiBaHe. [IperMITaHTalMOHHA Mar-
HOCTHKA (IIpY aCUCTUPAHA PETPORYKIIVL).

6. KppBHOpOICTBEH OpaKk.

7. TeparoreHHU BB3HENCTBUS Ipe3 OpeMeHHOCTTa
(mexapcTBa, MHMEKIMY, TPOU3BOACTBEHN Bpef-
HocTH, RO, ankoxon).

YECTO CPEIIIAHM TIOTPEIIIHU CXBAIIIA-

HVA 3A HAC/IE[JJCTBEHOCTTA

o OTCBCTBUE Ha IPYTH 3aCeTHATV YIEHOBE Ha
CeMeICTBOTO O3HAYABA, Y€ HAPYILIEHIETO He €
TeHETUYHO — U 0OPATHO.
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e AKO ca 3acerHaTu camMO M'bXe VIV YKEHU B
€IIHO CEeMEIICTBO, TOBa O3HaYaBa BPB3Ka C
ora.

o Puck 1 or 4 o3HauaBa, 4e CefBalINTE TPU
mena HsMa 1a O'bIaT 3aceTHATIL.

o Bcsiko chCTOsIHME, HAMMYHO IPY PaKIAaHETO,
TpsI6Ba [1a € HaC/IefICTBEHO.

o MeHnTtanHo 1 (PuU3MYECKO Pa3CTPOIICTBO HA
Maiikara 1o BpeMe Ha OpeMeHHOCT MOXKe fa
npuarHY MandOopMarsL.

o Bcuuku renetmyny 3a60nMABaHMS Y TEXHUAT
HOCHTE/ICKY CTAaTyC MOTart fja 6'bAaT pasKpuTu
Ype3 XPOMO30MEH aHaIN3.

« Hacnencreennre 6onectu ca HeEYNMMU.

o HepasbupaHe Ha MOHATHATA BEPOSITHOCT,
PUCK, LIIAHC, IPOLIEHTHA KaTETOPYSL.

ETAIIN HA TEHETUYHOTO

KOHCY/ITUPAHE

ToyHaTa IMarHosa € OT U3KITIOUNTETHA BaXKHOCT
3a YCIIENIHO TeHeTHYHO KOHCYATMpaHe. Hukbze B
KIMHUIHATA MEIUIIMHA He € TaKa Ba)KHO HEITHOTO
nsrpaxkziaHe — 6e3 Hest KOHCY/ITMPAHETO MOXKe Jia Ce
OKa’Ke U3IISI/IO TIOTPEIIHO.

I ETAIL. YCTAHOBABAHE | IIOTBBP)K]IA-
BAHE HA JIMATHO3ATA - ochosononazawa
cmwnKa, 3a 0a mMoxce 0a ce 00CHAM HA nayueHma
npupodama (cowgHocmma) u npozHo3ama Ha 3a-
6onseanemo. Jluaznosama 6usa:

Knuanyna leneTuuyna

(koHKpeTHa 60MecTHa
eNVHIIIA)

(BuABT Ha MyTaLVsATA
B KOHKPETHOTO
CeMeNiCTBO U TUIIHT Ha
yHacesiBaHe)

Tosu eTan ce U3BBPLIBA Ypes:

o cpbupane Ha nHbOPMALYS:

- ¢ammHa ucTopus (BBIPOCHNK) M TeHeaso-
TUYHO U3CTIefiBaHe;

- MeJUIIHCKA CTOPUs Ha 3a00/IsIBAHETO - KIIN-
HUYEH CTaTyC;

- TECTOBE UM IOI'bIHUTETHY Ha3HAUEHU S,

e AHanus Ha:

- ¢usuKanHO u3cnenBaHe (BKI. PajMOIOTMIHN
U3CTIEBAHS IPU HYXKIA);

- aJeKBaTHM J1abOpaTOpHU (LIUTOreHETUYHU,
OMOXMMMYHM, MOJEKY/ISIPHO-TEHETUYHM, MOJIEKY-
JISIPHO KapMOTUIIMPAIIY, CUHAPOMOIOTUYIHM aHa-
NM3M) M BaIUUPAaHe - TOTBBP)XK/JaBaHe Ha JUarHo-
3ara (Tabm. 1).

