IF'eHeTH4YeH peYHHUK

a6opr. [IpexxeBpeMeHeH Kpail HAa 6pEMEHHOCTTA, IPeAH IeTETO Jja MOXKeE /1A PeKHUBee U3BbH
MaTKara.

aBTo30MeH. Hue umame 23 nBoiiKu xpoMo30MHU. [ BoiikuTe oT 1 A0 22 ce HApUYaT aBTO30MHU U
U3TJIeKIAT 10 e[JUH U ChLIU HAaYUH NPU M'bXKa U KeHaTa. [[BoiKa 23 e pas/iMyHa NpU MbKa U
»KeHaTa Y ce Hapu4ia M0JI0BU XPOMO30MH.

ABTO30MHO- JOMHHAHTHM TeHeTHYHHU 3aboJsiBaHusA. ToBa ca 3a00JiiBaHUS, NMPU KOHUTO
UHUBUIBT TPsIOBa Jja yHAc/Je U CaMO eJJHO IPOMEHEHO Konue (MyTalus) Ha reHa, 3a a 0'bjie
3acerHar ot 3a6oJiABaHeTo. [[pOMeHeHUAT reH JOMUHHpPA HaJi HOPMaJTHHUS TeH.

aBTO30MHO-PELleCUBHU TeHeTH4YHH 3abosisiBaHus. ToBa ca 3a6osiiBaHUS, NPU KOHUTO
WH/JMBUBT TpsiOBa Ja yHac/JeAu JABe NMPOMeHeHW Komnusl (MyTalyu) Ha reHa (IpOMeHEeHO
KONMe OT BCEKH eJUH OT POJAUTENHTE), 3a Aa ObJe 3acerHar oT 3aboJsisiBaHeTo. UHAMBUZ,
KOWTO MMa CaMo eJIUH ITPOMEeHEH TeH, Ille € He3acerHar (3paB) HOCUTeI.

aMHHMoUeHTe3a . [Ipoueaypa, npyu KosSTO OOMKHOBEHO ce B3MMa Npoba 3a u3cje/BaHe Ha
reHUTe WJIM XpPOMO30OMHMTe Ha OeGeTo. B MaTkaTa 6e6eTO e 3a00UKOJIEHO OT TEYHOCT.
TeyHoCTTa ChABP!KA MAJKO HAa OPOM eNUTEJSHU KJIeTKU OoT 6e6eTo. MajikKo KOJHUYECTBO OT
TEeYHOCTTA Ce B3UMa C ThHKA WIJIa IIpe3 KoXkaTa Ha MaluuHus aboMeH (kKopeM). TeyHoCTTa Ce
W3Mpalla 3a u3cjaeaBaHe B JJabopaTOPHsI.

aHAJIM3 3a Npeapa3noJioKeHOoCT . [eHeTHYeH aHa/IM3 3a 3a00JIIBaHe, KOETO MOXKe HJIM IIie ce
MOsBM Ha I[0- KbCEH eTam OT JWUBOTA. ['€HEeTHUYHHUAT aHa/lu3 MOXKe Jla Cce Hapeye
NpecHMMIITOMaTHY€eH, KOraTo Ce MpoBeX/a 3a 3a60JiABaHe, KOETO MOYTH ChC CUTYPHOCT Iile Ce
pas3BuUe B O'bAellle.

6ajlaHCMpaHa TpaHCJOKamus . TpaHC/JOKalusl, MPU KOSITO He € 3ary0eH WJId HPUI0GUT
XpOMO30MEH MaTepHual, HO TOW e mpeycTpoeH. MHAWMBHA C GaslaHCHpaHa TpaHCIO0KaLHUs
O0GHMKHOBEHO HE € 3aCerHart OT Hesl.

BarvHa (Bnarannme) . Bp'bSKaTa OT MATKaTa A0 BBbHIIHATA 4YdCT Ha »€HAaTa, A€TePOAHUAT
KaHaJl.

