Menunko-reHeTu4ecKkoe
KOHCYNbLTUPOBaHME



MeAauko-reHeTu4eckoe

KOHCYINbLTUPOBaHUe sIBNSIeTCA Hanbonee
pacnpoCcTpaHEHHbIM

BUAOM NPOMdDUNIAKTUKN HACNEOCTBEHHbIX OONe3HeEN.
CyTb ero 3aknto4aeTcs B MPOrHO3MpoBaHNN
poXxxaeHns pebeHka ¢ HacneacTBEHHOW NaTONMOrnen,
0ObSACHEHUN BEPOATHOCTU 3TOr0 COOLITUS
KOHCYIbTUPYOLLMMCS Y MOMOLLIM CEMbE B MPUHATUN
peLleHns o ganbHeunwem getopoxaeHnn. Meauko-
reHeTU4eCcKoe KOHCYNbTMPOBaHUe Kak crocob
NpouUNakTUKN BPOXKOEHHOMN UMM HACNeaCcTBEHHOM
naTonorMm ocobeHHo apdeKTUBEH A0 3a4aTus UNn
Ha caMblX paHHMX CpOoKax bepeMeHHOCTH




BknwoyaeT 3 aTana:

* YTOYHEHME amnarHo3a c UCrnosib3oBaHMEM cneLnanbHbIX
reHeTU4YeCcKUX MeToaoB: reHeanorn4yeckoe obcrnegoBaHne
CoCTaBleHne poJoCIIOBHON, DMOXUMUKO-TEHETUYECKME
MeTOAbl, NO3BOSIAKOLLNE BbIABUTb FrEHETUNYECKU
00yCnOBIEHHbIE N3MEHEHUA ODMEHA BELLIECTB,

OuarHoCcTuKa reTepo3nroTHOro HOCUTENBLCTBA PELIECCUBHbIX a
nnenew, npeHaranbHas guarHocTtumka (Y3W, onoxmmmyeckmnm
CKPUHWUHI MapKepHbIX OENKOB B CbIBOPOTKE

bepemMeHHON, aMHUOLIEHTE3 — 3ab0p OKOMOMNI04HOM
XNOKOCTU ANd KApMOTUNUPOBAHUS Mroaa).

« OnpepgeneHne NpPorHo3a NOTOMCTBA, KOTOPbIN OCHOBbLIBAETCA
Ha JaHHbIX O TUNEe N BapuaHTe HacrnegoBaHus
NaToNOrMYeckoro COCTOsAHUSA, pesynbrata npeHaTanbHOM
ONArHOCTUKM.

« dopMynMpoBaHue 3aKNO4YEHUS N 0O bACHEHME
3aMHTEepeCcoBaHHbIM NNLAM B AOCTYMHON hopMe CMbIcna
reHeTU4YecKoro pmcka




D VacdlibROM bdpliadA 1S MCAVIKO-1CHACIVIMCUROC RORLYJIBIVIPDOBanRvic 40JI/RADbI
NPONTU BCE CEMbMU, NIaHMpyoLLne UMeTb pebeHKa (T.
H. pocreKmugHoe KOHCYNsTUpoBaHue). NpsamMbiMn nokasaHUAMN A1
HanpaBneHus K cneunanmncTy-reHeTuKy ABnsTCA:

yCTaHOBMNEHHAasi Unn nogo3peBaemas
HacneaocTeeHHas 6orne3Hb B CEMbE;

KPOBHOPO/ACTBEHHbIE DpaKku;

BO3OencTeue
BO3MOXXHbIX MyTareHoB UN TepaToreHoB 40 UK B
Te4YeHune nepBbiX TPEX MecsaLeB bepeMeHHOCTH;

3Ha4YMMble OTKIOHEHUA pe3ynLTaToB
BMOXMMMNYECKOTO CKPUHUHIA MapKePHbIX
CbIBOPOTOYHbIX DenkoB y bepeMeHHOou;

BbIIBNEHWE Y NioAa MapkepoB XPOMOCOMHbIX
bosiesHen n BpOXKAEHHbBIX NOPOKOB Pa3BUTUS MPU
yINbTPa3ByKOBOM UCCNeNOBaHUN







[eHearnornyeckn aHamHes npegcrasngdetT cobon COBOKYNHOCTbL MHGOpMaLMN, KOTOPYHO
Bpay nosiydaeT nocpeacTBoM paccrnpoca 6051bHOro 1 ero drnvxaniiero Kpyra ooLeHus Ha
NPUCYTCTBME HacneacTBeHHOM BOe3HN.

CyLuecTByeT HECKOSbKO 3TanoB, KOTOPblE COCTABMAKT NPOLECC reHeanorm4yecKkoro
aHamHe3a. Bo-nepBbIx, NponMcxoguT yCcTaHoBIEHUEe npupoabl 6onesHu. [NpegnonoxeHue o
XapakTepe naTonorMm OCHOBbIBAETCS Ha NposABneHnn 6onesHn y poacTBeHHNKOB
bonbHoro. Bo Bpemsi onpoca Henb3s orpaHnYnBaTbCA TONbKO NOSTyYeHNEM AaHHbIX U
NPUCYTCTBMN B CEMbE NOA0OHONM NaTonornu.