OTPAHUYEHUA  HA
U3SC/IEBAHUA

Te ca cé6vp3anu coc cneyuduxama Ha zeHemuy-
Hama ouaznocmurxa, a umexo (6):

o He cpmecrByBa remetuden tect cbc 100%

TOYHOCT. SB/IEHMETO ,MO3aULM3BM MOXKE
[la YCIOXKHM LIMTOTEHETHYHATa HAMATHOCTHU-
Ka; [IpM JMATHOCTMKATa Ha MOHOTE€HHM Ha-
pyLIeHMs MOXKe [ja Bb3HUKHAT TeHOTUIIHU
TPELIKL.

o TeHeTHMYHOTO u3CIefBaHe pasKpuBa MyTa-
UM, a He Hajm4me Ha 6Gonect. MHoro 60-
HeCT-HpM‘II/IHHBaHU/I MyTaI_U/II/I IMaT HEII'b/IHA
[IEHETPAHTHOCT ¥ MOTAT fja He ce U3sBAT. [Ipn
TOBA Pa3KpPMBAHETO HA MyTalMsATa OOMKHO-
BEHO Pa3KpMBa MAJIKO 3 CTEIIEHTA Ha TEXXECT
VUM BB3PACT Ha Havyasio Ha 6omecTTa.

o TeHeTHMYHOTO M3C/IEfBaHe MOXKe fla He pas-
KpJe BCUYKY MYTAL{Uy, KOUTO MOTAT fia Ipu-
YMHAT 3a00/IABaHe, IIOPAJM JIMICA HA YyBCT-
BUTETHOCT, IOKYCHa XeTEPOTeHHOCT, (HeHOKO-
mue. B rosisiMa creren ToBa OrpaHMYEHME Ce
[IPeONO/sABa ChC ChBPEMEHHITE METONM Ha
cexkBeHMpaHe or HoBO mokoseHne (NGS), ¢
€THOBPEMEHHO TECTYBaHE Ha Pas/IMIHU eHNI

TEHETUYHUTE

Taéﬂuua 1. ﬂuazHocmuueH Memood U3non3sam 3a cbomeemeH 6U0 2eHeMU*UHO Hapymeﬂue

B TEHETMTYHO 3ABO/IAABAHE

OUMATHOCTUYEH METO[,

Xpomosomuu 60omectu

IntoreHernyeH (KapuoOTHII) aHAIN3

MownoreHHu (MeHAenupay) 601eCcTy, Ipefpasno-
JIOKEHV S U HAPYIIEHNs B PE3Y/ITAT Ha IIOCTIEI0Ba-
TETHOCTU OT TeHN

TeneanornveH (POZOCIOBEH aHAIN3)
buoxumnden (MeTabonuTeH) aHANN3
MonekynsapHo-renerndet (JHK) ananns
MonekynsapHo kapuorunupasne (FISH, arrayCGH)

Bonectu ¢ MynTudakTOpHO yaHCIeABaHE:
EpnHnyHN BpofeHM aHOMaINu

YecTo Cpelany COLMATHO- 3HAYUMU OOTECTH C
K'bCHO Ha4aJjIo

TeneanorndeH (POZOCIOBEH aHAIN3)
O6pasun u GpyHKIMOHATHYU U3CIeBAHNUS
Broxummnden ananus (psgKo)
MonekynsapHo-renerndet (JHK) ananns

