MpodmnnakTmka BpoXXaeHHbIX

-

N HacneacCTBEHHbIX
3aboneBaHuu




Ypoenu npogpunaxmuxu eposrtcoennoii u
HAC/1e0CMBEHHOI NAMO102UU

v/ llepsuunolit — yMeHbIlIeHHE PUCKA BOBHHKHOBEHMSI
reHeTHYEeCKMX J1eeKTOB 10 3a4aTusi pe0eHKAa U HA PAHHHUX
3Tanax BHYTPUYTPOOHOIO Pa3BUTHSA

v/ Bmopuunulii - THarHOCTHKA HACJIEACTBEHHBIX




Meauko-reHeTU4YecKoe
KOHCYINbTUpOBaHuUe.

Anon:

“What’s the difference between a
doctor ... and God?”

“God doesn’t think He is a doctor”




Menouko-reHeTu4ecKoe
KOHCYNbTUPOBaHUe — MNPoOLECC
KOMMYHUKaLMN N Nepegayu
MHOpMaL MK, KacatoLlencsd




JTanbl MeanKo-reHeTUu4YecKoro

KOHCYJ1IbTUPOBAHWUA
* MocTaHOBKa AMarHo3a — OCHOBaH Ha aHanuse
POOOCITIOBHOM, aHaMHe3e 3aboneBaHus,
ocMoTpe U AONONMHUTENbHbLIX

MeTogax oocrnegoBaHuUS.

 OueHKa pucKa pa3BuUTUA 3aborneBaHnA Unu
poXxaeHus 6onbHOro pedeHka.




[eHeTU4YecKne 6one3HU, AeMOHCTpUpYyoLLue
pa3Hble TUMNbl HacnegoBaHUS.

bonesHb LLlapko-Mapu-Tyc * alp, alg, X/p

* BpoxaeHHaa KkaTtapakTa « alp, a/ln, X/p
 CuHgpom Anepca-flaHnoca < alp, a/a, X/p
* IXTno3 * alp, aln, X/p

Mukpouedpanus e alp, aln




CuHapom Anepca-[aHnoca

A
Tuvn HacnegoBaHUS

3aboneBaHUsa B cEMbeE

ayTOCOMHO-OOMWHAHTHbIW,

NOCKOSbKY B60SbHbI OTEeL, U
CblH.




YacToTa poacTBeHHbIX OpaKoB

. KyBent * 4%
« Caypnosckas ApaBsus * 54%
* Voppanus * 50%
 [lakncTtaH « 40-60%
« VHaus * Mo 60%
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[lpencraBneHa BEPOATHOCTb l
CcoObITHSA, MPU KOTOPOM

L 1
pebeHOoK ABoPOaHbIX BpaTa 2 6 2




Puck aHoManmu y notomcTBa
poanTenen-poacTBeHHUKOB

CTteneHb poAacTBa Oona oowmux |Puck
reHoB

NepBas cTeneHb (CUOCHI, 1/2 50%
poauTenb-pedbeHoK)




YacTtoTa aHOManun y notomMcTBa
Npn UHUECTe

e YMCTBEHHasa OoTCTaroCTb:
Taxkenasd - 25%
nerkaga — 35%




«'eHeTyeckKkue
OoTnevYaTKkmn»

B cembe aBoe geten
6rnnsHeuoB. bnnsHeusbl (1, 2)
NMEOT MOEHTUYHBLIN HAabop
nosnoc, T.e. TOMO3UrOTHbI.
Kaxxgasa 13 nosioc nosiyyeHa nmm
nnoéo ot matepu (M), nmbo ot




[lepukKkoHUenNnUMOHHasA
npodunnakTuka




Ilenv nepeuunoii npogunaxmuxku 8poIHcOeHHBIX U
HAC1e0CMBEHHBIX 3A00/1€6AHUIL:

00eCIIeUeHUE ONTUMAJILHBIX YCIOBUM JJISI CO3PEBAHUS ITOJIOBBIX
KJI€TOK, UMILIAHTALUU OILUIOAOTBOPEHHOU ANIIEKIETKA U
BHYTPUYTPOOHOTO Pa3BUTHSA IJI0AA.

Iphekmuenocmv nepeuunol npoduiakmuxku




Donueeasn Kucioma

(BuramuH Bec,
ITepouniarimyraMmuHoBasi
KHCJI0TA):

¢/ y4acTBYE€T B CHHTE3€ HYKIIEMHOBBIX KMCJIOT,
MIYPUHOB U TUPUMUJINHOB,




ObecneyeHue chonneBon KNCIIOTOUN B
nonynsuuu 1 rpynnax pmcka

U CcTOYHMKHN Oo0mas I'pynnsl pucka
MOy IS A

IIpenaparnl 0,4 Mr B I€HB Ot 0,8 mr 10 400

(dosmeBou MTI B JICHb B

KHUCJIOTHI Pa3HBIX CTPaHaX

IMumia [HInuuar 1 ap. 3eJeHb, TIOMUIOPEI




Iloxa3aHus K NePUKOHIEIIIIUOHHOU
npo(pUIAKTHKE.

