HacnencreBeHHbIE 3a601eBaHMA YennoBeKa:
no4yeMy 3Ta TeMa Ba)XKHa

KaK reHbl BNUGIOT Ha 300P0Bbe YesloBeKa N CeMbU




OT IHK K 6one3sHwm:
KaK BO3HMUKaeT
HacneacrseHHas naTtonorus

HacnencrBeHHble 60/1e3HM CBA3aHbl C UBMEHEHUAMM
B IHK, XpoMocomMax nnm MmmtoxoHapmax. OHMN MOryT
NPOABUTbLCA Cpa3y Mocse pPoXxKaeHMa Nnm nosxxe,

a AMarHO3 yTOYHAKOT MO CEMEMHOM UCTOPUN,
CUMMNTOMaM U MF’eHETUYECKUMM TeCTaM.




OCHOBHbI€ rpynnbl HacneacTBeHHbIX 3a6oneBaHUMN

MOHOIreHHble 601e3HU

BO3HMKAOT MPU M3MEeHEHUM OOHOIO reHa. Takme HapyLleHus
HepeaKo XOPOoLO OMMCaHbl Ha MpPMMepax, MOTOMY YTO
KOHKPETHbIM OedeKT Bbi3blBAET NpeackasyeMble M3MeHeHUd
obMeHa BeLLecCTB, paboTbl OPraHOB UM CUHTE3a OefKoB.

XpOMOCOMHbI€ CUHOPOMDI

CB$3aHbl C USMEHEeHMEM Yncia U CTPOEHUSA XPOMOCOM.
B oTnnume oT reHHbIX 6ofie3Hel, OHUM 3aTparnMBatoT Cpasy
MHOYKEeCTBO reHoOB, MO3TOMY YaCTO COMPOBOXKOAOTCS
KOMMIEKCHbIMW HapyLUEeHUAMU Pa3BUTUG U BPOXKOAEHHbBIMU
NopoOKaMu.

MynbTudaKTopuanbHble 601e3HU

DopMUMPYIOTCA MPU CoYeTaHMM HacNeOCTBEHHOM
NnpenpacrnonoXeHHOCTU U BIMAHMA cpenbl. K aTon rpynne
OTHOCAT HeKoTOopble POopPMbl AMabeTa, TIMNepPTOHNM N BPOXKOEHHbIX
MOPOKOB, rae BaXKHbl 06pa3 XU3HU 1 BHELLHWE YyCNOBUA.



Kak HacnepyeTtcqa 3a6osieBaHUe B CeéMbe

CxeMa MoKa3bIBaET NyTb OT MAaTOreHHOro BapmaHTta AHK K pnCcKy aa49 noToMCTBa M OLEHKE Mo pOOOC/TOBHOMWN.

. BonesHb /
[MaToreHHbIn OueHka pucka
Nepepnaya leHOTUN Tun HOCUTENbCTBO

BapuaHT nepegava HacnegoBaHue . onpepenser nposisreHve aHanms No POOOCIOBHOM
yepes raMeTbl pe6eHKa Hac/egoBaHUA / HeT
y poautend n TECTaM
cuMnTomoB




TUnbl HacneaoBaHUSA U UX XapaKTepPHbIe NPU3HaKWN

Tnn HacnegoBaHME MOMOIaAEeT NMOHATD, rnoyemMy
60o1e3Hb MNPOABIAETCH B CeéEMbE MMEHHO Tak,
N OoUueHNTb PUCK OJ14 POOACTBEHHUMNKOB.

OOVH U TOT Xe CUMMNTOM MOXKET MMETb pa3HbIl;l
MEeXaHW3M Hal/le4OBaHNA, NO2TOMY CEMENHbIU
dHaMHe3 1 NOoJ1 NauneHTa CyecrBeHHO NnomMoratoT
B ANalrHOCTUKeE.

