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BBepgeHue

OrpaHuYeHHble BO3MOXHOCTU
NeYeHUst HacNe A CTBEHHbIX
bonesHen 1 npeackasyemoln
XapakTep nepejayun reHoB OT
NOKOJIEHWNS K MOKOJIEHWNIO
3aCTaBUAM COCPESOTOUUTD
BHMMaHMe Ha NpoduaaKkTnKe Kak
Hanbosiee HageXHOM U
3pPekTUBHOM criocobe
npegoTBpalLeHMs 3TUX bonesHewn.




CTpykTypa MHBanuagn3saumm npu pasinyHbIX

HacseACTBeHHbIX 6one3HaAX (%0)

KaTeropumu ALl AP X - Bcero
UHBanNuau3auumn cuen.

Msrkas 39,4 12,6 14,3 25,8
bonbLias 59,9 73,2 78,3 67,2
HecoBmecTumas c 0,7 14,2 7,1 7,0

XU3HbBIO




NepBuUYHana npopunakTUKa

* Pa3znnyalot nepBUYHYIO
NPOPUNAKTUKY HAC/IEACTBEHHOM
MaToO/IOrMN N BTOPUYHYIO
NPo$UNAKTUKY HAC1e4CTBEHHOM
NaTo/IOr M.

* B ceMbsX € BbICOKMM PUCKOM
poxaeHunsa pebeHka, 6oabHOro
reHHOW NI XPOMOCOMHOM
6onesHblo, NepBUYHASA
NPOoPUNAKTMKA MOXKET
OCYLLEeCTBAATLCA NyTeM IMbHO
orpaHuyeHms 3a4aTus, 1mMbo
npepbiBaHnMA 6epemeHHOCTM nocie
NpeHaTa/sIibHOW ANArHOCTUKM.




[lhaHUpoBaHUue AeTopoXAeHUA

nJ'IaHMpOBaHMe AETOpOoXAeHUA BK/TIOYAET 3 OCHOBHbIE MO3ULLNN:

* ONTUMAaJIbHbIN PENPOAYKTUBHbIM BO3PACT, KOTOPbIM A5 XXEHLLMH COCTABASET 21-35 N1eT
(bonee paHHMe nan no3gHMe bepeMeHHOCTU YBEIMUYMBAKOT BEPOATHOCTb POXAEHMS
pebeHKa C BPOXAEHHOM NATONOrMEN M XPOMOCOMHbIMW Bo1e3HSAMK) (CM. puUC. 5.29);

®* OTKa3 OT 4EeTOPOXAEHNA B C/1yHadX BbICOKOIO pnUCKa HaCfIEACTBEHHOIZ n BpO)KAeHHOl‘;I

naTonormm (Npy OTCYTCTBUM HALEXHbIX METOAO0B AOPOAOBOWN AMArHOCTUKMN, IeYEHUS,
asanTauum n peabnamtaymnm 60abHbIX);

®* OTKa3 OT 4E€TOPOXAEHNA B 6pa|<ax C KPOBHbIMUN POACTBEHHUKAMWN U MeXAY ABYMA
retTepo3nroTHbIMM HOCUTENTAMU MNMATOSTIOTMYECKOTIo reHa.

YnyuuweHue cpeabl 06UTaHMA YenoBeKa A0/KHO BbITb HaNPaBAEHO r/1aBHbIM 06pa3oM Ha
npeaynpexaeHne BHOBb BO3SHUKAOWMX MyTaL M MyTeM XEeCTKOro KOHTPO/1A COAepXaHUA
MyTareHOB 1 TePaTOreHOB B OKPY>KatoLWwen cpese. ITo 0COOEHHO BaXXHO A1 NPOPUAAKTUKM
BCEW rpynnbl COMATUYECKUX FreHeTUYeCcknx bonesHen (BpoXAeHHbIE MOPOKM Pa3BUTUS,
3/10Ka4yeCTBEeHHble HOBOOHpa3oBaHUS, UMMYHOAEPULNTHbIE COCTOAHUSA U T.M.).