B3MMaHe Ha NPO6GHU OT XOPMOHOBHU BJIACUHKHU, XOpUOHHa 6uoncusa (CVS) . AHaus, KOUTo ce
IpOBEX/Ia M0 BpeMe Ha GpeMeHHOCTTA 32 B3MMaHe Ha KJIETKHU C IleJl U3CcJie/IBaHe TeHUTe WU
XpOMO30MUTe Ha 6ebeTo 3a crnenuUYHM TeHeTUYHU 3abossaBaHusA. OT pasBuBamiaTra ce
IJIalleHTa ce B3UMaT MaJIKo Ha Opoi KJIETKU U Ce U3MpallaT B J1abopaTopuUs 3a aHAJIN3.

reH . MHopManusa Heo6X0oJMMa Ha TSJIOTO, 32 Jja MoXKe J1a QYHKI[MOHUPA, KOSITO Ce ChXpaHsBa
noJ, XuM1u4Ha popMa B XpOMO30OMHUTE.

reHeTU4YeH KOHCYJTAHT . CrenualucT, KOUTO JaBa WHQopMalys U MOMOI Ha WHAUBU/Y,
3acersHaTu oT 3a60JisBaHe, KOETO MOXKe [jla MMa reHeTH4YHa OCHOBA.

reHeTu4eH . HpI/I‘-II/IHeH OT I'eHH, OTHACAIL] Ce 0 I'eHH.

reHeTU4YHO 3a60J/IABaHe . bosiecTHO CbCTOAHHE, IPUIUHEHO OT dHOPMAJIHOCT B JaZleH I'€H UJIU
XpoMo30Ma.

reHeTU4YHO M3cjeABaHe . W3csiesBaHe, KOETO MOXe Jla TIOMOTHE 3a yCTAaHOBSIBaHe, JlaJd €
HaJIMle NpOMsIHA B OT/leJIeH TeH WM XpoMo3oMa. OGMKHOBEHO TOBa € aHa/Iu3 Ha KP'bB WU
T'bKaH. 3a noBeye HHOPMalMs MoJIsl BIXKTe OpourypaTa ['eHeTH4eH aHaIu3.

reHeTUYHO KOHCyJTHpaHe . HHbopManus u mnomoll 3a HHAUBUAUTE, 3acCerHaTd OT
3a60J1s1BaHe, KOETO MOXKE /1a MMa reHeTUYHA OCHOBA.



Je HOBO . M3pas oT JJaTUHCKUA e3UK, 03HavyaBall “HOBOBb3HMKHaJ". U3Mo/13Ba ce 3a onyMcBaHe
Ha reH WJIM XpOMO030Ma, KOSTO € “HOBA”, T.e. U iBaMaTa POJUTEJN UMAT HOPMAJIHU F'eHU WU
XPOMO30MH.

Aesienmuda . 3ary6a Ha 49aCT OT F'€HEeTUYHUA MaTepHaJl, TCPMHUHDBT MOKE€ [a Ce HM3II0JI3Ba 3a
XdpaKTepU3WpaHe WJIN Ha JIMIICBAIlld YaCT OT 'eHa WJIW Ha [dJia XpoOMO30MadA.

AHK . XuMu4ecko Bell[eCTBO, OT KOETO ca U3rpajJieHu reHUTe, ChAbpKalld HHOopMaLUsATa 32
dyHKIIMOHMpPaHe Ha TSAJI0TO.

AYIUVIMKaAOUA . Heo6uyaiiHo INIOBTApAHE Ha MOC/JIeA0BATEJHOCT OT Fr€HETUYHUA MaTepHaJl B
AadeH I'eH Wk XpoMo30Ma.

eMOpuoH . [IbpBUTE eTanmu OT YOBELIKOTO pa3BUTHe. EMOpPUOHBT ce odpopMs OT MbpBaTa
KJIeTKa B Hall - paHHUTE eTalu OT 6peMeHHOCTTa. EMOPUOHBT Bb3HUKBA CJIe/, OIJIOKAAHE Ha
sfLeKJeTKaTa OT crnepMaTo3ous. Tol Bce ollje He U3rJexzJa KaTo 6ebe, HO e U3rpajieH OT
KJIETKUTE, KOUTO Ille Ce Pa3BUAT B TaKoBa. Bb3MOXXHO € MHOTO paHHHUTEe eMOpPUOHHU Ja ce
pa3BUAT M3B'bH MaTKaTa Ha MalKaTa.

3a4eBaHe . C/IMBaHeTO Ha fIMLEK/IeTKAa U CIIEPMATO30U/, 32 Ia Ce Ch3/|aJie MbPBATa KJIETKa Ha
HOBOTO Oebe.