MuTtoxouapuanuu 60mecTu

TeneanorndeH (pPOZOCIOBEH aHAIN3)
MonekynsapHo-renerndet (JHK) ananns

COMaTUYHO KIETHhYHY FeHETUYHY 6O/IeCT:
Heonnasus
Mosaunusspm

XHUCTOMATOIOTHS,
{uroreHeTnyeH (KapUOTHII) aHAIIN3
MosmnekynspHo-renetndeH (JJHK) ananus
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B ITaHeJT 3a OIIpefeNieHO 3ab0/IsIBaHe MM IIa-
TOJIOTMYHA I'PyIa 60/IeCTH.

o [eHeTMYHOTO M3C/IeNBaHE MOXKE JIa TOBEE 0
CTIOXKHYVI €TUIHU VI COLIMaTHI YCTIO>KHEH YA (0T-
ChCTBIE HA ePEeKTUBHO JIeYeHe, CTUTMATU3M-
paHe WM AVCKPUMMHUpPAHe OT CTpaHa Ha pa-
6oTogarest, 3aCTpaxoBaTe/THa KOMITAHVS U [Ip.)

IIPOB/IEMU HA TEHETHUYHOTO
KOHCY/ITUPAHE

Hait-yecTo Te ca cBBp3aHM C I'bpPBUA €Tall Ha
KOHCYITHMPAHETO, C TPYSHOCTH B IIOCTABSIHETO Ha:

o KJMHMYHATAa JMarHos3a: OTCBHCTBME, HEIpa-
BUJIHA, HEII'b/IHA, (PEHOKOIINE;

o TeHeTMYHATa AMArHo3a: M30/MpaH CIydYail B
CEeMEeJICTBOTO, I'eHeTMYHA XeTePOreHHOCT Ha
3a00/151BaHeTO, TNIICA Ha TIEHETPAHTHOCT, Ba-
puabuiHa eKCIPeCUBHOCT, TOHAJlEeH MO3au-
IIU3bM, IMHAMIYHA MYTALNs U P.;

o mpodecroHanHaTa KOMIIETEHTHOCT: HeaJeK-
BaTHO ITO3HABaHe Ha TAbOPAaTOPHUTE UaTrHO-
CTUYHM BB3MOXKHOCTH, Ha CIeIVaI3/paHa-
Ta MEIMIMHCKA JIMTEPaTypa ¥ KOMIIOTBbPHA
6a3a maHHY, HEOICAHO 3a00/IABaHe.

