feHeTUYHMU CNOBHUK

IHbopMauia Anga nauieHTiB
Ta IX ciMen
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FeHeTUYHUN CNOBHUK

aBTOCOMM. KoXeH 3 HaxpomaceM. 2 X pmai@Iit 0 M
1 po 22 napwmw Ha3IuMBawTbCad aBTOCOM
YyoNnoBi Ki B | Xi H@K. NApHuMECc amig M2 H H
yonosi Ki B | XIi HcoareBi XpomecanMT b H a3 BY
aBTOCOMHMM. ToOW, WO CTOCYe€ETbCHA aBTOC
aBTOCOMHO - AOMiHAHTHi FTeHEeTUYHIi3 a X B O PlOB a H H A . L
3axBopwBaHHA, NpuWm SAKUX 0Cco0b6i pgoc

OA4HY 3 MIi HéwTtadile)oend, o WO 6 O6OYyTUM ypaxe
3axBoOpwBaHHAM abo Wo6G BOHO nNpoAB

XNTTA. 3MeHHEMINHIYE Hapg rmRAOMMaBib A b M
peTanbHy |1 HbopMauyi o Mo«<HomiHaHIHeaA N T U
ycnaakyBaHHSA»

aBTOCOMHO - peLleCUBHi FreHeTUYHi 3 a X BO P OB a H H A . Ll e
3axBoOpwBaHHA, nNpun AKUX ocoba nos
3 Mi HeH(mytauil)réHa ( 3 Mi HeHY Koni W Bi O
6aTbKiB), WO6 OYTM ypaXeHOW ULUM

Ma€e nNuiwe OAHY
HoCiEM. Bi nbw pgeTanbHYy
«PeuecuBHUM TUN ycnaaKyBaHHA»

K leHAiOW AEMIHILGHD@DKE® H U M
i Hopmauyi o ™

aMHioueHTes. [Joc /i AXEeHHA, sHdKe BUKOpMUC
a HanneHisja 6 RPOMOCOMH EHAPOAXEeHOT AUTMWUHI
MaTLiO TOYEeHWNUIW PpPi AWNHOL. LUa piagnHa ™
Ki NbKITMHWK i pun Manwka. 3pas3ok piagw

LOMOMOTOKW TOHKOT TONMKMW WNAXOM np
MaTtTepi . Pi ovHa Bi gnpaBnaeTbCcda B
noganbwor o aHani 3y. Bi nbw geTanes

3HaMNTN B «AmMyioUuEHTEB

AHani 3, pekKoMeHAOBAaAHWNK Yy
N ANryHAXg lHH AB MBBC T M N aklT b B X

aHani3 ma3ska.
BU3HAYEHHSA
MaTKy.
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Gioncia BopcuH xopioHy (CVS) . Jocni goXeHHSA, HdK
npoBOAMTbLCA Ni g Yyac BAaKNTAHHOIGT i LU .
a Hanneweya 6 gpomMocoMmn noga Ha HaABHI CThb
3axBOpwBaHb. He BKAITMA RIALENTU,/1 bSKK & T b

po3BMBaAaeETbLCA, Bi aganpaBnsgeTbca Yy .
noganbworo aHani 3y. [eTanbHi wy i

6 y K n«dbipncias BOPCUH XOpPioHY»

BUKMAEHb. [lepepgyacHe 3aBeplweHHSsS Bari

4O TOro MOMEHTY, KONW [vmaTkaioa 3 MO
reH. | HpopmMauyi 9, HeobXi gHa Ana pobob
36epiraetbca B OHK) mixppmacemaxpo p mi  (

reHeanoriyHe gepeBo. [li arpamMa, dKa 306pax
poaouvuHI , TuUuX, AKI FEHSFOMMBMX | A K | He |
3axBopoBaHb, T a | XHI POAVMHHI 3B’ A3KMN

reHeTM4HMU. CN P 1N Y MEHavKU, N IC T O C [eBiB. b C A

reHeTM4yHe 3axBoproBaHHs. CTaH ab60 3 axBOpHBaAa
CNPUYNMHEHE N OrpH au@ BpaMoeOMiy

reHeTUYHe KOHCYINbTYBaHHSA. HapgpaHHA | HpopmaLi

MeagunmyHoi pfonomMoruM nwaAamM i 3 3axBo,
reHeTunyHe nNni agrpyHTA

reHeTU4YHe OOCTeXEeHHS. O6cTeEex

AKe ponomMarae 3’ Acy 3 M|
A K O MyeBis mpomocomMmi. T akK uni -

aHani 3 3a3BMYalm npo a

3 pa3kax KpoBi ab6o T Tan
I HpopMauUui O MOXHa 3H ner|

«FeHeTUYHe OOCTEeXeHHA?»

