[eHeTUYHUUN CNOBHMUK

IHbopMaLia Ana nauieHTIB
Ta IX ciMen



[eHeTUYHUK CNOBHMUK

aBTocoMM. KoXeH 3 Hac mae 23 napyu XpoMocom. XpOMOCOMMW 3
1 0o 22 napu HasnMBaTECA aBTOCOMaMu, BOHW OHAKOBI Y
YONOBIKIB | XXIHOK. XpomMmocomu 23 -01 napu € BIAMIHHUMW Y
YONOBIKIB | XIHOK, | MalOTb HA3By cTaTeBi XpOMOCOMM

aBTOCOMHMM. TOM, O CTOCYETLCA ABTOCOM

aBTOCOMHO - AOMIHAHTHI reHeTU4HI 3axBoptoBaHHA. Lle
3aXBOPHOBAHHA, NPW AKUX o0cobi 4OCTaTHLO ycnaakyeaTu nuLle
OOHY 3MIHEHY Konito (MyTauilo) reHa, Wob ByTH ypaxKeHo LuMm
3axBoploBaHHAM abo wWob BoHO NpoABWNOCA NisHILWE BNPOO4OBX
HUTTA. IMIHEHWA reHd JOMIHYE HAg HOpManbHUM reHom. binsL
geTtanbHy iHopmMauilo MmoXHa 3HanTKH y DykneTi «[JoMmiHaHTHe
ycnagkKkyBaHHA»

ABTOCOMHO - peLecuBHI reHeTMYHI 3axBoploBaHHA. Lle
3aXBOPIOBAHHA, NPK AKKMX ocoba NoBMHHA ycnagkyeaTu gl
3MiHeHI konii (MmyTauil) reHa (3miHeHy Konik Bif KOXHOro 3
baTtekie), WoO ByTK ypaxeHow yuum saxeoproeaHHAam. Ocoba, Aka
MaeE Nuille ogHy Koniko 3MIHEHOro reHa byge HeypaXeHum
HOCIeEM. binkw geTaneHy IHPOPMAaLUIKD MOXHA 3HAUTK ¥ DykneTi
«PeuecUMBHMMA TMN ycnaaKyBaHHAY

aMmHioueHTe3. [locnipKeHHs, ke BUKOPUCTOBYETLCA ANA
aHaniay reHie abo xpomocom HeHapogxeHo! guTuHK. Manok y
MaTLi OToYeHWW piguHo. L piguHa MICTUTE HEBENWKY
KINbKICTE KNITUH WKIPpW mantoka. 3pas3ok piguHn bepeTteca 3a
OONOMOroK TOHKOT oMKW LWNAXOM NMPOKONIOBAHHA XWBOTA
maTepi. PignHa eignpaBnaeTeCA B naboparopiio ansd
noganesworo aHanisy. binew getaneHy IHPOpMAaLUI MOXHA
3HaTK B BykneTi « AMHIOLEeHTe3»

aHani3 mazka. AHani3, pekoMeHZoBaHUA YCIM MIHKaM, onq
BM3HAYEHHA NOPYLUEHHA B KNITUHAX, WO BUCTUNAOTL BXIg Y
MaTKy.



Gioncia BopcuH xopiony (CVS). docnimkeHHs, ke
NPOBOANTLCA Nig Yac BArTHOCTI WNAXoM 3aDopy KNITUH AnA
aHanisy redie abo xpoMocom nnoga Ha HAaABHICTb FEHETUYHMX
3axBoplBaHb. HeBenuka KiNbKICTb KNITUH NNaueHTH, AKa
PO3BMBAETLCA, BiANpaBNAeTbCA Y NabopaTopito angd
nodanbsLworo aHanisy. etansHiwy iIHopMauitlo MOXHa 3HAUTH Y
bykneTi «bioncia BOPCUH XOpPiOHY»

BMKWAOEHDb. HEPE,EIHEIEHE 3dBeEpPLUEHHA BariTHOCTI, AKE BUHWKAE
A0 TOro MOMeHTY, KON ANTUHa 3MOXE BUHWTK NO3a MAaTKOHKD.

red. IHpopmauyisa, HeobxigHa ana poboTwu opraHiamy, Wo
3bepiraeTeca B ximi4HIA popmi (HK) Ha xpomocomax.

