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IIpeAnMIiAaHTAITIOHHAA
r€HETUUYECKAA AMATHOCTUKA

s [IpeanmIiAaHTAIIMOHHAA TEHETHYECKAS AMATHOCTHKA
(III'A) mmpeacTaBAsieT COOON AMATHOCTHKY
XPOMOCOMHBIX U T€HETUYIECKIX HAPYIIICHUN SMOPHOHA
AO €TO IIEPECAAKH MATEPH.

s [I['A mo3sBOAsIeT BEIABUTH 9MOPHOHBI, ¥ KOTOPHIX
OTCYTCTBYIOT XPOMOCOMHBIE M TCHETHIECKIE MYTAITHH.
Ee mieApro ABAfieTcA 0OecIieueHIE 3A0POBOTO
IIOTOMCTBA U IIPEAYIIPEKACHUE TTIEPEAATH
OIIPEACAEHHBIX TATOAOTHU.



s AmarHocTHKa SMOPHOHA
TPOBOAUTCS B IIUKAE
9KCTPAKOPITOPAABHOTO . .
OITAOAOTBOPEHUSA AO €T O® & O O
[IEPEHOCA B ITOAOCTb acgenr l e
MATKH [ :

MepeHoc “HopManbHbIX”
3IMOPHOHORB B NONOCTHL MaTKH




sMeToA 3KCTPAKOPIIOPAABHOI'O OIIAOAOTBOPEHUA
(OKO) OBIA BIEpBBIE IPUMEHEH B MEAUITMHCKON
rpaktuke B 1978 roay.

s CyTp IpOLIEAYPH CBOAUTCA K HOAYICHUIO U3
AMYIHUKOB KEHITMHBI CO3PEBIIINX ANIIEKACTOK,
OIIAOAOTBOPEHHIO UX CIIEPMATO30HAAMI MYKA
(AOHOpP2), BEIPAIITUBAHIIO OAYIUBIIIIXCA
SMOPHOHOB B CIIEIIMAABHOM CPEAE BHE OPraHU3MA
’KEHIITUHBI (MHKYOATOPE) U IIEPEHOCY SMOPHOHOB B
MATKY.



MeToA 3KCTPaKOPHOPAABHOTO
ortaoaoTBOpeHud (DKO)

Crema neyenua metrogom 3IKO

AroHWcTel roHagonubeprHa
{12-14 nHeHr)

CTHMYNALKMA pocTa onnmKynos
{10-12 aHen)

BeeneHune XM4
{13-15 geHb CTUMYNALKMK)

MNyHKUKA donnrMKyNoB

{yepes 35-36 yacos nocne XM4)

MNepeHoc 3MOBPHMOHOE B NONOCTE
MaTKH
{(4epes 24 aHAa noone
NYHKLWHK)

TecT Ha BepeMeHHOCTE
(4yepes Z Hegenwu)




4

HpeAHMHAaHTaHHOHHofI ATATHOCTUKIT:

BospaCT KEHIIIUHBI CTAPIIIE 34 aet
BospaCT MY?KYIHBI CTapIIIE 39 aer

HocureabcTBO XpOMOCOMHBIX
IIEPECTPOEK, TPAHCAOKAITUH,
MHBEPCUH U APYTUX XPOMOCOMHBIX
U T€HETUYECKUX TATOAOIUM

[TpuBBIYHOE HEBBIHAIIIUBAHUE —
oepemenHOCTH (OOAEE 2
BBIKHIABIIIICI)

Heyaaurrere momerrkr DKO B
aHamHese (DoAee ABYX)

buoncus 6aactomepa smOproHa



OIIMCAHIE ITPOLIEAYPDBI T1T'A:;

Cranaapraas nporeaypa DKO Ao srama OyHKIHN ANIIEKACTOK;

CraHAapTHBIE SMOPHOAOTHYECKHE IIPOIIEAYPHL IIO OOPAOOTKE ANIIEKAETOK,
CIIEPMBI, IIPOBEACHHUIO MUKPOMAHHUITY AU,

AabopaTopHas IIPOIIEAYpa OMOIICHN SMOPHOHA Ha 3 ACHb KyABTHUBUPOBAHUSA
(C IHOMOIIIBIO MEXAHHYECKOIO, XUMUYECKOI'O HAU AQ3€PHOIO METOAQ), 4 3aTEM
dpukcarua OaacToMepa;

I'emermrueckas AHTAT'HOCTHKA SB,Cbl/IKCI/IpOBaHHbIX 6AﬂCTOM€pOB 1 ITOAYYICHHC
p€SYAbTaTOB AHATHOCTHUKM K 5 AHIO KYABTI/IBI/IPOBQ,HI/IH 9M6pI/IOHOB;

