[eHeTU4YeH peYvYHUK

UHdopmauua 3a naumeHT u
ceMencTBa



NeHeTU4YeH Pe4YHUK

abopt. [lpexaoeBpemMeHeH Kpan Ha OpeMeHHoCTTa, npeau
AeTeTo Aa MoXe [a NpexuBee N3BbH MaTKaTa.

aBTO30MeH. Hune umame 23 aBonkn xpomosomu. [1sonkute ot 1
00 22 ce HapuyaT aBTO3OMM W u3rnexagaTr no eauH U CbLum
Ha4YMH NPU MbXa U keHaTta. [1Borka 23 e pasnuyHa nNpu Mbxa u
XeHaTa 1 ce Hapuda NoNnoBU XPOMO3OMMU.

aBTO30MHO- AOMMHAHTHU FreHeTU4YHU 3abonsaBaHus. ToBa ca
3abonsiBaHna, Npy KOUTO MHAMBUODBLT TpsbBa Aa yHacneam camo
€4HO NPOMEHEHO Konve (MyTauus) Ha reHa, 3a ga Obae
3acerHaTt oT 3abonsiBaHeTo. [IPOMEHEHUAT reH AOMUHMPpA Han
HOpMaIHUS reH.

aBTO30MHO-peLIeCMBHN TeHeTU4YHU 3abonsBaHuA. ToBa ca
3abonsaBaHuns, Npu KOUTO MHAMBUABLT TpsibBa Oa yHacneau ABe
NPOMEHEeHN konus (MyTauuu) Ha reHa (NPOMEHEHO Konue OT
BCEKM eawH OT poauTenute), 3a pa 6Obae 3acerHat oOT
3abonsiBaHeTo. MHOMBMA, KOUTO MMa CaMO €4UH NMPOMEHEH FeH,
LLle e He3acerHar (3apaB) HocuTen.

amHuoueHTe3a. lpoueaypa, npu KOSTO OOMKHOBEHO ce B3MMa
npoba 3a nscnegsaHe Ha reHUTe UM XxpomosomuTe Ha 6ebeTo.
B martkaTta 6eb6eto e 3a06uKONEHO OT TeYHOCT. TevyHocTTa
CbAbpXxa Manko Ha 6pon enutenHu knetku ot 6ebeto. Manko
KONMMYECTBO OT TEYHOCTTA Ce B3MMa C TbHKa WUrna npes KoxaTta
Ha ManumHus abgomeH (kopem). TeyHOCTTa ce um3npawa 3a
n3cnegsaHe B nabopatopus.

aHanu3 3a npepgpasnonoxeHocT. FeHeTMYeH aHanu3 3a
3abongBaHe, KOeTO MOXe UIK e ce MOSBWU Ha Mo- KbCeH eTan
OT »uBoTa. [EeHeTUYHMAT aHanM3 MoXe [a ce Hapede
npecumnToMaTU4eH, KoraTo ce npoBexaa 3a 3abonsasaHe, KOeTo
MOYTU CbC CUrYPHOCT Lie ce pa3Bue B ObaeLle.
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(nmpomsiHa) B gageH reH oT X-xpomo3omata. X-CBbp3aHuTe
3abonaBaHna BKAOYBAT XeMOUINA, MYCKynHa anctpodua tmn
[ioweH, cnHgpom Ha vynnueaTa X-Xpomo3oma.

X-xpomo3oma. EgHata oT nonoBute Xpomo3omu. KeHute
nmat gse X-xpomosomMmu. MubxeTe HOpManHo umat egHa X- u
eaHaY-xpomo3oma.

Y-xpomo3oma. EgHaTta oT nonoBute Xpomosomu. MbxeTe
nmat egHa Y-xpomo3oma 1 egHa X-xpomo3oma. YKeHute nmat
ase X-XpoMO30MM.

