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3Tnyeckme npobsieMbl MEAULIMHCKOM
reHeTUKm

 [eHeTn4yeckoe KOHCY/IbTUpoBaHue

« ObcyxaeHue cny4dyaeB reHeTUYeCcKoro
KOHCY/1bTUPOBaHUS

« [narHoctmka n Koppekuums HapyLueHuUu.
« [[eHeTn4yecKknm KOHTpPO/ib.

« MopanbHasa n npodeccnoHanbHas
OTBETCTBEHHOCTb Bpaya-reHeTnka Kak

KOHCYJ/IbTaHTa-3KcnepTa. 5



%‘95;:;:5* OCHOBHBbI€ NMOHATHNSA

C BeKTOpr — areHTbl, UCNoJib3yeMble Ans
nepeHoca yyxepoaHoun AHK B knertky.

— HacneacTBeHHoe 3aboneBaHue
xapaKTepusyrou.leecn noBbILLEeHHOM

_ 4 ' KPOBOTOUYMBOCTbIO, UTO O06BbACHSAETCA

.’ 'HeaoCTaTKOM (paKTOpPOB CBepTbiBaHMSA KPOBM.

[@HOM - COBOKYMHOCTb reHOB, coAep Kallnxcs
B rannovaHomMm (oamHapHOM) Habope XpoMOCOM
KJZIETKWN.

] rMnerOHECTe?MHEMMH — 6051e3Hb, NpMn
KOTOpOﬁ KJIETKM O0JZIbHOIo He nornowarT
XosnecrepmH m3a Kposeu, 310 npmBoaAUT K PaHHUM
nHpapKkTamMm.

KapTupoBaHue reHoMa - onpegeneHue
MOoJNOXXEeHUdA oTaelsibHbiIX reHos B XpomMmocoMmax.

KJ1OH - reHeTMuyeckun ogHopoaHOE NOTOMCTBO
OlHOW KJ1IeTKMW!.

O MyTareH - no6oi areHT (dakrop),

BbI3bIBarOLIUA NMEepPEeCTPOMKY MaTepUanbHBIX
CTPYKTYP HacneacrBeHHOCTH, T eCTb reHOB M

XPOMOCOM ( oTHOCATCA pa3/inyHblie BUAbI U3JTy4YEHUN,




OCHOBHbIE€ NOHATUSA

MyTaLKnMN - ecTecTBEHHO BO3HMKaIOWME WK Bbi3biBaeMble
MCKYCCTBEHHO U3MEHEHUS HacneaCTBEHHbIX CBOMNCTB
m
Mnasmunabl - kopotkue konbuesble Monekybl AHK,
CyllecCTBYIOLLME B KNeTkaxX MHOrmx 6akrepum un

penavuupyrouimecsa aBTOHOMHO, T.€. He B TO Xe caMoe
BpeMs, UTO OCHOBHaA Mmonekyna AHK.

PekoM6MHaHTHbIE NMJZ1a3MUAbl — nnasMuaa ¢
«BLWINTON» yyxepoaHon AHK.

TpaHcAyKLUKnA (ot nat. transductio — nepemeleHmne) -
NacCUBHbIN NEepeHOC reHoB OT OAHOI0 OpraHM3Ma Apyromy
nocpeancTtsoM BUPYCOB.

TpaHcdhopMupoBaHHble 6aKTEpPUN - 6akTepum c
U3MEeHEeHHbIMN HacsleACTBEHHbIMN CBOUCTBaMU B
pe3ysbTaTe NpUuBHECEeHUA B HUX vyyxxepoagHou AHK.

DeHUNKETOHYPUSA — 60/1e3Hb, CBA3aHHAA C OTCYTCTBUEM
c¢bepMmeHTa, NnpeBpallaroLero aMMHOKUCAOTY heHuNnanaHuH
B aMMHOKMCJIOTY TUPO3UH; Npu 3TOW 60ne3HM nopaxaercs

LLHC 1 pa3zsBuBaerca cnaboymMmue.

LLITaMM (ot HeM. Schtamm - nnems, poa) 4 uicras
KyNnbTypa MUKpPOOpPraHM3MoOB, BbieNeHHas u3




T’EHETUYECKOE
KOHCYJIbTUPOBAHME

FTEHETNYECKOE KOHCYJIbTUPOBAHME, nnu
MeMKO-reHeTn4YeckKoe KOHCY/1bTUpoBaHue, BUA
MeANLUMNHCKON NOMOLLN TEeM, KTO 06eCnoKOoeH, 4YTo
3abosieBaHne nnun BpoXXAeHHOe ypoaCTBO ABHO
NN NpeanonoXmTeabHO HAaCNeACTBEHHOIO
XapakKTepa MOXET BO3HUKHYTb Y KaKNX-TO YSIEHOB
CEMbM.

3a4a4a reHEeTUNYECKOro KOHCyJibTaHTa :

KOJINYECTBEHHO OLIEHUTb BEPOSITHOCTb TAKOro
cobblTun4

O3HAKOMUTb C BO3MOXHbIMU
npeaynpeanTenbHbIMU MEPAMU NNL, KOTOPbIM OHO
YIrpOXaeT

N, HE OKa3biBad NCMxXogaorm4eckKkoro D@BﬂeHMﬂ,
NMoMo4yb UM MPpUHATb HanJydllee peleHne.




JocTm>xeHue uenm BpavyoM-
reHeTUKOM MNMpPU KOHCYJ/IbTaluun

na AoctmxeHuma uenu KOHCYJ1bTaUunu

npun becege c nauMeHTaMun cnepyet
YUYNUTbIBATD:

vypoBeHb nx obpasosaHus,

coumnaJibHO-3KOHOMMNYECKOoeE

NnoJZiIoXXeHne CeMbMm,

CTPYKTYPY JIMMHOCTM,

B3aMMOOTHOLLEHUA Cynpyros
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[TlaLMeHTbI:

He NoAroToBJIEHbI K BOCNPUATUIO MHOpMauum o
HacneaACTBEeHHbIX 60J1e3HAX U reHeTU4YeCKUnX
3aKOHOMEpPHOCTAX;

CKJ/IOHHbI 4HyBCTBOBaTb BUHY 3a C/ZiydunBLueecH
HeCHacTbeé U CTpafaaloT oT KOMIJieKcCa
HENMNOJIHOLEHHOCTHU

Cepbe3HO A0BepsAoT NPOrHo3am, OCHOBaHHbIM Ha
"paccKka3ax 3HAaKOMbIX"

NPUXOAAT B KOHCYJIbTALIMIO C HepeasibHbIMU
3anpocaMm Win OXXMAaHUAMMU B CBA3MU C TEM, UTO
OHM 6bl/IN HENPABWUJIbHO OCBEelOMJIEHbI O
BO3MOXXHOCTAX reHeTu4YecKom KoHcynbTauum (B

TOM YMcCqie MHOorga nevyauuvmum BpavyamMmm)

HeobxoanMo MMeTb B BUAY, YTO noytn Bce [
KOHCVABTUDVIOUIVECS CVOADVIU XOT9T UMeTk bebeHKka.




O6uweHne C naumeHTaMm "
npocdgeccMoHasibHasA OTBETCTBEHHOCTb

0 KaXxpoe HeETOYHOE C/TOBO MOXET
MHTEpPNpEeTnpoBaTbCs B TOM "HanpasfeHnn", B

KOTOPOM HaCTPOEHbI CYMpyru.