reHeanoriyHe gepeso. [liarpama, saka sobpaxae nogen y sawlin
POAUHI, TUX, AKI MAKOTh | AKI HE MaKOTh FeHETUYHMUX
3aXBOPHBaHb, Ta IXHI POAWHHI 3B'A3KW 3 BaMW il NOMiXK coDolo.

reHeTH4HUKU. CNpU4MHEHNI reHaMK, CTOCYETLCA MeHIB.

reHeTU4He 3axBoproBaHHA. CTaH abo 3axBOpHOBaHHA,
CNpU4UHEHE NOPYLIEHHAM Y reHi abo XpoMoCcoMmi.

reHeTM4YHe KOHCyNbTYBaHHA. HagaHHA iIHdopmauil Ta
MeOWYHOT 4ONOMOTM NAAM I3 3aXBOPHOBAHHAM, AKE Mae
reHeTU4He NIgrpyHTA.

MNeHeTuuyHe obcTexeHHA. ODCTEXEHHS,
dAKe gonomarae 3'AcyBaTu, YW € 3MIHW B
AKOMYCb FeHi Y1 XpoMocoMmi. Takun
aHanis sasen4an NPoBOAWTLCA Ha
3pa3skax Kpoei abo TKkaHuHKW. JeTansHiwy
IH(pOpMaUiD MOXHa 3HaUTKU y DykneTi
«FeHeTUYHe OoDCTEeXeHHA?»

Aeneuina. Brpata 4acTUHW reHETUYHOrO
MaTepiany; TEPMIH MOXE TakoX
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BXMBATUCA ONA ONUCY BTpaYeHol inAHKW reHa abo
XpomMmocomu. binbw getanksHy IHOpPMaUilo MOXHA 3HAWTK Y
bykneTi « XpoMoCcOMHI nepebynoeu»

AOHK. XimiyHa pe4oBUHA, 3 AKOT CKNadakTeLCA reHu, | AKa MICTUTb
IHhopmauio, HeobxigHy ANA XUTTELIANBHOCTI OpraHiamy.

AocniaXeHHA KOMIpUEBOro npocTopy. YnsTpaseBykoBse
AocnigXeHHA 3a4HBOT OINAHKK WKWT Manioka, ge y Hopmi, Ha
paHHIW cTagili BarTHOCTI, € NPOCTIP, 3anoBHEHWA PIQWMHOK. AKWO
OWTUHA MaE BpoOKeHe 3axBopoBaHHA (cuHApom [ayHa), po3mip
UbOro NpocTopy Moxe ByTh BigMIHHWK BIQ HOPMWK

AoCUMNTOMATUYHE JocnimKeHHA. [IMBMTUCE NpeguKTUBHE
OocnigXeHHs.

aynnikayia. AHomansHe NOgBOEHHA NOCNIQOBHOCTI FrEHETUYHOIO
MaTepiany B reHi abo xpomocomi. deTtanbHiwy iHgopmauito
MOXHA 3HalTK y DykneTi « XpoMocOMHI nepebyaoBu»

eMbOpioH (3apoaok). PaHHA cTagis po3suTky noguHn. EmopioH
PO3BMBAETLCA 3 NEPLUOT KNITUHMU HA OyXXe paHHIX eTanax
BariTHocTl. BiH BMHKMKAaE nicnsa 3annigHeHHA AWMLEeKNIiTUHM
cnepmaTto3oigom. BiH We He Burnagae Ak mantok, ane
YTBOPEHWUI 3 KNITHUH, AKI PO3BUHYTLCA B OWTUHY.

3aXBOpPHOBaHHA, 34enneHe 3i ctarTio. [luBntnca X-avyenneHe
3axBOpOBaHHA 30anaHcoBaHa TpaHcnokayia. TpaHcnokayis,
NpW AKIK XXOOHWA XPOMOCOMHMKU MaTepian He € HI BTPa4YEHWK, Hi
HagnNWWKoBKA, NnpoTe BiH € nepebynoeaHni. Ocobw 3i
3banaHcoBaHMMMK TPaHCNOKAWIAMM 3a3B1U4Yail HE € YPaKEHUMM.
bintw geTtanbHy IHQOPMAaUID MOXHa 3HAWUTK y DykneTi
«TpaHcnokaui»

