KakBo npeacraB/isiBa reHETUYHUAT aHAIUI?

MHdopmManusaTa, KoATO cjae[Ba, 06CHKAA KAKBO MpeCcTaBjsiBa TeHETUYHUAT aHAJIU3, 3all0
MoXe 1a Bu O'bJie MpoBejieH, KaKBU ca MpeJHMMCTBaTa My U Bb3MOXXHUTE PHUCKOBe . 3a Ja ce
pasbepe Hali- 106pe, MbPBO TPsi6BA /la 3HAETE KAKBO Ca reHUTe U XPOMO30MMUTE.

I'eHu n XpOMO30MH

HamreTo T$1/10 e U3rpajieHo OT MUJIMOHM KieTKU. [loBeyeTo KJIeTKH ChbPKaT M'bJIEH HAGOP OT
reHu. Hue umame xuisau redu. 'eHUTe ca KaTO UHCTPYKTOPH, KOUTO KOHTPOJIUPAT pacTexka
HU Y KaK /a paboTu HauieTo TsJio. Te ce OTTOBOPHU 32 MHOTO OT HAIIUTE YEPTH, KAaTO LBSAT Ha
04YMTe, KpbBHA rpyna WIM Terjo. Bcuukn HUe MMaMe XWISAAW TeHU M yHacjaeZsBaMe OT
MOBEYEeTO OT TAX 10 JIBe KOMUs, 10 eJHO OT BCeKU poauTes. ToBa e mpUunHaTa, NOpPaAu KOSTO
4YeCcTO UMaMe CXOJHU YePTH C HALLUTE POSUTEIIU.

['eHuTe ce HaMUpaT B NOAOOHU HAa HULIKW CTPYKTYpHU, HApeYeHU xpoMo3oMu. HopmanHo, Hue
nuMaMe 46 XpoMO30OMM B IOBe4YeTO HU KJeTKU. Hue HacjejsiBamMe HallUTe XPOMO3OMH OT
poauTenuTe HY, 23 OT Makika HU U 23 oT 6aiia HU. C/ieZjoBaTe/THO UMaMe 2 KOMILJIEKTA OT I10
23 XpOoM030MHU UJH 23 ABOMKHU.

[lonsikora ce Ha6n}oaaBa IpoMAHa (MYTaL[I/IH) B €IHO OT KOIIMATA Ha I'eHa, KOATO CIHpa
HOPMaJIHOTO MYy (l)YHKI_II/IOHI/IpaHe. AKko TOBa ce CJy4H CaMoO B €JMH pelieCuBEH I'eH U UHAWBU /A
HMa Apyro HOpMaJiHO KOIIKe, TO TOBAa HOPMaJIHO HAMA [id IPUIUHH TreHETHIHO 3aboJissBaHe.

Hsxou npumepu 3a reHeTUYHH 3abojsiBaHUsA ca CuHApoM Ha /JlayH, MYKOBHCHIHM/03a M
MYCKyJIHA AUCTPOPUs.

S XpPOMO30OMM - 23 ABOWKM

Xpomo3oMara e CbCTaseHa
OT reHu

FenuTe coabpxar OHK- e,
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l'eHeTHYeH aHA/IU3

[eHETUYHUAT aHA/M3 MOXKe Jla MOJNOMOTHEe J0Ka3BaHETO Ha MPOMsHA Ha [JlafileH T'eH WU
xpoMo3oMa. Hali- yecTo aHa/IU3'bT € KP'bBEH WU ThKaHeH. ChlUIeCTBYBAT PA3/IMYHU MPUYHHH,
nopajy KOUTO Ha JaJieH YOBEeK MOXe /a O'bjie MPOoBeJieH reHeTU4YeH aHanu3. Hakou oT TsAX ca
M36pOEHH M0- [I01Y:

e Bue wiu BamuAT napTHbOp MMa JeTe C YMCTBEHa HeJOCTAaTbYHOCT, 3ab6aBeHO
pa3BUTHE WM 3[4PaBHU NPo6/ieMU. BalluAT Jiekap CMsATa, Ye € Bb3MOXKHO Jia Ce JbJIKU
Ha reHeTUYHO 3a60J1siBaHe.