Aeneudia. BTpaTa 4YacTMUWUHI Dr o
MaTepiany,; TepMiH M
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BXMBaAaTtTmnucsga N8 onucyremBapPadvyeHoOl fi
XPOMOCOMM. Bi nbw geTanbHy | HopMadui
6 y K Nn«XpoMOCOMHI nepebynoBu»

OHK. Xi MIi 4YH a
i Hdpopmauyi w,

peyoBWUHa, 3 AKOT cCcK~N
HeoOGXiI AHY ANS XUTTEQN]

AocniMKeHHA KOMipLeBOro npocrtopy. YnbTpa3sByKkoBe

pocnimKeHHA 3 a A Hb O A1 NAHKW wWwWKi MantkkK e
paHHI W cTapgii Bari THocCcTi, € npoc
AWTUMWHA Mae BPOAXEeHEe 3axBOpHBAaAaHHSA
LbOrFIoO NpPpoOoCTOPY MOXe O6YyTW Bi AMIiI HH
OOCUMMNTOMaTU4YHE AOCNIMKEHHA. AU BUTUCDbL Npepjuek
LOCNI AXeHHS .

aynnikauis. AHOMaAa/NnbHE NOABOEHHSA NoCINi
MaTepiany B reHi abo XpomMOoOCOMI
MOXHa 3 HalhT uXppmoComHi nepedynosun»

eMOpioH (3apopok). PaHHA cTapgi s
PO3BMUBAETbLCHEITBHUN @ PIUY Ke PaHHIi X eT;
Bari THoCTI . Bi H BWHIMAURKRITAHIN C 1A 3 a
cnepmarto30i4oM. BiH we He BUT NAfae AK
Yy TBOPE®ITWH, 3 9K i PO3BUHYTbBLCA B AMUT

PO3BUTKY N

3axBOpPHOBaHHSA, 34yensieHe 3i CTaTTHo. O n B XByerneHe

3 a X B 0 p 0 80arasceBaHa TpaHcnokauisa. TpaHcnokauis,
npu SKi AxpoMdDgoMHMU M a T epi an He € H
HagnNnMWwKoOBMN, nNpoTe BIiH € nepeoby
36anaHCcCOBpaHCHOMaLliAMM3 a3 BUY Al He € Yy
Bi nbw pgeTanbHy | HPopmMauyui 0 MOXHa
«TpaHcnokauii»

[ [
il
p

3a4yaTtTA.
AKOT O

3 1 AMILEKAITUHN | cnepmaTo30iaa, Y
dbop My € RnNTRHAM & B P KA .

pe3ynbTa

ANLUEKNITUHN.

AANUEeKNiTUHA. MaTepuWHCDb KKINANHB H 1K @K Y
nNpoAOBXyBaTuWMe WAAX PO3IBUTKY Manl
23 xpomMmocomu,; No OAQHI MW 3 KOXHOIT mMaTep
AhLeKNni TUNHa 3cnepmaIc3aigom,a @A p My 04U U
KNiTUHY. Manwk NOoOYMHAE CBIi N KNOWHB. NT O K

denovo.dpasza, dKa B
HoOBO.BKMBA€ETHLC A
wo «8 0BH,MOOTO
reHn a 6 RPOMOCOMM.

nepeknapag 3 nar-T
[ N FeHam 30 HPOWM@CaMU A
obunmagBa 6GaTbKNW O0COOM

X( 9 xpomocoma.
3as3BuYal

OAHY

O 4 ceaTeBUX XpOMOCOM.  XKi H K U
M XpoOMecoMyB | UXNnoBi KU 3 a3 BN
X Yixpoma@cewy.

X-34enneHi 3axXxBOPIOBaHHA. FeHeTUWYHE
Cnpwuyuvmyeatdiero ( 3 Mi H DeHi,)

3axBOoOpIHOI
o3 Mi weXH oMy H

XxpomocoMi. [ u4yEnNnneHMWXx 3axBOpwBaHbL Ha
remodi ni a, M’ 930Ba Agucrtpodi a Awow
XpPOMOCOMMU. Bi nbw geTanbHy | HMOpPp M

6 y K n«XTI3HenneHUn Tun ycnagkyBaHHA»

XX. CtateBi XxpoMocoMM XX i HK M. Xi HKMN 3 a3XBKUUYai
XpPOMOCOMMU. Mo Xxpemo@omMiycnapjgKOoOBYETHDLCSH
KOXHOro 3 6aTbkKi B.

