NEKUMNA 8

MEOUKO-TEHETUYECKOE
KOHCYJIIbTUPOBAHUE




Meaunko-reHeTn4yeckoe
KOHCY/IbTUpOBaHue -

BUA MeAULMHCKON NOMOLLU HaCeNeHuIo,
HanpaB/IeHHOWU Ha NPOPUNAKTUKY
HacaeACTBeHHbIX 6os1e3HeNn.

Oka3biBaeTca B MeANKO-reHeTUYeCKux
KOHCY/bTaLMAX N CneumanmM3npoBaHHbIX
Hay4yHO-MUccaeg0BaTe/IbCKUX MeANLIMHCKUX
MHCTUTYTaX.




MeAauko-reHeTn4yeckoe
KOHCYNbLTUPOBaHNe cemeun




CTpyKTypa MeOuKo-
reHeTU4eCKon Cnyxobil

Meauko-reHeTn4yecKoe KOHCY/IbTUpOBaHMe
— cneyMannsmpoBaHHbIM BUA MeANLUHCKOM
nomMmolm — asasetcsa Haubosee
pacnpoCTpaHeHHbIM BUAOM NPOPUNAKTUKN
HacneACTBEeHHbIX bose3sHen.




CyuwecTByeT ABa noaxopga K
npodunakTuke HacrnegcTtBeHHbIX
bone3Heun:

= cemeliHasa npogunakmuka c NOMOLLbIO NPeAOTBpaLLEeHUS
HOBbIX C/ly4aeB 3aboseBaHuUsA B CeMbE;

= NONyAAYUOHHAA npogunakmuka, 6asmpyroLancs Ha
cneuuasibHbIX NPOrpamMmmMax CKPUHUHIa B OTHOLWEHUU TOU
UJIN MHOU HaCc1eACTBEHHOMU NaTo/IoOrMn UAu
reTepo3nroTHOro HOCUTEeNbCTBA MYTAaHTHbIX FEHOB, a
TaK>)Ke Ha Pa3/IMYHbIX CAHUTAPHO-TUrMEeHUYECKUX
MeponpuUATUAX, HanNpaB/IeHHbIX Ha BbiiB/IeHNe BpeAHbIX
NPOn3BOACTBEHHbIX $aKTOPOB U HebaronpuUATHbLIX
BJIMSAHUI OKpY>Katlowen cpedbl.







= Meduko-2eHemuy4eckoe KOHCYAbmuposaHue
MO>XHO onpedesnumb KAK KOMMYHUKAMUBHbIU
npouyecc, CBi3aHHbIN C peweHnem npobaem
CeMbM C PUCKOM BO3SHUKHOBEHMUS
HacneaCcTBeHHOro 3aboseBaHusA u
3aK/1II0YalOLWUNCS B MOMNbITKE MOMOYb CEMbE,
obecneumB ee AaHHbIMU O AMArHose u
BO3MO>XHOM K/INMHUYECKOM TeueHuu bonesHu,
AOCTYNMHOM JieYeHUU, TUNne HacneA0BaHUSA
3aboneBaHusA n pucke ero NnOBTOpeHUA cpeau
ban>kanwmx poaCcTBEHHMKOB, @ TakKXKe MOMOYb
NMPUHATb aZeKBaTHOe pelleHune O JaibHeuwem
penpoAyKTUBHOM NOBeAEHUMN.




* NHCTUTYT MegUKO-reHeTu4yecKoro
KOHCYAbTaumMm Hayan ¢opMmUpoBaTbCA BO BCEX
CTpaHax 1 B nepsyio ovepesb B CLUA v
BenukobputaHmu nocne Bropon mmpoBou
BOWHDbI, XOTS B HavaJie 30-X ro4oB

C.H. AlaBngeHkoB BnepBbie chopMynpoBai
npuHYyunbl op2aHU3ayuu MmeauKo-
reHeTMYeCcKoM NOMOLLMY NPU HacNeACTBEHHbIX
6one3HAX n bonesHAX c HacneACTBEHHOM
npeApacno/Io)kKeHHOCTbIo. Mim bblaa OTKpbITa
nepBasi B MUpe MegUuKo-reHeTu4ecKas
KOHCYy/bTauus B 1929 roay B MockBse, a 3aTtemM B
1932 roay B JleHuHrpage.