3a4aTTaA. 3NUTTA AMUEKNITUHK | cnepmMmaTo3oiga, ¥ pe3yneTarTi
AKOro hopMyeTbCA Neplua KNiTUHA Manoka.



iHBepcia. 3MiHa NOCNIgOBHOCTI reHiB Yy NEBHIA XPOMOCOMI.
binbw getansHy iHoOpMaUilo MOXHa 3HaUTK y BykneTi
«XpOMOCOMHI nepebynosun»

iHcepuyia. BHecok gogaTKoOBOro reHETUHHOrO maTepiany y red
abo xpomocomy. binklW getansHy iHGopMauito MoXHa 3HAWTKU Y
bykneTi «XpoMmocoMHi nepedbynosu»

Kapiotun. Onuc cTpyKTypr XPOMOCOM OCODM, L0 XapaKTepu3aye
KINbKICTE XpOMOCOM, TUN cTaTeBUX Xpomocom (XX abo XY) |
Dyab-AKi BIOXWNEHHA Big HOPMMW.

KinbueBa XpoMocoma. TepMiH BXXUBAETLCA, KONU KiHY|
XPOMOCOMM 3 €0HYOTLCA Y hopmy Kinbud. deTansHiwy
IHbopMmaUito MOoXHa 3HaWUTK y BykneTi « XpOMOCOMHI 3MIHU»

KNiTUHA. TINo NKAWHKU cKNageHe 3 MINBWCHIB KNITWH, AKI
BlgirpatoTe ponek bygisensHUX BNoKIB. KNITUHW B pi3HMX
YacTUHaX Tina BUMAQAKTE NO-PIZHOMY | BUKOHYHOTE PI3HI ail.
KoHa KnituHa (KpiMm AMUEKNITUH Y XKIHOK | cnepmaTo3oigie vy
YONOBIKIB) MICTUTL ABI KONIT KOXHOro reHa.

KOHCYNbTAHT - reHeTUK. Paxieeub, KM Hagae IHpopmauio Ta

MeOUYHY OonNoMOry niogsam i3 3axXBOpPOBaHHAM, AKe Mae
reHeTU4HE NIgrpyHTA.

noHo. OpraH XIHO4Y0ro Tina, ge po3BMBaETLCA AUTHUHA Nig Yac
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BariTHOCTI.

maTka. MeguyHuin TepmiH noHa (yTpobu).

MyTauifa. 3MiHa B reHi. IHkonu, konwu eiabyBaeTbCA 3MiHA B reHi,
IHpopMaUia AKY BiH HECE TaKOX 3MIHIOETBCA, WO BUKNUKAE
noganeswwuia 30ii. Lle moxe cnpu4uHUTK reHeTUYHe
3aXBOpPHOBaHHA.

HeraTMBHMK pe3ynbTart. PeayneTat adaniay, AKWi nokasye, Wwo
ocoba He mae 3MIHK (MyTauil) B reHi.

He3zbanaHcoBaHa TpaHcnokauina. TpaHcnokauisa, npu sKii
XpOMOCOMHa nepebynoea Mae geakMid HagnULLKOBUIA
XpPOMOCOMHMK maTepian abo BTpadae geqakuin maTepian, 4u
Mae AK HAaONWLWKOBWA, Tak | BTpPAa4YEeHUA XPOMOCOMHMM
matepian. Moxe BUHUKATU Yy AWTUHKU, OgWMH 3 BaTbKIB AKOT MaB
3banaHcoBaHy TpaHcnokauit. [letaneHiwy iHopmauio
MOXHAa 3HaUTK Yy DykneTi « XpOMOCOMHI TpaHCnoKaui

Hocin. Ocoba, KoTpa Ak NpaBuno, He € ypaxeHa
3aXBOPHOBaHHAM (Ha gaHWi 4Yac), NpoTe Hece oaHy AedeKTHY
Konio reda. Y Bunagky peuecuBHOro 3axBoproBaHHA, ocoba
3asBuyan He Dyge ypaXkeHoio; y Bunagky AOMIHaHTHOro
3axXBOPHBaHHA, ocoba MoXe 3axXBOpPITA Ni3HIWeE.