T™vn

NMpu3Hak

NMpumMmep

AyTOCOM HO-OOMMHAHTHbIN

B Ka)>XOoOM MoKoNneHunu

AxoHfgponnasng

AYyTOCOMHO-pPELLECCUBHbIN

Y 300pPOBbIX HOCUTENTEN

MykoBuMcCLMO03, PKY

CuenneHHbIn ¢ X

Yalwe y ManbymMKoOB

feModunnma A, 0anbTOHM3M

MUTOXOHOPWANTbHbIN

[0 MaTEPUHCKOW NNHUNN

OnTuyeckasa HemponaTug

YyebHoe obobLyeHue no TMnamM Hac1e40BAHUS




PacnpocTpaHéHHble HacneacTBeHHbIe 601e3HMU

M X OCOBEHHOCTMU

I KvHuueckas Harpyska

YyebHoe obobLeHue Nno Hac1eaCTBeHHbIM 3a60/1eBAHUAM Ye/loBeKA

[Jayke pegkne 60n1e3HM MOryT Pe3KO MeHATb KauyeCcTBO
YXU3HU U TpeboBaTb ANTNTENbHOINO HabntogeHus,
MO3TOMY BaXkHbl paHHee BbigBeHme

M NogaepyKmBatoLLee neveHume.

Paznunume mexxay reHHbIMY 601e3HAMU

N XPOMOCOMHbIMU CUHOPOMaMM BaXXKHO HE TOSTbKO
TeopeTUYEeCKM: OHO onpeaensaeT MNMPUYMHY, MPOrHoO3
M noaxon K HabnoaeHuio.



MyKOBUCLMAO3 KaK NpUMep MOHOINreHHOU 60/1e3HM

feHeTU4YecKaa NpUYMHa

3aboneBaHmMe CBA3aHO

C MyTaumnamm reHa CFTR, KOTOpPbIN
y4acTBYeET B NepeHoce NMOHOB
xnopa. N3-3a 3TOro cekpeThl
CTAaHOBATCA BA3KUMU U HapyLUAtOT
PaboTy AblXxaTeNlbHOW

N MNLLEBAPUTENBHOM CUCTEM.

NopaxaeMble opraHbl

Hamnbonee 3aMeTHO CTpagatoT
Nerkue, NoayxenygoyHasa »emnesa
N KNLLEYHUK. Y pebéHKa MOoryT
MoaBNATbCSA YacTble MHPEKLMMN,
Kallesb, O4blLKa, NJIOXoM Habop
MacCCbl U TRYOAHOCTU C YyCBOEHUMEM
MULLLN.

No4yeMy 3TO onacHo

BAa3kaga cnm3b 3aTpygHaeT
OYMLLIEHME ObIXaTeMbHbIX NYTEN,
a HEXBATKa PEPMEHTOB yxyaLlaeT
nepeBapuBaHMe N POCT.

bes cncrteMatTnyeckom MoMOLLMN
HapPaCTaloT OCTOXKHEHUS

N CHUXKAETCA KaYeCTBO XU3HMW.

Moaxon K neyeHuo

Tepanua obbl4HO BKIOYaET
DEPMEHTHYIO MOOOEPIKKY,
MHraNaLUMOHHbIE NpenapaThl,
dur3mMoTepaneBTUYECKMEe MeToabl
M perynapHoe HabnwageHme

y creymanmncToB. NMoNHOCTbIO
YCTPaHUTb MPUYMNHY NMOKa HEeNMb34,
HO KOHTPO/b BO3MOXEH.




PDeHUNKeToOHYpUS: 601e3Hb, KOTOPYIO MOXXHO KOHTPO/IMPOBaTb

HapyweHue o6MeHa

DeHNNKETOHYPUA BO3HUNKAET M3-3a AedpmumnTa pepMeHTa,
NnpeBpaLlaoLero eHmNanaHMH B opyrme coeamHeHua. N3-3a
3TOM0 aMUHOKWMCNOTA HaKanJIMBAeTCA U CTAHOBUTCA TOKCUYHOW
019 HEPBHOWM CUCTEMBDI.

NoyeMy Ba)XKHO BpeMS

be3 neyeHund MnopaeHme MOo3ra Ha4MHaeTCHd PaHO N MOXXET
NPUBECTU K TAXKENBIM HAPYLLUEHNAM UHTENNEKTA, pedn

M noBegeHmda. Hem no3rke BbigB/1E€HA 6OJ‘I63Hb, TeEM TpygHee
npedorBpaTuTb NMOC/1eaCTBNA.