MeAaunko-reHeTU4YeCKUe KOHCynbTauuu
pelwaloT creaywuwme 3adavu:

= 1) yTOYHEeHMe AuarHo3a HacieACTBeHHbIX
3aboseBaHMI c NOMOLbIO FreHEeTUYECKUNX
MEeTO/0B;

= 2) pacuyeT pucka NnoBTopeHus 3aboneBaHusa B
cemMbe (NpOrHo3 NOTOMCTBA);

= 3) 06bACHEeHMe B AOCTYNHOU popmMe CMbICIa
MeANKO-reHEeTUYECKOro 3aK/II0UYeHUS;

= 4) NOMOLb B NPUHATUMU peLUeHUSA B OTHOLUEHUM
Ad/IbHenLlero 4eTopoXAeHUS;

* §) coumasibHas NOMOLLb B aganTalmm cemMmbu K
XXU3HU € 60/1bHbIM pebeHKoM.







KTo obOpawjaetca 3a mMeauko-
reHeTU4eCKou nomolLlbio?

= OcHosHoOU nomok obpalwarwmxcs B MegnKo-
reHeTu4yeckme KOHCybTaumm GopmmpyeTca no
HanpaBJ/IeHUAM Bpayen pasHbiX
cneuumanbHOCTEN, B NepBYIO oyepesb,
neaMaTpoB, a Tak)Xe No pe3y/sbTaTam
CKPUHUHra Ha HeKOTOpble Hac/1eACTBEHHbIE U
BPOXXAeHHble 3aboneBaHuA, 10% 60/bHbIX
obpallaloTCs CaMOCTOATE/bHO.

= CamoM YacTom NpuyYMHOM obpalleHns aBaseTCs
poXaeHue pebeHka c Hac1eACTBEHHOMU
6onesHbto unm BIP y 350poBbix pogutenen —
pempocnekmusHoe KOHCYyAibmuposaHue, Takue
obpauieHus coctaBasioT 60%.




= Ha eBmopom mecme (npumepHO 30%)
HaxoaATcA obpalleHnsa Ans yTOUHEHUS
AMarHosa npuv nog03peHun Ha
HaC/NeACTBEHHYIO NaTo/10rMiI0 y pebeHka nam
B3POC/10ro /inLa C Lenblo Bbibopa ageKkBaTHbIX
MEeTOAOB JleyeHus u peabunutauum. B
nocneAyowemM HeKOTopble NauneHTbl U3 3TOU
rpynnbl 06pawaloTca B KOHCYAbTaLMIO 3a
NMPOrHO30oM NOTOMCTBA.




= [pembio 2pynny COCTaBNAIOT 340P0OBble /UL,
uMeroume poACTBEHHUKOB C Hac/1eACTBEHHbIMMU
3aboneBaHuAMM U XKenawuwme 3HaTb NPOrHO3
ANnA ceba n cBoux gerteun.

= B uesnom npouecc meguKo-reHeTUYECKOro
KOHCY/IbTUPOBAHUA MOXXHO paccMaTpuBaThb C 3-
X TOYeK 3peHUs: meduyuHckol, coyuanbHol u
op2aHu3sayuu 30pasooxpaHeHus.
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OpraHusauuoHHble BOMPOCHLI U
dyHKUMM Bpava-reHeTukKa.

= Bpau-reHeTuK BbINOJIHAET ABe OCHOBHbIE
bYHKLUM:

= 1) NOMOraeT KoJiJieram yYCTaHOBUTb TOUYHbIN
AWNArHos, ncnonb3ys npu gupdpepeHuymanbHOU
ANArHocTuke cneuuasbHble reHeTu4yeckme
MEeTOAbI;

= 2) onpeAensieT NporHo3 340poBbA byayuiero
noTomcTBa (UK poauBLLErocs).




