KOHCMNEKT

3A SAYNCNABAHE 3A 3MNAT 3A CMEUNATHOCT MEANUMHCKA TEHETUKA
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MaTepuasiHit OCHOBM Ha HACNEACTBEHOCTTA. XPOMO3OMUTE KATO OCHOBHU KNETHYHU CTPYKTYPU
Ha HacnefcTBeHOCTTa. MUKpocKoncka 1 CyGMUKPOCKONCKA OpraHu3aLust Ha XpoMO30OMUTE U
NoBe/ieHIe N0 BPEME Ha KNETHYHOTO JENEHE.

Kapuotun Ha uoBeka. XPOMO3OMEH XEeTepoMOp(M3bM UM 3HAYeHMe 3a npakTukKara.
MuUTOXOHAPWATHN XPOMO30MMU.

MonekynHW OCHOBM Ha HacneAcTBeHocTTa. OpraHusauys Ha YOBeLLKWA reHom. CTpykTypa W
(OyHKLMS Ha reHuTe. EKCcnipecus Ha reHeTyHaTa uHthopmaums. FeHHa perynaums.

ETuonornst Ha MOHOTEHHUTe 3abonsBaHus. MyTaumoHeH npouec. ETanu Ha MyTauMOHHWS
npouec. Tunose MyTauui. GakTopu, MHAYLMPALLA MyTaLK.

Mytauun B agpeHata [HK, kouTo BOAAT A0 Cb3[aBaHe Ha: aHOPMasIEH TeHEeH MPOAYKT,
HamasieHa MNPOAYKUMA WKW NMNCa Ha TeHeH MNPOLYKT, 3acdrawy nocTTpaHcnauuoHHaTa
MoAudukaumsa Ha 6entbka. Mytauum B MuToxoHapuanHara AHK.

MexaHu3mm 3a IHK penapauusa n HapyLeHns

MaToreHesa Ha MOHOreHHUTe 3abonsBaHus — [HK myTauum, KOMTO Ce OTpassBaT BbpXy
CTPYKTYpaTa 1 diyHKUMsiTa Ha eHsumute; OHK MyTaumu, KOUTO HamansBar akTMBHOCTTA Ha
PEeLLenTOPHUTE NPOTENHM

MatoreHesa Ha MOHOreHHUTe 3abonsasaHna — JHK MyTaumm, 3acaraiyy CHTe3a Ha CTPYKTYPHU
NPOTENHN

OCHOBHM MEXaHW3Mi 3a Bb3HMKBAHE Ha XPOMO3OMEH AucHanaHc. XpoMO3OMHM MyTauun
XPOMO30MHa YyM/IMBOCT. XPOMO30OMEH MO3auLM3bM.

Kputepun 3a onpefensHe Tuna Ha yHacnefsiBaHe Ha MeHAen1paLiy MOHOTeHHN 3a60/1BaHNS:
aBTO30MHO-OMUHAHTEH TUM HA yHacneasiBaHe, aBTO30MHO-PELIECMBEH TUM HA YHAC/eAsBaHe,
X-peuecuBeH TWN Ha yHacneAsBaHe, X-AOMUHAHTEH TUM Ha yHacnefsBaHe, yHacneAsBaHe
CBBP3aHo C Y Xpomo3omara.

MeToan 3a AuarHoctuka Ha TeHeTUYHM 3a60n5BaHNS — KNWHWUKO-TeHeasioryeH MeTo[,
remenonorn4yeH mMeTom, OUOXUMUYHM MeToamn

LINTOreHeTYHN METOAM — NPUHLMNK HA PYTUHHUS LMTOTEHETUYEH METOZ, 3a KyNTUBMpaHe U
0bpaboTBaHe Ha: MMAQOUMUTA, aMHUOLMTI, XOPUOHHM BBbCU, KOCTEH MO3bK, (pubpobriacty,
TYMOPHU KNETKN W fp.