3

GanaHcupaHa TpaHcrnokauus. TpaHcnokauus, Npu KOSTO He e
3arybeH wunu npuaobut XpPOMO3OMEH maTepuan, HO Ton e
NpeycTPOEH. WHomeug ¢ GanaHcupaHa TpaHcnokKauus
O0OWKHOBEHO He e 3acerHar OT Hes.

BarvHa (Bnaranuwe). Bpb3kata oT maTkaTa 4o BbHLUHATa YyacT
Ha >XeHaTa, AeTEePOAHUST KaHar.

B3UMaHe Ha NpobuM OT XOPUOHOBU BNMACUHKWA, XOPUOHHA
6uoncua (CVS). AHanua, KOUTO ce npoBexaa No BpeMe Ha
OpeMeHHOCTTa 3a B3MMaHe Ha KIeTKM C Luen wuscneaBaHe
reHuTe wunnm Xpomosomute Ha 6ebeto 3a cneundpuyHuU
reHeTUYHN 3abonsiBaHus. OT passBMBawaTa ce NnaueHTa ce
B3MMaT Manko Ha Gpown KneTku n ce manpawart B nabopatopus
3a aHanua.

reH. NHdopmauus Heobxogmma Ha TAMNOTO, 3a Aa MOXe da
YHKUMOHMPA, KOATO Ce CbXpaHsiBa Mo XMMudHa dopma B
XpOMO30MUTE.

reHeTU4eH KOHCYJITAaHT. Cneumnanwucr, KOWUTO aBa
I/IHCbOpMaLI,I/IFI n nomMmow Ha wmHAMBMAOKW, 3acerHatm oOT
3abonsiBaHe, KOETO MOXe Aa UMa reHeTU4YHa OCHOBaA.

reHeTn4yeH. nplll‘-II/IHeH OT reHn, oTHacsL, ce OO reHu.
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reHeTUYHO 3abonsBaHe. BONecTHO CbLCTOsIHME, NMPUYNHEHO OT
aHOPMaJIHOCT B AaAeH reH nnm Xxpomosoma.

reHeTU4YHO macnepBaHe. VscneasaHe, KOETO MOXe Aa NOMOrHe
3a yCcTaHoOBsABaHe, Aanu e Hanuue npomMsiHa B OTAENEH reH unm
xpomo3oma. OBMKHOBEHO TOBA € aHanu3 Ha KpbB UK TbkaH. 3a
noBeye uvHGoOpMauMss Mons BukTe Opowypata [eHeTudeH
aHanms.

reHeTUYHO KoHcynTupaHe. WHpopmaums wn nomou, 3a
nHOMBMANTE, 3acerHatu oT 3abonaBaHe, KOETO MOXe Ada uma
reHeTM4YHa OCHOBaA.

de Hoeo. M3pa3z oOT naTuHCKMS e3uK, O3HavaBaly
“HoBOBB3HMKHaN”. WMa3non3esa ce 3a onucBaHe Ha reH unu
XpoOMO30Ma, KOATO € “HoBa”, T.e. W ABamarta poautenu nmart
HOPMarsHN FreHU NN XPOMO3OMM.

aenevuus. 3ary63 Ha 4acCT OT reHeTU4HnA Matepuan, TepMUHbT
MOXe Oa Ce M3NnoJi3Ba 3a XapakTtepusnmpaHe unm Ha nuncealla
4acT OT reHa w1 Ha Ugdiia XpomMmo3oma.

OHK. Xumunyecko BewecTBo, OT KOETO Ca WU3rpageHun reHute,
CcbabpXawm nHopmaumsaTa 3a PYyHKLMOHUPAHE Ha TSNOTO.

aynnukauma. HeobuuanHo noBTapsiHe Ha nocregoBaTenHOCT
OT reHeTMYHMNA MaTepuan B 4adeH NeH Uinn XpoMmo3oma.