0 Ecnu cynpyrn cunbHO onacatoTcss UMeTb 60/1bHOro
pebeHKa 1N, eCTeCTBEHHO, XOTAT MMETb 340P0OBOr0, TO
KaX[1asi HeOCTOopoXxHaa dppa3a Bpaua o6
OMACHOCTU YCUJIMBAET 3TOT CTpax, XOTS HA CaMOM
nene puck Moxet 6bITb HE6ONbLUNM.,

0 WHorpa, HaobopoT, enaHne mMmeTb pebeHka
HACTOJ1IbKO CUJZIbHOE, YTO AaXe npu 6oabLIoOM
DPUCKEe CYynpyrm npMmHUMaloT pelieHue o
AETOPOXKAEHUU, NMOTOMY HTO BPaY CKg3as O
HEKOTOPOMU BEPOATHOCTU POXAEHUA 300pPOBOIo




Cny4yamn B npoLecce KOHCYJ/ibTUPOBaHUA

0 B ogHunX cnydaax cnenyert roeoputb 0 25% LwaHcoB
nmeTb 6o0abHOro pebeHka, B Apyrmx - o 75%
BEPOSITHOCTU POXAEHNS 340POBOro pebeHka.

0 Bcerpa Hy>xHO ybeanTb NaunMeHToOB B Cy4YanWHOM
pacnpeaeneHmmn HacneacTtBeHHbIX aKTopoB, YTOObI
Y HUX CHSA/10Cb YyBCTBO CO6CTBEHHOM BMHDbI 33
poXxaeHue 6osibHOro pebeHka.

0 Ha KoHcynbTauuto uenecoobpa3Ho HanpaBnsTb
CynpyroB He paHblle yeMm yepes 3-6 MecsLieB
Noc/jae NOCTaHOBKW AMArHO3a HacneaACTBEHHOM
6one3Hun, Tak Kak B 3TOT nepuoa nponcxoamuT
ajanTauns K BO3HUKLIEN CUTYaLMN B CEMbeE, a
MWMMMMMMMX

N10X0 BOCNPUHUMAETCH.




[]

1)

2)

TaKTUKa Bpaya-reHeTunka

TakTnKa Bpada-reHeTmka B NoMoLWM NauneHTaM B
NPUHATUN PELUEHNSA OKOHYATE/IbHO HE onpeaeeHa.

OHa 3aBUCUT OT KOHKPETHON CUTYaLMN (xoTsa pelueHue
NMPUHNUMAOT CaMN NaunNeHTbl, NOBEAEHUNE Bpa4yda MOXET ObITb

Pa3HbIM)

DOJIb Bpaya B MPUHATUN pelleHnsa CEMbEN MOXET
OblTb AKTUBHOMU

PO/Ib Bpaya AO0J1)KHA CBOAUTLCS TO/IbKO K
06BbACHEHUIO CMbIC/Ia pUCKa

Bpay-reHeTunk n nevyawmm spad (0cobeHHO ceMenHblIn)

NOJTXHbI MOMOraTb COBETOM B NMPUHATUN peLLEeHnS,
TaK Kak Nnpy CylecTBYHOLUIEM YPOBHE 3HAaHUU B

ob6n1acT reHeTnKn y HaceneHns

KOHCYNbTUPYOLWMMCSH TpyAHO npuHaTh@neksaTHoe
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[€eHETUUYECKUI KOHCY/IbTAHT-
cuTyaumm

B 60MbLIMHCTBE c/ly4daeB reHeTU4YeCcKnin KOHCYJIbTAHT UMEET AEJI0

O

C cuTyaumen:

Korga B ceMbe eCcTb pebeHOoK C HacneaACTBEeHHbIM
3a6osieBaHUEM UM BPOXXAEHHDbIM Ae(hEeKTOM U poauTenm
o6ecnokoeHbl BO3MO>XXHOCTbIO TAKOW >Ke NaToJIorum

y CBOUX 6yaywinx aoetem nam y poactBeHHUKOB

nvua, BCcrtynatwowmne B 6pak, ecsin y HUX BO3HUKAKOT
aHaNnorn4yHble onaceHnd, CBsA3aHHbIe, HAaNpuMep, C TeM, 4YTo
oyaywunmn cynpyr (cynpyra) nmeet 6/1M3KOro poAcTBEHHMKA,
cTpagarouiero HacneancrseHHon 60n1e3Hbo, NN npeaka —
npeacraBuTens Apyrouv pacsbl

ByayLUMX cynpyroB 6ecnokounT CBsA3bIBalOLLEEe UX pOACTBO.

BOMPOCblI KAaCaloTCH pe6eH|<a KOTOPOIro npeanosiaraetcd

YCbIHOBMTb. Hanpumep, ecnm n3BeCcTHO, YTO AeAyLluKa TaKOI'O
pebeHka cTpapan wnsocppeHmnen , To NnpueMHblie poantenu yayr
CTPEMUTbCH BbISCHUTb, B KaKOM Mepe 60Jie3Hb yrpo)kaer pebeHKky.
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Bonpockbl K reHeTUu4ecKomy
KOHCY/1IbTaHTy

|
Bonpoc, ¢ KOTOpbIM 06pallaloTCA K KOHCY/IbTAHTY,

MOXeT bbITb chOpMYyNUpPOBAH KaK Npocbba OLLeHUTb
BEpPOATHOCTb (LUAHC) BOBHUKHOBEHUSA TOU U
MHOW HacNeACTBEHHOMW NaToJZIOrumn, HO B HEKOTOPbIX
cnydyadax 3agatoT n 6osiee KOHKpeTHbIe BOMpPOCh!:

"MO>XHO 1M HAM MMeTb eule aeren?"”
"BcTynaTtb Jiu MHe B 6paK C 3TUM 4Ye/iI0OBEKOM?

MHOrga B Xxoae KOHCynbTaunm obcyxaaeTcs
Heobxo0AMMOCTb CTEpUIN3aLUnN NN NpepPbIBaHUS
6bepeMeHHOCTI.

BO3MOXXHOCTUN reEHETUYECKOIO KOHCYJIbTUPOBAHMUA 3HAUYUTENILHO




AMNarHoCTmkKka mjin TOUYHbIMN
ANarHos

0 [lepBoe ycnoBue Angd oKa3aHus
reHeTM4YeCKOM KOHCYJIbTAaTUBHOM MOMOLLUN —
3TO TOUYHbIX AMAarHo3 3aboneBaHus,
no noBoAy KOTOporo obparuncs
NnaLMeHT.

O Ecnn amarHos y>ke 6bln1 NocTaB/ieH,
TO KOHCYJIbTAHT AO/I)KEH OLL€HUTDb ero
NnPaBuJIbHOCTb U pPeLUuTb BOMNPOC
O Heo6xoaAMMOCTU AOMNOJIHUTENIbHOIO
obcnepnoBaHuUs.

O [MpodeccnoHanbHada NoAroToBKa

N FeHEeTUYECKYIO reTepoOreHHOCTb 15



AHanu3 poaoc/ioBHbIX

AHaNM3 poaocgIOBHOM TOWM UM MHOWN CEMbU BaXeH AJ1S
ANArHOCTUKKN, N KOJTMYECTBEHHOM OLEHKWU CTEMNEHU PUCKA
(ecnin n3BEeCTHbl POACTBEHHUKM C COOTBETCTBYIOLWMUM
3aboneBsaHuem).

B reHeaJlormM4yeckKyr CXeMy Bk/ovarT 61n3KNX
POACTBEHHUKOB NauMeHTa, YKa3biBad MX MNoJs, BoO3pacT

N COCTOSIHME 340pOBbSA; NpU 3TOM ocoboe BHMMaHue
obpaulaeTcs Ha NposBAeHNsa HacneaCcTBeHHbIX bone3Hewn.

Ecnn y KOro-to U3 4jieHoB ceMbU UMEKTCA 3HAUYUTENbHbIE
OTKJ/TIOHEHUNA B COCTOAHUN 300p0OBbA, 3TN CBeaeHNA

YTOUHSIIOT NO AaHHbIM MEAULIMHCKOWU AOKYMEHTALIUMN.