LiMToreHeTMYHN METOAM — MPUHLMNK HA AUKEPEHLIMATHO-0LBETUTENHN TeXHUKK: GT, CXO
[MPUHLMNN 1 BL3MOXHOCTY Ha MONEKYNAPHO-LUTOreHeTMYHN Metoan: FISH, CGH

MonekynsipHo-reHeTUyHn Metoan. Metogn 3a m3onmpaHe Ha [AHK. Bnot-xubpugnsaums no
CagbpH. MNMonnvepasHa BepixHa peakumus (PCR).

MonynawymoHHa reHeTUKa — 3akoH Ha XapAn-BaiiHGepr, reHeTYHa CTPYKTYpa Ha nonynauuute,
NHOPUANHT 1 ayTOPUANH.
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XPOMO30MHI BOMECTU — CHLLHOCT, MEXaHWU3MI HA Bb3HWUKBAHE HA XPOMO3OMEH AncHanaHc,
KIMHUYHM OCOBEHOCTH, KnacuuKaLms, LINTOTeHETUYHN BApUAHTL 11 TeHETUYHO KOHCYITUPaHe

XpoMO30MHM 60MIECT NpKU CTPYKTYPHU W GpOiHM abepauun Ha NoMoBUTE XPOMO3OMM —
cuHapom Ha Klinefelter, cuHgpom Ha Turner, nonmsomusa X, noinsomus Y,46,XX kapuotun npu
MbXe

XpOMO30MHM 60M1eCT Npy GPOIAHM 1 CTPYKTYPHU abepauuy Ha aBTO30MUTE — CUHAPOM Ha
Down, cuHapom Ha Edwards, cuugpom Ha Patau, cuHapom Ha koTelwkoTto maykade (Cri du
chat), cuHgpom Ha Wolf- Hirschhorn, yactuyna moHo3oMus 180, pUHT CUHAPOM K Ap.

MWKpOAENELUNOHHN CUHAPOMKW — CBLUHOCT, MOJEKy/IHA XapakTepucTika, MexaHu3Mu Ha
(beHoTunHa ekcnpecus. CuHapom Ha Prader-Willi (PWS). Cungpom Ha Angelman (AS) n apyru
3a60/19BaHus, CBbp3aHu C XPOMO3OMEH UMMPUHTUHT .

HapyLueHusi B nonosata AuchepeHLpuaLms, HTEPCEKCYasHI CbCTOSHMS

MoHoreHH 3a60/ABaHNsA — 06Lia XapakTepuCTMKa, MaTOreHETUYHM MEXaHU3MN Ha TAXHOTO
pasBuTIe, KnacudukaLms, NPUHLMNKM HA AarHoCTMKaTa, NpodnnakTkata v Tepanmsita

XemornobuHonatun. eHeTUYeH KOHTPOS Ha  XeMOorfiobuHoBata CuHTE3a. AHOPMasH
XeMOINo6UHN — [euHULMA, BULOBE, TEHETUYHW LedekTn, MOJeKysHa natodm3anonorus,
KNMHWYHU 1 XeMaTO/OMMYHN XapakTePUCTUKN, TeHeTUYHa auarHoctuka, MK, npodunaktuka v
Tepanus.

XemornobuHonatun. TanacemMunm — LeMHUALMA, BULOBE, TEHETUYHM AedhekTi, MONeky/Ha
naToM3NOOrNs, KIIMHUYHIA 1 XeMATO/IOMYHI XapakTepuCTUKKM, reHeTuyHa auarHoctuka, MrK,
npodhunakTika u Tepanus.

