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FeHeTUUYHUN CNOBHUK

aBTocoMU. KoxXeH 3 Hac mae 23 napn XpoMocoM. XpOMOCOMMU 3
1 A0 22 napu Ha3MBalTbCA aBTOCOMaMu, BOHWU OOHAKOBI Y
YOJIOBIKIB | XXIHOK. XpOMOCOMU 23 -0i napu € BIgMIHHUMN Y
YOIOBIKIB i XIHOK, | MalOTb Ha3BY CTaTeBi XpPOMOCOMM

aBTOCOMHMMI. TOA, LLIO CTOCYETLCSA aBTOCOM

aBTOCOMHO - AOMIHAHTHI reHeTUYHi 3axBoptoBaHHS. Lle
3aXBOPHOBAHHS, NPU AKNX 0COBi AOCTATHBO ycnagKysaTu nuwle
OAHY 3MiHEeHy Konito (MyTauito) reHa, Lwob 6yTn ypaxxeHow Lmum
3axBoploBaHHAM abo o6 BOHO NPOSABMOCA Mi3HiLle BNPOAOBX
XNTTA. 3MIHEHUI FreH JOMIHY€E HaZ HOpManbHUM FreHoM. binbLu
AeTanbHy iHdopmMaLiio MoXxHa 3HanTu y bykneTi «[JoMiHaHTHe
ycnaaKyBaHHA»

aBTOCOMHO - peLleCUBHiI FreHeTUYHi 3axBoploBaHHS. Lle
3aXBOPHOBAHHS, NpK AKX ocoba NOBUHHA ycnagKyBaTu OBi
3MiHeHi Konii (MyTauii) reHa (3MiHEHy Konito B KOXHOrO 3
BaTbkiB), Wo6 ByTK ypaxkeHow uum 3axsoptoBaHHsaM. Ocoba, ska
Mae€ nuiie oAHy Kormito 3MIHEHOro reHa byae HeypaXXeHUM
HocieM. binbL geTanbHy iHbopMaLilo MOXHa 3HaWTK Y OyKneTi
«PeuecMBHUIA TUN ycnaaKyBaHHA»

amHioueHTe3. [locnigXeHHs, Ake BUKOPUCTOBYETLCA AN1A
aHanisy reHiB abo XpoMOCOM HeHapOoAXKeHOI ANTNHWU. Manok y
MaTui oToudeHun pigmHoto. Lia pignHa MiCTUTbL HEBENKKY
KiNbKICTb KNMITUH LWKip Mantoka. 3pas3ok pignHn 6epeTbea 3a
OO0MOMOrol0 TOHKOI FOSIKU LUNSXOM NPOKOSIOBAHHS XMBOTA
maTepi. PiguHa BignpaenaeTbca B nabopartopito ons
noganbLuoro aHanisy. binblw getansHy iHbopmaLito MoXxHa
3HanTK B OykneTi «kAMHiOLleHTe3»

aHani3 maska. AHanis, pekoMeHAO0BaHUN YCiM XIHKaMm, AN
BM3HAYEHHSI NOPYLUEHHS B KMiTUHAX, LLIO BUCTMNAOTL BXig Y
MaTKy.
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Gioncia BopcuH xopioHy (CVS). [locnigxeHHs, sike
NPOBOANTLCA Nif Yac BariTHOCTI LWASIXOM 3abopy KNiTUH Ans
aHanisy reHiB abo XpoMocoM nsofa Ha HasBHICTb rEHETUYHUX
3axBoptoBaHb. HeBenuka KinbKiCTb KNITUH NMaUeHTn, ska
pO3BUBAETLCS, BigNpaBnseTbca y nabopatopito ons
nogansLuoro aHanisy. [letanbHiwy iHpopMaLito MOXHa 3HaNTN y
bykneTi «Bioncia BOPCUH XOpPiOHY»

BUKUOEHb. I'Iepep,LIaCHe 3aBepLUEHHA BariTHOCTI, iIke BUHUKAE
00 TOro MOMEHTY, KO AUTUHA 3MOXe BMXNTU NO3a MATKOHO.

reH. IHpopmauia, HeobxigHa ona poboTK opraHismy, Lo
30epiraeTbca B ximidHi popmi (AHK) Ha xpoMmocomax.

