O630p U
K/TIOYEBbLIE TEMDI
MEe KO-
FeHEeTUYECKOro
KOHCY/IbTUPOBAH
NS

Meanko-reHeTnyecKoe KOHCYbTUPOBAHME
NOMOraeT NOHMMATb HAC/IEACTBEHHOCTb U
3000TUTbLCS O 340POBbE CEMbBM.

H
\




IcTopuma 1 3HavYeHne
KOHCY/bTUPOBAHMA B
reHeTunKe

Pa3sButre MegnKo-reHeTn4yeCcKoro
KOHCY/bTUPOBAHMA HAYAOCb BO
BTOPOW NoJioBMHE XX BEKA C OTKPbITUN B
obnactn reHeTukm Yyenoseka. B CCCP
nepBble LeHTPbl NosaBmuIncb B 1967/
roay, MOMoradsa CeEMbAM CHU3UTb PUCKU
HACeACTBEHHbIX BONe3HeN y aeTen.




OCHOBbI FreHeTUKM ang
NoHMMaHMa M K

YT0o TOKOE reHetuka?

[eHETVKA N3YyYaeT, KOK NPU3HAKKN 1 BONe3HU
nepenarTcd oT poauTenen getam. Hanpumep,
remodpmnnsg HacnegyeTcsa No 3AKOHAM,
CBA3AHHbIM C NOJSIOBbIMY XPOMOCOMAMMU. ITO
NOMOIraeT NMPeaCcKA3bIBATb BEPOATHOCTb
nepenaym 3a601eBAHUN.

CTpyKTypda v posib XpPOMOCOM

B Ka>X00M YefloBEYECKOMN KITeTKE COOEPXKUTCS
46 XpOMOCOM, B KOTOPbIX XpaHutca LHK c
reHamu. [eHbl onpenenaoT BHELIHOCTD,
3[0POBbEe 1N 0COOEHHOCTU OPraHn3Ma,
ABMTIASICb OCHOBOW HAC/1IE4CTBEHHOCTMW.




Tmnbl HAC1egoBaHUMA M HACNeOCTBEHHbIe
3ab0/1eBaHUA

IHOMMHOHTHOE Hac1ea0BAHME
NPOABMAETCH, eC/i OOAUNH N3
poauTenemn nepenaeT M3MeHEHHDIV
reH, KAk npu xopee [eHTUHITOHAQ,
BbI3bIBAIOLLEN HAPYLUEHNA HEPBHOM
CUCTEMBDI.

[Tpn peueccnBHOM TUMeE, KOK NP MyKOBUCLMO03E,
30060/1eBAHME BO3HMKAET TO/IbKO ec/v 0b6a reHa
YHAC1eA40BAHblI UBMEHEHHbIE, YTO TpebyeT
HOCUTENbCTBA BonesHn y obonx poantenen.

CuenneHHoe C No/IOM HAC/e40BAHME CBA3AHO C FTEHAOMU HA MO/I0BbIX
XPOMOCOMAX, HONpMUMep, reModmnsa Yaile BCTPEYAETCH Y MY>KUYNH
M3-30 0COBEHHOCTEN Nepeaaym TOKMX FrEHOB.
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e [lpn HeOOXOOMMOCTU ﬁpMBneKmOTc;l
CMeXKHble CreumnanncTbl, obecrneunBad

KOMI/TIEKCHYIO MOMOLLLb U MOOAEPMHKKY
MALMEHTAM N NX CEMBSAM.



CoBpeMeHHble MeToabl MITK
NO3BOJSIAIOT AMATHOCTUPOBATL
reHeTn4yeckne 3a06051eBAHUA
30,00/1r0 A0 MOosAB/EHUS
CMMMNTOMOB, YTO MOBbILLAET
3 PEKTUBHOCTb SIeYEHUSA U

” NPOLLEHT CNTy4aeB PAHHEro
BblIB/IEHUA HOC/1EACTBEHHbIX
bone3Her bnaronaps

CBOeBpeMeHHOM YAYYHLWAET MNMporHoas.
ONAIrHOCTUNKE U
I'IquDI/I}'ICIKTl/I Ke. BcemupHas opraHnsaums