HOCIN (XpoMmocoMHOI TpaHcnokauii). Ocoba, aka mae
3banaHcoBaHy TpaHcnoKauyito, B pesynbTaTi AKOol
XPOMOCOMHWIA MaTepian He € Hi BTpadYeHWid, Hi HaONWLWKOBWA |
Ua ocoba, AK NpaBuNo, He € YpaXKeHoto.

nixea. OpraH, Wo Beae Big MaTKK HA30BHI TiNa MiHKW, pO4OBUIA
KaHan

nnauyeHTa. OpraH, Wo npunarae 4o BHyTPIWHBOT CTIHKW MaTKH
BarTHOI XIHKW. [JUTUHA OTPUMYE MNOXUBHI PEYOBUHK Yepes
nnaueHTy. lNnaueHTa BUpoOCTaE 3 3annigHeHoT SNUe KNITUHW,



3a3BM4ai Mae Ti cami reHM, Wo W QUTKHA.

nnia. lNepiog po3BUTKY AWTUHW, AKWA TPUBAE 3 KIHUA
embpioHanbHOI cTagii 4o cTafii HoBoHapogXeHoro, Tobto 3 9
TWKHA nicnAa 3annigHeHHAa 40 HapOMKEHHS.

NO3UTUBHMUMK pe3ynbTaT. PesynesTar aHanisy, AKMin nokasye, Wo
ocoba mae sMmiHK (MyTauil) v rexi.

npeaMKkTUBHE AocnigXeHHA. [eHeTUYHMK aHani3
3aXBOPHOBAHHSA, AKEe MOXe 3’ ABUTUCA abo 3'ABUTLCA NisHIWe
BAPOOOBX MUTTA. AKLWO reHeTUYHUIA aHani3 NpoBoAWTLCA ANA
3aXBOPIOBAHHSA, AKE NpakTU4YHO Be3CcyMHIBHO PO3BUHETLCH B
ManbyTHBOMY, Take OOCNIAXEHHA IHKONW Ha3nBaKTb
AOCUMNTOMATUYHMM aHanizom.

npedHaTtanbHa giarHocTuka. [ocnimkeHHs, ake NpoBoguTLCA
nig Yac saritHOCTI 4NA BCTAHOBNEHHA HAaABHOCTI abo BIACYTHOCTI
reHeTMYHOroO 3aXBOPHOBAHHA ¥ AUTUHW. peyunpoKHa
TpaHcnokauia. PeuMnpokHa TpaHCcNoKauia BUHUKAE, KONW OBa
dparmMeHTH BiANaMmyoTECA Bif OABOX PI3HWUX XPOMOCOM i
MIHAKTECA MicuAMK. Binbw geTaneHy IHOPMAaLIK MOXHA
3HAUTK ¥ ByKneTi « XpOMOCOMHI TpaHCNoKauir»
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pobepTcoOHIBCLKA TpaHcnokauwina. PobepTcoHisckka
TpaHCcNoKauia BUHUKAE, KONWU OfHa XpoMocoMa
NPUKPINNKETLCA 40 IHWOI. JeTaneHiwy iIHopMmauito MoXHa
3HANTKN ¥ BYKNeTi « XpOMOCOMHI TpaHcnokKawui

cnaaKoBe 3aXBOplOBaHHA. Take, Lo ycnagKoByeTbLCA
(NepegaeTbCA 3 NOKOMNIHHA B NOKONIHHA Yy poay).

cnepmMmaTo30ia. baTbKIBCbKWMIA BHECOK Y KNITUHY, 3 AKOI
PO3BUHETLCA OAUTUHA. KOXeH cnepmaTosoig MICTUTE 23
XPOMOCOMM; OflHA XPOMOCOMA 3 KOXHOI Napu € DaTbKIBCLKOIO.
CnepmaTto3oig 3NMBAETLCA 3 ANMUEKNITUHOK, (DOPMYIOHM
KNiTMHY. Maniok noYvHae CBi PO3BMTOK 3 UWiET NepLllol KNITUHMK

cTaTeBi XpoMocoMHM. X Xxpomocoma | Y xpomocoma. CtaTesi
XPOMOCOMW BW3HA4Yal0Th, 44X € ocoba YoNoBIKOM, YW KIHKOIHO.
HIHKKM maloTe ABI X XpoMocoMK. HonoeikM maloTe ogHy X A
ogHy Y XpomMocomy.