B 6onblWIMHCTBE cnyyaeB ANngd aHanm3a poaoC/IOBHOM
AOCTAaTO4YHO ObIiBaeT n3yuynTb ceMbio "BwWMpb" U "Brayb6n”
Ha ABa NOKOJIEHMA, T. €. BKJ1loYasa ABOPOAHbIX bpaTheB
n cecTtep, Aeaywek n babyuex.

A uvHoOrga paMKu poaoC/IOBHOM MPpUXoANTCA PaClUNPATb

N npoeoanTb AOMOJIHNTEJIbHbIE o6cne.q0|3ava14




O O O

OueHKn pucka

YT0obbl ONpeaennTb pUCK MOBTOPHbIX
3ab60n1eBaHN B ceMbe, KOHCYJIbTAHT A0J1XKeH
3HaTb, B 4eM COCTOMT NpPpUYMNHA AAHHOM
HacneaACTBEHHOM NaTtosiormmn: obycnosrieHa
1N OHaA:

MyTaunenm B PyHKLMOHASIbHO BAXXHOM reHe
He pacxoXAeHneM Unn NepecTtponmkom XpoMoCcoMm
BO31eNCTBMEM (DaKTODOB OKDVXXatoLllen cpeabl

mm - . Npvpoay
X 3 5 v
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bonesHu, obycnoBsieHHble
MyTauusamMum B (PYHKLIMOHAJIbHO
Ba>XHbIX reHax

Haw opraHu3Mm B 3HaAUUTENIbHOM
CTEeneHMn COCTOUT U3 6enkKoB, TaKNX, Kak
MbllleYHble 6enkun, remornobumH

. konnareH(0OCHOBHOWU KOMIMOHEHT
KOXHN), CYXOXXUJIUN N KOCTEWN

K 6enkaM oTHOCATCA U (bepMEeHTbl —
KaTanm3aTopbl 6MOXMMUNYUYECKUX
peaKLMn B KJ1eTKax

besikKn COCTOAT U3 aMUHOKMUCIIOT,
CBfi3aHHbIX B Ueno4dyku. CTpykrtypa

6enkoB onpepensieTcs -
HacleacrBeHHbIM MaTepuasioM




bonesHu, obycnoBsieHHble
MyTauusamMum B (PYHKLIMOHAJIbHO
Ba>XHbIX reHax

[ @Hbl — 5T0 yyacTku Ae30KCMpPM6OHYKIEMHOBOMA

kucnotbl (AHK), npeacrasnstowen coboun
nocsieaoBaTesIbHOCTb Cy6beanHML, Ha3biBaeMbiX

HyKJ1eoTngamm,

EHK HaXoaAnTCA B XpOMOCOMaX — HUTEBUAHDIX

TeJibLldX, BbiABJIAIOLWUXCAH B A4paX BCeX KJ/1E€TOK.

OavH Habop u3 23 xpoMocoM pebeHOK noJsiyyaer

OT MaTepu, a ApPpyrom — OT OTLAa, U B KaXXA0M
KJIeTKe ero opraHm3mMa MaTepMHCKMeE M OTLlOBCKue

XpPOMOCOMbI 06pa3yroT 23 napbl.
B pe3ynbTaTe B KJIeTKaX KaXAblU reH npeACTaBHEH
KakK MMHUMYM B 1BYX 3K3eMnaapax

nOCHEAOBaTeanOCTb HYKHEOTMAOB B reHe

B KOAUPYEMOM 3TUM reHOM 6en|<e 17



O MyYTaHTHbIW F€H, HEe NPOU3BOAALLMN 3aMETHOIO
2 deKTa, Ha3biBaeTCcs peuecCUBHbIM MO OTHOLLEHMUIO
K HOpMaJZibHOMY reHy 13 3Tou napsbl. Ecnun xe pebeHoK
Hacnea0Ba ABA MYTAHTHbIX DELIECCUBHbLIX FE€HA
e e, | 0 W3 pOAMTENcil),
TO Y Hero He ébyaer COOTBETCTBYIOLLEro HopMasibHO
pabortarwuwero cdcepMeHTa M NpoaBUTCAa 60J1e3Hb,

obycnoBsieHHaas HEAOCTAaTOYHOCTbIO AAHHOrO
6uonornyeckoro Kataam3sartopa.

O Ecnu myTtaumsa nponcxogauTt B reHe, KOHTPOJIMPYIOLWLEM
CTPYKTYPHbIN 6€10K, HarnpnMmep reMornobuvH mnau
KOJIJIareH, To B OpraHn3Me yenoBeka C O4HUM
HOPMasbHbIM U C OAHUM AedEeKTHbIM FreHOM byaeT
coaepxaTbCqd CMe€Cb HOPpMaJIbHOro U U3MEHEHHOro
6enkoB, B pe3ynbTaTe Yero MOryT pa3BMBaThCH
cnegngbnqecxne agedpekrbi. [oBpeXXaAeHHbIN IMeH,
CMOCOOHbIN NPOAB/IATLCS AaXe B NMPUCYTCTBUM
HOPMa/IbHOro reHa, Ha3biBalOT AOMUHAHTHbIM.
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bosie3Hn — 06ycnoB/IEeHHbIEe
MYTaQaHTHbIM FreHOM

O Cenuyac ndsectHo 6onee 3000 6onesHen, Karkaan
M3 KOTOPbIX O06yCNOBJIEHA KOHKPETHbIM MYTaHTHbIM
reHOM, K HUM OTHOCATCH HanpumMep:

xopes leHTUHITOHA

anbbuHU3M

remodpunus

MYKOBMCLMNAO3

pa3J/inyHbie BUAbl KAapJIMKOBOCTHU

Ae(EKTOB YMCTBEHHOI0O pa3BUTUA U MbILIEYHbIX
ancrtpopum ...

Paa nedeKTHbIX reHOB MOXXHO O6HapPY>XUTb NO HAaJINUUIO
Yy NauvMeHToOB aHOMaJibHOro oepMeHTa Uin MHOro
aHOMaNbHOro 6enka.

Bnarogpapsa 6ypHOMy pa3BUTUIO MOJIEKYJIAPHOU 6uonorum
B HacTosiulee BpeMs CYLLECTBYEeT TaKXXe
BO3MOXHOCTDb BbiABJ/iIATb MYTAHTHbIE IF'E€HbLI,

aHanusunpya ctpykrtypy AHK, npuqengo MHOIMX

cnyuyasx AenaTtb 3TO yAaeTCs elle A0 poXAE€HuA pebeHka.

o o [ s [ o [ o Y




CrteneHb BEepOATHOCTN BO3HMKHOBEHUSA 3aboneBaHus.
B npuBeAeHHbIX NpMMepax paccMmaTpmBaeTcs
XapaKTep HaceaoBaHUA, HEe 3aBUCSALLMM OT Nnosa
pebeHka

ECJ’IVI KOHCYJ1IbTAHTY ACHO, UTO GOJ'IEBHb nauumneHTa

o6ycnoBsieHa OAHMM MYTAHTHbIM Fr€eHOM, TO C MOMOLLbIO
MeHAe/IEBCKUX 3aKOHOB Hac/iefoBaHUSA OH MOXXET onpeaesuThb,
KaKOB PUCK 3a60/1eBaHNA Y pOACTBEHHUKOB:

Ecnu 6one3sHb Hacneayerca AOMUHAHTHO M NposiBJIsieTCS
Bceraa, To y 6onbHoro pebeHka no kpamHen Mmepe oauH
U3 poauTtesien Toxe 60seH; kaXkabiu pebeHOoK 3Toro
6onbHOro poauTens C BEPOATHOCTbIO 1/2 yHacnepyer
MYTaHTHbIN reH u 6yaeTt 60/1bHbIM, U C BEpPOATHOCTbIO
1}’2 OH ero He yHac/iegyeT U OKaXxeTcs 340pPOBbIM.