H3c/eJBaHe Ha HyXa/IHaTa TPaHCJIOLEeHLMs . YITPa3ByKOBO CKaHUpPaHe 110 33/lHaTa CTpaHa
Ha BpaTa Ha 6e6eTo, KbJeTO HOPMAJHO Ce HaMHpa M3I'bJIHEHO C TEYHOCT MPOCTPAHCTBO B
paHHHUTe eTany Ha 6peMeHHOCTTA. AKO /IeTeTOo UMa BpojieHo 3a6oJisgsBaHe (kato CHMH/JpPOM Ha
JayH). PaaMepbT Ha MPOCTPaHCTBOTO MOXKE /Ia € aHOpMaJIeH.

HHBEpCHU4 . npOMHHa B [10CJIeJOBATEJIHOCTTA Ha reHUTe M0 A'bJIXKHHATA Ha Ad/ieHa XpOMO30Ma.
HHCepLUA . BMmbKBaHe Ha AOII'bJIHUTEJIEH TEHETUYEeH MaTepHaJl B Id/ieH 'eH UJIKM XpoOMO30Ma.

KapuoTtun . OnucaHue Ha XpOMO30OMHATa CTPYKTypa Ha HWHJAMBHU/A, BKJOYBALIO0 6pos
XPOMO30MHU M HAJIMYMETO Ha HAKAKBU OTKJOHEHUS OT HOPMaJsIHUs Ha6bop.

KJeTKa . YOoBelmKOTO THJ0 € HU3rpageHo OT MHJIMOHU KJIETKH, KOHUTO IL[(%I‘/JICTBZ:IT KaTo
CTPOUTEJIHHU 6Ji0koBe. KneTkure B pas/sIMdHHUTE YaCTHU HA TAJIOTO H3TJeXJaT PA3/JIMYHO H
HU3MI'bJIHABAT PA3JINYHHU QDYHKL[I/II/I. Bcsika kieTka (C HN3KJIIOYEHHE Ha HI\/'ILIEKIIETKI/ITE IIpH XKEHUTE
U CliepMaTa Ipu M']::)KETe) CbA'bpXKa AB€ KONIHNA OT BCEKHU I'€H.

MaTKa . YacTTa OT KeHCKOTO T$JI0, B KOSITO 6e6€eTO cCe pa3BUBa 110 BpeMe Ha GpeMeHHOCTTa.

myTanust . [lpoMsaHa B JgazeH reH. B HaAkow ciy4yaum, KoraTo JjaJieH T'eH e MpPOMEHEH,
uHopMaLUsaTa My € Taka U3MEeHEHa, Ye TOW He paboTH MpaBU/IHO. TOBa MOXe Jla MPUYHUHHU
reHeTU4YHO 3ab0JIABaHe.

HacJeACTBeHO 3a60J1ABaHe . 3a60JsIBaHe, KOETO Ce YHacaeAsBa (IpesaBa ce B IOKOJEHUSTA).

He6Ga/IaHCHpaHa TPaHCAOKauMA . TpaHc/0KaLnus, IPU KOSTO XpPOMO30OMHOTO NPEyCTPOUCTBO
€ CB'bp3aHO0 C HaJIMYue Ha JOI'bJIHUTE/NIeH XpPOMO30MEeH MaTepHuaJl WM JIUICBAIL XPOMO30MeH
MaTepuaJl, U U ABeTe-A0I'bJIHUTE/IEH U JIMIICBALL MaTeprasl. Moxke /ja Bb3HUKHE IIPH JIeTe Ha
poJuTeny ¢ 6asaHCUpaHa TPAHCJIOKaLHs.

HocuTesl (Ha XpOMO30OMHA TpaHCIOKauusa) . WHAUBYUA, KOWTO uMa 6ajlaHcupaHa
TpaHC/I0KalMs, NPU KOSATO He e 3arybeH WM NPUAOOGUT HAKAKbB XPOMO3OMEH MarTepual,
O0OMKHOBEHO He e 3acerHar OT Hesl.