JlmarHocTuiMpaHeTo Ha MALMEHT C psgKa 6o-
JlecT e TpyAHa 3ajada. Tesu 6ojecTu ce XapaKTepu-
3Mpar C ro/isIMO pasHooOpasye OT CUMIITOMU U Ha-
PYIIeHUA, KOUTO CHJIHO BapupaT OT eJHa HO307I0-
TMYHA eAVHNLA 10 Apyra. JlekapsT, 6e3 sHaueHMe Ha
CTIeIMa/IHOCTTA CY, MHOTO YeCTO He Cpellia aHaJIo-
TUYEH CTy4ail B CBOATA IIPAKTUKA, a OHAKOTA CITy-
JasaT ocTaBa equMHCTBeH. Hail-yecTo gmarxosara ce
MMOCTaBs ChC 3HAUMTETHO 3aK'bCHEHME OT 5 710 15 ro-
nuuu (5). [Jopy KOraTo Ts e oCTaBeHa HaBpeMe 06a-
4e, MAI[MIEHTITE Y TEXHITE CEMENCTBA M3IMUTBAT Or-
POMHU 3aTpyIHEHNA Jja IIOy4aT HO-NOfpoOHa VH-
¢dbopmarlus — pucK 3a IOTOMCTBOTO, IIPOTHO3a, pe-
(depeHTHa reHeTMYHA 1abOPATOPUsI Y HAC U B Uy XK-
OyHa 32 TOTBBP)KAABAHETO MY, BH3MOXKHOCT 32 JIe-
YeHNe ¥ JOpofoBa AyarHocTuka. OT U3BeCTHUTE O
moMeHTa Hap 7000 MOHOTeHHM 6OIECTI B CBETOBEH
Maiab 3acera e Bb3MOXKHA Ta0OpATOPHATA JUATHO-
CTUKa Ha okoso 2500, a y Hac MoraT fia ce IJMarHo-
cTunupar okono 200 OT Io-4ecTo cpellaHuTe. Ba-
JKHU 3ajja4y 10 MH(pOpMauMsATa ¥ perncTpanmsaTa
UM 3aeMa U3rpafieHnsAT y Hac VIHpopmalmoHeH nH-
CTUTYT 32 pefKy 00/IeCTU U JIeKapCcTBa CUPaLM ChC
cemanuie B IInosaus (1). B Herosa momorr 61 6110
U CB3laBaHETO HA HAI[MOHAJIHA MpeXka oT MHPOp-
MalMoOHHO-pedepeHTHN KabMHeTH 110 penku 6ose-
CTM KBM YHUBEPCUTETCKUTE T€HeTUYHN II€HTPO-
Be. Taka Ile cTaHe peajHO OCUI'YPSBAHETO HA Cb-
BPEMEHHO 0OCTy>KBaHe 0 eVHHA PeruCTpaIjoH-
Ha MPOrpaMa, BH3MOXKHOCT 3a OOMeH IpM Herpe-
K'bCHATa BP'b3Ka MeXX/ly FeHETUYHUTE Tab0paTopuL,
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O IIOMaraHe pasBUTHETO Ha IIVPOKOIIPe/iCTaBUTe-
neH HaumoHasieH reHeTnYeH perncTobp 3a MalieHTH
C HaC/IeICTBeHN OOTIECTH 1 JIp.

II ETAIL. OIIPEJEJIAHE W IIPEJCTA-
BAHE HA PUCKA 3A IIOABA / IIOBTOPE-
HUE HA 3ABO/IIBAHETO B KOHKPETHOTO
CEMEVCTBO

OmeHKaTa Ha pHCKa 3a IOBTOPSIEMOCT € OCHO-
BeH IIpo0jIeM B TeHeTUYHOTO KOHCY/ITHMpPaHe, CBbp-
3aH C TOPEMOCOYEHNTE TPYAHOCTU Ha reHeTHYHATa
mmarHosa. To3u eTam B HUKAKbB CIy4Yali He 61Ba f1a
npenxoxkpa erana “VIsrpakgaHe Ha AMarHosaTa .

IIpencraBsAHETO Ha PUCKOBUTE BEpPOATHOCTU
TpAOBa [ja O'bjle HAIIPABEHO:

o pasbupaemo,

» MeTadOpuyIHO,

o IIPOTMBOIIOCTABAIIO Ha IIIAHCA.

Puick 3a OBTOpEHIE OT TeHETUYHA [TIe[fHA TOUKA
ce ompeyiensi Ha HUCBK (<5%), cpemen (5-10%), BuU-
coK (>10%).

Puckst npu MoHOreHHU (MeHpenupariy) 3abo-
JIABaHMS 110 IPABUIO € BUCOK (aBTO30MHO-OMMU-
HAaHTHM, aBTO30MHO-PeLieCUBHY, X-CBBP3aHN pelie-
CMBHI), ITOCTOSIHEH IIPU BCsIKA CiefBalga OpemeH-
HOCT (aKo He ce Kacae 3a M3K/IIOYEHVA OT IPaBUJI-
HVSI [JOMVHAHTEH XOJ JIM TepMMHATUBEH MO3aM-
LU3BM Ipu X-pelleCMBHO YHAC/IefsiBaHe). PUCKBT
MO>Ke JIa Ce KOPUTUPA U IIPY HeII'b/IHA 11 Bb3PacT-3a-
BUCHMA [IEHETPAHTHOCT.