3apaBooxpaHeHus (BO3)




Mpn I'IO,EI,O3peHl/IFIX HO [1py NNAHUPOBAHMNN ECnn B ceMbe Y>K& ecTb
HaCNenCTBEHHbIE 60OEe3HM 6bepeMeHHOCTHN, OCOBEHHO CyYan HACNEeOCTBEHHbIX
Yy OOHOro 13 pogutenemn ec/i BO3pacT byayLimx 30601eBAHU, pom‘fegﬂ N
i M BNN3KNX — poautenen ctapuwe 35 net, — pebeHOK C nopOKoMﬁ\ NS
POOCTBEHHMKOB OJ14 4YTO yBeNM4YMBAET PA3BUTUSA, TNOO \“ \\\\\ |
OLLEHKM PUCKOB pPOXKOeHUS BEPOATHOCTb MrEHETUYECKMNX HaG6tOOATCS I'IOBTOprIe 1
60/1bHOro pebEéHKA. OTKJTIOHEHU. BbIKNObILLW. N



3a4a4vm cneymanmcta MegmKo-reHeETUYEeCKoro
KOHCYJIbTNPOBaHINA

OnpenennTb BEPOATHOCTb POXKAEHUA pebéHKA ¢ — [lcuxonornyeckn noaaep>aTb NALMEHTOB B
reHeTn4YeCcKmM 3a60/1eBAHNEM HO OCHOBE NOHUMOHUN CUTYALUN N NPUHATUN

OHOM30 CEMENHOIO0 AHAMHE3d N FrEHETUYECKUX OTBETCTBEHHbIX PELUEHNIA NO MNSIAHUPOBAHMUIO
OAHHbIX. CEMbM.

[1penoCcTaBUTb CEMbE MOMHYO U AOCTYMHYIO — PekomMeHpoBaTbL HeEOBXOOMMbIE
MHopMaLMo 0 3a60/1eBAHUN, ErO OOMONHUTENbHbIE 00CNIeA0BAHNA U METOAbI
NPOSIBMEHMNAX U MOCNEOCTBUAX B XKU3HMN. NPOPUNAKTUKMN NS CHUXKEHUS PUCKA

HACJ/1eACTBEHHDbIX bonesHen.




DaKTopbl pUCKa HACNeOCTBEHHbIX 3abo1eBaHNI

HacnepcrBeHHOdA
ncTopus

Hannuyme reHeTUYECKUX
30601€eBAHNN Y
POLCTBEHHUNKOB
OIMIKANLLMX NMOKONEHUN

NOBbILIAET PUCK
HOCNeOCcTBEHHOW
NATOSIOrMN Y MOTOMKOB.

Bo3pacT pogutenen

Ocoboe 3HaueHne nmeet
BO3pPACT MATepu cTapLie
35 neT, uTo CBA3AHO C
NOBbILUEHHBIM PUCKOM
XPOMOCOMHbIX OHOMATN
y pebéHKa.

JKoJiormyeckKme
BJIUAHUSA

DaKTopbl OKPY>KAtOLLEN
cpenbl, TOKNE KAK
BO3OENCTBUE TOKCUHOB
MY pagmaunm, MoryT
YCUIMBATb BEPOATHOCTb
PA3BUTUA FTEHETUYECKUX
3060/1eBAHUN.

UHamBupyanbHblie
ocobeHHOCTU

OcobeHHOoCcTM 0O6MeHa
BELWLEeCTB U FTeHEeTUYECKNI
POH KOXKA0ro YesoBeKa
BNINAIOT HO NPOSAABIEHNE
HOCeACTBEHHbIX YEPT U
NpenpacnosIOeHHOCTMW.




OCHOBHbIE
MEeTOdbl
reHeTNYEeCKOro
TECTUPOBAHUA
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KapnotnnmnpoBaAHME MO3BONIAET
BbIABUTb HAPYLUEHUNS B YMCNIE U
CTPYKTYpe XPOMOCOM, YTO NMOMOraeT
OVNArHOCTUPOBATb CUHAOPOMBI,
HanpuMmep LayHa nnu
KnaHdenbtepa.