e Bamugar snekap cMsTa, 4e e Bb3MOXKHO Jla UMaTe FeHETUYHO 3a0oJisiBaHe U KHCKa Aa
MOTBBP/AU AUATHO3ATA.

e BB Balleto ceMelcTBO e JoKa3aHO reHeTHYHO 3aboJisiBaHe. Bue HckaTte ga 3HaeTe
JlaJiv CblLleCTBYBa M0XKHU3HEH PUCK U Bue fja pa3BueTe 3a60/151BaHETO.

e Bue wiau BamuAT napHbOp MMa TeHEeTHYHO 3aboJisiBaHe, KOETO MOXe Jia Obhe
npeAajZieHo Ha JielaTa BU.

e [IpoBeneHu ca Bu apyru BumoBe HU3C/eBaHUA MO BpeMe HAa OpeMeHHOCTTa (KaTo
YJITPa3BYKOB aHAJ/IU3, TbPCEHe Ha HyXaJlHA TPAHCIYLEHIUS UM KPbBEH TECT) U Te ca
MOKa3aJii, 4Ye ChIIeCTBYBa YyBeJWYEH PUCK 3a paXkJaHe Ha 06ebe C TeHETUYHO
H3MEeHEeHHe.

. HWmManu cTe cmnoHTaHeH a60pT HJIN IIPpEXAEBPEMEHHO paXX/JgaHe.
. HMMarTe 6/1M3KU POACTBEHHUIHU C OllpeJeJIeHUW BUAOBE paK.

e CobllecTBYBa yBeJHWYEH PUCK Ja UMaTe CneluUYHO FeHEeTHYHO 3ab60JsiBaHe, MOpaju
BAaIIMAT €THUYECKU mpousxof. [IprMepu 3a TakuBa 3a00JIABaHHUS Ca ChPIOBUJHO-
KJIeT’b4YHa aHeMUsl IpU xopa ¢ adppo- KapubCKU NMPoU3Xo, 6eTa- TajaceMus IpHU xopa
CbC CpeJiju3eMHOMOPCKH NMPOU3X0J, MyKOBUCLIH/03a MPU XOpa C 3amaJHOEeBPONeHcKU
npousxos, u1 poMu. Te3u 3a60JiABaHHUS Ce CpellaT HaW- YECTO B TOPENOCOYEHHUTE
€THUYECKHU I'PYIH, HO ce HAabJII0JaBaT ¥ PU BCUYKU OCTAHAJIH.

He BuHaru BamusAT JieKap Ille CMeTHe 32 HeoOGXOJMMO Ja Ce NMpOBeJle TeHeTHYeH aHaIu3.
Jluarsosa Ha reHeTUYHO 3a6o0JisiBaHe MOXe Jla G'bJie TOCTaBeHa M Ha 6a3aTa Ha KJIWMHWYHATA
KapTHHA WU 2 O'bJie onpeJesieH BamuaT prck ype3 nopo6HO pasriexaaHe Ha ¢paMHUIHATA
HCTOpUS.

Hpe,l[l/lMCTBa U PUCKOBE€ HA TEHETUYHMUAT aHAJIN3

PeriieHHeTo 3a MPOBeX/AaHe Ha TeHEeTHYEH aHa/JM3 MOXe Jla Ce OKaXke TPy/aHO. [IpoBexgaHeTo
MY U3ILsJI0 3aBUCH OT BaiieTo pemenue. CieJoBaTENHO € BaXKHO /ia CTe 00ChUIN U pa3dpaiu
nssaTa HHGOpMaIus, KOSITO CTe MOJYYUIU TPeU Ja B3eMeTe pelieHre. ChI0 Taka € BaXKHO
Jla UMaTe Bb3MOXXHOCTTa Jia 00CHAUTE C BalMsT Jiekap BCHYKU BBIPOCH U MPUTECHEHHS,
KOUTO UMaTe.

