MeToabl U3BYYEHUA FTEHETUKM
YyenioBekKa

KaKk m3y4atoT HacneaCcTBEHHOCTb, 60/1€3HU U MPU3HAKKM YenoBeKa?




[lMloueMy reHeTUKYy
YyesioBeKa U3y4vailoT
OCO6bIM O6pa3om

B reHeTUKe YenoBeKa Henb3ga NpoBOaAUTb
CBOBOOHbIE 3KCMEePUMEHTbI, MO3TOMY OMMPatoTCH
Ha HabnaoeHWe, aHanm3 ceMemn, KNeTok, MoneKysl
M nonynaunm. Takom noaxon noMoraeT YYMTbIBaTb
M HacneacTBeHHOCTb, U BAUAHME cpenbl

Ha NMPM3HaKN, NMPOABJTAOLLIMNECH Y PA3HDbIX nogent no-
Pa3HOMY.




[eHeanornyeckmm MeToa: aHanm3 poaocyoBHbIX

o)

YTO nsyvyaet Mmeton

[eHeanornyecKkmnim aHanms NPocnexXxmBaeT OOMH U TOT e NMPU3Hak

B HECKOJIbKMX MOKOEHMAX ceMbM. OH MOMOraeT MOHATb, KaK UMEHHO
HacnenyeTca 0CO6eHHOCTb, U OLLIeHUTb BEPOATHOCTb €€ nepenayn
OETAM U BHYKaM.
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Tun HacneanoBsaHuda

[0 POOOCNTOBHOM MOXXHO Pa3fIMYMTb ayTOCOMHO-OOMMHAHTHbIN,
aYTOCOMHO-PELLECCUBHbIN U CLIEMIEHHbIN C X-XPOMOCOMOW
BapMaHTbl HacegoBaHMA. [19 KaXXaoro N3 HMX XapakKTepHbl CBOU
3aKOHOMEPHOCTU pacrnpeneneHmna npmsaHaka Mexxay nokKosIeHNAMM
ZRnleEIVIZE
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NMpaKkTn4yeckasa nosb3a

MeToa MCnonb3ytoT MPU N3yYeHM reMopUnnm, 0anbToOHM3MA,
MYKOBUCLIMO03a, MONOAKTUANK N OPYTUX MPU3HaKoB. OH OCO6EeHHO
BaXKeH, KOr4a HY>KHO 3apaHee NoHATb CEMEMHbIN PUCK M OOBACHUTb
ero PoaACTBEHHWMKAM.
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OrpaHMyeHUsa aHanun3a

Pe3ynbraTbl 3aBUCAT OT MOSTHOTblI CEMENHbIX CBEOEHUM

M MPaBUNbHOCTU MOCTPOEHUSA POOOCNOBHOW. ECnn MHpopMauma

O HECKOJIbKMX MOKOMEeHMNAX HenosTIHasd, BbIBOAbl O TUMe HacnegoBaHuMs
CTAHOBATCA MeHee HaaEXHbIMU.



KaK CTpoOUTCa U YnTaeTca poaocC/ioBHaA

(o) YCcnoBHbIE
0603HavYeHunda

B poOoCnoBHbIX MCMOMb3YOT
edVHble CMMBO/bI: KBagpaT
0B03HAYAET MY>KYUMHY, KPpYF —
YKEHLLMHY, @ 3aKpaLUeHHbIN
3HaK YKa3blBaeT Ha Hanmn4me
mccnenyeMoro npmsHaka

N 3abonesaHmq.
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(o) NMounuck

3aKOHOMEpPHOCTEN

AHaNM3MpPYyHoT, MOBTOPSAETCH N
MPUM3HAK B KaXXA0OM MOKOIEHUNN,
BCTpeYaeTcs /i OH y 06omnx
MONOB M NPOMYCKAET MM
oTAeNbHble MOKOTIEHUSA. OTU
MPM3HaKKM NOAOCKa3bIBAtOT

BO3MOXXHbIM TUM HAacnegoBaHMA.