MeTop NLLP ncnonbayetca ons
TOYHOIr0 OOHAPYXKEHUSA N3MEHEHWU
B IJHK, TOKMX KOK MyTaL MU, U
NO3BOAET ObICTPO BbIABAATb
HacneacTBeHHble 3a60/1eBaHMA.

CekBeHunpoBaHune IHK gaer
MOJIHbIN MepeYeHb
nocs1e0oBATENIbHOCTU FrEHOB, YTO
MO3BOJISET PACMO3HATb OAOXKe
pefKne reHeTnyeckme HapyLueHns
HO POHHUX CTAOMAX.



PONb CEMENHOro ApeBa 1 aHanms3a PoaoC/I0OBHOU

CocTtaBnieHne CeEMeNHOro ApeBd NMOMOraeT NpocneanTb
nepenavy reHeTUYECKMX NPU3HAKOB M 3a00/1eBAHUK Yepes
NOKOJIeHNA. AHON3 HECKObKMX MOKOIEHUIN OAeT bonee
TOYHble O0HHbIE 019 OLEHKN PUCKA HACIEOCTBEHHbIX

bone3Hemn.

M3yueHmne pogocnoBHOM BbIABNSAET AOMUHAHTHbIE U
PELLEeCCUBHbIE TUMbl HAC/IEA0BAHMS, O TAKXKE NO3BOJIAET
0OHAPY>XUTb Ae-HOBO MyTALMM, NOABUBLLUMECH BNEPBLIE B
CeMbe. ITO BAXKHbIW LLIAT MPY NOCTAHOBKE ANATHO30 U
NAAHUPOBAHUM NPOPUIAKTUKMN.




\ "_ \
xxxxxx

xxxxxxxxxxx

« HacnencrtBeHHble 3a6oneBaH|)|ﬂ OO
BbISIBIEHHbIE Y 6AU3KMX pO,EI,CTBeHHMKOB \

|I | ',l

‘ ‘ | | || |
RERURRAR | HOBToprle BbIKMObILLUW Y XXEHLUWHDI  bnuskopopacteeHHble époKM N BO3pACT
PR cny>Kc1T MPU3HAKOM BO3MOHbIX poauTenen ctaple 35 Ner TaKxKe
AL reHeTMYeCcKuX npobieM, KoTopble CUMTAIOTCA oboKTopaMm PUCKQO, Npu
VL VA '-T-pe6y+0T KOHCY/IbTALMWM cneunanncTa gns KOTOPbIX CTOUT NPOWTU reHeTnyecKoe

---- A\ A .BbIFI BIIEHWS W NPenoTBPALLeHUs. KOHCYNbTUPOBAHNE /14 OLI,eHKl/I

L AR BO3MOXHbIX yrpos. |/ /
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OTanbl MEOVKO-reHeTUYECKOLOWKOHCY NIbTUPOBaH NS

[MocnenoBaATENIbHOCTb AENCTBMIM B NMPOLECCE KOHCYBTALMM AN TOYHOM OLEeHKI 1
NoAOEPKKN CEMbM

Coop
OcmoTp [MpoBeaeHne O6cyxpeHune
aHaMHe3a " [MocTpoeHue
. nauneHTa u HEeobX04ANMbIX pe3ynbTaToB U
MHpOpPMaLmK PO4O0C/IOBHOU
o ceMbe obcyxaeHune aHanu3oB peKkoMeHgaunm
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| ne nposoanTca Ml K B Poccnmn

— MeaunKo-reHeTn4ecKe KOHCYIbTALUN
OOCTYMNHbI B CNELMANTM3NPOBAHHbIX
LEHTPAX M OTOENEHMNAX KPYMHbIX
60NbHNL, OCHALLEHHbBIX COBPEMEHHbIM
060opynoBAHMEM U
KBANTMAULUMPOBAHHBIMMU
CNeymnaancTamum.

— BOoNbWKWHCTBO yCNyr NpeaocTaBAATCS 6ecniaaTHo
No noamcy obda3aTeNnbHOro MeguLMHCKOIro
CTPAXOBAHUA, YTO OeNIAEeT reHeTUYEeCKYH NMOMOLLLb
OOCTYMHOW 019 LUMPOKKUX C/I0EB HACEEeHUA.