TpaHcnokauwia. [epebygosa XxpoMoOCOMHOro MmaTtepiany.
BuHMKae, KONWM YacTUHa O4HIET XPOMOCOMM BignamyeTbCA |
NPUKPINNKETLCA A0 IHWOI. JeTansHiwy iIHopmauito MoXHa
3HANTKN ¥ DyKNeTi « XpOMOCOMHI TpaHCcnoKaui

yNbTpa3sBykoBe gocnimkeHHA. beabonicHnin aHania, akun
BUKOPWUCTOBYE 3BYKOBI XBUNI ANSA OTPUMaHHA 300paxeHHs
OWTWHUK, WO PO3BHMBAETLCA Nig Yac BariTHOCTI. 34IMCHIETLCA
LUNAXOM NepecyBaHHA ckaHepa nonepek WKIpW XXMBoTa MaTepi
abo yepes nixey.

XpomocomMmMn. HuTKonodiOHI CTPYKTYpPW, 9K BUOHO Nig
MIKPOCKONOM | AKI MICTATE FreHW. Y HOPMI KINbKICTE XPOMOCOM
noagnHKU ctaHoeute 46. OguH HabIp 13 23 xpoMocom MU
ycnagkoeyemo Big matepi i oguH Habip i3 23 Xpomocom MK
ycnagkoeyemo Big baTbKa.

ACYHUK /| A€YHUKW. OpraHn B opraHiami XIHKW, Wo BUpobNATh



AULEKNITUHM.

avuyexkniTuHa. MaTepuMHCBEKMA BHECOK Y KNITHUHY, AKa
NPOOOBMYBATUME WNAX PO3BUTKY Mantoka. AWUeKniTuHa MICTUTb
23 XpOMOCOMM; NO OAHIN 3 KOXHOT MaTEPUHCEKOI Napw.
AlueKniTvHa 3NMBAETLCA 31 cNepmMaTo30igoM, (PopMYyHY K
KNITUHY. Mantok noYvMHae CBIM PO3BUTOK 3 UIET NEPLUOT KNITUHM.

de novo. ®pasa, AKka B nepeknagi 3 NaTUHCLKOI 03Ha4Yae «3
HoBOro». BxueaeTbCcA ANA 03HAYEHHA reHa abo XpOMOCOMM,
o € «HoBOK», TODTO 0buasa BaTekn ocobu manwn HopMankeHi
reHu abo XpoMoCOoOMM.

X (ikc) xpomocoma. OgHa 31 cTaTeBUX XPOMOCOM. KIHKK
3a3BU4ai MalTb ABI X XpOMOCOMM. HoNoBIKWM 3a3BM4ail MalOTb
ogHy X | ogHYy Y XpoMoOCOMYy.

X-34enneHi 3aXxBoproBaHHA. [ eHETUYHE 3aXBOPIOBAHHA,
CNpU4MHEHE MYyTaUi€Er0 (3MIHOK) Y reHi, posmilweHomy Ha X
Xpomocomi. [lo X-34yenneHnx saxsopioBaHb Hanemartb
remodinia, mAsoea gucTpodpia [oweHHa | CHHAPOM NamkKocTi X
Xpomocomu. binbw geTtaneHy iIHboOpMaUilo MOXHA 3HAWUTKU Y
bykneTi «X- 3yenneHWn TUN ycnagKkyBaHHA»

XX. CrtaTeBi XpoMOCOMM XIiHKKW. MIHKW 3a3BM4ai matoTe OBl X
Xpomocomu. [lo ogHin X XxpoMmocomi ycnagKkoByeTeECA B
KOXHOro 3 baTeKIB.

XY. CraTteBi XxpoMocoMM 4ONoBika. Yonosikn 3asBu4ain MawTb
ogHy X XxpoMmocomy i ogHy Y xpomocomy. YHonoeik ycnagkoBye
X xpomocomy Big matepi Ta Y xpomocomy Big baTeKa.

Y (izpek) xpomocoma. OgHa 3i cTaTeBUX XpOMOCOM. HONOBIKK
3a3BU4ain MawTb ogHy Y Xpomocomy W oqHy X XpOMOCOMY.
AKiHKKM 3a3BUYail MaloTe OBl X XPOMOCOMM.
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