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AHHOTaAMSA
Ilepen Bamu yHMKanbHasl KHUra, KOTOpas PacKpblBaeT IPUYUHBI
3amepiiell OEpeMEHHOCTM — CaMOW  aKTyaJbHOH IMPOOJIEeMBI

Oynymux Mmamodyek. IIpounTtaB ee, Bbl y3HaeTe O CaMbIX YaCThIX
npuuMHax Trudead IUIoAa Ha pPaHHUX CPOKaxX: XPOMOCOMHBIX
AHOMAIHSIX, TH(EKIHSIX, HACTEACTBEHHBIX TPOMOO(MUINAX M MHOTHX
Opyrux. ABTOp, KaHIUJAT MEIWIIMHCKUX HayK, pPacCcKaXeT BaM,
KakuM 00pa3oM MOXHO TPeJOTBPATUTh BO3HUKHOBEHHE ITHX
3a00NeBaHUN U TIONYYUTh INAHC POAWTH Masbllia.B KHUre BHI
TAK)KE€ O3HAKOMUTECh C JPEBHEKUTAICKUMM CeKpeTaMH 3adaTusi
W BBHIHAIIMBAaHWS OEpPEeMEHHOCTH, KOTOpble TOMOTYT MOOEAUTD
CTpaXx Ha MYTHM MaTepuHCTBa. AJIMHUHHUCTpauus caiita JlutPec
HE HeceT OTBETCTBEHHOCTH 3a IPEJCTaBJICHHYI0 WH(MOPMALHUIO.
MoryT uMeTbcsi MEIWIIMHCKHE MPOTUBOMOKA3aHUsS, HEeoOXOmrMMa
KOHCYJIbTallUsl CIIELIUaJIUCTA.
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Ousbra IlankoBa
3amepuias 0epeMeHHOCTD

OT aBTOpAa

KHura packpbiBaeT mpUYKMHBI 3aMepIiiel OepeMeHHOCTH — ca-
MOH aKTyaJIbHOH TpoOiembl Oymymux mamodek. [Ipountas ee,
BbI HE TOJIbKO HAYYUTeCh y3HABaTh «Bpara B JIMIIO», HO MOTy4YHTe
H(OPMALIMIO O TOM, KaK, IMesl TO WM MHOe 3a00/IeBaHKe, Aaxe
caMoe «I'PO3HOE», TPAMOTHO TMOATOTOBUTHCS K OEpEeMEHHOCTH,
BBIHOCUTb M POAUTH 310pOBOro Masbiiia. CerogHs 3To BO3MOX-
HO C JIIOObIM JUarHo30M!

3amepiiiasi 6epeMeHHOCTh — TO TMArHO3, KOTOPbIM JUIIAeT
JKEHILMHY MpaBa CTaTh MaMOM, TOJKAeT Ha JIOJTUM TePHUCTHINA
MyTb CPaKEHHS C PA3IMYHBIMU 3200/IEBaHMSMH B HAJIEK/IE, UTO
JOJITOK/IaHHAsI BCTPEYa ¢ MaJIbIILIOM BCE K€ COCTOUTCS.

B npoiiiom Beke 0 prurHaxX HEBbIHAIIIMBAHW S 3HAJIM CIIMALI-
KOM MaJio, I03TOMY JKEHIIIMHE, HEOTHOKPATHO MePEKUBILEH MO-
TEepio IUI0Ja, MOMOYb ynaBajoch He Bcerga. CerogHsi ¢ pas3Bu-
THEM MEUIHBI M OTKPBITUSIMUA B 00JIACTH T€HETHKH, TeMOCTa-
3UOJIOTMH, PENpPOAYKTOJIOTMM M3y4YeHa poiib TeX 3a00JIeBaHUiA,
O CYIIECTBOBAaHMM KOTOPBIX paHblIE€ W HE AOTaJblBaIMCh: MY-
Talui TeHOB, AeduiTa $hoaaTtoB, N30BITKE TOMOIMCTENHA, Ha-
CJIeICTBEHHBIX TPOMOOMMIIHIL U TIp.



B 310ii KHHre 5 MOIPOOHO pacckaxy 000 BCEX «HOBBIX», a
TaK)Ke «CTapbIX», XOPOIIO W3BECTHHIX 3a00EBAHUAX (XPOMO-
COMHBIX aHOMAJTUSIX, MH(PEKIMAX U TIp.), BbI3BIBAIOIIUX MTPEPbI-
BaHMe OepeMeHHOCTH. §I yBepeHa: *KeHIIUHA, CTOJKHYBINASCS
C TakoU MpoOIeMOM, JOJKHA UMETh IMOJHYI0 MH(pOpMAaIHo 00
9TOW TMATOJIOTHH, YTOOBI MPEJOTBPATUTh €€ BO3HMKHOBEHHE B
cleayoIei OepeMEeHHOCTH | TOJYYUTh BO3MOKHOCTh POXK/ie-
HUS MaJIBIIIA.

B nocnennem paszene KHUTHA Bbl O3HAKOMUTECH C CEKpeTaMu
JA0CCKOTO 3a4aTHsi, a TAKXKE OCBOHMTE MPAKTUKY TCHUXOJIOTNYe-
CKOTo TyH(Y, KOTOpOE IOMOXET MOOeUTh CTpax Ha IyTH Mate-
puHcTBa!

Jl71st TOro 4TOOBI CTaTh MAMOM, HYKHO BEpUTD B ce0s1, COBpe-
MEHHYIO MEJMIIMHY 1 He 3aMevaTh npensatcTBuii! A s Oyay Bce-
I71a C BaMH,

[lankosa Onbra



Kajsiengapnb
oepemennocrtu: I Tpumectp

BepeMeHHOCTh — UHTEPECHBIN U CaMblil yIUBUTEJILHBIN ITaIl B
KU3HU KaXJ0W KeHIIUMHbL. C OIHOM CTOPOHBI, 3TO NMEPUOLL KEH-
CKOTO B3pOCJIEHHUS U TOBBIIIEHHOW OTBETCTBEHHOCTH 32 3[10PO-
BbE U KM3Hb €llle HEPOAUBIIETOCsS MaJblllia, C JPyrod — BpeMs
BOJIHYIOIUX IIEPEMEH U TOMUTEIIBLHOIO OKUIAHUSA JOJTO0XKIAH-
HOW BCTPEYH.

BepemMeHHOCTb Kak peKka, MOXET IMPOTEKaTh CIOKOMHO U pPOB-
HO, a2 MOJKET UMeTh TypOyJIeHTHOCTH U Bofomnasl. Kakum Oyner
TEYEHUE «PEKW» 3aBUCUT OT BacC, BAalEro HACTPOsA, IPaMOTHOU
TIO/ITOTOBKY K 3a4aTHIO, MEIUIIMHCKOTO COMPOBOXACHUS Oepe-
MEHHOCTH, COOJIOIEHUS BCEX PEKOMEH A, U, KOHEYHO, OT Be-
pbl B ce0s1 1 cBoM cuiibl. O TOM, Kak B HOpME pa3BUBaeTCs Ma-
Jiplll B [-M TpuMecTpe, g pacckaxy gaiee.



OocJaenoBanue 10 3a4aTHs.
IIutanue Oyaymeil MaMbl

Bor u Havasncs orcyer aHel Bamei 6epemeHHOCTH. CeromHs
1-s1 Henmensi. OHa cOBIAAAET C MOCHEAHe MeHCTpyanuen. Brie-
pely — camble BOJIHUTEIbHBIC ITIEPEMEHbI: 3a4aTue, UMILIaHTaLIU T
(BHEIpeHue) 3apoblilia B MaTKy, pa3BuTHe uiofa. TeueHue Oe-
PEMEHHOCTH BO MHOT'OM 3aBUCHUT OT MOBEACHM S )KEHIIIMHBI 10 3a-
yatus: ee o0Opasa KU3HU, MUTaHUS, FPAMOTHOU MOATOTOBKH. [le-
pen MIaHupOBaHUEM OepEMEHHOCTH CIIeAyeT C/IaTh aHATU3bl Ha
UH(EKIINU, KOTOPbIE MOTYT HaBPEIUTh OEPEeMEHHOCTH:

—TORCH: TokcoriazmMo3, KpacHyxy, IUTOMETaJIOBUPYC, Tep-
1ec;

—10JI0Bble MH(EKIIMU: ypeariazmMo3, XJIaMUI103, MUKOILIa3-
MO3, TOHOPEIO;

—OMacHbIe TS )KU3HU Matepu U OymyIiero pedeHka nHgpekK-
uu: cuduirc, BUpyC TPUOOPETEHHOTO0 UMMYHOE(UIIUTA Ye-
soeeka (B1Y), Bupychsie renatutel B u C.

[Monpo6HO 000 Beex Bugax WH(EKIUN YUTANTE B COOTBET-
CTBYyIOIIMX I1aBax. Tak:ke MpoBepbTe, BCE I TPUBUBKU BHI ClE-
Jamu. 3a 3-6 mecsaueB OO 3a4arvsl NPU HAIMYUU TOKA3aHUU
HEOOXOIMMO TIPOMTH BaKIIMHALIAIO OT KPACHYXH, TPHIIINA, KOPH,
BETPsSIHKY, renaruta B u np.

[Tpu miaHpoBaHUM GEPEMEHHOCTH HEOOXOIMMO OITPEICIIUTh
BaIll pe3yc-hpakTop, MOCETUTh TMHEKOJIOra, CTOMAToJIora U Te-



paneBTta. O0ciieoBaHue y CHEUAIMCTOB TOMOXET YCTaHOBHTH,
TOTOB JIM BAIll OPTAaHM3M K BBIHAIIMBAHUIO OEPEMEHHOCTH.

[Mpucrynas k 3a4aTvio, ClieJyeT BeCTU aKTUBHBIN 00pa3 jKu3-
HM, OTKa3aTbCs OT BPEIHBIX NPUBbIUEK (KYPEHHS, B TOM UHCIIE
MIACCMBHOTO, JIKOTOJIM3MA U T1p.) Y MOJHOLEHHO MUTAThCA.

Takke He cToUT 3a0bIBaTh O BUTAMUHAX, B TIEPBYIO OYEpE/ib,
(ponmmeBon kucnore (Butamune Bo). ITpu ee nedpunure HepBHAA
TpyOKa IJI0[a MOXKET He 3aKPHIThCS, YTO MPHUBEAET K PA3BUTHIO
MOPOKOB: rupouedannu (BOASIHKHA FOJIOBHOTO MO3ra), aH9HIIe-
(bastum (OTCYTCTBUIO FOJIOBHOT'O MO3ra) UJIH MOTepe OepeMeHHO-
CTH.

Kaxnoii sxxeHIuHe, MIaHUpyIoIei 0epeMeHHOCTh, PEKOMEH-
aylo exenHeBHO npuHuMarh 400 MKr (ponreBOr KUCIOTHI. ITO
TOT BKJIaJl, KOTOPbII Bbl MOXETE BHECTH B 3/10pOBbE CBOETO OY-
ayiero peOeHka ere 10 3aJarus!



2-4 negean. XI'I

CnusiHue criepMaTo30u/1a U SUIEKJIETKA 3HaMeHYeTcsl oOpa-
30BaHHUEM 3UT'OTHI — HOBOI'O OPraHU3Ma, HECYILIETO MAaTEPUHCKHE
Y OTLIOBCKHME XpoMocoMbl. Cpasy 1ociie Oriog0TBOPEHU I HAYM-
HAaeTCsl MPOIIECC KJIETOYHOTO AeneHns. CHavasia o0pas3yoTcs IBe
KJIETKH, 3aTE€M Yepe3 JIECATh YaCOB UX ykKe UEThIpe, U TaK — Kaxk-
Jble 1eCSATh YacoB.

I[Tpu 3TO0M 5MOPHOH NMOCTENEHHO MPOBUraeTCsl O MaTOUHOM
TpyOe K MaTke. B Havyase cBoero pa3BUTHS 3apObIII IOXOX Ha
MasHKY. OH TIpe/ICTaBIIsIeT cOO0M CKOTUIEHUE KJIETOK, KOTOPOe
MOXHO PAacCMOTPETh TOJIBKO MO MHUKpocKornoM. Yepe3 4 nHs
SMOPHUOH JIOCTUraeT MaTKu, 4yepe3 7-9 JHell MMILTaHTUpyeTCs
B €€ CIIM3UCTYI0 00O0JIOUKY, 00pa3ysi KPOBEHOCHBIE COCYIIBI IS
obecnieyenus nmutanus. C 3TOro MOMeHTa BCE BEIIECTBA, HE0O-
XOAMMBIE ISl pPOCTa U Pa3BUTHSI, 3apOABIII OyAeT Moay4aTb OT
Marepu.

Ha dgerBeproii Henese SMOPHOH MpeBpaIIaeTcsi B OHOCION-
HBII Ty3bIpeK -Omactoructy (puc. 1 a), 9acTh CTEHKH KOTOPOTO,
BIISTYMBASICh BHYTPb, 0Opa3yeT BHyTpeHHUil cioil. [Ipouiecc 06-
Pa30BaHMA JBYXCJIOMHOIO Iy3bIpbKa Ha3bIBAETCS IacTPYJIALIUEN,
SMOPHOH Ha 3TOH CTaauu — racTpysion (puc. 1 0), a ero JUCTKM:
9KTO- U 3HA0AepMOi. OHU SIBJISIOTCS 3a4aTKaMK OPraHoB U TKa-
Hel iona. [lo3ke Mexay HUMU BO3HHMKAET TPETUH (CpeIHUi)
CJI0 — Me30jiepMa.



Pucynok 1. MOpuoH Ha cTagun 0J1acTONHCTHI () U ra-
cTpyJnl (0): 1 — 3KTOoAepMa, 2 — 3HT0AEepMa

W3 sHmopepMbl BIIOCIEACTBAN OyayT (popMHpOBaThCs Opra-
Hbl JbIXaHUS U MMUILIEBAPEHUST; U3 ME30IEPMbl — CKEJIET, MBbIIII-
11bl, [TIOYEK, KPOBEHOCHBIE COCY/IbI U CeP/ILIe; U3 BHEIITHETO JIUCTKA
(3KTOIEPMBI) — KOXa, BOJIOCHI, I71a3a, 3yOHast SMajlb U HEpBHAs
crcTeMa peOeHKa.

Ha 3aposkaeHue HOBOM )U3HU OJJHUM U3 CaMbIX MIEPBbIX pea-
TUpyeT XOPUOHMYECKUI rOHAA0TpoIuH yesioBeka (XI™) — «rop-
MOH OepeMeHHOCTH». OH BBIPAOATHIBACTCS TKAHSIMH 3apOIbl-
11a (XOpMOHOM) cpa3y IMOCje UMIUIAHTALUUA — TPUKPEIUICHUS K
CTEHKE MAaTKHU.