Ecnu y pebeHka BO3HUKJI0O 3abonesaHune, obycnossnieHHoe
OOMWHAHTHbLIM reHoOM, a o6a poautTens 3A0poOBbI, TO €ro
naTtosiorma — pesynabTaT MyTaLMun, NpoucLue[llen JInllb Y Hero
CaMoOro, u N03TOMY PUCK NOBTOPHbIX 3aboneBaHn B ceMbe
O4YeHb Ma’.

Ecnn o 6051€e3HN U3BECTHO, UTO OHA Hac/leayeTcsa peLecCcCUuBHO,

n 06a poautens 6onbHOro pebeHka 340poBbl, TO 06a OHM
SIBJZISIIOTCAA HOCUTENIIMUN MYTaUMM, U AN KaXKaoro

nx
poauTenen n okasartbCs 60JIbHbIM paBeH 1/4.20



Cnyyam HacneaoBaHUA MYTaAHTHOro
reHa npuv pacnosioXxeHvm ero B X-
XpoMocoMe

|
O X-wun Y-XpOMOCOMBbI ONpeaensoT noa opraHnusMma.
O

B Kaxxaoun Knetke y XEHLWMHbI MEETCS Mo ABe X- -XPOMOCOMblI,
a y MY>X4YnHbl — No oaHoOU X-xpoMocoMme u oaHon Y-
XpOMOCOMe.

O MyxXcKkou non onpeaensaercs Hasimunem Y-XpoMOCOMblI.
MaTepu nepeanaloT CBOMM AETAM NO 0AHOU X-XpOMOCOMe,
a OTUbl — X-XpPOMOCOMY Ka)aoun go4vepu n Y-XpoOMOCOMY —
Ka>XAOMY CbIHY.

O Jliobon "peuneccuBHbIN" reH 6051€3HU, PacnonOXEHHbIN B X-
XPOMOCOME, Y MY>XUUH NPUBOAUT K PasBUTUIO ]
COOTBETCTBYHOLWEN NATONOMMMN, NOCKOSIbKY NnapHas en Y-
XpPOMOCOMaA He COAEPXKUT HopMaanoro BapWaHTa Takoro
reHa, CnocobHoro Npon3BoAnTb HeaocTaloWwmn depmeHT.

O Y XEeHWWUHbI-HOCUTENbHULbI peLLeCCUBHOINro MyTaHTHOI O
reHa B X-XpoMOCOMe OH HE NposBaseTca bnaroaaps
Ha/IMYNIO TAKOro e, HO HOPMasibHOro, reHa B Apyrom X-

Wmmammﬂa—ﬂmmuud
He 60/IbHA, HO KaXXAblN U3 ee CbiIHOBEeN C BEPOATHOCTbLIO
1/2 MOXKET 0Ka3aTbCsl 60/IbHbIM.




Xopesi [eHTUHrToHa (3Ta 60/1e3Hb
obycnosneHa AOMUHAHTHbLIM MrEHOM)

B HekoTOpbIX cnyyasax, Koraa reHoTUnbl KOHCYbTUPYEMbIX

HE U3BECTHbI, NPU ONpPEAENIEHNM CTEMEHEN PUCKA MPUMEHSIOT
cneumaanb|e anrebpandeckne npmuembl — ¢popmysibl Baneca.
Hanpumep, MyX4inHa, y KOTOpOro oauH U3 poanTeneu
CTpajaeT Xxopeeu FeHTUHITOHA (3Ta 60one3Hb obycnosneHa
NOMUWHAHTHbLIM reHOM), MOXET yHacsieaoBaTb

ee C BeposiTHOoCTbto 1/ 2.

OAHaKo Aa)ke npu Haan4ymm NaTosiIorM4eckoro reHa 6ose3Hb
NPOSABNAETCS He cpa3y NMpu poXAeHuu, a N1llb B BO3pacTe
oT 10 no 70 ner.

YeM aonblue KOHCY/NbTUPYEMbIN NPOoXnn 6e3 npm3Hakos 3TOU
6one3Hn, TeM MeHblle BEpPOATHOCTb TOM0, YTO OH yHacsieaoBar
ee ele npu 3avaTtuu.

3Has BO3pacTHOE pacnpeaesieHne BEPOATHOCTEN NPOsABIEHUS
CMMMNTOMOB, KOHCYJ/IbTAHT MOXET BbIYNC/INTb BEPOATHOCTb KakK

ee HacdJs1iegoBaHnd, TakK v nposdsjieHnd B ToM NJimn MHOM
annaer

HanpumMmep, ecnu nauneHT aoctur 30-neTtHero Bo3pPcra 6es
Np1MsHakoB xopeu NeHTMHITOHA, TO CTeNeHb pUCKa NMoHU3uIach

- NN J [— VW Yo VA T B A I A WA IS Ea o S A -m E WA B4 ST I s B AW A I A S N P IR RN A O W A O B SN s




CuvHapoMm [layHa-aedeKT XpOMOCOM U UX
HabopoB

O

Bone3Hun, obycnosneHHblie apecbekKraMm XpoMOCOM

U ux Habopos. BonesHKn, cBA3aHHbIE C HAJIMYNEM KaKon-nm6o
A06aBOYHON XPOMOCOMbDI, HanNnpuMep CMHAPOM [layHa, uam
Tpucomusa 21-u xpomocombl (3T1a 6051€3Hb NpoABNAAETCHA
YMCTBEHHOW OTCTaJIOCTbIO U XapaKTEPHbIM KOMMJIEKCOM
HapylwieHun pM3n4ecKoro pasBuTusa), — NOYTH BCceraa
06yc/nioB/sieHbl HApPpYLUWEHUEM PacxXoXXAEeHUS XPOMOCOM

BO BpeMsl KJ1IETOUYHOIro AeJiIeHUA.

EC/in Takoe HapylieHue nNnpoucxoauTt B npouyecce
o6pa3oBaHMsA ANLUEK/IETOK WM CMEPMATO30MA0B,

TO B NOJIOBOM KJ/1IeTKEe OKa3bliBaeTCA Ta uin nHaa gobasouyHasn
XpoMocomMa, kotopas (B cny4yae 3auaTtma) ébyaer nepenaHa
pebeHKy, T. e. 6yaeT NnpuCyTCTBOBAaTb BO BCEX KJIeTKaX ero
opraHu3smMma.

HapyweHune pacxoxxaeHns XpoMOCOM MOXKET UMEeTb MeCTOo
M NpU NepBbixX AeNIeHUAX ONn1IoA0TBOPEHHOM ANLIEeK/1ETKM.

Hanpumep, npoucxoaut notepa X-XpoMOCOMbI, NpuBoAasilas
K pazsutuio X0-cmHppoma( cuHapoma TepHepa).