¢/ SJHJIOKPUHHBbIE U MeTA00JUYECKUE HAPYLICHU A

¢/ IOBTOPHBbIE CIIOHTAHHBbIE A00PTHI U
MEPTBOPOKIACHUS

v/ pO:KIeHue deTel ¢ BPO:KIeHHBIMY NIOPOKAMH H
JAPYrUMH HACJEACTBEHHbIMH 00J1€3HAMM
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[lpeHaTanbHada AnarHoCTUKa.

“The more alternatives, the more
difficult the choice.”

Abbe D’Alaintnval




TexHOnornu npeHatTanbHOro AnarHo3a.

TexHonorus OnTumManbHbIU CPOK | luarHocTUpyemblie 60ne3Hu
OepemMeHHOCTU AnNA
uccnenoBaHus
HeuHBa3uBHbIE:
a-cheTonpoTeuH 16 Hepenb HNedeKkTbl HepBHOWN TPYOKMU
TponHou TecTt 16 Hepenb Cunpgpom [layHa
YnbTpasBykK 18 Hepgenb CTpYKTYpHble aHOManuMu
AMHUOUEHTE3 16 Hepenb HNedekTbl HEpBHON TPYOKMN,

XPOMOCOMHbIE,
MeTabonunyeckme 6onesHu,
MoneKynsipHble AedeKTbl.




TexHuKa aMmHUoOLeHTe3a

amHuoTUecKan ( Wwnpuu
nnaueHTa  KMAKOCTb .\\
S

MaTKa

‘nobkoBaf KoCcTb

MOYeBOW Ny3blpb

KpecTtel LWwenKa MaTKu




TexHuKa bmoncmmn XopuoHa




YnbsTpacoHorpamMma nonepevyHoro cevyeHus
PYKW, BbISIBUBLLEro NonnaakTunmio




YnbTpa3ByKoBoe usobpaxeHue nuua (B
npodpuns) nnoaa, BbIABUBLUEro
MaJieHbKYH HMXHIOK 4YenkoCTb.




deToCcKonus

fetoscopic image of foot, 17 weeks




KopaoueHTes
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PeHTreHorpadua




YpoBeHb anbdaderTonporenHa B KPOBU MaTepu
Ha 16n Hepene 6epeMeHHOCTU B HOPpME U Npu
spina bifida y nnoaa

340poBble

Spina bifida




TponHOM TecCcT — nccriegoBaHue
CbIBOPOTOYHbIX (haKTOPOB B
KpOBU MaTepu:

e Anbdpa-cheTonporeunH

* HeKOHBIOINIMPOBaAHHbLIN 3CTPUON




Puck cuHgpoma [ayHa (Tpucomum 21) B 3aBUCUMOCTMU
OT BO3pacTa MaTepu U TONMLWMUHbI LLEMHOWN CKNaaKU y
nnopa Ha 12 Heperne 6epeMeHHOCTM.

100 50 mm

ismm | TonwmHa
3.0mm F WeunHou

CKnaaku
2.5 mm

10

PMCK, %




YnbTpa3ByKoBoe nccnegosaHue nnoga Ha 18
Heperne 6epeMeHHOCTHU (Nyno4YyHas rpbhka)
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«CTona-kavanka» - cumnTom Tpucomum 18,
BbisiBrneHHaa npu Y3U Ha 18 Heaene 6epeMeHHOCTH
(cneBa) n y HoBopoxaeHHoro (cnpasa)




KncTtbl B ronoBHOM MO3re y nnoaa,
BbiABreHHbIe npun Y3W




[Tloka3aHuA K npeHaTanbHOWU
ANarHocTuke

* [MoBbILLEHHLIX BO3pPaCT MaTepu
e XpOMOCOMHasi aHOManus B ceMbe
* MoHoreHHoe 3aboneBaHue B cCeMbe

e [lecdhekTbl HEPBHOU TPYOKU N Apyrme nopoKu
pa3BUTUA B CEMbeE

e AHOManNuu nysioga Npu HacTosLLen




[ IlpenmnnaHTaLunoOHHbLIN
reHeTUYEeCKUN aAnarHos

BbloeneHue KNeTku m3
yenoBe4yeckoro aMopumoHa
Ha ctaauun 12 KneTok




TexXHONoOrmm NCKYCCTBeHHOro
onnoaoTBOpPEHUA

 OnnoagoTrBopeHwme in vitro

e BHyTpuuuTOonnasmaTmnyeckas




OnnopgorBopeHwme in vitro
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BHyTpuuuTOonnasmaTmnyeckas
MHBbEeKUUA cnepMbl




ﬂOHOpCKOe onnogaorsopeHuve




[leTeKUuUs KneToK nfoga B
KDOBOTOKEe MaTebu

Centrifugation . Lymphocytes
Erythroblasts
k_/ \ Granulocytes
Erythrocytes
Density
gradient

Magnetic cell
sorting (MACS)