['eHeTUYHHUAT aHAJ/HU3 MOXKe Aa AoHece roJjeMu npejumMcCcTBa, HO CbIIECTBYBAT U OIIPEAEC/IEHHU
pUCKOBE€ U Or'paHHUYE€HHUA. BaxxHo e Ja pas6epeTe npeauMmcTBaTa M pUCKOBeETe, Mpearu Ja
B3eMeTe pelleHue. Hsakou oT TaX ca 06C'bLLEHI/I no- aoJy. COUCBHKBT He € II'bJIEH U He BCUUKU
TOYKH MOraT ga Ce OTHeCaT KbM Bamara Cl'[eLU/ICl)I/I‘-IHa CUTyalud. B'bl'[peKI/I TOBa, MOXKe [a
IMOJIYYHUTE HAKOM I10JIE3HH NJeH 3a Pa3MUCHJ U JUCKYCUA C Bamuar JIeKap.

IIpeagumcTBa

['eHeTUYHUAT aHAJIU3 MOXKe ChC CUTYPHOCT Aa OTTOBOPH Ha B'BIIPpOCa 3a olipeae/IeH reHEeTU4Y€eH
CTaTyCy BaC WJIK AE€TETO Bu. 3a Hakou XO0pa 006JIEKYEHHETO OT HECUTYPHOCTTA € MHOI'O BA’>XHO,
A0OPHU U AKO HOBHUHHUTE Ca JIOLIH. AKO HOBUHUTE Ca ,ILO6pI/I, 9YYBCTBOTO Ha 00JIeKYEHHE MOXKe Aa e
OT'POMHO.



['eHeTHUYHUAT aHAIU3 MOXKe Jja TIOAIOMOTHE JUarH03aTa Ha reHeTHYHO 3a6oJisiBaHe. Korato Ha
JlaJieH MalMeHT e TI0CTaBeHa TOYHA IMarHo3a, Moxe Jia 6'bJle POoBe/IeHO U MPAaBUJIHO JieueHHe.
AKO TeHeTUYHMAT aHaIM3 MOKA3Ba, Ye UMAaTe YBeJUYeH PUCK OT pa3BUTHeE Ha 3aboJisABaHe B
0- K'bCHA B'b3pacT (KaTo Hamnp. Pak Ha rbp/iaTa), € Bb3MOXKHO Ype3 M0- YeCTU NPOPUIAKTUIHHU
nperJieiu /ja oBeleTe PUCKBT 10 MUHUMYM.

PesynTaTuTe OT reHEeTUYHHUsI aHAJIM3 MOXKe A NpefoCTaBsAT MoJiesHa MHPOpPMaALUsA KOraTo
IJIaHMpaTe Ja umare geTe. Ako 3HaeTe, ye Bue wiu napTHbOpbT BU MMa yBe/IMUeH pPHUCK Aa
MMa JleTe ¢ FreHeTUYHO 3a60JsIBaHe, € Bb3MOXKHO Jla Ce NMpOBeJie aHAJU3 Ha HEPOJEHOTO BU
JleTe 10 BpeMe Ha OpPeMEeHHOCTTa, 3a Jia ce NPOBepHU Jaau e 3acerHato. Korato 3Haere, ye
pUckbT Bu ja uMaTe fjeTe c reHeTUYHO 3a60JisiBaHe e YBeJIMYeH, MOXKe KaTo MUCJIY U AeHCTBUS
Jla ce oKaxkeTe M0- Jo6pe Mo rOTBEHU.

TbH KaTO reHeTHYHUTE 3a00JIIBAaHUS Ce CpellaT B pa3/IMYHHA KJIOHOBE Ha POJOCIOBHETO,
nHpopManusa 3a BamusAT reHeTHdeH cTaTyc MoXe Aa G'bJe MoJie3Ha U 3a JPyryuTe 4JeHoBe Ha
damMuusaTa. AKO HSKOHU OT TsX He ca HasiCHO C TOBA, MOXe Jla TY Npe/la3uTe OT HelpaBUJIHA
WJIM JIMTICBANIA AuarHosa. Ta3u nuHdopmanusa Moxke Ja 6'bJie Ba’KHA 3a TAX U KOTaTo IMJIaHUPAT
Ja uMar Jena.