BTtopuuHasa npodunakTuka

* [1oz, BTOPMYHOW NPOPUNAKTUKOM
HacneACTBEHHOM NaTOI0r M MOHUMALOT
KOppeKLM IO NPOosiB/IeHMS NATON0r NYeCKMX
reHOTMNOB. DTO MOXHO Ha3BaTb U
HOPMOKOMMPOBAHMEM, MOCKO/bKY NpU
NaTo/N0rMY4eCKOM reHoTUMNEe CTPEMATCA
NOJIyYNTb HOPMA/IbHBIV PEHOTUN.

* BropmyHas npoduraakTmka npuMeHsieTcs
KaK NpW HAacNeACTBEHHbIX, TaK U
(ocobeHHO YacTo) npu bonesHax ¢
HacN1eACTBEHHOM
NpeApacnosoXeHHOCTbO . BTopnyHaa
NPOPUNAKTMKA MOXET MPUBECTU K MOJHOM
HOPMa/IN3aLMN NN CHUKEHUIO
BbIPAX>XEHHOCTM NaTO/IOrMYECKOro
npouecca.




YpoBHU NPOPUNAKTUKMN

BbigenqaioTt cneaytouime
YPOBHW NPOPUNAKTUKMN:

1. lMperameTnyeckuu
YpOBeHb

2. [lpe3uroTnyeckuu
YPOBEHb

3. lpeHaTanbHbIX YPOBEHb

4. NMocTHaTaNbHbLIU
YPOBEHb




[MperameTnyeckunm
YPOBEHb

CaHUTapHbIN KOHTPO/Ib 33
MPOM3BOACTBOM — UCK/HOUYEHME
B/IMAAHUS HA OPraHMU3M MyTareHoB.

OcBoboXaeHMe XKeHLUH
AETOPOAHOro BO3pacTa oT paboTbl Ha
BPeAHOM NPOU3BOACTBE.

Co3zaHue reHeTU4YeCckuUX PerncTpos,
T.€. NepeyYHen HaCNeACTBEHHbIX
3aboneBaHnM, KOTOpbIE
pacnpoCTpPaHeHbl Ha ONpeaeNeHHOM
TEePPUTOPMUHK, C YKa3aHMEM YaCTOThbI
BCTPEYAEMOCTb 3TUX 3aboneBaHun.



Mpe3suroTnueckui * BaXXHEWLINM 3/1€eMEHTOM 3TOr0 YPOBHS
NpodUNaKTUKN SBASETCA MeANKO-

YPOBEHb reHeTnyeckoe KOHCy/bTMpoBaHue (MIK)
HaceneHus.

* MK HaceneHua cTaBUT CBOEUN Le/bio
MHPOPMMPOBATL CEMbBIO O CTEMEHM
BO3MOXHOIO PUCKA poXaeHnsa pebeHka ¢
Hac/sieCTBEHHOM NAaTO/IOrMen U okasaThb
MOMOLLb B MPUHATUM NPABUJIbHOIO
pPeLleHNs O AETOPOXAEHUNMN.

* PassinyatoT aBa BMAA
MI'K: npocnekTnBHoE U
PeTPOCneKTUBHOE.




[MokasaHuAMM AnA MeAUKO-
reHeTUYeCKOro KOHCY/IbTUPOBaHUA
ABNAIOTCA:

* poXAeHMe pebeHka C BPOXAEHHbIM
MOPOKOM Pa3BUTUS;

* YCTAHOBJ/IEHHAA MW NOAO3PEBAEMAS
HacneACcTBeHHAsA 601e3Hb B CEMbE;

* 334€epXKa PU3NYECKOro pa3BmUTUSA
MW YMCTBEHHAA OTCTAN0CTb Y
pebeHka

* MOBTOPHbIE CMMOHTAHHDbIE a6opr|,
BblIKUAbIWNW, MEPTBOPOXAEHUNSA,

* 611M3KOpPOACTBEHHbIE Bpaku

* Hebnaronony4yHoe nNpoTekaHmne
bepeMeHHOCTMW.