MeoOuko-2eHemu4eckKkas
KOHCyJsIbmayusi cocmoum
u3 4-x amarios:

1. AnarHoas,

2. MPOrHo3,

3. 3aKnrw4yeHwue,
4. coBeT.

HeobxoonmMo OTKpOBeHHOe
n gobpoxenarteribHoe
oOLleHue Bpava-reHeTuka c
ceMbeun O6OnbHOro.




1 aman MeoUKO-2eHemu4yeckKoa20
KOHCYJIbmUpoOB8aHuUsi

Ha nepsom amane KOHCyNbTUPOBaHUA Nepea BpauyoM-reHeTUKOM
CTOMT MHOIO 3aa4 (reHeTu4eckas reTeporeHHoCTb 6one3Hu,
yHac/le0BaHHas UM BHOBb BO3HUKLLAA MyTaLums, cpesoBas UAu
reHeTuyeckasa obyc/soBJIEHHOCTb AaHHOIO BPOXXAEHHOro
3aboneBaHuA, peKyppeHTHbIM pUck 3abosneBaHus B cemMbe).

YTOuYHeHue gMarHosa npm MmeamnKo-reHeTM4eCKoM KOHCY/IbTUPOBAHUM
NPOBOAUTCS C MOMOLLbIO FeHETUYECKOIro aHain3a (reHeasnornyeckoro
CUHAPOMOJIOrNYECKOro, LLUTOreHeTUYeCKoOro, MoJ1eKyasipHo-
LLUTOreHeTu4YeCcKoro, bBMoXmmmyeckoro u 4p.).

-

B chryyae Heob6xoAMMOCTU NaLeHTa HaNpPaBAAOT K Pas/INYHbIM
cneuuanmctTam (3HAOKPUHOJIONY, HEBPOMaTo/0ry, NCUXUATPY,
OKY/IUCTY, TMHEKOJIOTY U Ap.) ANl YTOYHEHUA AMarHosa.

MoryT BbINO/IHATbLCA AOMOJIHUTE/IbHBIE IabopaTOpHble MeToAbI
nccneaoBaHus (MMMyHoIOrMYeckue N T.4.).

Bpau-reHeTk 0606uiaeT Bce NoslyyeHHble pe3ybTaThl.



2 3aman MeoUKO-2eHemu4yeckKoa20
KOHCYJIbmuUpoOB8aHuUsi

* [locne yctaHOB/NeHUA AuarHo3a Bpay-
reHeTUK onpeaensietr NPo2HoO3 014
nomomcmsa.

= OH popMyAUpyeT reHeTUYECKYIO 3a4au4y,
pelleHMe KOTOPOM OCHOBAHO IMbO Ha
TeopeTuyeckmMx pacyerax c
MCNOJIb30OBaHUEM METOA0B reHeTUYEeCKOro
aHa/M3a 1 BapuaLMOHHOM CTaTUCTUKM,
6o Ha sMNUpUYECcKUX AaHHbIX (Tabanybl
SMMNUPUYECKOro pucka).




» 3aknroyeHue meoduko-2eHemu4yeckKko20

KOHCYAbMUPOBAHUSA U COBeMbl pOOUMeNsM
COe MNHAIOTCA BOEAUHO.

= Heob6xo0aMMO yunTbIBaTb YPOBEHDb UX
obpasoBaHus, counasibHO-IKOHOMMUYECKOe
NosIoXKeHue ceMby, CTPYKTYPY IMYHOCTU U
B3aMMOOTHOLUEHUSA CYNpPYros.

= B atobom cnyyae npuHATHE pellueHuns o
AETOPOXKAEHUN OCTAETCA 33 CEMbEA.




MpuHuyunel pacyema 2eHeMU4YeCKo20

pucka

= Cywjecmsytom 2 cnocoba onpedeneHus
2eHemu4ecKoz20 pucka:

T 1. meopemu4dyeckue pacdemsbl, OCHOBAHHbIE HA
céeHemu4ecKux 3aKOHOMepHoCcmsx,

¥ 2. UChO/1b30B8AHUE S Mnupu4deckux OQHHBbIX.

