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JocTnxeHUs coBpeMeHHON HayKu No3BOSIUNN NPOBOAUTDL
Hexupypau4eckul s1agaX SiuUeKs1emokK 4YenoBeka,
OonJfio40TBOpPEHUue U pasBuTue 3Urotbl 40 cTaaumn
GnacTouncTbl B JTabOpaTOPHbLIX YCIIOBUSAX (in vitro).

3aTteM Takou 3apoAbilieBbIU Ny3bIpeK UMMNITaHTUPYHOT B
MaTKy, TaM NPOBOAUT ero garibHeuwee HopmMmaribHoe
pa3Butue. Cenyac 3TOT MeTOoA LULMPOKO UCNOSb3YyeTCA B
aKyLlepCKOU npaKkTUuKe.

Takoe «MmaHMNynNnUpoBaHue)» € 3apoabllleBbIMU KNeTKaMum
U 3apoablilleM NO3BOJSINIIO UCMONb30BaTb 3apoabilla
PaHHUX CTaAuN Pa3BUTUA ANA ANAarHOCTUKU
HacregcTBeHHbIX bone3Heum.

JTO HanpaBrneHue (cepeduHa 80-x 20008) NONy4usno
Ha3BaHWe rnpeumMniaHmMayuoHHoU Aua2HOCMUKU.
NMpenmyLecTBO 3aKn4YaeTcA B TOM, UTO OHA NomMoraet
n3bexaTtb NOBTOPHbLIX a0OPTOB B CEMbSAX C BbICOKUM
PUCKOM HacnencTBeHHOM NaTosiorum.



lpeumMmnianmayuoHHasi duazHOCMuKa
ycrneLlluHa npv cneayroLwmx ycrnoBusx:

1) nerkoe nony4yeHue 3apoabilla Ha
npevMnriaHTauyMoHHON cTagauu pa3BUTUSA

(A0 5-7-ro gHA nocne onyoaoTBOpPeHUs);

2) Hann4ymne AMarHOCTUYECKuX (aHaNNTN4eCKux)
MeTOAOB Ha YPOBHE UCMNOSIb30BaHNA OOHOMU
UITN HECKOJTbKUX KIeTOK;

3) MUKpOXUpyprmnyeckas TexHumKa
(MUuKpoodouoncua) anga B3ATUA MUHUMANbLHOIO
Yyucna KrneTtok 6e3 noBpexageHus
3apoabileBOoro ny3bIpbkKa;

4) TOYHbIe MeaAULUNHCKUEe NoKa3aHusd co
CTOPOHbI CeEMbM ANnA NnpoBeneHuUs



Cnocob nosny4yeHusi npeumMmrniaHmayuoHHbIX
3aM6puoHos8

MonyyeHne npeMMnIaHTaLNOHHbIX 3SMOPUOHOB
BO3MOXHO O8YyMSsI MymsiMU: HEXUpyp2u4eCKUM
MamoYyHbIM J1a8a>OM U Orsio00meopeHUeM 8
npobupke.

C nomMmoLb0 Mamo4YHO20 J1agaXka MOXHO NMONy4YUTb
ele He MMMJTAaHTUPOBAaBLUMUCSA 3apoablill B nepuoa
90-130 4. nocne onnoaoTrBopeHus. K atTomy BpemMmeHu
3apoAblill CrycKaeTcsl U3 MaTO4YHOU TPYObl B MaTKYy.
JTa npoueaypa 6esdbone3HeHHa U 6e3onacHas.

CooTBeTcTBYHOLME NpUCNocobneHns
(ynaBnuBaTesib, NPOBOAHUK U KaTeTep) LUMPOKO
anpoOupoBaHbI.

NMpoueaypa He BNMUAET Ha nocrneayowume
oBapuarbHble UKKIbl U HEe NPenATCTBYeT OyayLwmm
OepeMeHHoCTAM.

[Tocne noacaaku sapoabiwa B MaTKy ycnewuHas
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Annapat ona npoBeaeHUs npoueayp.bl
JKO




JKcmpakopropasibHoe orjiodomeopeHue u
dpobsieHuUe 3u2ombi XOpPOLUO anpoonpoBaHbI B
aKyLlepCKOMU NpaKTUuke.

IATOT MeToA, NPUMEHSAIOT B Clly4asaXx npeoaoneHus
Gecnnoaus No nNpu4YnHe HeNnpoxoauMoCTHU
MaTO4HbIX TPYO.

HecmoTpst Ha To, YTO BCero 10-20% noacanok
SABNSAIOTCA yCNEeLHbIMU, MeTo4 UCNOSb3YITCA

DMAA 111I1lANA




Mukpoxupypau4yeckasi npouyedypa oCyLeCTBIIAETCA C
nomMoLb MUKpomMaHunynaTopa. OT 3apoabliwia
oTAensoT 1-2 KNeTKN Ha ctaguu 8-16 knnemok. UHoraa
nccrnegoBaHume orpaHnuYnBaeTCcs BTOPUYHBIM
NMONAPHbLIM TeribLueM (OHO HeceT reHOM AULIEeKNEeTKM).

3apoablill COXPaHAIT B YCIIOBUSIX rIybokoun
3aMOPO3KU (UNK 3apoAablll NpoaoMkKaeT pa3BMBaTbCS
B UCKYCCTBEHHbIX YCNTOBUAX), MOKa NPOBOAUTCS
aHann3 KneTkwu.

Noacaaka nocrie 3aMOPO3KM MOXeT ObITb caeriaHa BO
BpeMs nboro gpyroro OBapMaanoro LUMKNa, He

obsi13aTenbHO E |
AULEeKNeTKa.




- narHocTuka Ha ypoBHEe O4HOW KINEeTKU (Unu
HEeCKONbKUX) 8 Hacmosiwee epemMsi NpoOBOANTCH NpwU
MHOIMx 6ore3HAX (MyKoBUCLUUAO03, XPOMOCOMHbIE

"~ 6onesHn, cuHapom MapdaHa, MMOTOHUYecKas
anctpoduma, xopesa FeHTUHITOHA, Tanaccemus,
muoguctpodcdpua OdroweHa n gp.).

-~ Ee npoBogAT C nCnosib30BaHNEM LUTOreHEeTUYEeCKUX
metonos, NP, MOHOKNOHaNbHbLIX aHTUTEN,
yNnbTpaMUKpoaHanMTU4YeCKUX MeToaoB.