Meauko-reHeTU4YeCKOe KOHCY/IbTUPOBaHUe
BK/IlOYaeT YyeTbipe 3Tana:

YcTaHoBAeHMe ANAarHo3a Hac/1eA4CTBEHHOIO 3aboseBaHuA. Ha aTom 3Tane BPa4d UCNOJIb3YET
BCE AOCTYIMHbIE U HeO6XOAl/IMbIe MeTOoAbl UCC1eJ0BaHUA.

Ha BTOpOM 3Tane onpeaensieTca reHeTUYeCKUM pUCK poxaeHuns 6oabHoro pebenka. Puck
poXaeHna pebeHka ¢ lobbIMU HAC1eACTBEHHBIMM @aHOMAIMAMM B 34,0POBOM CYMPY>XECKOM
Nnape cocTaB/feT B cpesHeM 1-2%, UTo onpeaensieTcs C/ly4anHbIMU FreHEPATUBHBIMMU
MyTaLMsAMK. DTa BEAMYMHA Ha3blBAETCA HeCNeUMPmMIeCcKumM obLenonynayMoOHHbIM PUCKOM.
Ob6paTUBLUMXCSA B KOHCYNbTALMIO MHTEepecyeT bosblie cneumPpmuyecknii puck — 310 pmcK
poxzaeHus pebeHka c onpeseneHHbIM Hac/1eACTBEHHbIM 3aboneBaHMeEM, yxe
BCTPEYABLUMMCS B CEMbE.

Ha TpeTbem 3Tane Bpay B AOCTYNHOW popMe coobLiaeT cembe CBeAeHMs O Be/IMUYMHE PUCKa
1 OKa3blBaEeT NMOMOLLb B MPUHATUM PELLEHUS OTHOCUTENIbHO AETOPOXAEHUS.

Ha yeTBEpTOM, 3aKNHOUMTENBHOM 3Tarne NPOBOAUTCA OLeHKa 3PPEKTUBHOCTU MEUKO-
reHeTMYeCKOro KOHCY/IbTUPOBAHUA B XOA€e Aa/ibHenLwero HabtoaeHns 3a ceMbel.



[MpeHaTaNbHbIN
YPOBEHb

- 3aK/1104aeTCs B NPOBeAEHUM NpeHaTaIbHOM (4OPOAOBOMN) AMArHOCTUKM.

MpeHaTanbHaA AMarHoCTUKA — 3TO KOMMJIEKC MEPOMPUATUI, KOTOPbIN
OCYLLeCTB/IAIETCSA C Lie/Iblo OnpeesieHns Hac1e4CTBEHHOM NAaTON0MMN Y NI0AA
M NpepbIBaHNSA AaHHOW bepeMeHHOCTH.

K MeTodaM npeHaTaanoﬁ ANArHOCTUKUN OTHOCATCH:

YnbTpa3ssykoBoe ckaHupoBaHue (Y 3C) — nccneaoBaHue Nao4a C MOMOLLbIO
Yy/IbTPA3BYKa.

QeTockonua — meToz BU3yanbHOro HabaoaeHWs Nao4a B NOAOCTU MaTKM
yepes 31aCTUYHBIN 30H/, OCHALLLEHHbIM ONTUYECKOW CUCTEMOMN.

Buoncusa xopuoHa. MeToz 0CHOBaH Ha B3ATUM BOPCUH XOPUOHa,
KYNbTUBUPOBAHMN KJAETOK U UCCeA0BAHUM X C MOMOLLbIO
LUTOreHeTUYECKUX, BUOXUMUYECKNX U MONIEKYNSIPHO-TE€HETUYECKNX
MEeTO/0B.

AMHMOLEHTE3 — MYHKLMA OKOJIOMNJIOAHOMO Ny3bipsi Yepes OPIOLLIHYIO CTEHKY
N B3ATME aMHUOTUYECKOM XNAKOCTU. OHA COAEPXKMUT KIETKMU NI0AQ,
KOTOpble MOFYT ObITb MCCIEA0BAHbI LLUTOFEHETUYECKM UAN BMOXMMUYECKHN
B 3aBMCUMMOCTM OT NpenoiaraeMom NaToNorum naoaa.