OnucaHHble aHOMaJIMN BCTPEYaloTCA peako, . NoToMy
BEPOSAITHOCTb MX MNOBTOPEHUS1 B OAHOW N TOM ceMbe Mana,
OAHaKO YeM 6osblue BO3pacT MaTepem, TeM Yyalle vV HUX




TPpaHCNOKauunsd
(y4acCcTOK O1JHOM XPOMOCOMbI OKa3blBaeTCH nepeHeceHHbIM
Ha Apyryto)
NMHBepcua
(y4aCTOK XpOMOCOMbl OKa3bIBAETCS NMepeBepPHYTLIM)
|
0 WHorpa y poauTenen MMeeTcs Kakaa-nmbo
nepecTpomka XpoMocoM — Hanpumep,
TpaHcnokauma (y4acTtok 04HOWM XpPOMOCOMbI
OKa3blBaeTCHA NnepeHeceHHbIM Ha APYryl) Unau
MHBepcusa (y4aCTOK XpPOMOCOMbI OKa3bIBaeTCH
nepeBepHyTbIM).
O [lepeCcTponKn MOryT NnpuBOAUTDL
K XPOMOCOMHOMY AncbanaHCy y NnOTOMCTBA,
N NpuM 3TOM CTEeNeHb CEMENHOIo pUcCKa
OKa3blBaeTCs BbICOKOWN. AHa/IN3 XpOMOCOM
pebeHka, a Nnpn Heob6xoanMMOCTHN U poauTenen
O06bIYHO MO3BONIAET KOHCYJ/IbTAHTY BbIABMATb
CUTYyauunn C BbICOKUMUN CTENeHAMN pUcKa
U-oLeHUBaTb BEPOATHOCTbL 3abosieBaHus

y nocneaytowmnx aeTeun. 24




bone3sHun, obycnoBsieHHble
BO3aencTrBmeM baKTopoB BHELLHEN
cpeabl

NMpu 60ne3HAX M HapylwleHUsX, obycnoBJ/ieHHbIX (paKTOpaMm
cpeabl (K TakuM (pbaKTOpaM OTHOCHATCH BUPYCHbIe MH(PEeKUnN y mMmaTepm
BO BpeMs 6epeMeHHOCTH, 3/10ynoTpebyneHmne ankoronem,
HapKOTUKaAMM UM JIeKapCTBEHHbIMMU NpenapataMm, a Tak)xe poaoBble
TPaBMbl), CTENEHb PUCKA 3aBUCUT OT TOro, COXPaHUTCH
JIn BO3AeNCTBUEe KOHKpeTHOro pakrtopa npm nocneaytowem
6epeMeHHOCTM, a TaK)Xe OT YyBCTBUTEJ/IbHOCTU rJioga K 3TOMY

cdakTopy.

B Ka)X[10M C/lyyae BPOXAEHHOIro ypoaAcTBa Wiun 60s1e3HM rnasHas
3ajaya KOHCyJibTaHTa — onpeaenuTtb, oébycnoBsneHa
JIN naTonorMﬂ reseTm4eCcKkmMmm HapyueHmniamm niam BHeu.IHeu

CQEQOM.

Ho Hepeako caenartb 3TO AOBOJIbHO TPYAHO, NMOTOMY, UTO 6051e3Hu,

O

Bbi3biBaeMble MyTaLUUAMMN B reHaX, MOryT NpPoOSABJIATbCA TAK XXe, KakK
6o0ne3HM, Bbi3biBaeMble (paKTOpaMm cpeabl:

B OAHMNX CNy4HaAaAX BPOXAEHHYIO I'J'IYXOT¥ Bbi3blBaeT pELIECCVIBHbIVI
reH, a B Apyrux — sapaxeHuve chbopmMmupyrowierocs rsioga
Bo36yauTtenem KpacCHyYyXu BO BpeMsa 6epeMeHHOCTM.

B oAHMX cilyyasix npuunHa OTCYTCTBUSA JIYHEBOU KOCTHU
B NpeaAn/ievybeé PYKUN — MYTaHTHbIM reH, a B APpYrux — BO3leUCTBUE

Ha nsoa npenaparta TaauaoMuaa. Tonbko nyteM FHlaTesibHOro
aHa/iM3a poAoOCJ/IOBHOM NaLMeHTa KOHCYJ/IbTaAHT MOXKeT peLlluTb,




KOHKpeTHble Mepbl

O Ecnu poautenmn yxe npuHSAIU peLleHune,
TO UM MOXXET NOHAA0OUTBLCSA MOMOLLb B €ro
OCYLLLECTB/IEHUM

0 PeweHune He UMETb 6onblie aeTtem MoXeT
notpeboBaTb COBETa OTHOCUTESIbHO
MCMOJIb30BaHNS NMPOTUBO3a4YaTOUYHbIX
cpencTB, CTepuansaLmm,
MCKYCCTBEHHOro ornJiogoTBoOpeHus,
YCbIHOBJIEHUSA U T.M.

0 Ecnu He yaanocb npenoTBpaTuTh 3a4daTtue,

____TO MOXET BCTaTbLb Bonpoc 06 abopre
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Bo-BTOpbIX

O KOHCYNbTaHT AOJIXKEH yBaXaTb
pennrumosHbie ybexxaeHnss u MopaJibHble
npUHUMNbI poauTenem, Ho BO MHOIMMX
CJZlyyasiXx OH OKa3biBaeTCA B KOH(JIMKTHOM
CUTyaLlMN: ero coBeTbl MOryT NPpoOTUBOPEUUNTDL
MECTHOMY 3aKOHOAaTeNIbCTBY UM
pPe/ZINrMo3HbiM YCTAaHOBKaM

O B HeKOoTOopbIX cy4dYasaX poauTesiv BeCcbMa
Pa3yMHO XOTAT npepBaTtb 'MJOXYH0"
6epeMeHHOCTb, HO UM TPYAHO caenaTtb 3TO
M3-3a 3aKOHOoAATEeJNIbHbIX WU PEeJIMTUNO3HbIX
3anpeTos 27




B-TpeTbux

CyLWwecTBYIOT MeToAbl NpeHaTaJibHOWU

OUArHOCTUKM.

1.HekoTopble cepbe3Hble AedeKTbl
pa3BUTUA NJioAAa MOXXHO BbISABUTb eLle
OO0 poXaeHus, npuberHys :

0 K YyNbTPa3BYKOBbIM UCC/1IEAOBaHUAM

nnb6o Kk Bu3yanmsaumm njaoaa ¢ nNomMoLblto

ONTUYECKUNX CUCTEM, BBeAleHHbIX B MaTKy
2.PacnpocTtpaHeHHasa B Hacrtoslliee BpeMsa

AvarHocruyeckas npoueaypa —

aMHUOLIEHTEe3. 28




Cnyyan npoBegeHnss XpOMOCOMHOIO
aHanum3a

1 XPOMOCOMHbIV aHalIN3 PEKOMEeHAYyeTCS

NPpOBOANTb B Te€X C/y4dasaXx, Koraa puck
3aboneBaHnsa pebeHka CTO/b BbICOK, YTO
onpasAblBaeT PUCK U CTOMMOCTb 3TOU
npoueaypsbl. HanpuMmep, ecin y ogHoro

N3 poanTenen MMeeTcs nepectpomka XpomMocom
MIN ecnun BO3pacT MaTepu npesbillaeT 35 ner
(PUCK XPOMOCOMHbIX aHOMa/ M1 B 3TOM CJiy4vae
cocTtaBngdet 6osiee 1%), To Ha OCHOBaHUMU
npeHaTasibHOro AnarHo3a MoMKeT 6bITb
peKoMeHAOBaHOo npepsaTtb 6epeMeHHOCTb,

B pe3yJ/ibTaTe KOTOPON HeEN36eXHO poansics

6bl pebeHOoK C cepbe3HbIMU AedeKFgMnN —
buirunueckviMmui 1 (i) VMCTREAHHKIMIA




CoBpeMeHHble MeToAbl
nccnenosanna AHK

0 bnaropgapsa passutuio MetTonoB nccnegosaHna AHK

[]

OOCTUrHYThI 60NblUME YyCNeXn B KAapTUPOBaHUM
XpPOMOCOM yesioBekKa.

Tak, ecnn B ceMbe oTMedeHa xopes NIeHTUHITOHA,
TO B psifle CyyaeB Tenepb MOXHO onpeaenunTb, KTo
N3 YS1IEeHOB CEMbW YHacnenoBas AedeKTHbIN reH, eule
N0 NposiBJIEHNUS CUMMTOMOB 3TOM 60ONE3HMN.