CKPUHUHI HOBOPOXAEHHDbIX

HeoHaTanbHbIM CKPUHWHI NMO3BONAET OOHAPYXKUTb
DEHUNTKETOHYPUIO B NEPBbIE OHU XXU3HW, eLE 00 NoaBeHuna
CUMMTOMOB. TO OOMH M3 CaMbIX HAMMA4HbIX MPUMEPOB MOoJb3bl
PaHHEW OMarHOCTUKM.

IouneTta KakK 3alumTa

CneumanbHoOe NMTaHMe C orpaHndyeHmeM peHunnanaHmHa CHMKaET
PUCK MOPaXKeHMa HePBHOWM cucTeMbl. [Npu cobntogeHmnm
peKoMeHgaLunm PebEeHOK MOXKET Pa3BMBATbCA 3HAYNTENTbHO
nydvule, 4yeM 6e3 neyeHmq.



HeoHaTanbHbI CKPUHUHI HOBOPOXXAOEHHbIX

CxemaTmyeckoe ob6obLeHue rno MmarepmndasiaMm HeoHAQTA/IbHOIo CKPMHWHIA

CKPUHMHI OCOBEeHHO BaXkeH a/19 6one3Hemn, KoTopble
OO0 He JatoT ABHbIX MPU3HAKOB, HO BbICTPO
NPUMBOOAT K TAXKENBbIM NOCNEOCTBMAM 6€3 paHHero
nevyeHums.

UeM paHblLe 06HapyXXeHo HapyLlleHne, TeM BblLle
LLIaHC NpeaoTBpaTUTb HeobpaTMMble M3MEeHeH M4
M Ha4yaTb Tepanumio 00 NoaABAEHUA OCITOXXHEH WM.



47

XPOMOCOM OObIYHO
BbIABNAIOT
NP KJ1TaCCNYECKOM
TPUMcomMum 21-n napbol
npu cuHapomMme 1ayHa.

JINWHAA XpoOMOCOMa MeHdAeT paboTy MHOYeCTBa NreHOoB
OOHOBPEMEHHO, MO3TOMY 3aTParmBatoTCH Pa3BUTUE,
BHELUHWM BUAO, N paboTa BHYTPEHHWMX OPraHoB.

Kapwotun ripu cuHapome [ayHa; y4ebHbIv Kypc 61onormm
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feMmodbunua: HacneacTtBeHHoe HapyLueHue CBEpPTbiIBaHUA
KpoOBMU

1.

HexBaTKa paKTOpOB

Mpun reMmodmnmm A m B B KpoBU
He XxBaTaeT PaKTOPOB
ceepTbiBaHWa VI nnnm IX. N3-3a
3TOro Aaxke HebonblLUaqa TpaBMa
MOMET Bbl3blBaTb ATNTENBHOE,
TpyOHO OCTaHaBIMBaeMoe
KpoBOoTeueHue.

e

. Yore I1|

2.

3.

X-cuenneHHoe HacneposaHne OnacHble NposaBrieHUs

3aboneBaHMe cBA3aHO C X-
XPOMOCOMOW, NMO3TOMY Yallle 6onetoT
MaTbYUKU. XKeHLWMHbl OBbIYHO
MMET OAHY HOPMasbHYO KOMUIO
reHa U HepeaOKo oCcTatoTCA
HOCUTENbHULLAMK 6€3 Bblpa)KeHHbIX
CUMMTOMOB.

L

Onga reModunmnm xapaktepHbl
KPOBOU3NMUAHUSA B CyCTaBbl,
MblLLUEeYHble reMaTOMbl U PUCK
BHYTPEHHUX KPOBOMOTEPb.
[MoBTOpSAtOLLMECH KPOBOTEUYEHUSA
NoCTENEHHO OrpaHnYMBatoT
MOABUXKHOCTb M YXyOLLAOT KayeCcTBO
MKUBHW.

4.

JleyeHUe U KOHTPOJb

OCHOBOW MOMOLLM CIYXKUT
3aMecTuTenbHoOE BBegeHmne
HepgocTatowero akTopa
CBEpPTbIBaHUA. PerynapHoe
HabntogeHme y Bpada, OCTOPOYXHOCTb
Npwv TpPaBMax U paHHee obpalleHne
33 NOMOLLbKO NMOMOratoT CHU3UTb PUCK
OCNOXXHEHUI.