Oo6Hapyxenue XI'U B Moue JIeXKUT B OCHOBE MCIIOIb30BAHUS
JOMAITHKUX Kcpecc-TecToB. O HaMInum OEpeMEHHOCTH CBU/IE-
TEeJILCTBYET MOsIBJIEHNE BTOPOH MOJIOCKHU Ha TecTe. OHAKO TeCThI



MOTYT /1aBaTh HeBEpPHbIN pe3yabraT. [loaToMy, eciu anTeuHblid
TECT B KOHLE 4 HEJeNM He IMOKa3as JIBE IOJIOCKM, ITO elle He
3HAUUT, YTO OEPEMEHHOCTH HET.

CambIM JI0CTOBEPHBIM CITOCOOOM BBISIBJIEHUSI OEPEMEHHOCTH
CUMTaeTCsl KOJIM4YecTBeHHbI aHaim3 kKpoBu Ha XI'Y. Ilo ero
YPOBHIO MOXHO Y3HaTh, €CTh JI1 OEpeMEHHOCTb, U ee CpoK. Ha
1-2-i1 Hepene nocne 3adatus ypoBeHb XI'Y cocraBur 25-156
MEn/mi; Ha 2-3-11 Hepene — 101-4870; va 3-4-1 — 1110-31500;
Ha 4-5-i1 — 2560-82300; Ha 5-6-i1 — 23100-151000; 6-7-i1 —
27300-233000. Eciv npu nocieoBaTeIbHOM OLIEHKE KOHIICH-
tpauus XI'Y pacrer, 310 03Ha4YaeT, YTO OepeMeHHOCTh MPOrpec-
cupyeT. Bac MOXHO M0O31paBUTH !



5-6 negesmm. PopmMupoBaHUe
HEPBHOH TPYOKH

Ha 5-i1 Henesie MpoucXoauT 3aKJlajika HEPBHOM CUCTEMBI 3a-
poapiiia — Herupyasuus (puc. 2). I1pu 3ToM U3 BHEIIHETO JIUCT-
Ka HauMHaeT (hOpMUPOBATLCS HEPBHAA MulacTiHa. OHa HEAOJIro
OCTaeTcsl yIJIOUIEHHOM.

xﬂTh-II'E[t-\
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Pucynoxk 2. Heiipyiasimusa: c¢opmMupoBaHue HepPBHOM
TpyOKu (3), 3kToaepma (1), sng0oaepma (2)

Bckope ee OokoBbIe Kpasi MPUMIOTHUMAIOTCS, 00pa3ysi HepB-
HbIE BAJIMKH, KPasi KOTOPBIX CMBIKAIOTCS, (POPMUPYS 3aMKHYTYIO
HEpBHYIO TPYOKY C KaHaJioM BHyTpH. CHavajia CMbIKaHUE HEepB-
HBIX BAJIMKOB MPOMCXOUT HA YPOBHE IIIeU TUIOJA, a 3aTeM pac-
NPOCTPAHSIETCS B TOJIOBHOM M XBOCTOBOM HarpapiieHusiX. [Tpu-
MEPHO K 25-28 JTHI0 XKMU3HU SMOPUOHA 3Ta TPYOKa IMOTHOCTHIO 3a-
KpbiBaeTcss. OTKPBHITHIMU OCTAIOTCS JIUIIb OTBEPCTHS Ha €€ KOH-
ax.



OcHoBHast poJib B (POPMUPOBAHUY HEPBHOI TPYOKH OTBOJIMT-
ca (pommeBon kucnore. Ee nepunuT BhI3BIBAET NOPOKU Pa3BH-
tisA. K MOMeHTy Havasia HeHpyJsiluy J0JKeH MPUCYTCTBOBATh
OIpe/IeIEHHBIN 3anac BUTaMmuHa Bo.

YroObl BHISABUTH umelomuiicss nedunur Bg U cBoeBpeMeH-

HO €ro YCTPaHUTh HEOOXOIMMO OLIEHUTh CBOM (pOJIATHBIN CTa-
TYC — ONPeICUTh KOHIIEHTPALMIO (hOJIATOB B IpuTporuTax. Jan-
HBIT TapaMeTp MEHSIETCS] MEJIJICHHO, TaK KaK KPacHbIe KPOBSIHbIE
TeJIbla UPKYJIUPYIOT B opranu3me okojio 120 nueir. B Hopme
B SPUTPOIMTAX COAEPRUTCS MpuOMM3uTensHo B 30 pa3 Oosblie
By, yem B mmazme. OueHka (oslaTHOro cratyca NpOBOIUTCS KaK
70 3a4aTHsi, TaK U MOCJIe HACTYIJIeHUs1 OepeMEeHHOCTH Ha 4-5-i
HeJene.

o3y mpenapara (hoIMeBON KUCIOTHI HEOOXOAUMO YBETNIH-
BaTh 70 3-5 M [IPY HATUYUH JepUIIMTa BUTAMUHA, a TAKXkKe TPy
TpoMOO(MIMK (CKIOHHOCTH K OOpa30BaHUIO TPOMOO30B), aH-
TrhOCOTUTUIHOM CUHAPOME U 3a00IEBAHUSIX JKETYJOUHO-KH-
IIEYHOTO TpaKTa (aTpopruecKoM racTpure, CHHAPOME Majibal-
copbuuu, 6one3nn KpoHa), yckopsionux BeiBejieHue hoaueBoi
kucnotel. CrieauTe 3a CBOUM 3I0POBbEM. DTO HEOOXOAUMO s
MPAaBWJILHOTO Pa3BUTHSI MaJTbiIia!



7-8 Heneas. IlocranoBka
Ha yueT. [lepsoe Y3U

Ha 7-n nenene pasmep muoga pocruraer 11-12 mm. Ha ero
pyYKax U HOXKax (hOpMHUPYIOTCS KUCTH U CTYITHHU, BHEIIIHE OHU
NoKa HaroMuHaloT Jlactel. Ha 3TOM cpoke cepaue aenuTes ase
KaMepsl, TOSBJISIOTCS 3a4aTKU OpPOHXOB, aKTMBHO pacTeT KH-
IIEYHHK, 00Pa3yI0TCs TTOYKH.

7-8 Henenst — uaeabHOE BpEMSI TTIOCTAHOBKY HA YYET B JKEH-
CKOW KOHcyibTalMu. Ha 3TOM cpoke cienyer cienarh nepBoe
Y3U: o OyaeTr XOpoIIo BUAEH, TaKkKe MOKHO OLIEHUTh HaJIH-
qre cepaleOneH s, OpeaeTuTh KOJTMIECTBO IJIO0B B MaTKe.

[Tpu nepBom obparieHun OepeMEeHHON B KEHCKYI0 KOHCYIIb-
TalMIo Bpay MPOBOAUT OCMOTP, COOMPAET IaHHbIe aHAMHe3a (Tie-
peHeceHHble 3a00JIeBaHM s, CBE/IEHHS O pOJax, a0OpTax v BhIKH-
JBIIIAX B MPOILIOM). Takke THHEKOJIOrY HeOOXOAMMO COOOIITUTh
00 MMEIOIIUXCS B CEMbE HAC/IEICTBEHHBIX 3a00eBaHusIX. [Jok-
TOpP BBINUIIIET HANPABJIEHUsI HA BCE HYKHbIE aHAJM3bI (OOIIHIA
aHaJM3 MOYM U KpoBy; nojiobie, TOPY, onacHble nH(pEKIN),
HaIpaBUT K OKYJIUCTY (CJeyeT MPOWTH BCEM), a TPU HEOOXOIM-
MOCTH — K TEHETHUKY.

Hepenko Oymyiiyie MaMOYKH OYeHb HACTOPOKEHHO OTHOCSIT-
Csl K MEIMKO-TeHeTH4YecKor KoHcynpraimu. Y Hanpacho! [lan-
HOE HCCJIEIOBAHKE MTO3BOJISET 3apAHEE ONPENIEIUTD CTENIEHb PUC-
Ka pOXJIEHUs JIETel C TeHETUIECKUMU aHOMAIUSIMU (TIOIPOOHO



YUTAWTE B COOTBETCTBYIOIIEH TJ1aBe).

[Mocne HacTyrieHns: OEpeMEHHOCTH 32 KEHIIIMHAMM U3 TPYTI-
bl PUCKA yCTaHABMBAeTCst 0coOblil KOHTposb. Ha 10-13 nenene
OepeMEeHHOCTH HeOOXOIMMO MPOBECTU MpPEHATabHYI0 AUArHo-
CTUKY COCTOSIHMS 3[I0POBbs MaJIblllla, O KOTOPOH 51 PacCKaky Ja-
nee. Takxke He 3a0bIBaliTEe TO3UTUBHO MBICTUTD U TyMaTh TOJIBKO
0 xopotem!



10-13 vHenens. CKpuHUHT
MepPBOro TpuMecTpa

Ha 11 "enene mion BECUT OKOJIO 7 T, OH YK€ IBUTAeTCs, HO
Mama He OIIYIAeT ITUX MepeMellleHU. YKpeIUIsieTcs ero 1mes,
MaJIbllll YMEET NMOJHUMATh rooBy. U yke B 3TOT nepron MOXHO
OOHAPYKUTh UMEIOIIHECss XPOMOCOMHBIE aHOMaH (XA) 1u1o-
na: cunapom JayHa (Tpucomust 21 XpoMOCOMBI), CUHAPOM DJI-
Bapzaca (18), cunapowm Ilaray (13) u np.

s nuarHoctuku XA OGepemenHoii Ha 10-14 Hepene HeoO-
XOJIMMO TPOWTH MpeHaTalIbHbII CKpUHUHT. HecooTBeTcTBUE pe-
3yJIbTATOB CKPUHMHIA MIEPBOIO TPUMECTPAa HOPMaM CUI'HAJIU3U-
pyeT O BO3MOKHOM pHUCKe pa3BUTHsI XA U TpeOyeT AOMOTHU-
TEJIbHOTO 0OCTIeZIOBaHMUsI, O KOTOPOM s ellle pacCcKaxy Mmosxe. A
MOKa 3aracuTech TePIeHUEM, BEpPOil U TO3UTUBOM !

[NosiBneHne peOeHKa Ha CBET — caMoe YAMBHUTEIIBHOE Yy/0, C
KOTOPBIM MbI COMPUKAcaeMcsi B CBOeU kU3HU. OJTHAKO HE Kak-
JIOM KEHIIMHE YIaeTCs MO3HATh CYACThsl MATEPUHCTBA C IIEPBOU
HONBITKU. MHOTHe Oy/ayIiue MaMbl CTAIKUBAIOTCS C AUArHO30M
«3amepinasi 6epeMeHHOCTb». O TUMax Hepa3BUBAIOIIEHCs Oepe-
MEHHOCTH, METOIaX AMArHOCTUKY M MPUUMHAX TMOeNH Iioaa s
pacckaxy Janee.



Yro Takoe 3amepiuas
0epeMeHHOCTh?

Ha cambix paHHUX CpOKax CBOErO Pa3BUTHUS ILIOJ, CIIAIIKOM
ys13BuM. [Io3TOMY, HE CMOTpPSI Ha HAJTMYKE MHOKeCTBa (DAaKTOPOB
3aIIUTHI, B TIEPBYIO OUepe/Ib IJIAlICHTHI, SMOPHOH BCe Ke TIOIBEP-
’KE€H BHEIIIHUM BIIUSIHUSIM, KOTOPbIE MOT'YT CIIPOBOLIMPOBATh €TI0
ruoeJIb.



Tunwl 3amepuieil 6epeMeHHOCTH

3amepiias (Hepa3BUBalOIIasics) 0epeMEHHOCTh — 3TO MTpeKpa-
IIEHNEe Pa3BUTHS TUIO[A HA PAHHUX CPOKaX, KOTOPYIO Yallie Ju-
arHOCTUPYIOT B IEPBOM TpuMecTpe. BbiIensior 1a Tura Hepas-
BUBAIOIIENCS (3amepiieil) OepeMeHHOCTH:

1. aHaMOprOHMS

2. rubenb SMOpHOHa (T1J1071a).

Bonpoc: Iloockadxcume, nodxcanyiicma, no Y3H 6 1 mpu-
mecmpe NAOOHOe YO 8 8epXHell mpemu NnoAoCmu, KOHMYpbl
uemkue posHvle, IMOpUoH He susyanusupyemcs. Cpoku no oua-
mempy naooHozo siiya (4 mm) — 3-4 nedeau, no oame nocaeo-
Hell mencmpyauuu — 5 Hedeav. Merst 6ecnokoum, umo 3aMOPUOH
He 8U3YaNU3UpPYencs U He coomeemcmeyem cpokam. Onacho au
amu sienrenus? Cnacuoo.

OtcytcTBHE SMOpPHOHA BHYTPU TUIOJHOTO sIiflla Ha3bIBAETCS
aHaMOpronuei. (puc. 3). Ilpu anamOproHnn GopMHUpOBaHUE
SMOPHUOHABHBIX CTPYKTYpP TpPEKpalnaercs eie Ha dTarne Jud-
(bepeHIPOBKY BHYTpEHHEW KJIETOYHON MacChl.



Pucynok 3. Y3U Ha 7 Heesie 6epeMeHHOCTH: a — HOP-
MAaJbHBIA 10/, 0 — AaHIMOPHOHMS

[Tpu sToM 1o gaHHBIM Y3U 1JI0JHOE S0 UMEET MEHBIIINE
pa3Mepbl, 4eM B HOpMe, SMOPHOH He BujeH. Takxke pa3Mepsl
TUIOJJHOTO SIATIA MOTYT COOTBETCTBOBATH CPOKAM OEpEMEHHOCTH,
SMOPHUOH OyIeT BU3YaJM3UPOBATLCS, HO UMETh OUeHb MaJieHb-
KHe pa3Mephl, cepaiieOMeHne OTCyTCTBYET.

[Tpu Y3-kapTiHe «3amepIni Iioiy» IIOAHOE U0 U SIMOpU-
OH UMEIOT OOBIYHYI0 (POPMY U pa3MepoB, HO MIPUBHAKHU JKU3HE-
JesITeIbHOCTU OTCYTCTBYIOT. ECIIM MOruOmvMii 1oz 107ro Haxo-
JIMTCS B TIOJIOCTU MAaTKH, TO CTPYKTYpa IJIOIHOTO siIa pe3KO Me-
HSIETCsI, €r0 KOHTYpPHI U (hopMa CTAaHOBSITCSI HEYETKUMU, pa3me-
Pbl MAaTKH OTCTAIOT OT CPOKa OEPEeMEHHOCTH.

['mbenpb mIoma He Bcerjaa COMPOBOXKIAETCS OBICTPHIM CaMO-
MIPOM3BOJIPHBIM M3THAHMEM M3 MaTKU. MaTka He cpasy OTTopraer
noru6mmii rwioa (3mMOproH). Yacto HaOMoAAI0TCS Cllyyan, Korjaa



noruéiiee TIOAHOE SN0 33/IePKUBAETCS B MaTKe Ha HEOoIIpee-
JIEHHO JI0JITO€ BPEMSI.

3ajeprkKka MoruoIero SMOp1UoHa B MOJIOCTH MATKH TPE/ICTaB-
JISIET YIpo3y He TOJIbKO 3/10POBbIO, HO U )KU3HU JKEHIIIMHBI, N3-32
pUCKa Pa3BUTHSI BOCHAIUTEIBHOTO TMpoIiecca U KPOBOTEUCHU S,
NO3TOMY TpeOyeT aKTUBHOW TAKTHKH.