- B 2011 roay B [epMmaHuUM NPUHAT 3aKOH 00
obA3aTenbHON npegMMniIaHTaLUOHHOW
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KOHUETIUNA OOKIIMHNUYECKOU
LIMATHOCTUKN N BO3MOXHOCTHU
HOPMOKOIMMNPOBAHMNSI ®EHOTUIA

Takass KoHUuenuusa OgnarHOCTUKHU
naTonornyeckux myrtauum «poagmnacb)» us
TeopeTn4yecknx uccrnengoBaHUn No N3y4YeHUHo
3KCNpPecCUBHOCTU NreHOB.

Ecnu npu ogHOM 1 TOM XXe reHoTune PeHOoTUNbI
ocobeun BapbUpPYHOT, TO, 3HAYUT, Ha
NPOABNAEMOCTb (3KCNPeCCUBHOCTb) reHOB
MOX>XHO BIIUATD.

MMeHHO Ha Takon nocTaHOBKe BOMpoca
HactamBan C.H. [laBuaeHKoOB, BbICTynas c
KPUTUKOU rocnoacreoBaBLllen B 20-30 rogax
Teopuuu O BbIPOXOEeHU ceMeun ¢



Upea npocenBaHusa (CKPUHUHIa) pogunachb B
CLUA B Havane XX Beka (OCMOTpP
LUKONbHUKOB, NpoduUnakTuyeckme ocMoTpbl
Ha BblsiIBNeHNe TyOepKynesa, perynspHbie
OCMOTpPbI pabounx u gp.).

TaK KaK otaenbHble (hOPMbI FreHHbIX
3aboneBaHNUN BCTpPE4arOTCA He O4YEeHb 4acTo,
AN UX BbISABNEHUA OO0MXKHbI ObITb
pa3paboTaHbl NPOCTbIe U AelleBble MeToabl
npoceuBaroLen ANarHOCTUKMU
(CKPUHUHIOBbIe).



O6wumu xapakmepucmukamu
CKPWUHWHTIA s18JISTFOMCSI:

1) MaccoBbIN U 0e30TOOPHbLIN XapaKTep
obcnepoBaHus;

2) npodomnakTnyeckas HanpaBfeHHOCTb;
3) ABYX3TanHOCTb ANArHOCTUKMN.



llpoceuesaHue — npeHTUpNKaumns
Hepacno3HaHHbIX O0rie3Hen ¢ NOMOLLbIO
ObICTPO OocyLlecTBNAeMbIX TecToB. B
HacTosiLee BpemMsi YeTKO onpeaeneHbl
OCHOBHbIEe NOoNoOXeHUa MmemodadoJsio2uu
mMaccoeol duazHOCMUKU HacneacTBeHHbIX
6one3sHen Ha OOKJTUHU4YeCcKoU cmaouu.
Takaa meToagonorma yuymtbiBaeTt
onpeneneHHble KpUTepuUn HacneacTBeHHbIX
oonesHeun u AMarHOCTUYeCKUX MeToaos.



OcHOBHasi uesib rnpo2paMmMm Maccoeo20
CKPUHUH2a HOBOPO)XOEHHbIX Ha
HacrsiedcmeeHHbIe 60os1e3HU —

paHHee ebisissieHuUe 3abosiesaHusi Ha
JOKJITUHUYeCKOoU cmaduu u op2aHu3sauyuu

JIeHeHUH].



lpoepamma eksirovaem criedyroujue
amarnbil:

1) B3ATUE OMONOrnyecKkoro matepuana ans
nccnenoBaHNA y BCeX HOBOPOXKAEHHbIX U

AOCTaBKa maTtepuana B AMarHoCTN4ecKyto
nabopartopuio;

2) nabopaTopHasa npocemBaloLlasa AMAarHOCTUKA;

3) YTOUHAKOLWaA AMarHocTUkKa Bcex criyyaeB C
NONIOXUTENbHbIMU pe3ynbTaTaMmu Npu
npocenBaHuu;

4) ne4vyeHue OONbHbIX U UX auncnaHcepusauums C
KOHTpPOJIEM 3a XOAO0M Jie4HeHUA;

5) MeANKO-reHeTUu4YeCKoe KOHCYNnbTUpoBaHue
CeMbM.



MporpamMmmMbl MaAccoBOro CKpMHUHra Ha
HacnencTBeHHble O0Ne3Hn, KoTopble
nognaroTca NpodPunakTuyeCKomMy neYyeHuro,
MOTYT BbINOJIHATLCA TOJNILKO B pamMKax
denepanbLHOro U permoHanbHOro
34paBoOOXpPaHeHUS.

OHM TpeOyroT opraHnsaumm cneumanbHOro
3BE€Ha B CTPYKType 34PpaBOOXPaHEHUA U
HeMarbIX 3KOHOMUYECKUX 3aTpaT, KOTopble B
obulerocynapcTtBeHHOM Maclutabe
KOMMEHCUPYHOTCA 3a CHYET YMEeHbLUeHUsA
4yucria MHBaNUOoB AeTcTBa (COXpaHeHue
300pOBbSA AeTeun faeT 5-10-KpaTHy1o
3KOHOMMYECKYIO BbIroay).



MepBas nporpamma maccoBOro
CKPUHUHIa HOBOpPOXAEeHHbIX Ha PKY
Obina opraHn3soBaHa B CLLUA B 80-e roabl
NMpPOLUSIOro BekKa.

Cenvyac maccoBbIU CKPUHUHT Ha PKY,
rMnoTepnos, BPOXAEHHYIO runepnniasuvuro
Haano4vye4yHukoB (AlC) npoBoguTcA n B
YKpauHe.



PeHunkemoHypusi (PKY)

®PeHunkemoHypusi (PKY), yacmoma 1:10 000 -
ayTOCOMHO-peLeccuBHas 0ones3Hb
aMMHOKNCINOTHOro ooMeHa, cBsi3aHHas C
HeAOoCTaTOYHOCTLIO Ne4YeHO4YHOoro hepmeHTa
deHnanaHMHrugpokcunassol.

PKY - obycnosrneHa HegoOCTaTOYHOCTbIO
depmeHTa, KOTOpasa BegeT K HapyLUeHUKo
npouecca ruapokcunmposaHusa peHunanaHMHa B
TUPO3UH.