NMpU3HaKu, KOTOpbie MOryT YKa3biBaTb Ha HAaC/N1eACTBEHHYIO

60ne3Hb

NMpusHak

Bo3MoO)XHOe 3HaueHue

HecKonbKo 60/bHbIX B CEMbE

HacnenoBaHMe Mpu3Haka

3afepyKKa pocTa 1 pasBUTUA

OBMeHHOe NN XPOMOCOMHOE HapyLUleHune

YacTble KpoBOTEYHEHUNH

feModUnma nnu gpyroe HapylleHue

Peunomnsupyowme nHpeKLumnm

BO3MOXXHbIM UMMYyHOOEDULNT

CHWMKeHue 3PEHNA NN CI1yXa

[eHeTn4YecKoe MnopaxxeHme opraHoB HyBCTB

Cynooporu, HeobblYHbIM 3anax

BonesHb obMeHa BeLlecTB

LIIKO/TbHbIN KypcC 6MOSTIOMrNM U KITMHUYECKUE rNnMPpun3HAKM HacregCrBeHHbIX 3060/1€BAHMM

2TU NMPEUN3HAKWM HE CTaBAT ONAalrHO3 CaMM IO ce6e, HO NMOMOTIraroT
BOBPEMHA 3alnogo3pPUTb HacnegCcTBEHHbIN XapaKTep HapyweHUn4H

M HanpaBUTb pebéHkKa Ha obcnegoBaHMe.

CoyeTaHme ceMenHbIX criydaeB N PaHHUX, NMOBTOPAHKOLLMXCH
CUMMTOMOB OCOBEHHO BaXKHO. Takmne Ha6ﬂIO£I,eHl/ISZ| MNOoMOIrakoT
OTNTIMYNTb Hac/iedCrBeHHOe 3aboneBaHme oT CﬂyL—IaI;IHOI_O
2AMM300a N YCKOPAKT HallpaBl1eHNEe K TeHETUMKY.
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MyTb K AMArHo3y HacneacTrBeHHOro 3a6osnieBaHuS

CxeMa OTpaxXaeT rnocrnegoBare/ibHOCTb KITMHNYECKNX N na6opaTOpH bIX 2TalloB, KOTOPblIE NCIOJ1b3YIOT
A4 rnoagreep>xXgpeHmd HacsieaCrBeHHOU Nnpmn4y4mHbl 6onesHun.

CemenHbIn OcmoTp JlabopaTopHble KapuoTtunupoBaHue [MoaTBepXxaeHne

aHanus oLeHKa pesynbraT 3aKnto4eHne
dHaMHes3 n CUMMNTOMBDbI TECTbI nnn OHK-aHanus MyTaunu

Puck
09 poOCTBEHHUKOB
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MeToabl ANAarHOCTUKU U UX BKNaA B YCTAHOBJIEHUE
ANarHo3a

I Cewveiibbiii aHamHes [ Evioxvmuueckne TecTbl
I KapuoTtunupoBaHue nuP I CexsernvpoBaHve [HK

Pa3Hble MeToabl AOMNONHAIOT APYr APYyra: OaHU
MOMOTratoT 3aM0003PUTb HAaCNeaACTBEHHbIN XapaKTep
601e3HN, Apyrme yTouHAaT TUM HapyLUeHUS

M MOOTBEPXKOAOT KOHKPETHYO MyTaLUto.

UeM crnoyxkHee HapylleHme, TeM Ba)KHee codeTaTb
KNMMHWNYEeCKMe cBeeHMa ¢ NabopaToOpHbIMU
N MOMNEKYNAPHbIMU MeToagaMM.

YyebHag cxemMa MeTogoB MeaULMHCKOU MreHEeTUKU

TOYHbIN OMArHO3 O06bIYHO TPebyeT HECKOMbKMX 3Tarnos.
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[eHeTUYecKoe KOHCYNbTUPOBaHUE CEMbM

)

O6cy)xaeHue puUcka

CneynanmcT obbsacHSaeET,

Kak HacnegyeTcsa 3aboneBaHume,
N MOMOraeT oUueHUTb
BEPOATHOCTb €ro MOBTOPHOIO
MOABEHNSA B CEMbE C YY4ETOM
POOOC/TOBHOWM 1 pe3y/bTaToB
aHaMn30B.