= Teopemuyeckue 0CHOBbI OLLeHKN FreHeTUYECKOro
PUCKa UCNOJIb3YIOT NP MEHAENUPYIOLLUX
3aboneBaHusAX, B 3TOM C/lyyae 3agava CBOAUTCSA
K uAeHTUPMKaLMM U BepOATHOCTHOM OLLeHKe
onpeseneHHOro AUCKPEeTHOro reHoTunNa,
HaxoAsLerocs B oCHose 3aboseBaHnsa y
KOHCYNbTUPYIOLLErocs Auua.




= [eHemuyeckul puck — 3To crneynduryeckas
I BEPOATHOCTb (OT O A0 1) NOSABAEHMUSA
onpezeneHHOM HaCc1eACTBEHHOM NATON0M MK
y npobaHaa, Aambo y ero noTeHyManbHbIX
MOTOMKOB, a TaKXe APYrux po4CTBEHHMKOB.

= ObbIYHO BeAUYUHY pucka obo3Hayarom 8 %.




= [eHeTMUYeckuM pUcK A0 5% CUMTAETCA HUSKUM, YTO
He AIBJIAeTCA NPOTUBOMNOKa3aHueM K
AETOPOXAEHUIO B AAHHOU CeMbe.

= Puck ot 6% A0 20% - cpeaHUN, peKOMeHAaLun No
naaHMpoBaHuUIo 6epeMeHHOCTU 3aBUCAT OT
BE/INYMHDbI PUCKA U TAXKECTU MeAULMUHCKUNX U
COLMA/IbHbIX NOCNEACTBUN JaHHOW aHOMAIUMK, A
TaK>Ke pe3y/bTaToB NpPeHaTaJibHOW AMAarHOCTUKMU.

= Puck Bbiwe 20% - BbICOKUIN, U NMPU OTCYTCTBUU
BO3MOXHOCTMU NpeHaTa/lbHOU ANarHoCTUKU, BONPOC
O AETOPOXAEHUU B AAHHOU CEMbe — JOCTAaTOYHO
CNIOXKHbIMN.




Cutyauum npu MI'K moxHO paspgenutb
Ha AOBe rpynnbl: 2eHomMunsbi
KOHCY/Ibmupyrouwjuxcsi u3eecmmHbl U

SCEGAEH RN 5T R U A B G HdU=Ir-pycKka He

npeAcTaBAseT Tpyaa.

= [TOBTOPHbIN PUCK AyMOCOMHO-00MUHAHMHO20
3abosesaHus B ceMbe, B KOTOpOU 60/1€H OAUH 13
poauTenen, coctaesnset ¥2 unm 50%;

" MOBTOPHbIA PUCK AYMOCOMHO-pPeyeccusHo20
3abonesaHus pNa peten B ceMbe, B KOTOPOU poauTenu
reTepo3uroTHbie HOCUTE/IN O4HOIO U TOIO Xe
peLeccuBHOro reHa, byaer paseH V%, nnm 25%.

= Puck X-cyenneHozo peyeccusHozo 3abonesaHus pns
Ma/IbYMKOB B CEMbe, B KOTOPOM MaTb ABASAETCA
HOCUTE/IeM MYTAHTHOIO reHa, cocTaBaseT 1/2, unum 50%.




Meaouko-reHeTn4yeckoe
KOHCYNbTUpOBaHUe




B chyyae aymocomHo-domMuHaHmMHo20
3aboses8aHuUs ¢ HENOAHOU NeHeMpPAHMHOCMbHO
yacTtoTa 60/1€3HM B ceMbe MeHblLlEe 0XXUAAEMOUN U
cocTaBuT 40%.

Ecan npuunHomn 3aboneBaHmsa npobaHaa aBaseTcs
BHOBb BO3HMKLUAA MyTaLus, TO B OLLeHKe puUcka
AnA cnbcoB npobaHaa NCNonb3yloT
NonynsiLMOHHbIE AAHHbIE O YacTOTe MyTUPOBaHUS
(1 x107).

Puck noBTOpeHUs aH3yN/10MAMU B CEMbe 3aBUCUT

OT BO3pacTa MaTepu U TUNa aHdYyMNJ1o0UAMM, OLLeHKa
3MNUpUYecKas.