CnenocrtBueM 3TOro ABNAETCH BblaeneHue
OonbLoro Konn4yectea PeHNNNMMPOBUHOIPaaHOMU
KNCNOTbI B MOYY, HaKonneHue deHunnanaHnHa B
KPpOBMU, HapyLwieHne ¢popmMupoBaHUA MUESTUHOBOM
00ONOYKU BOKDVI akcoHoB B LIHC.
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Oetun ¢ OKY poxparoTcsa 340pOBbIMU, HO B
nepBble rogbl XXU3HN B CBA3U C
nocrynneHvem ¢gpeHusnasiaHuHa B OpraHu3m c
MOJIOKOM MaTepu pa3BMBaAOTCH KIMUHNYECKUe
NposiBrieHNA: NoBbIlleHHasA BO30yANMOCTbD,
runeppedrriekcus, NnoBbILWEeHHbIN TOHYC
MbILUL, TPEMOpP, CYAOPOXHbIE
anunenTuMopdgHbIe NpuUnagku, XxapakTepHbIu
«MbILWMHbINY 3anax.



- Mo3xe ogHm mn3 nposasneHnn OKY asurtca
HapyLeHue obpa3oBaHUA MeSlaHMNHA, YTO
BeAeT K YMEeHbLUEeHUI0 MUrMeHTauum

' KOXHbIX MOKPOBOB, BONOC, paay>XHOW
00O0NOYKM rnas, Npu oTCyTCTBUM JNle4yeHuns
nporpeccupyeT yMCTBEHHas OTCTaNocCTb.




Buonornyeckum martepmnanom gns
npoceuBarwwen gnarHoctmkn OKY asnsaroTca
BbICYLIEeHHbIe NATHA KanunnapHOU KPOBMU
HOBOPOXAEHHbLIX Ha XpomaTtorpadpunyeckoun
Oymare (MOXXHO UCMNONb30BaThb
domnbTpOoBanbLHYO bymary).

OnarHocTtnyeckmmn martepuan 4acTo
nepecbisiaeTcs no no4yrte B
LLeHTpanun3oBaHHbIe nadbopaTtopuu (gaxe 3a
pyoex), B NOOOM criy4yae OH AOJKeH
NOCTYNUTb B nabopaTtopuio B TeyeHue 2-3
AHEeWn nocre B3ATUA Npoobl.



3ab0op KpoBM OCYLLECTBAAIOT Ha 3-5 AeHb
nocne poxgneHunsa pebeHka B pogaome. B
NATHaAX KPOBU onpeaensaroT KOrin4ecTtBo
cdheHnnanaHmHa ¢ NOMoOLLbLI OAHOIro U3 3-4
MeToA40B: MUKpoOMonorndyeckmm tect lNatpwm,
donroopopumeTpus, pacnpengenutenbHas
XpomaTtorpadgpumsa Ha bymare, TOHKOCINOUHaA
XpomaTtorpadus.

MpuHUMNManbLHOW pa3HULUbI B pe3ynbTaTtax
aHanusa Mexay mMeTogamMm Her.



d00pP KpoBU nNpon3BoanNTCcH y
HOBOPOXAEHHbLIX B Bo3pacTe 4-5




Habop peareHTOB ANA CKPUHUHTA
peHUIKemoHypuu Yy HOBOPOXAEHHbIX

- (PIyOPECUEHTHLIM METOAOM B CyXux IATHax

KpoBU




B cny4yae nonoXuTtenbHOro pe3ynbraTa
NPOBOAUTCSH YTOUYHSAKOLWAA OMOXUMUYeCKas
AnarHocTUuKa.

OHa moXxeT ObITb ObycrnoBreHa TUNMUM4YHOU
deHunkeToHypuen (HedocmamoyHoOCMb
gheHuUanaHUHa2udpokKcusia3sbl), BApUaHTHbIMU
UM aTUnnYHbiMmn coopmMmamu 3Ton 60re3Hu,
PE3UCTEHTHbIMU K ANeToTepanum,
HacreaACTBEHHOU rmnepdgeHnnanaHnHemmen
(aoOGpokavecTBeHHOMU), Apyrummn cbopmamm
HapyLweHusasMmn metabonusma.



NMpu noaTeBepxaeHnun gnarHo3a OKY pebeHok
nepeBOAUTCA HAa UCKYCCTBEHHYIO
6ecdeHnnanaHMHOBYIO AUETY, OCHOBY KOTOPOM
COCTaBIIfieT rMaponmn3aT MOJIOYHOro KaseuHa
(«bepnodeHy).

BuTamMmunHbl 1 MMHepanbHbIe CONIU BBOAATCA B ANETY
B Buae papmakoriorm4yeckmx npenapartos.

Co BpeMeHeM agueTa paclumpsieTcs, AeTtu nocne 1
roga nerye rnepeHocAT nuileBon peHnnanaHuH.

JleyeHne gueTon npoBoAUTCA NOA perynsapHbIM
OMOXMMNYECKUM KOHTPOSIEM KOHLEHTpaLumn
cdeHnnanaHuHa B KpOBM: 2 pa3a B Heagenw B 1-U
MecsL (0ObIYHO 3TO nNepuon rocnuTannsauum),
eXXeHenernbHO [0 6-MeCAYHOro Bo3pacTa, 2 pa3aB
MecsL — B Bo3pacTe 6 mecsiueB — 1 rog u

Ao d
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J10MKHbI ObITb UCKIIOYEHbIl: MACO, Ppblba, MOJIOKO,
CbIp, BCe Kpynbl, KpOMe caro, xneo.




YTO MOXHO, YTO HEJ1b34

[MpoAayKThl,
Ha3Havyaemble Ons
rneyeHud
deHUNKeToHypumn:

'maponusathbl
OenkoBble,

Cwmecwu L-
aAMUWHOKUCIIOTHbIE, He
cogepxawime
doeHnNanaHuH,

HO B cOoCcTaBe KOTOpPbIX
NPUCYTCTBYIOT Apyrue
He3aMeHUMble
aMWUHOKUCIOTDI.

JleyeHne nuTaHnem
3aKrn4aeTcs B MOSIHOM
UCKITHOYEeHUUN U3 paLUuoHa
OONMBLHOro NPOAYKTOB,
HacCbILWEeHHbIX benkamu:
0000BbIe, AnLa, MSACO,
MOJIOKO, pPbIOY U Ap.