3amepiiasa 0epeMeHHOCTD
BCe PaBHO npepBeTcsi!

Bonpoc: mne nocmasuau OuaznHo3 «3amepuiasi Oepemen-
HOCMb» U npeonodicunu evickabnuearue. Modcem, Haoo nooo-
HCOams U He MOPONUMbCS ¢ YyoaneHuem naooa?

Eciu HHMKakue akTHBHbIE AEUCTBUSI HE MPEANPUHUMAIOTCS,
MPOIIECC MPOTEKAET CaMOITPOM3BOJIBHO U MIPU HAIMYUU 3aMep-
el 6epeMEHHOCTH BCET/Ia 3aKaHUMBAETCS BHIKUIBIIIIEM

B oTtBeT Ha rubesnb 11012 MPOUCXOTUT TOCTEIIEHHOE €ro OT-
TOpXEHHE C TIOMOIIBI0 3aMTHON ((PUOPHUHO3HO-JICHKOITUTAP-
HOW 9KCCYIATMBHOM) peakuuu. B xome 3Toro npouecca u3 co-
CYJIOB SHAOMETPHs (CIUUCTON 0OOJIOUKM MATKHU) BBIIEISIOTCS
SPUTPOIUTHI, IEMEHTHI TPOMOOIIMTOB, YTO BEIET K IMOCTOSH-
HBIM Ma)XyIIM KPOBSIHUCTBHIM BBIICJICHUSIM U3 MaTKU.

Teno MaTKy CTaHOBUTCSI MSATKUM, TOHYC MUOMETPUSI UCYe3a-
€T, IIeliKa MPUOTKpbIBaeTcs. Bee nmpu3Haku 6epeMeHHOCTH (111-
AHO3 BJIATaJIMINA, MEHKNU MaTKKM) UCUE3al0T, TPOUCXOIUT BbIKU-
JIBIII.



Vrpo3a BHIKHbIIA: KaKue NpU3HaKu?

3amepiiiasi 6epeMeHHOCTh MOXeT ceOsi HUKaK He TIPOSIBIIATh.
Keniuna yaie Bcero 4yBcTBYyeT ceOsi xopoio. [lepBbiM npu-
3HAKOM YT'POKAIOIIETO BBIKUBIIIA SBJISIOTCS MMOCTOSIHHBIE 00N
B HIDKHHMX OTJAEJIaX *KMBOTA, MOSIBUBIIMECS] HA PAHHUX CPOKax
6epemenHoctu. [Ipu Hammumu Ooselt OyayIieli MaMOvKe HeoO-
XOIUMO OOpaTUTHLCS K Bpauy Jijisl 00caeJ0BaHus U Tio10opa Te-
paruu, HarpaBJIeHHOW Ha COXpaHeHUe OepeMEHHOCTH.

Bonpoc: Y mens 4-5 nedenv 6epemerinocmu. becnokosim 6oau
enusy sxcusoma. lIlo Y3U nocmasuau yeposy evikuovuua. Kaxue
Y MEHsl nepcneKmugol ?

[Tpu yrpo3e BBIKU/BIIIA OYEHb MHOTOE 3aBUCUT OT OymyIiein
MaMBbl: BaKHO COOMIOAATh CTPOTUI MOCTEIbHBIA PEKUM, TIOJTHO-
CTBIO UCKJTIOUUTH (pu3ndeckue Harpy3ku u cekc. [Ipu cobmoae-
HUM peXMMa U aJICKBAaTHOM JIEYeHUU Bbl OEPEMEHHOCTh COXPa-
HuTe!

Takske Oymyielt MaMOUKe Clie/lyeT HAy9IUThCsl KOHTPOJIUPO-
BaTh cBou aMo1mu. [lepexxuBanus oueHb BpeHbl Masbiiny ! Baii
aJipeHaJIMH eMy HU K 4eMmy. MeHbllle TiepeXuBaHuil U OOJIbIle
nosutuBa! JlymaiTte TOJIBKO O XOPOIIeM, U OHO MPUJIET B BaIlly
JKU3Hb !

Bonpoc: Y mens 6epemernrnocmo 7-8 nedenw, 6 nsmuuuy 3a00-
Nen HU3 JHCUB0MA, U HAUANUCL MEMHO-KOPUUHEBLIE 8blOENCHUSL.
Mo umo-mo cepvézHoe U He oueHv?



Bonpoc: Ymo oznauarom kopuuresvie evblOeneHUst 8 Havdne
Oepemernrnocmu, Ha cpoke 2-3 Hedeau?

Ecnu BB HECBOEBpEMEHHO OOpaTHIIUCh K Bpauyy M He MOJy-
YyaeTe HyKHOTO JICUEHH S, TO YIPOKAIOITVI BBIKUIBIIT MOXKET T1e-
periti B HauaBImics. [Ipu 3TOM y KEHIIUHBI TOSBSITCS Maxy-
II1ie KPOBSIHbIE BBIJIEIEHHS — 9TO BTOPOU MPU3HAK BO3MOKHOTO
npepbiBaHusl OepeMeHHOCTH. YTOObI ero n3bexarh, py HaJIM-
yuK OOJIel ¥ KPOBSIHBIX BHIJICJICHUI Ha MaJIbIX CpOKaxX OepeMeH-
HOCTU, HEOOXOIUMO OOPATUTHCS K Bpady 3a 0OC/IeIOBaHUEM U
PEKOMEH Al SIMH.

Bonpoc: /leno 6 mom, umo aedxcamo ne noayuaemcs: s nocae
OONbHUUBL K 8pauy, NOMOM Y MeHsl NAAHOBLIE OCMOMP, NOMOM
ananuzel HA0o coamv. 3amem onsimo K epauy, nomom Ha Y3H.
Buepa cpouno naoo ovino examo na pabomy. /loma écmasamo
NPUXOOUMCSL: MO NPONBLAECOCUMb HAOO, MO NOKYUANb NPU2o-
moeumv. M umo mne oeaamo?



A0OopT B X0y

Bonpoc: A 6epemenna 6o emopoti pas, cpok — 2 nedeau. Buepa
BAHUMANUCH C MYHCEM CEKCOM, U Y MEHS NOWAU KPACHble MA3KU
¢ yocacHvlm 3anaxom. Ymo smo? U xax 6vimv! Ymo oondwcrol
denamv epauu?

[MosiBneHne OOMITBHBIX KPOBSIHBIX BBIIETIEHUI CO CTYCTKAMU —
MPU3HAK TOTO, YTO OEPeMEHHOCTh MpepBaiach (a0OpT B XOmy).
B 3TOT MOMEHT 171071 BBIXOIUT U3 MATKH, CJIEICTBUEM Yero siB-
JISIeTC MAaTOYHOE KpoBoTeueHre. OHO MOXET ObITh HACTOJIBKO
OOWJILHBIM, YTO TIPUBE/IET K CEpPhe3HOM KPOBOIOTEPE U Pa3BH-
THIO CUMITTOMOB aHEMHHU — MOSIBJICHUIO CJTA00CTH, TOJIOBOK pPyKe-
HUM, MIOTEPU CO3HAHMS, CYXOCTU KOXKH, JIOMKOCTU HOT'TEH, CTe-
HOKap/Iuu U 1p.

KpoBoTteuenue MoxkeT caMo He OCTAHOBUTHLCS JIO TEX 0P, IM0-
Ka He OyJieT u3BJievueHa BCs TUlalieHTapHas Tkanb! [Toatomy npu
TIOSIBJIEHUM OOMJIbHBIX KPOBSIHBIX BHIJICJICHHI HYKHO CPOYHO 00-
paTuThCsl K Bpady AJisl MPOBENEHUs Ornepaluy 1Mo UHCTPYMEH-
TAJILBHOMY YJQJICHUIO OCTATKOB TUIAIIEHTAPHOU TKaHU (BBICKAOIIH-
BaHUs1). B mIpOTHBHOM ciy4yae MOTYT TPUCOETUHUTHCS BOCTIAH-
TEJIbHBIE OCJIOKHEHUS (SHIOMUOMETPUT, AJTHEKCUT U TIP.)

3amepiiiasi 6epeMeHHOCTh He BCerjia MpephIBaeTcsi CaMoIpo-
n3BOJILHO. Hepeko mpu, kazaaock Obl, aOCOTIOTHO HOPMAaJTbHOM
TeueHUH OepEeMEHHOCTH Mo JAaHHbIM Y3U y 1miona oTcyTcTByeT
cepateOrenue. B aTom ciyyae 6epeMeHHOCTh MPUXOAUTCS TIpe-



PbIBaTh UCKYCCTBEHHO.

[Mpu 3amepielr GepemeHHOCTH 10 14 Hedenab MPOWU3BOMAT
yAQJIEHUE TIJIOAHOTO siiia Moj BU3yalbHbIM KOHTposieM. C 3Tou
LEJIbIO BBITIOTHSIETCS] TUCTEPOCKOITUSI — OCMOTP MOJIOCTH MaTKU
yepe3 CreaIbHbIA 9HI0CKOIUYECKUH MPUOOP — TUCTEPOCKOIT.
[Ipu rucTepoCcKONMM OLEHUBAIOT JIOKAJTM3ALIMIO TJIOIHOTO SIHIIA,
COCTOSIHUE SHJOMETPUSI, 3aTEM YAAISIOT IJIOAHOE SIAIO C TIPU-
LEeJIbHBIM B35ITUEM TMCTOJIOTMYECKOTro MaTepuaia u3 mialeHTap-
HOT'O JIO)Ka M MPOMBIBAaHMEM TOJIOCTH MaTKU PACTBOPOM aHTH-
cenrtuka. [1o moka3zaHWsIM BBOASIT aHTUOUOTHKH.



Jnarnocruka 3amepiieii 6epeMeHHOCTH

OueHb BaXXHO CBOEBPEMEHHO JUATHOCTUPOBATH 3aMEpIIyIO
O6epeMeHHOCTb, YTOObI He BO3HUKJIM OCJIOKHEHHS], Be[lb OHa pa-
HO WJIM MO3HO MPEPBETCH.

Haubonee nH(pOpMAaTHBHBIM METOAOM AMArHOCTHKHU Hepas-
BUBAIOIIIEICST OepeMeHHOCTU cuuTaloT Y3, mo3Bosisiolee Bbi-
SIBUTD 3aMEPIITYI0 OEPEMEHHOCTD 3a10JITO JI0 TIOSIBJICHUS KJTMHU-
YECKUX CUMIITOMOB, TO €CTb KPOBSIHBIX BbIIEJIIEHUII.

JlrarHo3 Hepa3BUBAOIIEHCS OEPEMEHHOCTH CTABUTCS HA OC-
HOBAaHWU JAHHBIX YJIbTPA3BYKOBOTO CKAaHUPOBAHMS MPU OTCYT-
cTBUHM cepaiiebuenus mioaa. [Ipu aHsMOproHUM 0OHAPYKUBAIOT
«IyCTOE» IUIOJHOE SIUI0, ero TUaMeTp He IMpeBbIaeT 2,5 M,
a pa3Mepbl MaTKU COOTBETCTBYIOT 5—7 Hejielnb OepeMEeHHOCTH,
V3U no3BosnsieT 3apuKcupoBaTh TMOENb IUI0/IA B JTIOOOM TpH-
Mmectpe. Eciu nccnenoBanye mpoBOAUTCS B CPOKHU JI0 8 HeJelb
OepeMEHHOCTH, TO HEOOXOIMMO TIPOBECTU MOBTOPHOE MCCIIEIO-
BaHue uepe3 7 JHEeu.

CerojiHsI IMIMPOKO MPUMEHsIeTCs JJabopaTopHasi JUarHOCTHKA
3amepiiieil GepeMeHHOCTH. B KauecTBe TOMONHUTETbHBIX TECTOB
OIpPENIENSIOT B CHIBOPOTKE KPOBU YPOBHEM:

1. anbpa-deronporenna (APII),

2. XTI'Y,

3. TpocpobnacTuueckoro b- 1-rmukonporenHa.

[Tpu rubGenm maoga orMevaoT Bricokoe comepxanue APII (B



2—4 paza Bblllle HOPMATUBHBIX IMOKA3aTesiei) U CHUKEHUE YPOB-
Hs1 TpopoOracTuieckoro b-1-rmukonporenna (B 6—18 pa3) u
XT'Y (B 3— 9 pag).



I{uToreHeTuYeCKoOe UCCJIEJOBaAHHE

Hcmopus u3 srcusnu...Y mens ecmo 3nakomas Unna. Eii 39
snem. OHa ewle HU pasy He ObLAa Oepemerta — 8ce Kak-mo 00cmo-
amenvcmea He ckaaovieanucyb. Ho 00Hasicovl onu ¢ mydgicem pe-
WAL, Ymo nopa npucCmynams K npoooadxceruro pooa. Konmpa-
uenyust Ovina OMMmeHeHd, OOHAKO DePeMeHHOCb He HACMYnaaq.
9mo daunoce okono 200a. Unna kunynace k epauam. Eii nope-
KomeHooeau npovimu oocaedoeanue. [lpoonemvl okazanuce 2op-
MOHANBbHO20 Xapaxmepa. /lesyuike HA3HAYUAU NeueHUe, NO 3d-
8epuLeHUU KOMOPO20 OHA U 3aDepemeHend.

Cuacmulo cynpydceckoti napol He 6bi10 npedeaa! Ommeuamo
cue codbimue oHu omnpasuauce 8 Umanuio, 20e naanuposaiu
nposecmu napy Hedeavb. OOHaKo0 omnyck Obln OMpaveH NosiGUG-
WUMUCSL KPOBSIHLIMU 8bl0eneHusimu. Uuna oopamuaace k epavy.
Oka3zvisaemcsi, ee OepemeHHOCMb He PA36UBANACD.

Huna, ycavias ouaznos, He nosepuaa apauam. Ilosmomy om-
Kazanace om yoanenusi bepemenrocmu. Ho uepe3 3 Ons éce pe-
WUNOCH CAMO CODOTL: BOZHUK CAMONPOU3BONBHDIL BbIKUOLIUL. []e-
syuiKe 8 KAUHUKe cOenaau Yykon, KOmopolil OUUCIUL MAMKY OM
OCMamK08 NAAUEHMAapHOL MKAHU.

Mos 3naxomas 6vina ouernv oneuanena nomepeti OepemeHHo-
cmu, HO ewje 6ovlle OHA PACCMPOUNACh, KO20d Y3HAAA O MOM,
umo menepo MaK U He CMOMCen 0OCMOBEPHO Y3HAMb NPUUUHY
2uoenu naooa. Beov 6 Umanuu eii He coenanu oueHv 8axcHo20 UcC-



cnedosanust — yumoeenemuueckozo. O Hem 51 pacckadxicy noopoo-
HO.