20

HocurtenbcTtBO

BaKHO MOHATb, aBngaeTca Nu
KTO-TO N3 POOCTBEHHUMKOB
HOCUTeNneM MyTaLmn. 31O
MOMOraeT N1aHMpPoOBaTb
obcnegoBaHMe, BbIOMpaTb
TaKTUKY HabntogeHus

N n3beratb HEOXKMOaHHOCTE N
npv 6epeMeHHOCTH.

.4

[No6poBONIBHOCTb
M cornacue

KoHcynbTaumna npoBoOaMTCS
C cobntogeHmnem
KOHPUMAOEHLMANTbHOCTU

N MHPOPMNPOBAHHOIO
cornacua. CeMba OOMKHA
MOHWMMATb LLeSlb TECTOB,
BO3MO)XHble pe3y/ibTaThbl

N X 3HAYeHMe onga éyayLmx
peLeHnn.

-~
¢

NnaHupoBaHue
6epeMeHHOCTU

KoHCcynbTUpOBaHMe NoMoraeT
06CyanTb NpPeHaTaIbHYHO
N NPenMnIaHTaLNOHHYO

AONAarHOCTnKY, eCii1 PNCK BblICOK.

2TO OA€T ceMbe bonblue
BpeMeHW OJ14d B3BEeLLWeHHOIo
N OCO3HaAHHOIO BbI60pa.

15



NMpodunakTnka: otr CKPpUHUHra
A0 NJaHNpPoOBaHUSA
6epeMeHHOCTH

HocuTtenbCKM CKPUHWHI

BbiaBnaeT ntogen, KotTopble CaMm MOTYT OblTb 30000BbI,

HO CMOCOBHbI MepenaTb NaToreHHbIM BapUaHT reHa getam. 1o
OCOBEHHO Ba)XHO JANALS cemMen C M3BEeCTHbIMMU Hac/ieCTBEHHbIMI
3aboneBaHnAaAMN.

HeoHaTanbHbIA CKPUHUHT

[MpoBOOUTCHA B NMEPBbIE OHU XU3HU 1 MO3BONAET OOHAPY>KUTb
60/1e3HN 00 NOABNEHUSA TAXKENbIX CUMMTOMOB. PaHHWUM CTapT
Tepanmm 4YacTo NpenoTBPaLlaeT HeobpaTUMble HapyLLEeHUS
Pas3BUTUS.

I'IpeHaTaanaq ANarHOCTUKa

Bo BpemMa 6epeMeHHOCTM MOYXHO YTOUYHWTb, €CTb /1M Y M/1043a
XPOMOCOMHOE UMM reHHOEe HapyLlleHMe. Takom Noaxod nomMoraeT
ceMbe M BpadaM 3apaHee NogrotoBUTbCA K IeYeHUMto

N HabnogeHUIo.

NnaHunpoBaHue ceMbu

[P BBICOKOM PUCKE NCMOMb3YIOT MOJIEKYNAPHbBbIE TECTHI,
a B oTAeNbHbIX ciydaax — KO ¢ npenmMniaHTaumMoHHOM
reHETUYECKOWM OMArHOCTUKOWM. DTO CHUMXKAET BEPOATHOCTb
POXXOEHWMSA BONbHOIo pebeHkKa.
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[loueMy paHHee BbidBIeHUe MeHSeT NPOrHos3

B porHos

90 —

80 —

70 —

50 PaHHAS OMarHOCTMKa OCOBEHHO Ba)KHa Mpw 601e3HSX,
roe neyeHme HY)XKHO HauMHaTb 40 HeOBPaTUMOro

50 — NOBPEXOEHUS OPraHOB M HEPBHOM CUCTEMDI.

40 — YeM paHblUe 06Hapy)KeHO HacreacTBEHHOoe

30 3a60/eBaHMe, TeM BblLLe LLaHC COXPaHUTb pa3BUTHE
PEBEHKA U YMEHbLLUUTD TIXKECTb IeYeHMs B BYAYLLEM.