reHeanoriyHe gepeBo. [liarpama, sika 300paxae nogen y saLlin
POAWHI, TUX, AKi MalOTb | AKi HE MalOTb FeHETUYHUX
3axBOpPHOBaHb, Ta iXHi POAUHHI 3B’A3KM 3 BaMU 1 NOMiXX cobol0.

reHeTUYHUMN. CI'IpI/I‘—IMHGHVIVI reHamMu, CTOCyeTbCA reHiB.

reHeTM4YHe 3axBoproBaHHA. CTaH abo 3axBOPIOBaHHA,
CMPUYNHEHE MOPYLLUEHHAM Y reHi abo XpoMOCOoMi.

reHeTUYHe KOHCYNnbTyBaHHA. HagaHHA iHdopmauii Ta
MeAUYHOT JONOMOTY NMIASM i3 3aXBOPIOBAHHAM, sike Ma€e
reHeTU4YHe NiarpyHTS.

reHeTU4YHe obcTexxeHHsA. OBCTEeXEHHS,
sKe gornomarae 3’acyBaTu, UM € 3MiHU B
SAKOMYCb FeHi Y1 XpoMocoMmi. Takun
aHani3 3asBuyan NpPoBOAMTLCH Ha
3paskax KpoBi abo TkaHUHW. [leTanbHiy
iHdpopmaLito MoXxHa 3HanTK y BykneTi
«FeHeTMYHe 0GCTEXEHHA?»

geneuia. Brpata yactnHyn reHeTUYHOrO
mMarepiany; TepMiH MOXe TaKoX
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BXVBATUCA ANS ONUCY BTPaYeHOi AiNsSHKN reHa abo
XpomMocoMu. binbL geTanbHy iHPpopMaLito MOXHA 3HAUTU Y
OykneTi «kXpOMOCOMHi nepedynoBu»

OHK. XimiyHa peyoBuMHa, 3 SKOI CKNagatoTbCA reHun, i sika MiCTUTb
iHdbopmaLito, HeOBXiAHY ANA XUTTERQIANBHOCTI OpraHiamy.

OocCIiaXeHHs1 KOMipLEeBOro npocTopy. YnbTpa3sByKoBe
DOCHiAXKEeHHSA 3aHbOT OINAHKN WKT Mantoka, Ae y HopMi, Ha
paHHin cTagii BariTHOCTI, € NPOCTIp, 3aNOBHEHUN PIAUHON. AKLO
AOUTUHA Ma€e BpOKeHE 3aXBOPIOBAHHA (cuHApoM [dayHa), po3mip
LbOro NPocTopy Moxe ByTn BiAMIHHMIA Big HOPMHK

OOCUMMTOMATUYHE AOCHIoXKEeHHA. [JMBUTUCb NPEOUKTUBHE
JOCHIOKEHHS.

aynnikayia. AHomanbHe NoABOEHHA NOCNILOBHOCTI FEHETUYHOrO
mMaTepiany B reHi abo xpomocomi. [leTanbHiwwy iHpopmauito
MOXHa 3HaNTK y BykneTi «kXpOMOCOMHi nepedynoBu»

eMOpioH (3apoaok). PaHHsa cTagis po3BuTKy ntognHn. EMOpioH
PO3BMBAETLCSA 3 NEPLUOT KMITUHMU Ha yXXe paHHiX eTanax
BariTHOCTI. BiH BMHMKaE nicnsa 3annigHEHHSA AUUEKNiTUHMU
cnepmarto3o0igoM. BiH LWe He Burnagae sk Maniok, ane
YTBOPEHUN 3 KINITUH, AKi PO3BUHYTLCA B OUTKHY.

3axBOpPIOBaHHA, 34yenneHe 3i ctatTio. [lnsutnca X-3uenneHe
3axBOplOBaHHA 30anaHcoBaHa TpaHcokKauisa. TpaHcnokauis,
Npw AKIN XXOOHUI XPOMOCOMHUM MaTepian He € Hi BTpa4YeHui, Hi
HaOMLLKOBUI, NpoTe BiH € nepebygosaHun. Ocobu 3i
3b0anaHcoBaHMMN TPaHCIOKaLisiIMU 3a3BMYail He € YpaXKeHUMU.
BinbLw geTanebHy iHopMaLilo MOXHa 3HaWTU y BykneTi
«TpaHcnokauii»

3ay4aTtTa. 3nMTTS AMLEKNITUHM | cnepmaTo30iaa, y pesynbTari
AKOro oopMyeTbCA NepLua KNiTUHa Marntoka.