Ha ctone fOMXHbI
NPUCYTCTBOBaTb (DPYKThbI,
COKMU (OBOLLHbIE U
dpyKTOBbLIE), OBOLLMU, A TaKXKe
ManooenkoBas nuila
cneunanbHOro



Mpn neyeHun 6eccheHnnanaHMHOBOU ANETOMU
Ha 1-M rogy *XU3Hu U B criy4yae HebonbLIOro
coaepxaHus cbeHunanaHMHa B nuwe nocre. 1
rogay Aeten, roMO3UroTHbIX MO FreHy
He4OCTaTOYHOCTHU
deHnanaHMHrngpokcunasbl, He OTMe4yaeTcCs
HUKAKUX KITMHUYECKUX MPU3HAKOB 3a4ePXKKU
NCUXNYECKOIro unm




Bpo)xdeHHbIU 2unnomepuos

1
o BpO)xOeHHbIU 2unomepuo3s — 3TO

CyMMa HapyLleHUMU
HacneaocTBeHHOMU

N HeHacneaAcTBeHHOU 3TUOSOrny

- 1) areHe3us LWUTOBUOHOWU
XXene3bl; ;

- 2) 3KTONUS LUNTOBUAHOM Xere3blk

o 3) ANCTOPMOHOreHe3
(HacneacCTBeHHbIe OONe3HNn);

= 4) ayTOMMMYHHbI€ npoLecchl.




OCHOBHbIE KITUHNYeCcKue
NnposiBrieHus

YMcTBeHHass He4OCTAaTO4YHOCTb,
pe3Kkoe oTcTaBaHue B pocCTe,
OTEYHOCTb KOXXHbIX MOKPOBOB, a Npw
ANCropMOHOreHe3e — n pa3BuTtue 306a.

Ona Bcex oopm Gone3Hn npuemnema
OoAHa 1 Ta Xe nporpamMmma MaccoBoro
CKPUHUHra, TaK KaK OMOXMMNYEeCKNMU
MapKepamm ABNAKOTCA dea
rnokalamer’isi: CHLXKeHue B nnasme
KPpOBU coaepXXaHUA MUPOKCUHa W
yBeJin4eHue
mupeouocmumMynupyrouw,e20 20PMOHa
(TCT).




[InarHocTn4yeckKkass 3HAaYMMOCTb
CKPWHUWHra B NOSIHON Mepe
nposiBRsieTcs Npu onpeaeneHnn
obounx mapkepoB, HO No
3KOHOMMNYECKUM COODpaKeHUAMm
4acTo OCTAaHABJIMBAIOTCA Ha
onpepeneHnu TCl, 4TO BNosnHe

3¢ heKTUBHO NpPU B3ATUN KPOBU C 3-
ro Nno 7-u AeHb XU3HU, NOBTOPHOE
CKpUHUpOB8aHUe BO3MOXHO yepes 2
Heaenw.



Ucnonb3yroT gBa metoAaa: pPaguOMMYHHbIU U
MMMYHO(EePMEHTHbIN, UX YYBCTBUTESIbHOCTb
- cneundPuvHOCTb OAMHAaKOBA.




Tupokcun v TCI onpenendroT B
oOpa3uax KpoBM HOBOPOXAEHHbIX,
oOpa3ubl npeaBapuTeribHO
BbICYLUMBAKT Ha cneuuanbHON
domnesTrpoBanbLHOU dymare.

[1lpu NnoNoXxXutenbLHOM OTBETe
ANarHo3 AoMmMKeH noaTBepXaaTbCcA
3HOOKPUMHOMOINroM U coaepxaHuem
TUpPEeoOUOHbIX TOPMOHOB B KITMHUKE.



SANICLINVIICIID RAAN Icphalivin 1VipouUvigvinuv
(L-TUPOKCUH) AOMKHA ObITb HAYaTa y AeTeu
C NMONOXUTENIbHbIM NMPOCEenBaloLLNM

" TecTOM gaxe OO0 OKOHYaTeNnbHOro
noaoTBepXaeHus amarHo3sa.
A heKTUBHOCTb Teparnnun BbICOKas.




Bpo)xOeHHasi 2unepnna3usi
Haorno4ye4yHUKo8 usu
adpeHo2eHUMmMasibHbIU CUHOPOM



Bpo)x0eHHasi 2urnieprsia3usi HaOrno4e4HUKoe
usiu adpeHo2eHumarsibHblll CUHOPOM
(yacmoma 1:5000).

AdpeHoz2eHUMasribHbIU CUHOPOM
(AlC) — rpynna reteporeHHbIX
3aboneBaHnU, 0OyCNOBNEHHbIX
reHeTU4YeCcKUMu gedeKkramum
MeTabonmama aHOpPOreHHbIX
ropMOHOB, KOTOpPbIEe NPUHaANexarT K
HacneacTtBeHHbIM gedeKkram
obmMmeHa ropMOHOB, TUNN
HacnegoBaHUA - ayTOCOMHO-

| . W adBP . VY-SV E._YEEEERYI



N3BeCTHbI ABa Knaccu4veckux
BapuvaHTa 3TOU O0ONe3Hn —
cosibmepsirouiasi U rnpocmasi
eupusibHas cpopma. F'mnepnnasuna
HaAnoO4Ye4YHMKOB OOyCriOBJiIeHa TeM,
4YTO HapyLlueH npouecc 21-
rMMOPOKCUNUPOBaHNA U 17-
rMOpPOKCUNPOrecTepoH He
npesBpatllaeTca B 11-0e30KCUKOPTU3OI.



AOPEeHOreHNTaNnbHbLIN
CUHAPOM

. Mypo™halamus
> Boipabotka AKTI gns ctumynsumm Kopsl
" gtand H34MNOYEeYHVKOB K 8bipaboTke KopTn3ona u
3aNbAOCTEPOHA
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HEAOCTATO“HA” BbIPABOTKA rMneprnnna3yy Kopdl HaANOCHeuHMVKeSB Nno4 snvaHMeMM

KOPTUSONA M ANBAPOCTEPOHA /\RTI OTCYICTEns APENATCIBNA [nA
rMNepnpoAvKUviY: NONOBLIX ropMoHOB (yposeHb

depMmeHTOB He MIMEeHWM/ICH, CAeA0BaTeNbHO
YPOBEHb KOPTM3013 ¥ 3/1bA0CTePOH mim YrachFree.ru

BecnaarHeii spay




Conbmepsirowjasi popma xapakrepusyeTcs
NONMHbIM AedoUUNTOM U NPOSABNAETCA B
HapyLIeHUn corneBoro oomeHa (gepunTt
MUHEePaNnoOKOPTUKONAOOB).