CylecTByoLLINE METOAbI YNIBTPA3BYKOBOIO _
CKaHUPOBaAHUA U MAarHUTHO-PE30HAHCHOMU
TOMOrpadmm no3soISIOT BU3yannanposaTb naoa

B yTpobe n obHapyxuBaTb aHaTOMUYECKUE
HapyLweHns, Takme, Kak pacliesimHa Nno3BOHOYHUKA,
pacliennHa Heba n HeKoTopble NMOPOKKU cepaua.

30



MaccoBoe o6cnepoBaHne (CKPUHMWUHT)
HaceneHuns

)
O C nosaBneHueM npeHaTaanoH ANArHOCTUKWM CTall

BO3MOXeH CKPUHUHTI NONYASALMMN,
XapaKTepPU3YHLWNXCH BbICOKMMU HacTOTaMn Tex Unu
WHbIX HAacneaCTBeHHbIX 3aboneBaHnn. CKPUHUHT
NO3BOJISIET BbISIBUTb CYMNPY>XeCKNe napbl C BbICOKOW
CTEMNEeHbK pUCKa U KOHTPOJSIMPOBATb Kaxpaoe

MX 3a4aTme, uccreays passuBaroOLLMINCS MJI0A.

0 B yacTHOCTU, Tak BbIgBAAIOT 60/E3Hb :

@ Toa — Cakca;

2 cepnoBMAHOKJ/IETOYHYIO aHEMMIO, YacTo
BCTpeYatlowycs y Bbixoaues n3 3anagHon AQpuKkH,

2 TanacceMMio, 4actoTta KOTOpPOW MOBbILIgHa

Yy cpeaAn3eMHOMOPCKUX HapoaoB.



[

Pa3BuTUE KOHCYJ/IbTaTUBHOM
NOMOLLM

B npouecce KOHCY/bTUPOBAHMUA Bpay He orpaHM4ymBaeTCcs
OAHOKpPaTHbIM OMNPOCOM MNauUMEHTOB, HO BCTpeYaeTcs C HUMU
HEeCKO/IbKO pa3, yTobbl MONYy4YNTb HEOHBXOANMYIO MEeANLIMHCKYIO
NOKYMEHTALUMIO, @ TaKXe 4yTobbl TWaTeIbHO Pa3bsCHUTb, YTO
O3Ha4yaeT B UX CQlydae pUCK NOBTOPHbIX 3aboneBaHuMN.

Cpean poACTBEHHUKOB M3 NapasniefibHbIX BETBEN POAOC/IOBHON,
0COBEeHHO B c/ly4asiX AOMUHAHTHbLIX U CLLEMSIEHHbIX C NOJIOM
6onesHen, MOryT okasaTbCs NnuUa C BbICOKMMU CTENEHSMU PUCKA,
KOTOPbIM reHeTn4yecKkoe KOHCYNbTupoBaHme Heobxoammo.

Hanpumep, npu cuenJsieHHon ¢ X-XpOMOCOMOM MbILLEYHOM
ancrpocdpmn cectpam marepm 6onbHOro cneayer
noABEepPrHyTbCA TECTUPOBAHUIO, TAK KaK OHU MOryT 6bITb
HOCUMTEe/NbHULaMu AedeKTHOro reHa.
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AKTYa/1IbHOCTb MeUNKO-
reHeTUYEeCKOro KOHCy/1lbTUpoBaHu4

MeaunkKo-reHeTn4yeckKkoe KOHCYNbTUPOBaAHME
Ans HaceneHns —oaAuvH N3 Hanbonee

3¢ PeKTUBHLIX NyTen NpoPunaKTUKu
HacleACTBEHHOMU NaToJiIorum,
npeaoTBpalleHns poXxXxaeHus &
NOTOMCTBA C HaceACTBEHHbIMM
6onesHaMn v pedekramm.

1 B MockosckoM HUN neanatpum n neTckou
XUPYpPrum MmegnkKo-reHeTnyeckas

mﬂtwmumfwﬂmvﬁmmw

25 neT.




Llenb KOHCyNnbTaunu

0 onpeaeneHne BesimdmHbl pucka poxaeHus
nopa)>eHHoro pebeHka B TOU MM UHOM
CEMbE;

0 WHMOPMMPOBAHME POACTBEHHUKOB O
CTENEHWU 3TOro0 pUCKa;

[0 MOMOLLb CeEMbSAM B NPUHATUN Hanbonee
NpaBUbHOIO peELLEHNS O AETOPOXAEHNN C
YUYETOM CTerneHmn Taxectn 6one3Hun nnu
nedeKkTa, BO3MOXHbIX NyTeu
CBOeBpeMeHHOW AMArHOCTUKUN N KOoOppeKLnn
OXWUAAEMOM NAaTOSIOrNnN, N3y4YeHuns
COLManbHO-6bITOBOro U NCUXONOrNYECKOro

KnuMaTta CeMbM. 34



Meaunko-reHeTn4Yeckas KOHCyNnbTauus,
0C06eHHOCTH ee npoBeAeHUs

Meauko-reHeTu4yeckass KOHCY/ibTalMUA — 3TO He
O6bIUHbIM NpUeM Bpaya B NOJIMKJIMHUKE, @ CUTyauus,
KOTOpasa NpakTUYeCcKu Bceraa cConpoBOXAaeTcs
3MOLIMOHAJIbHbIM CTPECCOM ANA JIUL, 06paTUBLLUNXCSH 3a
COBETOM.

Ba)xHO co3aaTb 61aronpuaTHy0 06CcTaHOBKY, B
KOTOPOM nportekaer NPoOLECC KOHCY/IbTUPOBaHMS.

B LLeHTpe HacneacTBeHHOM NaToJ/iIorMm AeTen
KOHCYJibTaLlMun, NpoBOAATCH NPU OTCYTCTBUMU
NOCTOPOHHUX AuLll. beceabl HOCAT AOBepUTEJIbHbIN
XapaKTep n BeAyTcA Kak ¢ o060MMM cynpyramMmm, Tak U c
Ka>XAblM U3 HUX B OTAEJIbHOCTM.

OrpoMHoe 3Ha4YeHue npmaaeTcsa co3paaHunio atMmocoepbl
B3aMMOMOHMMAaHUA MEXAY KOHCYJIbTAHTOM U
nauMeHTamm.

Npu 3TOM Bpay HEBOJIbHO BHUKAET B OTTEHKM
B3aNMMOOTHOLUEHN MeXy OTAE/IbHBIMN
poACTBEHHUKaMM, Aenaer ansa cebs BbIBOKOO cTeneHu
COUMaNbHOMU U KY/IbTYPHOM 3pesioCTu nvu,




YCTaHOBJ1IeHMe NCUXO0JIOrMYeCcKOoro KOHTakTa C
naumneHTaMm B npoLecce reHeTn4deckoro
KOHCYJIbTUPOBaHMNA

O B npouecce reHeTM4YeCcKoro KOHCYIbTUPOBAHUS BO3HUKAIOT
camble pa3Hoobpa3Hble cuTyauumn, Tpebyrouime oT Bpaya
YCTAaHOBJIEHUA NCUXOJIOFMYECKOro KOHTaKTa C CEMbeM.
Hepenko oanH U3 CynpyroB BOJIbHO UM HEBOJIbHO bepeT Ha
cebsa BUHY 3a nosiBNieHne Ha cBeT 6bosibHOro pebeHka.

0 3HaudnTenbHO C/10XHee 60pOoTbCS C OWYLLEHMEM BUHbI nepea
pebeHKOM 1 ceMbeWn, ecnn B poaocsioBHoM npobaHaa
(o6bcnengyemoro) orMevyasiMcb aHanorunyHbole 3aboneBaHus.