HOcUTea . UHIUBUI, KOUTO B OBEYETO Cy4Yad (B MOMEHTa) He e 3aCerHaT OT 3a60JIIBAHETO,
HO HOCH €JIHO I'pelllHO KOMHe Ha reHa. B ciy4yauTe Ha peleCUBHM 3a00JIIBaHUS, HHAUBUBT
HOpPMaJIHO HSIMa Jia O'bjJie 3acerHAT; B CJAy4YauTe Ha JIOMUHAHTHU 3a60JIABaHUS, UHAUBUBT
MO3Ke /la O'bJie 3acerHaT Ha [10- K'bCEH eTall OT >KUBOTA.

oTpULAaTeJIeH pe3yJTaT . Pe3ysTaT OT aHa/M3, KOWTO MOKa3Ba 4ye JjaJleH UHAMBUJ, He HOCH
VM3MeHeHHe (MyTalusi) B U3C/e/IBaHUSA TeH.



nJianeHTa . [lianeHTaTa ce HaMUpa cpellly CTeHaTa Ha MaTKaTa Mpu 6peMeHHaTa »keHa. be6eTo
ce XpaHHM OT IJanieHTaTta. Ts ce pa3BUBa OT OIJIo/leHaTa SUIlEeK/IeTKa, Taka Ye 0OMKHOBEHO UMa
CBhIIMTE F'eHU KaTo 6e6eTo.

I0JIOBM XpoMo3oMHU . X U Y xpoMo3omara. [losloBUTe XpOMO30MH OlNpefesAT Jaldu AajieH
MHJAUBU/ Llle e MBX WM KeHa. ’KeHUTe UMaT JiBe X-XpoM030MHU. MbxeTe UMaT efiHa X- U eJjHa
Y-xpoMo3oma.

NMOJIOBO-CBBP3aHO 3a60J1s1BaHe. Bk X-cBbp3aHo 3a60J1s1BaHE.

MOJIOYKUTEJIeH pe3yJITaT . Pe3yjaTaT oT aHa/iu3, KOUTO MOKAa3Ba, Ye U3C/eABAHUAT UHUBU/]
IpUTeXaBa MpoMsiHa (MyTalus) B reHa.

NpeHaTaJHa JMArHocTuka . HscsenBaHe mo BpeMe Ha 6GpeMEHHOCTTA 3a HajluMyue WJIU
OTChCTBUE HA 'eHETUYHO 3a60JIsiBaHe NpU 6e6eTo.

NpeCMMIITOMATUYECH aHAJIM3 . BXK aHAJIM3 34 IIpeJpa3MoJIOKEeHOCT

NPbCTEHOBUJHU XPOMO30MHU . TepMHH, KOWTO Cce H3M0Ji3Ba KOraTo KpaullaTa Ha JAajieHa
XpOMO30Ma Ce CBbP3BaT B NP'bCTEHOBUIHA PpopMa.

penMIIpoYHa TPAaHC/IOKan A . Peunnpo'{Ha TpaHC/JIOKalld Bb3HUKBA KOraTo /[iBa (bparMeHTa
Ceé OTK'bCHAT OT AB€ pa3JINYHHU XPOMO30OMHU U PA3MEHAT CBOHUTE MeCTa.

pPOGEPTCOHOBA TPaHC/JAOKaLMs . Po6epTcoOHOBa TpaHC/IOKAalLMs Bb3HUKBA, KOraTo e€JHa
XpOMO30Ma Ce ChbeIMHH C ApyTa.

POJOCIOBHO ABPBO . /luarpaMa, KoATO NOKa3Ba Ha 4/JeHOBETe BbB BallleTO CEMENCTBO KOU
MMa U KOH HsMa reHeTU4YHO 3ab0JiiBaHe, U KaKBU Ca TeXHHUTe POJHHUHCKHA BPB3KU C Bac U
MOMEX/Y M.

ciepMaTo30u/j, . BallMHUAT NPUHOC B KJIETKATa, OT KOSATO Ille Ce Ch3/iajie U pa3BUe HOBO Oebe.
Bcekn cnepmaTo3ousi CbAbpxKa 23 XpPOMO30OMH; e€JlHA OT BCAKa /JiBOMKa B Gamjara.
CnepMaTO30U/IbT Ce CJAMBA C fIMIeKJeTKaTa 3a Cb3/laBaHe Ha IJIOCTHA KJeTKa. bebeTo ce
pa3BHBa OT Ta3u II'bpPBa KJeTKa.