B naTonorn4yeckuu npoLecc BoBre4yeHa
pPeHUHaNnbOOCTEePOHOBAasA CUCTEMA.
KnuHnyeckasa KaptuHa 6ones3Hu
NPOSABNAETCA B NepBble OHU XXU3HU, Y
pebeHKa HabrnopaeTca cpbirMBaHue, pBOTa,
CUMMNTOMbI HE4OCTAaTOYHOCTMU
nepudgepmnyecKkoro KpoBoobpalLleHus,
COHNIUBOCTb, NOTEPA MaccChl Tena.

O6e3BoOXUBaHWe Bbi3biBaeT NOBbLILLUEHHYHO
Xaxay, YTo NposBnseTcA B BUAe akTUBHOIO
cocaHus. buoxnmmnyeckoe nuccrnegoBaHue
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llpocmas eupunbHas ¢popma
XapaKTepusyeTcs nporpeccupyroLiemn
BUpUNU3auueun, yCKoOpeHHbIM COMaTU4YeCKUM
pa3BUTUEM, NOBbILLEHHOU 3KCKpeLuueu
ropMOHOB KOpPbl HaANOY€e4YHUKOB.

Y HOBOpPOXAOEHHbIX AeBOYEK npu Kapuomurie
46,XX pa3BuBaeTCcs MacCKynmMHuU3aUuunsa, XoTs
BHYTPeHHUE NosioBble OpraHbl
cchopmMupoBaHbl NpPaBUNbHO.

Y HOBOPOXAEHHbIX MaribMUKOB eUpUJSIbHas
gpopma Al'C oObIHYHO He pacno3HaeTcH,
ANarHo3 ycTaHaBfIMBaETCA Ha 5-7 roay XU3HU
Npu NpPosBJIEHUAX NepBbIX NPU3HAKOB
npexpeBpeMeHHOro nosioBoro pasBuUTUA.



'mpcytuam npu AlCy
XEHLMHbI




llo30Hs1s1 hopmMa nposABnAeTcH B
NnoAPOCTKOBOM BO3pacTe (y AeBOYeK —
paHHee NofioBoe pa3BuTue, NTMpPCyTU3M; y
MaJibMMKOB — YCKOPEHHbIN KOCTHbIN BO3pacT
N paHHee OBOJIOCEHUEe HapPYXHbIX MOMOBbIX

Put, 56, Pefexcr o« camapurese Mumse - Kyomea [~ Mo A Ay
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MemoObI npoceusarowell duacHOCMUKU B
AAaHHOM cJly4yae BbISABINAIT OMOXUMUNYECKUN
MapkKep 0ornes3Hu — yBeriudeHue cogepxaHums
17-0-0KCunporectepoHa B KpoBu (006pa3ubl
BbICYLUMBAIKOT Ha ounesTpoBanbHoOU dymare).

Ona AnarHoCTUKU NCNOSb3YyOT
paduoMMYyHHbIU U UMMYHOEepPMeHMHbIU
MemoObl, UX YYBCTBUTESIbHOCTb U
cneynddUYHOCTbL OAMHAKOBA, HO Yalle
ncnosnb3yeTcsa MMMYHO(PEepPMEHTHbLIU METOA.

JleyeHue — 3amecTUTEeNnbHass rOpMOHanbHas
Tepanusa (KOpTUKocTepounabl) — ycrneLluHoe.



Anroputm npoBeneHnA HeOHaATaNbHOIMO CKPUHUHrA
Ha AlC



B nocnegHue roabl yCUneHHoO pa3pabdarbiBaeTcs
HeuHea3UeHasl n1abopamopHasi duacHOCMuKa.

CyTb HeMHBaA3MBHOIo MeToAa Angd nnoaa
3aKriro4yaeTcs B NOJSIy4YeHUM KIeToK nnoaga u3 KpoBu
6epemeHHON. U3BeCTHO, YTO BCrieacTBue
TPpaHCcNMaHTauuTapHou TpaHcdy3nm KneTku nnoaa
nonagaroT B KPOBAHOE pPycrno bepeMeHHOU (KIeTKU
TpodobnacTta, nuMmdouuTbl, IpUTPOONacTbI).

OAOHako KOHUEeHTpauua ux B KpoBm bepemMeHHOU
OYeHb HU3KasA (1 KneTka nnoaga Ha 10 MJIH. KNneTokK
MaTepu), NO3TOMY OCHOBHaf 3aJa4va nonydyeHus
KJIeTOK COCTOUT B TOM, YTOObI HANTU CNOCOObLI
AeTeKUUU KNeToK NfoaoB U NX N30nsuun.

B HacTosWee BpemMs 3Ta 3a4ava yxe pelwlaeTtcs,
Hanoornee noaxoAasLWMMU KNeTKkaMu Ana geTekumu
ABMNAOTCA 3pUTPOONACTbl, UCNOSbL3YA
BbICOKOYYBCTBUTENbHbIEe MeToAabl FISH u INLUP,
MOXHO NpPOBECTU aHaNn3 KNeTokK nnoaa, Bbiaenvs
nx n3 15-40 Mn KpoBn 6epemMeHHOMN.



[MocTeneHHO HabupaeT cuny U reHeTU4YecKoe
TecTUupoBaHue B paMKax rnpeduKmueHou
MeOUUUHBI.

[loBCcemecTHOe BHeApeHUe B COBPEMEHHYHO
MeaAULUHY MeTOO0B MOMEKYNApPHON ANarHOCTUKU
No CyTM yXe caenaro pearibHON uaero
2eHemu4yecko20 nacrnopma. Yncno reHeTU4YECKUX
TeCTOB, COCTaBNAIOLWNX ero OCHOBY, YXe
pocturaeTt 100 1 npoaonKaeT ObLICTPO
yBennuuBaeTtcsd (remopunus, MykoBmcLuuaos,
deHUNKeTOHYpPUA U APpP.).