ANLEKNITUHMN.

AnLeKniTMHA. MaTepUHCBLKUIN BHECOK Y KNITUHY, GKa
NpoaoBXyBaTUME LUMSX PO3BUTKY Martoka. AnuekniTuHa MicTuTb
23 XpOMOCOMM; NO OAHIN 3 KOXXHOI MaTEPMHCBLKOI napu.
AnuekniTvHa 3nuBaeTbCS 3i cnepmMaTo30igoM, PopPMYyoUM
KRNiTUHY. Mantok noymHae CBiil pO3BUTOK 3 L€l NepLUOT KIiTUHM.

de novo. ®pasa, fka B nepeknagi 3 NaTMHCbKOT O3Ha4ae «3
HOBOro». BXnBaeTtbcs AN 03Ha4YeHHSA reHa abo XxpoMocomu,
Lo € «HOBOWY», TOOTO 06muasa BaTbkn ocobn Mann HopMmarsnbHi
reHn abo XxpoMocomu.

X (ikc) xpomocoma. OgHa 3i ctateBUX XpOMOCcoM. JKiHKK
3a3Bu4ann MaoTb ABi X XpoMocomu. YonoBiku 3assuyan maoTb
ofHy X i ogHy Y XxpoMocoMmy.

X-34enneHi 3aXxBoprOBaHHA. [ eHETMYHE 3aXBOPIOBAHHS,
CnpuYMHEHE MyTaUi€ro (3MIHOK) Y FeHi, po3mileHomMy Ha X
Xpomocomi. [1o X-3yenneHnx 3axBopoBaHb Hanexartb
remocpinis, m’ssisoBa auctpocpia [JoweHHa i cuHapom namkocTi X
xpomocomu. binbl geTtansHy iHpopMaLito MOXHa 3HaUTU y
OykneTi «X- 34enneHun TN ycnagKkyBaHHA»

XX. CtaTeBi XxpoMocomm XxiHkW. XKiHKK 3a3BMYain matoTb ABi X
xpomocomu. o ogHin X XxpomMocomi ycrnaakoByeTbCS Bif
KOXXHOro 3 6aTbKiB.

XY. CtaTeBi XxpoMmocomu 4osnosika. Honosiku 3a3Bnya MaroTb
ogHy X xpomMmocomy 11 ogHy Y xpomocoMmy. Honosik ycnagkoBye
X xpomocomy Big maTepi Ta Y XpomocoMmy Bif 6aTbka.

Y (iepek) xpomocoma. OgHa 3i cTaTeBux Xxpomocom. Yonosiku
3a3Bnyanm MarTb ogHy Y XpoMocomy 11 ofHYy X XpOMOCOMY.
>KiHKK 3a3BM4Yan matoTb ABi X XpOMOCOMMU.
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pobGepTcoHiBCbKa TpaHcnokauis. PobepTcoHiBcbka
TpaHcnoKauifi BUHUKaE, KON ogHa XxpomMmocoma
NPUKPINIETLCA A0 iHWOI. [eTanbHily iHopMaLito MoXxHa
3HanTU y OykneTi «kXpOMOCOMHI TpaHCcoKauii»

cnagKoBe 3aXBOpOBaHHA. Take, L0 yCcnagKkoBYETbCA
(nepenaeTbCAa 3 NOKONIHHS B NOKOMIHHA Yy poAay).

cnepmarto30if. baTbKiBCbKUIA BHECOK Y KIITUHY, 3 AKOT
po3BUHETLCA ANTUHA. KoXeH cnepmaTo3oig MiCTUTb 23
XPOMOCOMM; 0OfHA XPOMOCOMa 3 KOXHOT Napu € BaTbKIBCbKOIO.
CnepmaTo30ig 3NnMBaeTbCA 3 ANLEKNITUHOK, HOPMYOUM
KRNiTUHY. Mantok noymHae CBiil pO3BUTOK 3 L€l NepLUoT KIiTUHKU

ctateBi XpomMocoMu. X xpomocoma i Y xpomocoma. CtaTesi
XPOMOCOMMW BM3HAYa0Th, YN € 0cOBa YOMOBIKOM, YU XKIHKOIO.
KiHkn matoTb ABi X XxpoMmocomu. Honosiku MmatoTb ogHy X i
ofHY Y XpoMocoOMy.