BaxHyi0 posib B yCTAaHOBJIEHUY TTPUUUHBI CAMOTTPOU3BOJILHO-
IO BBIKM/IBIIIA UTPAET IMTOreHETUUECKOe UCCiIeloBaHre adopT-
HOro Marepuasia. Pe3ynbraThl MOMOIYT BBISIBUTH MMEIOIIMECS
XPOMOCOMHBIE aHOMAJIMY Y IUIOAA, a TaKXkKe HAJIMYME BOCIHAJIN-
TEJILHOTO IpoLiecca.

[1pu BBIKUBIIIE HA pAHHUX CPOKAX HA IUTOT€HETUYECKOE UC-
CJIeIOBaHME MOKET ObITh OTIIPaBJIeH BeCh aDOPTHBIN MaTepuall.
[locne momy4yeHHs ero MOMeNalnT B CIIEUUAJIBHYIO TPAHCHIOPT-
HYIO Cpelly ¥ HEMEJJICHHO JOCTABJISIOT B JIAOOPATOPHIO IIUTOTe-
HETUKHU.

3amopoxeHHasi MO0 romMernieHHasi B (hOpMaIMH TKaHb HE
MIPUTO/IHA J1JIs1 TUTOT€HETUYECKOTO UCCIeoBaHus1. beicTpast 10-
CTaBKa M UCMOJIb30BAHUE [UIsI aHAJIM3a HECKOJBbKUX O0OpasloB
YBEJIMYMBAET BEPOATHOCTh IMOJIOKUTEILHOTO pe3y/IbTara, KOTO-
phili 00BIYHO cocTaBsieT 85%. O caMbIX YaCThIX XPOMOCOMHBIX
AQHOMAJIMSAX IUIOJA S PACCKAXKY B CJIEIYIOIIEM Pa3Jiele.



XpOMOCOMHI)Ie AHOMAJIIA I1JIoda

Camoli yacToii TpUUMHOM TIpephIBaHUsI OEPEMEHHOCTH SIBJISI-
eTCsl HacJIeICTBEHHAsI TATONIOrvA Y 1iofa. Yarie 3To ObIBaIoOT Ka-
KHe-TMO00 XpOMOCOMHBIE HAapyIIeHHs, KaK MPaBUIIO, HECOBMe-
CTHMBIE C )KU3HBIO IJI0[1a ¥ TPUBOJISIINE K CAMOIPOU3BOILHOMY
BBIKUIBIIITY, JIMOO POKAEHUIO JIETell C TOPOKAMU Pa3BUTHSL.

Yarie SMOpHOHBI ¢ HETIPaBUJIBHBIM KapUOTHIIOM (HaOOpOM
XpOMOCOM) THOHYT B TIepBbIe Helenu 6epeMeHHocTy. Tak, B riep-
Bble 6—7 Hesielb OepeMEHHOCTH HEMPaBUIIbHBINA KapUOTUIT UMe-
10T OOIBIIMHCTBO (60—75%) moruoOIMX 1iIoaoB, B 12—17 Heaelb
— yetBepTh (20-25%), 17-28 nenenb — TobKo 2—7%. [Tompoo-
HO O BHJAX XPOMOCOMHBIX aHOMaM (XA), NpenATCTBYIOLIMX
COXpaHeHMI0 OepeMEHHOCTH, MTOTOBOPUM B 3TOM pazfeiie. Hau-
HEM C a30B I'€HETUKU.



Tannbl JIHK

Bca nH(opmanma o cTpoeHMM HALIero Tesa, IPeApacnoo-
’KEHHOCTH K OOJIE3HSIM, a TaK’Ke BO3PACTHBIX U3MEHEHUSIX U U~
TEJIBHOCTH KU3HU Haxonutcsa B Mosekyinax [IHK (me3okcupu-
OOHYKJIEMHOBOM KHUCIOTH). OHa oOecrieuynBaeT XpaHeHue, Iie-
penady U3 IOKOJIEHHS B MOKOJIEHWE U PEaIM3alMi0 TeHEeTHYe-
CKOM MpOrpaMMsbl pa3BUTUS U (DYHKIIMOHUPOBAHUS OPraHU3Ma,
CTPYKTYype OeJIKOB, U3 KOTOPBIX CTPOUTCS TEJO.

JHK pacnonoxena B gape KJIETKM B COCTaBE XPOMOCOM. Y
KaKJI0r0 yesioBeka 46 mapHbeIX XpOMOCOM (PUCYHOK 4): IepBbIi
KOMIUIEKT (22 XpOMOCOMBI) HAM JIOCTA€TCsI OT OAHOTO POIUTEIS,
BTOPO# — OT Jipyroro. 44 u3 46 XpoMOCOM He 3aBUCST OT MOJa,
a 1Be — onpenensor ero: XY —y Myk4uH uin XX — y KEHIIHH.
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Pucynok 4. XpoMocoMHBI HA0OP YeJIOBEKa

C xummnueckont Touku 3penns [JHK cocrout u3 nosropsio-
muUXcsi OJIOKOB-HYKJIEOTH/I0B, OOpa3yoIuX JBe 1eN pUOOHY-
kyenHoBoU kuciotsel (PHK), ckpyueHHBIX B BUE criupaid BO-
eqnHo (puc. 5). [Tosaromy crpykrypa monekynsl JTHK momyun-
Jla Ha3BaHue «JBoMHOW cnupain». [JHK — 310 renernyeckas



OnOIMOTEKa Tena, KOTopask HaXOAUTCA B KakKIoN KieTke. B 00-
HIEH CJIOKHOCTH KaXIpli YeIoBeK uMeet 120 MuumapioB MAJIb
JHK.






Pucynok 5. Penuinkanusa JTHK

B JIHK BcTpevaercss yeThipe BUAA a30TUCTBIX OCHOBAaHUM
(azeHuH, ryaHuH, THMHMH Y OUTO3UH). VX 1OcCiie10BaTesIbHOCTh
MO3BOJISIET «KOAUPOBATh» MH(OPMAIMIO O CTPOEHUH BCErO Op-
raHn3Ma. XpoMOCOMBI B OOIIIEH CJIOKHOCTH COfepsKaT mpuOIu-
3UTENBHO 3 MUJTHAp/A nap ocHoBaHMiA HykIeotunos JJHK, 06-
pazyiorux 20000-25 000 reHos.

Bocnpounssenenue KJIETOK MPOUCXOOUT IOCPEACTBOM PEILIU-
kaumu [JHK (puc. 5). [Ipu 3TOM OHA pacKkpy4yuBaeTcs Ha ABE Lie-
nouyku PHK (a). OHu pacxoastcst, 00pa3yloT peruimKaluoHHYI0
BUJIKY (0). 3areMm kaxnaass PHK craHoBuTCS MaTpurieli, Ha KOTO-
PO JIoCTpanBaeTcsl aHAJIOTUYHas 1ienb (B). B pesynbrate o6pa-
3yI0TCSl IB€ HOBbIEe ABycnipaibHbie Mosiekynbl JTHK (r), npen-
TUYHBIE POIUTENILCKOW MOJIEKYJIE.

AHanoruyHbiM 006pa3oM MPOMCXOAUT CHHTE3 Oeska B KJIeT-
kax: JIHK pacrineraercs; ¢ Hee cunThiBaeTcss MH(GOpMaIsa METO-
aom aoctpauBanusi PHK, kotopast yxoaut u3 sigpa B ppOOCOMBI
(CTPYKTYpBI KJIETKH), T1€ U CTAHOBUTCS MaTpULIEH 11 CUHTE3a
6enka; pacruierenHast JJHK BHOBb 3akpyunBaeTcs B Crivpaib.



OcCHOBBI TreHeTHKH

['eHbl ABISIOTCS HOCUTENISIMU HAC/IEACTBEHHOW MH(pOpMaIUU
yesoBeka. Kaxapiii reH — 310 yuactok Monekysisl JTHK, Hecyui
uHpopmanmio 06 onpeaeaéHHoM Oenke. [ToaHBIN HAOOP reHOB
JeJioBeKa (TeHOTHIT) OTBeYaeT 3a padOTy OpPraHM3Ma, ero pocT
1 pa3BuTre. COBOKYITHOCTh MHOKECTBA I€HOB OIPE/IENIAET YHU-
KQJIBHOCTb Ka/IOTO YEJIOBEKa.

['enpl mepemaloTcss peOEHKY OT POOUTENCH: ONUH «KOM-
IUIEKT» — OT MaMbl, APYrou — ot namnsbl. [loaTtomMy et Tak moxo-
KU1 Ha CBOMX POJUTEJIEN.

Ecnu ot 06oux ponuteneil HaMm 10CTaTUCh OJUHAKOBbIE TeHBl,
OTBeYaIIKe 32 KaKoW-I1O00 MPU3HaK, HAIpUMep roxyOoi 1BeT
I71a3, TO FeHOTHUIT CYUTAETCSI TOMO3UTOTHBIM I10 STOMY IPU3HAKY,
U [IBET 1J1a3 Oy/ieT royObiM (PUCYHOK 6 a).

Eciu MBI yHacie10Baau pa3Hble TeHbl (HalpuMep, OT MaTepu
— royOoi 1[BET IJ1a3, OT OTIAa — TEMHBIN ), TO TEHOTHI CUUTAETCS
TeTepO3UTOTHBIN (PUCYHOK 6 0). B 3TOM Cityuae mposiBiisieTcst TOT
NPU3HAK, KOTOPBIN SABJISAETCS TOMUHAHTHBIM (IIPe00IaJalonym),
U 1IBET IJ1a3 Oy/IeT TEMHBIM.

['eHbl y pa3HbIX JIOJEN TTOXOKU, HO UMEIOTCsI HEOObIIHE OT-
muusi — nomumopgusmbl. CyllleCTBEHHbIE U3MEHEHHSI TE€HOB,
MPUBO/ISIINE K HAPYIIEHUIO (DYHKIIUU KJIETOK, HA3BIBAIOTCS MY-
Tauueii (ab6epaiiun). B KUBOH KJIeTKE TeHbI TIOCTOSIHHO MYTUPY-
10T. OCHOBHBIMU TTPOIIECCAMU, B XOJIe KOTOPBIX BOBHUKAIOT COOH,



SIBJISIIOTCS perukanus u Tpanckpunuus JTHK.

Hexortopsle n3ameHeHns (MoammMop@u3Mbl WIA MyTalUK ) TPU-
BOJISIT K BHYTPUYTPOOHOW MO IJI0Aa, JPYTUe — CTAHOBSTCS
NPUYMHAMU FeHHbIX O0JIe3HE! U MPOSBIIAIOTCSA Cpa3y MOcCje Pok-
JEHUs1, TPETbU — SABJIAIOTCA (PAKTOPOM, JIMLIb Npepacoiara-
MM K BOBHMKHOBEHMIO HEKOTOPHIX 3a00IeBaHMU.






Pucynox 6. l'omo3uroTHbIii (a) ¥ reTepo3UroTHLIN (0)
THIIBI



Tunbl XpOMOCOMHBIX HAPYIII € HUAM

BrpliensioT ABa OCHOBHBIX THIIA XPOMOCOMHBIX HapylleHU
(MyTaruii, abOeparuii):

1. KosmyecTBeHHble H3MEHEHHS YHCJA XPOMOCOM
(aHeymJionausi): NPUCYTCTBUE JOIOJHUTEIBHOM XPOMOCOMBI
(TpucoMMSI) WM OTCYTCTBUE OJHOM M3 JABYX IMAPHBIX XPOMOCOM
(MoHOCOMMS). OHM BOZHUKAIOT MPU HAPYILIEHUM PacXOXICHUS
XPOMOCOM B TpoLiecce JIeJIeHUsI KJIETKH, B pe3y/IbTaTe yero re-
HETUYECKUI MaTepuall HEpABHOMEPHO paclipelesisieTcsl cpean
JOYEPHUX KJIETOK. AHEYIUIOAUS NMPUBOIUT K BBIKHM/BIILIAM WU
(popMHpOBaHUIO MOPOKOB Pa3BUTHSI.

Hanbonee yacto BcTpedaeTcsl TpUcomMus 1o 16-i xpomoco-
M€, CJIeJJCTBUEM KOTOPOM CTAHOBUTCS PAaHHUI CaMOITPOM3BOJIb-
HbIM BeIKMBII. HocuTtemu Tpucomuu no xpomocomam 13 (cuH-
npom Ilatay) u 18 (cunapom Dasapaca) MOTYT JIOKUTh JI0 POXK-
JEHMS1, HO OTJIMYAIOTCSl 3HAYMTEIbHBIMU HapYUIEHUSMH Pa3BU-
THSI, B CBSI3W C YeM yvalle MoruoaioT cpasy Mocie MosiBJIeHus Ha
CBeT.

EnuHCTBEHHBIM BUJOM TPUCOMHEN MO ayTOCOMHBIM (HEmo-
JIOBBIM) XPOMOCOMaM, IpY HAJTUYUK KOTOPOW BO3MOKHO POX-
JIeHUe XU3HEeCIOCOOHOro peOeHKa, sBJsieTcs cuHApoM JlayHa
(Tpucomus o xpomocome 21). O 3Toi MaTOJIOTUH s PACCKAKY
NopOoOHO B COOTBETCTRYIOIIEH I1aBe.

Tak>ke onrcaHbl XpOMOCOMHbBIE QaHOMAJIUH, TIPU KOTOPBIX YBe-



JIMYMBAETCS YMCIIO MOJIOBBIX XpoMocoM. Hanboree yacro Berpe-
vatorcs: cunapoM Ilepemesckoro-TepHepa (0 HEM MBI IIOTO-
BOpUM OTJEJIbHO); cuHapom KnanHpensrepa (47XXY BMecTo
46XY), mpu KOTOPOM BO3MOXKHO POXKIEHUE MJIAJIEHLIA MYKCKO-
IO 110J1a, Ha/IEJIEHHOTO HEKOTOPBIMU BTOPUYHBIMU KEHCKUMH I10-
JIOBBIMM NPU3HAKAMU, U [TPOYHE.

[lpy HaMMuMKM B KJIETKE NOMOJHHUTEIBHOrO HabOpa XpOoMo-
com oOpazyercst noiuruionaus. Hanpumep, npu oriogorsope-
HUM OJIHOW AWLIEKJIETKHU cpa3y JBYMs CIIEPMaTO30MaMHU BO3HU-
KaeT TPUIUIONIHS (TPOHHON HAOOP XPOMOCOM).

2. Tak:ke MOT'YT BO3HUKHYTh HApyllIeHUs1 B CTPOEHUH XPO-
MOCOM: Jiesielis (yTpaTa 4acTu), MUHBEPCHUs (IIOBOPOT ydacTKa
xpomocombl Ha 180), kosbLo (XxpoMocoma (popMUpPYET KOJIbLIe-
BYIO CTPYKTYpY), OYIUIMKAIMA (TIOBTOPEHUE YYacTKa XPOMOCO-
MBI), TPAHCJIOKaIM (MEPEHOC YaCTh XPOMOCOMBI Ha JIPYTYIO).