3a pas/uKa OT MOHOTEHHITE HAPYLIEHVISI, TTOfi/Ie-
JKalJTe MEXaHM3MI Ha yHAc/efssBaHe 3a OO/IIINH-
CTBOTO MyITU(AKTOPHU M XPOMO3OMHM Hapylie-
HIISI Ca HEM3BECTHMU U OL[eHKaTa Ha PUCKa 3a IOBTO-
peHe ce 6asupa Ha IpeRuIleH OMUT (eMIUpIMIeH
PUCK):

o Puck npu nonurennu (MynTudakTopHM) 3a-
60nmsABaHU — 00MKHOBEHO HVUCBK JI0 CPEfieH,
HEIIOCTOSIHEH: 3aBMCU OT HAMMYHUS OpOit
OO/HM B CeMENICTBOTO, CTEIIEH Ha POJCTBO C
po0baH/ia, TeXECT, IO, Bb3pacT Ha U3ABa.

o Puck mpm xpomosomHU 3a060nABaHUS -
OOMKHOBEHO HMCHK, IPAKTUYECKV HUIOKEH
IPY POAYTENIN C HOpMaJieH KapuoTuil. Psjko
MOXKe fa gocturHe 15-30% (o msKiro4yeHue
100%), ako efuH popuTeNn UMa GaaHCUPAHO
XPOMO3OMHO IIPeyCTPOICTBO VI MO3aiiKa.

DOAKTOPH, B/IMAEIIN HA PEIIIEHUETO 3A
PEITPOJYKLIMA (M3BBH Genuuunama Ha pucka
3a nosea / nosmopenue Ha 6onecmma)

o BB3MOXXHOCT 3a TepaneBTIYHa KOPEKI[NI.

o Bb3MoxHOCT 3a mocnmepBaiy Wi Obreln

AMaTHOCTVYHY M3C/IeBAaHIA.
o BB3MOXXHOCT 3a ITpeHaTanHa AMarHosa.
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o TexxecT Ha 3a60/1BaHeTO (YMCTBEHO M30CTa-
BaHE, ICUXNYHU OTKHOHeHI/Iﬂ).

o Bpeme Ha u3siBa - npy pakaHe i 607eCT ¢
K'bCHO HA4aJIo.

o OTHolIIeHNe Ha CBIPY3UTe KbM TAXHATA Ha-
CTIEfICTBEHOCT: JINTICA / OTCHCTBYE Ha 3[PAaBO
fieTe B CEMeIICTBO, COLMaeH CTaTyc, 006paso-
BaHIe, Bb3PACT, 3[;paBe, MeX/YCBIPY>KeCKN
" BbTpehaMIUTHU OTHOILIEHM .

IIT ETAIL. OBCH>K/IAHE Bb3MOKHOCTH-

TE 3A:

o IIPOTHO3a U JIeYeHNe C HACOYBaHe KbM Jpy-
I CHEUMaNNCTV, 3APaBHU areHLUM, IOf-
KpersilyM TPy ¥  HENPaBUTEICTBEHN
OpraHNU3aLny;

o IIpeHaTaTHa JUarHOCTKA;

o 1300p Ha PEHpOAYKTMBHO pelleHye (B TH.
aCHUCTVpaHa PerpoayKIsl, OCHHOBSIBAHE).

Vima 3a men oka3BaHe ITOMOII Ha CeMENICTBOTO
3a B3eMaHe Ha Hall-PaBM/IHOTO 32 CaMUTe TAX Ca-
MOCTOSATE/THO, UHPOPMMPAHO pelleHNe.