— Bo MHormnx permoHax Poccrm nosgaBmMIdCb BO3MOXXHOCTb NOMYYdTb
KOHCY/IbTALUWM OHNANH, YTO CNOCOBCTBYET PACLUMPEHUIO OXBATA U
noagep>KKe Ooxke oTOA/IEHHbIX CeMeWN.




NnaHupoBaHue
6epeMEHHOCTN C YHETOM
reHeTUYEeCKNX PUCKOB

CeMbs, B KOTOPOI 06HAPY»XNK
HOCUTENbCTBO reHa
MYKOBWCLMO030, Mosy4vnna
NOJIHbIN PACYET BEPOATHOCTU
poOXXOeHMsa 60IbHOro pebéHKa.
Bbin 06Cy>KOEH TAKXKEe BAPUAHT
NPEHATASIbHOMO TECTUPOBAHMUS
ons 6onee TOYHOro onpeaeneHus
COCTOSAHMSA No4a.

15

BbiaBneHue npu4vmnH

6ecnnogmda ¢ NOMOLUbIO
MITK

[eHeTn4YecKoe obcnenoBaHME
NOMOIrNo oNpeaennTb
HacnenCcTBeHHble PAKTOPbI,
BNusatowme Ha becnnogue y
NApbl. 9TO NMO3BOJSINIIO
nonobpaTb MHOMBUAYANbHYHO
NpPorpamMMmy sie4eHns N NOBbICUTb
LUOHCbI HO YCMELLUHYIO
6epeMEHHOCTb.

AnarHocTuka pegKmnx
306051€eBAHUIN Y feTen

Bpau-reHeTnk 6narogaps
AHAN3Y POLOC/IOBHOMN U
PE3yNIbTATAM TECTOB YCTAHOBW/T
penKoe HacneacTBEHHOE
3a6oneBaHmne y pebéHKa, YTo
0,010 BO3MOXHOCTb
CBOEBPEMEHHO HAYATb
CNeLMaAnNM3nNPOBAHHOE SleYeHne
M MOAAEPKMBAIOLLYO TEPAMUILO.



[1o0poaoBoOe reHeTn4YeCcKoe KOHCY/IbTUPOBaAHNE U
obcnenoBaHuA

— JlopoooBoe KOHCY/NbTUPOBAHME peKoMeHayeTca — AMHUMOLEHTES BbInosiHAeTCcd Ha 16-18 Hepene u
Nnpv HAINYNN CEMENHOMN UCTOPUN NpoBepAeT OKOMIoM/04Hble BOAbI HO HAMMYME
HOCNeaCTBEHHbLIX BOe3HEN UM BO3paAcCTeE XPOMOCOMHbIX OHOMAJTMN U FTEHETUYECKUNX
MaTepu ctaplle 35 neT ona CBOEBPEMEHHOIO NATONOr U,

BblABJTIEHNA PUCKOB.

— bwuoncua xopuoHa, npoBoanmMasa Ha 9-12 — CoBpeMeHHble HEMHBA3VBHbIE TECTbI
Henensax 6epeMeHHOCTH, MO3BONSET U3YUYNTb MCMONb3YIOT AHANN3 KPOBU MATEPU ON14
KNEeTKM nNaioad ond BbldBAEHUA FreHETUYECKUX onpeneneHunda IJHK nnopgaq, 4To CHUXKAET PUCK
M3MEHEHUIN PAHHMX CPOKAX. OCJZTIOXKHEHUIN 1 MOBbILLAET OOCTOBEPHOCTb

OUATHOCTUKMW.
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Ob6cnenoBaHMe NPoOxXoauT
TOTbKO Npu 0O06POBOSIBHOM
[ COrNIaCMM CEMbMU, YTO
— . obecne4ymBaeT cBoboay
| BbI6OPA 1 yBAXKEHME K
JIMYHBIM MPABAM KAXKO0r0
YyesloBeKA.