TpaHcnokauif. [NepebygoBa XpoMOCOMHOro maTepiany.
BuHukae, Konu YyacTuHa ogHiei XpOMOCOMM BignamMyeTbCs |
NPUKPINIOETLCA A0 iHWOT. [JeTanbHily iHpopMaLito MoXHa
3HanTK y bykneTi «kXpOMOCOMHI TpaHcnoKauii»

ynbTpa3ByKoBe AocnimkeHHA. be3bonicHui aHanis, skun
BMKOPUCTOBYE 3BYKOBI XBUMi AN OTPUMAHHS 300pakeHHs
AUTUHMK, LLO PO3BMBAETLCA Nif Yac BariTHOCTI. 34iNCHIOETLCA
LLUNSIXOM NepecyBaHHA CKaHepa nonepek LWKipu X)XMBoTa MaTepi
abo yepes nixay.

XpoMocomMu. HutkonopfibHi CTpyKTypwn, AKi BUAHO Nig,
MIKPOCKOMNOM i SiKi MICTAATb FeHM. Y HOPMi KiflbKICTb XpOMOCOM
noguHn ctaHoBuTb 46. OauH HaOIp i3 23 XPOMOCOM MU
ycnagkoByeMo Big matepi i oguH Habip i3 23 XxpoMOCOM MU
ycnagkoByeMmo Bifg 6aTbka.

A€YHUK | Ae4HNKKN. OpraHn B opraHiami XiHKu, Lo BUPOONATb

iHBepcia. 3MiHa NOCNIAOBHOCTI reHiB y NEBHili XpOMOCOMi.
Binblw geTanbHy iHopMaLilo MOXHa 3HaWTK y BykneTi
«XpOMOCOMHI nepedynoBu»

iHcepuis. BHecok 4oaaTKOBOro reHeTUYHOro MaTtepiany y reH
abo xpomocowmy. binbL geTanbHy iHopMaLito MOXHa 3HANTU Y
BykneTi «kXpOMOCOMHI nepedynoBu»

kapiotun. Onuc CTPYKTYpM XpOMOCOM 0Ccobu, LLIO XapaKkTepuaye
KiNbKICTb XpOMOCOM, TUM cTaTeBUX XpoMmocoM (XX abo XY) i
Oyab-sKi BigXUneHHs Big HOPMMU.

KinlbLieBa XpoMocoma. TepMiH BXUBAETLCA, KON KiHLi
XPOMOCOMMU 3’€AHYI0OTbCA Y POpMY Kinbus. [deTanbHiwy
iHdopMaLito MOXHa 3HaNTU y OykneTi «kXpOMOCOMHi 3MiHU»

KniTuHa. Tino NoanHn cknageHe 3 MinbnoHIiB KNiTUH, SKi
BigirpatoTb ponb byaisenbHux 6nokie. KnituHu B pisHmx
YacTMHax Tina BUrna4atoTb NO-PISHOMY | BUKOHYHOTb Pi3Hi 4il.
KoxxHa kniTuHa (KpiMm AMLEKITUH Y XIHOK | cnepmaTo3o0igiB y
YOIOBIKIB) MICTUTb ABi KOMii KOXXHOro reHa.

KOHCYJNbTaHT - reHeTuK. daxiseub, SKMN Hagae iHopmMauio Ta

MEeANYHY LOMOMOry NI0AAM i3 3aXBOPIOBAHHAM, sike Mae
reHeTUYHe NiarpyHTS.

noHo. OpraH XiHO4YO0ro Tina, e po3BMBAETLCA AMTMHA Nig Yac
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BariTHOCTI.

MaTka. MegnyHuii TepmiH nioHa (yTpoown).

MyTauis. 3MiHa B reHi. lHkonn, konu BiabyBaeTbCA 3MiHA B reHi,

iHpopMaLis Ky BiH HECE TaKOX 3MIHIOETbCS, WO BUKIUKAE
noganbLunin 30ii. Lle moxe CNpUYnHUTA reHeTU4YHe
3axXBOPHOBaHHSA.