Ipu cOanaHCHpPOBaHHBIX CTPYKTYPHBIX HapYIIEHUSIX XPOMO-
COM KOJIMYECTBO MPEJICTABIEHHOIO XPOMOCOMHOIO MaTepuana
COOTBETCTBYET HOpME, U3MEHEHaA JIMIIb UX KOHpUrypauus. Ye-
JIOBEK CO CTPYKTYpHBIMHU ab0epaIsiMi XpOMOCOM, KaK TpaBU-
JIO, HE UMEET HUKAKUX IPOSBJIEHUN, KPOME BO3MOKHBIX IIPO-
671eM ¢ BOCIPOM3BOACTBOM 370pOBOrO MotomcTBa. Hapymenus
CTPYKTYPbl XPOMOCOM MOT'YT NEpe/laBaThCsl OT POIUTENEH K pe-
OEHKY.



Cunapom /layna

B mexanu3me BOBHMKHOBEHU S CMHIpoMa JlayHa JIeKUT Hapy-
IIEHWE PACXOXKJIEHUSI XPOMOCOM ITPU CO3PEBAHUU TMOJIOBBIX KJle-
TOK (ramer).

Bo Bpems 3Toro npouecca Uy My:K41H, U 'y KEHILIUH, IPOUC-
XOIWT JieJieHue OOBIYHOW COMATUYECKOUM KJIETKU, COAep KAl
JIBOMHOW (IUTIJIOW/IHBIN) HA0OpP XPOMOCOM, Ha JIBE JIOUEPHUE C
yYMEHBIIIEHHBIM BIBOE YKCIIOM XpoMocoM (puc. 7). Ecam Ob1 Ko-
JIMYECTBO XPOMOCOM B raMeTax OCTaBajIOCh JUILIOMIHBIM, Kak
Y B COMAaTUYECKHUX KJIETKaX, TO P OIUIONOTBOPEHUH B KakKJI0OM
TIOKOJIEHUH OHO OBl YBAaUBAJIOCh.



COMATHYECKAasl KJIeTKa ¢
NBOHHBIM HA0OPOM XPOMOCOM

N

pacxomienue
Il]l]."tlﬂﬂﬂi\-l

NOJIOBbIE KJIeTKH ¢ OlHHAPHbIM
HA0oOpoOM XpoMocoM

Pucynok 7. Co3peBaHHe NMOJOBBIX KJETOK U3 COMATH-
gyecKon

[Tpu HapyIIEeHMH PACXOKAECHHUS XPOMOCOM CO3PEBAIOT F'aMEThI
C HeMpaBWIbHBIM MX KoimuecTBOM. Ecim Takas «maronorude-
CKas» TOJIOBasl KJIeTKa OyJeT y4acTBOBaTh B OIUIOJIOTBOPEHUH,
TO UMEETCS BBICOKUI PUCK 3a4aTsi peOCHKa ¢ HaCJIeICTBEHHOM



NaToJIOrven.

[1pn HaMMUMKM TOMOIHUTENBHOU 2 1-i1 XpOMOCOMBI (hOPMUPY-
etcs cudapoM [layHa (puc. 8). DT1o onHa U3 popM reHOMHOM Ma-
TOJIOTMU, TIPU KOTOPOW KapUOTHII MPEACTaBeH 47 XpoMocoMa-
MU (Tpricomusi o 21 xpomocome) BMecTo 46, TO €CTb OT OTHOTO
u3 poautesien (Hocutesst 0oe3Hn) peOeHKy NOCTalach He OfHa
21-s1 XxpoMocoMa, Kak TMOJIOKEHO, a [ABE; TPETHIO OH MOIYYHIT OT
JIPyroro (310poBOro) poaUTEA.

W3meHeHne koIM4ecTBa XpOMOCOM 4YacTO HECOBMECTHUMO C
JKU3HBIO U IPUBOJIUT K TMOEIM SMOPUOHA, UTO SIBJISIETCS] OHOU
U3 IJIaBHBIX NIPUYUH HEBBIHAIIMBAHUS OEPEMEHHOCTH B TIEPBOM
TpumecTpe. OfHaKo 1101 ¢ cMHApoMoM [layHa norudaet He Bce-
raa. Hepeako takue et Bce ke MOsIBIISIIOTCS] Ha CBET — B CPeJl-
HeM HaOmonaeTcst onuH cirydait Ha 700 ponos.
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Pucynok 8. Tpucomus no 21 xpomocome. Cunapom /la-
yHa

Cunnpom JlayHa sIBIISIeTCSI TSIKEJIBIM OTKJIOHEHHEM, XapaKTe-
pPUBYIOIIUMCST CJTA00yMUEM, 3aMe/IJICHHBIM Pa3BUTHEM U HaJIH-
YreM JIPyTux BPOKAEHHBIX MOPOKOB. B HacTosuit MoMeHT O71a-
rofgapsi MpeHaTajabHOW TUArHOCTHKE YacTOTa POKACHUS JETeH,
CTPaJAIOIIMX JaHHOU MaToyoruen, ymeHsiuiack 1o 1 Ha 1100.



Hetu ¢ cunapomom JlayHa MOTYT MOSIBUTHCSL Y TEHETUIECKU
300pOBBIX poauTesnieil. OHaKO BEpOSTHOCTb 3a4aTHsl TAKOTO pe-
OeHka moBbllIaeTcsi ¢ Bo3pactoM. Eciu xkeHiuHe Oosnbiue 45
JeT, To puck cocrapisier 1:19. Takxke yBennuumBaeTcsl 4acToTa
3200JIEBAEMOCTH STUM CHHIPOMOM Yy peOeHKa, OTell KOTOPOro
crapuie 42 sier.



Cunapom IllepemeBckoro — TepHepa

OpnHO¥ W3 MPUYMH MpepbIBaHNs OEPEMEHHOCTH SIBJISICTCS Ta-
KOe TreHeThuecKoe 3aboieBaHue 1iofa, Kak cuaapom Illeperes-
ckoro — TepHepa. DT0 XpOMOCOMHAsI TATOJIOTHsI, XapaKTEPU3Y-
I0IIAsICS HAJIMYMEM MOHOCOMUU MO X-XpoMocoMme (0Ha X-Xpo-
MOCOM BMECTO JIBYX).

BepeMeHHOCTh MpY HAJTMYUU Y TUIOJA TAKOTO CHHApPOMA Ya-
11e Bcero (B 98 %) 3akaHuMBaeTCs CaMOITPOU3BOJIbHBIM BHIKH/IbI-
IeM Ha paHHMX cpokax. Ecim 3Toro He mpousoluio, U JeBOY-
ka ¢ cuaapomom lllepemneBckoro — TepHepa ponuiack, oHa Oy-
JIeT OTCTaBaTh B (PU3UUECKOM pa3BUTHU. TUITMIHBIMU MIPU3HAKA-
MU CHH/IPOMA SIBJISIOTCS: HU3KUI pOCT, O0YKOOOpa3Hast rpyHas
KJIETKA, YKOpoueHHas 11esi. [Ipr 3ToM UHTEJUIEKT vailie BCero He
CTpajJaer.

N3-3a nedpexra MM NOIHOrO OTCYTCTBUSI OAHOM MOJIOBOU X-
XPOMOCOMBI HapyIaeTrcst (h)OpMUPOBAHUE TIOJIOBBIX KeJe3: s14-
HUKU MOT'YT MOJTHOCTBIO OTCYTCTBOBAaTb, MaTKa — HAXOAUTHLCS B
3a4aTOYHOM COCTOSIHHH.

Tak Kak pu JAaHHOU MaTOJOTUU SMYHUKUA OOBIYHO HE CyIIe-
CTBYIOT, 3CTPOT€Hbl He MTPOAYLIMPYIOTCs. B pe3ysbTare nopbiia-
€TCsl ypOBEHb TOHAJOTPONMHOB U OTMEYAeTCsl aMeHopest (OTCYT-
CTBUE MEHCTpYaLHi).

OCHOBHBIM BHWJIOM JIe4eHMs] MalMeHToK ¢ cuHapomom Ille-
peieBckoro — TepHepa CiIy)KUT ropMOHaJIbHAsI Teparusi, KOTO-



pyto HaunHaIT ¢ 14—16 seT. D10 NpUBOAUT K (PeMUHU3BALINU Te-
JIOCJIOJKEHUSI, PA3BUTHIO )KEHCKMX BTOPUUYHBIX TOJIOBBIX MTPU3HA-
KOB, YMEHBIIIAET MOBBIIIEHHYI0 aKTUBHOCTb T'MITIOTAJIAMO-THUIIO-
(uzapHoi cuctembl. Teparuio TPOBOAAT B TEUEHUE BCETO JIETO-
pomHOro Bo3pacra 060JbpHbIX. TeM He MeHee, KEHIITUHbBI C CHHAPO-
moMm [lepemeBckoro — TepHepa OecIUIOAHBI U3-32 OTCYTCTBUS
SIMYHUKOB.



Kak yacTo npepbiBaeTcss 0epeMeHHOCTh
MPHU XPOMOCOMHBIX HAPYIIEHUsAX?

XpOMOCOMHBIE a0eppaltuyl ABJISIOTCS Hanbosee YacTou MpH-
YMHOM BbIKUbIIIA: OT 50 10 95% ciiydyaeB caMOnpOU3BOJIBHOTO
npepbiBaHus1 OEPEMEHHOCTH 00YCIIOBIEHO XPOMOCOMHBIMU aHO-
Mansmu 1iona. [lpu 3amepiiiell GepeMeHHOCTH Cpey XPOMO-
COMHBIX aHOMAJIMIA Yalle BbISBIISIIOTCS:

—45-55% — ayTOCOMHBIE TPUCOMUH,

—-20-30% — moHOCOMUH,

—15-20% — Tpunnounnus.

Pogurtenu miona ¢ yBeJMUEHHBIM KOJMYECTBOM XPOMOCOM
yaiie BCero 370pOBbl, M aHAJIM3 MX KapUOTHUIIA Majo UHDOP-
MaTuBeH. PUCK MOBTOPHOrO BO3HMKHOBEHUSI KOJIMYECTBEHHBIX
XPOMOCOMHBIX abeppaliuii (Harmpumep, TPICOMUM) B TIOCTIETYIO-
X OEPEMEHHOCTSIX COCTaBIAET OKOJIO 1%, uTo moTpedyeT mpo-
Be/IeHM s IIPEeHATAIbHOM JUAarHOCTUKY B iepBoM Tpumectpe. O0
9TOM JIOJKHA OBITh MPOMH(OPMUPOBAHA CYNpYXkecKas rapa B
citydae ruOenu 1iofa U OOHapy:KeHUH y Hero XA.

[1pu BBISIBIIEHN] Y TIJT0[a CTPYKTYPHBIX a0epparyii X pOMOCOM
NpOBeJIeHNe KapUOTUIIMPOBAHUS Y POAUTENeH siBisieTcs: 00s13a-
TeJIbHBIM, TaK KaK B CEMbsIX, [JIe OIMH U3 POIUTENIEH NMeeT Hapy-
LIEHHE CTPYKTYPbI XpPOMOCOM (HaripuMep, TPaHCIOKALIMIO ), PUCK
CaMOITPOM3BOJIBHOTO TIPEPHIBAHUSI OEPEMEHHOCTH TIOBBIIIACTCS
10 25%-50%.



B HEKOTOPBIX CITy4asix MPH CTPYKTYPHBIX a00eparfsix XpomMo-
COM IuIofIa OEPEMEHHOCTh MOXET IPOrPEecCUpPOBaTh, IPH STOM
ponuTcst peOEHOK C CYIIeCTBEHHBIMU MOPOKaMU pa3BUTHs. Be-
POSATHOCTD MOSIBJIEHU S HA CBET 3/I0pPOBOTI'0 MaJIbIIlIa y poAuTeNei
CO CTPYKTYPHBIMH X POMOCOMHBIMH a00€paIiisIMA COXPaHSIETCS.
Ho B 1-15% cnydaeB oH OygeT UMeTh FeHETHYECKHE OTKJIOHE-
HUSL.

Kak Mbl yxe cka3aiu, BaxXHYIO pOJib B YyCTAHOBJIEHUU IIPUYH-
HbI CAMOITPOMU3BOJIBHOTO BBIKM/IBIIIA UIPAET IUTOTEHETHUECKOE
yccieioBaHre abOPTHOTO MaTepuasa.



ITocenieHne reHeTuKa

YCTaHOBUTHh TIPUYMHBI TIPEPhIBAaHUST OEPEMEHHOCTH MOXKET
MOMOYb MOCEIICHUE TeHETUKA.

Bonpoc: Cradicume, umo mue deaamu? A He mozna 3abepeme-
Hemb 4 200a, nomom 3mo y mens noayuunrocs. Ho na 6 nedene na
Y3U cxazanu, umo ecmo yzposa evikudvlia. 3amem Obla0 6ce
Xxopouto, a Ha 12 nedene Hauaruco kpossitble evloenerus. Coena-
au nosmoproe Y3H, ckazanu, umo naoo 3amep 8 pazsumun Ha
9 nHedene. Crascume, nosxcanyiicma, KaKoe AeueHue noAyuumy, u
cmoey au 51 ewje 3a6epemerems? Cnacuoo.

Bonpoc: Y mensi 00un paz o6v1.10 evickadauearie, 6mopoii pas
MeOUKAMEHMO3HbIL adopm, mak Kak ode OepemeHHocmu Oblau
3amep3uue. Coara ananudvl Ha CKpolimvle UHDEKUUU, pe3ynb-
mam ompuyamenvivlii. Po0o6 He 0b1.10, 0uetb Xouemcs pebeHou-
ka. Ckadicume, noxcanyiicma, KaKue euje MHe HYHCHO cOamv aHa-
auzot?

MIMeHHO XpOMOCOMHasi MaToJIorusi IUiofa MPUBOAUT K €ro
BHYTPUYTPOOHOW TMOEN Ha PAaHHUX CPOKaX pa3BUTHUs (TaK Ha-
3bIBaeMasi «3amMepiiasi OepeMeHHOCTh») U CaMOIPOU3BOJILBHOMY
BeIKUIBITY. [T03TOMY, €cii y Bac B TIPOIILJIOM ObLITH BHIKU/IBIIIN
WJIY 3aMepiiiasi 0epeMEeHHOCTb, TO CJIEyeT TPONTH TeHeTHIECKOe
00CIe]0BaHME.

Hepeako Oyayiiue MaMOYKH OueHb HACTOPOKEHHO OTHOCST-
cs K MEAMKO-TeHeTUYeCKON KoHcysbranuu. Y HanpacHo! [laH-



HOE KCCJIeZIOBaHMe MO3BOJISIET 3apaHee ONPEeIe/UTh CTeTleHb PHC-
Ka POXKJICHUS JIETEH C TeHETUIECKUMH aHOMAJTHSIMU.

[MomoGHbIE HAPYIIIEHUS Y I17I0[a MOT'YT ObITh YHACJIEOBAHBI OT
OJIHOTO U3 POUTENel MO0 ObITh BBI3BaHBI HEOJIATOMPUSATHBIMU
BHEIITHUMHU BO3/ICHCTBUAMU: KypeHHeM OyIyIleil MaMOYKH, YIIO-
TpeOIeHUEM aJIKOToJIs1, IPUEMOM HEKOTOPbIX MPENnapaToB, repe-
HECEHHBIMM MH(EKIIUSAMH, BO3ICHCTBUEM paavallid B TIEPHUOJI
3a4aTus U JI0 Hero.