O OueHKa nepenaum

MOTOMKaM

1o POOOCTOBHOM MOYXHO
onpenennTb, C Kakowu
BEPOATHOCTbIO MPU3HAK MOABUNTCA
y Aetenr HocuTena Uam 60nbHOro
yesioBeka. TakoM pacyer
OCOBOEHHO BaXkeH ANng MeaunKo-
reHETUYECKOTIO
KOHCYNbTUPOBAHMA CEMbM.
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O Ponb cxeMmMbl

[[PaMOTHO COCTaB/IEHHaa CxemMa
noenaeT HacnegoBaHMe
HarnagaHbIM M MO3BOMNKAET
ObICTPO YBUOETb K/IOYEBDbIE
CBA3U MeXOy poaCTBEHHUKAMW.
NMMeHHO MoaToOMY PpOoOOC/IOBHAdA
OCTaéTcea 6a30BbIM
MHCTPYMEHTOM FreHEeTUKM

yesoBeka.
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TUnbl HAcnegoBaHUS,
BbigB19eMble
No poAoOC/IOBHbIM

CxeMa NokKa3blBaeT He HaCTOTYy 60ﬂ63Hel;l,

a UX TUMMNYHbIE cCeEMeUHble NMPEN3HAKW.
MOBTOPAEMOCTDb INO NMOKOJIEHUNAM, CKPbITOE
HOCUTEJIbCTBO NI MaTEPUMHCKYIIO MNnepena4yy.

PogocnoBHaga NMOMOraeT OT/IMYNTb
HacJ/ieoBaHWMeE 110 NOKOJIEHNAM OT CKPbITOIO
HOCUTEJIbCTBa N YTOHHWNTD MNMYyTb rNnepenaydum
NPEPMN3HaKa B CeéMbe.
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S Tun HacnegoBaHus
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CxeMaTunyeckoe 0606LeHMe Mo LWKOSIbHOMY KYPCY FreHEeTUKMU

HesrioBeKa




BnnsHeLoBbIU MeTOA: POJib HACNeACTBEHHOCTU U cpeabl

e O
CpaBHeHMe nap ‘4-.’ Ponb cpenpbl
MeToa cOnMoCcTaBNaeT OOHOAMLEBDLIX M PAa3HOANLEBbBIX Koroa pasnunumsa mexay 6/iM3HeaMm 3Ha4YnTeNbHbI, BaXxkHee
O61MN3HEL0B C OAMHAKOBbIM MPM3HAKOM. Ecnm cxoacTtBo CTaHOBATCHA YC/TOBUA XXU3HU, MUTaHME, 00Pa3 XKU3HU
Y MOHO3UIOTHbIX Map 3aMeTHO BbllLLe, 3TO YKa3blBaeT 1 opyrue BHelHMe GakTopbl. Tak MeTo MOKa3bIBaeT, YTo
Ha 6boree CUNbHbIW BKa4 HAac1egCTBEHHOCTMW. MHOIrMe NPr3HaKM GOPMUMPYOTCA COBMECTHO reHamu
N cpenoun.
‘. CNOYXHble NMPEPMN3HAKK . ! YTO naet aHalJ1n3
Bnn3HeuoBbIM aHaNMM3 MPUMEHSAIOT OJ19 U3Yy4YEeHNa POCTa, MeToO NMoOMOraeT OLLEHUTb HAaC/IeAyeMOCTb NMPU3HakKa
MacCChbl Tena, MHTeNNeKTa, caxapHoro amnabeTa 2 TMna, M MOHATb, HACKO/bKO HAabMgaeMOoe pa3indme Mexay
LUM3OPPEHUN N OAPYTMX MHOMTOKOMMOHEHTHbIX MPWU3HAKOB, NOObMKM CBA3aHO C FrEHETUKOW, @ HACKOJTbKO —
0719 KOTOPbIX HEMb34 BblOAENNTbL OOHY €OUHCTBEHHYIO C BO3OENCTBNEM OKPY)XXaloLLLeW cpedbl U MHONBWUOYAMbHOIO

MPUYUHY. onblITa.



CpaBHeHMe OAHOAUNLLEBDbIX
N pa3HOSAULLEBbIX
6/1N3HEeL 0B

ConocTaBrieHue ABYX TUMOB 61n3HeL OB
MNo3BONMIAET OUEHUTDb, KaKMe NMpmn3HakKn CHUJ1bHEE
CBHA3aHbl C HaC/1eACTBEHHOCTbIO, d KaKNE —

C ycnoBnAdMmM cpebl.