AV

10 —

0

[10 CUMNTOMOB B nepBble mecALbl [locne ocnoXHeHu

YyebHasa CPABHUTEJIbHAA CXemMd 1o ,OCJHHeI/UI ANArHOCTMKE HAC1eACTBEHHbIX 60/1€3HEN
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dTNYEeCKuMe BonpocChbl B reHEeTUKe

YacTHada XXU3Hb

[eHeTMYecKMne aaHHble
OTHOCATCA K CaMOW
UYBCTBUTENBbHOM

MHPOPMaLMKM O YeTOBEKE.

X XpaHeHWe 1N nepenava
OO/MKHbI ObITb CTPOro
3aMLLEeHDbl, YTOODI
NCKIOUYNTb YTEUKY

N HeXXenaTesrnbHoe
pa3rnaweHue,

[N o6pOBO/ILHOCTDb
TeCTUpoBaHUSA

ObcnegoBaHMe He OOMKHO
NnpoBOOUNTbLCA
NPUHYONTENbHO. YenoBek

N ero ceMbs MMeLOT MNpaBo
3HATb, 3a4YeM HYXXeH TecT,
Kakme pe3ynbTaTbl BO3MOXHbI
N KaK OHW MOBANSAIOT

Ha peLleHunq.

PUcK ctTurmaTmsaumm

HocuTenbCTBO UNW OMArHoO3
He OOIXKHbl CTAHOBUTbCYA
NOBOOOM OJ19 HAaCMeLUeK,
NCKTKOYEHUMEA U3 KOTNTEKTMBA
NN OrpaHnyeHmnsa
BO3MOYXHOCTEWN.
[eHeTMyeckag OCOBEeHHOCTb
He onpeensdeT LEeHHOCTb
TNYHOCTMW.

PaBHbIN AOCTYN

COBpeMeHHbIe MeTOObl
ANATrHOCTUKIN N JTeHeEHUNH
MOTYT ObITb HOPOIrMMMH,
MNO3TOMY Ba>XeH

CI_IpaBe,EI,J'Il/IBbIl;I AOOCTYI K HNM.

MeonymHCKaga NoMoLLb

He OO/IXXHa 3aBUCETb

OT COLMANTbHOIO MOTOYKEH N
ceMbM.
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MoueMy TeMa HacneacTBeHHbIX 60/1e3Hen Ba)XKHa

ONSA NoOAPOCTKOB

OTa TeMa KacaeTcqd He TOJIbKO BMOoormu,
HO M MOBCeOHEBHbIX peLleHnI, cEMeMHOU
OTBETCTBEHHOCTU N OTHOLLUEHWSA K TIoOAaM
C XPOHUNYECKMMU 3a001E€BAHNAMMN,

[TOHMMaHWe HacneacTBEHHbIX 6bone3Hen noMoraeT
MOOPOCTKY Nyylle OPUEHTUPOBATLCS

B COOCTBEHHOM 300P0OBbE, YBaXXUTENbHEE
OTHOCUTBLCH K YY)KMM OMarHoO3aM M OCO3HaHHee
CMOTpPETb Ha byaylLlee.

Coepa UTOo Ba)XKHO 3HaTb
300poBbe HocutenbcTBO 6€3 CMMMNTOMOB
CeMbs PMCK No poaoC/IOBHOM

Yyéba n 6bIT

Hy>KeH pexxuMm 1 HabnogeHune

byoyliee

Ba>xHO on4d MN1aHNpPOBaHNA CEMbH

O6LlecTBO

3HaHMe CHMKaeT M PenB3dATOCTb

Ob6ob6LeHre TeM LLKO/IbHOM 61O/ I0rm 1 OCHOB MeONUMHCKOU MreHeTUKU
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HacnepgcrBeHHble 60/1€3HU: 3HATD,
4YTOObI 1ENCTBOBATDL

HacnencrBeHHble 3ab601eBaHMA He BCerga MOXXHO MpeaoTBpaTUuTb,

HO MX YaCTO MOYXXHO BOBPEMSA OOHAPYXKUTb, KOHTPOIMPOBATb

M CMArYyaTb. 3HaHME 3aKOHOB HACNeACTBEHHOCTUM AefiaeT NPOoPUIaKTUKY
OCO3HAHHOW, @ MOMOLLb cCEMbe — Bonee TOYHOU N 23PDEKTUBHOMN.