KoHcysbTarums creryaimcta HeoOXoqumMa eciiu:

—y OyaylIMX POAUTENIeH UK UX POACTBEHHUKOB UMEIOTCS Ka-
KHe-TM00 HAC/IEICTBEHHBIE 3a00JICBAHUS;

—B CEMbE €CTh PeOCHOK C TeHETUYECKOH MaToIoruei;

—OyyIlle POIUTEIN SIBJISIOTCS POJICTBEHHUKAMM;

—BO3pacT Oyaymield Mamsbl crapiie 35 jet, otia — 6omee 40
JIET;

—TpepIayIe OepeMEHHOCTH ObLITH 3aMEpITUMU WM 3aKaH-
YUBAJIUCh CAMOITPOU3BOJIbHBIMY BBIKU/IBIITIAMM;

—OyayIlye pOaUTEH MOJBEPrajiuch BO3ACHCTBUIO PaUaIlin
WK JI0JITOe BpeMsi paboTalii ¢ BpETHBIMUA XMMUYECKUMHU Bellle-
CTBaMH;

Oymyiiass Mama TNpPUHUMAIa CWIBLHOACUCTBYIOIIUE JieKap-
CTBEHHBIC Mpenaparhl B EPHO] 3a4aTus U/ Ha PaHHHUX CPO-
Kax OepeMeHHOCTH.

[Mapam, HaxoASIIUMCS B TPYIIE PUCKa, CIEAyeT TPOUTH Me-
JMKO-TeHETHYeCKoe OOCIIe/IOBaHNe B 00s3aTeIbHOM TIOPSIJIKE.
[Tpu xenanuu modast mapa, IVaHUPyIoIIas peOeHKa, MOKET MPo-



KOHCYJIbTUPOBAThCSl Y T€HETHKA.

[Mocne HacTyrieHns: OEpeMEHHOCTH 32 KEHIIIMHAMM U3 TPYTI-
bl PUCKA yCTaHABMBAeTCst 0coOblil KOHTposb. Ha 10-13 nenene
OepeMEeHHOCTH HeOOXOIMMO MPOBECTU MpPEHATabHYI0 AUArHo-
CTUKY COCTOSIHUSI 3[J0POBbSI MaJIbIIIIa, O KOTOPOI MbI HOTOBOPHM
aanee.



CKpHHUHT IEPBOr0 TPUMeECTPA

Komriekec MeponpusTvii, HalpaBJE€HHBIX HAa paHHEE BbISIB-
JICHHE MAaTOJIOTUH Y IUJI0[1A, HAa3bIBAETCS MPEHATAIbHOW IUarHo-
crukoi. CornacHo nocnegHemy npukazy M3 u CPNe 808 or
02.10.2009 roga B CKpMHMHT [IEPBOTO TPUMECTPA, KOTOPBII MPO-
BOIMTCS Ha cpokax 11-14 Hepenb OepeMEHHOCTH, BXOIAT CIIETy-
I0IIIME UCCJIEIOBAHUS:

1. Y3 naoga ¢ oneHKoM:

—TOJIIMHBl BOPOTHHKOBOro mpoctpancrea (TBII);3t0 006-
JIaCTh MEX]1y BHYTPEHHEW OBEPXHOCTHIO KOKU TUIOJIA U HAPY K-
HOW IMOBEPXHOCTBIO €0 MATKUX TKAHEH, TOK PhIBAIOIIUX EHHBIN
OT/ie]l MIO3BOHOYHMKA, B KOTOPOWM MOKET CKAILJIMBATbCS JKUJI-
KOCTb; B HOpMe B cpoku 11-14 wepens TBII cocraBnser 2-2,8
MM; SIBJISIETCSI MAPKEPOM XPOMOCOMHBIX HAPYIIEHUH IJI0/a, B
NepBYIO ovyepeab cuHapoma JlayHa;

—Hamuus ¥ JyiHbl HocoBor koctr (HK); B Hopme Ha cpoke
12-13 Hepenb cocTaBisieT 3 MM; €€ OTCYTCTBUE MTOJO3PUTEIBHO
B OTHOIIEHUM cuHapoMa JlayHa.

2. MaTepuHCKHE CHIBOPOTOYHbIE MapKepbl («IBOHHOU
TECT»):

—CBOOO/IHBII XOPMOHMYECKUI TOHAIOTPONUH uenoBeka (b-
XI'Y); B HOpMe Ha cpokel2 Hepmenb ero ypoBeHb COCTaBIISIET
13,4-128,5 ur/ma; 13 venens — 14,2-114,7 ur/mn; 14 uHenenn
— 8,9-79,4 Hr/mu1; O3BOJISIET OINPEE/IUTh PUCK PA3BUTHS HEKO-



TOPBIX TpUcOoMMUiA: cuHApoMa JlayHa (21 XpoMOCOMBI), CHHAPOM
Sneapnca (18) u cunapoma Iaray (13);

—aCCOIMUPOBAHHBIN ¢ OEPEMEHHOCTHIO TIJIa3MEHHBIN MPOTe-
uH A (PAPP-A): B HopMme Ha cpoke 11-12 Henmenb cocraBisi-
er 0,79-4,76 mEn/n, 12-13 negens — 1,03-6,01 mEn/n; 13-14
Henenb — 1,47- 8,54 mEn/n; npu cungpome [layHa u DnBapraca
€ro ypoBeHb CHUKEH.

Bonpoc: mne 34 200a. A na 12 nedene coana «080UHOI mecm»:
PAPP-A 6 nopme- 3,07, a XI'4 — 6oaviue nopmwt (178,0). Y3U
namonozuu He noxkazano. Ecmov au nosod ons nepexcusauuii?
Mooicro au ocmaesnsimo bepemeHHOCMb ?

HecootBeTcTBue pe3yabTaToB CKPUHMHTA MEPBOrO TPUMECT-
pa HOpMam He TOBOPHUT O HEOOXOOUMOCTH HEMEJIJICHHOTO TIpe-
pbIBaHUsI OEPEMEHHOCTH, a JIWIIh CUTHATU3UPYET O BO3MOKHOM
pHCKe, KOTOPBIH MOCJIE MPOXOXKIEHUS 00CTIeJOBAHUSI PACCUUTHI-
BAETCsl MUHIUBUIYATbHO JIJIs1 KQXKIOUM MalluEHTKHU.

[Tpu mono3peHnK Ha HaJW4Me TAaTOJIOTHMW Y IUIofa IO JaH-
HBIM CKPUHHHTA CTAaBUTCSI BOIIPOC O MTPOBE/ICHUU YTTyOIEHHOTO
(MHBa3MBHOTO) 0OcenoBaHus1. CaMbIM JIOCTOBEPHBIM CIIOCOOOM
MOCTAHOBKHU JMAarHo3a sIBJISIETCS] UCCIIeIOBAaHUE XPOMOCOMHOIO
HaOopa ky1eTok rioa. C 3ToM 1esbl0 U3yYaloT AMHUOTHYECKYIO
JKUJKOCTh (BBIMOJHSIIOT aMHUOLIEHTE3), TKAHW TUIALIeHTHI (TU1a-
IIEHTOIICHTE3), BOPCUH XOpHOHA (OMOIICHIO), ITYTIOBUHHYIO KPOBb
io7a (KOpAOLIEHTE3).

Kommenmapuii ¢ popyma: Mne 38 aem. Ha yuem no odepe-
MeHHoCmuU 51 6cmana auutv 8 11 nedenv. Ha nepsom ckpurumee



6 12 nedenwv epau Y3H namepun moaugury 60pOMHUK08020 NPo-
cmpancmea 2,9 mm, makaice ovin nosviuer X1'4. Hanpasuau x
2eHeMUKY, Mam BblSICHUAOCL, YO MO MOdcem Oblmb NOKA3d-
menem cunopoma aywna. Ilpeonrazanu coenamo amHuoyeHmes 6
18 Hedenv, umobvl MouHO onpedeaumn, ecimb CUHOPOM UAU Heml,
HO 51 omKaszanacs. /Jo nocaeonezo HAeSNACL, UMO 8pa4 OUUD-
aace, mepuna He mouro. Ho 6 21 nedenro na 6mopom cKputuHze
ma e 8pau OOHAPYHCUNA Y PEOEHKA CAOHCHBIIL HeOnepadebHbIl
nopok cepouya u namonoeuio nouex. Kax mue obwsscuuiu, smo
mooice npusHaku cuHopoma /layxa. Komuccusi npursina peuterue
8b13b16ANMb UCKYCCMBEHHbBIE POObl. XKaaKo, umo s He 008epuUNacs
épauam parvute. Tax umo nepeviil cKpunume — 0eno xopouiee!

[Tpu BBICOKOM pHCKE XPOMOCOMHBIX aHOMAJIUN y IO JKEH-
IIMHE TpeyIaraeTcsi JOMOIHUTETbHOE MHBA3WMBHOE OOC/IE/IOBa-
HUe (aMHMOIIEHTE3, KOPIOLIEHTe3) IJIsl TOrO, YTOObI MOTY4UTh
KJIETKH TUTOJIAa ¥l U3YYHMTh UX XPOMOCOMHBIN HAOOP.

Kak MblI yxe cka3anu, THBa3MBHBIE MPOLIEAYPbl YPEBATHI BO3-
HUKHOBEHHEM psia OcJIokHEHUM. [103TOMy 1 JOCTaTOYHO YacTo
CTAJIKUBAIOCh C TEM, UTO PE3YIbTaThl OMOXUMUUYECKOTO CKPUHHH-
ra BbI3BIBAIOT Y *KEHIIMH MacCy MepeKMBaHUN U BOIIPOCOB.

Hcmopust u3 npakmuxu: Y mens Hadaooaemcsi mMonooas
nayuenmxa Hpuna ¢ mpomboduaueii. Oonadxicovt nocae npo-
XOXHCOEeHUSL NePB8020 CKPUHUH2A OHA HANUCANA MHe NUCbMO. «Onb-
2a, 00opwlii geuep. A coenana Y3U, mam éce nopmanvro. H éom
npUNA pacuudposra OUOXUMUUECKO20 CKPUHUH2A, U 5L OM Hee
6 utoke...Modcro s Bam ckuny pesyaomamot ?»



B ananuze onpedensincs nuskuii yposenv PAPP-A. Komnwio-
mep paccuuman 8epoOsIMHbILL pUCK passumusi cunopoma /layna y
pebenxa: >1:50.

Hpuna ouenv nepedxcusana, 6e0b 3mo ee 001204C0aHHAs De-
PeMeHHOCHb nocae 08yx evikuoblieli. Heyowceau menepo Jlayn?
A obwsacnuna ceoeli nauuenmie, umo PAPP-A cuudicaemcs He
MOABKO U3-30 XPOMOCOMHOU NAMOAOUU NA00d, HO U NO OPYeUM
npuuunam. B nepsyro ouepeov, nuskuii yposero PAPP-A modcem
CBUOEMEeNbCMBOB8AMb 00 Y2po3e NPePblBaHUsl DepeMeHHOCMU.

Hpuna ecnomuuna, umo 8 npoutnoti bepemeHHoCmu nepeo 6bvl-
Kuovltuem 3nauerue PAPP-A mooice 0b1n0 Huskum. [losmomy mol
peutunu coenamv aKueHm Ha npenapamax, Komopwle npeoomn-
8pawaiom 8O3HUKHOGeHUe NA00080-NAAUEHMAPHOLU HedoCma-
mounocmu. Kpome mozo, s naznauuna no8mopHwlil KYpc HU3KO-
MONEKYNAPHO20 2eNAPUHA, PAZHCUNCAIOULE20 KPOB.

Jlesywika ycnoxounace. A uepe3 HeCKOALKO Hedeab OHA Npo-
waa emopoui Y 3-cKpuruHe, no OaHHbIM KOMOpozo NA00 pa3eu-
eancst HopmaavHo. OHA NPUCAANA MHe UOeaNbHble Pe3YNbIambl
Y3U u nanucana, wmo 6 ux docmudsiceHuu ecms u Mos 3acayea)

Hy a pyis Tex keHIyH, KOTOopble, NOJYy4YUB pe3y/bTaThl NEp-
BOT'O CKPVMHUHIA, MEPEKMUBAIOT U3-32 MOBBIIIIEHHOIO PUCKa pa3-
BUTHSI XPOMOCOMHBIX aHOMAJIAH Y TJI0OAQA, 1 PEKOMEHYI0, HE J0-
’KUIASICh BTOPOro CKpMHUHTOBOro Y3U, poidT nmpoctoe ooce-
noanue (MpuHe, K CoXaleHMIo, CAEJIaTh €r0 HE MPEACTABUIIOCH
BO3MOKHBIM).



HenHBa3uBHBIN NPEHATAJIbHBIA TECT

AJIBTEepHaTUBON OMOXUMHWYECKOMY CKPUHHWHTY U WHBa3WB-
HBIM TpOLeypaM Mpu OepeMeHHOCTU (OMOMNCUM BOPCUH XOPH-
OHa, aMHMOIICHTE3Y) CErOfiHs SIBJISIETCS] HEMHBA3UBHBIN MPEHA-
tanmbHbi TecT (HUTIT). OH mpoBoauTcst ¢ IOMOIIBIO OOBIMHOTO
3a00pa BEHO3HOW KPOBHU y Oy/yIlei MaTepy.

B kpoBu matepu mmpkyaupyetr 5-10% JHK nona. HUIIT
TIO3BOJISIET BBIICIUTh M3 KPOBU OepemeHHOM xeHimHb [THK
U101 ¥ TPOAHAIM3UPOBATH €€ C IOMOIIIBI0 HOBEHIIIEH TEXHOJO-
TUH.

HUIIT ucnons3yercss Bo MHorux crpanax mupa: CIIIA, Be-
makoOputanus, Mcnanus, ['epmanus, @panmms, Uranus, bpa-
suimd, 0xnag Kopesd, Cunranyp, Ywm u gp. Hepocratku: tect
BBITOJIHSIETCS] HE BE3/IE U SIBJISIETCS JOPOTOCTOSIIIVIM.

CoBpemMeHHbIE IUArHOCTUYECKUE TEXHOJIOTMU MO3BOJISIIOT BbI-
SIBUTH JTII0OOE OTKJIOHEHHE B Pa3BUTUU TUIO/IA YXKE C CAMbIX PaH-
HUX CPOKOB OepemMeHHOoCTH. [ 1aBHOE, CBOEBPEMEHHO ITPOXOIUTh
BCE HEOOXOVMMbIEe 0OCIIC/IOBAHSI M BHITIOHSTh PEKOMEH IAINN
CHELMAJIUCTOB.



CKpHHUHT BTOPOr0 TpUMeCTpa

TakTuka npoBeleH!s MPEeHATAIbHOW AUarHOCTUKU BO BTOPOM
TPUMECTPE CYIIECTBEHHO M3MEHWIACh B MOCJIEAHUE TOABL. DTO
Ba)KHO 3HATh OyIyIIMM MaMOYKaM C TMOIO3pEeHHeM Ha XPOMO-
COMHYIO [aTOJIOTMIO Y TUIOAA.