YeM Bbille CXOACTBO Y OOHOAMLEBbIX
6/IM3HELOB MO CPaBHEHMIO C Pa3HOAMLIEBbIMU,

TEM 3aMeTHee reHeTnYeCKMIM BK1aa, B NPEN3HaK.

MokasaTenb OpaHosinueBble

Y4yebHble gaHHble Mo reHeTuKe YemioBeKa

PasHosanueBble
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LiIMToreHeTU4YeCcKu
n Metoa:
N3yyeHue
XpPOMOCOM

YTO aHaNun3UpyioT

LInTOreHeTn4yeckmMimm MeToq
N3ydaeT HNCJ1O N CTPOEHNME
XPOMOCOM B KJ1€TKaX YeJioBeKa.
Ina nccnegoBaHMa UCMOMb3YHOT
KNETKN KPOBN, KOCTHOIO MO3Tla
NN KNEeTKWM rJjioga, roJiydeHHble
npen I'IpeHaTaﬂbHOl;l ANalrHOCTUNKE.

NoyeMy OH BaXkeH

LiInToreHeTM4yeckoe nccnegoBaHume
MOMOTraeT YCTAaHOBUTb MPUYUHDbI
HapyLleHWM pa3BUTUSA, becrnioans
N HEKOTOPbIX BPOXAEHHbIX
cMHOpoMoB. OHO 0CcOB6eHHO
LLleHHO TaM, rae HY»XHO YBUOETb
KPYMHblE XPOMOCOMHbIE
N3MEeHeHMq.

Kakue HapyweHuUs
BbiaBNseT

MeTon oOHapy>XmBaeT
aHeynonann, geneunmn,
aynnmKaumnm, TpaHcnokaumnm

M MO3anNLMN3M. DTN N3MEHEH NS
MOrYT 3aTparmBaTb KaK OTOENbHYIO
XPOMOCOMY, TaK N KPYTMHble

€€ y4yacTKMu.

fne npuMeHsaeTcs

MeTon NCMOoMb3YIoT

Npwv AMarHOCTUKe cMHOpPoOMa
IlayHa, cMHOopoMa TepHepa,
cuHOpoMa KnanHoensrepa n psaaa
OPYrnx coctodgHMM. OH OCTaeTcH
OOHUM N3 KITIOYEBbLIX CMOCOOOB
XPOMOCOMHOW OMNArHOCTUKM.



Kapuotun

O HopManbHbIN

Ha6op

Kapunotmn yenoBeka

BK/TIOYAET 46 XPOMOCOM:

22 napbl ayTOCOM U 1
napy NooBbIX
XPOMOCOM. DTOT Habop
CUYMTAETCH HOPMOU
019 cCOMaTUYeCKMX
KNEeTOK YenoBeka.

O A3MeHeHue

HUUCJ1a

Ecnuv B Kapumnotune
NOoABMNAETCA NMLLHAA
NN OTCYTCTBYHOLLLAA
XPOMOCOMa, BO3HUMKAIOT
YMCMNOBble HapyLUeHWS.
OHU MOTyT
CYLLEeCTBEHHO B/TNATb
Ha pPa3BUTME OpPraHM3ImMa
M PaboTy OpraHoOB

N CUCTEM.

HeJiOB€Ka 1M ero
MBMQHQHMFI O NaMeHeHue

CTPYKTYPblI

K XpOMOCOMHbBIM
HapYLUEHMNAM OTHOCAT
TaKXXe NepecTpomKm
CTPYKTYpPbI: yTRaTbl
YYaACTKOB, Ay N/IMKaL MK
M nepeMeLleHmns
dparMeHToB. Takme
MN3MEHEHMA CNOCOOHDI
HapyLlaTb paboTy
Ba)XHbIX MFEHOB.




HacTbie XpOMOCOMHDbIE
HapyLleHUSA

[JunarpamMma noMoraeT ConoCcTaBUTb KPYMHble
roynnbl HAPYLLUEHWMN, KOTOPblE OBHaPY>XMBaAOT
NP NccnegoBaHMM KapuMoTUna M XPOMOCOMHbIX
nepecTpoek.