KopaoueHTes — nyHKLMA COCYA0B NYMNOBUHbI U B3ATUE KPOBM M/104a.
JInmdoumnTbl NA0AA KYABTUBUPYIOT M MOABEPratoT UCCEA0BAHMIO.



MocneacTBUA BPOXKAEHHbIX aHOMAJ/IMW Pa3/INUYHbIX TUNOB B Pa3BUTbIX
cTpaHax (no maTtepuasam BcemmpHon opraHmsauum sgpaBooxpaHeHus)

(pmmepitas

YACTOTA pH AHHAS
AHOMA UM P XPOHNYeCKoe ycneunoe

cocrognme, % | wevenne, %

POXKICHNMN CMEP THOCT b,
(na 1000)

Bpoaeinnue
HOPOKM PaIBHTHA
(Cepreine)
XPOMOCOMHEIC
Oo e




XapakTepucTuka OCHOBHbIX TUMOB MOMY/ALMOHHO-FreHeTUYeCKMX
npoduaakTUYecKMx nporpamMmm

Hpekonueunuonmas

Hpenarainias

Heomarannas

O0mas nonyasuonnas

Tun npodpu.akruveckon
Hepouunas neas
HPOTPAMMB

CUHACHHC PHCKD 3a'a-
i Solnoro pederka
Brisp enue Gepemetnx
C PHCKOM POXKITCHTS
CoJttoro pebenka s
HCPHOT BOIMOKIIONO 1Ipe-
PLBALTHS OepeMetioCcTH

Brisnicnue 6o tninix
LA PAHCTO JICHCH U

Busniienue pakropos
BLCOKOTO PHCKA

Hudwopmuposatioe
PCITICHTHC O JICTOPOAICTIHNM
Ararios nopaxetoro
110048, HPCHATATRIIOC
HIH HCOHATAILHOC JICUe
1nme, npepupanme bepe-
MCHIOCTH

Jeuctte Soannux

Pannsgs muaroc s

Ka M ICHCHME HTHPOKO
PACUPOCTPANCIHEILLX
SOt HICH, OVIOPORICITHS
cpeant oOMTANMR



Bknag HacneaocTBeHHbIX U BPOXAeHHbIX
Oone3Hen B MiageH4eCKyro U AeTCKYHO
CMepPTHOCTb B PaA3BUTbLIX CTPAHAX

MaBHbIe NMPUYUHbI MMmaBHbIe NMPUYUHBI

CMEpTU B BO3pacTe A0 | YMEPLUUX, | CMEpPTU B Bo3pacTe oT 1 | yMepLUUX,
1 roga roga o 4 netr

[MepuHaTanbHbIe 28 HecuacTHble criy4yau 31
dhakTopbl

HacnencTtBeHHbIE U 25 HacneacTteeHHble U 23
BPOXAeHHbIe DOne3Hn BPOXAEHHbIe BomnesHn

CuHApPOM BHeE3anHoW 22 Onyxonu 16
CMepPTU

NHdpekynn 9 NHdekynn 11

Apyrve 6 Opyrue 6




CoBpemMeHHOW OCHOBOM
npopuAaKTUKK HaCNeACTBEHHOM
NaToIorum ABASIIOTCA TeopeTnyeckue
pa3paboTku B 061acTn reHeTUKM
YyesioBEKA U MeAULMHDbI, KOTOpbIe
NO3BO/IN/IN NOHATD:

* MOJIEKY/IAPHYIO NPUPOAY
HacneACTBEHHbIX bone3Hen,
MeXaHW3Mbl 1 MPOLLEeCChl UX
Pa3BUTUA B NPe M NOCTHATA/IbHOM
Nnepunoae;

* 3aKOHOMEPHOCTU COXPaHEHUA
MyTaLumnu (a MHOrAa U
PACnpoCTpaHeHUs) B CEMbAX U
nonynaunuy;

* npoueccbl BOSHNKHOBEHUSA U
CTaHOBJ1IEHNA MYTalUN B
3apojbilieBbIX N COMaTUYECKNX
KAeTKaxX.
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