Tax, cornacHo Gosee paHHeMy npukasy MuH3zapaBa Poccun
Ne457 ot 28.12.2000 roga CKpUHUHI BTOPOTO TPUMECTpA JA0J-
’KeH ObUT BKJIIOUATh TPOeKpaTHoe rposejeHre Y3 Ha cpokax
22-24 Henenu OepeMEHHOCTH U OLIEHKY OMOXMMHYECKHX Map-
KEpOB MOPOKOB pa3BUTHA I1oa B 16-20 Henenb (Tak Ha3blBae-
MBII «TPOMHOM TeCT»): anb(a-peronporenHa (APII), xopuoHu-
4YecKoro roHagorponuHa yenoseka (XIY) u acrpuona (E3).

BrinosiHeHre «TpORHOro TecTa» ObLJIO0 PACCUMTAHO HA BbISB-
JIEHHE TIOPOKOB pa3BUTHS IJI0/1A, B NIEPBYIO OYEPEb, CUHAPOMA
Hayna. OHaKoO MPOBENEHHBIE B TEYEHUE NOCIEAYIOIMX 9 Jer
WCCJIEIOBAHUS TIOKA3aJiv, YTO YTBEpKIEHHas1 Mpuka3zom Ned57
cXema IpeHaTaJbHOM AMArHOCTMKU HE CHUKAET YacTOTYy POXK-
JeHUs] MJIQICHLIEB C BPOKAEHHBIMU [IOPOKAMHU, HAIIPUMED, CHH-
apoma Jlayna. 3a0oneBaeMOCThb JeTeid M1 UX CMEPTHOCTh, B TOM
qucIie BHYTPUYTPOOHAsI, OCTaBajIach BBICOKOM, HECMOTPSI Ha pa-
00Ty KEHCKUX KOHCYJbTalMid 1o npukazy M3 PO Ne 457. Itu
JaHHBIE TIOATBEPKAAIOTCS KOMMEHTAPUSMHU € (POPYMOB:

Kommenmapuu ¢ popyma:

-/la st 61 6000OULE MONBKO NEPBBILL CKPUHUHZ 0endnd, ecau OH



6 nopsioke, mo u 6cé oyoem omauuro! A oanvheriuiue CKpuUHUH2U
He HYydcHbl! Jladice ecau OHU NOKANCYM UMO-MO <HENPAGUNLHOE,
Max Heyxiceau abopm Ha makom cpoke denams? A oH 60pye oKa-
arcemcest 300posbim avconiomuo! Tak s3mozo écio JHcusmv He npo-
cmus cede!

-A Oenana ckpunuHz 08a pasza: nepevlii OblA HOPMANLHDLIL,
6mopoti nokasan nosvluteHuwlii (1:32) puck cunopoma /layna!
Ilo Y3HU 6110 6ce 6 nopsdke, HO 6pau Ha 6CAKULL cayuali nope-
KomeHdosana coenamv amuuouermes. Ilamonozuu 6vis161eHO He
ovin0. Poounace 300posas oesouxa!!! Tax s u ne nonsina, 3auem
5 coenana 6mopoii CKpuHuHe u amuuouernmes? Kanko, umo xo-
POULUX BOYMUUBLIX CNEUUANUCINOE OUEHb MANO.

— Jluuno s ouenv pazouaposanace 60 emopom ckpururze. Ha
nepeomM Yy MeHsi OblNo 6ce 8 Nopsioke, a HA 6MOPOM — OOHAPY-
arcunu nogoluennvlii X1'4. Mos epau ckazana mme, umo asmo na-
monozusi naooa. Ilpedcmaensieme, umo co MHOU meopuroce!?
Cmonvko cné3 s npoauna! A bepemerHbIM 601HOBAMBCSL Heb3s1!
Bpau mHe pexomeroosana noovieams y 2eHemukd, Ho st RAIOHYAA
Ha écex epaueil u nooymana: 6yoo umo oyoem, 6edb NEPEuIL-NO
CKpUHUHez Huuezo He evisisunr! Poouna s abconomuo 300p0ozo
Manviua eécem Ha padocmu! U 6om oymaio, 3auem npuoymanu
amom Oypauxuii mopoii ckpurure ? Ymoowt Hepevl mpenamo oe-
pemerHbim ?

B cBs13u ¢ HM3KOM MH(POPMATUBHOCTHIO CTAPOI CXEMBbI ITpeHa-
TaJILHON TUarHOCTHKU ee pelieHo Obu1o n3MeHuTh. M B 2009 ro-
Iy BbIIIeT HOBBIH mpuka3 Ne 808H, cOriacHO KOTOpOMY OMOXU-



Mu4ecKuil ckpuHHUHT Broporo Tpumectpa obu1 MCKJIIOYEH u3
CXEMBI MpEHATaIbHON JUArHOCTUKH !

Her Gosbliiie «TpoiiHOrO Tecta». [IpoBOOUTH €ro He HYXKHO B
CBSI3U C MaJION MH(OPMATUBHOCTHIO M OOJIBIIIUM MTPOIIEHTOM I10-
CIIETYIOIX HeOOOCHOBAHHBIX MHBA3UBHBIX BMEIIATEIbCTB.

OaHAaKO HEKOTOpBIE KEHCKHE KOHCYJIbTALMM B HAILIEW CTpa-
He He pacrosaraioT Hy)kKHoW HH(opMalmed 00 n3MEeHEeHHIX TI0-
psizika oocneioBaHus OEpEMEHHBIX JKeHIIMH C TOI03PEHUEM Ha
HaJIMYME XPOMOCOMHBIX aHOMAJIUW U MPOJOJIKAIOT HAa3HAYATh
«TPOVHOU TecT». [ToBTOPSIO: 1enaTh 3TOro Teneph He HyKHO!

Kpome Toro, cornacio HoBomy npukasy Ne 808 ot 2009 roana
CIIBUHYTO BpeMmsi poBeeHus1 Y 3U BToporo TpuMecTpa ¢ TOYKU
B 22-24 Henenu Ha 6onee paHHue cpoku (20-22), 4ToObI B ciydae
BBISIBJIEHUS] aHOMAJIMI y TUIOAA JKEHIMHA MMesa BO3MOKHOCTD
npepBarb OEpeMeHHOCTb J10 24 HesleNu, TO eCTh JJO TOro Bpeme-
HU, KOTJia TUIOJ] CUMTaeTcs Ku3HecnocooHsM. Cnenyiomiee Y3U
pPEKOMEH/IyeTcsl BBITIOJHATH Ha cpokax 32-34 Henenun OepeMeH-
HOCTH.

V3-npusHakamu cuHapoMa [layHa BO BTOPOM TpUMECTpE SIB-
JIAI0TCA: HapylleHue (popMUpPOBaHUS KOCTEN CKeJleTa, paciuupe-
HUE BOPOTHUKOBOIO MPOCTPAHCTBA, HAJIMYKME MOPOKOB CEPALIA,
pacIIMpeHre MOYEYHBIX JIOXAaHOK, KUCTBl COCYIUCTOIO CILIeTe-
HUS FOJIOBHOTO Mo3ra. [Ipu ux BbISIBJIEHUM MOXET ObITh IPUHSTO
pelleHre O MPOBEIEHNY UHBA3UBHBIX METOIMK I10 IUATHOCTUKE
cuHIpoMa [layHa U Apyrux XpOMOCOMHBIX AaHOMAJIHIA.

Ho 3710 eme He Bce HOBOBBEECHUS B 0OIACTH MPEHATATBHOM



JMArHOCTUKH, OCYIIECTBJIsIEMbIE B Halllel cTpaHe. B HacTosiiee
BpeMsi Poccust B 9TOM HarpaBieHUM MPUOSIMIKAETCS] K MUPOBBIM
crangaptam. He Bepute? Pacckaxy 00 3ToM mogpoOHo.



Me:xayHapOaHbIA CTAHAAPT
npeHarajbHou nuarHoctTuku FMF

B EBporie B nociegHue roapl MosABUIOCh HOBast OTPacCib —
«MEJUILIMHA IJI01a», KOTOPasl 3aHUMAETCS 3J0POBbEM MAJIBIIIIA B
yTpobe matepu. [loaroroBka Bpaueil npeHaTabHON TUarHOCTU-
KM 1 MX cepTU(]UKaLMS IPOBOAUTCS B paMKax IporpamMMsl Fetal
Medicine Foundation (FMF), pykoBoauTeneM KOTOpOU SIBJISIET-
ca npogeccop Kunpoc Hukonaunec.

FMF 3aHuMaercsi uUcClelOBaHUSMU B 00JacTU MeJULIMHbI
IUI0JA, TMarHOCTUKY aHOMAJIMI €r0 pa3BUTHS, BBISIBJICHUS U Jie-
YEeHUs1 PA3JIMUHBIX OCJIOKHEHUI OEPEMEHHOCTH, a TaKkKe ITPOBO-
IUT 0O0y4deHHe U cepTU(UKAIMIO CIIELIMAIMCTOB MO MPOBEJEHUIO
BCEX BUJIOB Y/IbTPa3BYKOBBIX UCC/IEJOBAHUI IPH OEPEMEHHOCTH.
Lenslo co3panuss FMF saBnsercss opraHusanysi, BHEAPEHUE U
KOHTPOJIb KauecTBa CTaHIApTU3UPOBAHHOTO OOCenoBaHus Oe-
pPEMEHHBIX KeHIIMH B riepBoM Tpumectpe (11 — 14 Henennb) Oe-
PEMEHHOCTH.

CornacHo mexayHapogaomy cranaapty FMF oOcnenoBanue
B 9TU CPOKM JOJKHO BKJIIOYATH:

—kBaymmdpuimpoBanHoe Y3U moga B nepuog mexay 11 u 14
HEJEJIAMU;

—onpezeneHue onoxummuueckux napameTpoB XI'd u PAPP-
A.

CrangaptusuposanHoe oOcnenosanre FMF B nepBom Tpu-



MECTpE MPEeAYCMATPUBAET KaK TEOPETUYECKYIO U MPAKTUUECKYIO
MOATOTOBKY Bpayeu, mpooasumx Y3U, Tak ¥ JajJbHEUIIYIO
MPOBEPKY KayecTBa MPOBOJUMBIX HcciaeqoBaHui. OTHOBpeMeH-
HO OCYILECTBJISIETCSl CTaHIAPTU30BAaHHOE W3y4YeHHE MaTepHH-
CKOW KPOBH C rapaHTHElN BBICOKOTO KauecTBa pabOTHI.

[Mporniecc ceprucuipoBannsi M y4eOHBIN MaTeprai HA Kyp-
cax FMF nipuBeniéH B COOTBETCTBUE C OOIIETPUHATHIMUA HEMEII-
KUMU TpeOOBaHUSAMU. YYACTHUKH, BbIIEPKABIINE TEOpETUYE-
CKHM M MPAKTUIECKUI IK3aMEHBI, CEPTUDHIIUPYIOTCS Yepe3 00-
mectBo FMF-Deutschland, peructpupyorcs Kak crielaancTsl
YABTPA3BYKOBOM IMAarHOCTUKU U BHOCSITCS B VIHTEpHET-CTpaHu-
el Kak FMF-Deutschland, Tak u FMF BenukoOputanum.

Ceprudukar aas MpoBeleHHs YIbTPa3BYKOBOTO HUCCIIENIO-
BaHMS Ha cpokax 11-14 Hemenb OepeMEHHOCTH MOXET OBITh
0(pOpMJIEH TOJIBKO MEPCOHAIBHO Ha CEPTU(PHUIIMPOBAHHOE JIU-
no. Cerogns ceprucpukar FMF nonyuninn cOTHM OTeUeCTBEH-
HBIX crienuaimcTos Y3U.

CepruduiimpoBaHHble Bpau U IEHTPHI TOMYYalOT pa3pado-
tanHoe FMF nporpammboe oGecriedeHue aJisi pacyera pucKa
XPOMOCOMHOM NaTOJIONMH IUIOAA IO JAHHBIM YJIbTPa3BYKOBOIO U
OMOXMMHUYECKOTO CKPUHHUHTA.



HanmoHaabHbIA NPOEKT «310POBbe»

B Poccuu B Hauase 3TOro Beka ypoBeHb MpPeHATaIbHOU JU-
ArHOCTUKHM 3HAYMTEJILHO OTCTaBajl OT EBpOIbI M3-32 HU3KOIO
yPOBHS IOATOTOBKU Bpauer Y3U.

Kommenmapuii ¢ ¢gpopyma: mue no Y3HU nocmasuau ka-
KYI0-MoO Namono2uro NO0380HOUHUKA Y manviuia u npocmo OT-
IIPABJIAJIN na abopm! I'osopuau, nem nozeonounuxa u écé! U
Kyoa Bam maxozo posxcamyu!? A 5 6cé pasno pewtuna podxicams u
poouna 300posozo manvuyeara! U eonocwl celivac obloom ecma-
10m, KaK npeocmaesnio, ymo Ha abopm yuina ovl. Bcem neekux
P0o008 u 300posvix demuutex! Xopouwux cneyuanrucmos, oa no-
oonvue!

Bonpoc: 30pascmeyiime! A npowina nepeviii ckpuriute. Tam
nosviuern XI'4. /lo epaua 0ozeonumucs ne moz2y(((( Bom cuoicy
U Oymaro: 3a4em U KOMY HYICHbL IMU cKpuHuHeu, ecau no Y31
ece xopouto???

K coxanennio, Ha CKkpuHUHTOBOE Y3, BBINIOJIHEHHOE B JKEH-
CKOW KOHCY/IbTAllMW, HE BCErJa MOXHO OPUEHTHPOBATHCS MPHU
nuarHoctuke XA moga. Tak, pe3ysibTaTsl KPYIHOTO UCCIIEAOBA-
Hus B 19 pernonax Poccum, BbinonHennsie B 2007 roay (E.B.
Onuna, M.B. MeagseneB), nokaszanu KpaiHe HU3KYIO 3(pdek-
TUBHOCTb MPEHATAIbHON AMAarHOCTUKY cuHApoma JlayHa B jKeH-
CKUX KOHCYJbTAIlUAX M3-3a OTCYTCTBHUS KBATU(PUITMPOBAHHBIX
Bpauent Y3U.



BbUIO0 yCTaHOBNIEHO, YTO KaX[blil BTOPOIl MOPOK pa3BUTHS,
JOCTYTIHBIN J1J151 BbISIBJIEHUS, TTportyckaercs! B niesiom no PO Bei-
siBysiercst b 11-43% u3 numeronmxcst nopokos. Jannsie Y3U
OKa3aJIMCh He MH(POPMATHUBHBI B OOJIBIITMHCTBE CITy4yaeB.