OTO O4YeHb BaXXHO A1 NaTONIOrMn ¢ NoOpaKeHnem
Cpa3y HECKONbKMX OpraHoB 1 cuctem. K npumepy,
MWOTOHUYECKas OANCTPOUSA CHATAETCS YacTou
HacneaCcTBEHHOW NaToNornein, Kotopas
XapakTepuayeTcst MUIOTOHUYECKNUM

(hEHOMEHOM, aTpONEN MbILLILL, KaTapaKTow,
HapyLleHnaMM B paboTe 9HOO0KPUHHOM CUCTEMBI U
OpYyrmMmn nposiBneHnamMmn. Ho nHorga eaMHCTBEHHbBIM
CMMNTOMOM 3ab0ofieBaHUS CTAHOBUTCS HapyLLIEHME
npoBoaAuMOCTHM cepaua. [lmarHoctmka
nepevYncneHHbIX NPU3HaAKoB Y KOro-nmbo n3
POOCTBEHHUKOB AAET BO3MOXHOCTb NOA03peEBaATb
CeEMEWHbIN XxapaKkTep 6o1e3Hn 1 NnpeanpuHUMaThb
MEpbI C Liefiblo NoaTBePXaAeHUsa HacneaCcTBEHHOIo
xapakrepa.




CTaHoBUTCS BaXXKHO OpraHn3oBaThb NMYHoe obcnegoBaHne dnmxaniunx poacTBEHHNKOB
naumeHTa, a ona 6onee getanbHOM OLEHKUM — OPYrvX YneHoB ceMbi. B criyyae
HeobXo4AMMOCTN NONYyYEeHHbIE AaHHbIE AOMONHATCS pesdynbraTamu labopaTopHbIX U
MHCTPYMEHTamNbHbIX METOO0B ANArHOCTUKN.

« COop AaHHbIX aHaMHe3a

* [1pn dpopmunpoBaHuUM reHeanorn4ecKkoro aHamHesa
Bpay OOMMKEeH NCMNOoMb30BaTh TONMbKO UCTOYHUKN
OOCTOBEPHOU MHA OPMAaLMK, Hanpumep,
OOKYMEHTaLUI0, apXMBHble AaHHbIE U T.1.

 [lpousBoguTtca cbop cBeaeHnm o 300POBLE
POACTBEHHUKOB NauUmMeHTa, 06 NX XPOHNYECKUX
naTonornax, NnpuYnHax CMepPTHOCTUN KPOBHbIX
POACTBEHHMKOB. B npouecce cbopa aton nHdopmaumm
HeoOxoAuMo criegoBaTh crneayrLwmm npasuiam:
cobupaTtb JaHHble O TPeX 1 bonee rNoKOSIEHNSIX U
donKkcnpoBaTb TONbKO TOYHbIE CBEOEHUS B
HEe3aBMCUMOCTU OT X HO30J10r’MYECKOU POPMBI.



BeisicHAeTCA Takke COCTOsIHME 300P0Bbs poanTenen, B 0COOEHHOCTU
MaTepu U MHOIO BHUMaHUSA yaensaeTcs Hann4mo XpPoOHUYEeCKnX
3aboneBaHui n ero peumagmeam npm 6epeMeHHOCTU. Takxke
TpebyeTca pukcmpoBaThb Criydan CNoHTaHHbLIX abopTOB UK
MEPTBOPOXOAEHUS, PAHHIOK CMEPTb pebeHKa, NOTOMY YTO 3TO YacCTo
cliy4aeTcsa npu BO3O4eNCTBUM Ha OpraHn3M MyTaHTHbIX FEHOB.

[Mpu cocTaBneHnn pogoCOBHOM POACTBEHHUKM N3 OOHOIO
MOKONEHNS HAXOASATCHA Ha OAHOW rOPU3OHTaNMN:

[MpobaHa, ero pogHble CECTPbI U DpaThS.
PoouTtenun naymeHTa.

[Naan n TeTun nauneHTa.

[1BotopoaHble cecTpbl 1 BpaTbs.

NMokoneHune 6abyLlek 1 geaylek nauneHTa no NMHUAM oTua U
MaTepu.

[Mpanenbl, npababku, a Takke ux OeTu.



Mo sa)kHo!

* B podocrosHou dormkHa cooepxXambCs
UHgopMayUsi 0 POOCMBEHHbIX C851351X 8
ceMbe, 0 Kosiuyecmee poocmeeHHUKOS8 8
Ka>KOoM U3 riokosieHuu, ob ux 300poske U
npu4uHe cmepmu. loriTHocmMbto
cocmaersieHHas pooocsiogHas noosepaaemcs
aHarnu3sy u pewaemcs 8orpoc 0b
ycmaHoerieHuuU HacreocmeeHHO020
xapakmepa rnamosioauu. Ecrnu e pooocrioeHou
uKkcupyemcsi HacriedoeaHuUe KOHKpemHou
bosie3HuU, mo ece 60osibHbIe 00UHaK0B0
ommMeyaromcs.



Ecnu no pesynsratam reHeanornyeckoro aHamMmHesa
POOOCITIOBHOM BbINO BbIABIEHO FEHETUYECKU
obycnoBrieHHoe 3aborieBaHue, TO MNPON3BOANTCS
pacyeT nHaekca oTAroweHHOCTN C NOMOLLILIO
cneunanbHOW PopMYIbI, KOraa KonmyecTBOo
3aboneBLUNX POACTBEHHMKOB OENUTCA Ha oDLee
KONMYeCTBO POACTBEHHUKOB, BXOAALLUX B
poAOCNOBHYH. K npumepy, ecnn Konn4ecTeo
3aboneBLnX POACTBEHHMKOB — LLUECTb YENOBEK, a
oOLLee Yncrno poacTBEHHNKOB B POAOCITIOBHOU —
OBeHaguaTb YenoBek, TO MHOEKC OTATOLLEHHOCTH
byoet paBHATbLCA 0,5. BbIcOKNM nHaekc
oTdaroweHHocTn — bonee 0,7.