XY. CtaTeBi XxpoMmocoMm 4 0 1O B i K a . UonoBIi KU 3¢
0 g HXyxpomocomy Ii 0 AYxgomocomy. YonoBi K ycn
X xpomocomyB i 4 Ma WYxgomMocomyB i g 6aTbka.

Y (" ¢ t¥poOmocoma. OpHa 3i cTaTteBuX
3a3BuMyYan ™M mpomocomy i y 0 IXIXpOMOCOMY.
Xi HKkun 3 a3BwuY XKpomacamnb [ B i

Xpol
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poGepTCOoHIBCbKa TPaHCNOKaLis. PobepTCOHI BCbKa
TpaHCnoKauiaB M H UMK ace€, K@OMOCOMA /1 H a
NPUKPI NNWETbBCA O | HWOT
3HaAaWT N Yy«XpomMpcoOMHI TpaHCcnoKauii»

JeTanbH

cnagkoBe 3aXBOPHOBAHHA.
(nepepaeTbcCcsa 3

Take, wo ycnapgkoBy
MOKOANAI HHSA B MNOKOAN

cnepmaro3oia,. BaTbKi BC b KUIAHY,B H3e CSOKKO Ty
po3BMHETbLCA AUTUHaA. KoxXxeH cnepmMa
XPOMOCOMM,; oOAgHA XpomMocoMa 3 KOXHOI r
CnepmMaTo30i 4 SWUEKBIBMBOFOb C HPOP MY HOY U

KNiTUHY. Maniwk nNOoO4YuMHAaAaE CBIi N KNGVHIB N T O k
cTaTeBi XPOMOCOMU. XX PO MO C ¥XM@AOMOCOMaA . Cta-
XpoMOoOCOMMU BM3IHaAayvawTb, 4YuMu € o0coba

Xi HK M1 M aXoXpeMocorH. HonoBi K XMawTb O

0 [ HYyxpomocomy.

Me p e 6xpgmocOMHOTOMa T epi any.
KON XpamMoCoOMMEi MD/faMEE T b C 4
JeTanbH

TpaHcnokauis.
BuHwnk ace,
NPUKPI NNWETbLCA A0 | HWOT
3HaAaMNT N y«XPOMBCOMHI TpaHCcNnoKauii»

ynbTpa3ByKoBe pocnigkeHHa.656e 3 6 01i CHUMW aHani 3
BUKOPUCTOBYE 3BYKOBI X B Wi ana o
AVWTWHN, WO poO3BMUBAaAaeTbCHA Nipg 4yac
WNAXOM NepecyBaHHS CK&xwBeTamanepep
abo Yyepes3 nNni xXBY.

XPOMOCOMM. Hntkonopgi 6HI CTPYKTYypU, =
Mi KPOCKONOM MPEeHAS KY mWMOEWMIATKI NbKIi CTI
NAWHN cTaHOBUTbL 46. OAMH Habip
ycnagkoByemMo Bi A4 MaTepi [ OAVWH H
ycnagkoByemMo Bi g 6GaTbka.

A€YHUK / sAeyHMKN. Opr aHuM B oOpr aHi 3 Mi  Xi H

iHBepcias. 3 Mi Ha N O ceRiBYy, OB & KPOMOLOMI.
Bi nbw geTanbHy | HPopMaui O MOXHa
«XpOMOCOMHiI nepedbyaoBu»

rmeH e T MUy
i Hpopmal

iHcepuif. BHecoK pgopaTtTKoBOT O
a 6 mpomocomy. Bi nbw geTanbHYy
6 y K N«XpoMOCOMHI nepebyaoBun»

kapiotun. Onwuc c xpomocamyocio 6 M, WO X apack
Ki N b xKpomaceMm, TcrameBMX Xxpomocom (XX a 6 XY) |
6y BAbK i Bi OXMWNEeHHA Bi g HoOpMMKU.
KinbLueBa xpomocoma. TepMi H BXMBaeTbCsa, K

XpoMocoMn3 ' e fHYyLOTbCSA Yy dGopmMy Ki nbuys4.
i HpbopmMaUui O MOXHa cXPGVOCOMHI 3MIHIB»Y K 1€ T |

KnitTuHa. Ti no NWAMWHW CcCKnNnapgeHe 3 Mi Nt
Bi girpawTb ponb O6yAaiBenNbHUX 6BMOK.]
yacTwMmHaxXx Ti na -BiMT HIGIMA OIT bB MTKKO HY IOT E
KoXHa K i TAAderiTUHK P KM Bn@pmaTtio3oigiB y

YONOBI Ki B) Mi CTWTreHa.A B i Koni i KODX.
KOHCYNbTaHT -reHeTMK. Pa x i BeUub, HAKWUIK Hapgace
MeaAUWYHY JonoMOTry nwAgaM i3 3axBopl
reHeTuVWyYHe ni ATrpPyHTS.