CornacHo aaHHbIM BO3, reHeTu4yeckoe
TeCTUpoBaHMe OO0JMKHO NPOBOAUTLCA C YYETOM
AOOPOBOSILHOIO cornacus TeCTupyemoro,
cobnogeHnem Bcex HOpM OMOITUKU, NPUYEM
cOoCTaBJIeHUe reHeTU4YeCcKoro nacrnopTa
XXernaTtenbHO B paHHEeM Bo3pacTe, Koraa ero



OBLUE TNOJIOXEHWA TNTPOPUTIAKTUKU
HACJIEQCTBEHHOM MATOJIO UMN.
PYKOBOLCTBO 3KCIIPECCUEW MEHOB

COBpeMeHHbIe noaxoAabl ﬂpOCbVI.ﬂaKTVIKVI OCHOBAHbI Ha
AOCTUXEHUAX NreHeTUKN, MeaUuLUnHbl U ONOITUKMN:

1) oxpaHa OKpyXarLieu cpeabl ANA npeaoTBpaLleHus
HOBbIX MyTauUuu;

2) MeguKo-reHeTU4YeCKoe KOHCYNnsTUpoBaHue Ons
onpeaerieHns1 TaKTUKN AeTOPOXAEHUSA U BblHalLMBaHUA
OepeMeHHOCTH;

3) NnpeHaTanbHas U NPeMMNIAaHTaLMOHHAaA ANArHOCTUKA
HacneacTBeHHbIX 6one3Hemn;

4) DOKINMMHUYeCcKas AMarHoCTUKa HacneacTBeHHbIX
oorne3Heun n bonesHen ¢ HacneaACTBeHHbLIM
npeppacnorioXxXeHueM ¢ nocrneayrowmmMmm MeponpuaTuamMm
Mo HOPMOKOMNMUPOBaHMUIO.



C mMeONKO-reHeTU4YEeCKOU TOUYKN 3PEeHNA B
HacTosiLee BpemMs pas3nuyaroT mpu euoda
npogusiaKkmuku:

lNepeu4Hasi npogunaKkmuka — 3To UCKIo4YeHune
3ayaTtuvsa NnoaomM HacrneacTBeHHOM naTornoruen.

BmopuyHas npogunakmuka ocyLwlecTBrNAeTCA
nyTem afimMmmHaumm aMobprvoHOB M NJIO0AO0B C
naTtonormem.

TpemuyHas npogunaKkmuka pocTuraeTcs nyTem
cOo34aHusA TakKuxX yCrioBMU NSl pa3BuUTUA U
yHKUMOHNpPOBaAHNA OpraHnu3mMa, KoTopble He
NO3BONAKOT pa3BUTbCA NaTONIOrM4ecKomy
deHOTUNY (HOPMOKOMNUPOBAHUE).

HopmMokonupoeaHue MOXeT AOCTUraTbCHl
anetnyecknmm (npun PKY, ranakrozemmmn) nnu
NeKapCTBeHHbIMU (NPU rMNOTUpPEeOo3e) MeTo4aMM.



Cenyac paspabartbiBaroTcAa meToabl
NnpeHaTanbHOro JfieYeHUs: ONbIT JIe4YEeHUs
MemursiMasiIoHoeoU ayudypuu Ha
BHYTPUYTPOOHOM cTaaum 60onbLUMMU A03aMMU
BUTaMuHa B ana 6epemeHHOM.

NMpwn epoxdeHHOU Hedocmamo4yHocmu 21-
2udpokKcusiasbl NeYeHue KopTukonaamm MoxXHo
Ha4yaTb CO 2-ro TpumecTpa 6epeMeHHOCTU U
Aaxe ¢ 9-u Hegenu, ecnu nposeaeHa
npeHaTtanbHas AUuarHoCTUKa.

XeHWwMnHaMm, reTepo3UroTHbLIM MO 2eHYy
gpeHUsNIKemoHypuu, peKOMeHAYEeTCA BO BpeMs
OepeMeHHOCTU AneTa C HU3KUM coepKaHuem
cdeHnnanaHunHa.



B nocneaHee BpeMs pa3BuBaeTcd runoresa o
rnepuKkoHUenuyuoHHOU rnpoguriaKkmuke:
noaroToBKke opraHm3ma mMatepu B TedeHUue
HeCKOJIbKMX MecsdueB A0 3avYaTtuvd
(BUTaMMUHMN3aLUUA, aHTUOKCUOAHTHaA Tepanus,
noBbilleHne UMMYHMUTETA, OTCYTCTBUE
CTpeccoB), u cobrnioageHne 3TUX yCrnoBUU Ha
PaHHUX CpoKax bepemMeHHOCTM (0 10 Heaenb).

[MpnMep, CHMXKEHUEe YacToThbl POXKOEHUSA OeTeU C
aHOManunen HepBHOW TPYOKKU ¢ 4,6% 00 0,7%; y
XeHwuH ¢ CLl poxaeHus pedeHka ¢ BINP -c
7-9% no 2%.



lNepuHamanbHass emopudHas rnipogunaKkmuka
npegycMaTpuBaeT yrnpaBrieHUue 3KCrnpeccueu reHoB Ans
npepynpexaeHna oornesHen ¢ HacneacTBeHHOMU
npenpacnorioXXeHHOCTbH.

UcknioyeHune u3 cpeabl (hakTopoB, KOTOpbIe
CMoCcOOCTBYIOT pa3BUTUIO NaTosniornyeckoro ¢peHoTUnNa, a
MHoraa n ooycnoBrnuBaloT ero, ABNAeTCA NPAMbIM NyTeM
K npodunnakTuke Takux 6onesHeu.

Hanpumep, Ha npon3BoacTBe, rae ecTb BpeaHble
ycnoBusa paboTbl (KOHTAKT CO CBUHLIOM, NecTUuunpamm,
OKMUCNUTENAMMU U Ap.) HeodOxoauMo coonaaTb NPUHLAN
Nnpon3BoACTBEHHOro oToopa pabouux.

JTO NO3BOSINT 3aMETHO 3amMeasiuTb pa3BuTUe 60NMe3Hn U
CHUXXeHUe ee KITMHNYECKUX NPOABJIEHUN 3a CYeT
UCKITIOYEeHNA AeUCTBUSA NMPOABIAIOLWUNX CpenoBbIX
¢daKkTopoB.