BBb3MOKHH PHUCKOBE€ U OTrpaHHNYE€HUA

JlaBaHeTO Ha MaTepHa/ 3a TeHeTHYeH aHa/IM3, YaKaHeTO 3a pe3yJ/ITaTa, KaKTo U cJieJ, TOBa
HEroBOTO IOJIyyaBaHe MOXKe Ja JoBeJie [0 ToJisiM 6poil cMeceHM 4yBCTBa KaTo 06JieKYeHHe,
CTpax, 3arpyKeHOCT WJIM BUHA. BayKHO e Jja IOMUCIUTE 3a Bb3MOXXHUTE NOCaeCTBUSA 3a Bac u
BaiieTo ceMeiicTBO, HE3aBMCHMO OT TOBA JaJld oJy4YaBaTe JOOPH W/ JIOLIHM HOBUHHU.

He3aBucuMo oT TOBa, 4e reHeTUYHHUAT aHaJIM3 MOXKe Aa NOTBbPAX AUArHO34d, € Bb3MOXHO Ja
HAMa MHTEPBEHI WA WUJIU JIEYEHHE 3a TOBa 3aboJisiBaHe.

[Ipy HAKOM XOpa, reHeTHYHaTa WM XPOMO3OMHaTa NpoMsHa (MyTauusi) He Moxe Ja Obje
HaMepeHa. ToBa He 0O3HayaBa eJHO3HAYHO, Ye TaKaBa NpPOMsHA HsAMA. HAKOWM reHeTHYHH
HM3MEeHeHHs Ce [JOKa3BaT TPYJAHO C HACTOSIUTE JJAGOPATOPHU TEXHUKH. 3a CJIy4yau IPU KOUTO
aHa/JIM3BT LeJd I[OCTaBgHe Ha JiMarHo3a, MoJ00eH pe3yaTaT Moxe Ja O0bJe CUJIHO
o6escbpuaBall. C Bamuar siekap Tps6Ba a 06CbAUTE U Ta3U Bb3MOXKHOCT.

[Ipy HAKOU XOpa, reHEeTHYHATa WJIM XPOMO30OMHATA MPOMsHA (MyTalys) He MOXe aa O'ble
HaMepeHa. ToBa He O3HayaBa e€JHO3HAYHO, Ye TaKaBa MpPOMSAHA HAMA. HAKOW reHeTHYHH
M3MeHEeHHUs Ce JI0Ka3BaT TPYAHO C HACTOSUIUTE JIabOPAaTOPHU TEXHUKU. 3a CJy4au MPU KOUTO
aHa/JM3bT LeJd [O0CTaBsiHe Ha /JAWAarHosa, MnoJo6eH pe3y/aTaT Moxe JAa Obje CHJIHO
o6e3cbpyaBail. C BamusaT sekap Tpsa6Ba 1a 06ChAUTE U Ta3U Bb3MOXKHOCT.

[eHETUYHUTE MyTallUMU YECTO Ce MpejaBaT Ha MokoJsieHUsATa. CeloBaTeNHO pe3y/TaTUTe OT
Bauusi reHeTHYeH aHa/IU3 MOXe Jla HOCAT MHPOopMaLMs U 3a IpyruTe 4yjieHoBe Ha paMUIUATA,
B YaCTHOCT TEXHHUSAT COGCTBEH PUCK Jja pa3BUAT 3abossiBaHeTo. Te UCKAT JIM Aa MoJyyaT Ta3u
nHpopmanus?

anL[I/I Aad B3eMeTe pelleHHe 3a MPOBEXAAHETO Ha FeHETHUYHHUA aHa/u3, MOXe /[la Ce OKaxe
BaXkHO 3a Bac, Aa 3HaeTe AaJIk Pe3yJITATUTE 1€ IOBJIHUAAT Ha BamiaTa TPpyAoOBa 3a€TOCT.

PesysnTatuTe OT aHa/ivM3a MoOraT Ja pasKpUAT CeMeWHW TalH{, BK/IIYBAL[A OAaIUHCTBO,
Mal4YUHCTBO WJIA OCHHOBABAHe.

HOJIy‘{I/ITe JIN BEAHBXK PE3YyJITATUTE OT TEHETUIHUAT aHa/IU3, BpbllldHE HA3a/J4 HAMaA.