JIOHO. OpraH XiHoOYWOro Tina, pAae po3B
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Bari THocTI

MaTKa. Me 4 1 Y H N AOHa (eypTMpi OHO 1 ) .

MyTauisi. 3MireHa B HKOMWN, Konwu Birgihby B a:
i HpbopMauyui 9 A9KYy BIi H Hece TaKOX 3M
noganbwmnm 36i W LleremeovM®® C NP MUY MHU

3aXBOPHOBaHHS.

HeraTuBHuM pe3ynbTat. Pe3y nbT1arT
ocoba He MmeyEaUIl} MmeHiH 1 (

aHani 3y,

He3banaHcoBaHa TpaHcnokauis. TpaHcnokauis, npwu A Ki i
XpomMocoOMHaAa nepebyposBa Mae fedAKUU
XpoMocoMHUM Ma Tepi an abo BTpavyae p[fesdkx
Ma€ HAK Hap[NWIWKOBMWINXPOMOCOMHMA BT pauye
mMaTepian. MoxXe BUHUKATMW Yy AUTWUHMN
36anaHcoBaHy TpaHcnokauito. JleTanb HI Wy | HQoOPp
MOXHa 3 HalhT uXpypMoComHi TpaHTMoKaLii»

Hocin. Ocoba, KoTpa SK npaBwuno, He
3axXBOpPHWBAHHAM gaHwuihi vac), np
Konrmewa. Y Bunapg euecmMBHOTNIoO 3ax|
3a3BuYanml He Oy paXeHOW, Yy BWUN
3axBOpBAaHHSEA, a MOXe 3axBopi

HOCiIN (XpOMOCOMHOI TpaHcnokKauii). Oco6a, sdKa Mace

30anaHcoBaHy TpaHCnoKauito, B pe3ynbTaTi HKO
XPOMOCOMHWUINA MaTepian He € HI BTP
ua ocoba, 9K nNpaBuMIO, He € ypaxe

nixea. Opr aH,
KaHan

WMaTKR IR B O BH QL TIi 1a XIi HK

nnaueHta. OpraH, WO NPUMTAT A€ MATBM BHY T
Bari THOT XiHKuW. JAuntunuHa OTpPpUMYE N
nnauyeHTty. INMnaueHTa BMpPpOCTae 3 3a

TOMY 3 a3BMWYaiFeHW a ewoT in coaMin H a .

nnig. MNepiopg PO3BUTKY AUTUHU, HAKWUNR
eMbpi oHanbHOT cTapgii pgo cTtapgii H
TUXHSA nicnsa 3anni AHeHHA [0 Hapoag.
nosutTMBHuM pesynbtTatT. Pe3ynbTatT aHani sy,

oco6a M™Ma eayTauii)i remi. (

npeavKTUBHE JocnigkeHHs. FleHeTUYHMNM aHani3
3axXBOpPHBaHHSA, A BAMKTeN CMWE Ba@OTOB C3A M1 3 H i
BNPOAOBXAKMOTAEGHETMYHMN aHani 3 n

3axBOpPWBaHHA, g9Ke nNpakTuWyHO 6e3cC
ManbyTHBOMY, TakKke [OCAHNi AXEHHS | HI
AOCUMNTOMAaTUYHUM aHasni3om.

npeHatanbHa giarHocTMka. Jloc Ni oXeHHAa, dKe n

ni g 4wyac Bari THOCTI AndA BCTaHOBI/E.
reHeTUYHOro 3aXBOPHOBaHHA Y [ U T peumMnpoKHa

TpaHcnokauia. P e y v mpaacnekawisB M HM K a€, KOl
bpar MeHTU Bi ANnaMylOT XBOMOCBM i 4B O X |
Mi HAKTbCSA MiIiCUAMMU. Bi nbw pgeTanbH
3HAWT N Yy«XpoMRCOMHI TpaHCcnoKauii»