0 Tak, B 04HOW CeMbe B pOAOCNOBHON MaTepu pebeHka,
cTpagatouwiero remopunamen A, BbiiBSIEHbl Cly4Yan aHANOrMMYHbIX
nopa>xeHumn, ceBnaeTenbCTBYOWME O TOM, YTO MaTb —
HOCUTEeNIbHMLA MYTAQHTHOIo reHa. B Takmnx cnydyasx ocobeHHo
BaXXHO paccKa3aTb O NreHeTUYeCKUX MexaHm3amMax rnaTtosiormu,
06BACHUTL, YTO HUYbEN BUHBbI TYT HET U 6bITb HE MOXET, YTO
peyb naeT NUlb O 3aKOHaX BEPOATHOCTU U T. A.
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KOHCYNIbTaHT AO0J1>XXEH Pa3bsACHUTb CynpyramM HIOAQHCbI
6051€3HUN M UTO cieayeT AenaTtb Npu 3Ton 60N1e3HMn

O6bIYHO BMHOBaTbIMU B 60n1e3Hn pebeHka waun aeten
MY>XbSl CYUTAJIM XKeH. B Takux cnyvyasax K
3aKJIlounTenbHoOn 6ecene crapanaucob NpuBJieYdb He
TOJ1IbKO Cynpyros, HO U poACTBEHHMUKOB CO CTOPOHbI
MY>Ka, UTO6bl 06BSACHEHUA KOHCY/1IbTaHTa UMeNun
60/1bLLMN pe30HaHC B CeMbe.

B 60/1bLUMHCTBE C/lyYaeB reHeTu4Yeckas KOHCYJ/ibTauus

cnocob6crByeT HOpMasinsaLum NCUXOJIOrM4YEeCKoro
KJZIMMaTa B ceMbe.

3a/ayvya KOHCYJIbTaHTA YCJZIOXXHAETCS, €C/IN Npw
ayTOCOMHO-peL/eCCUBHO HacneayeMou naTtosiormm
B CEMbe BCTAEeT BONPOC O BO3MOXXHOCTU CHUXXEHUA PUCKaA
TObKO B CAYyUYae 3aMEHb OAHOFO N3 CYRAPYFOB
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dopmMa npoBeaeHusn
KOHCY/bTaLium

« OOHM yTBEPXAAIOT, YTO KOHCYJIbTAHT A0J1XXEH
He COBETOBaTb, a NULWIb coobLWaTb CEMbE

daKThl.

 [10 MHEHMIO ApYrKX, «no3uuma
HEeUTpaJZMTeTa CO CTOPOHbI KOHCYJIbTaHTA
He oTBe4yaeT HOBbIM TpeboBaHUAM
KOHCYJ/IbTUPOBaHUSA >.

0 KOHCYNbTAHT AOJIXK€H YeTKO yKa3aTb CBOIO
NnOo3MLIMIO B OTHOLUEHUMM NMPOrHo3a
KacaTeJIbHO KOHKPeTHOU CEMbMU U NpH
3TOM NOMOUYb Cynpyram BbipaboTaTtb
AaJIbHEULLYIO TAaKTUKY B COOTBEECTBUM C
BO3MOXHOCTSIMM M OOCTVOKEeHUsIMM




Mpouecc KOHCYJ/IbTUPOBaHUSA

B npouecce KOHCYNbTUPOBaHMUSA HEOOXOAMMO YUUTbIBATb
NHANBUAYAIbHble OCOBEHHOCTU CYNPYroB, UX OTHOLLUEHUE K
NaTo/IOrnM.

Heo60CHOBaHHbIN ONTUMU3M MPU BbICOKOM MrEHETUYECKOM
pUCKe — BCTpeYaeTcs 3HaYUTENbHO pexe, Takoe sBfieHne
06bIYHO XapaKTeEPHO ANSA MOSIOAbIX CEMEN.

TaKTUKa KOHCYJ/1bTaHTa BO BCeX cyyasaX AO0JIHKHA 6bITb
HanpasBJieHa Ha YCTaHOBJIEHMEe KOHTaKTa C Zimuamm,
o6paTUBLULMMUCSH 3a COBETOM.

He3aBMCMMO OT XapaKTepa NpPpoOrHo3a Cynpyrv AOJ1HKHbl
NnoJlyumMTb aAE€eKBaTHbIA COBET, YCBOUTb NrEHETUYECKYHO
CUTYaLMIO TaK, YTO6bl caMu MOrnm ee o6 bACHUTDL
APYrMM pOACTBEHHMUKaM.

xopowasas MHPOPMUPOBAHHOCTDb - 3TO 3aJso0r
Wﬁmﬁeﬁceﬁbe.




OTHOLWeHue K BpauebHoOn TanHe

[] 6COBO€ BHUMaAaHNE CTOUT YOEJINTDb

OTHOLUEHNIO K BpayebHOM TanHe. DTOT BOMpPoC
KaxeTcst 6ecCcrnopHbIM.

[0 3TOT NPUHUUMN OCTaeTcs He3blbneMbiM U Npu
cbope poaoC/10BHOM CeMbU, NMPU YTOUYHEHUN
XapakTepa naTosormm, UMpKyJMpytowen B
CEMbE.
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Meamnko-reHeTnyeckoe
KOHCYNnbTUpPOBaHMeE

1 Meaunko-reHeTmyeckoe
KOHCYJIbTUpOBaHMe npeacraBnser
cobon oaAMH U3 BUOOB
crneunanamn3npoBaHHOM MeaANLIMHCKOWN
NOMOLLMN U MOXET KBanndpuumpoBaHHO
OCYLLEeCTBNATbCS fiMllb BPA4YOM -
cneuuasimcTtom B obnactm
MEeAMLMHCKOUN Nr’eHEeTUKM.
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Cnydau, Koraa KOHCynbTauus
Bpaya-reHeTnka Heobxoamma:

Ecnn y napbl poanncsa taxxeno 60/bHON NN PU3NYecKu
HenoJsIHOUEHHbIN pebeHoK

Ecnn B ceMbe cpean poaACTBEHHMKOB MOBTOPAOTCS ciyyau
HacneaCTBEHHOWM NAaToN0rnm

Ecnu cynpyrm coctosaT B KPOBHOM pOACTBE

Ecnn npu nnaHnpoBaHnm 6epeMeHHOCTN BO3PACT XEHLLNHbI
mMonoxe 18 net nnu ctapwe 35 net. B aToM cny4yae
BEPOSATHOCTb MNOSIBJIEHNS MyTaLUN B MOJIOBbIX KNEeTKax
poauTenen, "npespalleHnsa’” HopMasibHbIX FEHOB B
naToJiormyeckme AoCTaToOYHO BbICOKA

Ecnun y XeHLWnHbl UMeeTcs NnepBMyHass ameHopest, oCObeHHOo B
COYEeTaHUN C HeAOPA3BUTUEM BTOPUYHbBIX MOJIOBbIX MPU3HAKOB

Ecnn y XXeHLWWHbI OTMe4daeTcsa nepBuyHoe 6ecr|no,£w|e,
Halndme AnCryiaCtn4ecCcknx 4epTt pa3BnUTmAad B COH4ETAHNN C

APYTMW TTaTOJTOT MYECKWMW TTPU3HAaKaM (HanpuMep, HN3KNU

POCT, CYAOPOXHbI CUHAPOM U T.4.) 42



Ecnn oanH n3 cynpyros pabotaeT Ha BpeaHOM
NpPOMN3BOACTBE

Ecnu nmeetcss HeNnepeHOoCUMOCTb JIEKAPCTBEHHbIX
0RCAARATOR U AUIUCELLC DO/ KTOR

Ecnu paHee y XXeHLWWHbl 6b15I HEBNaronpuUsaTHbIE
ncxoabl bepeMeHHOCTUN: CaMONMpOn3BOJIbHbIN
BblKMAbllW, Hepa3BmBatowasacs bepeMeHHOCTb,
MEpTBOpPOXAEeHNe