FeHETUYHN BeLLeCTBEHOOOMEHHU 3a60MABaHUA — AeUHALMS, TPYNK, TEHETUYHU AeeKTH,
MOJIEKy/IHA NaToqIU3NONOTUA, KIUHUYHW XapaKkTepUCTUKW, TEeHeTUYHa AuarHoctuka, MK,
npounaktuka u Tepanus. 3abonsBaHWA CBbp3aHM C HapylweHus B obmAHaTa Ha
aMUHOKUCENWNHUTE W YPEHNA UMK

FEHETNYHM BELLECTBEHOOOMEHHN 3a60M1sBaHNS — AeUHULNS, TPYNKU, TEHETUYHU AedeKTH,
MONIeKy/IHA NaToM3NOMNONNAS, KIMHUYHU XapakTEepUCTUKM, TEHETUYHA auarHocTuka, MrK,
npocdunakTka W Tepanus. 3abonsBaHus, CBbP3aHM C HapyleHuss B o6MsHaTa Ha
BbINIEXMAPATHTE.

FeHEeTUYHN BeLLeCTBEHOOOMEHHN 3a60NsBaHNA — AeUHULNS, TPYNK, TEHETUYHU aedekTh,
MONeKy/IHa NaToqM3NONOMNS, KIMHWYHU XapakTEepUCTUKM, TEHETWYHA AuarHocTuka, MrK,
npodounakTika 1 Tepanms. JN3030MHN 6ONECTY.

HacneactBeHn 3a60nsiBaHNs C HapyLIEHUSt B UMYHHUSI OTFOBOP — [AE(MHNLNS, TeHETUYEH
KOHTPON Ha UMYHHIS OTTOBOP, TN1aBEH KOMM/IEKC HA ThKaHHaTa CbBMECTMMOCT —

HLA aHTUreHu, reHeTuyHn aedrekti, MonekyiHa natoouanonoris, KIMHUYHN XapakTeprucTukm,
reHeTyHa AuarHoctmuka, MIK, npodmnaktuka w  Tepanua. Texkm  KOMOUHMpPAHU
nvyHogedmumty (TKIAL).
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HacneacteeHn uMyHoAedMUMTM Ha XyMOpasHUS WMyHEH OTIOBOp, Ha harouuTosara u
cucTemata Ha KomnaeMeHTa

HacnefcTtBeHu 3a60/1BaHNs, CBbP3aHW C AetekTi Ha CbeuHUTEeNHaTa ThKaH OCTEOreHe3unc
umnepcpekra (Ol), cuiapom Ha Marfan (MFS), cunzpom Ha Ehlers - Danlos (EDS).

HacnefcteeHn 3abonsiBaHus, CBbp3aHW C aedekt B [AHK-penapaTuBHuTe cuctemu -
Kcepofepma MUTMEHTO3yM, artakCus TesleaHruektasusi, CUHAPOM Ha Bloom, aHemus Ha
Fanconi, cuHgpom Ha Cockayne (CS), thamuneH HenonunoseH KoOpekTasieH KapuuHOM
(HNPCC)

3abonsBaHus, CBbP3aHN C AUHAMUYHW MyTaLMN — MUOTOHUYHA AucTpodus (DM), CMHAPOM Ha
yynauBara X xpomo3oma (cuHapom Ha Martin - Bell), xopesi Ha XbHTUHITOH.

MuToxoHapuanHu 60M1ecT — HacnefcTBeHa onTWyHa Hesponatud Tun flebep (LHON),
MWOK/IOHYC — enufiencus ¢ napuanmeum  MyckynHu BnakHa (MERRF), cuHApom Ha
MWUTOXOHApPWaNHa M1onaTus,,CMHAPoOM Ha Kearns — Sayre u ap.

