O6Lme NpUHUMMNbI AUArHOCTUKKU W
JleYeHns HaceaCTBEHHbIX
3aboneBaHun. MegnKko-reHeTudeckoe
KOHCYNbTUPOBaHME.

KapeanHa BaneHTnHa CeMeHOBHa
[1.M.H., npodeccop



[1TnaH nekyun:

s [lOKa@3aHUA K FreHeTUYEeCKUM UCCreaoBaHUAaAM
s MeToabl ANArHOCTUKU

s [lpeHaTanbHaa AMarHoCTuUKa, NokasaHug,
MeToAbl

s [loaxoabl K Ne4YyeHuto HacneacTBeHHbIX
bonesHen

= [IporpaMMa onTMMasibHOro MJIAHMPOBAHMUS
CEMbM



[lOKa3aHUa K reHeTU4YeCKnUM nccneaoBaHUaM

[InarHoCTnKa HacneacTBeHHbIX bone3Hen
OCHOBbIBAETCH Ha KITMHNYECKMUX AAHHbIX,
Napak/IMHUYECKNX N FTEHETUYECKUX
NCCNeaoBaHUSX.



Iloka3aHUA K reHeTUYECKMM HMCCIAEIOBAHUAM

a CeMenHble cnydyam 3aboneBaHus

s PeumnanBupytoLlime, XxpoHn4yeckmne
3aboneBaHus, He noaaaroLLmecs nevyeHuto

= BoBf1ie4yeHHOCTb MHOIMX CUCTEM OpraHoB
s Hannuyme cneunduyecknx CMMNTOMOB

= Hannumne ancnnasmmn (HepOpasBUTUN):
HeobblyHas popMa vepena, N1ua;
aHOMannn NpuKyca; ceanoBUAHbIM HOC;
Hanume >kabepHbIX LLENen; aHoManmm
YLLIHbIX PAKOBWH W INa3; CUHOAKTUINN. ..




MeToabl ANArHOCTUKU

CocTtaBneHne poaoc/I0BHOW

MeToabl 3KCnpecc-AnarHoCTUKK (npu
obcneaoBaHnm 60bLLINMX KOHTUHIEHTOB
noaen): 1)bMoxmMmnyeckni,

2)UMTONOrMMYECKUN METOAbI

MonekynspHo-reHeTu4yeckme MeToabl:
nony4vyeHune obpasuos HK

[1lpeHaTanbHad AMarHOCTUKA



[lpeHaTanbHas AMArHOCTMUKA - KOMMJIEKCHas
ONArHOCTUKa NaTosiormMm nioga Bo
BHYTPUYTPOOHOM nepuoje.

[Toka3aHua K NpeHaTabHOW AUArHOCTUKE:
. Bo3pacT xeHLwuHbl 35 net n 6onee
. Bo3pacTt My>xunHbl 45 net n bonee

. Hannume CTPYKTYpHbLIX MNepecTpoek XpOMOCOM
(TpaHCNOKaUMn) y 0A4HOro U3 poauTenen

. Hannuwme y poauTenen OOMUHAHTHOIO
HAcneacTBeHHOro 3aboneBaHus

. Hannune B ceMbe pJeten C  peueccUBHbIM
HAacneacTBeHHbIM 3aboneBaHmnem

. CuHapoM noTepu nnoAa B aHaMHese
. Hannune B ceMbe aeten ¢ NOpoKaMmn pa3anTums




MeToabl NpeHaTas/ibHOU AUArHOCTUKM:

1. lNpoceunBatoLllme — NO3BONAIOT BbIABUTL
XXEHLLWH, UMeIoLWMX NMOBbILLEHHbIX PUCK
poXxaeHns pebeHka ¢ HacneacTBEHHOM

6one3Hbio

2. HemHBa3uBHbIE — 0OCegoBaHMe Mnaoaa
6e3 onepaTMBHOINro BMeLLATE/bCTBA

3. IHBa3uBHblE — UCCNefoBaHNE KI1ETOK
3MOpPUOHA MM NPOBU3OPHbIX OPraHoOB



[1lpocenBatoLne MeToabl

s Meaunko-reHeTnyeckoe KOHCY1bTUpOBaHue
s OnpeneneHue CbIBOPOTOUYHbLIX MapKEpPOB:
- a-petonpoTtenH (ADI)
- XOPUOHNYECKNN TOHAAOTPOMNMWH YesioBeKa
(XI'Y)
- HEKOHbBIOrMPOBAHHbIN 3CTPUOS
- ACCOLMMPOBaAHHbIN C BEPEMEHHOCTbIO
nna3MeHHbIn 6enok (PAPP)
- ALETUNXOIMHACTEPA3a
9 — 20 Hepenn 6epeMeHHOCTH




HenHBa3nBHbIE MEeTOAbI

s CKpnHunHrosoe (npocensatollee) Y3U
= YTO4YHSAOLWee Y3

s MarHMTHO-pe3oHaHCHaa ToMorpagus
(MPT)




AHBaA3MBHbIE MeTOoabl

s XopmoHbuoncmsa — 7-11 Hen. 6epeMeHHOCTH

s [1naueHTobmoncusa — 11-18 Hep.
6epeMeHHOCTH

s AMHUoUeHTe3 — 15-17 Hen. 6epeMeHHOCTH
s KoppoueHTe3s — 18-22 Hepn. 6epeMeHHOCTH

s buoncna koxu, ™Mby - 14-16 Hep.
6epeMeHHOCTH

s PeTockonusa — 18-22 Hen. 6bepeMeHHOCTH



XOpnoHbumoncus

Bopcuriku
XOpMOHa

Orpanusurens

Bnaranuuwe




dMHUOLUEHTES3

:m}r \

B




KopAoLeHTe3




[Toaxoabl K neYyeHuto
HacneaCTBEHHbIX 601e3Hen

s CnMnTOMaTnyeckoe nevyeHue (yCcTpaHeHue
CMMMNTOMOB 3ab051eBaHns)

s [laToreHeTnyeckoe neyeHue
(BMelLlaTeNnbCTBO B pa3BuUTME MnpoLecca)

m DTHonornyeckoe (ycrpaHeHme npuymnHb
6onesHn)



[lporpamMma onTuMasibHOro
N1aHNPOBAHUSA CEMbMU

BbisiBNieHMe penpoayKTUBHOIO 340P0BbS

[Ipn BbICOKOM pucke (6onee 20%) poxxaeHus
6onbHOro pebeHka M OTCYTCTBMW BO3MOXHOCTU
npeHaTtasbHOW  AWMArHOCTUKM — OTKa3  OT
NEeTOPOXKAEHMS

OTKa3 OT KpOBHOPOACTBEHHbLIX 6pakoB
OTKa3 oT 6pakoB reTepo3nroTHbIX HOCUTENEN
[loaroToBKka K 3a4aTuio B TedeHne 3 MecsLeB
OKoH4YaHue geTopoXxaeHuda oo 35 net



bnaroaapto 3a BHMMaHue