Ha aTom npuHuune ocHoBaHa NnpodgunakTuka Takux
MVnbTUudakTopuanbHbIX 0one3Hen, Kak b,



SNTUMMUHALINA SMBPUOHOB U 1710408
C HACJIEQCTBEHHOMU NMATOJIOMEU

MexaHn3Mbl 3NMMUHALUN HEXXN3HECNOCOOHbIX 3MOPUOHOB
M NNOAOB 3BOJIIOLUMOHHO OoTpabaTbiBanuch. Y YenoBeka
3TOT NpoLecc BbipaXeH B BUAe CMOHTaHHbIX abOpTOB U
npexaeBpeMeHHbIX POAOB.

He BCe OHM npoucxogAaT no npuinHe HENOSTHOLEHHOCTU
3IMOpUOHa Unu Nnoaa; YacTb CBsi3aHa C YCIIOBUSIMU
BblHALUMBaHUSA, TO €CTb COCTOSAHNUEM XXEeHCKOro opraHusma.
Okono 50% crny4aeB npepBaHHbIX 0epeMeHHOCTEMN
conpoBoxaanucob BIP unu HacneactBeHHbIMU DONe3HAMMU
y NNoaoBs.

Takum ob6pa3om, MeauKo-reHeTUYeCKUN noaxon K
npocmunakTuke nyTeM anMMmMHaLMm aMO6pPUOHOB U NIIOAOB C
HacrneAcTBEHHOMW NaTonornen, No CyTu, 3aameHseT
CMOHTAaHHbIN abopPT Kak npupoaHoe siBneHue. MNMpun
yCTaHOBNE€HUU AnarHo3a HacrieaCcTBeHHOro 3aboneBaHus
HeoOxoAMMO npepbiBaTb 0epPeMeHHOCTb.

OpHako npoueaypa npeHaTtanbHOW ANarHOCTUKN U

npepbiBaHUA 6ep6M6HHOCTM AOJXHa NPpoBOAUTLCA TOJILKO
C cornaciiga S3WeH!IiiIMTHRKLIL



Heobxoanmo yuntbiBaTb peniMrmo3Hbie yoexaneHus,
KOTOpbIle He NO3BONAIOT NpepbiBaTb 0epeMeHHOCTb.

Oxxopoxx YopkaHu e 1978 2ody cchopmynupoBan
KOHUEeNuUMIo mepamaHa3suu, KoTopasa nogpasymeBaeTt
ecmecmeeHHbIl npouecc npoceusaHuUsi NNOAOB C
BPOXAEeHHOU NnaTorormen.

TepamaHa3usi oCyLLeCTBISIeTCA 3a CYEeT cCo3haHusA
«HenepeHOCUMBIX» YCITOBMI ANs nnoga c natonoruven,
MeXAy TeM Kak Takue ycrioBusl BNosiHe npmemMnembl ons
HoOpManbLHOro nnoaa.

NoapasymeBaeTcsa Hann4une ¢akTopoB, KOTOPLIe
BbISBNAIOT NaTONIOrM4ecKoe COCToAHUE U CMepTb nroaa.
YXXe eCTb 3KCnepumMeHTaribHble AaHHble B NOJSIb3y TaKoun
TOYKM 3PEHUA, BeaeTCA NOUCK MeTOA0B UHAYLUMPOBaHHOWU
CefieKTUBHOU rmoéenun nnoaa ¢ NaTtoriorMyecKnm
reHOTUNOM.

BmecTe ¢ TeM, MeTOAbLI AOMXKHbI ObITb
dounsnonor4yecKUMuv ons matepum n 6esonacHbimMu anga



Fr’EHHAA MHXEHEPUSI HA YPOBHE
3APOAbILLUEBBIX KITIETOK
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KﬂOHHpOBBHMe OBULI METOAOM NEpPpeHOCa RAoPa

KnoHuposaHue oBUbl Jonnu u3 aapa audhepeHUMpoBaHHON KNETKM W TREX ARYTMX OBEL| M3
Aaep aMOpUoHanNbHbIX KNEeTOK YAanoch OCYWeCTBUTL BNaroAapa NepeHocy AAep us KNeTok,

WUBOTHOMO. fleno B TOM, JTO B TEMEHUE NEPRBLIX TREX ABNEHWUH 3Ur0Thl 0BUBLI — ANALMXCH
HECKONBKO CYTOK — NPOUCXOAUT ToNLKO pernukaumna JHK, Hu oauH U3 reHos He
FrCnpeccupyeTca. [peanonaraeTca, 4To 3a 270 BpemMA eeegerHan [AHK ocenboxaaeTcs
OT CNeLUMmUYHEIX ANA KNETKN PEeryNaTopHLIX OBNKOB, a2 COOTBETCTEYHOWWE MeHbI

IMOpPUMOHANBHOID Pa3BUTUA CBASLIBAKTCA C MHULMATOPHLIMK 3MOPUOHANBHBIMU
BENKoBbIMK HAKTOPAMM U3 LUTONNA3Mb! AWLEKNETHM. O Q Q
! e

OCyleCTBNABTCA CNUAHUE KNETOK B haze
NOKDA U AULEKNETOK, NUIWEHHLIX 8Apa




NMpodunakTnka HacneacTBeHHbIX bone3Hen
MOXeT ObITb NONMHOU N 3hPeKTUBHOU, ecnvu B
3UroTy 6yaeT BCTPOEH reH, no PyHKLUUN
3aMEeHSALWUN MYTaHTHbIU reH.

YcTpaHeHue npuyYuHbI HacrneacTBeHHOU
Oone3Hu o3Ha4yaeT cepbe3Hoe
«MaHeBpUpPOBaHME)» C FreHETUYEeCKOM
nHcopmMauueun B 3Urore.

JTO — BBeAeHUe HoOpMasrnibHOro anrnensa B
reHoMm nytem TpaHcdekumn, oopaTHas
MyTauus NaTosiormM4ecKoro annens,
«BKJTHOYMEHUEe» HOpPManbHOro reHa B pabory,
€CIiN OH ONOKNPOBaH, «BbIKMIOYEHUE)
MYTaHTHOIO reHa.
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Heckonbko OTKpPbITUM NO3BOSAIOT PeLUnTb 3Ty
3apjavy:

1. PacwundpoBKa reHoma 4yenoBeka.

2. NNony4yeHune reHOB YenioBeka B YNCTOM
BUOe Ha OCHOBE XMMUYECKOro Unm
Ononorn4eckoro cuHTe3a. Tak, reH rnooumHa
yerioBeka obis1 0O4HUM U3 NepPBbIM,
NONy4YeHHbIM UCKYCCTBEHHO.