49. dapmakoreHeTU4H! AedeKTM — MOHOTEHHU pefKu (aTunuuHa GyTupun-XonuHecTepasa,
3/10ka4eCTBEHA XWNEPTEPMUSA, NPKU HECTAbUMHU XeMOrN06MHM, NPU HaMasieHa akTUBHOCT Ha
EH3WMW,  CBbp3aHM C  MetabonM3Ma  Ha  [nyTatuMoHa, npu  gedeuut  Ha
MeTXeMor/1I061HpeyKTasara)

50.  dapmakoreHeTM4YHU  AedekT  —  MOHOreHHW  NoAUMOpPKHM  (I1t0KO30-6-
(hocthatgexuaporeHasHa HefoCTaTbYHOCT, Mpu  Jedmumtn Ha N-auetuntpaHcdepasara,
aIkoxon 1 angexug aexuaporeHasara

CoupanHosHauumn 60NecT ¢ HacNeACTBEHO MPEeLpPasnoNOXeHNe 1 BPOAEHN aHOMa/uM Ha
PasBUTUETO C MYNTUCHAKTOPHA/MOMMIEHHA eTnonorns — oblla xapakTepuctuka, MeToan 3a
[VarHocTuka, MefuKO-TEHETUYHO KOHCY/TUpaHe U OCOOGEHOCTM HA TEHETUYHUS  PUCK,
npodpunakTmka

FeHeTHKa Ha YMCTBEHATA HEAOCTATBYHOCT — ChLLHOCT, MPUUMHM, TEHETUYHA XETEPOTEHHOCT U
Knacudmkaums. AuarHocTuka u Meauko-TeHETUYHO KOHCYNTUPaHE.

OHKoreHeTMKa — reHeTMYHa perynauua n HapyLweHna Ha KNETbYHUA UMKB U anonTo3ara

OHKOreHeTUKa — NPOTOOHKOTEHM 1 MEXaHM3MI 3@ aKTMBALMS, TYMOPCYNPECOPHM TeHI 1 TEHN,
CBbP3aHu C reHOMHa HeCTabuIHOCT

MeanKo-TeHeTUYHO ~ KOHCYNTMpaHe — MpuHUMNM W 3agaun. Etanu Ha  reHeTuyHoTo
KOHCynTupaHe. OCOGEHOCTU Mpu OnpefensHe Ha pucka npu XPOMO3OMHUM, MOHOrEHHW W
MYNTUCAKTOPHI/MONMIEHHN 3a60NABaHNS.

MpeHaTasnHa AnarHocTuka — ChLIHOCT, LieN, nokasaHus 1 MeToau. MpeHaTtanHa AuarHocTuka Ha
XPOMO3OMHUTE 60/1€CTI. MpeHaTasHa AMArHOCTMKA Ha MOHOTEHHM 6Gonectu. KombuHupaHa
NpeHaTa/IHa AMarHoCTyKa.

MpeanMNNaHTaLMOHHA 1 NMPEAKOHLEMNUMOHHA AMAarHocTUKa — WHAMKauuM, Mmatepuani 3a
n3cneaBaHe, TEXHUKN 3a acucTupaHa Penpopykums. MeHeTUYHU METOAN — Bb3MOXHOCTM W
orpaHnyeHms.

FEHETUYHN CKPUHMHIOBM Mporpamu — BUZIOBE, YC/OBUS 3@ NpoBeXAaHe 1 MeToau. MopasiHo-
eTUYHI 11 coLMantm npo6iemu. 3HaueHne 3a NPohnnakTIkaTa Ha HacaeacTBeHaTa naTonorus.
FEHETMYHO  KOHCYNTMpaHe. MacoB 1M CENeKTMBEH  CKPUHMHT 33 HACNe[CTBEHN



BELLEeCTBOOOMEHHM 3a60/1sIBaHNS Cpej, HOBOPOAEHN BMOXMMMYEH 1 YNTPA3BYKOB CKPUHUHT Ha
BPEMEHHM XEHM 3a HSIKOM Hali-uecTi BPOJEeHN aHOMannm Ha nofa

45, TeHeTYeH MOHUTOPUHT — NOMyNALMOHEH U BUCOKO-PUCKOB. OCHOBHM rpynu MeTOAN. 3HaueHe
3a OxpaHata Ha rameToreHesata M npotunakTukata Ha kaHueporeHesara. CoupasHo-nNpaBHY
NPO6EMM, CBBP3aHI C FEHETUYHISI MOHUTOPUHT.
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