Ana 6oaesHu JayHa cpeaHenonyAsiLMOHHbIN
MOBTOPHbIU pUCK paBeH 1%. B To Xe BpemMsa pUck
6onesHu JlayHa Bbiwe ANf XXEHLMH CTapLUen
BO3PACTHOM rPynnbi: 1:1500 Y 20-JIETHUX XXEHLUMH,
1:30 — Y XKEHLUMH 45 JIeT U CTapLue.



= [Ipu mynbmugakmopHbix 3abonesaHusIx
NMOBTOPHbIN (PEKYPPEHTHbIN) PUCK ANS
POACTBEHHUKOB 1-U CTENEeHU POACTBA
nopa>keHHoro npobaHaa (cnbcobl n getn)
TeopeTnyeckm MoXeT ObITb paccUMTaH Kak KOpeHb
KBaZpaTHbIX U3 4acTOTbl 3aboseBaHusA B
nonynsuum,

= A8 POACTBEHHMKOB 2-1 cTeneHu pogcrea — g3/,
rae g —Jacrota 6bonesHu B nonyasaumu. MNpwm
pacyeTe NOBTOPHOIO pUCKa CAeAyeT YUYUTbIBATb
non, ansa 6onesHun, obycnosneHHon 6onbluen
Nopa>kaeMoCTbIO MY>XXUUH U XKEHLLUH.

= EcTb KOMNbIOTEpPHbIE NPOrpaMmMbl A8 pacyeTa
pekyppeHTHoro pucka C/l, 6poHx1asibHOM acTMbI,
ncopmasa, pacwenuHbl ryboi/Heba un ap.




APppekmusHOoCMb MeOUKO-
2eHemu4ecKUX KOHcynbmauuu

= Kputepmnem meamko-reHeTU4YeCKoro
KOHCY/IbTUPOBAHUSA B NONYASALUOHHOM
CMbiC/1e IBNSI€TCA NU3MEeHEHME YacCToTbl
NaToONOrMYeCcKUX reHoB, a OTAe/IbHOU
KOHCY/IbTaLMu — U3BMEeHEeHUE NoBejeHUS
CynpyroB, 06paTUBLUMXCA B KOHCYAbTaLUIO
No NoBoAyYy poXxaeHus pebeHka.




= [lpn WKpokom NpoBeAeHNU MeLNKO-
reHeTUYeCKOM KOHCY/IbTUPOBaHMUM 6blN10
AOCTUNHYTO YMeHbLUeHUEe YacTOTbl
HacneACTBeHHbIX 6bone3Hel, a Takxke
CMEPTHOCTM!.

= [NaBHbIX UTOI MeAUKO-reHeTUYeCKOro
KOHCY/NIbTUPOBAHUSA — MOpPaJIbHbIN AN TeX
ceMeu, B KOTOPbIX He poAUANCL 6OIbHbIE
AETU UIN B KOTOPbIX POAUINUCH 340POBbIEe
AeTn.




Ha kaxapble 100 cemMeil B 3-5 ceMbsAX He poxxaatoTcs 60/bHble
|| AeTn, HecMOTpA Ha TO, UTO 25-30% NPOKOHCYALTUPOBAHHbBIX He

cneAyloT COBETY Bpaya-reHeTuka.




= Ecnm KoHcynbTUpYeMble 6yayT cnegoBaTh
CcoBeTaM Bpaya-reHeTuKa, TO YMEeHbLUUTCA TONIbKO
KOJINYeCTBO FOMO3UIrOTHbIX HOCUTE/IEN.

» CHMXXeHMe 4acToTbl JOMUHAHTHbIX 6bone3Hen B
nonynauuax B pesyavtate MK He byaeT
CyLeCTBeHHbIM, MOTOMY 4YTO 80-90% U3 HUX
BO3HUK/IN B pe3y/ibTaTe HOBbIX MyTaLUM.

= [MoTtpebHocTb B MK npnbamnsurenbHo Takas: Ha
1 MJIH. POAOB HAaA0 NPOKOHCYALTUPOBATb 50 000
cemem.
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