Ecnn npun HacTosawen 6epeMeHHOCTU XXEeHLUMHA
nepeHecsia ocTpoe nHpeKunoHHoe 3abosieBaHne
nnn obocTpeHne XxpoHndyeckoro 3aboneBaHuns;
NpUHMUMasia nNekapcTBeHHblE npenapaTtbl, ajlKorosb,
HAapKOTUKW, NMPOBOANIOCH
DEHTreHOANArHoCTU4YeCcKoe nccneaoBaHue

Ecnun npun HacTosawen 6epeMeHHOCTU OBbHapy>XeHbl
OTKJIOHEHUSA B NMoka3aHuax Y3U; bnoxmMmmyeckmnx
Mapkepax natonoruu nnoaa - APl (anbda-
r0Ha,c|,0T§>or|V|H), H3 — (HEKOHBIOrMPOBAHHbIW
3CTDOMoN). aHaam3laxX Ha MHbDeKunu




OTBEeTCTBEHHOCTb Bpaya-
reHeTunKa

Bce 37O yBENMYMBAET OTBETCTBEHHOCTb Bpaya-
reHeTUKa: Kaxjoe C/I0BO MHTEPMNPETUPYETCS B
XXeslaeMOM Harnpas/1EHUMN.

Ecnu cynpyrn cmnbHO onacatoTcs uMeTb 60/1bHOro
pebeHKa, TO HEOCTOPOXHOE C/I0BO Bpaya ycuameaeT
CTpaX, XOTS Ha CaMOM fefie pUCK MoXeT ObITb
HeboNbLLINM.

HaobopoT, nHoraa xenaHme nMmetb pebeHka
HACTOJIbKO BeJSIMKO, UTO AaXe Npu BbICOKOM pUCKE
Cynpyrv peuwatwT poAnTb ero, NOToOMy 4YTO Bpay
CKa3a/1 0 HEKOToOpoM BepOﬂTHOCTM 4yTO OH byaeT
3/10POBbIM.

[To3TOMY ecnn AOCTUrHYTO B3aMMOMOHUMaHUE
MeX/1y BpayOM-reHETUKOM U NnLaMu,
NPUXOAALWMMN HA KOHCY/IbTALUMIO, TO MARKHO
HaOeaATbCSA Ha ee yChnex.




OTBeTCTBEHHOCTb Bpadya-reHetTuka

[0 KOHCYNIbTAQHT-reHeTuK BCeraa yuynTtbiBaeT
MOTUBbI, KOTOPbIMN MOIyT PyKOBO/JCTBOBATbCH
noan (aMounoHanbHble, counanbHO-
S9KOHOMMYECKMNe n apyrme), obpatmelumnecs 3a
KOHCYy/ibTaunen. OaHAKO 3aKNt04YeHne Bpaya-
reHeTuKa Bcerga o6bEeKTUBHO, XOTS U
"CUTYaLUMOHHO

[0 B oTBeTax cyrnpyraMm He y4YmnTbIBAeTCs UX
XenaHne nMmetb pebeHka. Tonbko
06beKkTUBHbIE AaHHble! HeoboCHOBaAHHO
6/1aronpuATHbLIN COBET MOXET 06EpPHYTbCH

TSXesIon NCUXmnYecKkon TpaBMou nRgcse
NOYW Nediia A0oNkHOorao hebedva FTobkrkAaqg




3aKarn4yeHne

1 Takum obpa3oM, npobneMbl MeanKo-
reHEeTNYECKOro KOHCY/1IbTUPOBAHUA
3HAUNTESIbHO WKNpe CTaTUCTUYECKOrO
YCTAQHOBJ/IEHUS TEHETUYEeCKOro pmncka.
B LUMpOKOM KOMM/1eKce MHOrorpaHHbIX
3a/a4 ocoboe MecCcTo NpUHaANexuT
BOMNPOCaM NCUXOJIOMMYECKOro rnJsiaHa,

HEPEAKO BO3HNKaAKOWMM B MPOLECCE
KOHCYJIbTUPOBaAHUAI.
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NMIncbMeHHoe 3aK/1IloYyeHue BpaJva-
reHeTuka

1 obsa3aTenbHO AN19 CEMbU, NOTOMY 4JleHbl CEMbU
MOryT BO3BPATUTbLCH K 064yMbIBaHUIO CUTYaALMN.
Hapsagy € 3TMM HeobXxoAMMO YCTHO B AOCTYMHOW
dhopmMe 06BACHUTb CMbIC/ZT F’EHETUYECKOro pnucKka u
NOMOYb CEMbE MNPUHATb peLleHune.
3aKJ/IlouUUTEesIbHbIE 3Tanbl KOHCYJIbTUPOBAHUSA
TpebyroT caMoro NnpucTasibHOro BHUMaHuA.

1 Kak 6bl HM CcOBepLUEHCTBOBA/IMCb MeTobl pacyeTa
prcka (3MNMpuUYecKoro nnm TeopeTmnyeckoro), Kak
6bl MOJIHO HN BHEAPAINCb AOCTUXEHUS
MeANLMNHCKOWN reHeTUKn B paboTy KOHCY/IbTaLunK,
HeNb3A NOoNYUYMUTb XenaeMbin 3dpdekT ot

~KOHCYAbTUPOBaHUSA, ecA-naLneHTbl
HenpaBWJIbHO noﬁM’yT o06bsAcCHeHné/ Bpaua-

FALIAO T A WL/ D




MeaAnko-reHeTuuyeckoe
KOHCY/1bTUpOBaHue: pyHKL MU Bpava-
reHeTmka

Bpau-reHeTukK BbINOJIHAET ABE OCHOBHbIE DYHKLMNN:

A BO-MNepBbIX, OH "MomMoraeTt" Koseram
"MoCTaBuUTb AMArHo3", UCnonb3ys npwu
anpdepeHumnanbHON AnarHocTmke crneunasnbHble
reHeTnyeckme MeToabl,

2 BO-BTOPbIX, onpeaenseTr "NporHo3 340p0BbS
byayuwero notoMmctea" (MM yxe poamellerocs).

[lpn 5TOM Bcerga nepeg BpaydyoM BO3HUKAIOT
BpayebHble, reHeTu4YecKmne n AeoHToIormyeckmne

mmﬁ_ﬂajwmﬂaﬂmﬂtyﬂﬂﬂmﬂﬂﬂ

npeobnagatoT TO O4HW, TO Apyrue.



[ eHHaa Tepanug

[0 FeHHass Tepanusa (TpaHCMaHTaAUNA reHOB) —
BBeleHUe HOPMaJZiIbHOIO reHa B KJIETKM
yesioBekKa, cTtpajaloulero HacneacTBeHHbIM
3abosieBaHMeEM, — MOKa CAOXHbIN KJIIMHUYECKUNA
SKCNEepUMEHT, X0Ta byayuiee, HECOMHEHHO, 3a
35TUM METOAO0M /eyeHud.

1 OAaHakKo ecnn AonyCTUMbl MOUCKU METO/40B
reHHOW Tepanuun HacneacTBeHHbIX 60os1e3Heun,
TO OHMW A0J/1XHbl 6bITb OrpaHNYEHbI
MCMOJ/Ib30BaHMEM COMaTUUYECKUX KNeToK
(NenKounToB, KYNbTYpPbl APYIrMUX KJI€TOK) C
3arMpeToM MaHUNyndaunn Haa MOTOBLIMN
KNEeTKaMn, 4Tob6bl COXpPaHUNTD




Cnacnbo 3a BHMMaHue!
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