9

¢detyc (nnop). MNepuoa ot passutneTo Ha 6ebeTo, Mexay Kpas
Ha embBpuoHanHaTa ¢asa (cneq 9™ cegmuua OT ONMNoOXaaHeTo)
1 paxkaaHeTo.

XpomMo3oMu. MogobHM Ha HULLKA CTPYKTYpW, KOMTO MoraT ga ce
BUOAT NOA4 MUKPOCKOMN U CbAbpXaT reHute. HopmanHuaTt 6pon
XpoMoO30oMM Npu YyoBeka € 46. EgmH Habop oT 23 xpomosomu
yHacnegsiBsame OT Hawata Manka W eanH Habop ot 23
XpOMO30MM yHacnegsisame oT balua cu.

uMTOHamasKa. M3acnenpaHe, npenopbuMTENHO 3a BCska efHa
)KeHa, 3a npoBepka HanMyneTo Ha aHOPMarHoOCT B KNeTKuTe,
HaMupallu ce Ha OTBOpa Ha MaTKara.

AnuekneTka. ManymHMaT NPUHOC B KneTKaTa, OT KOATO e ce
pa3BMe 1 cb3gage HoBO 0Oebe. Anueknetkata cbabpxka 23
XpOMO3OMM; MNO efHa OT BCAKa [JBoMKa B MaukaTta.
AluekneTkaTa ce cnvBa CbC crepMaTto3omaa 3a Cb3gaBaHe Ha
LAnoCcTHa KneTka. bebeTo ce pasBmBa OT Tas3n NbpBa KneTka.

AnYHuk / anyHuumn. OpraHn B XKEHCKOTO
TANO, KOUTO NPOM3BEXAAT ANLIEKNETKN.

XX. ToBa cumBonu3Mpa norioBUTE
XpPOMO3OMM [MpU >KeHaTa. Kenute
HopManHo umart gse X- xpomosomu. OT
BCEKN poauTen ce yHacnegssa no eaHa
X-xpomo3oma.

XY. ToBa cumBonu3vpa nosioBUTE
XpPOMO30OMM MNpu MbXa. Mbxete umart
egHa X-xpomo3oma UM egHa Y-
xpomo3oma. MubxbT yHacneasisa X-
XpomMo3omarta Cu OT CBosiTa Manka, a Y-
Xpomo3omara oT cBod baula.

X-cBbp3aHo 3abonsiBaHe. [EHETUYHO
3abonsiBaHe, MNPUYMHEHO OT MyTauus
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NPbLCTEHOBUAHN XPOMO3OMMU.
TepMUH, KOWTO ce wu3nonsea KoraTto
Kpavwata Ha gageHa Xpomo3oma ce
CBbp3BaT B NPbCTEHOBMAHA hopMa.

peuMmnpoyHa TpaHcCnoKauus.
PeuunpoyHa TpaHcnokauusi Bb3HMKBA
koraTo ABa pparmeHTa ce OTKbCHaT OT
ABE PasfMyHN XPOMO3OMM 1 PA3MEHAT
cBOUTE MecTa.

poGepTcoOHOBa TpaHcnokKauus.
PobepTtcoHoBa TpaHcnokauus
Bb3HMKBA, KOraTo efjHa XpoMo3oma ce
CbeauHu ¢ gpyra.

poAOCNoBHO AbLPBO. [lnarpama, KOATO
nokassa Ha 4fleHOBeTe BbB BaLUETO
CEMENCTBO KOM KMMa W KOW HsMa
reHeTUYHO 3abonsiBaHe, M KakBM ca
TEXHUTE POAHUHCKM BPB3KM C Bac W
nomexagy M.

cnepmaro3oug. bawmHNAT NnpMHOC B KNeTKaTa, OT KOSITO e ce
cb3gage n passue HoBO 6ebe. Bceku cnepmatosong cbabpka
23 xpomo3omMM; efHa OT BcsAka JBovMka B Oawara.
CnepmaTto3omabT ce cnvBa C gihlekneTkaTa 3a Cb3gaBaHe Ha
LSAnocTHa KneTka. bebeTo ce pa3BuBa OT Ta3n NbpBa KreTka.