Borpekn de mpeHaranHaTa JUATHOCTUKA € €UH
IIO/IXOf], KOVITO MOXKe 4eCTo fia O'bjie TpeIoKeH Ha
CeMeJICTBOTO 3a peflyLiMpaHe Ha pUCKa 3a IIOBTOpe-
HIIe, TS 110 HUKAaK'bB Ha4YMH He € YHMBEPCATHO pellle-
HII€ 32 PUCKA OT TeHETUYHY [TPO6/IeMI B TIOKOTIEH e -
t0. ChlilecTBYBaT MHOTO 0OJIECTH, 32 KOUTO IIpeHa-
TaJIHATa JUATHOCTMKA He € Ha/M4YHa / IIOAXOMALIA,
a 3a MHOTO pOIU/[TeHI/I TAHEE N HpI/IeM}H/IB BapI/IaHT.

TeneTnyHMTE TAGOPATOPHM U3C/IEABAHNS (Kapu-
OTHUIIMPaHe, MOJIEKY/ISPHO KapMOTHUIIMPaHe, OMOX -
MudeH aHanns, JTHK ananms) Moxke [a mokakar Ha
(baMuIHO 0OpeMeHeHO CeMeVICTBO A/l € VI He € C
YBeIMYeH PUCK 3a pak/jaHe Ha JieTe CbC crerudud-
HO FeHEeTUYHO HapylleHue. [eHeTUIHOTO KOHCY/ITH-
paHe e IIPeIIOPBUUTETHO Jia Ce IPOBefie IBYKPAaTHO
— TIpeay ¥ CTIef] TOBA U3CTIefiBaHe, 3a fia OJ[IIOMOTHe
[IAPTHBOPUTE Ja B3eMaT MHGOPMuUpaH n3bop 3a He-
rOBOTO IPOBEXJaHe, ia pasdepar, OCMUCTIAT U 13-
o3BaT MHQOPMALVATA, IIOTy4eHa OT Hero. Pasou-
pa ce, POIMUTENNTE MOTAT fla UTHOPUPAT / preMar
prcka (M MPUCTBIAT KbM OBAel OpeMeHHOCTH)
VI JIa TO PeflyLiMpaT 4pes:

o OTKa3 OT Obiely 6peMeHHOCTH, KOHTpAL[ell-
s, crepuansanus (fasa ce mHGOpManus 3a
MOIXOAAIMIN IPOLIeRY P1);

o IIPEeK'bCBAHETO Ha OPEMEHHOCT e IPUEeM/INBO
U, aKO € Ha/IMYHA [IPeHaTa/IHa AMarHOCTHKA,
ce npeppuemar 6'bfieryt GpeMeHHOCTH, @ KO
He e Ha/IM4Ha, Ce YaKa pa3paboTBaHeTo if;

o in vitro ¢epTuaMzanuA ¢ IpeUMIUIaHTa-
[[MOHHA [IaTHOCTHKA;

o OCHMHOBSIBaHE Ha JIeTe;

o apTUPUIMATHO OCeMEHsABaHe OT JOHOP, Aa-
puUTENICKA ANIEKIETKA.