HeraTMBHUM pe3ynbTaT. PesynbTaT aHanisy, Ak nokasye, Lo

ocoba He mae 3MiHM (MyTauii) B reHi.

He3banaHcoBaHa TpaHcnokauisa. TpaHcnokauis, npu skin
XpomMocoMHa nepebynoBa Mae AeSKUIA HALNULLKOBUIA
XPOMOCOMHMM MaTepian abo BTpayae aesakuin matepian, 4m
Ma€ SiK HagULLIKOBUIA, TaK | BTpA4YE€HUI XPOMOCOMHUM
matepian. Moxe BUHUKATU Y ANTUHKU, OANH 3 BaTbKiB AKOI MaB
36anaHcoBaHy TpaHcnokaudito. [letanbHiwy iHopmauito
MOXHa 3HanTK y BykneTi «kxXpOMOCOMHI TpaHcnokKauii»

Hocin. Ocoba, KoTpa sk NPaBuUIIo, HE € ypaXkeHa
3axBOPIOBAHHAM (Ha gaHui Yac), NpoTe Hece OAHY AedeKTHY
KOMito reHa. Y Bunagky peLecrMBHOro 3axBoproBaHHA, ocoba
3a3BuYanm He Byae ypaxeHoto; y Bunagky 4OMiHAHTHOro
3axBOplOBaHHA, ocoba MOXe 3axBOpITH NisHile.

HOCIN (XpOMOCOMHOI TpaHcokauii). Ocoba, aka mae
36anaHcoBaHy TpaHcnokauito, B pesynbTaTi SKoi
XPOMOCOMHUI MaTepian He € Hi BTpayeHWi, Hi HagnULIKOBUMA i
LS ocoba, Sk NpaBUMo, He € YPaXeHOoIo.

nixBa. OpraH, o Bee Big MaTKX HA30BHI Tina XiHK1, po4oBui
KaHan

nnaueHTa. OpraH, Wo nNpunsrae 40 BHYTPILUHbOT CTIHKA MaTKH
BariTHOT XIHKWN. [lMTUHA OTPUMYE NOXNBHI PEYOBUHUN Yepes
nnaueHTy. lNnaueHTa BUpocTae 3 3annigHeHOI SALEKNITUHN,

TOMY 3a3BMYan Mae Ti cami FreHu, Lo N AUTUKHA.

nnig. lNepiog po3BUTKY AUTUHU, SKUA TPUBAE 3 KiHUS
embpioHanbHOT cTafii 4o cTagii HoBoHapomkeHoro, To6To 3 9
TWXKHA nicna 3annigHeHHs A0 HAaPOLXKEHHS.

NO3UTUBHUM pe3ynbTaT. Pesynbtat aHanisy, sSkuin nokasye, Lo
ocoba mae 3MiHV (MyTauil) y reHi.

npeauKTUBHE pocniaXxeHHA. [eHeTUYHUM aHani3
3axBOpPIOBAHHSA, SKke MOXe 3’ABUTUCS abo 3’ABUTLCA NisHilLe
BMPOAOBX XUTTA. AKLLO reHETUYHNIA aHani3 NPOBOANTLCSA AN
3axXBOPIOBAHHSA, 9Ke NMPaKTUYHO BE3CYMHIBHO PO3BUHETLCH B
ManbyTHbOMY, Take AOCNIAXEHHS IHKONN Ha3NBaloTb
OOCUMNTOMATUYHUM aHani3oM.

npeHaTanibHa giarHocTuka. [locnigkeHHs, ke npoBoAUTLCA
nig, Yac BariTHOCTi AN BCTAHOBMNEHHS HAasABHOCTI abo BigCyTHOCTI
reHeTUMYHOro 3aXBOPHOBAaHHSA Y AUTUHU. PeLMNpPOKHa
TpaHcnokauifa. PeunmnpokHa TpaHcnoKauisi BUHUKae, Konu asa
bparMeHTH BigNamMmyloTbCA Bif ABOX PI3HUX XPOMOCOM i
MIHAOTbCA MicusaMU. Binblw aeTanbHy iHPoOpMaLito MOXHa
3HanTK y bykneTi «kXXpOMOCOMHI TpaHcnokauii»