3. BknroyeHue reHOB B reHOM YerioBeKa C
pa3HbIMU BEKTOpPaMM UNU NyTeM mpaHcgekyuu.
Pa3paboTtaHO HECKONMBbKO CNOCOOOB TaKkoro
BBeAEeHMUA.

Hanpumep, ¢ nomoubio s1amb60a-ghaza nytem
TPaHCAYKUMUN U3 KNLLEYHOU NANIOYKN Obin
nepeHeceH B KIeTKy YerioBe4eckoro opraHmama
reH, onpenensowmn cuHTe3 hepmMeHTOB
rmKo30-6-chpocdaTtypmanntpaHcgepasbl.

KneTtka Oblna nanevyeHa oT ranakreseMmMn n B
KyNnbType TKaHU garia HeCKosribKO HOpMaribHbIX
NOKONEeHUMW.



Pa3paboTtaHa meToamnka nonyyeHUs reHoB
XUMUYECKUM NyTeM N0 aMUHOKUCIIOTHOMW
nocrieaoBaTeNIbHOCTU Oenka unu Ha maTpuue
PHK ¢ nomowiblo o6paTHOU TpaHCKpuUnTa3bl C
Lerbio BBeOEeHUS 3TOro reHa B KNeTKy C
NMOMOLLbLIO creuuaribHbIX BEKTOPOB,
aneKTponopauuu, rnasepHbIX NPOKOSIOB
000SI04KM KNeToK, NIMNocoM. Tak ObIfin NONyYeHbl
reHbl, onpeaensowme CUHTE3 rmnogunsapHoro
ropMoHa pocTa, COMaToCTaTUHA, MHCYJINHA,
nHTepcepoHa n BBegeHbl B 6akTepuaribHble
KINEeTKN, KOTOPbIe Nocne 3TOro Havyanwu
npoayuupoBaTb ropMOHbI U MHTepdepoH
MIeKonuTaloLLUnX.



4. BO3MOXHOCTbL HanpaBrieHHOro XMMMU4ecKoro
MyTareHesa, Nno3BonfaoLWero MHAyuMpoBaThb
cneuuduyeckKkmne mytaumm B CTpPoro
ornpeaeneHHOM JloKyce (nony4yeHme odpaTHbIX
MyTauuU — OT NATOSIOrMYECKOro annens K
HOpPMaribHOMY).

5. [loKkasaTenbCcTBa, NONy4YeHHbIE B
3KcnepuMMeHTax Ha pa3HbIX XXKUBOTHbIX,
TpaHcdeKkunn otaenbHbIX FreHOB Ha cTaauu
3uroTt. BBeaeHHble reHbl PYHKLUOHUPYIOT B
opraHuame-peuunmeHTe U nepenaroTcad no
HacneacTBy, He Bceraa no 3akoHam MeHpens.



PewunTtb 3Ty Nnpobnemy HENpPOCTO, TaK Kak
nocrie BBeAeHUsA B reHOM AOMNONHUTENIbHOU
reHeTu4eCckou nHpopmaumm, Hem3BeCTHO, Kak
OH OypeT BecTu cebsl nocrie Meno3a,
peayKuumn Yyncria XpoMmocom, B CoO4YeTaHunu ¢
HOBOMU 3apoAbILLeBOU KIeTKOMN.

Bo3MOXHO, UTO BBeageHne B coMmaTnyeckKkue
KNeTKU 300poBOro reHa 6e3 oqHOBpPEeMeHHOro
vAaneHusa aeeKTHOro MoXet NpUBeCTHU K
yBennyeHuo cogepxaHua [IHK B kneTkax, a
n30bIToK [1HK - K naTonorum.



NITAHAUPOBAHWE CEMbW




NIIAHUPOBAHUE CEMbU

[Mpn BbICOKOM (60s1€e 20%) pUCKe pOoXaeHUs
OonbHOro pedbeHka n OTCYyTCTBUM
BO3MOXXHOCTU NpoBeOeHus npeHaTtarbHON
ANarHOCTUKU, KPOBHOPOACTBEHHbIX Opakax,
peKkoMmeHAyeTCcAaA omkKa3 om 0emopOoXKOeHUsl,
KOTOPbIN MOXET paccMaTpMBaTbLCA KaK meTtoA
NnpodrUnakTMKm HacneacTBeHHbIX
3aboneBaHun. Ho Takme pekomeHaaumm
AAKTCA TONbKO NpU KBanudpuumpoBaHHOU
MeAUKO-reHEeTUYEeCKOU KOHCYNbTauum.



NI1AHUPOBAHUE CEMbW




NMITIAHUPOBAHUE CEMbU

PekomeHayeTcs OTKa3 oT bpakoB
reTepo3nUroTHbIX HoCUTeneu B NONYyNALMNAX
C BbICOKOM YaCcTOTOMN KaKoro-rimbo
3aboneBaHus, B KOTOPbIX NPOBOAUTCSA
AWarHoCTUKa HOCUTeNbCTBA.

Bo3pacT keHLWuHbI 6os1ee 34 stem
NOBbLILLAET BEPOATHOCTb POXAEHUSA
pebeHKa C XpOMOCOMHOMW naTtosriormem, y
MY>X4YUH — HEKOTOPbIX FreHHbIX O0one3Hen
(occuduumpyroini MUO3NT,
axoHpgponna3suda, cuHapom MapdaHa).



NI1AHUPOBAHUE CEMbW




NITAHUPOBAHUE CEMbW

Taknm obpa3omM, OKOH4YaHuUe
aetopoxaeHus 0o 30-34 siem
ABNAeTcA oaHUM U3 pakTopoB
NpodnNakTUuKn HacneacTBeHHbIX
o6one3Heun. lNpun nnaHnpoBaHnU
pPOXOEeHUA 2-3 AeTen B CeMbe Takou
BO3paCcTHOMU nepuoa AocTaTo4yeH
Ansa getopoXxaeHusa B 00NbLUMHCTBE
cemen.