IV ETAII. IbJITOTPAEH KOHTAKT, IIO/-

KPEIIA 1 ITIPOC/IEJABAHE

ITpoB/DKUTENTHOTO KIMHUYHO HaOMIofieHne e
BaXKeH eTall OT AVICIAHCepHATa (YHKIMs Ha TeHe-
TUYHATa KOHCynATanuA. Ta ce Hamara mopagm ec-
TECTBOTO Ha HaCTIeCTBEHITE 6OIECTH — IBITOTpall-
HO Bb3JIEVICTBIE; 3acATaHe He caMO Ha efyH 06oJieH
VHJVBNA, @ Ha LAJOTO CEMEICTBOTO; OIPOMHOTO
pasBUTHE M HOBM BB3MOXXHOCTH B 00IacTTa Ha JIa-
6oparopHaTa IMarHocTyKa 1 aedeHne. Tos3u erarm ce
U3pa3sBa U B POJIATA HA KOHCY/ITaHTa KaTO U3TOY-
HUK Ha MHQpOPMAIV CJIef 3aBBPIIBAHETO HA KJIV-
HUYHUTE U3CIEBAaHNA VM IIbPBOHAYATHOTO KOHCYJI-
Tupane. HacouBaHeTO Ha CeMeiICTBOTO WU MaLlU-
eHTa K'bM INOJKPEeIAlN Ipyny, GOKyCUPaHU KbM
KOHKPeTHO 3a00/Is1BaHe MM IPyIIa 60/1ecTH, TIOAIIO-
Mara CIOJIe/LIHeTO Ha OIUTA 3a CIpaBsIHe ¢ Ipobe-
MITe Ha JPYTU XOpa CbC CBIOTO 3abossiBate. MHO-
TO IOAKPEILALIY TPy UMaT yeOcailToBe, IpeHa3-
HaveH! 3a CaMOIOMOI] Ype3 oOlyBaHe, IIOTy4aBa-
He ¥ JaBaHe Ha MHGOPMALMS U CHBET U 0COOEHO
eMOIIVIOHa/IHa [TOfiKpelIa. B Hamara cTpana 3a enra
MO>Ke Jla Ce M3I10/13Ba CaliTbT Ha VIHpopManyoHHNA
LEHTBP 10 pefku 6omecti: www.raredis.org (1).

ITcuXONOrMYHNTE ACHEKTH Ca He II0-MajlKO Ba-
xHu. [lanmenTnTe 1 cemelicTBara C pUCK 3a TeHe-
TUYHO 3a060/IABaHe VI CIPaBAIIN Ce C TAKOBA Ha-
pylueHMe ca 006eKT Ha Bapupallla CTeIleH eMOLUO-
HaJIeH U coluajeH crpec. TpeBorara, HOpofeHa OT
(axTa, ye 3a00/1ABaHETO MOXeE Ja Ce TIOBTOPH, YyB-
CTBOTO 3a BVHA U CpaM, HeOOXOMMOCTTa OT B3e-
MaHe Ha PerpofyKTUBHNU PELIeHNsI MOTaT fia JoBe-
JIaT 10 TeXXDK AUCTpec. MHOTO MalieHTy HaMypar
CUIM Jia Ce CIIPaBAT C MpobeMuTe, IpeIoYnTai-
Kyt ournte HhaKTy Ipef HenHPOPMIUPAHOCTTA, APY-
U Ce HYXKIAsAT OT MHOTO ITOBeYe MOfIKpeIa 1 IOHsI-
KOTa JIOpY OT HaCOYBaHe K'bM IICHXOTEepaIs.

B 3AK/IFOYEHME e neobxopmmo fa ce mopyep-
Tae, ye B kpaitHa cMetka EOEKTVIBHOCTTA HA
TEHETMYHOTO KOHCYJ/ITUMPAHE 3aBucu ot:

o MHGPOPMMPAHOCTTA HA JIeKapuTe U Hacese-
HIETO 33 ChLIECTBYBAHETO U CMUCB/IA Ha re-
HeTMYHaTa KOHCY/ITAIVsE;

o HAaBPEMEHHOTO HAcOYBaHe Ha HY)K/AeIlNTe
ce OT Tas3y IOMOLLL;

o TOYHOCTTA Ha MarHo3ara (KIMHUYHA I Te-
HeTHMYHa) KaTo yC/IOBYE 33 TOYHA TeHeTHYHa
IIPOTHO33;

o TOYHOCTTA Ha Bb3NpHeMaHe Ha TeHeTHYHa-
Ta MHpOpMaLMsdA, IpeJocTaBeHa Ha ceMeli-
CTBOTO KaTO YC/IOBYE 3a II07I3a OT Bb3IIpyeTa-
ta nHpOpMaLsL;
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o ofesmeuyeHOCTTa Ha TeHETUKO-JMATHOC-
TNYHUTE 3BE€HaA (TeXHOHOFI/IqHa, METOAMYHA,
MH(OPMaIVIOHHA).
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