Ha npakTnke ocobeHHO 3Ha4YMMbl TPUCOMUU
1 MOHOCOMMUM, MOCKOSIbKY OHUW Yalle CBA3aHbl
C 3aMEeTHbIMUW HapPYLUEeHNAMU Pa3BUTUA

N TPebyIoT paHHem OMarHOCTUKMN.

I XpomMocoMHble HapyLleHus

Tpucomun MoHocOMMK Heneynn TpaHcnokaumn  Mosauyusm

CxeMaTmyeckoe 0b6obLeHne no y4ebHoOMYy Kypcy BMonormm; gaHHblie
npuvBeOeHbl B CPAaBHUTENNbHOM BUAeE




MonekynapHo-reHeTU4YeckKue Mmetoabl

o)

AHanu3 OHK

ST MeTodbl N3YyYatoT FreHETUYECKMM MaTepmas Ha YPOBHE OTaebHbIX
reHOB N HYK/1€0TUO0B, MO3TOMY MO3BOMAIOT OOHAPY)XMBATb TOYEYHbIE
MyTaLuKn, HebosblUiMe BCTaBKU U geneumm, HegoCTynHble 06blYHOMY
MUKPOCKOMMYECKOMY aHanmsy.
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NoarTBepXxaeHue AMarHo3oB

MOJ'IeKyJ'IS:IprIe TECTbI MCMOJIb3YOT OAJ14 nogrBep>XXaeHun4d
MYKOBUNCLUNOO34a, d)eHl/IJ'IKeTOHypl/Il/I, CMMHANBbHOW MbILLEYHOW
anOd)l/ll/I N pAada HacsieCTBEHHbIX OHKOJTIOTMYECKMNX CMHOPOMOB,
KOra Ba>XHO YCTaHOBUTb KOHerTHbIl;I BapWaHT NeHa.
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NUP n cekBeHunpoBaHue

[TonnMepasHaga LenHaa peakumsda noMoraet MHOMOKpPaTHO YBENNYUYNTDb
HY>XHbI ydacToK [IHK, a cekBeHMpPOBaHMe onpenendaeT ero
nocnenoBaTefibHOCTb. B mape oHWM genatoT MOMCK MyTal Ml TOUYHbIM

N LeneHanpaBeHHbIM.

04

NpakTnyeckasa ULeHHOCTb

Pe3yanaTb| ncenegoBaHMd rnMoMoraromT YrTOMHNTb OMarHO3,
onpenennTb HOCUTENBCTBO U OLLEHUTb PUCK O19 POACTBEHHUMKOB. ITO
OCOBEHHO Ba>XHO, KOI'da BHeLWHWE NMPn3HaKu eLlle He MNPEOABUITNCD
NJTN BblPaXXeHbl HE MNMOJIHOCTbHO.



[MyTb MONEeKyNnapHOU AUNArHOCTUKMU

JTabopaTopHaa cxeMa: oT buomMaTepmana 0o BpadyebHoro 3akaoyeHmsa no gaHHbiM MLLP
N CEKBEHMPOBaHMA.

n 3aknroyeHue:
OUCK
BbigeneHue MLpP / . MHTepnpeTauus puarHos /
KpoBb unu cntoHa npoGa noAroToBKa BapuaHTa c basa myTaumn oueHka
OHK CEeKBEHUpOBaHue reHeTuka puck /
reHa
HOCUTENbCTBO




MonynaunMOHHO-CTaTUCTUYECKUUN MeTo.,

O YacToTbl B rpynne
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MeToo Mo3BOIAET N3MEPATH,
Kak 4aCTo B Monynaumnm
BCTpeYatoTCca ansenu,
reHOTUMbl M HACNeaCTBEHHbIE
NnPEn3HakK. na 3Toro
MCMOJIb3YIOT BbIOOPKK, Mocne
Yyero gaHHble o6pabaTbiBaAtOT
CTaTUCTUYECKU

M COMOCTaBMNAIOT

C TEOPETUYECKUNMMU
OXXMOAHUAMMN.

O 3aKoH Xapaun—

BamH6epra

MonbnnéHHoe paBHoOBecCKe
MeXKay YacToTaMu annenemn

N FEHOTUMOB MoOMoraeT
CYOANTb, HACKOJSTbKO
Nnonynauma oTKIIOHAETCH

OT HOPMbI. 2TO 0COB6EHHO
Noe3HO, Koraa Hy>KHo
OLLEHUTb CKpPbITOE
HOCUTENbCTBO PeaKMX
PeLLeCCUBHbIX MyTaL M.