TpaHCcJIOKanMs . [IpeycTpoiicTBO Ha XpOMO30MHUS MaTepHaJl. Bb3HUKBa, KOraTo ¢pparMeHT OT
JlajieHa XpoM030Ma Ce OTK'bCHE U CheIMHU C JIpyTa.

yJTPa3ByKOBO M3cjieJBaHe . be36oJsie3HeHa npoleypa, NPy KOSATO Ce U3M0J3BaT 3BYKOBU
B'bJIHM 32 Cb3/laBaHe 00pa3 Ha pa3BUBAILOTO ce 6ebe 0 BpeMe Ha MailuMHaTa 6peMeHHOCT. To
MOXe Jla ce NpoBeJie 4pe3 NPHUJBIKBaHe IJlaBaTa Ha exorpada mo koxkata Ha abJoMeHa
(kopeMa) uM BbTpEeBarvHaJHOo.

yTepyc . MeJMIIMHCKO Ha3BaHUeE 3a MaTKa.

detyc (n1oxa) . [leprof ot pasBuTHETO Ha 6e6eTO, MEXAY Kpasi Ha eMOpuoHaiHaTa ¢asa (ciaen
9Ta ceMUIIA OT OIVIOXK/IAHETO) U PAXKJAHETO.

XpomMo30MM . [10/106HM Ha HUIIKA CTPYKTYPH, KOUTO MOTaT Jla Ce BUJAT IMOJ| MUKPOCKOM U
CbAbpKAT reHuTe. HopmaqHUAT 6poidl XpoMO30MH MNMpH 4YoBeka e 46. ExuH HaGop ot 23
XpOMO30MHU yHacJe/isiBaMe OT HalllaTa Malka ¥ eUH Habop oT 23 XpOMO30MH YHacJeAsiBamMe
OT 6ala CcH.

IIUTOHAMa3Ka . HBCJ’IE,E[BaHe, MNpenopbiYruTE/STHO 3a BCAKa €JHA KE€Ha, 3d IPOBEPKa HAJIUIYHUETO
Ha aHOPMaJIHOCT B KJIETKHUTE, HAMHPAIIHY Ceé Ha OTBOPA HAa MAaTKaTa.

AineK/JeTKa . MalyMHUAT NPUHOC B KJIETKATa, OT KOSTO 1e Ce pa3BHe U Ch3/jajie HOBO 6Gebe.
fdinekneTkaTa cChIbpiKa 23 XpOMO30MU; 10 €/IHA OT BCAKA JBOMKA B MalkaTa. fliljekyieTkaTa
ce CJIMBA ChC ClIepMaTO30H/1a 33 Ch3/]JaBaHe Ha LSJIOCTHA KJeTKa. beGeTo ce pa3BUBa OT Ta3u
IIbPBA KJIeTKa.

AWYHUK / aii9yHUIM . OpraHy B )KeHCKOTO Ts1JI0, KOUTO MPOU3BEXKAAT AUIEKJIETKHU.



XX . ToBa cuMBoOJIM3Mpa NOJOBUTE XPOMO30OMH NPU KeHaTa. ’KeHuTe HOpMaJIHO UMaT JiBe X-
xpoMmo3zoMu. OT BCEKU POJIUTEJ Ce YHACIe/sABa 10 e/Ha X-XpoMo30Ma.

XY . ToBa cuMBOJIM3Upa MOJIOBUTE XPOMO30MU NIPU M'bKa. MbxkeTe UMaT eflHa X-XpoMO30Ma U
eJlHa Y-XxpoMo3oMa. MBXBT yHacleAsaBa X-XpOMO30MaTa CH OT CBOSITA MakKa, a Y-XpoMo3oMaTa
OT CBO4 6ala.

X-cBbp3aHO 3a60JiABaHe . [eHeTUYHO 3abo0JisiBaHe, IPUYUHEHO OT MyTauus (mpoMsHa) B
JlaJileH reH oT X-XpoMo3oMaTa. X-CBbp3aHUTe 3a00JIsIBaHUS BKJIIOYBAT XeMOPUJIHs, MYCKy/IHA
auctpodusa tun /oueH, CHHAPOM Ha YylJnBaTa X-XpoMo30Ma.

X-xpoMmo3oma . EgHaTa oT nmosioBuTe XpoM030MH. JKeHUTe UMaT JBe X-XpoM0O30MHU. MbxeTe
HOPMaJIHO UMaT ejHa X- U efHAY-XpOMO30Ma.

Y-xpomo3oma . EfHaTa OT n0JIOBUTE XpOMO30MHU. MbKeTe UMAT efHa Y-XpoMo30Ma U efiHa X-
xpoMo3oMa. JKeHuTe UMart /iBe X-XpOMO30MH.
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