TpaHcnokauus. [peycTponcTBO Ha XPOMO3OMHMUA MaTepwuarn.
Bb3HukBa, korato pparMeHT OT JaZleHa XpOMO30Ma Ce OTKbCHE
N CbeanHn C apyra.

ynTpa3ByKkoBO u3cneaBaHe. besbonesHeHa npoueaypa, npu
KOATO Ce M3mnons3saT 3BYKOBU BbIHW 3a Cb3daBaHe obpa3s Ha
pa3BunBaLLoTo ce 6ebe no BpeMme Ha ManymHata bpemeHHocT. To
MOXe [Aa ce npoBefe Ypes3 NpuaBMXKBaHE rnaeBaTa Ha exorpada
Mo KoxxaTa Ha abaomeHa (kopema) unm BbTpeBarMHasnHo.

yTepyc. MeauumHcko Ha3BaHve 3a MaTka.

eMOpuoH. [lbpBuTE eTanum oOT
YOBELLKOTO pa3sutne. EMOGpUoHBLT ce
odopms OT NbpBaTa KneTka B Han —
paHHUTE eTanu OT 6peMeHHOoCTTa.
EmM6pMOHBT BbBb3HUKBA cnej
onno)aaHe Ha sAWUekneTkaTta oT
cnepmarto3oup. Toln Bce oue He
narnexga kato 6ebe, HO e msrpageH
OT KNeTKUTe, KOUTO Llie Ce pa3BuUAT B
TakoBa. Bb3MOXHO € MHOro paHHuTe
eMbpuoHM pga ce pasBuUAT W3BBLH
MaTKaTa Ha MankaTa.

3ayeBaHe. CnmuBaHeTO Ha
ANLEKIeTKa 1 crnepmarto3oma, 3a aa
ce cb3gage nNbpBaTa KneTka Ha
HoBOTO Oebe.

m3cneaBaHe Ha HyxanHaTa
TPaHCNoueHUuAa. YnTpa3BYKOBO
cKaHMpaHe Mo 3agHaTa CTpaHa Ha BpaTta Ha 6ebeTo, KbaeTo
HOpPMarHoO ce Hamupa M3MbIIHEHO C TEYHOCT MPOCTPAHCTBO B
paHHUTe eTanu Ha BGpemeHHocTTa. AKO OETeTO MMa BPOAEHO
3abonsBaHe (kato CuHgpom Ha [ayH). PasmepbT Ha
NPOCTPaHCTBOTO MOXeE a € aHOpMarseH.

MHBepcusa. [lpomsHa B nocnegosaTerniHOCTTa Ha reHwuTe no
ObJKMHaTa Ha JageHa XpoMmo3omMa.

MHcepuuAa. BMbkBaHe Ha OONBIHUTENEH reHeTMdYeH matepuarn
B AaieH reH Unm Xxpomo3oma.

kapuotun. OnucaHMe Ha XPOMO3OMHaTa CTpPyKTypa Ha
MHOMBUAA, BKMOYBALWIO Opos XPOMO3OMM U HanMuMeTo Ha
HAKAKBW OTKIMOHEHUSI OT HOpPMarlHus Habop.

KneTka. YoBeWKOTO TAMO € n3rpageHo OT MWITMOHU KITETKH,
KouTo pgencrtear KaTo CTpPOUTESTHN 6nokose. KneTtkute B
pas3nnyHnte 4Yactn Ha TANoTO u3drnexagar pas3fimdyHoO U
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M3NbAHABAT pasnuyHn pyHKUMKN. Besaka kneTtka (C M3KnNYeHune
Ha SINUEKNeTKUTe Mpu XEeHuTe M cnepmaTta Mnpu MbXETe)
CbAbpXa ABe KOMUsi OT BCEKN FeH.