O OueHka pucka

Ha ocHOBe pPacyYéToB MOXKHO
onpenennTb BEPOATHOCTb
poXXaeHna 601bHOIro PebeHkKa
NN HOCUTENA B CEMbE

M B monynaunm. Takowm noaxon,
Ba)XeH O/19 N/1aHMpPOBaHUSA
NPOPUNAKTUKM N MeanKo-
reHeTUYEeCKOro
KOHCYNbTUPOBAHUS.

O 3HauyeHwue

And 3A4PpaBOOXPaHEHU
2

MeToo mnoMoraeT BbiaBAaTb
rpynmnbl MOBbILUEHHOIO PUCKA,
oUEeHMBAaTb
PACMNPOCTPaHEHHOCTb
Hac/leaACTBEHHbIX 6oiesHen
M O6OCHOBbIBATb MacCoOBble
CKPUHWHIOBbIE MPOrpaMMmbil.
OH CBA3bIBAET reHETUKY
OTOEeNbHbIX Nroaemn

C XapaKTepPUCTUKaMM LLeNbiX
COOOLLLEeCTB.



HacToTbl HAcNeaACTBEeHHDbIX
NPMU3HAKOB B nonynauuu

Iake npu HM3KOWM YacToTe 60/bHbIX anfenb
MOXET OOJITO COXPaAHATbCAH Y BHELLHE 300PO0OBbIX
HOCUTENEN U rnepenaBaTbCH OdaJiblLLe

MO NOKOJIEHUNAM.

YeM Bblle JoNnd HoCUTeneu, TeM 3aMeTHee
CI-(prTbIl;I pe3epB MyTaunint N TEM Ba>KHEE
I'IOI'IyJ'IﬂLI,l/IOHHbIl;I CKPUHWHT U I'IpOCIDl/IJ'IaKTl/IKa.

I Yye6Has mogens, %
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CxeMaTmnyeckume yqe6|—|ble OaHHble O I'IOI'IyJ'IﬂLI,l/IOHHOl;I reHeTnKe 4es1ioBeKa




BNnoxmmMmmuyecKmnmn
MeToa




'NpeHaTanbHasa U HeEOHAaTaJIbHAaA AMArHOCTUKA

Ol

Bo BpeMsa 6epeMeHHOCTHU

Y3, bnoncmsa XopmoHa, aMHMOLEHTE3 M HEMHBaA3MBHbIM JHK-
aHaMIM3 MOMOTratoT OOHAPYXKMBATb XPOMOCOMHbIE N HAaC/eaACTBEHHbIE
HapyLUEeHWS eLlé 00 poXKaeHUa pebéHKa, Korga ceMbs U Bpadu MOTyT
3apaHee obcyauTb OanbHenLMe oencrema.
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MHBa3uUBHbIE U HEMHBaA3UBHbIE NoaxoAabl

HenHBa3mBHbIe MeToObl 6e30MacHee, HO He Bceraa AatoT MNosSiHbIN
OTBET, TOrAa KakK MHBa3UBHbIE NCCTeOoBaHMA NMO3BOMAIOT MOMYyYnTb
6onee TOYHbIM MaTepwman ong aHanmsa. Bbibop 3aBUCUT

OT MeAULIMHCKMX MOKa3aHMM 1 Cpoka bepeMeHHOCTU.
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Nocne poXxxaeHuda

HeoHaTanbHbIM CKPUHUHT MPOBOAAT B MepBble AHW XXU3HW, UTOOb
ObICTPO BbIABUTb 6ONE3HU, KOTOPbIE eLLE He NPOoaBUINCD
KNMHMYeCKU. PaHHee obHapy)KeHMe 0COBEHHO BaXKHO

019 COCTOSAHUM, TPEBYILWMNX HEMeOIeHHOM KoppeKLnmM obMeHa
BeLLLeCTB.

04

3HaueHue Ang ceMmbum

Pe3yn bTaTbl TAKUX MCCIe0O0BaHMM MOMOTatoT YTOUHWTDb MPOIrHO3,
CrilaHMnpoBaTb JieHeHNe N OUEHWNTb PUCK NMOBTOPEHNHA 3aboneBaHM4A
B rnocsieayrwmx 6epeMeHHOCTS:IX. |_|O3TOMy ANarHOCTMKa BCeraa
HOJI>XXHa COoMNMpoBoOXAaTtTbCHd NMoaMOTHbIM Pa3bACHEHNMEM CleulnartmcCra.