[Teperroc B HOAOCTb MATKH 3M6pI/IOHOB 0€3 TeHEeTUYECKUX AecpeKTOB Ha 5
ACHBb KYABTHBHPOBAHHSA HA CTAAUN OAACTOIIHCTEL

CT&HA&pTHI)IC IIPOLCAYPBI KPHOKOHCEPBALINI ITOCAE IICPCHOCA 3M6pI/IOHOB;

CraHAapTHAS IPOIEAYPA AMATHOCTHKHA OEPEMEHHOCTH IIPUMEPHO YEpPE3 ABE
HEACAH TIOCAE IIEPEHOCA SMOPHOHOB.



s [II'A mpoBoamTCA B XOA€ CTAHAAPTHOTO ITHKAR
9KCTPAKOPIIOPAABHOTO ontaoAoTBOperHud. [Ipm T1IA m3
SMOPHOHA U3BACKAFOT OAHY UAH ABE KAETKH, 4 3ATEM
IIPOBOAAT UX reHeTHIecKuu aHaAn3 meroaom FISH
(fluorescent 1n situ hybridization) Ha areyrrAomanm,
TPAHCAOKAIIMU U APYTHE CTPYKTYPHBIE ITATOAOTHM.
Apyroi THII AMAaTHOCTHUKH - ITOAUMEPA3Has ITEITHAA
peaxuud (I1LIP), kxoropad nmpumensaerca AAd
AMATHOCTUKN MOHOTEHHBIX 3200AeBanun. [ [P
IIPOXOAUT B ABA 3TAITa:

s 1) Omomcmsa sMOproHa u (pukcarmsa OAACTOMEDPA;
= 2) TEHETHUYECKAafA AMATHOCTHKA.



[TPEVMIMVIIECTBA mpeAMIIAAHTAITHOHHON

ANATHOCTHUKI:

Bei60op 1 mepeHOoC B MaTKy TOABPKO TE€X SMOPHOHOB, KOTOPBIE HE
MMEIOT XPOMOCOMHBIX ITATOAOTHMH

CHIKEHNE PUCKA POKACHUSA pe6eHKa C OIIPEACACHHBIMHA
reHeTUYeCKUMU AecpeKTaMH

CHIKEHHE PHUCKA HEBBIHAIIINBAHUA (IIPUMEPHO B 2 Pa3a)
CHIKEHHE PUCKAa MHOTOIIAOAUA (IIPUMEPHO B 2 pa3a)

VYBeAndeHue I1aHCA HA YCIICIITHYIO UMITAAHTAIIHEO (HpI/IMCPHO

Ha 10%0)

VBeAnUueHHE IIIAHCOB HA 6A21FOHOAY‘IHO€ pO)KACHI/IC p€6CHKa

(mpumepuO Ha 15-20%0)



PVCK mpu npoBeaeHIH

IIPEAUMITIAAHTAIIMOHHOU AMATHOCTUKU:

Prick caygaitHOTO MOBpERACHUA SMOproHa (<1%0)
Ormrmnoounasn amaraoctuka (Ao 10%)

3,5%0 BEpOATHOCTH TOTO, YTO SMOPHOH C HATOAOTHEH
OYAET AMATHOCTUPOBAH KAaK HOPMAABHBIN

10% BepoATHOCTH TOTO, YTO 3AOPOBBIIT SMOPHOH OYAET
AMATHOCTHPOBAH KaK SMOPHOH C IIATOAOTHEH

OTMeHa IepeHOCca SMOPHOHOB M3-32 TOTO, UTO IO
pesyapTaTam [II'A Bo Bcex aMOproHax OyAeT
oOHapyskeHa mmarosorus (Ao 20%o)



OcHoOBHBIE TeHEeTHUYECKHE 3a00A€BaHIA,
AHUArHOCTUPYEMBIE METOAOM IPEANMIIAAHTALITMOHHOM I€HETUYECKOU
AMATHOCTUKHA

Xopesd I'entuarrona

CrEAPOM AOMKON X-XPOMOCOMBI
MmuoTormgeckas AucTpodus

Cuaapom Mapdana

Perunormsuc

I'emoduana-A

PuOpPO3HO-KUCTO3HAA ACTEHEPAITHA
Bera-ranacemus

I'maponedpanns

Msrregnas aucrpodpus Dmepu-Apetidyca
Heaepxanne murMeHTa

Ocrpad uHTEpMUTTHPYOMAA TOPPHUPHA
AApeHoAerKoAnCTpOd U
CrimHaAbpHO-TIEpeOeAAApHAA aTaKCHA 3

Mberrreunas aucrpodus ArorieHaa
I'nrokaAbITIEMITIECKUIT TAPAATT
AHITOHEBPOTHIECKUI OTEK
Cunapom Kapres

Nistagmus



LITA

E A0 nb
0 e Bk
LSV |

T R



Cracu0o0 32 BHUMAHHUE