MaTKa. YacTtra OT XEeHCKOTO TAno, B kosATo 6ebeTo ce pasBuBa
no Bpeme Ha 6pemeHHoCTTa.

myTauma. [lpomsHa B pgageH reH. B HAkou crniydam, korato
AafeH reH e NPoOMeHeH, MHpopMaunaTa My e Taka U3MeHeHa, ve
TOW He paboTu npaBunHo. ToBa Moxe a NPUYNHU FeHEeTUYHO
3abonsBaHe.

HacneacTtBeHo 3abonsABaHe. 3abongBaHe, KoeTo ce
yHacneasasa (npeaasa ce B MNOKONEHUATA).

HebanaHcupaHa TpaHcrokauus. TpaHcrokauus, npu KosiTo
XPOMO3OMHOTO MNpPEeYyCTPOUCTBO € CBbP3aHO C Hanuuve Ha
AOMbIHUTENEH XPOMO3OMEH MaTepuan unu  funceall
XPOMO3OMEH MaTtepuan, WM W [OBETe-AOMbIHUTENEH W
nuncealy matepuan. Moxe ga Bb3HUKHE MNpu AeTe Ha poauTenu
c 6anaHcupaHa TpaHcnoKauums.

HocuTen (Ha XPOMO3OMHa TpaHcnokauus). NHaueua, KoWTo
MMa GanaHcupaHa TpaHCoKauus, npu KoaTo He e 3arybeH
UM NpuaobuT HSKaKkbB XPOMO3OMEH MaTtepuan, o0BMKHOBEHO
He e 3acerHar OT Hesl.

HocuTen. lHanBmna, KOWTO B NOBEYETO Criydan (B MOMEHTA) He e
3acerHaTt oT 3abondBaHeTO, HO HOCW €dHO TPEeLHO Konue Ha
reHa. B cnyyaute Ha peuecuBHun 3abonsBaHus, UHONMBUAOBT
HOopMmariHo HaMa fa 6bae 3acerHar; B criydamTe Ha JOMUHAHTHU
3abonsBaHung, HANBMABT MOXe Aa Obae 3acerHart Ha No- KbCeH
eTan oT XuBoTa.

oTpuuaTeneH pesynrtaTt. Pesynrtar oT aHanm3, KOWTO Nokasea
Yye [JdajeH uVHAMBWO He HOCUM U3MeHeHue (MyTauusi) B
n3crneaBaHus reH.

nnaueHTa. NnawueHTaTa ce Hamupa cpelly cTeHaTa Ha maTKaTa

W

npn 6pemeHHaTa xeHa. bebeTo ce xpaHu OT nnaueHTaTa. T ce
pasBMBa OT onnofeHaTa sAnuekneTka, Taka Ye 0OUKHOBEHO UMa
CbLUUTE reHu KaTo bebeTo.

nonoBu xpomo3omu. X u Y xpomo3omarta. [lonosute
XPOMO30OMU onpeaendar gann gageH WHAMBWMA We € MbX Unu
xeHa. XXeHute umat gse X-xpomo3somu. MuxeTte nmat egHa X-
n egHa Y-xpomMo3oma.

NnonoBo-CBLP3aHO 3abonsBaHe. Bmx X-cBbp3aHo
3abonsBaHe.

nonoxwureneH pesyntart. PesyntaT oT aHanus, KOWTO NOKa3Ba,
Yye u3crnedBaHUAT MHOMBUA MpuTexaBa nNpomsiHa (MyTauusi) B
reHa.

npeHaTanHa [AuarHocTuka. WacnegBaHe NoO BpeMe Ha
OpeMeHHOCTTa 3a HanuMynMe WM OTCbCTBME Ha TFeHeTUYHO
3abonaBaHe npu 6ebeTo.

npecMMNTOMAaTUN4YeH aHanuns. BX aHalins 3a
npegpasnofioXKeHOCT