[leTeKUuus KrneTokK nrfoaa B
KPOBOTOKE MaTepw

Tpucomusa 21 Tpucomusa 18 Tpucomus 13



Pe3rome:

*Mepguko-reHeTndeckoe KoHcynsTupoBaHune (MIK) — nepenava
NHJOOpMaLMn B NpoLecce OOLLEHUST C KOHCYITBTUPYEMbIM, O PUCKEe
pasBuUTUA K nepenavym NOTOMCTBY reHeETUYECKOro 3aboneBaHus

*OcHoBHbIMM 3Tanammn MIK aBnaoTca nocTaHOBKa AMarHo3a,
oLieHKa pucka, nepegadya Heobxoanmom nHdopmaumn
KOHCYNLTMPYEMOMY N obecnedyeHne goNKoBpeEMEHHOW NOaOEPXKKN
cemMbu

*[eHeTnYecKkoe KOHCYNbTUpoBaHMe He OOSMKHO ObITb
OVPEKTUBHBIM, T.K. LIENbIO €ro sIBNSETCH NPUHATNE
KOHCYIbTUPYEMbBIMU CaAMOCTOSATESNIbBHOIO NOSMTHOCTLIO
NHJOPMUPOBAHHOIO pPEeLLUEHNS.

[1pu onpegeneHnn oTuoBCTBa Hanbonee YyBCTBUTENBLHON
TEXHUKOW SBNSAKOTCA rEHEeTUYEeCcKme oTneyaTky nanbLes.



Pe3rome:

[lepunKkoHUENUMOHHAs
npodomnnakTuka (doonnesoun
KNCITOTON) aBrndeTca Hanbornee
9KOHOMWYECKN onpaBgaHHbIM
METOOM MpeaoTBpaLleHuns
BPOXOEHHON N HAcneaCTBEHHOM
NaTosiormMm U UMeET BbICOKYHO
9PPEKTUNBHOCTD.



Pe3rome:

*[1lpeHaTanbHbIN AnarHo3 MoXxeT OblTb OCYLLECTBIEH
HEWHBA3UBHbIMW METO4AMU, TAKUMWN KaK UCcrnegoBaHue
CbIBOPOTOYHOro a-doeTonpoTenHa y matepu (Mopokn HEPBHOWN
TpybKK), TPOMHOM TECT U YyNbTPa3ByKOBOE UCCreaoBaHme
TONMLWMHbI 3aTbIIOMHOW cKknagkn (cuHapom LdayHa),
yIbTpa3ByKOBOE MCCreqoBaHWE OpraHoB nnoaa (BbisiBeHne
CTPYKTYPHbIX aHOMarnun).

*Crneundunyeckumn npeHatanbHbln AMarHo3 XPOMOCOMHbIX ¥ MOHOIMEHHbIX
3aboneBaHnn TpebyeT MHBA3MBHOM TEXHUKN, TAKOW KaK aMHUOLIEHTE3 UMK
Broncust BOPCUH XOPUOHa, C LeSbo NonyvYeHusa NinogHoro Mmarepmana ans
nccrenoBaHums.

*/IHBa3MBHbIE Npoueaypbl MOryT MPOBOLMPOBATL CNOHTAHHbLIE aboPTbl B HU3KOM
npoueHTe cryyaeB: amHunoueHTes 0.5 — 1%, kopgoueHTes 1 — 2%, bruoncus
BOPCUH XopuoHa — 2 — 3 %, dpetockonust — 3 — 5 %.

*BaxxHenwume nokasaHmsa anga npeHatanbHOW AMarHoCTUKN: 60nbLION BO3pacT
MaTtepu, ceMmenHasi NICTOPUst XPOMOCOMHOW UM MOHOTeHHOW B6onesHn, Nopoka
pa3BnUTUS, HeGnaronpusTHbIE pe3yrbTaTbl CKPUHUHI-TECTOB.
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About 1 in 103—107 nucleated cells in maternal blood are fetal194—-196. The
proportion of fetal cells can be enriched to about 1 in 10-100 by techniques such
as magnetic cell sorting (MACS) or fluorescence activated cell sorting (FACS) after
attachment of magnetically labelled or fluorescent antibodies on to specific fetal
cell surface markers194,197-199. The most commonly used antibody is
anti-CD71, which is directed against the transferrin receptor present on the surface
of all cells actively incorporating iron198,200. Other cell types in maternal blood,
such as activated lymphocytes, have this receptor but anti-CD71 provides a
reasonable level of enrichment once maternal lymphocytes have been removed.
Magnetic cell sorting is cheaper, quicker and requires less expertise to perform
than FACS. The technique utilizes metallic beads labelled with an antibody specific
for the target cell. The antibody is incubated with the sample and the
cell-antibody—bead complex is isolated by placing on a magnet. Successful use of
MACS involves prior separation of cells by triple density centrifugation. Essentially,
the maternal blood sample is placed in a tube containing three sugar-based
reagents of different density and, after centrifugation, the middle layer containing
erythroblasts and neutrophil granulocytes is separated. These cells are incubated
with magnetically labelled CD71 antibody and MACS is then carried out (

).