Pe3yn bTATbl KOHCYJ1IbTALUNW

M TECTOB CTPOro
KOHMAOEHUMANBHbI, YTO
3ALLUMLLOET NINYHYIO
MHdopMaLLMIO U

BCE PUCKM Y BO3MOXHOCT
NOHATHbBIM FI3bIKOM

HABA3bIBATb CBOE MHeHMe

.\.\\

NpenoTBPALLLOeT YBOXKATb peLleHns \\\
BO3MOXXHYIO NALMEHTOB. NN
OUNCKPUMUWHALNIO.
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[pMMepbl PAaCNPOCTPAHEHHbIX HACIEACTBEHK
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MykoBncunpos — PeHUNKeToHYpUs — f CuHppomM [layHa —

Tshkénoe HapyLwieHne obMeHa _-Hapyuie / XPOMOCOMHASA AHOMAUA

:gggﬁg;giil“oe BeulecTB s > W' ™" KpoBh I'Ipomcgonm M3-30 TPUCOMUU
3aboneBaHne BCTpedaeTca |~ .-’gn J>KOET MY>KUUH, no 21-in xpomocome, 4ACTOTA

[poasnaeTca HapyLIeHWEM npumepHo B 1 Chaydae HG- 70001 Pf"" etcsi B 1 cnyyvae Ha 10 — okosio 1 Ha 700

p(]6OTbI NErKNX u HOBOpO)'K,EI,éHHbIX.-r_IpI__/_I. // ,:; :«‘/' DOABIIAETCH HOBOPOXAOEHHDbIX. NmeeT

NMLLEBAPUTENBHOW CUCTEMDI. OTCYTCTBUW NeYeHUa RPUBOL @P”V TOHHOCTBIO K XUPAKTEPHbIE BHELLHNE

YacToTa BCTpeuaemMocTu K YMCTBEHHO OT_CT__GH;Q@M;;’H;@// poBoTeyeHusM. Megmko- NPU3HOKU U KOTHUTUBHbIE

cocTaBnsaeT npuMepHo-1 CBOEBPEMEHHEIN KOHTPOMG - reHeTn4yeckoe ocobeHHOCTU. PAHHAS

cnyyaii Ha 3000 NUTaAKS TIoMoraeT n36e KOHCY/IbTUPOBAHME MOMOraeT OVNArHOCTUKA MO3BONAAET

HOBOPOXOEHHbIX. PAHHAA oc HOMHE-H_Mﬁ,_‘--j-;'-"'iii'-;;} BbIABUTb HOCUTENEWN U OPraHM30BATb HEOOXOONMYIO

OVArHOCTUKA 3HAYUTEABHO | — NpenoTBPATUTL Mepeaavy NoO0EPXKKY U PA3BUTHE.

T ynyWHoeT KQUeCcTBOXKM3HN 3060neBaHMA OeTAM.
—___ NaduneHToB: T o
18 e s s
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[ lcuxonormnyeckmpe
acnekTbl MI K ons
cCeMbW
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INarHoCTMKa HacneaCcTBeHHbIX
3060/1EBAHMIM BbI3bIBAET Y CEMbU
TPEBOry 1 CTpAx nepen
BO3MOXXHbIMW NpoBeMAMIM CO
300pOBbeEM ByaYyLIMX OETEN.

[eHeTUK nognep>XKmBaeT
MHOPMUPOBAHME CEMbU, MOMOraeT
NOHATb CUTYyaAUMUIO N 06NerYnTb
HAMNpsa>KeHne, CBA3AHHOE C
HeonpeneneHHOCTbIO M PUCKOM.

CoBMeCTHOE NNIaHUPOBAHME
OANTbHENLLIMX WAroOB CHUXKAET
CTPECC U YKpenJigeT yBepPeHHOCTb B
NPUHATUAX PeLUEHU O
yyuLllEHNA 300P0BbA CEMbMU.



Meomnko-reHeTndyeckoe
KOHCY/1bTUPOBAaHWE: B3rndaan

B byayllee

MI'K nrpaet Knto4veByto posib B MPOPUIAKTUKE HOCNEOCTBEHHbIX BOe3HeN
M noggep>KKe 300poBbs ceMbU. PA3BUTUE TEXHOIOMMIA OefIdeT MOMOLLb
a(hpeKTUBHEE N OOCTYMNHEe Ans noaen no scen Poccun.