He cMoTpsi Ha TO, YTO NpeHATAIbHBIA CKPUHUHT JIOJKEH
BKo4aTh Y3U u OMOXMMHUYECKMI aHAU3, B PEAbHOW JKH3-
HU JUarHOCTHMKAa XPOMOCOMHBIX aHOMAJIMM OMUPAETCS JIUIIb Ha
J1a00paTOpHbIE METO/Ibl UCCAEeJOBAaHMS. Y 3-IMarHoCTUKa MOpPo-
KOB Pa3BUTHUS IJIO/1A B )KEHCKUX KOHCY/IbTAIIUSIX, MSTKO TOBOPS,
«XpoMacT».

Pazsutue mMexayHapoaHon nporpammbl FMF criocoO6cTBOBa-
JI0 HavyaJly KapAMHAJIBHBIX MpeoOpa3oBaHUil B CUCTEME OpraHu-
3alMK MMPeHaTaJIbHOW JUarHOCTUKYU B PO.

B 2010 rogy B paMKax IMpUOPUTETHOTO HALIMOHAJILHOTO MPO-
eKTa «3710pOBbEe» OTKPHIT HOBBIM pasnen «lIpeHaranbHas (1o-
pOIoBasi) TUArHOCTUKA HapyIIeHW pa3BuTHs peOeHka». Ero
(puHaHCHpOBaHME OCYILECTBISIETCS U3 CPEACTB (heAepabHOrO
olomkera. OH Hayaln peaym30BBIBATBCSI B TpeX permoHax Po:
Mockogckoi, Poctosckoit, Tomckoii oonactsax. K 2013 rony um
OXBA4€HO 29 pEernoHoB.

B 3amaun npoekta BXOAUT YHU(UKALUS MPEHATAIBHOIO
CKpUHUHTa OepeMeHHbIX B pernoHax P® B cOOTBETCTBHU C MEX-
JyHapOAHbIM cTaHaapToM auarHoctiku FMF no npuHimnmans-
HO HOBOMY 7151 P® anroputmy oOcnenoBaHust OepeMeHHON Ha
XPOMOCOMHBIE aHOMaIMK (XA) y tuiona. OCHOBHBIMU IPUHLIN-
MaMy OpPraHu3alliyd MPEHATaJIbHOW JUarHocTuku B Poccum no



cranaapram FMF sBisiiorest:

1. IlogroroBka CrieUAJIMCTOB 1O €INHOW CUCTEME.

2.Jlomyck K BbinonHeHuo Y3U uib Bpayeu, UMEIoIUX JAeu-
crBytomuid ceprucdpukat FMFE. IIpu stom nposenenue Y3U ne-
PEHOCUTCS U3 KEHCKOW KOHCYJIbTAIIMM B OKPYXKHOM LIEHTP (IKC-
NIEPTHBIN YPOBEHD).

3. PerynsipHblii HE3aBUCHMBI KOHTPOJIb KayecTBa paOOTHI
KaXJIOr0O Bpaya M aymuT OMOXUMHYECKUX TOKa3aTesei.

4. Ucnonb30oBaHue 11 KaXKI0W MAIMeHTKHU eUHOM Iporpam-
MBI pacyeTa UHIAMBUALYAJIBHOTO pucka XA.

Ckpunusr | TpumecTpa GepeMeHHOCTH Ha BPOXJEHHbIE T10-
POKM pa3BUTHSI U XPOMOCOMHYIO NaTOJIOTUIO Y TUiofa (onpeae-
nenue ypoBHs PAPP-A u XI'Y; Y3 muona ¢ onpeneneHueM
TOJIIIMHBI BOPOTHUKOBOTO IIPOCTPAHCTBA, HAJIMYMSA H JIJIMHBI HO-
COBOM KOCTH) MPOBOIUTCS B JIeHb OOpallleHusl B MEXKPallOHHbIN
KaOMHET MpeHaTaIbHON TUarHOCTUKY (SKCIIEPTHBINA YPOBEHb ).

B pamkax npoekTa «310poBbe» OpraHU30BaHbl «KJIUHUKH OfI-
HOTO JIHST», TIO3BOJISIONINE KaX 0l OepeMeHHO! keHiHe AM-
BYJIATOPHO B cpoky reHeTUYECKOrO CKpUHUHT A [IEPBOTO TPU-
MecTpa MPOUTH MpeHaTaIbHOE 0OCIIeA0BAHUE U TTOTYYUTh MeIH-
KO-T€HETUYECKOE 3aKJII0UEHHE €€ MEPCOHATBHOTO PUCKA MO BO3-
HUKHOBEHMIO XA, OIpenensonee JalbHENIIYI0 aKyIIEpCKyIo
TaKTHUKY, HA KCIIEPTHOM ypPOBHE.

BBeneHre HOBBIX MEpONPUATHN MO3BOJIWIO MOBBICUTH (-
(beKTUBHOCTH TIpEeHaTaJIbHON JUArHOCTUKHU cuHApoMa [layHa c
15% no 35%!



Tem He MeHe, OOJIBIIMHCTBO JKEHIIUH JTMOO0 He 3HAIOT O CYIIe-
CTBOBAHUU ITOTO MPOEKTA W €r0 BOZMOXKHOCTSIX, JTMOO 3HAKOMBI
JIVIITb C OTJCJTBHBIMU TTOJIOKEHUSAMH.

[TosTOMy OmHMM W3 TPUOPUTETOB HAIIMOHATBLHOTO MPOEK-
Ta «3/10pOBbE» SIBJIAETCS €ro MH(MOPMAIMOHHAS TMOIJICPKKa,
BKJTIOYAIOIIAsT MEPOTIPUATHS pa3bsICHUTEIFHON, MH(OPMAITOH-
HO-TIPOCBETUTEJILHOM JeSITeIbHOCTH, TIPOBEJICHUE KPYIJIBIX CTO-
JIOB, KOH(pepeHI1Iuil, yueOHBIX KypCOB U Mpoyee.

C menblo ycremrHol pean3aly MPOeKTa MPOUCXOAUT BbI-
MYCK pa3IMYHBIX OpOIIIOP, CO3[aHUE U PACIPOCTPAHEHHE BH-
JIEOPOJIMKOB, TPAHCIIALIMS Tlepead Ha Pagio U TeJICBUJICHUIO,
OTKpBITHE TeJehOHHBIX «[ OpsiuMX JIMHUI», pa3MeleHUe WH-
(opmaru B ieueOHO-TTPOPUIAKTUIECKUX YUPEKISHUSIX U T.11.

Jliobast KeHIWHA, TUTAHUPYIOMasi OepeMEeHHOCTh, NOJKHA
3HaTh O TPEHATAJbHOW JMArHOCTHUKE, CXeMe €€ IPOBEICHUS
Y HaIMOHAJBHOM NPOEKTe «3I0pPOBbE», TMO3BOJISIOMIEM I10-
BBICUTh JIMArHOCTUKY TMOPOKOB pa3Butus 1oga! Tenedon

ropsiyel JIMHUM JIS KEHIIWH, MEUYTAloUMX CTaTb MaMaMHU:
8-800-000-00-00.



DTHUYECKHEe aCHeKThI
npepbiBaHusi 0epeMeHHOCTH

B Hacrosiiiee BpeMs HET €IMHOTO MHEHHSI B OTHOIIIEHUU TIpe-
pbIBaHMS OEPEMEHHOCTH MPY HAIMYMK Y TJI0/Ia TIOATBEPKICH-
Horo cuHjpoma JlayHa. Bo MHOruX cTpaHax AMAarHOCTUKA TON
(popMBI TEHOMHON MATOJIOTMM CUMTAETCS MIOKA3aHUEM K IPOBe-
JeHuto abopTa, Tak KaK, K COXKAJICHUI0, peaHUMAIIVs, JICUCHUE 1
JaJIbHeWIe peaOunTalus U aJanTaius K KM3HU TallMeHTOB
C TaKOM MaTOJIOTHEN SIBJISIETCS CJIUIIIKOM OPOTrOCTOSIIEeH, OTHU-
MaeT MHOTO SHEpruu U Mpoumx pecypco. Kpome Toro, 3to Gpe-
Msl, KOTOpPOE MOMHMO CaMHUX POAUTEIIEH, JOIKHBI BO3JIOKUTH HA
ceOs1 Bpauu, MEIUIIMHCKUE paOOTHUKM, MPEJICTABUTENN peadu-
JIUTAILIMOHHBIX 1IEHTPOB U TIp.

Ilo cratucruke nocneanero gecatuierus B crpadax EC cBbI-
me 90% OepeMeHHOCTE! ¢ 3TUM AMAarHo3oM ObLTA TIpepBa-
Hbl. OJJHAKO MHOTHE Bpauyd M MaTepu, JIeTH KOTOPBIX CTpaja-
10T cMHApoMOM JlayHa, 00€CTIOKOEHbI STUYECKMMH TTOCIICICTBH-
SIMM TIpepbhIBaHUsI OEPEMEHHOCTH TIPU JIAHHOM OTKJIOHeHuH. B
TIOCJIe/THEe BpeMsI CEMbU BCE Yallle OCTaBJISIOT TAKOTO PeOCHKa,
HE CMOTPS Ha UMEIONTYIOCS Y HErO MaTOJIOTHUIO.

Ha 3anaze moau ¢ cunapomom JlayHa sIBJISIIOTCS TIOJIHOMPAB-
Hele wieHamu oOmectBa. B CIIIA oTKasbl OT TakuX AETER CO-
cTaByAT b 1%. B EBporie mony ¢ mMimHen XpoMOCOMOM aK-
TUBHO BKJIIOUEHBI B COLIMAIbHBIE MTPOLIECCHI: OHU MOJTYYaloT BbIC-



mee oOpa3oBaHue, padOTAOT, 3aBOAAT ceMbH. [IpogomKuTeb-
HOCTh XW3HU B3POCIIBIX C CHHApPOMOM JlayHa Ha CerofHsIIIHUN
neHb jpocruraet 50 Jer.

B 2013 roay rybepnarop mrata CeBepHas JlakoTa noamuca
campbiii kectkuid B CIIIA nmakeT mep, peryimpyomui a0opTh, KO-
TOPBIA, CPeIV MTPOYEro, 3arpeniaeT npepbiBaHre OepeMeHHOCTH
MIpU JUArHOCTUPOBAHUU Y Tuiofa cuHapoma JlayHa.

[TpuHATHIA MaKeT U3 TPeX 3aKOHOB TaKkKe 3arperaer mpepsbl-
BaHKe OepeMEHHOCTH T10 JTIOOBIM MOTHUBAM TOCIIE "TIPOCITYIINBA-
HUS cepaneduenus tiofaa. Bpauam, Kotopeie OyayT MpoOBOIUTD
abOPTHI B HAPYIIIEHHE HOBBIX HOPM, I'PO3UT CPOK 3aKJTIOUYECHU S JIO
5 net u yruiata mrpada B pa3Mepe S ThiCsSY JOJUIAPOB.



IIpenMnaHTannOHHAS
reHeTu4ecKasi JUarHoCTUKa

B xonne 1980-x romoB ObUT pa3paboTaH MeToj, MpU3BaH-
HbId TIOMOYb CYINPYXKECKUM MapaM, WUMEIOIIUM MOBbIIIEHHBINA
PHCK Tepeadr HacaeCTBEHHOro 3a00/ieBaHusI CBOEMY peOeH-
Ky. Peub moiier o reHeTH4ecKol MpeUuMILUIAHTAIIMIOHHON Jua-
raoctuke (I1]T).

B mupe III'Jl npuMeHsieTcs ¢ Hayalda 3TOro BeKa, B Halllen
cTpaHe Metoa nosiuics HeaaBHo. Il mpoBoguTCs B pamKax
IIPOrpaMMBbl  KCTPaKOpHOpaIbHOTO orionorsopenus (9KO).
Lens [I']] — MCKITIOYUTH TEHETUIECKYIO TTATOIOTHIO, YTOOBI TOJI-
CaJIUTh B MAaTKy «30POBbIi1» SMOPHOH.

B nHacrosiiee Bpems B Poccun Bo3MoXkHa IUarHocTuka dosee
COTeH HacJieyeMbIX 3aboseBaHuii. YacTora 3a601€BaeMOCTH Ha-
CJIEACTBEHHOM MATOJIOTMEN BapbUPYET OT OJHOTO HA MSATh THICSY
HOBOPOKAEHHBIX 10 OAHOro Ha 50-70 ThICSIY HOBOPOXK/IEHHBIX B
3aBUCUMOCTH OT HO30JIOTHH.

Jlo Hayaya 3pbl TEHETUYECKUX HCCIIEAOBAHUI BBISIBUTH Ha-
CJICICTBEHHYIO MATOJIOTHIO MOXHO OBLIO JIMIIIL BO BpeMs Oepe-
MEHHOCTH IPY MOMOIIY TAKWUX UHBa3MBHBIX BMEIIATEIbCTB, KaK:
ouorncurs XoproHa (3a0op oOpasiia TKaHel XOpHOHa), aMHHOIICH-
Te3 (3a00p aMHUOTHUYECKON JKUIKOCTH), KOPAOIIEHTe3 — B3STHE
KPOBHU W3 MYIOBUHBI. Bce mnepedncieHHble BMEIIaTeIbCTBA Xa-
PaKTEpU3YIOTCSI PUCKOM BO3HUKHOBEHMSI Psijia OCJIOKHEHUM, B



TOM YHCJIe TPepPbIBaHNS OEPEMEHHOCTH.

[Tpu BHISIBIEHUM Y TUIO/IAa XPOMOCOMHOIO 3a00JIeBaHUS CY-
npyraM HeoOXOUMO ObLIIO MIPUHSITH HEMPOCTOE PEIICHHE O Tpe-
phIBaHMM WM coxpaHeHuHn OepemeHHocTu. Ceituac OGnmarogapst
[M']] mapa MOXeT UMeTh TApaHTUH, YTO MX OyayImid peOeHOK
aOCOJIOTHO 3JI0POB ellie JI0 Nepecagku SMOPUOHA B MaTKYy !

Kak ™Mbl yXe roBopwIn paHee, MpOBeJACHUE MPEUMILIAHTA-
IIMOHHOW JIMarHOCTHKY BO3MOXHO TOJIBKO B PaMKax JIe4eOHOTO
nukiaa DKO. Dranel onogorBopenus ¢ ' npaktuyecku He
OTJIMYAIOTCS OT OOBIYHOTO OIJIONIOTBOPEHUSI «B TIPOOUPKE».



Konen 03HaKOMUTEJLHOI'O
¢dparmenra.

Tekct npegocraBieH OO0 «Jlurpec».

[IpounTaiiTe STy KHUTY LIEJIMKOM, KYIIUB TOJIHYIO JIETATbHYIO
Bepcuio Ha Jlurpec.

Be3ormacHo oriaTuTh KHATY MOKHO OaHKOBCKOH KapToit Visa,
MasterCard, Maestro, co cuyera MOOMJIBHOTO TesiehOHa, C TiIa-
Te)KHOro TepMmuHaia, B cajoHe MTC wmm Cesa3HoOHM, uepe3
PayPal, WebMoney, Aunexc./lensru, QIWI Komenek, 60Hyc-
HBIMU KapTaMu WK APYTUM YI0OHBIM Bam crioco6om.
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