CpaBHeHMe OCHOBHbIX MeTOAOB NreHETUKMW
HeJ1OBEKa

OObBbeKT

Y4yebHbIN Kypc bmonormnmn, 10 knacc

UTto BbiABNSAET

Tabnuua Moka3blBaeT, KAKOM OObeKT
N3YYaEeT KaXKO bl METOL N KaKOU
YPOBEHb HAaCNeOCTBEHHOM
MHPOPMALLIMMN OH OJ€ET.

MeToabl B3aMMHO OOMOJTHAOT Opyr
aopyra: ooHWM BblgBNAIOT
HacnegoBaHWMe B ceMbe, apyrme —
N3IMeHeHMna XxpomMocoM, [1HK

N obMeHa BELLLECTB.



Kak BbI6GMpalloT MeToa uccnenoBaHuaA

ANropmT™M Noaobopa aHanMns3a 3aBUCUT OT »alob, ceMeMHOro aHaMHesa v npeanosilaraeMoro
YPOBHSA HapyLLUeHUs.
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3TnyeckKue orpaHMYEeHUs U 3HaYeHNe reHeTU4YeCcKoro
KOHCYNbTUPOBaHUA

[No6poBosibHOE cornacue

JTtoboe nccnegoBaHMe YenoBeKa NnpoBOONTCH TOJIbKO MOCJIe
l/IHd)Ole/IpOBaHHOFO cornacuma. 210 3allMLIQEeT npasa
MnaumneHTa m I_IOJ:IHépKl/IBaeT, YTO FrEHETUYECKUNI TECT —

HE CIDOpMaJ'IbHOCTb, d OCO3HaHHOE MeaANUMHCKOE pelleHne.

Pa3baAcHeHue pe3ynbTaToB

[a)ke TOUHbIV aHanm3 TpebyeT NpodeccnoHarbHOM
MHTepNpeTaunmn. leHeTUYecKoe KOHCYTbTUPOBaHMeE NoMoraeT
MOHATb PA3HULLY MeXxay AMAarHo30M, HOCUTETbCTBOM

M NPEenpacrnofioXeHHOCTbIO, a TaKyKe M36eykaTb HEBEPHbIX
CaMOCTOATE TbHbIX BbIBOOOB.

- 0O
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KoHduaeHUMaANbHOCTb

[eHeTnYeckMe gaHHble OTHOCATCA K OCOBEHHO YyBCTBUTEIbHOMN
MHPopPMaLMKN. X HEOBXOOMMO XPaHUTb U 0BCYXKOaTb Tak,
YTOObI PEe3y/1bTaThbl HE CTaNM MPUYMHOM CTUrMaTU3aLnK,
OaBNeHna MM HeobOCHOBAHHbIX BbIBOOOB O YETOBEKE U ero
ceMbe.

NMoMoLulb cemMbe

KoHcynbTaumsa Mo3BoN9eT OLLeHUTb PUCK MOBTOPEHMA 6ONe3H,
o6CcyanTb NPOPUNAKTUKY M BbIOPATh AaNbHENLLIME OENCTBUA.
[1na ceMbK 3TO BaXKHAA NOOAEPXKKA, OCOBEHHO eCcn peyb MOET
O MIAHMNPOBAHNM BEPEMEHHOCTU M HAbNOOEHMN PebEHKA.



KoMnJ1IeKCHbIMN noaxoa AaeT TOUHbIUN OTBeT

[eHEeTUKaA YemoBeKa CTaHOBUTCA MOHATHOWM TONTbKO Mnpen CoO4deTaHmM
CEMEUNHOIO, KITETOYHOTIO, MOJ1IEKYIJTAPHOTIO, ONOXMMMNYECKOTO

N CTaTNCTNHECKOTIO aHal1ln3a. BMeCTe OHM NMOMOTIatkoT YCTaHOBUTDb
NMPEN4YNHY, YTOHHNTb PNCK N BOBPEMA 3alLlUTNTb 300POBbE.




